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Paznen 1. IlepeyeHb niiaHupyeMbIX pe3yJbTATOB 00y4eHHs MO JUCHHUIJIMHE (MOAYJII0), COOTHECEH-
HBIX ¢ IVIAHUPYeMbIMH pe3yJjbTaTamu ocBoenunss OIIOII

1.1. Heap n3y4yeHUs1 AUCUMILTHHBI (MOaYJIs1) «O0IIast 1 METUIIMHCKAS TEHETUKAY

1o pasaenay: «O0masi reHeTHKa» COCTOMT:

= Hay4HUTh CTYJACHTOB TCOPETUUYECKUM U METOIUICCKUM OCHOBAM T'€HETHUKH, HEOOXOMMBIM
JUTSE CAMOCTOSITEIIBHOM pabOThI B 00JIACTH U3YUEHUS IPUPOJIBI I MEXAHU3MOB Pa3BUTHUS HACIICICTBEHHOM
MaTOJIOTHH YEJIOBEKA,

= BOOPYKHUTH CTYJICHTOB 3HAHUSMH METOJAO0JOTHUYECKUX TTPUHITUIIOB UCCIICIOBAHUS HACIIST-
CTBEHHOCTH ¥ H3MEHYHUBOCTH OPTaHU3MOB U MPAKTUKH IIAHUPOBAHUS YKCIIEPUMEHTA B 3TOM 001acTu
HayKH, €ro TEXHUYECKOTO U MAaTEMaTHYECKOT0 00CCIICUCHHS;

no pasaenay: «MeIUIIUHCKAS TeHETUKA»

. BOOPYKHUTh CTYJICHTOB 3HAHUSMH O CYIIECTBYIOIIUX HACJICICTBECHHBIX MATOJOTHUSIX YeJIO-
BEKa, MEXaHU3MaX WX BOSHUKHOBEHHSI M PA3BUTHS JJII CAMOCTOSITENILHOM pabOThI B 00JIACTH MX AalTbHEH-
IIETO U3Y4YCHUS,

. 00 apceHane COBPEMEHHBIX IMTOTEHETHYECKUX, OMOXUMUYECKUX U MOJICKYJISIPHO-TEHETH-
YECKUX JUATHOCTUYECKUX METOJIOB ISl COBMECTHOM pabOThI C BpauaMH-JICUeOHUKAMHU 110 TTOCTAaHOBKE
JMarHo3a HaCJICICTBEHHBIX I1aTOJIOTUH;

. O MPUHINIAX TPO(PHIAKTUKNA HACIEACTBEHHBIX 3a00JI€BaHNI YEIIOBEKaA C IIEJIbI0 COBEP-
IIICHCTBOBAHUS CYIIECTBYIOIINUX M pa3paOb0TKU HOBBIX METOJIOB UX MPEAYIPEIKICHHUS.

3HaHue o01Iel 1 METUITMHCKOM TeHETUKH CTYIeHTaMU MEANKO-OMOIOrnYecKoro (pakyapbTeTa CIo-
COOCTBYET MOJATOTOBKE BRICOKOKBATH(DUIIMPOBAHHBIX CIICIIUATMCTOB - BPaYei-reHETHKOB M Bpadei-reHe-
TUKOB-JJA0OPAHTOB JIJIs1 OPTraHU3AIMK U MTPOBEACHUS JUArHOCTUYCCKON ITOMOIIY HACEICHUIO ¢ JaTbHEH-
LIUMHU JIe4€0HO-TTPOPUIIAKTUYECKUMU LIEJISIMU.

1.2. 3axauun u3yyeHusi TUCHUIJIMHBI (MOLYJIs1)

e (O3HaKOMHUTH ¢ (HOPMHUPOBAHUEM Y HACETICHUS, MAIIIEHTOB U YWICHOB UX CEMEH MOTHBAIINH, HATIPaB-
JICHHOM Ha COXPaHEHHUE U YKPEILJIEHUE CBOETO 3/I0POBbS U 3/I0POBbs OKPYKAIOLIUX;

e (O3HAKOMUTH C OpraHU3alMeN U OCYIIECTBICHUEM IPUKIAAHBIX U TPAKTUYECKUX IPOEKTOB U MHBIX
MEPOMPHUATHIA MO U3YYCHUIO OMOXUMHUYECKUX U (PU3MOJOTHYECKHX MPOLIECCOB U SIBJICHHM, MPOMC-
XOJIAIINX B KJICTKE YEI0BEKA;

o 3yuntsr 3amaum oOIIeH U METUIIMHCKOM T€HETUKH, M MX MOJO0KEHUE CPEAH APYTUX METUKO-OMO-
JIOTUYECKHUX HAYK;

e CdopMupoBaTh 3HaHUS [0 UCTOPUM MHUPOBOU U OTEYECTBEHHON T'€HETUKH U MEIUITMHCKOM TreHe-
THKH, OCHOBHBIE 3TAaIlbl €€ PA3BUTHS;

e CdopmupoBaTh MOHUMAaHUE 3aKOHOMEPHOCTEW HACJIEICTBEHHOCTH M U3MEHYMBOCTH, 3HAHUS MO-
JIEKYJIIPHBIX MEXAHU3MOB I'€HETUUYECKUX ITPOLECCOB, NMPUHIUIIOB PETYJIALUNA AKTUBHOCTU I'€HOB,
OCHOB F'€HHOW WH)KEHEPUH, TCHETUKU OHTOT€HE3a U MOMYJISIIMOHHON T€HETUKU;

e (O3HAaKOMHUTH C OCHOBHBIMU HaYyYHBIMU HAMPABICHUSIMU U TTOCJICTHUMHU JTIOCTHXKCHUSIMU B 00J1aCTH
MEIUIIMHCKON T€HETUKMU;

e JloOuThCS MOHMMAHUS MPUPOIBI HACIEICTBEHHBIX 3a00JIeBaHUM, UX MaTOreHe3a, MPUUUH IIHPO-
KOT'0 KIIMHUYECKOTO MOJUMOP(PHU3MA STHOJIOTHIECKH €AUHBIX (HOPM U TEHETHYECKON reTepOreHHO-
CTH KIIMHUYECKH CXOJIHBIX COCTOSTHHIA;

e CdopMupoBaTh 3HAHHS O COBPEMEHHBIX METOIaX TUArHOCTUKU, MPO(PUIAKTUKU U JICUCHHSI HaCJIe -
CTBEHHBIX MMAaTOJIOTHI YeTIOBEKa T€HHOW U XPOMOCOMHOM MPUPOIbI U O0JIe3HEH ¢ HACIeICTBEHHBIM
MPEPaCIIONOKEHUEM;

e JloOuThCS MOHUMAHUS TICJIEH W BO3MOXKHOCTEH METOJIOB IUTOTEHETHYECKON, OMOXUMHYECKON 1
MOJIEKYJIIPHO-TEHETUUECKON TUArHOCTUKU HACJIEACTBEHHOM MMATOJIOIMU; HAYYUTh aHAIIM3UPOBATH
pe3yJIbTaThl MEAUKO-TEHETUYECKUX UCCIIECIOBAHMI;

e HayuuTe orieHHUBaTh CTENEHb PUCKA BO3SHUKHOBEHUSI HOBOM HACJIEICTBEHHOW MATOJIOTUU B OTSATO-
IIICHHBIX €10 CEMbAX Ha OCHOBE MPEICTaBICHHUI 00 UX TeHEeTHYECKON JeTepMUHAINY;

e (O3HAKOMUTH C MPUHILIMIIAMH MEIUKO-T€HETUYECKOTO KOHCYJIbTUPOBAHUS HACENIEHUS, C METOAaMH

¥ BO3MOKHOCTSIMU MPEHATATHHOW TMarHOCTHKU U TIPOCEUBAIONTNX (CKPHHUHTOBBIX ) MPOTPAMM.
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1.3. MecTto gucuunannsl (MoayJs) B ctpykrype OITOII:
Juctummza «O0Ias 1 MeIMIMHCKAs TeHETHKa» OTHOCUTCS K 050Ky b 1. JlucuuminHbl (MOyIH)
00s3aTEIbHON YaCcTH.

OcCHOBHBIE 3HaHUS, HEOOXOAUMBIC JIJIs1 U3yUCHUS TUCIUTUIMHBI (POPMUPYIOTCS ITPU U3YyUEHUH JTUC-
nurunH: MTHOCTpaHHbIH 3bIK, JIaTHCKH 136K, buonorust, @usnonorus, MUKpoOHOJIOTHS, BUPYCOJIOTHS,
®dapmakoiiorus, MoJekyJIsipHble OCHOBBI ITATOJIOTMH, PereneparuBHas MeUIIMHA, JDKOJIOTHS.

SIBnsercs npeAmecTBYIONICH Ut H3yYeHUs TUCIUILINH: BHyTpennue 6one3nn, HeBponorus, [le-
auatpus, OOmmas 1 KIMHUYecKas UMMYyHoutorus, KinmHudeckas U skcriepuMeHTallbHas Xupyprusi, Meau-
[UHCKHE OMOTEXHOIOTHH, MoneKyisipHast OMOJIOTHSL.

1.4. O6bekTHI NpodeccHOHANBbHOI 1eATeILHOCTH
OO0mbexramu pohecCUOHATILHON AEATEIbHOCTH BBIITYCKHUKOB, OCBOMBILIUX IIPOrpaMMy CIEIHaIu-

TETa, ABISIOTCS:

- usnueckue nuua (gajnee - marueHTh),
- HaceJICHUE;
- COBOKYITHOCTB CPEJICTB U TE€XHOJIOTUH, PEAYCMOTPEHHBIX TIPU OKa3aHUH JUATHOCTHYECKOU I10-
MOIIY ¥ HAIPABJICHHBIX HA CO3AHHUE YCIOBUH JIJISI OXPAHBI 3J0POBbSI TPAXKIAH.

1.5. Buasl npogeccnoHaIbHOI 1eSITeTbHOCTH
N3yueHue JaHHOM JUCUMIUIMHBI (MOZYJIsl) HAIPaBJIEHO Ha MOATOTOBKY K PELICHUIO 3aa4 Ipodec-

CHOHAJIbHOM ACATCIIBHOCTHU CICAYIONINUX TUITIOB!:

° MeOUYUHCKULL,
o NPOEeKMHbIUL.

1.6. ®opmupyeMbie KOMIETEHIIUH BHITYCKHUKA
[Ipornecc n3yueHus TUCIMILIMHBI (MOJTYJIs1) HAllpaBlieH Ha (HOPMUPOBAHHE y BBITYCKHUKA CIIEIY-
IOIIMX KOMITETCHIIUH:

No
IIepeueHb muIaHUPYEMBIX PE3yJILTATOB OrieHouHbIE paznena
PesynbTathl 00y4eHHs 0 JUCLUIUIMHE (MOYJIIO) cpencTaa NHCIUILT
OCBOCHUA Nupukarop vHbI, No
Ne | OIIOII (un- | mocTwxeHU cemectpa,
/ JEKC U b AT A B
I | COmEp)KaHHME | KOMIIETEHII TeKymer | MpOMEXY | goTopbIX
) 3HaThb YMeThb Bnagerts 0 TOHOR |y
KOMIIETEH uu KOHTpON | arrecra PMHDPY
1Un) o un ered
KOMIICTCH
st
1 2 3 4 5 6 7 8 9
1 | OIIK-1. /1. OIIK EctectBenHo- | Mcnonb3o- Hasbikamu Tectupo | Tectupo | Pazgen Ne
Croco0en 1.2. Hay4yHbIC TIIO- | BaTh €CTe- | UCIIOJIb30Ba- BaHuUe, BaHue, 1
ucrons3oBar | Mcrmonpsyer | HATHS W Me- | CTBEHHOHAy'- | HHsS  MEJIMKO- cobecen | codecen | Cemectp
b dyHmament | TOABL HCCIE- | HbIE MOHATHA 61/10Jv1ornqe— oBaHme, | oBaHue, | Ne 5,6
NPHMEHSTH ANBHBIE T ZIOBaHUA  Te- | U METOMBI MC- | CKOH TepMH- pedepar | cutyanu | Pazmen Ne
HETHUKH YeJIO- | CJIeIOBaHUMN HOJIOTUM W | /j0oKjan, | OHHbIC 2
¢dbyHaMeHTa | MPUKIIATHBI
BEKa, MOJICKY- | TEHETHKH 4e- | MHTepnpera- | pemieHn | 3amaun, | Cemectp
JIBHBIC 1 © JIApHBbIE, T€H- | JOBEKa, MOJie- | LIUEH PE3yib- | € npaktuy | Ne 7
HPUKJIATHBIC | METIUHCK | grie  xpomo- | KynspHbIe, TATOB HCCIe- | CUTYyaIll | ecKue
MCIMIIMHCKA | UC 3HAHUA COMHBIC W Te- | TCHHBIC, XPO- | JOBaHHA, TO- | OHHBIX | HABBIKH.
c, AJLA HOMHEIE MOCOMHBIE M | JIY4YE€HHBIX Me- | 3a1a4,
€CTECTBEHHO | IIOCTAHOBKU | yPOBHHM Hapy- | FTEHOMHBIC TOJaMHU T'eHe- | IPaKTHY
HAy4YHbIE Y PEIICHHS | LICHUS YPOBHH THKH
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3HAHUS JJIs CTaHJapTHBI | HACJIEJICTBEH- | HApyIICHHUs YeJoBeKa ISl | €CKHe
MOCTAHOBKH | X U HOTO MAaTepH- | HACJICJCTBCH- | BBIOJHECHUS | HABBIKH.
¥ peLIeHNs MHHOBAI[o | &1 TIPH BO3- | HOTO MaTepu- | 3aja4  Mpo-
CTAHIAPTHBIX | HHBIX 3ajay | HMKHOBEHHH | aia mpH BO3- (beSCI/IOHaJ'II)-
" npoceccHo [aTOJNOrHYe- | HUKHOBCHUH | HOM JesTeb-
. CKHX TpOIEC- | MaToJOorTH4Ye- | HOCTH.
WHHOBALIMOH | HaJbHOMN
COB B Opra- | CKHX Hpolec-
HBIX 33]1a4 JAEATENBHOC | \ynvie weno- | cos B opra-
npoQeccnon | TH BeKa. HU3ME 4eJlo-
anbHON BEKa IS BBI-
ACATCIbHOCT IIOJIHEHUs 3a-
u nmad  mpodec-
CHOHAITbHBIX
JeSTeIILHO-
CTH.
OIIK-5. nJ1 OIIK Teopernueck | ITonb3oBatbesi | HaBbikamu Tectupo | Tectupo | Pazmen Ne
Cnocoben k| 5.1. UE OCHOBBI COBPEMCHHBI | MCIOJIb30BaH | BaHue, | Banue, | 1
opraumsauuy | Opranusyer | COBPEMEHHBIX | MH us cobecen | cobecen | Cemectp
u u KOMIIBIOTEPH | KOMIIBIOTEPH | COBPEMEHHBIX | OBaHUE, | oBaHue, | No 5,6
OCYIIECTBIIE | OCYIIECTBIS BIX U BIMU U KOMIBIOTEpH | pedepar | cutyanu | Pazmem Ne
HIEO ot uHpOpMao | UHPOPMAMO | BIX U /moknan, | OHHbIE 2
HHO- HHO- uHpopmanuo | peureHu | 3amaum, | Cemectp
TIpUKIAZHBIX | [TPUKITaHBL KOMMYHHUKALl | KOMMYHHUKall | HHO- e npaktuy | Ne 7
u cu HMOHHBIX WOHHBIMH KOMMYHHMKALl | CHTyalll | ECKUE
NPaKTUICCKN | IIPAKTHYCCK | texHOMOTHI TEXHOJIOTHSIM | MOHHBIX OHHBIX | HaBBIKH.
X IIPOCKTOB U | UC IIPOCKTHI | mist " IS TEXHOJIOTHH 3a/1ad4,
WHBIX U UHbIE OpraHW3aly | OPraHW3aluM | JUIs paKTUY
MepOHpI/IHTI/I MepOHpI/IHT MPAKTUYCCKHU MPAKTUYCCKHU Ooprann3anuu €CKHUC
it o U 110 X IPOEKTOB M | X MPOEKTOB U | MPAKTHYECKH | HABBIKH.
H3YICHHIO H3YICHHIO MEPONPUATUH | MEPONPHUATHH | X IPOEKTOB u
GroxuMuYee | 6noxumuye | MO U3YUCHHIO | IO M3YYCHHIO | MEPONPHATHH
KUX T CKIX H MOJICKYJISIPHO | MOJICKYJISIDHO | TIO M3YYCHHUIO
- - MOJICKYJISIPHO
(bI/I3I/IOHOFI/II'I (bHSHOHOFH TCHETHUYCCKHUX | TCHECTUYCCKUX | -
CCKHX HeCKHX MPOLIECCOB B | MPOIECCOB B | TEHETUYECKHX
HPOHGCSOB Hu HpoueCCOF KJIETKaX KJIETKaX IPOLIECCOB B
JABJICHUY, U ABJIICHUH, | yenoBeka. YeJIoBeKa. KJIETKax
MPOUCXOASAN] | IPOUCXOAS yeIoBeKa.
WX B KJIETKE | IIUX B
YyesoBeKa KJIETKE
YeJI0BeKa
Pa3nes 2. O6beM qucHUNUIMHBI (MOAYJIs1) U BUAbI Yu4eOHO# padoThl
OO0mast TpyA0eMKOCTh AUCHUIUTNHBI cocTaBisieT 10 3aderHbIx eaunmn, 360  9acos.
B 6101 Da6 Bcero CemecTpbl
1L YHCOHOU PabOTH! 4acoB Ne 5 Ne6 Ne7
1 2 3 4 5
KonTakTtHas pabora (Bcero) 216 60 72 84
B TOM YHCJIE:
Jlexrum (J1) 68 18 20 30
[Tpaktrueckue 3ausatus (113) 148 42 52 54
Cemunapsl (C)
JlaGoparopusie 3ausTus (JIP)
CamocTosiTenbpHas paboTa (Bcero) 108 30 36 42




B TOM YHCIIE:
- [loaroTOBKY K 3aHATHSIM 22 6 8 8
- [IoArOTOBKY K TEKYIIEMY KOHTPOJIIO 20 6 6 8
- [1oAroTOBKY K MPOMEKYTOYHOMY KOHTPOJTIO 23 6 8 9
- Pedepar/nokian 23 6 8 9
- Perienue reHeTHYECKUX M CUTYAIIMOHHBIX 3324 20 6 6 8
Buna npomexyrou- | Dx3amen | Konrakrhas pabora 3 3
HOU aTTecTaluu CamocrosiTenbHas paboTa 33 33
OO6m1ast TpyA0€MKOCTb (4achl) 360 90 108 162
3adeTHBIE €UHALBI 10 2,5 3 45

Pa3nea 3. Copepaxanue 1McuMIJIMHBI (MOAYJIs), CTPYKTYPHPOBaHHOE 110 TeMaM (pa3jejiaM)

3.1. Conep:xaHue pa3iesioB IMCHUILIHHBI (MOIYJIA)

Ne | Kopn xommne- | HaumenoBanue pasjaena
Temsbl pa3nenon
/1 TEHIINU JUCHUTITAHBI (MOJTYJIs1)
1 2 3 4
1. | OIIK-1 OO01as reHeTuKa Jleximu: «Menaenusmy, «XpoMOCOMHAs TEOPHs HaCe-
OIIK-5 CTBeHHOCTHY, «CIICTIIICHHE TeHOB M KPOCCHHTOBEPY, «B3au-

MOJEICTBUE AJJIENbHBIX U HEAJUICNBbHBIX TeHOBY, «CTPYKTYpa
1 QYHKIMM TeHETUYECKOro MaTepuaay, « MHOTOypOBHEBas
opraHmuzanus reaomay, «['enorun u peHorun. Moaudukauu
1 HOpMa peakuumn», «I'enernka nonay, «Pemnukanus JHK u
xpoMmocomy, «Pemapanusa JJHK», «MonekymnspHbie Mexa-
HU3MBI TEHETHYECKON peKOMOUHAIMMY, «PeryIsius reHHOM
aKTHUBHOCTWY, «TeopeTnuecKkue OCHOBbI MYTallUOHHOM U3-
MEHYUBOCTHY», «MONEKYJISPHbIE MEXAHU3MbI MyTareHe3a»,
«lTonynsionHas reHetuka», «MIMMyHorenerukay, «I'ene-
THKa OHTOTeHe3a», «['eHoMHbIe TexHOonoruu 1», «['eHOMHbIE
TEXHOJIOTHH 2.

[IpakTrueckue 3aHATHS: «3aKOHBI HACIEIOBAHUS PU3HAKOB.
Tl'uOpunonornyeckuii Meto Menzens», «lluromornyeckue
OCHOBBI 3aKOHOB MeHes», «XpOMOCOMHAas TEOpUs HACIIE-
CTBEHHOCTH. THITBI HacIIeJOBaHUS MPU3HAKOBY, «ClierieHne
TE€HOB U KPOCCUHTOBEP», «B3auMoeicTBie aJieNbHbIX T'e-
HOB», «B3aumonelicTBue HealleNbHbIX FeHOBY, «CTPYKTYypa
1 QYHKIMH TeHETUYECKOTo MaTepuanay, « MHOTOypOBHEBas
opranuzanus reHomay, «Mrorosoe 3anstue 1. «Kmaccude-
CKasi MEH/IeJIEBCKasi FTeHETUKA. MOJIeKyIIsIpHbIE OCHOBBI
HACJIEICTBEHHOCTH»», «MyIIIKa - MOJEIbHBIN 00BEKT TeHETH-
YECKUX UCCliefioBanuiy, «['enotun u ¢penorun. Moauduka-
Y ¥ HOpMa peakiumy, «[locTaHoBKa ombITa O AUTUOPUI-
HOMY CKPEILUBAHUIO MYIIEK», «MeXaHU3Mbl IeTepMUHALIUN
oJay,

«Htorosoe 3ansTue 2. «MOJEKYIIPHBIE OCHOBBI HACIIEI-
cTBeHHOCTH. Momudukanuu. [lerepmunanus mona». [loase-
JICHUE UTOTOB I10 TUTHOPHUIIHOMY CKPEITUBAHHUIO»NY, «Peruu-
kauusg JJHK u perynsiuusi reHHOM akTUBHOCTHY, «Pemnapartius
JIHK u HacnencTBeHHbIE 00JIC3HH HAPYIICHUS Perapaiuny,
«buoMeTpruyeckrue OCHOBHI H3YYCHHUS MOIU(DUKAIIMOHHOHN 13-
MEHYUBOCTH», «[locTpoeHne BapualilmOHHO-CTaTUCTUHYECKHUX
PAA0B MOIU(DUKALMOHHON M3MEHUYUBOCTIY, « OCHOBBI MyTa-
LUOHHOW U3MEHYUBOCTIY, «MONEKYIIIpHbIE MEXaHU3MBI MY-
TareHe3a U TECTUPOBAHUE HA MyTareHHOCThY, «MToroBoe
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3ansaTue 3. «llurorenetuka u MmytareHe3», «llomynsiuoHHas
reHeTuka», « IMMmyHoreHeTHKay, «I'eHeTHKa 1 OHTOTeHE3Y,
«"enomusie Texnonoruu 1. Kapruposanue renoma. Llurono-
TUYECKUE U TeHETUYECKUE KapThD», «[ €HOMHBIE TEXHOIOTUI
2. dm3udeckoe KapTHpOBaHUE. PECTPUKITMOHHBIN aHAIH3Y,
«I"enomusie Texnomornu 3. JIHK-guaraoctuka. [puaimmn
metozna [TLP»,

«I"eHoMHBIC TexHOJIOTUU 4. BOTTHHT-TMOpUAM3alus. MeTos
- renb-3ekTpodopesa. CekBeHnpoBaHue», « KoMmbproTepHas
reHEeTHKA. AHAIIM3 TeHeTHYeCKuX 0a3 naHHbIX. KoMmnbroTep-
HBIC IUATHOCTHYECKUE MPOTrpaMMbDy, «OCHOBHBIE IPUHIIUIIBI
TeHOMUKWY, «IToroBoe 3ansTHe 1o pazaeny «O01mas reae-
THKa»»

OIIK-1 Menuiackas reHeTuKa
OIIK-5

Jlekuun: «BBeneHue B MEIMIMHCKYIO TeHETUKy», «[Ipo-
rpamma «I'eHoM "yenoBeka». CTpykTypa 1 GyHKIUH TeHOB. Pe-
TYJSIIES DKCIPECCHU TeHOBY», «CeMHOTHKa HACIIeICTBEHHBIX
3a0osneBannii. KNIMHUKO-TeHeaTornueckuii MeToay», « ITHOJIO-
TSl M TATOTeHe3 MOHOTEHHOM MaTONIoTuu», « MOHOTreHHasl a-
tonorus. Knuanueckue Gpopmen, « MUTOXOHApUATHHAS TTATO-
JIOTHUS), «XPOMOCOMHAS MMATONIOTH», «BpoKaeHHbIE TOPOKH
passutus (BIIP)», «MynbTudakropuaibHbie 3a00JeBaHUSY,
«Mynprudakropuanpaple  3abomeBaHusa.  KimHmdeckue
tdbopmbry, «OHKOTeHEeTHKa», «OpdaHHble 3a00JICBaHUIY,
«[Ipodpunaktuka HaclIeICTBEHHBIX 3aboneBaHmit», «[IpeHa-
TaJlbHasl AMArHOCTHKay, «JledueHne HacnencTBeHHBIX Oones-
HEW»

[pakTudeckne 3aastusa: «HacnencTBeHHOCTh U MATOJOTHY,
«['enom uenoseka. CTpykTypa ¥ GYHKIMH TeHOB. Perymsmus
JKCIIpecCHr TeHOBY, «CeMHOTHKA HACIIeICTBEHHBIX 3a001eBa-
Huii. KiimHuKO-reHeanornyeckuii Metony, «I eHHble 00JIe3HH.
OTHOJNIOTHS, TATOTeHEe3, KIACCHU(HUKAIUSA, METOIbl JUArHO-
CTUKN», «MOHOTCHHBIC 3a00JICBaHUS, KIMHUYECKUE (POPMBIL
Hacneacteennsie 6one3nn ooMeHa Bemects (HBO)y», «Mwuto-
XOH/IpHaJibHAsI TTATONOTHsD», «O01as XapaKTepUCTHKA XPOMO-
COMHOM MAaTOJIOTHI», «XPOMOCOMHAas maTtojorus. KmuHude-
ckre popmel», «BpoxkIeHHBIE TTOPOKH pa3BUTH», «bim3He-
LOBBIN W TIOIMYJISIIIMOHHBIA METOIbI N3yUeHUS TEHETHKHU YeJI0-
Bekay, «MynbrudakTopranbHbie 3a00eBanus», «OphaHHbe
3aboneBaHus», «OHKOTeHeTHKay, «lIpodumakrtuka Hacmen-
CTBEHHBIX 3abosieBaHuiy, «llpeHaranpbHas ITUATHOCTHKAY,
«KommploTepHasi JIMarHOCTHKA HACJIEACTBEHHBIX 3a0olieBa-
Huily», «MToroBoe 3aHsaTue no paszaeny «MeauluHCcKasi TeHe-
THKa»».

3.2. Pa3nenbl AMCUMILIMHBI (MOIYJIAA) M MEKIMCUMILIMHAPHBIE CBS3M ¢ 00ecnieYnBaeMbIMU
(mocaexyOmMMH) TUCHUIIIMHAMUA

Ne HaumenoBanue o0ecrieunBaeMbIX Ne Ne pa3nenoB 1aHHOM TUCHMITIMHBL, HEOOXOAUMBIX
o\ (mocnenyrommx) AUCUUIUIHH JUIS U3y4eHHs 00ecTIeYnBaeMbIX (TIOCIEYIOMINX ) TUCIHU-
TUTMH
1 2
1 | BHyrpenHue 60se3Hu + +
2 | HeBponorus +
3 | Heguarpus +
4 | O6wmas u KIMHUYECKasi UMMYHOJIOTHUSI + +




S) Knunnueckast ¥ sKcriepuMeHTaIbHas

XUPYPrust *
6 MeaunuHckre OMOTEXHOIOTHN + +
7 MoutekysspHas OMOJIOTHs + +
3.3. Pa3znennbl AUCHMILUIMHBI (MOXYJIS) U BUAbI 3aHATHI
No Bcero
HaunmenoBanue pazaena qucuIInHbL (MOIYJIs) J | II3 | JI3 | Cem | CPC
n/m JacoB
1 2 3 4 5 6 7 8
1 | OOuias reneTuka 38 | 94 66 198
2 | MegunuHckas reHeTuKa 30 | 54 42 126
Bug npomexyTouHoli | Dk3aMeH | KOHTaKTHas pabora 3
aTTEeCTalluU: CaMOCTOsTeNIbHAs padoTa 33
roro: 68 | 148 | | 108 | 360
3.4. TemaTHuyecKHi NJIaH JEKIHMH
No TpynoemkocTs
Ne paznena TemaTuka N (uac)
n/ . Conep:xanue JeKuii
JUCIHIINHBI JeKIui 5 6 7
" ceM. | ceM. | ceMm.
1 2 3 4 5 6 7
1. 1 Menpenusm e T'uOpunonormyeckuii meron . Mennens
e 3aKOHbBI HACJICIOBAHUS IPU3HAKOB, YCTAHOB-
nennsle I'. Menaenem
e 3aKOH JIOMUHHPOBAHMS WM €AMHOOOPa3Us
THOPHUIOB TIEPBOTO MOKOJICHUSI
e 3aKOH pacuIeIUICHHs IPU3HAKOB 2
e T'unoresa 4UCTOTHI FAMET
e 3aKOH HE3aBUCHMOIO KOMOWHHUPOBAHUSI
NPU3HAKOB
e VcioBH BBRITTOJHEHHS 3ak0HOB ['. Mennens
e JIMCKPETHOCTh HACIIEICTBEHHOCTH
2. 1 XpomocomHas | Lluronoruueckne ocHoBbl 3ak0HOB I'. Menienst
TEOpHUs o KileTOYHBIN UK
HaciencTBeH- | ® Mutos
HOCTH e Meiio3
e  XPOMOCOMHBIE THIIbI ONPEIEIEHUS MOJIa
e HacnenoBanue NPHU3HAKOB, CLEIUIEHHBIX C
[1OJIOM
e HepacxoxaeHue M0JI0BBIX XPOMOCOM
e IlepBuuHOE HEPACXOXKIICHHE 2
e BropruHOE HEPACXOKIEHHE
e  XPpOMOCOMBI — I'PYIIIBI CUETUICHHS TEHOB
e Teopus HacnencteenHoctu T.I'. Moprana
e Twurbl HaCJIEAOBAHMUS MTPU3HAKOB
e  AyTOCOMHO-JIOMHWHAHTHBIN THIT HACIIEIOBA-
HUA
e  AyTOCOMHO-PEIECCHBHBIN THIT HACIIEIOBA-
HUA




e JloOMWHAHTHBIM, CHEIJICHHBIM C IIOJIOM THII
HaCJIeOBAHUS

e PerneccuBHBIA, CIEIUVICHHBIA C MOJOM THII
HaclaeI0BaHus

e [onmamapuyeckuii TUI HACJIETOBAHUS

CreruieHue re-
HOB MU KpoOC-
CHHTOBED.

[TonHoe cuernsieHue

Henonuoe cuennenne

Kpoccunrosep

Jlokxa3aTenbCTBO JTMHEHHOTO PACTIONOKEHUS
TEHOB B XpOMOCOME

Yder IBOMHOTO KPOCCHHTOBEPA
WuTepdepenmmst

I'eneTnueckue KapThl

[Mutonorudeckue KapThl

CpaBHEHHE TEHETUYECKHX W ITUTOJIOTHYe-
CKHX KapT

e HepaBHblil KpOCCUHIOBED

e ComaTnueckuil KpOCCHHTOBEP

e dakTOpBbl, BIUAIOLINE HA KPOCCHHTOBEP

B3anmoneii-
CTBUE aJlIENb-
HBIX K Heaj-
JICJIBHBIX Ire-
HOB

e JloMUHUpOBaHHE HOPMAJIBHBIX U MYTaHT-
HBIX ajuleiel

Henonxnoe nomuHupoBaHue
KonomunupoBanue

CBepXIOMUHUPOBAHUE

HeycroiiunBas u yciioBHasi JOMUHAHTHOCTD
MHO€eCTBEHHBIE aJUIENIN

O mMexaHu3Max JOMHUHAHTHOCTH M pelec-
CHUBHOCTH

e KommieMeHTapHOCTb

e JIOMUHAHTHBIN U PELIECCUBHBINA AIUCTA3

e JIBOIHOH peLecCUBHBIN 3MUCTA3

e [lonureHHoe HaclieJOBaHUE KAYECTBEHHBIX
Y KOJINYECTBEHHBIX MPHU3HAKOB

Ctpykrypa u
GyHkuun  re-
HETHUYECKOI0
marepuasa

e JIMCKPETHOCTb €AMHUI] HACJIEICTBEHHOCTH
— (akropos o I'. Menento

e [‘eH-e/IMHUIIA MYTaIllU{, PEKOMOMHAIIH U
hyHKIIIH

e JloKa3aTenbCTBO TEHETUYECKOM POJIU MOJIE-
kyJasl [JHK u oTkphITHE €€ CTpyKTypHO# opra-
HU3ALUU

e Crpykrypa monexynsl JIHK u ypoBHU crin-
panuzanyuu

e [locnenoBatenbHas nepeaaya reHETHYECKOM
nH(pOpMaINH B KIIETKe: OMOCUHTE3 OenKa

e ['eHbI-MOIU(HUKATOPEI

MHoroypos-
HEBasl OpPraHu-
3anus reHoMa

e OcCo0EHHOCTH 3YKaPHOTHYECKOTO TeHOMa

e VYPOBHU YIIaKOBKU XpOMaTHHA

e CrpykrypHO-(ODYHKIIMOHATbHAST OpTraHW3a-
LHSI XpOMOCOM

e DyXpOMAaTUH U T€TEPOXPOMATHH

e CTpyKTypa MOJUTEHHBIX XpPOMOCOM U XpPO-
MOCOM THIIA «JIAMITOBBIX IIETOK»

e TaHjeMHbIE U JUCTIEPTUPOBAHHBIE TTIOBTOPbI
e [lanuHapOMHBIE MOCIENO0BATEILHOCTU

e Bujubl catesuntHoi JITHK
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Ienotun u de-
Hotun. Monu-
bukanuu u
HOpMa  peak-
M.

e Bapumanms nposBICHHUA HACIEICTBEHHBIX
MIPU3HAKOB B HHIUBUAYAIIEHOM Pa3BUTHU Opra-
HU3MOB

e Moudukauu u HopMa peakiuu

e JlenerpanTHOCTB

e DKCIPECCUBHOCTH

e Hopwma peakuun

I'enetuka
[1oJa.

e (OCHOBHBIC THUIIBI JETEPMUHALINY T10JIA

e Tumel XpOMOCOMHOM AeTEpMHUHAILINH TOJIa

e XpOMOCOMHBIE U MOJEKYISIPHO-TEHETHUYE-
CKHE OCHOBBI JI€TEPMMHAIMU II0Ja Yy APO30-
(bt

e ['mHanapomophusm

e banancosas teopus K. bpumxeca

e ['eHbl, M3MEHSIOLIHE IO

e MouekynsIpHO-TEHETUYECKHE  MEXaHH3MBI
JEeTepMUHAINN 110J1a Y IPO30(HIIBI

e XpOMOCOMHBIE U MOJIEKYJISIPHO-TECHETHYE-
CKHE OCHOBBI IIEPBUYHOHN AETEPMUHALINY [10J1a Y
4eJI0BeKa

e Ponb Y-XxpoMOCOMBI B JETEPMHUHALIMH 101
e Pojp ayTOCOMHBIX T'€HOB B JETEPMHHALIUH
noja

e BropuuHas geTepMUHALIUS TT0JIA y YeTIOBEKa
e 3aBHCHUMEIE OT IOJa U OrpaHUYCHHBIC ITOJIOM
MIPU3HAKU

e Jlon u pa3sMHOXKEHHE Y XKMBOTHBIX U 4YeJO-
BeKa

Pemnukanus
JHK u xpomo-
COM.

e TlonykoHcepBaruBHas pemnukauus JHK u
XPOMOCOM

e CpaBHUTENBHAs XapaKTePUCTHUKA perlTuKa-
WY Y TIPO- ¥ 3YKapHOT

Tuns! pernykanuy TeHOMOB

Wnunmanus permukanuu

Ononranus nenei JIHK

TepmuHanus peruKanuu

CKOpOCTh peIUTUKAIINN

To4YHOCTh peruIMKaumu

Penukanus tenomep

I'eneTnueckuil KOHTPOJIb peruMKanuu. My-
TalUH, HapyIIaIoIIe pa3IMYHbIE 3TaIlbl PEIUIH-
Kaluu

e AmminduKkaus reHoB

10.

Penapanus
JIHK.

Hapymenus nepsuunoit ctpykrypst JJHK
[Ipsmas penapauus JHK
doTopeakTuBaLUs

Penmapanusa JITHK 3a cuer sx30HYyKiI€a3HOM
aktuBHoctu JJHK-nonumepas

e DOxcumsnonHas penapanus JHK

e Hcnpasnenue OIMO0K CrliapuBaHus
(MuCMATY-penaparnys)

e [loctpennukatuBHas penapanus JHK

e PexoMOMHAIMOKHAs pernapanus

e SOS-penapauus
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e Pemapamus JIHK u HacnmeacTBeHHBIE 00-
JIC3HH YEJIOBEKa

11.

Monekynsip-
HEIC Mexa-
HHU3MBI T€He-
THUYECKOM pe-
KOMOMHAIINH.

e OO0mmas, WM TOMOJIOTHYHAS, PEKOMOUHAITHS
e Mopens Xoaauaes

e Monens Me3enbcona-Pagaunra

e Mogens Xoctaka (IByXILEOYEUHBINH paz-
pBIB-perraparus)

e KonBepcus rena

e CaiiT-crienupuyeckas peKOMOUHAIUS

e He3akonHas pekoMOMHAIUS

e 3HaueHHe peKoMOWHALUHU

12.

Perymnsuus
TE€HHON aKTUB-
HOCTH.

e Perymnsnus reHHON aKTUBHOCTH Ha YPOBHE
TPAHCKPUIILIUU

e Perymsinms TpaHCKPUIIUH y IPOKAPHUOT

e HeraTtuBHas ¥ MO3UTHBHASI PETYIIALNS T€H-
HOW aKTUBHOCTH

e Perymsnms 5KCIIPECCHU TEHOB dyKapHuOT

o Cremnududeckas perysius TeHHOW aKTHB-
HOCTH

e Hecnenuduyeckas perynsius reHHOW ak-
TUBHOCTH

e KomneHncanus 10361 T€HOB

e Perynsnus reHHOI aKTUBHOCTH Ha YPOBHE
peruIMKanuu

e TpaHCISIMOHHAS U MOCTPAHCIALMOHHAS
peryJisis FTEHHOM SKCOPECCUU

13.

Teopernue-
CKHE OCHOBEI
MYTallMOHHOU
M3MEHYHBO-
CTH.

Oo6mas knaccupuKanus MyTanui
I'eHoMHBIE MyTaLIMK

XPpOMOCOMHBIE MyTallUU

I'ennsle MyTanuu

MonekynsipHble MEXaHU3MBbI T€HHBIX MyTa-
1045078

e (OOpaTHBIE MYTAILIUU U CYIPECCOPEI

14.

Monekyisap-
HbIE Mexa-
HU3MBl MyTa-
TeHEe3a.

e MyrareHHoe 1€iiCTBUE HOHU3UPYIOIINX U3-
JIy4eHUI

e MyrareHHoe JIelCTBHE YIbTPaPHOIETOBBIX
Jy4yen

e MyTareHHoe AelCTBHE XUMUYECKUX COETU-
HEeHUM

e CrHOHTaHHBIN MYTaIIMOHHBIN MPOTIECC

e @DakTOphI, BIUSIOIINE HA CHOHTAHHBIN MYy-
TalMOHHBIN Mpo1ecc

e VYyeT CHOHTAHHBIX MyTaluil y 4elloBeKa

e OOmue 3aKOHOMEPHOCTH CIOHTAaHHOTO MY-
TallMOHHOTO Tpoliecca

e UMHrubuTOpHI MyTareHes3a

e BrisaBieHne MyTareHoB

e MyrareHHble (DaKTOPHI OKPYKAIOIICH
cpebl

e Crparerust TECTUPOBAHUS HA MyTareHHOCTh

15.

[Tonmynauuon-
Has TeHETHUKA.

o [lonstue o nonynauuu. YactoTbl T€HOTH-
OB U aJjieel B MOMyIALUN

e 3axoH Xapau-BaitHGepra u ycinoBwust ero
BBITIOJTHCHUS
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o DakTOpbl IMHAMUKHU T€HETUUYECKON CTPYK-
TYpbI NOMYJISILMNA: OTCYTCTBHE NAHMUKCHH,
Zpeiid TeHOB, MyTAIIMOHHBIN MPOTIECC, MATPA-
uH, 0TOO0p

e [loHsATHe 0 MPUCITOCOOICHHOCTH K KO PH-
LIUEHTY 0TOOpa

e BiusHue oT00pa Ha FTEHETHYECKYIO CTPYK-
Typy HOILYJISILUU

e BHyTpunomyiasiuuOHHbBINA F€HETUUECKUH 110-
TuMOp(hU3M U TeHETHIECKU TPy3

16.

HNmmyHOrene-
THKa

e EcTecTBEHHBII HUMMYHHUTET

e ANanTUBHBIA UMMYHHBIA OTBET

e [‘eHeTmveckas OCHOBA CHHTE3a HMMYHOTJIO-
Oy/MHOB

e ['enermka perenTopoB T-1ruMbOITUTOB

e HacnencrBenHble HMMYHOAE(DHUITATHI

e ['‘eHeTHKa IIaBHOTO KOMIUIEKCA THCTOCOB-
MECTUMOCTH

e Accouuarus 3a6oneBanuii ¢ HLA-
oIMMOphU3MOM

e T'pymmsl kposu ABO u Rh.

17.

I'eneTnka oH-
TOreHesa.

OTarbel OHTOTeHE3a

JerepmuHanus

OormazMaTuydeckas cerperamus
I'eHeTHYECKUI KOHTPOJIb CErMEHTAL[UU
I'omeo3ucHBIE TEHBI

I'oMeo00KCH y uenoBeKka 1 HaclIeICTBEH-
HbIE 00JIE3HU

e ['eHbl, KOHTPOJIMUPYIOIIHE SMOPHOHAIBHYIO
WHAYKLHIO

e HnayKuus U OpraHoreHes

e [enernueckue pakropsl MOpdoreHesa mo-
3BOHOYHBIX Ha IPUMEpPE MOYKU

18.

I'enomHbIE
Texuonoruu 1

OCHOBHbBIE TEHOMHbBIE TEXHOJIOTHH
MeTtop! noayueHust u oopaborku JJHK
Brinenenne [JHK

Xumnaeckuit cuate3 JJHK
Awmmundukanms u pectpuknus JJHK
MeTo/ bl IOUCKA, BBIJICIICHUS U UICHTH (Y-
Kaluu ornpeaeseHHbix yyactkoB JJHK

o ['ubpumuzarus ¢ JJHK-30HmaMEI

e KioHupoBaHHe: BEKTOPHBIE CUCTEMBI U M€-
tonbl. Co3/1aHNe U CKPUHUHT OUOJIMOTEK TCHOB
e Metoap! noucka JIHK-nociaemoBaTearHO-
CTEH, OCHOBaHHbBIE Ha MOJUMOP(HU3ME TeHOMA
e MeToabl BHIABICHUS MyTalldi

e [II[P-aHanu3 —Kak METOJ BBISBIICHUS MY-
Tanui

e BrisgBieHure TOUKOBBIX MyTalUi

e Jlpyrue MeTO/bl BHISIBJICHHS MyTallUil

19.

I'eromHubIe
TEXHOJIOTUHA 2

L CeKBCCTpOBaHI/IG Tr€HOMa

L KapTI/IpOBaHI/IC 1 CKpUHUHI TCHOMA

L4 KapTLI réHoMa 1 METOAbI UX MMOCTPOCHUA
L4 CTpaTeFI/II/I KapTUPOBAHU I'CHOB YCJIOBCKA
1 METOJBI ITOJIHOTCHOMHOT'O CKPUHHHT'a
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20.

BBeneunue B
MEJIUIIUTHCKYIO
TE€HETHKY.

e [Ipeamer u 3agauu MEAUIMHCKON T€HETUKH.
OOBEKTHI H3YUCHHUSL.

e (OCHOBHBIC 3Tamnbl Pa3BUTUS MEIULIUHCKOU
T€HETHKU.

e (OCHOBHBIE JOCTH)XCHHUS COBPEMEHHOU Me-
MUIMHCKOM IT'€HETUKH.

e JloHsiTHE BPOXKJIESHHOIO, CEMEHHOTO U
HACIIEICTBEHHOI0 3a00JIeBaHUS.

e (OCHOBHBIC MNPU3HAKK HACIICICTBEHHBIX 3a-
OoJIeBaHUM.

e Poub HacnencTBEHHBIX (PaKTOPOB B MATOJIO-
UM YeJIOBEKa.

e BzanmMoCBsI3p MEOUIIMHCKON TEHETHKH C
JPYTUMU KIUHUYECKUMU JUCIUILTHHAMHU.

e MeToapl MEIUIIMHCKOMN T€HETHKH.

[Iporpamma
«['eHoM ueJT0-
Beka». CTpyk-

Typa U (QyHK-

e XapaKTepHCTHKa TeHOMA YeJIOBEKa.

e CrpyKTypa ¥ (yHKIHU T€HOB.

e Perymsamms 3KCIIpecCHM TEHOB Ha TpaH-
CKpUIIMUOHHOM u IMOCTTPAaHCKPUIITUOHHOM

21, LMY T€HOB. Pe- | YPOBHAX.
CYJSIIES  9KC- e bome3nu yenoBeka, cBsg3annbie ¢ [IATamm.
MPECCUHA  Te-
HOB.
CeMHOTHKA e Oco0eHHOCTH KIMHUYECKUX TPOSBICHUI
HaCJIECTBEH- HacJIeICTBEHHON MaTOJI0TruH
HBIX 3a0071eBa- | ® OOIIMe NPUHIMIB KIMHUYECKOW JHarHo-
HUIA. Kou- | CTHKH HACIEICTBEHHBIX Oose3Hel
22. HuKo-regeaio- | ® OCMOTp u obcneoBaHHE MAIMEHTOB M HX
rMYecknii Me- | POACTBCHHUKOB
TOJL. e KIMHHUKO-TEHEaTOrM4eCKUI METO
e (CocTaBlieHUE POJOCIOBHOM
e ['eHeanoruyeckuii aHaaus3
Otronoruss u | ® OCHOBHBIC TUITbI TEHHBIX MYTAIHH.
maroreHe3 Mo- | ® Kitaccudukanus reHHbIX 0oJe3HE! 1Mo TUITY
HOTEHHOI TIIa- | HAcleqOBaHMs, KIMHUYECKOW KapTHHE W MaTo-
TOJIOTHH. TCHC3Y.
e [latorenes reHHsIx 6ose3Heil. [lepBuunbie u
23. BTOpHUHBIE 3()()EKThl MyTaHTHBIX AJJIeeH.
e Tumel HacnegOBaHWS MOHOTE€HHBIX Oone3-
HEH.
e JlnarHocTHMKa MOHOTE€HHOH MATOJIOTHH.
e Kiumnunueckuil nonumopdusM MU ero mnpu-
YHHBI.
MoHoreHHas e O0mas xapakTepUCTHKA 1 KIacCUPUKAIINS
MaTOJIOTHSL. e HacnencrBennsie 6one3Hr oOMeHa aMUHO-
Kinuanueckue | KHCIOT (aMHHOAITHIOIATHH)
(OpMBEL. o Tunepdpenmnanannnemun ([DA) (OMIM:
24 261600; 261640; 261630)
' o  OEHWIKETOHYpPHSA
e Cunnpom Mapdana
e Helipopubpomaros
e MykoBHUCIIHI03
e Cunapom Maptuna-benna
e CemMeliHas THNIEPXOIECTEPUHEMHUSI.
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25.

MwuToxoHpu-
allbHas 1aTo-
JIOTHA.

e DTHOJIOTHS M IATOTEHE3 MUTOXOHIPHAITb-
HBIX 3a00JICBaHUIA

e OO0mmas XxapakTepUCTUKA MUTOXOHIPHAITh-
HBIX 3200JIeBaHMiA, 00yCIOBIEHHBIX MyTaIlH-
SIMA B MUTOXOH/IPHAJIBHOM T'€HOME

e OCHOBHBIC KITMHHYECCKHE TIPOSIBIICHUS MH-
TOXOHAPHATILHBIX 3a00JIeBaHUN

e buoxuMuueckas IMarHOCTHKa MUTOXOH-
JPUAITBHBIX 3a0071eBaHUH

e KIMHUKO-TEeHETHYECKHE OCOOEHHOCTH OC-
HOBHBIX MHTOXOHIPUAITLHBIX 3a00JIeBaHUH

e Cunapom Kepuc-Ceiipa (CKC) (OMIM:
530000)

e Cunapom MELAS (MuToXoHIpuarsHas dH-
uedanonaTys, JJaKTaT-allu03 U HHCYIBTOJO-
nmo6uble 3r301161) (OMIM: 540000)

e CuHIPOM MHOXECTBEHHBIX JeJeIni
MtJHK (OMIM: 550000)

26.

XpoMOCOMHas
HaTOJIOT Ul

e DTHOJOrUA — XpOMOCOMHbIE MyTanuu. Ile-
pHOJIBI TaMETOTeHe3a M PUCK BO3HHUKHOBEHHS
XPOMOCOMHBIX MyTalui.

e Kiraccudukanusi XpOMOCOMHOI HaTOJIOTHH
10 TUILY MYyTaLUi.

e OcoOEeHHOCTH TAaTOreHe3a XPOMOCOMHBIX
Oone3Hel.

e OCHOBHbIE KIINHUYECKHE IPOSBICHHUS.

e 3HayeHHe LUTOTeHEeTUYECKOro METO/Ia B JIU-
arHOCTUKE XPOMOCOMHOM MATOJIOTHH.

e MeauKo-TeHETHUECKOe KOHCYJIBTUPOBAaHUE
ceMel, UMEIOLINX POJCTBEHHUKOB C XPOMOCOM-
HOH IaTOJIOTHEH.

27.

Bpoxnennsie
IIOPOKH pa3BHU-
tus (BIIP).

e BpoxzaeHnsle NOpoku pa3Butud. ['eHetnue-
CKHUE MEXaHU3MbI 3M6pI/IOHaJ'II)HOFO Pa3BUTUA.

e Kiaccudukanusi, pacnpocTpaHEHHOCTh WU
3THOJIOTHS BPOKJIEHHBIX TOPOKOB.

e Jlunar"ocrtuka u jgeyeHue BIIP

28.

MynbTudak-
TOpHAIIbHBIC
3a00JIeBaHUS

e Ortuonorus M®3.

o [lonsTre GEHOTHITUUECKON AUCTIEPCHH TIPH-
3HAaKa.

e Mojenu NoJTUreHHOro HacIeJOBAHHS.

e [lonstue u pacuer koaduienta Haciexy-
€MOCTH.

e @opmupoBanue rpynn pucka no M®P3 u
nepBUYHAs TPOQUIaKTHKA.

e @dapMakoreHeTHKa M JKOJOrHMYecKas TeHe-
THKA.

e ['eHeTHKA MOJIOBOTO Pa3BUTHSI.

29.

MynbTudak-
TOpHAJIbHbIE
3a00JIeBaHus.
Kinnnnueckue

bopMBI.

l'unepTonuyeckas 6one3Hb
CaxapHslit quader
BponxuanbHas actma
TyOGepkyne3

uzodpenns

[ ]
[ ]
[ ]
[ ]
[ ]
e PaccesHHBIH CKIIEpO3

30.

OHKorene-
THUKA.

e OOrmuMe IpeaCcTaBICHUS O 3HAYSHUN HACIIE -
CTBEHHBIX (DAKTOPOB B BO3HUKHOBEHUH PaKa.
e OHKOTEHBI U UX OMOJIOTHYECKAs POJIb.
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e [eHeTHYECKHE aCIIeKThI KaHI[EpOTeHe3a.
e DakTOphl BHEIIHEHN Cpe/ibl, aCCOLMUPYIOIIH-
ecsi ¢ pakoM (KaHI[CpOTEHBI).
e BupycHbIC U KJICTOYHBIC OHKOTCHBI.
e ®dwusnosoruveckas pojb KICTOUYHBIX HMPOTO-
OHKOT'€HOB.
e MexaHU3MBI TPEBpAICHUS TPOTOOHKOTE-
HOB B OHKOTCHBI.
e [eHbBI-CyIpeccophl OMYX0JIEBOTO POCTA.
2 Opdannbie 3a- | ¢ OmpeneneHne U 00IIas XapaKTEPUCTUKA OP-
0OJIeBAHMSL. (haHHBIX 3200JICBaHNUH.
e 3aKOHOJATENBHBIC AKThI, BKIIOYAIOIINE BO-
31 MPOCHI, Kacaromuecst ophaHHON MaTOJIOTHH. 2
e ['pynmel 3a0oJieBaHUM, BXOASAIIUX B Tepe-
4eHb Op(haHHBIX 0OJIe3HEH.
e MeauKo-colManbHbIe BOMPOCHI, CBSI3aHHBIC
¢ JieueHreM ophaHHBIX 00JIC3HEH.
2 [Ipodunax- e VpoBHU MNPOGHUIAKTHKH HACICICTBEHHBIX
THKa HacJel- 3a00JIeBaHUM.
CTBEHHBIX 3a- | ® OcHOBHbBIE IoaXoAbl K HpO(l)I/IJIaKTI/IKC.
00JIeBaHUI. e 3aja4u MEIUKO-TEHETUYECKOTO KOHCYJIbTU-
32 poBaHwUsL. 5
e DOransl MI'K.
° HpeHaTam)Ha;I " IpCUMILIaHTAallUOHHAA JH1-
arHOCTHUKA: MOKA3aHHS U METOJIbI.
e OOImmMe NPUHIUIBI JICYCHUST TCHETUYCCKUX
00JIe3HEH.
2 IIpenatanbHasa | ¢ IlpeHaTanpHas ITUArHOCTHKA HACIEICTBEH-
JUArHoCTuka. HBIX OOJIE3HEN.
33. e [IpeuMmmnnanTanoHHas JIUarHocTuKa 2
HACJIE/ICTBEHHBIX OOJIe3HE.
2 Jleuenue e CHMNITOMATHYECKOE JICUECHHUE.
34. HacieacTBeH- | e IlaToreHHoe JieueHue. 2
HBIX OOJIE3HEN. | ® DTHOJIOTHYUECKOE JICUCHUE.
e buostruyeckue npobiieMbl FeHOTEPAIUH.
Hroro: 18 20 30
3.5. TemaTnueckuii NJIaH NPAKTHYECKHUX 3aHATHH (CeMHMHAPOB)
Ne pasnesa TemaTnka TpyroeMkocTh
Ne npaktuyeckux | Copep:kaHue NPAKTHYECKHX (CeMHHAP- (1ac)
n/n e 3aHATHH (ceMu- CKHUX) 3aHATHI 5 6 7
ITHHBI Hap()B) CEM. | CEM. | CeM.
1 2 3 4 5 6 7
1. 1 3aKkoHBI Haclieo- | ® ['mOpumonornueckuit meron I'. Menmerns 1

BaHMUs PU3Ha-
koB. ['mObpumo0-
THYECKUM METO
Mennens.

e 3aKOHBI HaCJIEAOBaHUS NPU3HAKOB, YCTAHOB-
nennsie I'. Mennenem

¢ 3aKoH JOMUHUPOBAHUS WA €AMHOOOpa3Hs
TUOPHUIOB TIEPBOTO TTIOKOJICHUS

e 3aKOH pacUIeTyICHHs MPU3HAKOB

e [ umore3a YUCTOTHI TAMET

e 3aKOH HE3aBUCUMOTO KOMOWHUPOBAHUS TIPH-
3HAKOB

e VYcia0BHSA BHITOJHEHHUA 3aKOHOB I'. Mennens
e JIMCKpETHOCTb HACAEACTBEHHOCTH
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HDaKTI/I‘{eCKaH IOATOTOBKA.

[uronoruyeckue | o KieTouHbIH UK
OCHOBBI 3aKOHOB | ® Mwuro3
Meupens. e Melio3s
[IpakTudeckas moJAroToBKa.
XpoMocoMHast e HacnenoBanue npu3HaKOB, CIICTNICHHBIX C
TEOPUs HACHEI- IIOJIOM.
CTBEHHOCTH. e J[OMMHaHTHBIN U PELIECCUBHBIN

Twumrsl Hacneno-
BaHUs MIPU3HA-
KOB.

e ['ojaHpUYECKU TUI HACJIEIOBAHUSI.

o [lepBruHOE M BTOPUYHOE HEPACXOKICHIE
MIOJIOBBIX XPOMOCOM

e Teopus nacneactBennoctu T.I'. MopraHna
e Tumnsl HacIeAOBaHUS IPU3HAKOB!

e AyTOCOMHO-IOMUHAHTHBII

e AyTOCOMHO-PELECCUBHBIN
IIpakTHyeckas NOArOTOBKA.

CuoenneHue re-
HOB U KPOCCHH-
TOBED.

e JlonHOE 1 HENOJIHOE CLEIUICHUE

e Kpoccunrosep

e VY4eT IBOMHOr0 KpOCCHHIOBepa
Wnrepdepennus

['eHeTHUeCKHE U IUTOIOTMUECKHUE KaPThI
HepagHbIi1 KpoccHHIOBED
CoMaTuyeckuii KpOCCUHTOBEP
®DaKTOpPHI, BAUSIONUE HA KPOCCUHTOBEP
IIpakTHyeckas MOArOTOBKA.

BzaumoneiictBue
aJUIEIIbHBIX Te-
HOB.

o I[OMI/IHI/IpOBaHI/IC HOPMAJIBHBIX U MYTAaHTHBIX
anenen

e HemnonHoe noMuHUpOBaHUE
KonomunupoBanue

e (CBepXIOMUHUPOBAHUE

e HeycroituuBas u ycioBHas JOMUHAHTHOCTb
e MHOXECTBEHHbIE aJIIeNIN

e CooTHoUEeHHE IO PEHOTHUILY IPH Pa3HbIX
THUIIAX, B3aUMOJICUCTBUS ajuieiei

o (O MexaHHM3Max JOMUHAHTHOCTHU U PEILICC-
CHUBHOCTH

IIpakTHyeckas OAroTOBKA.

BzaumoaerictBue
HeaJIEIbHBIX I'e-
HOB.

e KomrmuiemeHTapHOCTH

e JIOMUHAHTHBINA U PELIECCUBHBIN AIUCTA3

e JIBOIHOI peLleCCUBHBIN 3MUCTA3

e [JonureHHoe HacJjieTOBaHHE KaUeCTBEHHBIX U
KOJTMYECTBEHHBIX MIPU3HAKOB

IIpakTrdeckas IoJAroToBKa.

Crtpykrypa u
(GYyHKLINU TeHeTH-
YEeCKOro MaTepH-
ana

o JIMCKPETHOCTh €IMHUI] HACIIeICTBEHHOCTH
— ¢akropos 1o I'. Menaemnio

e [‘eH-egMHUIIA MyTallMH, PEKOMOUHALINY U
GyHKIMH

e JlokazaTenbCTBO T€HETUYECKON POJIU MOJIE-
kyibl JIHK 1 oTKpbITHE €e CTpYyKTYpHOI opra-
HU3AIUU

e Crpykrypa monexyiusl JJHK u ypoBHu cniu-
panuzanun
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e [locnenoBatenbHas nepeaaya TeHETUYECKON
MHQOPMaLUK B KJIeTKe: OnocuHTe3 Oenka

e [‘eHBI-MOAN(UKATOPHI

IIpakTHyeckas MOArOTOBKA.

8. MHoroypoBHEBas | ® DyKapHOTHYECKUI TE€HOM
OpraHu3alus re- | ®© YPOBHM yNaKOBKH XpOMaTHHA
HOMa o CrpykrypHO-(DYHKIIMOHATHHAS OpraHU3a-
AT XPOMOCOM
e DyXpOMAaTHH U Te€TePOXPOMATHH
¢ CTpyKTypa NIOTUTEHHBIX XPOMOCOM U XPO-
MOCOM THIIA <JIAMTIOBBIX HIETOK
o Kiaccudukanus TEHOB, KOHTPOJIUPYIOIIMX
MaTpPUYHBIE TIPOIIECCHI
e TaHJeMHBIC U JUCIICPTUPOBAHHBIE TTOBTOPHI
o [lanuHIPOMHBIE OCIEIOBATCILHOCTH
e Buas catemmuthoit JJHK
[IpakTHyeckas MOArOTOBKA.
9. Hrorosoe 3ans- e VYcrHbIl onpoc. TectupoBanue
tue 1. «Kmnaccu- IIpakTryeckas IMoAroToBKa:
yeckas MeHjie- Pemenne cuTyanmoHHBIX 3a7ad.
JIEBCKAs FeHe-
THUKA.
MonekynspHble
OCHOBBI HaCJIE-
CTBEHHOCTH
10. Mymika - Mo- e OmpeeneHre mojxa MyIIKHA JPO30PHITHL.
JEeJIbHBINA 00beKT | @ IlpenmyrectBa Ipo30dHIIbI Kak 00bEKTa Te-
reHEeTUYECKUX HETUYECKHX UCCIIEAOBAHUN.
HUCCIEe0BAHUN e Mopdomorus 1po30QHIbL.
o buonorust qpo3oQuisL.
o [Ipu3Haku monoBoro numMopdu3Ma y apo30-
¢bu.
o [IpaBuiia paboTHI ¢ APO3OPHIION.
e O0O0pyI0BaHUE, UCIIOJIB3YEMOE TIPU TIPOBE-
JIEHUH CKpPEIIMBaHUH.
e MyTaHTHBIE JTUHUMU.
o (deHOTUIIHYECKHUE 0COOCHHOCTH JINHUU
WVag.
[IpakTHyeckas NOArOTOBKA.
11. I'enotun u GeHo- | o Bapuaius nposiBICHHS HACICICTBECHHbBIX

tun. Moauduka-
IIUU ¥ HOpMa pe-
aKIIUH.

HpI/ISHaKOB B I/IHILI/IBI/IleaJ'IBHOM paSBI/ITI/II/I opra-
HHU3MOB

e Monudukanuyu 1 HOpMa peakiuu

e JleHeTpaHTHOCTh

e DKCIPECCUBHOCTh

IIpakTHyeckas MoJroOTOBKA:
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12.

ITocTanoBka
OIIBITA MO JUTH-
OpuaHOMY CKpe-
IIMBAHUIO MY-
IICK.

e Oco0EHHOCTH CIEIUIEHHOI'O C IOJIOM HacJie-
JTIOBaHUS y TJI0JJOBON MYIIIKH.

e AHanu3 pe3yabTaToB JUTHOPUIHOTO CKpe-
IIMBaHMS HA THOpHIAX IIEPBOTO MOKOJICHUS,
onpezeicHHe JOMHUHAHTHBIX U PELIECCUBHBIX
MPHU3HAKOB.

e lcrnonp3oBaHUE METOIa XU-KBaJpAaT.

e PemieHre CUTYaIMOHHBIX TEHETUYSCKUX 3a-
Jla4 Ha CLEIJICHHOE HACJICIOBAHUE U KPOCCHH-
roBep.

[IpakTHyecKas MOATOTOBKA:

13. MexaHu3Mbl fie- | ® XPOMOCOMHBIC i MOJICKYJISIPHO-TEHETHYC-
TEpMUHALIH CKHE OCHOBBI IIEPBUYHON JIETEPMHUHALNH 110JIa
oA, y 4enoBeKa

e Poisib Y-XpOMOCOMBI B ISTEpPMHUHALIUU 110J1a
e PoJib ayTOCOMHBIX T€HOB B JI€TEPMHHAIINN
nojua

e BropuyHas AeTepMHUHALM [T0J1a y YeTIOBeKa
e XPpOMOCOMHBIE U MOJIEKYJIIPHO-T€HETHYE-
CKHE OCHOBBI JISTEPMHUHALMY T10J1a y APO30-
(07013

e MoneKyIsIpHO-TCHETHIECKNE MEXaHU3MBI
JIETePMUHAIIMH T10J1a Y APO30(OUIIBI

e (OCHOBHBIE THUIIEI ACTECpMHUHAIIMHU 110J1a

e Tumnel XpOMOCOMHOM JA€TEPMUHALIMHU 10JIa

e ['mHangpomophusm

¢ banancosas Teopus K. bpumxkeca
[IpakTHYecKkas MOJArOTOBKA:

14. Hrtorosoe 3aus- e MoauduKkarMoHHass K3AMEHYUBOCTb.
the 2. «Mosieky- | ¢ XpOMOCOMHAs TeOpHs HACIEICTBEHHOCTH.
JISIPHBIC OCHOBBI | ® JleTepMuHaNus MO,

HACJIEJCTBEHHO- o [loxBeneHNEe UTOTOB IO TUTHOPHIHOMY
cti. Moauduka- | CKPCLIMBaHUIO.

nun. Jlerepmuna- | ® Tectnposanue

s nonay. [og- IIpakTryeckas IoJroToBKa:

BEICHHE UTOTOB Pemenne cuTyanoHHBIX 33124

M0 TUTHOPHI-

HOMY CKpEIINBa-

HUIO.

15. Pennukanus e [lomykoHcepBaTuBHas perukanusa JHK n
JHK u peryns- XPOMOCOM
TSI TEHHOM aK- o CpaBHUTENbHAA XapaKTEPHCTHKA PEILIHKA-
THUBHOCTH. WAy TIPO- M 9yKapruoT

e Tumsl peruMKanuyi FeHOMOB.

e MHunmanus, >1I0Hramnys, TEpMUHALMS.

e Perumkanus tenomep

e ['eHeTMuecKHil KOHTPOJIb perIMKanuu. My-
TalluH, HAPYIIAIOIINE Pa3TIYHbIE ATAIBI pe-
TUTAKAIIH

o [lonmMpenIMKOHHOCTH U ABYHAIPaBICHHOCTh
peIuIMKanuu. ACHHXPOHHOCTb.

o Ammudukanus reHoB

e Peryndnusi reHHON akKTUBHOCTH Ha YPOBH
TPaHCKPUIILIUU

e Perynsmus TpaHCKPUIILIMY Y IPOKAPUOT
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e HeraTtuBHAas 1 MMO3UTHUBHAS PETYIISAINS TCH-
HOHM aKTMBHOCTH

e Perynsius 3KCpeccuu FreHOB 3YKapuoT

o Crneuuduyeckas peryysiys TeHHON aKTHB-
HOCTH

o Hecnenmduueckas peryssius reHHOH aK-
THUBHOCTH

o KowmmeHcamnus 10361 TCHOB

IIpakTHYecKas IMOArOTOBKA

16.

Penapanusa JJHK
M HACJIEACTBEH-
HbIe 00JIE3HU

HapylleHus pe-
naparuu.

e Hapymenus nepsuunoit ctpykTypsl JHK
o [lpamas penapanus JHK

e doropeakTUBaLUA

e Penapauusa IHK 3a cuet sx30HyKII€a3HON
aktuBHocTH JJHK-monumepas

e DxcrusnonHas penapauusa JHK

e lcnpasnenne ommoOOK cCiapuBaHuUs
(MECMDATY-peTrapartus)

e TloctperukatuBHas penapauusa JHK

e PexoMOMHAIIMOKHAS pernapanus

e SOS-pemapanus

e Penapanns IHK u Hacnencreennsie 60-
JIE3HU YeJI0BEKa

IIpakTHyeckas NOArOTOBKA:

17.

buomerpuueckue
OCHOBBI H3y4Ye-
HUS MoauduKa-
IIMOHHOM M3MEH-
YUBOCTH.

e MoaudukamoHHast U3MEHUYMBOCTH MTPHU3HA-
KOB y 4eJIOBEKA, €€ aJallTUBHOE 3HAUCHHE.

e buomeTpusi, MPUHIMITE OHOMETPHU.

o [lonsiTHe O TeHOTHUIIE U (PEHOTHUTIE.

o (DeHOTeHETHKA U ee 3afaun. Mcropus uzyue-
HUS.

e [lonsTHE HOPMBI peakury (IIHPOKas, y3Kasi,
OJTHO3HAYHAsA).

e ['unote3a A.CrepreBanra.

o [loHsTHE O «TEHOKOMUAX» U «(HEHOKOTIHSIX).
e [lielioTponus u ee posib B pa3BUTUU HACIIE/-
CTBEHHBIX 00JIE3HEN YeIoBeKa.

o SBienue runomopduszma, aHTuMophuzMa u
HeoMopQu3ma.

e Peanusanys reHa B IpU3HaK: NEHETPAHT-
HOCTb U 3KCTpeccuBHOCTE. Popmyna
B.JI.AcTtayposa.

IIpakTHyeckas NOArOTOBKA:

18.

[TocTpoenue Ba-
pUALMOHHO-CTa-
TUCTUYECKHX PSi-
OB MOAH(UKa-
IIMOHHOM N3MEH-
YHUBOCTH.

e MoaudukanroHHast ”3MEHYNBOCTH PU3HA-
KOB y 4€JIOBEKa, €€ aalTUBHOE 3HAUeHHE.

¢ I{udpossie nokazarenu MOIU(PUKAITMOHHON
W3MEHYUBOCTH.

e Ompenenenue cpeaHel apuPpMeTHUECKON 1
CTETeHHN BapradeIbHOCTH pU3HaKa (CpeiHe-
KBaJpaTHUECKOE OTKIOHEHHE).

e CpaBHeHHE U3MEHYMBOCTH PU3HAKOB B Pa3-
HBIX COBOKYITHOCTSIX C TIOMOIIBIO BEIYUCIICHUS
ko3 unmenta Bapruanuy.

IIpakTHyecKkas MOAroTOBKA:

19.

OCHOBBI MyTaIU-
OHHOHU U3MEHYU-
BOCTH.

e OOmas knaccupukanys MyTauui
e ['eHOMHBIE MyTaLlUH

e XpPOMOCOMHBIE MyTallUH

e [‘eHHBIE MyTalN
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¢ MoekyIsapHbIe MEXaHU3MBI TeHHBIX MyTa-
Ui

e OO0OpaTHbIC MyTaIlUU H CYTPECCOPHI
IIpakTryecKas IMOJITOTOBKA:

20.

MonekynspHble
MEXaHU3MbI MY-
TareHesa u Te-
CTUPOBaHUE Ha
MyTareHHOCTh

e MyTareHHoe JIeliCTBHE HOHU3UPYIOIUX HU3-
Jy4YEeHU!

e MyTareHHoe IeHCTBHE YIbTPaHOIETOBBIX
Iyden

e MyTareHHoe JeHCTBHE XUMHUECKUX COENIN-
HEHUU

e CrHOHTaHHBIN MYTaIIMOHHBIN MpoIiece

e DakTOpHl, BIMSIIONINE HAa CIOHTAaHHBIN MyTa-
LIMOHHBIN MPOIECC

e VYyeT CIOHTAaHHBIX MyTaluil y 4eJloBeKa

e OO0mue 3aKOHOMEPHOCTH CITIOHTAaHHOTO MY-
TalMOHHOT O Mpoliecca

e 3aKOH rOMOJIOTMYECKHX PSIIOB HACJIEACTBEH-
HOW N3MEHYMBOCTH

WHruburops! MmyTarenesa

BrisiBneHre MyTareHoB

MyTtareHHble HaKTOPBI OKPYKAIOLICH Cpe/Ibl
CTpaTerml TCCTUPOBaHWA HAa MYTarcHHOCTb
TecT-cucremsl

[IpakTHyeckas NOArOTOBKA

21.

Htorosoe 3aHs-
tue 3. «l{urore-
HETUKa U MyTare-
HE3»

e MouieKyIsipHbIE MEXaHU3MBI PEATTU3ALINHT
HacJIeICTBEHHOW MH(OPMALHH.

e OcHOBbI MyTareHesa u penapauuu JJHK.

e TectupoBanue Mo Teme.

e CoOecenoBaHue 110 BOPOCaM KOJJIOKBUYMa.
IIpakTHyeckas oAroTOBKA:

Penienne reHeTHYECKHX 3a4a4.

22,

ITonynsaunonHas
TeHETHKA.

e JloHsATHe 0 nomyyAnuy. YacToTel FEHOTHUIIOB
U aJuieseil B MOIyJIALUH

e 3akoH Xapjau-BaiinOepra u yciioBus ero BbI-
MIOJTHEHUS

e DakTOphl AMHAMHUKH T'€HETHYECKOH CTPYK-
TYpBI HOILYJISILUI

e OTCYTCTBUE MTAHMUKCHHU

o Jlpeiid renos

e MyTanuoHHsIi IIpoLece

e Murpanuu

e Ot00p

o [loHsTHE O IPUCTIOCOOIEHHOCTH K KO HH-
IUEHTY 0TOOpa

e BimsHue oTOopa Ha reHETUYECKYIO CTPYK-
TypY HOMYJISILIUA

e BHyTpunonynsaunoHHbIN Fr€éHETUUECKUN TT0-
TUMOPGU3M U TEHETHYECKUH T'Py3
IIpakTHyeckasl IOArOTOBKA.

23.

HNmMmmyHOrene-
THKa

e EcTecTBEHHBI UMMYHUTET

¢ AanTHBHBIN UIMMYHHBIN OTBET

e ['eHeTHyeckas OCHOBA CHHTE3a UMMYHOTJIO-
OynuHOB

e [‘eHeruka penenropoB T-muMponuToB

e HacnencrBeHHbIE IMMYHOIE(DHUITUTHI
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e [‘eHeTHKa INIaBHOIO KOMILIEKCA THCTOCOBME-
CTHMOCTH

e Accormanus 3aboneBanuii ¢ HLA-
MOJTAMOP(HHU3MOM

e ['pymmsl kpoBu ABO u Rh.

IIpakTryecKas IMOJITOTOBKA.:

24,

I'eHeTnka u oH-
TOr€HE3.

DTanel OHTOreHe3a

JerepmuHanus

OomrazMaTudecKkas cerperarus
['eneTnueckuit KOHTPOJIb CETMEHTALIUU
I"'oMmeo3ucHBIC TeHBI

I'oMeo0OKCHI y YenmoBeKa 1 HACJIEeICTBEHHBIE
Ooie3Hu

o ['eHBI, KOHTPOIHUPYIONIUE IMOPUOHATHLHYIO
WHAYKIUIO

e lHnyKuus v OpraHoreHes

e ['enernueckue hakTopbl Mopdorenesa mo-
3BOHOYHBIX Ha MPUMEPE TIOYKU
IIpakTryeckas IMoAroToBKa:

25.

I'eHomMHBIE TEX-
HoJioruu 1.
Kaptuposanue
resoma. Ilutoro-
TUYECKHUE U I'eHe-
TUYECKUE KapThI.

IlonsTHE O HUTOIOTNYECKOM KapTUPOBAaHUY.
IloHsTHE TEHETUYECKOTO KapTUPOBAHUS.
ISH- u FISH- rubpunuzanus
XpOMOCOMHBIN NEHHTUHT

I'nOGpuanzanust COMaTHYECKHX KJIETOK
Monekynsipusie Mapkepsl JIHK u ux uc-
MOJIb30BaHUE ISl TEHETUYECKOTO KapTHpOBa-
HUSA

e MuKkpocaTeITUTh 1 MUHUCATEIUIUTHI KaK
MOJIEKYJISIpHBIE MapKepBI

e MomnekynsipHble MapKepbl, OCHOBAHHBIE Ha
nonuMepasHoi uennoi peakuun (ILP-map-
KEpBI)

IIpakTHyeckas NOArOTOBKA:

26.

I'enoMHBIE  TEX-
HOJIOTUH 2.
®dusnyeckoe Kap-
ThpoBaHue. Pe-
CTPUKIMOHHBIN
aHaJu3.

o [lonstre o pu3HUECKOM KapTUPOBAHUH.
e MeToap! (M3UYECKOTO KAPTHPOBAHMUS.
OTKpBITHE PECTPUKTA3
PectpukunoHHbIi aHanus.

bank renos

MeToJ «IIpoTyIIKa 1o XpoMOCOMam»
IIpakTryeckas IoJroToBKa:

217.

I'enomHBIC  TEX-
HOJIOTUH 3.
JIHK-muarso-
cruka. [IpuHuun
metoaa IILIP.

e [lonstue o metoze I1I{P-quarHocTuke.

o KOMITOHEHTBI JIJIs1 TOCTAHOBKH.

e Mexanuzm ITLP.

e Cranum nmoctadoBku I1LIP.

e [lepCreKTHBBI MPAKTUIECKOTO UCIIOIB30Ba-
aus [T P-nuaraocTuku.

e Marepuansl IJI1 UCCIETOBAHUS B METOJIE
TT11P.

e VYcrpoiictso [1L[P-naboparopun.

e JloctouHcTBa U HegocTaTku Metosa IT11P.
e Metons! Belenenus u nonydenus JJHK.
IIpakTHyeckas NOArOTOBKA:

28.

I'enomMHBIE TEX-
HoJioruu 4.

e [lonsiTHe 0 OJIOTTHHT — FI/I6pI/I,Z[I/I3a]_[I/II/I
o BI/II[BI CCKBCHUPOBAHUA
e DrTaIesl mporpaMmal «I"eHOM YeIIOBEKaY
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brnortunr-rubpu-
nusanus. Merog -
renb-3J1eKTpodo-
pe3a. CeKBeHUpO-
BaHUeE.

[MpuaIMn MeTona renb-3aekTpodopesa
CRoiicTBa arapo3sl

CBoiicTBa MONMAKPHIAMHUIOTO TeIIs
DTambl ¥ 11eNTb BeCTepH-0I0TTHHTA
DTamnbl U 11e)Tb HO3epH-OJIOTTHHTA
DTallsl ¥ 1eNb cay3epH-OJIOTTHHTa
Dramsl 1 1eilb J0T-0JIOTTUHT
[IpakTryeckas NOAroTOBKa:

29.

KomnbrorepHnas
reseruka. Axa-
JIN3 TCHETUYC-
CcKux 0a3 ;maH-
HBEIX. KOoMITBIO-
TEpHbIC TUArHO-
CTUYECKHUE MPO-
rpaMMBl.

e AHaJIM3 reHeTUYECKHUX 0a3 JaHHBIX.

e [JonsTue o OMOMEeIULIMHCKON 0a3e TaHHBIX.
o Kiaccudukanus 6nomMeTMIMHCKUX 0a3 gaH-
HBIX.

e Hanuonanshslii Llentp 6unonnpopmaruku
(NCBI).

e baza nanHbeIx "MeHeneBCKOe HacleJOBaHUS
y genoBeka" (OMIM).

e ba3a maHHBIX TeHETHYECKUX II0CIIEI0BATEIb-
Hocteil (GenBank).

e basza JaHHBIX paclIMPEHHON MEIUIIMHCKON
mutepatypsl (PubMed).

e Human Gene Mutation Database (HGMB).
e basa JaHHbIX MOCIEA0BATEALHOCTENH OCIKOB
(UniProt)

e ba3za maHHBIX, ITOCBsIIEHHAs OeJIKaM
(PROteinSITEs)

e ba3a maHHBIX HacJIeACTBEHHBIX 00JIE3HEN
(GeneTests)

e basza maHHBIX 0 reHaxX YeI0oBeKa
(GeneCards).

o OCyIIecCTBUTH MOWCK T€HETHYECKOTO 3a007Ie-
BaHUs C nmomolisio nopraia OMIM
IIpakTryeckas IMoAroToBKa:

30.

OcHOBHBIE TIPUH-
IIUTTB] TEHOMUKH.

e ['eHOMMKA: HaNpaBJIEHUS Pa3BUTHS, TIEp-
CHEKTHBBI, HAJICK LI U OTIaCCHUS

¢ buostnueckue npoGieMbl FTeHOMUKH

e [Iporpamma «I'eHOM YenOBEKA», METULIUH-
CKO€ 3HAUEHUE €€ Pe3yJIbTaTOB.
IIpakTHyeckas MOJroTOBKA:

31.

HUtoropoe 3ans-
THe 4 1o pasneny
«O0mass  rede-
THKa.

e lITtoroBoe TeCTUPOBAaHUE
IIpakTHueckasi HOJIrOTOBKA:
Pemenne reHeTnueckux 3amad

32.

Hacnencreen-
HOCTBH M ITaTOJIO-
rusg

o [IpenMer u 3a1aun MEAUIIMHCKOMN TEHETHUKH.
OOBeKT H3ydeHUs.

e (OCHOBHBIE ITAIbl PA3BUTHS METUITUHCKON
TeHETUKH.

e OCHOBHBIE JOCTHXCHUA COBpeMeHHOfI Meau-
IIUHCKOU T€HETUKH.

e Poub HaciieICTBEHHBIX ()aKTOPOB B MATOJIO-
THHU YCJIOBCKA.

o Kraccudukaius HacIeICTBCHHOMN MaToJI0-
THH.

e (OOmas xapaKTepruCTUKa HACIEACTBEHHOU
MATOJIOTHH.

e Omnpoc 1 TeCTOBBIE 3a/IaHMSI.
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HDaKTI/I‘{eCKaH IOATOTOBKA!

33.

I'enoMm yenoBeka.
Crpykrypa u
(GYHKIIUH TEHOB.
Peryisanus skc-
IIPECCHU TEHOB.

e [loHsTHE reHOMa U TEHOMUKH.

e CrTpyKTypa ¥ (YHKIIUU TCHOB.

e BHereHHble 3J€MEHTHl. Tumbl MyTauuil re-
HOB.

e [Iporpamma «I'eHOM 4YenoOBEKa», LIEIH U 3a-
Jlauyd MPOTPaMMBbI.

e buorexHomorus.

e Tpauckpumus wuHbopmammu ¢ JHK Ha
nPHK;

e [lonsATHE TpaHCKpUNITOMA, €r0 CTPYKTypa U
(GyHKITHSL.

e MeToapl ncceI0BaHus TPAHCKPUIITOMA.

o CrutaiicCUHT —peryJsius.

e TectupoBanue

IIpakTryecKas IMOJIrOTOBKA.:

34.

CemuoTHKa
HacJIeICTBEHHBIX
3a00JIeBaHUHA.
Knmanko-renea-
JIOTHYECKHUI Me-
TOJI.

o KIMHUKO-TeHEaIOTHYSCKUM METOJI, €r0 BO3-
MO>XXHOCTHU U 3HAYCHHUEC B MCIUKO-TCHECTHUYC-
CKOM KOHCy.]'H)TI/IpOBaHI/II/I.

e [lokazaHus s NPOBEAECHUS KIMHUKO-TEHE-
aJIOTHYECKUX MCCICAOBAHHUI.

e CocraBieHue KapThl (DEHOTHIIA.

e CocTaBlieHHE POJIOCIOBHOM.

e OrmpeneneHne HACISACTBEHHOTO XapaKkTepa
MTaTOJIOTHH.

o Ompe/eneHne THIA HAaCIEAOBaHUSI.

e Pemenne cuTyalMoHHBIX 3a/1a4.

e Ompoc U TeCTOBBIE 33/IaHUS.

IIpakTryeckas IMoJAroToBKa:

35.

I'ennsle 0oJE3HMU.
OTtHoNOTUd, mHa-
TOT€He3, KJIAacCH-
bukarnus, Me-
TOJIBI JHarHo-
CTHKH.

e DTHOJIOTHUs, MATOT€HE3, MPUHIUIBI KIACCH-
(hUKalMu MOHOTEHHOM MAaTOJIOTUU. DTHIEMHUO-
JIOTUYECKUE XapAKTEPUCTUKH.

e TuIbI HAaclIeTOBAHHUS MOHOT'€HHBIX O0JIE3HEMH.
o Kimanueckuid momumMophu3M W TEHETHYe-
CKas reTEpOreHHOCTh. [ € HOMHBIN UMIIPUHTHHT .
o Pemenne Temarnyeckux 3agad, pa3dop uc-
TOpHUH OOJIC3HH C COCTABICHUEM M aHAIU30M
POIOCIOBHBIX.

e broxmMmueckue METOJEI, NX 3HAUCHHE.

e Metoap!l JJHK-nnaraoctuku.

e MeToa reHeTHKH COMAaTHYECKUX KIIETOK.

e CyILIHOCTb MOJIEKYJISIPHO-TE€HETUYECKOTO
MeToja. Ero 3HaueHue B TMarHOCTHKE.

e [IpuHUUIIBI JIEYEHUSI.

e Omnpoc U TeCTOBbIE 3aJaHUSL.

e IlpencraBieHue 1OKIAA0B.

IIpakTHueckas MOJroTOBKA:

36.

MonorenHnie 3a-
OoJyieBaHUS, KJIU-
HHUYECKHUE
dopmel. Hacnen-
CTBEHHBIC 00-
JIe3H" oOMeHa Be-
mects (HBO).

o O0I11as XapaKTEePUCTHKA M KJIACCHPUKAIIHSI

e Cungpom Mapdana, Mapruna-benn

e JlMarHocTvka u JiedeHne EeHUIKETOHYPHH

e JlmarHocTtrka W JIeYeHHUE MYKOBHICIIHIO3a U
CEMEWHOMN TUIEePXO0JIECTEPUHEMHUU

e HBO BemecTB 1 MPU3HAKH, TIO3BOJISIOIINE UX
3a0]103PUTh.

e JlpuHuunbl  paHHEH  JHAarHOCTUKH U
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npodunaktuka HBO.

o [lepBuuHbIie U BTOPUYHBIC d3PHEKTH MyTaHT-
HBIX aJuiesien.

e AnbOMHU3M, TaaKTO3EMUSL, TOMOLIUCTHHY-
pus, aIKanTOHYPHSI.

e Ompoc U TeCTOBBIC 3aTaHMSL.

e Pedepatsl

[IpakTHyeckas MOArOTOBKA:

37.

MurtoxoHapuanb-
Has IIaTOJIOTHs.

e ['©eHOM MUTOXOHIPHH.

e Oco0EHHOCTH MHUTOXOHJPUATBHOTO HAaCJe-
JIOBaHUSL.

o Kimandeckuii ToaIuMOpQpHU3M U €ro mpH-
YUHBI.

e TectupoBaHue.

e IlpencraBneHue MTOKIAI0B.

[IpakTHyeckas MOArOTOBKA

38.

OO6mas xapakre-
pUCTHKA XPOMO-
COMHOM I1aTOJIO-
THH.

¢ CrpyKTypHO-(pYHKIMOHATBFHAS OPTaHM3aIINS
XpOMOCOM.

e XPpOMOCOMHBIE MyTallUu. BUIbl XpOMOCOM-
HBIX [IEPECTPOEK.

e [lepuonas! ramMeToreHesa U puck BOSHUKHOBE-
HUSI XPOMOCOMHBIX MYTallHH.

o Kiaccudukamuss XpoOMOCOMHOW TaTOJIOTUH
10 TUITY MYTaLMH.

e Oco0EHHOCTH MaTOreHe3a XPOMOCOMHBIX 00-
JIE3HEH.

o (OCHOBHBIE KIUHHYECKHUE IIPOABJICHUA.

e JTanbl U BO3MOKHOCTH UHTEP(]A3HBIX U Me-
Tada3zHbIX [UTOTCHETUUYECKIX METOIOB B T'€He-
THKE YeJIOBeKa.

e Omnpoc 1 TeCTOBBIE 3a1aHUSL.

e IIpencraBieHue 1OKIAA0B.

IIpakTHyeckas MOArOTOBKA:

39.

XpoMocoMHast
naronorus. Kmu-
HUYECKHE

(bopMBI.

e JIpocTele BapHaHTBl ayTOCOMHBIX TPUCOMMUIA.
Cungpowmsl: layna, [laTay, DaBapaca.

e Mo3sanuusm.

e CuHIpPOMBI, 00YCIIOBIEHHBIE CTPYKTYPHBIMH
nepectpoiikamu. Cunapomsl: Bonbda-Xupi-
XOpHA, «KOIIaYbero KpuKay.

e HapymieHnus B cuctemMe MOJIOBBIX XPOMOCOM.
Cunapomel Knaitngensrepa, Lllepermesckoro-
Tepnepa, Tpurmio-X.

e CaMocCTOsATENbHAS MTOCTAHOBKA JHMAar’o3a Io
ciaiiiaM OONBHBIX, poTorpadusiM MeTadasHbIX
TUTACTUHOK.

e TecTtupoBaHue mo temMe «XpOMOCOMHas Ta-
TOJIOTHS».

IIpakTryecKas NOArOTOBKA:

40.

Bpoxnennsie no-
POKHU pa3BUTHSL.

e CTurmsl AuCAIMOpUOreHe3a, Majble aHOMa-
JIMA pa3BUTHAL.

e Omnpenenenue n kaccudukanys BIIP.

o KpI/ITI/I‘IeCKI/Ie U TCPMUHALTUMOHHBIC TIEPHUOAbI
ambpuoreHesa, cssb ¢ BIIP.

e DOtunonorus u narorene3 BIIP, nekapcTsen-
HBIH MyTareHes.
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o Tunst BIIP (nu3pynuus, mansdopMarius,
nedopmMarnus, AUCIUIA3U).

e BpoxneHHbIE TOPOKU Pa3BUTHA, TOJIEkKa-
re 00s3aTeTFHON peruCTpaIliy.

e Bapuants! koppekuuu BIIP.

e TectupoBanue

IIpakTHyecKkas NOArOTOBKA:

41.

bmm3HenoBerii  u
MONYJISIIIMOHHBIN
METO/ABl  H3y4e-
HHS T€HETUKU Ye-
JIOBEKA.

e Bxiiag B 5THOJIOrHIO 3a00JIEBaHUI YeIOBEKA
TEHETHYECKUX U CPEJOBBIX (haKTOPOB.

e BIIM3HEIOBBIM METO. DTAlbl K BO3MOXKHOCTH
OJIM3HELIOBOI'O METO/A.

e OmpeneieHUe 3UTOTHOCTU — OJHM3HEIIOBBIX
map.

e Pacder koadunmenTa HacIeTOBaHHUS.

e Oco0eHHOCTH YeIOBEYECKIX MOITYJIISIHI.

e ['eHeTHUECKUH IPy3 YETOBEUECKUX MOMYJIsI-
107078

e JlonmynALMOHHO-CTATUCTUYECKUM METOA U
€ro 3HaueHME B TEHETUKE YEJIOBEKA.

e OrmpeneneHne reHeTHIECKOU CTPYKTYPHI Ue-
JIOBEYECKUX MTOMYIISIIHAHN.

o Pemenne cuTyariMmoHHBIX 3a7a4.

e Omnpoc U TeCTUPOBAHUE.

IIpakTryeckas IMoJAroToBKa:

42.

MynbTH-(haKTo-
puanbHbIe  3a00-
JICBaHUS.

e PoJb reHeTHUECKUX U BHEILIHE - CPEIOBBIX
(aKTOpOB B pa3BUTHH TAaHHOH IPYIIBI TATOJO-
THH.

e DNHUIEMHUOJIOTHYECKUE XapaKTEePUCTHKU
M®3.

e Monmemn wHacnmemoBanus.  Koaddumment
HacJIeyEeMOCTH.

e 3HaueHUE KJIMHUKO-TEHHAJOIMYECKOIO Me-
TO/Ia ¥ aHAJIN3 POIOCIIOBHBIX Tpu M®D3.

e OOnactu NpUMEHEHHs MOMYJISIIIMOHHO-CTA-
TUCTUYECKOTO U OJIM3HE0BOTO METO/IOB HCCIIe-
JTIOBaHMSL.

¢ [Ipodunakruka MP3. 'pynms! pucka u reHe-
TUYECKHE MapKephl MPepacloioKeHHOCTH K
pasBUTHIO OOJIE3HU.

e (dapMakoreHeTHKa M JKOJOTHYECKas TeHe-
THKA.

e [IpeacraBieHue AOKIAJ0B IO TEME.
IIpakTHyeckas oAroTOBKA:

43.

Opdannbie 3a00-
JIeBaHUSI.

e Ompenenenre u 001as XapaKTepUCTHKA Op-
(aHHBIX 3200JICBaHUT.

¢ 3aKOHOJAATENbHbIE aKTHI, BKIIIOYAIOIINE BO-
MIPOCHI, Kacaromyecs ophaHHON MaTOIOTHH.

e ['pymmsl 3a00eBaHNi, BXOIAIINX B IIepe-
YeHb Op(QaHHBIX OOIE3HEH.

e Menuko-colanbHbIE BOMPOCHI, CBA3aHHBIC
¢ nedeHreM opdaHHBIX 00Ie3HEH

e IIpencramieHue TOKIAA0B IO TEME.
IIpakTHyeckasl IOArOTOBKA:

44,

OHKOreHETHKA.

e OHKOTEHHI M UX OMOJIOTHYECKAS POIh.
e ['eHETHYECKHE aCTIEKTHI KaHIICPOTCHE3A.
e ['eHETHKA IOJOBOTO pa3BUTHUA.
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o [IpencraBieHre TOKIaIOB IO TEME.
e TectupoBaHue
[IpakTUyeckas MOArOTOBKA:

45.

[Tpodunaktuka e OCHOBHBIE YPOBHHU U ITyTH NPOQUITAKTUKN
HACJIEJICTBEHHBIX | HAClEACTBEHHBIX 3a00JCBaHUH.
3a00JIeBaHUH. e Ilenn u 3anaun MI'K.

e [lokazanus s HanpayieHus Ha MI'K.

o [IpuHINIIEI OLIEHKH T€HETHYECKOTO PHCKA B
Pa3IMYHBIX TPYIIax HacleICTBEHHOU MaTONO-
THH.

e MeToapl ero pacuera.

e PeieHne CUTyallMOHHBIX 3a7a4.

e Onpoc 1 TeCTUPOBaHUE

[IpakTHyeckas MOArOTOBKA:

46.

[IpenaranbHas o [IpenaranbHas U NpeuMIUIaHTAllMOHHAS JTUa-
JIMArHOCTUKA THOCTHKA: IIOKA3aHUsI, BO3MOXKHOCTH.

e MeTopl peHaTaIbHOM TUAarHOCTUKH.

e DTHYECKHUE BOMPOCHI IPEHATAIIBHON AUArHO-
CTHKU.

e OJKO xak meron npouIakTHKK HACIE-
CTBEHHBIX 0OJIE3HEH.

o [IpuHIUIIBI TICUECHUS HACTEACTBEHHBIX 00-
JIE3HEH.

o Y4eOHBI (DWITBM T10 IPEHATATBHON TUarHO-
CTHKE.

e PeieHne CUTyallMOHHBIX 3a7a4.

e Omnpoc

IIpakTHyeckas NOArOTOBKA:

47.

KomnbrorepHnas e Pabora ¢ KOMIBIOTEPHOW ITHArHOCTHYECKON
JIMArHOCTHUKA MpOrpaMMoii (3HAKOMCTBO ¢ HHTepdercoM Tpo-
HacJeICTBEHHBIX I'paMMBI, d)OpMPIpOBaHI/Ie 3aJaHHOIo0 II0 Kap-
3260 IeBAHMIL. TOYKE CUMIITOMOKOMILIEKCA, ITOCTAHOBKA MPE/I-
BapUTEIHHOIO JUarHo3a HAcIeICTBEHHOTO 3a-
OoneBaHwsI, TPOCMOTp QoTorpaduii OOIBHBIX ¢
AHHBIM 3a00JIEBAHKEM, 3HAKOMCTBO ¢ OnOIHO-
TEKOU CUHIIPOMOB).

e Ompoc

[IpakTHyeckas NOIroTOBKa:

48.

HtoroBoe 3aHsg- | ¢ WTOroBsIii TECT

THe 10 pasneny | ¢ CobecenoBaHue 10 BOIPOCAM 3aueTa
«Menununackas IIpakTryecKkas NOArOTOBKA:
FeHETHKA Pernrenue CUTyalmOHHBIX 3a/1a4.

Hroro:

42

52 | H4

3.6. CamocTosiTeIbHAsA padoTa 00y4aromerocs

Ne ce-
MecTpa

Haumenosanue pazaena
pasit Bugsr CPC
JUCITUILIAHBI (MOTYJIS)

Bcero
JacoB

2

3 4

5

OOm1ast reHeTHKA [ToaroToBka K 3aHATHUSAM, TOJTOTOBKA K TEKY-
IeMy KOHTPOJTIO, TIOATOTOBKA K TTPOMEXKY-
TOYHOMY KOHTPOJIIO, pedepaT/IoKiaj, pemie-
HUE TeHETUYECKHX M CUTYallMOHHBIX 3a/a4.

30

Htoro yacoB B cemecTpe:

30
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6 OO01as reaeTuKa

[ToaroroBka K 3aHATHUSIM, IOJTOTOBKA K TEKY- 36
eMy KOHTPOJTIO, ITOJATOTOBKA K MPOMEXKY-
TOYHOMY KOHTPOJIIO, pedepaT/IoKiaj, pemie-
HUE TeHETHYECCKUX U CUTYAIlMOHHBIX 33J1a4.

HToro yacoB B ceMecTpe: 36
2 7 MenunuHckas renetuka | [ToaroToBka k 3aHATHSAM, MOATOTOBKA K TEKY- 42
ieMy KOHTPOJTIO, TOATOTOBKA K MTPOMEXKY-
TOYHOMY KOHTPOJIIO, pedepar/IoKia, pemie-
HUE TEeHETUYECKUX U CUTYAIIMOHHBIX 33]1a4.
Htoro yacoB B cemecTpe: 42
Bcero yacoB Ha caMOCTOSATEbLHYIO padoTy: 108

3.7. JlabopaTopHbIil NPAKTHKYM
PaGoueii mporpaMMoii He TPeTyCMOTPEH

3.8. [IpumepHasi TeMaTHKA KYPCOBBIX POEKTOB (PadoT), KOHTPOJbHBIX PadoT
Paboueit nporpammoii He IPeyCMOTPEHBI

Pasnen 4. [lepevyenb yueOHO-MeTOAUYECKOT0 M MATEPHAIBHO-TEXHHYECKOT0 00ecneyeHus: TUCIH-
IUIMHBI (MO1YJIs1)

4.1. IlepeyeHb OCHOBHOW U JONOJIHUTEIbHON Y4eOHOM JINTEPATYPbl, HeOOXOAUMOI /1J151 0CBOECHUS
AMCUUIIMHBI (MOAYJIs1)

4.1.1. OcHOBHAas JIUTEpPATYypa

Ne HaunmeHnoBanue ABTOp (BI) Tox, mecro n3na- Koa-80 axsemmin- Haauuue B 9BC
n/n HUSs POB B OMOJIHOTEKE
1 2 3 4 5 6
1. | I'emeruka ¢ ocHoBamu | Mure-Beuro- | CII6. : U3g-8o H - 23 -
ceneknuu: yde6. g | mos, C. I JI, 2015.
CTYJICHTOB BY30B
2. | Knmuanueckass  reme- | boukos H.II. | M.: T'DOTAP-Me- 28 +
THKa: y4eOHUK IS BY- nua, 2011 9bC Koncynb-
30B TaHT CTY/ICHTA
4.1.2. lonoJiHUTEJIbHAS JIUTEPATYypa
Ne HaumenoBanue ABTOp (BI) Tox, mecto w3- | Koa1-BO sK3emiLisl- Hanuune B 9BC
n/n AaHUA POB B 0ubIHM0TEKE
1 2 3 4 5 6
1. | T'enernka uenoseka c | KypuanoB H.A. | CIIG.: 15 +
OCHOBaMH 0O0IIeii TeHe- CrnerwJlur, 2010 ObC Yuusepcu-
TUKA: y4eOHOe I0Cco- TeTcKast Onbauo-
Oue. TeKa OHJIAlH
2. | Monekynsipaast 6mono- | HH. Mymxkam- | M.: MUA, 2016 23 -
rus. Beenenne B moie- | 6apos, CJL
KyJsipHyro 1uronioruro | KysHeros.
Y TUCTOJIOTHIO: yueOHOE
rmocooue
3. | O6mas reneruka u re- | E.B. Konenaera, | Kupos, 2016 40 +
HeTHKa yenoBeka: yue0- | H.E. Poguna 9BbC Kupos-
HOE ITocooune ckoro I'MY
4. | lpenaranbHas nuarso- | B. A. Ko3sonus, 50 +
ctuka HacienctBeHHbix | A. A. Koceix, H. | Kupos, 2011 9bC Kupos-
3a00/1eBaHUI u | E. Pognna ckoro 'MVY
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BPOXKICHHBIX TOPOKOB
pa3BUTHSA: y4eOHOE TIO-
cobue

Knunnueckas rene- | [.P. MyToBuH. - +
THKa. ['eHOMMKa U Ipo- M.: TDOTAP- 9BbC «Koncynb-
TEOMHKAa HACIIEZCTBEH- Menmna, 2010 TaHT CTY/ICHTa»

HOW TATOJIOTHUU [DieK-
TPOHHBIN pecypcl:
yueOHOoe Tocobne

Pabouas terpaas mo E.B. Konenaera, | Kupos: ®I'bBOY 50 +
nucuuniaubae «Menu- IO.H. Omny- | BO Kuposckuit 9BbC Kupos-
LIUHCKas TEHETUKA. 4YHHa, B.A.,, | MY MuH- ckoro MY

UYacts 1 u 2: yuebHO-
METOAMYECKOE TTOCO-
oue.

Ko3sonun, E.B.
CrapkoBa, A.A.
bepecueBa

3napaBa Poccun,
2021.

4.2. HopmaTuBHas 0a3a — HE UMeEETCS

4.3. IlepeueHb pecypcoB HH(POPMALMOHHO-TEJIEKOMMYHUKAIIMOHHOH ceTu «HTepHET», HEOOX01H-
MBIX JIVISl OCBOCHUS TMCUMILIUHBI (MO1YJIs1)
Hayunsiii s)xypaan «Menuiackas reaetuka» https://www.medgen-journal.ru/jour,
http://genetiku.ru/, http://vse-pro-geny.ru/. http://www.hgmd.cf.ac.uk/ac.
https://www.genetests.org/. https://www.ncbi.nlm.nih.gov/. http://omim.org/
http://journal.rare-diseases.ru/

4.4. IlepeyeHb HH(POPMALMOHHBIX TEXHOJIOTHH, HCII0Jb3yeMbIX [JIf1 OCYLLIECTBJICHUs1 00pa3oBaTeJIb-
HOI0 Tpouecca No JAUCHUILUINHE (MOAYJII0), IPOIPAMMHOIO0 obecnedyeHUss 1 HHPOPMALMOHHO-CIIPa-
BOYHBIX CHCTEM

Hcnonb3oBanue IIpoOCMOTpa y‘le6HHX (1)I/IJ'II>MOBZ «Penkue HacleaCTBEHHbBIC IIaTOJIOIun», «HpeHa—
TaJlIbHasA JUarHOCTUKa».

B yueOHOM mporiecce UCTIONb3yeTCs IUIEH3MOHHOE TPOrpaMMHOE 00ecieueHue:

1. loroop Microsoft Office (Bepcust 2003) Ne0340100010912000035 45106 ot 12.09.2012r.
(cpok neiicTBus 10roBopa - 0eCCpOUHBIN),

2. Ioroeop Microsoft Office (Bepcust 2007) Ne0340100010913000043 45106 ot 02.09.2013r.
(cpok neiicTBus 10roBopa - OeCCpOUHBIN),

3. Horosop Microsoft Office (Bepcust 2010) Ne 340100010914000246 45106 ot 23.12.2014r.
(cpok neicTBuUs 1OroBopa - 6eCCpPOUHBIA).

4. JTorosop Windows (Bepcust 2003) Ne0340100010912000035 45106 ot 12.09.2012r. (cpok
JeWCTBUS 1I0roBOpa - OECCPOUHBIN)

5. Horoeop Windows (Bepcust 2007) Ne0340100010913000043 45106 ot 02.09.2013r. (cpok
JEHCTBHS TOTOBOpA - OECCPOUHBIN),

6. oroBop Windows (Bepcus 2010) Ne 340100010914000246 45106 ot 23.12.2014r. (cpok
JEHCTBHS TOTOBOpA - OECCPOUHBIN),

7. oroBop AntuBupyc Kaspersky Endpoint Security nns 6usneca — Cranpaptebiii Russian
Edition. 150-249 Node 1 year Educational Renewal License, cpok ucmonbs3oBanus ¢ 29.04.2021 mo
24.08.2022 1., Homep munieH3un 280E-210429-102703-540-3202,

8. Menununckas nHpopmarmonnas cucreMa (KMUC) (cpok neiicTBust 10oroBopa - 6eccpoyHblii),

9. ABromarusupoBaHHas cucrtema TectupoBanus Indigo Jorosop Ne JI53783/2 ot 02.11.2015
(cpok melicTBUS OECCPOUHBIH, | TOA TEXHUUYECKOM MOAICPIKKH),

10. TIO FoxitPhantomPDF Crangapt, 1 unuieHsus, OeccpovHas, JaTa NPHOOPETEHHS

05.05.2016 .
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Obyuatomirecs: 00ecriedeHbl J0CTYIOM (yAaJIEHHBIM JOCTYIIOM) K COBPEMEHHBIM PO eCCHOHATb-
HbIM 0a3aM JaHHBIX U HH(GOPMAIIMOHHO-CIIPABOYHBIM CUCTEMAaM:
1) Hayunas snexktponHas oudauoreka e-LIBRARY. Pexxum nocryma: http://www.e-library.ru/.
2) Cnpasouno-niouckoas cucreMa Koncyabsrant ITmoc — OO0 «KoncynsrantKupos».
3) «DnekrponHO-O0MbMOTeYHas cucteMa Kuposckoro 'MY». Pexxum nocrymna:

http://elib.kirovgma.ru/.

4) 3BC «Koncynprant crynenray - OO0 «UITY3». Pexxum gocryna: http://www.studmedlib.ru.
5) DBC «YuuBepcurerckas oubimoreka onaita» - 000 «HekcMeauay. Pexum gocryma:

http://www.biblioclub.ru.
6) DBC «KoncynpranT Bpauay - OO0 I'K «I'DOTAP». Pexxum nocryna: http://www.rosmedlib.ru/
7) DBC «Aiidyke» - O00 «Aiibykey». Pexum goctyna: http://ibooks.ru.

4.5. Onucanue MaTepuaJIbHO-TEXHUYECKOH 0a3bl, HeOOXO0AMMOI 111 OCYIIeCTBJIEHUS 00pa3oBaTeib-
HOTr0 nmpouecca 1no JMCHUIInHe (MOAYJII0)
B nporiecce npenoaaBanus AUCUUIIIMHBI (MOIYJIS) UCTIONB3YIOTCS CIIEAYIOIINE CTIeUaIbHbIe MO~

MCIICHU A

HaumenoBaunue crierua-
JIN3UPOBAHHBIX MTOMEIIIE-
HAN

Howmep xabunera, agpec

OO6opynoBaHue, TEXHUYECKHE CPEICTBA
00y4deHus, pa3MeIlleHHbIE B CIICIIUAIN3H-
POBAHHBIX TOMEIICHUSIX

yuebHble ayoumopuu O
nposeodenus 3aHamull Jiex-
YUOHHO20 muna

Ne 114,702 2. Kupos,
K. Mapxca, 112 (3 xopnyc)

VA

CreuuasnbHble MOMEIIEHUS YKOMIUIEKTO-
BaHbl CIEIUAIM3UPOBAHHON MEOETbI0 U
TEXHUYECKUMHU CpEACTBAMH  OOydYeHHUS,
CITy>KaIlUMU IS IPEICTABICHUS y4eOHOMH
nHbopMaIu OOJIBIION ayAUTOPHUH.

yuebnvle ayoumopuu O0us
npoeedeHust 3aHAmull ce-
MUHAPCKO20 Muna

Ne 602,604,608 2. Kupos, yn.
K.Mapxkca, 112 (3 kopnyc)

Cneuuaju3upoBaHHas yyeOHas Mmedelb
B ydeOHO#l aynutopusax: 602, 604, 608
(cToM W CTyN TperoaaBarelis, CTOJBI CO
CKaMerKaMu (20mT.) B K101
ayTUTOpUH), HMHGPOPMAITMOHHO-MEIIOBAs
JIOCKa, mKad I XpaHESHUS MUKPOCKOIIOB,
Mukpockonsl MBP-1 (15 mir.)

yuebHble ayoumopuu O
nposeodenus epynnoeuix u
UHOUBUOYATILHBIX KOH-
cyromayuti

Ne 602,604,608 2. Kupos, yn.
K. Mapxca, 112 (3 xopnyc)

CrnennanusupoBanHas yyeOHas me0enb
B yueOHbIX aymutopusx: 602, 604, 608
(cronm M cTyn mpemnojaBaTteis, CTOJBI CO
ckameiikamu (20mT.) B KaXKIOW ayJquTo-
pun)), MHGOPMAIMOHHO-MENOBAs J10CKa,
mKad A XpaHeHUsT MUKPOCKOTIOB, MHUK-
pockomnbl MBP-1 (15 mT.)

yuebnvie ayoumopuu Ous
npoeedeHust  MmeKyue2o
KOHMPOJSL U  NPOMENCY-
MOYHOU ammecmayuu

Ne 604 2. Kupos, yn. K.Mapxca,
112 (3 kopnyc)

Cneuuaau3npoBaHHas yuyeOHasi medelib
B yueOHBIX ayautopusix: 604 (cron u cryn
MperoiaBaTenisi, CTOJBl CO CKaMeHKamu
(20m1T.) B KO0 ayAUTOPHH)), HH(POpMAa-
[IMOHHO-MEJIOBast JOCKa, mKad A XpaHe-
HUSI MHUKPOCKONOB, MHKpockornsl MBP-1
(15 mT.)

noOMeweHUsl O CAMOCMO-
AmenvHOU pabomol

Ne 601 2. Kupos, yn. K.Mapxca,
112 (3 kopnyc)

YumanvHulil 3a1 OUOIUOMEKU 2.
Kupos, yn. K.Mapkca 137 (1

Kopnyc)

Mukpockonsi: «Mukmen-1» ¢ nmozacser-
koit 20 wt., 1 mocka, 8 crosnoB, 12 cTynbeB
Komnerorep ¢ BoixogoMm B MHTEpHET

[TomerieHust U1 CAaMOCTOSATENLHONM PabOThl 00YYAIOIINXCsl OCHAIIEHBI KOMIIBIOTEPHON TEXHUKON
C BO3MOXKHOCTBbIO MOAKIIOYeHHs] K ceTH "HHTepHer" m oOecredeHbl AOCTYNIOM B 3JIEKTPOHHYIO
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nH(OPMAIIMOHHO-00pa30BaTENLHYIO CPely YHHBEPCUTETA.

Paznen 5. Meroauyeckue peKOMeHIAIMU 10 OPTaHU3AIMU U3YyYeHHUs] TUCUUIIMHBI (MOXYJIs1)

[Tpouiecc wm3ydeHHs] AUCHMIUIMHBI TPEIyCMAaTPUBACT: KOHTAaKTHYIO (paboTa Ha JEKIHUAX U
MPAKTUYECKHUX 3aHATUAX) U CAMOCTOSITENIbLHYIO paboTy.

OcHoBHOE yueOHOE BpeMsl BBIJICIISICTCS HA CAMOCTOSITEIILHYIO padoTy.

B xauectBe 0CHOBHBIX (hOpPM OpraHU3alnK y4eOHOTO Mpoliecca Mo AUCHUIIINHE BRICTYHAIOT KJlac-
CHYECKHE JICKIIMOHHBIE U MPAKTUYECKUE 3aHTHSI (C UCIIOJIb30BaHUEM MHTEPAKTUBHBIX TEXHOJIOTHIT 00yue-
HUS), @ TAKXKE CAMOCTOSATENbHAs paboTa 00yJaromuXcsl.

[Tpu n3ydeHnn yaeOHON AUCIUIUIMHBI (MOYJIs1) 00yJarouuMcs HeOOXOAMMO OCBOUTH MPAKTHIEC-
CKHE€ YMEHHS 0 paboTe ¢ yueOHO-METOUIECKIMH MaTepruaiaMu, HayqHOU nuTeparypoid, HTepHeT-pe-
CypCaMH, PELIEHHUIO TeHETUYECKUX 3a]a4, COCTABJICHUIO POAOCIOBHBIX, METOJIaM JUArHOCTUKH, JICUECHHS U
po(UIAKTUKH HACIEICTBEHHOM MMaTOJIOTHH.

[Tpu npoBeneHnn y4eOHbIX 3aHATHI Kadenpa obecrieyuBaeT pa3BUTHE Y 00yUaIOUINXCs HaBBIKOB
KOMaHIHOU paboThl, MEXJIMYHOCTHOW KOMMYHHUKAITUH, IPHHITHS PEIICHUH, JTUICPCKUX KauecTB (ITyTeM
MIPOBEACHUS UHTEPAKTUBHBIX JIEKIMI, TPYNIOBBIX TUCKYCCHUN, POJIEBBIX UI'P, TPEHUHIOB, aHAJIN3a CUTYa-
WA ¥ UIMUTAIIMOHHBIX MOJIEJICH, MpenoaBaHusl JUCIUILUIMHBI (MOYJisA) B OpMe Kypca, COCTABIEHHOTO
Ha OCHOBE PE3yJIbTAaTOB HAYYHBIX UCCIIEIOBAHUM, IPOBOJAUMBIX YHHUBEPCUTETOM, B TOM YHUCIE C YUETOM
PETHOHAIBHBIX OCOOCHHOCTEH MPOQECCHOHAIBHON IeATEIFHOCTH BBITYCKHUKOB U MOTPeOHOCTEH paboTo-
JaTeNei).

Jlekuun:

Kitaccnueckas iekius. PekoMeHyeTcst Ipu U3y4eHUH TEM:
«Mengennsm», «XpoMOCOMHasl TEOPHS HACIEICTBEHHOCTH, «CLieIIeHHe TEHOB U KPOCCUHIOBEpP», «B3a-
HMMOJIEHCTBUE AJUIEJIBHBIX M HEAJJIEJIbHBIX T€HOBY, «CTpyKTypa U QYyHKIMU F€HETUUECKOTO MaTepHraay,
«MHOroypoBHeBasi opraHuszanus redoma, «I'enotun u penorun. Moaudukanuu 1 Hopma peakuumny, «l e-
HeTuka nonay, «Pemmkanusa JTHK u xpomocom», «Penapanus JJHK», «MonekynsapHble MEXaHU3MBI I'e-
HETUYECKON peKoMOuHaIMny, «Perynsuns reHHol akTUBHOCTHY, «TeopeTnyeckre OCHOBbI MyTallHOHHOM
U3MEHYUBOCTHY, «MOJIEKYyIIIpHbIE MEXaHU3MbI MyTareHe3ay», «llonynsanuonnas renerukay, «MIMmyHore-
HeTuKay, «['eHeTnKa OoHTOreHesa», «I'€eHoMHBIe TEXHOJIOTHH |», «]'eHOMHBIE TEXHOJIOTHH 2», «BBenenue
B MEAMIIMHCKYIO TeHeTHKY», «IIporpamma «I'enom uenoBeka». CTpykTypa U GyHKIUHU reHoB. Perynsauus
HKCHPECCHH TeHOB», «CeMHOTHKa HaceICTBEHHbIX 3abosieBaHuil. KIMHUKO-TeHeamornueckuii MeToy,
«ITHOJOTHS M TIATOT€HEe3 MOHOT€HHOM maronorun», «MoHoreHHas narosorus. Knnnnueckue GpopMmsl»,
«MuUTOXOHApUANIbHAS TATOJIOTHUS», «XPOMOCOMHAsl NAaTOJOTHsA», «BpOXKICHHBIE IOPOKM pPa3BUTHUSA
(BITP)», «MynbTudaxktopuaibusle 3adboneBanus», «MynbTudaxkropuanbsblie 3a0oneBanus. Knunuueckue
dopmbl», «OHKOreHeTuka», «Opdannble 3a0oneBanus», «lIpodunakTuka HaciaeICTBEHHBIX 3a0oJieBa-
Huit», «[IpenatanbHas AUarHoCcTUKay, «JleyeHne HacneACTBEHHbIX 00JIe3HEN»

Ha nexmusix uznararoTcsi TeMbl JUCHUTLTNHBI, PEyCMOTPEHHBIE pabodeit mporpaMmmoil, akiieH-
TUpYeTCs BHUMaHHe Ha Hanboyiee TPUHIUIUATBHBIX U CIIOKHBIX BOMPOCAX JUCIMILIUHBI, yCTaHABIHBA-
FOTCSI BOIIPOCHI JIJIsI CAaMOCTOSITENhHOM mpopadboTku. KoHCeKT jeknuii sBisieTcst 6a30il mpy MOJTOTOBKE K
MPAKTUYECKUM 3aHATHIM, K 9K3aMeHY, a TaKkKe JUIsl CAMOCTOSTEIbHON PaOOTHI.

N3noxeHue JNEKIMOHHOTO MaTepuaia PeKOMEHIYETCsl MPOBOANTH B MYJIbTUMEIUNHON (opme.
CwMbIcrioBasi Harpy3Ka JEeKIUU CMEIIaeTCs B CTOPOHY OT U3JI0KEHUS TEOPETUYECKOro MaTepuraia K hopMu-
POBaHHUIO MOTHBAIIMHN CAMOCTOSTEIILHOTO OOYYECHHS Yepe3 MOCTAaHOBKY MPOo0IeM 00ydeHUsI U TTOKa3 MyTen
pelieHus npodeccunoHalbHBIX MPOOJIeM B paMKax TOW WM MHOM TeMbl. [Ipu 3TOM OCHOBHBIM METOJOM
BEJICHUS JICKITNH SIBJISIETCS METO/I MPOOJIEMHOT0 U3JIOKEHUSI MaTepraa.

IIpakTHYeckne 3aHATHSA:

HpaKTI/ILICCKI/Ie 3aHATUA IO JUCHUIINIMHE MPOBOAATCA C LCIIBIO HpI/IOGPCTCHI/I}I MPAKTUYCCKUX
HaBBIKOB B 00JIaCTH MOJICKYJIIPHBIX OCHOB HACJICACTBECHHOCTH, METOJA0B I'CHECTUKH YCJIOBCKA, JICUCHUA U
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npoUIaKTUKN HACIEICTBEHHBIX 3a00JIeBaHU, STHOJIOTUU U NAaTOreHe3a MOHOTCHHOM, XpOMOCOMHOM U
MyJIbTH()AKTEPHATIBHOM aTOJIOTUH, PEIICHUN CUTYallMOHHBIX T€HETUUECKUX 3ajad.

[IpakTudeckue 3aHATUS IPOBOJSATCS B BUIE cobece0o8anull, OUCKYCCUll 8 MUKPOSPYINAX, Ompa-
OOMKU NPAKMUYECKUX HABLIKO8 HA KOMNbLIOMEPHBIX 2eHEMUUEeCKUX NPOSPAMMAX, PEULeHUsl CUMYAYUOHHBIX
3a0ay u cocmagienuy poOOCi08HbIX, MECMOBbIX 3A0AHUIL.

Beinonnenune npakruyeckoi paboThl 00ydaromuecs Iponu3BOAAT KaK B YCTHOM, TaK U B IUCbMEH-
HOM BH/JI€, B BUJIE NIPE3EHTALNI U JOKJIAJIOB.

[TpakTnyeckoe 3aHATHE crOcOOCTBYET OoJiee IiyOOKOMY MOHMMAHHUIO TEOPETUYECKOI0 MaTepH-
ajla y4eOHOro TUCLMILIMHBI, a TaKXKe Pa3BUTHIO, (POPMUPOBAHUIO U CTAHOBJICHHUIO PA3IMUYHBIX YPOBHEH
COCTABIISIFOLINX POPECCHOHATHHON KOMIETEHTHOCTH 00YYaOLIHXCS.

[Tpu n3yyeHnn AMCHUIUIMHBI UCTIONB3YIOTCS cielyromue GopMbl IPAKTUUECKUX 3aHATUI:

- CEMUHAp TPAJAUIIMOHHBIA 1O TeMaM: «3aKOHBI HaClIeOBAaHMs MPU3HAKOB. [ MOpHIomornaecKkuit
Meto Menaensa», «Llutomornyeckue OCHOBBI 3aKOHOB MeHzens», « XpoMOCOMHasi TEOpUs HACIIEICTBEH-
HocTu. Tunsl HacnenoBaHus MPU3HAKOBY, «ClerIeHue TeHOB U KPOCCHHTOBEpY», «CTpyKTypa U GyHKIUU
TEeHETUYECKOr0 MaTepuana», « MHOroypoBHEBas OpraHu3alus reHoma», «B3aumozeicTeye ajiesIbHbIX re-
HOBY, «B3aumozeiicTBue HeaJUIeTIbHBIX TeHOBY, «[ eHoTHII 1 peHOTHIL. MoanpuKauy 1 HopMa peakiuny,
«MexaHu3Mbl aeTepMuHanuu nonay, «Pemnukanus JJHK v peryinsius reHHONM akTUBHOCTHY, «Pemapaius
JIHK u HacnencTBeHHbIe 00J€3HU HAPYIICHUS perapaium.

- KoH(epeHuus no teme: «OCHOBHBIE IPUHLIMIIBI TeHOMUKNY, «Opdannble 3a0oneBanus», «Oc-
HOBBI MYTallMOHHON U3MEHUUBOCTHY, «MOJEKYJISIpHbIE MEXaHU3Mbl MyTareHe3a U TECTUPOBAHUE HA MY-
TareHHOCThY, «MynbTH(AKTOpUATbHBIE 3a00JE€BaHUD.

- yueOHO-posieBast urpa mo teme. «XpomocoMHas natonorus. Kimmuaundeckue dopmery, «[Ipodu-
JIAKTHKA HACJIEJCTBEHHBIX 3a00JI€BaHUI».

- MpaKTUYECKoe 3aHATHE N0 TeMaM: «KomIbloTepHas reHeThKa. AHAIU3 FreHeTUYecKux 0a3 aH-
HbIX. KoMIbloTepHbIE JMarHOCTUYECKUE IPOTpaMMbl», «buoMeTpruyeckrie OCHOBBI U3y4eHUsT MoAHU(pUKa-
[IUOHHOW M3MEHUYMBOCTH», «IlOCTpOCHHE BapHAlMOHHO-CTATHCTUYECKUX PSIOB MOJU(PHUKAIIMOHHON W3-
MeH4YMBOCTH», «I'eHOMHBIE TexHosorun 1. KaprupoBanue reHoma. Llurosornyeckue M reHETHUECKHE
KapThD», «I'eHOMHBIE TexHOoJoruu 2. dusndeckoe KapTupoBaHue. PecTpuKIMOHHbIN aHanu3y, «biusHeno-
BBII U MOMYJIALIUOHHBINA METO/IbI N3YYEHMsI TEHETUKH YelloBeKa», « IMMyHOreHeTuka», «I eHeTuka u oHTo-
re’es», «llonynaunonnas reneruka», «HacnenctBeHHOCTh U aToorusy, «I'enom uenoseka. CTpykTypa
U (DYHKIIMU T€HOBY», «Perynsius sKkcnpeccuu reHoBy», «CeMHOoTHKa HacleCTBEHHBIX 3a0oneBanuil. Knu-
HUKO-TE€HEATOTHYECKUN MeTO1», «[ eHHbIe O0JIe3HN. DTHOJIOTHS, TATOTEeHE3, KiIacCUu(PUKaInsi, METOIbI TH-
arHocTukny», «MoHoreHHble 3a0o0eBanus, KiIuHu4eckue Gopmbl. Hacnencrtennsie 6o01e3HM 0OMeHa Be-
miects (HBO)», «MuroxonapuanbHas matosiorus», «O01as xapakTeprucTiKa XpOMOCOMHOM MaTOIOTUN»,
«BpoxeHHble TOpOKY pa3BUTH», «KOHKOreHeTHKay, «[IpenartanpHas nuarnoctuka», «KoMmbroTepHas nu-
arHOCTHMKA HaCIlIeJICTBEHHBIX 3a00JIEBaHUI».

- MIPAKTUKYM 1O TeMe: «MyIka - MOJIeNbHbI 00BEKT TeHETHUECKUX HcclieoBaHmi», «IlocTa-
HOBKA OMbITA MO JUTHOPUIHOMY CKpEIMBaHUIO MyIIeKk», «I'eHomHble TexHonoruu 3. JIHK-nuarnocruka.
[Tpunatun metona [IP», «'enomubie TexHom0THH 4. bioTTUHT-THOpUaN3aus. MeTos - renb-31eKTpodo-
pe3a. CekBeHUpOBaHUEY.

- KOHTPOJIbHBIE 3aHsTHs 110 TemaMm: «MTorosoe 3ansaTue 1. «Kiaccnueckas MeHeneBCKas reHe-
THKa. MoJnekynspHble OCHOBBI HACJEJICTBEHHOCTU»», «MToropoe 3ansatue 2. «MoJeKkylsapHble OCHOBbI
HacnecTBeHHOCTH. Moaudukanuu. Jlerepmunanus nonay. [loaseeHre UTOroB 1o JUruOpuaHOMY CKpe-
mBaHuio», «Mtorosoe 3ansaTue 3. «Llutoreneruka u myrarene3»», «Mtorosoe 3ansrue no pasaeny «O06-
11ast FeHETHKa»», «MTorosoe 3aHsaTHe 1o paszneny «MeauuHCKas TeHETUKa.

CamocrosiTesibHas padora:

CamocrosTenpHas paboTa CTYACHTOB IO/pa3yMeBaeT MOATOTOBKY IO BCEM pa3jieiiaM UCIIH-
wnHbl «OO0M1as U MEAUIIMHCKAs TeHETHKA» U BKJIIOYAET MOATOTOBKY K 3aHATHSAM, HamucaHue pedepaTon
1 3alIUTy JOKJIAA0B, IOATOTOBKY K TCKYHIEMY U MPOMECKYTOYHOMY KOHTPOJIIO, pEIICHUC TCHECTUYCCKUX U
CUTYAIlMOHHBIX 3a/1a4.

PaGota ¢ yueOHOI muTepaTypoil paccMaTpuBaeTCs Kak BUA y4eOHON paOOThI MO MUCIHILIAHE
«OO01mast ¥ METUIIMHCKAs TeHETUKA» U BBINOJNHSIETCS B MpejesiaX 4yacoB, OTBOJUMBIX Ha €€ n3ydyeHue (B
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paznene CPC). Kaxaplii oOydatomuiics obecrieyeH 10CcTyrnoM K OMOIMOTeYHbIM (DOHIaM YHUBEPCUTETA U
kadeapsl. Bo Bpems nu3ydeHust AUCIUIUTHHBI 00y4Jaroriyecs (1o KOHTPOJIEM MPernoaaBaTeisi) CaMOCTOSI-
TEJILHO MPOBOJAT pabOTy C KOMITBIOTEPHBIMH T'€HETUYECKUMH MPOrPAMMaMH, BBITTOTHSIOT IP030(UITbHBIN
TeHETUYECKUI MPAKTHKYM, JENa0T pacdeTHbIE PabOTHl MO MOAM(DUKAMOHHON M3MEHUYUBOCTH, O0OPM-
JSIOT pedepaTsl U MPEACTABIAIOT UX Ha 3aHATHAX. Hanrcanue pedepara, 1okmnaga cnocoOCTBYIOT POpMH-
POBAHMIO HABBIKOB MCIIOJIb30BAaHMS y4eOHO! U HAyYHOH JIUTEPATYPHhI, TII00aTbHBIX HHPOPMAIIMOHHBIX pe-
CYpCOB, CIOCOOCTBYET (POPMHUPOBAHUIO KIMHHUYECKOTO MbITLIeHUs. Pabota oOyuatomerocs B rpymie ¢op-
MHpPYET YyBCTBO KOJJICKTHBU3MAa M KOMMYHHKa0eIbHOCTh. OOyueHHEe ClIOCOOCTBYET BOCIIUTAHHIO Y 00Y-
YAIOMIMXCS STHUKO-COHTOJIOTHYECKUX HAaBBIKOB OOIIeHNs C marueHTaMu. CaMocTosTenbHas paboTa B Ma-
JIBIX TPYIIIAX CIIOCOOCTBYET OPMUPOBAHUIO JOJDKHOTO C STHYECKOM CTOPOHBI IIOBE/ICHHSI, aKKYPaTHOCTH,
JIMCHUIITMHUPOBAHHOCTH.

HcxonHblii ypoBeHb 3HAHHN 00yUYaIOMIUXCS ONPEAEIISeTCs TECTUPOBAaHUEM, COOECEIOBAHUEM.

Tekymuii KOHTPOJIb OCBOCHHUS AUCLHUILIMHBI IPOBOAUTCS B (hopMe YCTHOTO OIpoca B XOJ€ 3aHs-
THii, pEIICHHS TUIIOBBIX TCHETHYECKUX U CUTYAIIMOHHBIX 33]1a4, TECTOBOTO KOHTPOJIS, HAIIMCaHUe pedepa-
TOB U 3aI[MTa JIOKJIA/I0B, IPOBEPKH MMPAKTUYECKUX HABHIKOB.

B koHIIe M3y4YeHUs AUCIHUILTUHBI (MOYJIS) IPOBOAUTCS IPOMEKYTOUHASI ATTECTAIHSI C UCTIOB30-
BaHHMEM COOeCeI0BaHNs, TECTOBOT'O KOHTPOJIS, POBEPKH MPAKTUYECKUX YMEHHH, PELICHUS CUTYaI[HOHHBIX
3amad4. J{Jst TeKyIero KOHTPOJIsi OCBOCHHUS IUCIUIUIMHBI HCIIOJIB3YETCSl PEHTUHIOBAsI CHCTEMA.

Borpocs! 1o AuCHMIUIMHE BKIIOUEHBI B TOCYIAPCTBEHHYIO UTOTOBYIO aTTECTAIINIO BBHITYCKHHKOB.

5.1. MeTonnka npuMeHeHHsl 3JIEKTPOHHOI0 00y4YeHHsI M JUCTAHIMOHHBIX 00pa30BaTe/IbHbBIX TEXHO-
JIOTHI IPU NPOBeJeHUH 3aHATHI U HA 3TAaNaxX TeKyllero KOHTPOJIsi M NPOMeKYyTOYHOH aTTecTaluu
M0 AUCHHILIHHE

[TpyuMeHeHre 37EKTPOHHOr0 O0yUYEHHS U JUCTAHLIIMOHHBIX 00pa30BaTeNbHbIX TEXHOJIOIHM 1O Iuc-
LUIUIMHE OCYILECTBIIAETCS B COOTBETCTBUU ¢ «IlopsakoM peanu3anuu 371eKTpOHHOro 00y4eHHs U TUCTaH-
LIMOHHBIX 00pa3oBareibHbIX TexHoMOoruil B ®I'BOY BO Kuposckuit 'MY Munsnpasa Poccun», BBeneH-
HbIM B zeiictBue 01.11.2017, npukas Ne 476-O/1.

JlucraHioHHOe 00yueHne peanu3yeTcs B 3JIeKTPOHHO-UH(OpMAIIMOHHON 00pa30BaTesIbHOM cpese
YHHUBepcHUTETa, BKIIOYAIOIIECH IEKTPOHHBIE HH(POPMAIIMOHHBIE M 00pa3oBaTeIbHbIE PeCcypChl, HHPOpMa-
IIUOHHBIE M TEJIEKOMMYHUKALMOHHBIE TEXHOJOIMM, TEXHOJOIMYECKHE CPEJCTBa, U 00ecreynBarOLIei
OCBOEHHUE 00YyYaIOUIMMHUCS POrpaMMbl B TIOJTHOM 00beMe HE3aBUCUMO OT MECTa HaX0XKICHHUS.

OnexTpoHHoe o0ydeHue (30) — opranuszanus o0pa3zoBaTeIbHOMN IS TeIbHOCTH C IPUMEHEHUEM CO-
nepxaineiics B 0a3ax JaHHBIX U UCHOJIb3YEMOH MPH peanu3alui o0pa3oBaTeIbHbIX IPOrpaMM HHpopMa-
UM U 00ecreunBalomx ee 00padboTKy MH()OPMAITMOHHBIX TEXHOJOTHM, TEXHUYECKHX CPENICTB, & TAKXKe
MH(}OPMALIMOHHO-TEJIEKOMMYHUKAI[MOHHBIX CeTel, 00€CIIeUNBAIOIINX NTepeiavy 10 JUHUSAM CBA3H yKa3aH-
HOW MH(pOpMAaLIMK, B3aUMOIEHCTBHE 00yUarOIUXCsl U TpenojaBaress.

JucranunonHsle o6pazoBarenbHble TexHonoruu (JJOT) — oOpazoBaTenbHble TEXHOJIOTUH, pealn-
3yeMble B OCHOBHOM C IPUMEHEHHEM MH()OPMALMOHHO-TEIEKOMMYHUKAIIMOHHBIX CeTell MpH onocpeno-
BaHHOM (Ha pacCcTOSTHUM) B3aUMOJICHCTBIM 00y4JaroIuXcs U npenoaasareis. JJMcTaHIMOHHOE 00y4eHHe —
3TO 0JHa U3 (opM 00yUEHHSI.

[Tpu ucnonpzoBanuu 0 u JJOT kaxasiii oOydaroniuiicss ooecrneunBaeTcs JOCTYIIOM K CpeJICTBaM
3JIEKTPOHHOTO 00y4YeHHsI 1 OCHOBHOMY MH(OPMALMOHHOMY pecypcy B 00beMe 4acoB y4eOHOro IUIaHa,
HEOOXOIUMBIX JJIl OCBOEHUS IIPOTPaAMMBI.

B mpakTuke nmpuMeHEHHs JUCTAHLIMOHHOTO OOYYEHHUS IO JUCHUIUIMHE MCHOJB3YIOTCS METOIUKU
CHHXPOHHOTO M aCHHXPOHHOT'O 00Yy4EHHUSI.

Metonrka CHHXPOHHOTO AUCTAHIIMOHHOIO O0y4YEeHHs TPEAyCMaTPUBAET OOIIEHNE 00YJarOIEerocs
U TIPEMoJIaBaTesis B peKUMeE pealbHOro BpeMeHU — ON-line obmenue. Mcnonp3yroTes ciaenyronue TeXHO-
joruu on-line: BeGMHapHI (MM BUICOKOH(PEPEHLINN), ayTUOKOH(GEPEHIINHY, YaThl.

MeTtoanka aCHHXPOHHOTO IUCTAaHIIMOHHOTO 00y4YeHHs IIPUMEHSETCS, KOT1a HEBO3MOXKHO OOIIeHNE
MeXy IMpernojaBaTesieM U 00ydarolluMcs B peajlbHOM BpPeMEHU — Tak Ha3biBaemoe off-line obuieHue,
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o0I1IeHUE B PEKUME C OTIIOKEHHBIM 0TBETOM. Mcnomnb3ytoTes cinenyromue Texnonoruu off-line: anekrpon-
Hasl I0YTa, PACCHUIKH, (POPYMBI.

Haubosnpmias 3¢ peKTHBHOCTB NPH TUCTAHITMOHHOM O0YYEHHUHU JOCTUTAeTCsl TIPU UCTIOIb30BaHUH
CMEIIaHHBIX METOIUK JUCTAaHIIMOHHOTO OOYUCHHMS, IPH ITOM MOJpa3yMeBaeTCs, 4YTO porpamma ooyde-
HUS CTPOUTCS KaK U3 AJIEMEHTOB CHHXPOHHOM, TaK M U3 AJIEMEHTOB aCHHXPOHHOM METOJMKH 00ydeHUsI.

Y4eOHbIH MpOoLEecC ¢ UCIOIB30BAHUEM TUCTAHIIMOHHBIX 00Pa30BaTEIbHBIX TEXHOJIOTHI OCYILECTB-
JISIETCS TOCPECTBOM:

— pa3MenieHus yueOHOro MaTrepuana Ha 00pa30BaTEeIbHOM caiiTe Y HUBEPCUTETA;

— COIPOBOXKICHUS DJICKTPOHHOTO 00Y4EHUS;

— OpraHM3allMy U MPOBEICHUS KOHCYIIbTALMi B pexxuMe «on-line» u «off-linex;

— OpraHu3aiuu o0paTHOU CBsI3U C 00yUaIOIIMMUCS B pexkuMe «on-line» u «off-linex;

— o0OecreyeHus: MeTOANYECKOM MOMOIIH 00YJaIOMIMMCS Yepe3 B3auMOICHCTBHE YIaCTHUKOB y4e0-
HOTO TpoIecca C KCIOJNBb30BAaHUEM BCEX JIOCTYMHBIX COBPEMEHHBIX TEIEKOMMYHUKAITMOHHBIX
CPEICTB, OJJOOPEHHBIX JIOKATHHBIMUA HOPMAaTUBHBIMH aKTaMU;

— OpraHM3alyy CaMOCTOSITEIHLHONH paboTHl 0OYUYaIOUIMXCS MyTeM O0ECIeYeHHUsl YAAJCHHOTO J10-
cryma K obpasoBaTenbHbIM pecypcaM (ObC, maTrepuanam, pa3MeneHHBIM Ha 00pa30BaTeILHOM caiiTe);

— KOHTPOJISL TOCTH)KEHUS 3aIIaHWPOBAHHBIX PE3yNIbTATOB OOYYEHUS 10 JUCHUIUINHE 00yJaron-
MHCS B peKuMe «on-line» u «off-liney;

— UJICHTH(DHUKALUY JTHIHOCTH 00YyJarOIEeroCs..

Peanu3zanus mporpaMMbl B 3JICKTPOHHOW (opMe HAUYMHASTCS C MPOBEICHUS OpraHU3aIlMOHHOMN
BCTPEUH C 00yUaIONIMMICS MOCPEICTBOM BHIEOKOHbepeHuu (Bebunapa).

[Tpu sTOM npenogaBarens HHOOPMUPYET 00YUAIOMIMXCS O TEXHHUECKUX TPEOOBaHUSIX K 000pyI0-
BaHUIO U KaHaJaM CBSI3U, OCYIIECTBIISIET MIPEIBAPUTENbHYIO IPOBEPKY CBS3U C 00YUAIOIIUMHUCS, CO3/IaHNE
U HacTpoiiky BeOmHapa. [IpernomaBarens Takke CBEpsIeT IPeABapUTENBHBINA CIIMCOK 00yJaromuxcs ¢ pax-
TUYECKU MPUCYTCTBYIOUIUMH, HHOOPMHUPYET UX O PEKHUME 3aHATUN, OCOOEHHOCTSIX 00pa3oBaTENBHOTO
npolecca, paBuiiax BHyTPEHHETO paciopsaka, rpaguke yueOHOro mpouecca.

[Tocne mpoBeseHUs YCTaHOBOUHOTO BeOMHApa y4eOHBINM MPOIECC MOXKET OBITh peann30BaH acUH-
XPOHHO (00y4JarOIIUiiCsS OCBauBaeT yUeOHBIM MaTepHall B JIFOO0OE yI0OHOE /ISl HETO BPeMs U 00IIaeTcs ¢
IIPEIo/IaBaTeNIeM ¢ CII0JIb30BAaHUEM CPEACTB TEIEKOMMYHHUKALIUN B pEXKUME OTIIOKEHHOTO BPEMEHH ) HITH
CUHXPOHHO (IpoBeiCHNE YUeOHBIX MEPOTIPUATHI 1 00IIEHNE 00YYarOIIEerocs C PENo/1aBaTeIeM B peKUMe
peasbHOro BpeMeHH).

[IpenogaBaTens caMOCTOSTENBHO ONPEAEIAeT NOPSA0K OKa3aHUs y4eOHO-METOJUUECKON TOMOLIN
o0y4aroImumMmcsi, B TOM 4uciie B GopMe MHIAMBUAYAIBHBIX KOHCYJIbTAIMH, OKa3bIBAEMbIX TUCTAHLIMOHHO C
MCI0JIb30BaHNEM MH(POPMAIIMOHHBIX U TEIEKOMMYHUKAIIMOHHBIX TEXHOJIOTUH.

[Tpu qucTaHIIMOHHOM OOYUYEHHH BaXKHBIM aCIIEKTOM SIBJISIETCS] OOIICHHE MEX Y YIaCTHUKAMH yueo-
HOTO Tporiecca, o0sa3aTeNbHbIe KOHCYNIbTAlMU TpenoaaBarens. [Ipu sTom obiieHne Mexay 00ydaromnm-
MUCS U TIPENOAaBaTeNIeM MPOUCXOIUT YIAJIEHHO, ITOCPEACTBOM CPEICTB TEICKOMMYHUKAIIHIA.

B coneprxanue KOHCYIbTalMi BXOJST:

— pa3bICHEHHE 00yJaronuMcs 001Iel TexHoaoruu npuMenenust anemenToB D0 u JIOT, npuemon
U CIIOCOOOB paboThI C MPEAOCTaBICHHBIMU UM Y4€OHO-METOIMYECKUMHU MaTepruaiaMu, MPUHITUIIOB CaMo-
OpraHu3anuu yueOHoro npoiecca;

— COBETHI U PEKOMEHJAIIMHU IO U3YUYEHUIO MPOrPaMMbl JUCIUIUIMHBI U TOATOTOBKE K MPOMEXKYTOU-
HOM aTTeCTalluH;

— aHaJM3 MOCTYMUBIINX BOMPOCOB, OTBETHI Ha BOIIPOCHI 00YYAIOIINXCS;

— pa3paboTKa OTACIBHBIX PEKOMEHIAIIUN 10 H3YYCHUIO YacTel (pa3enoB, TeM) TUCIUTIIUHBI, TI0
MOATOTOBKE K TEKYILIEH U MPOMEKYTOUHOM aTTECTAIUU.

Taxoke OCyIIeCTBISIFOTCS HHAUBUAYATbHBIE KOHCYJIBTAIIMN 00YJIAFOIITNXCSI B XO/1€ BHITIOTHEHUS UM
MUCEMEHHBIX padoT.
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OO0s3aTeNbHBIM KOMITIOHEHTOM CHUCTEMBl JUCTAHIIMOHHOTO OOYYEHHS MO JUCHUIUIMHE SIBISICTCS
AJIEKTPOHHBIN yueOHO-MeTonuecknii komrmiekc (DY MK), KoTopblil BKITFOUAeT JICKTPOHHBIE aHAJIOTH TIe-
YaTHBIX YYEOHBIX M3/1aHUH (Y4EOHHUKOB), CAMOCTOSITENIbHBIC JICKTPOHHbBIC YUeOHbIC H3/1aHus (YUeOHUKH),
JIUIaKTHYECKHUE MaTepHUalIbl JIJIsl MOATOTOBKU K 3aHSATHUSM, TEKYLIEMY KOHTPOJIIO U MPOMEXKYTOYHON aTTe-
CTalluM, ayAHO- U BUJIE€OMATEpUAIbl, APYTUe ClIEHUATIN3UPOBAHHbBIE KOMIIOHEHTHI (TEKCTOBBIE, 3BYKOBBIE,
MysnbTUMeAniHBIE). DY MK obecrnieunBaeT B COOTBETCTBUH C MPOTPAMMOM OPraHU3alUI0 00yUYEHHs, CaMO-
CTOSITENIFHOU pabOThl O0YYaIOUIMXCS, TPEHUHTH IMYTeM MPEJOCTaBICHUS O0YJaroIUMCs HEOOXOAUMBIX
y4eOHBIX MaTepUasoB, CIIEUAIBHO pa3padOTaHHBIX JJI pealu3aluy AIEKTPOHHOIO 00y4YeHUs, KOHTPOJIb
3HaHuil. DYMK pasmernaercs B 3J€KTPOHHO-OMOIMOTEUHBIX CUCTEMaX U Ha 00pa30BaTEIbHOM caiiTe Y HH-

BEPCUTETA.

Hcnonb3yemble BUIbI yueOHOH paboThl o auciuminde npu npuMenerand 30 u JOT:

- CEMUHapbI-QOPyMBbI
- B€O-TpEHUHTH

Ne Buowt 3ans- Buowl yuebnoii pabomul 0byuaowuxcs
n/n muti/pabom Konmaxmmnas paboma CamocmosmenvHas paboma
(on-line u off-line)
1 Jlexuun - BeO-nekuu (BeOMHApHI) | - paboTa C apXuBaMH MPOBEJCHHBIX 3aHATUI
- BUJICOJICKIIUU - paboTa ¢ OOPHBIMU KOHCIIEKTAMU JICKITHIA
- JICKIIMH-TTPE3CHTAIIH - BBITNIOJIHEHUE KOHTPOJIBHBIX 3a/IaHUM
2 | Ilpaktuueckue, - BUJICOKOH(EPECHIIUN - paboTa ¢ apXuBaMH MTPOBEICHHBIX 3aHATHH
CEMHUHApCKHE 3a- | - BEOMHAPBI - CAMOCTOATEIBHOEC M3YYCHUE YUCOHBIX M METO-
HATHUS - CEMUHaphI B 4aTe JUYECKUX MaTepUaIOB
- BUJICOOKJIIA IBI - pCIlICHHE TECTOBBIX 3aJIaHUH U CHUTYaIlMOHHBIX

3aaa4
- pa60Ta 10 TIJIaHaM 3aHATHI

(TpymImoBsle U UH-
JTUBUIYaJIbHBIE)

- B€O-KOHCYJIbTAIlUU
- KOHCYJIBTAI[UH B YaTe

- BUJIC03aIUTa PadoT - CAMOCTOSITEJIbHOE BBITIOJTHEHUE 3aIaHUN U OT-
IIPAaBKa UX Ha IIPOBEPKY IPEIOJaBaATENIO
- BBITIOJIHEHUE TEMATUYECKUX pedepaToB
3 Koncynpranuu - BUJICOKOHCYJIbTAI[UU - KOHCYNbTalMu-(OopyMbl (WM KOHCYJIbTAIlUU B

qaTe)
- KOHCYIIbTallMl TOCPEACTBOM 00pa3oBaTellb-
HOI'O calTa

4 | KoHTpombHble,
MIPOBEPOYHEIE, Ca-
MOCTOSTEIbHbIE
paboTHI.

- BUACO3AIIMUTHl  BBINOJI-
HEHHBIX paboT (Tpymmo-
BbIE U UHUBUyaTbHbBIC)
- TECTUPOBaHUE

- paboTa c apXuBaMH NPOBEJICHHBIX 3aHATHI

- CaMOCTOSITEIbHOE M3YYEHHE YYEOHBIX U METO-
JUYECKUX MaTepUasoB

- pellleHrEe TECTOBbIX 3a/laHui M CUTYallMOHHBIX

3a1a4y
- BBIIIOJIHEHUE KOHTPOJIBbHBIX / IPOBEPOUYHBIX /
CaMOCTOSITENIbHBIX paboT

[Tpu peanu3zanuu IporpaMMbl UK €€ YacTel ¢ MPUMEHEHHEM 3JIEKTPOHHOTO O0yUeHHUs U TUCTaH-
IIMOHHBIX TEXHOJIOTHIA Kadeapa BeeT y4eT U XpaHEeHHUEe Pe3yIbTaTOB OCBOSHUS O0YJArOIIIMMHUCS JTUCIIH-
TUTMHBI Ha OyMa)KHOM HOCHUTENe U (HIK) B 3JeKTpOHHO-1IM(poBoii Gopme (Ha 0Opa3oBaTeIbHOM caiiTe, B
cucteme INDIGO).

Texkymuii KOHTPOJIb YCIIEBAEMOCTH M MPOMEKYTOYHAs aTTeCcTallrsl 00yJaroIuxcs Mo y4eOHo auc-
nuruHe ¢ npuMmereHrneM D0 u JIOT ocymecTBisieTcst mocpencTBoM codecenoBanus (0N-line), KOMITbIO-
TEPHOTO TECTHPOBAHUS WJIU BBIIIOJHEHUS TUCbMEHHBIX paboT (on-line uu off-line).

Pa3znen 6. Meroanueckue ykazaHus JJs 00y4arOIIHUXCs 0 OCBOCHUIO JUCHHUILIMHBI (MOayJis1) (Mpu-
JoKeHne A)

W3ydeHne TUCIUTIINHBI CIIeAyeT HAYUHATh ¢ POPaOOTKH JaHHOU paboueil mporpaMmbl, METOIH-
YECKUX yKa3aHHM, MPOMUCAHHBIX B MpOTpaMMe, 0c000e BHUMAHHE YACIAETCS MEIsIM, 3a1a4aM, CTPYKType
U COJICPKAHUIO TUCLIUTUINHBI.

VYcnemrHoe u3ydeHHe TUCHUTIIMHBI TPEOyeT OT OOyJYaroImMXCs MOCEHICHHS JICKITUH, aKTUBHON
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paGOTBI Ha MPAKTUYCCKHUX 3aHATUAX, BBIITOJHCHUS BCCX y‘I€6HBIX 3anaH1/1171 npenoaaBareiisd, O3HAKOMIICHHU A
¢ 0a30BbIMH y4eOHHUKAMHU, OCHOBHOM M JOTIOJHUTEIHHOM JIUTEPaTypoi. JIGKIIMM UMEIOT B OCHOBHOM 00-
30pHBIN XapaKTep U HaIlelIeHbl Ha OCBEIIeHIE Hanboiee TPYAHBIX BOMPOCOB, a TAK)Ke MPU3BaHbI CIIOCO0-
CTBOBaTh (POPMHUPOBAHHUIO HABBIKOB paOOTHI C HAYYHOU uTeparypoil. [Ipeanonaraercs, uro oOy4daromuecs
MPUXOJAT HA JEKIMH, IPEABAPUTEIHHO MPOPaOOTaB COOTBETCTBYIOIINH YUeOHBIN MaTepHral 0 UCTOYHHU-
KaM, PeKOMEHTyEeMbIM IPOTPaMMOH.

OCHOBHBIM METOIOM O0YUYECHHUS SBIIICTCSI CAMOCTOSATEIbHAS paboTa CTYyIEHTOB C Y4eOHO-METO/IH-
YecKUMH MaTepuallaMu, Hay4HOU jutepatypoi, IHTepHeT-pecypcamu.

[TpaBuiibHAsE OpraHu3alysi CaMOCTOSITENIbHBIX YUYEOHBIX 3aHATUN, X CUCTEMaTHYHOCTb, LIEIeCco-
o0Opa3Hoe TUTaHHPOBaHKUE Pabovero BpEMEHU MO3BOJSIOT O0yUYAIONUMCS pa3BUBAaTh YMEHUSI M HABBIKU B
YCBOCHUHU U CUCTEMAaTU3alMK IPHOOPETaeMbIX 3HaHUN, 00ECIIeUnBaTh BEICOKHI YpOBEHb yCIIEBAEMOCTH B
nepuoJi 00y4eHus, OITYYUTh HABBIKU TMOBBIIICHUS TPOPECCHOHATHLHOTO YPOBHSI.

OcHoBHOM (OPMOIl MPOMEKYTOUHOTO KOHTPOJISI U OLEHKU PE3yIbTaTOB OOyUeHHUsS MO AUCIIU-
TUIMHE siBiisieTcst 3aueT. Ha 3auete oOyuarommecs TOJDKHBI MPOJIEMOHCTPUPOBATh HE TOJIBKO TEOpETHYe-
CKH€ 3HaHUsl, HO ¥ MPAKTUYECKUE HABBIKH, MTOJIyY€HHbIE HAa TPAKTHUYECKUX 3aHATHUSX.

ITocTostHHAS aKTUBHOCTH Ha 3aHATUAX, TOTOBHOCTb CTAaBUTH U OGCy)KI[aTb AKTYaJIbHBIC HpO6JI€MBI
JUCIUIUIMHBI - 3aJI0T YCIEIIHON pabOoThl U MOJIOKUTEILHON OIICHKH.

HOIIpO6HI)Ie MCTOANYCCKUC YKa3aHUA K NPAKTHYCCKUM 3aHATUAM U BHanI[HTOpHOﬁ CaMOCTOs-
TeIbHOU paboTe Mo KaXK10i TeMe AUCUUILTHHBI TPEICTABICHbI B IPUIOKEHUH A.

Pa3nes 7. OneHo4yHblIe CPeACTBA JJIA NPOBEJICHUS TEKYIIero KOHTPOJIS U IPOMEKYTOYHOM aTTecTa-
MU 00y4aIOIMXCA MO JMCUUILTHHE (MOaY/110) (MpuJjioxkenne b)

OneHouHbIE CPENICTBA — KOMIUIEKT METOAUYECKUX MaTepUaoB, HOPMUPYIOLIUX IIPOLEAYPHI OLie-
HUBAHUS PE3Yy/IbTaTOB O0YyUYCHHS, T.€. YCTAHOBJICHHUSI COOTBETCTBHSI YUCOHBIX JOCTHKCHHUN 3aIUIaHUPOBAH-
HBIM pe3yJibTaTaM 00y4eHHs U TpeOOBaHUAM 00pa30BaTeIbHOM MTpOrpaMmbl, paboyeil mporpaMMbl JUCIIH-
IIJIUHBI.

OC kak cucrteMa OLICHUBAHMS COCTOUT U3 CIEIYIOIUX YaCTE:

1. TIlepeuHs KOMIETEHLMH C yKa3aHUEM OJTanoB UX (OPMUPOBAHHUS B MPOLECCE OCBOCHUS
00pa3zoBaTeabHON NPOrPaMMBI.

2. Tloxa3zateneil u KpuTepuii OLICHUBAHMS KOMIIETEHIIMIA HA Pa3IMYHBIX dTanax ux GOpMHPOBAHUS,
OIMCaHUE IIKaJl OLICHUBAHHUS.

3. TumNOBBIX KOHTPOJIBHBIX 33JaHUI U UHBIX MAaTEPHAIIOB.

4. MertoauuecKkux MaTepHalioB, OIpPENENSIONUX MNpPOLEeaypbl OLEHUBAHHWS 3HaHUM, yMEHU,
HAaBbIKOB U (WJIM) ONbITa MPO(PECCUOHAIBHON JEATENbHOCTH, XapaKTepU3YIOIUX 3Tarbl (OPMUPOBAHUS
KOMIIETCHIIUH.

OneHouHbIE CPEACTBA ISl MPOBEACHUS TEKYIIEr0 KOHTPOJIS U MPOMEXYTOUHOM aTTeCTalluu 1o
JUCLUIIIIMHE TIPEICTABIECHbI B IPWIOKEHUU b.

Paznen 8. Oco0eHHOCTH y4eOHO-METOANYECKOro obecneyeHus 00pa3oBaTeIbHOI0 Mpouecca mno JAuc-
HUIJIMHE IS HHBAJU/I0B U JIUI ¢ OTPAHUYEHHBIMH BO3MOKHOCTSIMH 310POBbSI

8.1. BbiOOp MeTO10B 00y4YeHusl

Bb10op MeTO10B 00ydeHUsT OCYIIECTBIISACTCS, UCXO U3 UX JIOCTYITHOCTHU JJIi HHBAIKU/IOB M JIUIL C
OTrpaHUYEHHBIMU BO3MOXKHOCTSIMH 370POBbSI.

Br16op MeTo10B 00yUeHHUs onpeAessieTcs coiepKaHueM 00ydeHus, ypoBHEM IpodecCHOHaIbHON
MOATOTOBKU TI€aroroB, METOJNYECKOT0 U MaTepHaIbHO-TEXHUYECKOro oOecreyeHusi, 0COOEHHOCTSIMU
BOCTIpUATHS ydeOHOU MH(DOpMAIUK 00yUYaroUXCsI-MHBATUIOB U 00YJaIOUINXCS ¢ OTPAaHUYEHHBIMH BO3-
MOJKHOCTSIMH 3/10pOBbsi. B 00pa3oBaTebHOM Ipoliecce UCHOIb3YIOTCA COLUAIBHO-AKTUBHBIE U peduIeK-
CHBHBIE METOJIbl O0YUYEHHUsI, TEXHOJIOTHH COIIMOKYJIBTYPHOH peabuINTalluy C 1IEeTIbI0 OKa3aHHsI IOMOIIH B
YCTaHOBJIEHUH MOJHOILIEHHBIX MEKIMYHOCTHBIX OTHOIICHUN C APYTUMHU 00YyHaIOIIUMUCS, CO3JaHIUH KOM-
(OPTHOTO MCUXOJIOTUYECKOT0 KIMMaTa B IpyIIIe.

B ocBoeHnu AMCHMITIMHBI MHBAUIUJAMU U JHUIIAMHU C OTPaHUYEHHBIMU BO3MOKHOCTSIMH 3/10POBbS
OoublIIOE 3HAUYEHUE MMEeT MHAMBMIYanbHas padora. [lon MHIMBUAYanbHONW pabOTON MOAPa3yMEBaIOTCs
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nBe (opMbI B3aUMOACHCTBUS C MPEToAaBaTesieM: HHANBUAYyalIbHAs ydeOHas paboTa (KOHCYIbTAIMH), T.C.
JONOJTHUTEIBHOE pa3bsICHEHNE Y4eOHOro MaTepHaia U yriyoJeHHOe U3ydeHHne MaTepyaia ¢ TeMHu o0yda-
IOLIMMHUCS, KOTOPBIE B ’TOM 3aWHTEPECOBAHbI, M MHAMBUIyalbHasi BOCIUTATENbHas paboTa. MHANBHyalb-
HbI€ KOHCYJbTALUU I10 NIPEIMETY SBJSIOTCS BaXKHBIM (DAKTOPOM, CIIOCOOCTBYIOIIMM MHIUBUAYATU3ALUH
00y4YeHHS U YCTAaHOBJICHHIO BOCITUTATEIBHOTO KOHTAKTa MEKAY IpenoaBaTeieM U 00yJaronuMcs HHBa-
JUJIOM WM 00y4aroIIKUMCs C OTPAHUYEHHBIMU BO3MOKHOCTSIMU 310POBBSI.

8.2. O6ecneyenne 00y4arOMIMXCs HHBAJIHI0B U JIMI[ ¢ OTPAHUYEHHBIMU BO3MOKHOCTAIMHU 3/10POBBSI
NeYaTHBIMH M JIeKTPOHHBIMH 00pa30BaTe/IbHBIMHU pecypcaMu B (popMax, aT1anTHPOBAHHBIX K Orpa-
HUYEHHUSAM HX 3/10POBbS

[ToxgOop u pazpaboTka yueOHBIX MAaTEPHAIOB IPOU3BOATCS C YUETOM TOTO, YTOOBI IPEAOCTABIAThH
3TOT MaTepuaj B pa3IMyHbIX POpPMax Tak, YTOOBI HHBAJIM/IBI C HAPYIICHUSIMU CITyXa MOJTydanu HHpopMa-
MO BU3YaJIbHO, C HAPYLICHUSIMH 3PEHUS — ayAHaIbHO (HAIpUMeEp, C UCIOIb30BaHUEM ITPOrPaMM-CHHTE-
3aTOPOB PEUM) WIH C TIOMOUIBbIO TU(HIOMHPOPMALIMOHHBIX YCTPOICTB.

Y4ueOHO-MEeTOJMUECKHE MaTepHalIbl, B TOM YHCJIE JJIsl CAMOCTOSITENbHON pab0Thl 00yJaloIIMXCs U3
YHciIa WHBAIMAOB M JIMIl C OTPAHUYCHHBIMH BO3MOXXHOCTSIMH 3[I0POBbS, NMPEIOCTABISIOTCS B (opMax,
aJIalITUPOBAHHBIX K OTPAaHUYCHUSIM X 3JJOPOBBSI U BOCIPUSITHSL HH(OPMALIUH:

Kamezopuu odyuarowjuxcs Dopmut
C HapyuieHueM cinyxa - B leyatHou popme
- B popme 3JeKTPOHHOTO TIOKYMEHTA
C HapylieHnem 3peHust - B Ie4aTHOM (hopMe YBEIIMUEHHBIM MIpU(TOM

- B (hopMe 3JICKTPOHHOTO IOKYMEHTA

- B hopMme ayamodaiina

C orpaHUYeHUEM JIBUTATEIBHBIX (PYHKIIUH - B IIe4aTHOU opme

- B (hopMe 3IEKTPOHHOTO IOKYMEHTA

- B hopme ayaunodaiina

JlaHHBII TIEpeYeHb MOXKET OBITh KOHKPETU3UPOBAH B 3aBUCUMOCTH OT KOHTUHTE€HTa 00YUJaIOIMIUXCSl.

8.3. IIpoBeaenne TeKylero KOHTPOJIS M MPOMEKYTOYHOM aTTeCTALIMHU € Y4eTOM 0CO0eHHOCTel HO30-
JIOTHIi HHBAJIMJ0B U JIMI C OTPAHHYCHHBIMHU BO3MOKHOCTSIMH 310POBbS

Jlns ocyiiecTBiIeHUS TPOLEAYP TEKYILEro KOHTPOJIS YCIIEBAEMOCTH U MPOMEXKYTOUHON aTTecTaluu
o0yyJaroImuxcs co3/IaHbl OLIEHOUHBIE CPE/ICTBA, alalTHPOBAHHBIE /1151 UHBAIUOB M JIUI] C OTPaHUYEHHBIMU
BO3MOXKHOCTSIMHU 3/I0POBbSI M TO3BOJISIOIINE OLEHUTh TOCTH)KEHNE UMH 3aIlVIaHUPOBAHHBIX PE3YJIbTaTOB
o0y4eHHs U YpOBeHb C(HOPMUPOBAHHOCTH KOMIIETEHLIMH, IPEAYCMOTPEHHBIX paboyel mporpaMmMoi 1uc-
LUIUIMHBI.

®dopma npoBeIeHNs TEKYIEro KOHTPOJIS U MPOMEXYTOUHOM aTTecTalMu JUIsl 00yJaromuxcs -1H-
BaJIN/IOB YCTAHABIMBAETCS C YUETOM MHJMBHUIYAJIbHBIX NCUXO(PU3NUYECKUX O0COOEHHOCTEN (YCTHO, MUCh-
MEHHO Ha Oymare, MMCbMEHHO Ha KOMIIbIOTEpe, B (hopMe TeCTUpoBaHus U T.11.). [Ipu HeoOxoaumocTu o0y-
YaroIIeMYyCs-MHBAIUY MPEAOCTABISIETCS TONOTHUTEIBHOE BpeMs 1JIsl TOATOTOBKM OTBETA Ha ATare Mmpo-
MEXYTOUYHOM aTTeCTaluH.

s oOyyaromuxcsi ¢ OrpaHUUYE€HHBIMH BO3MOKHOCTSIMHM 3/IOPOBBSI IIPEAYCMOTPEHBI CIEAYIOLINE
OLICHOYHBIE CPE/ICTBA:

Kamezopuu odyuarowuxcsa Buow oyenounwvix cpeocme Dopmbl KOHMPONA U OUEHKU pe-
3y1bmMamos 00yueHus

C HapyuieHueM ciyxa Tect MPEUMYILIECTBEHHO MUCbMEHHAs
MIPOBEpPKA

C HapyuieHueM 3peHust CobecenoBanue MIPEUMYIIECTBEHHO YCTHAsI IPOBEPKa
(MHAMBUAYAIBHO)

C orpaHMyYeHHEM JBUTATellb- | pEUIEHUE TUCTAHLIUOHHBIX T€- | OPraHU3alUsl KOHTPOJISI C OMOIIBIO

HBIX QYHKIUI CTOB, KOHTPOJIbHBIE BOMPOCH! | 3MeKTpoHHOU 00010uku MOODLE,
MMCbMEHHAsi IPOBEpKa

8.4. MaTepuaibHO-TeXHUYECKOe o0ecnieyeHue 00pa30BaTeIbHOIO NMpouecca 1Jisi HHBAJIUAOB H JIMIL C
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OrpaHUYeHHBIMH BO3MOKHOCTSIMH 3/10POBbSI
1) s naBanuaoB u il ¢ OB3 1o 3penwo:

- obecrieueHue JoCTyna 00yJaromerocs, siBISIOUIET0Cs CIETBIM U UCIIONIb3YIOIIEr0 COOaKy-TI0BO-
IBIPS, K 3JJaHUI0 Y HUBEPCUTETA;

- IPUCYTCTBUE ACCUCTEHTA, OKA3bIBAIOIIETO 00ydaroneMycsi HeOOXOAMMYIO TTOMOIITb;

- HaJIlM4Ke albTepPHATUBHOM Bepcuu ouimampHoro caiita YHuBepcurera B cetd «HTEepHET» AMs
00y4aIoIUXCsl, SBIISIOMUXCS CIACTIBIMU WA CITA00BUISIIIIUMU;

- pa3MelleHne ayIUTOPHBIX 3aHATHI MPEUMYILIECTBEHHO B ayJAUTOPUSIX, PACIIONOKEHHBIX Ha Mep-
BBIX 3TaXXKaX KOPITYCOB Y HUBEPCUTETA;

- pa3MeIICHNE B JOCTYITHBIX JUIsl 00 YyJaIONUXCsl, SIBISIOMIMXCS CICBIMU W CTA00BUISIIIMHE, ME-
CTaxX W B JIalITHPOBAHHOMN (hopMe (C YIETOM UX OCOOBIX MOTPEOHOCTEH) CIIPAaBOYHOM MH(POPMALIMH O Pac-
MUCAHNUU YYEOHBIX 3aHATUN, KOTOPAst BBIOJIHACTCA KPYITHBIM PeIbeHO-KOHTPACTHBIM IIpH(TOM Ha Oe-
JIOM WK XeaToM pone u nyomupyercs mipudTom bpaitns;

- IPEJOCTaBJICHUE JJOCTYIA K YIeOHO-METOINYECKUM MaTepHajiaM, BhIITOJTHEHHBIM B aJIbTEPHATHB-
HBIX (hopMaTax MeYaTHbBIX MaTEPHATIOB WK ayauo(aiisios;

- HaJIMYUE 3JIEKTPOHHBIX JYI, BUICOYBEIMYUTEICH, TPOrpaMM HEBU3YAJILHOTO JIOCTYIa K HH(OP-
Maluy, MporpaMM-CUHTE3aTOPOB PEUYU U JIPYIHMX TEXHUUYECKUX CPEACTB MpHUeMa-nepeaadn yueOHON uH-
(dbopMaIuu B JOCTYIHBIX JJII 00YYaIOIMIUXCs ¢ HAPYIICHUSIMU 3peHus popmax;

- IPEI0CTABJICHNE BO3MOXKHOCTH MPOXOKICHHS TPOMEKYTOUHOM aTTeCTalluu ¢ MPUMEHEHHEM CIIe-
[UATBHBIX CPEJICTB.

2) s uHBauAoB u sni ¢ OB3 1o cayxy:

- IPUCYTCTBUE CYpJIONIEPEBOAUNKA (TP HEOOXOIUMOCTH ), OKa3bIBaIOIIEr0 00yJaroniemMycs Heoo-
XOJUMYIO ITOMOIIb IPU MIPOBECHUU aYAUTOPHBIX 3aHATHH, MPOXOXKICHUH TPOMEKYTOUHOM aTTecTaluy;

- TyONIrpoBaHUE 3BYKOBOH CIIPaBOYHON HH(POPMAIINHU O PACTIMCAHUH YI€OHBIX 3aHITUH BU3YaIIbHOU
(ycTaHOBKa MOHUTOPOB C BO3MOXHOCTBIO TPAHCIISAIIUU CYOTHTPOB);

- HAJIMYKME 3BYKOYCHIIMBAIONICH ammapaTypbl, MYyJIbTHMEIUHHBIX CPEICTB, KOMIBIOTEPHONH TeEX-
HUKH, ayJUOTEXHUKHU (aKyCTHUECKHE YCUJIIUTENU U KOJOHKH), BUACOTEXHUKH (MYIbTUMEIUUHBIA MTPOEK-
TOp, TEIEBHU30D), IEKTPOHHAS JI0CKA, TOKYMEHT-KaMepa, MyJIbTUMEINHAsI CUCTEMa, BHIEOMATEPUAIIbI.

3) wis uuBaaKMI0B U auil ¢ OB3, MMEIOINX OrPaHUYCHHUS JABUTATSIBHBIX HYHKIIHIA:

- obecrieyeHre JocTyna 00y4arollerocs, UMEIOLIEro HApyLIEHUsl ONOPHO-ABUIaTEIbHOIO amma-
paTta, B 31aHUEe YHHUBEPCUTETA;

- OpraHu3aIys MPOBEACHUS ayIUTOPHBIX 3aHATUH B ayJUTOPHSIX, PACIIOIOKEHHBIX TOJHKO Ha Iep-
BBIX 3TakKaX KOPITYCOB Y HUBEPCHUTETA;

- pa3MelieHne B JOCTYIHBIX I 00y4YaromnuXcsi, UMEIOIINX HAPYIICHUS! OIOPHO-IBUTATEIHHOTO
amnmapara, MecTax U B aJJaiTUPOBaHHOMN (hopMe (C y4eTOM UX 0COOBIX MOTPeOHOCTEN) CIIpaBOYHOM HHDOP-
MaIlfH O PACMUCAHUU YYEeOHBIX 3aHSTHIA, KOTOpAsi PacIioyiaraeTcsi Ha YpOBHE, YIOOHOM Il BOCIIPHUSATHUS
TaKoro o0y4aromerocs;

- IPUCYTCTBHE aCCUCTEHTA, OKA3bIBAIOIIETO 00yJaIoMeMycss HEOOXO0IMMYIO TIOMOIIb ITPH POBEIE-
HUU ayJUTOPHBIX 3aHATHHA, TPOXOXKIACHUN MTPOMEKYTOUHOUN aTTECTAIINH;

- HAJIMYWEe KOMIIBIOTEPHON TEXHHMKH, aJallTHPOBAHHON /I MHBAIUIOB CO CIEIHATBHBIM IIPO-
rpaMMHBIM OOecIiedeHHeM, allbTePHATUBHBIX YCTPOMCTB BBOJA MH(OpPMALMM U JIPYTHX TEXHUYECKUX
CPEICTB TpHeMa-Tiepenayn yueOHOW HHGPOPMAIMK B JOCTYIMHBIX JJIsI OOYYaroUIUXCsl ¢ HApYIICHUSMHU
OTIOPHO-IBUTaTENIBHOTO anmnapara ¢popmax;

4)_nns uaBanuaoB U smil ¢ OB3 ¢ ApyruMu HapyIieHUsIMHA WIH CO CIOXKHBIMU JieheKTaMu - ompe-
JeNSIeTCsl UHANBUYAIIbHO, C YYETOM MEIUIIMHCKUX Tokazanuil u UITPA.
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denepaibHOE TOCYIAPCTBEHHOE OIO/IKETHOE
00pa3oBaTeNIbHOE YUPEIKICHUE BBICIIIETO 00pa30BaHU
«KupoBckuii rocy1apcTBEHHbI MEAUIIMHCKUIN YHUBEPCUTET»

Munucrepcrsa 3apaBooxpaneHus Poccuniickoit denepanuu

Kadenpa BUOJIOT' M
IMpuioxenne A k padodeil nporpaMme 1 CIUAIINHbBI
MeToauyeckue yKazaHus I 00y4AIOMIMXCS 10 OCBOCHUIO IV CIUTIIUHBI

«OBIIASI U MEJULIMHCKASI TEHETUKA»

CroernuansaocTb 30.05.01 Menunmackas OMOXUMUS
Hampasnennocts OITOIT Meaunmackast OnoxumMust
®opma 00ydyeHus: odHas

Paznen 1. O6mas reneTuka
Tema 1.1: 3akoHbl HAacJIe10BaHUs NPU3HAKOB. ['nOpugogornyecknii meroa Menaess.

Henan:

W3yuuTh THOPHUIOIOTUYECKUI METO/I, 3aKOHOMEPHOCTH HACJIEeI0BAaHUS IPU3HAKOB MPU MOHO- U JH-
rUOpUTHOM CKpeniuBanuu. HayduThbcst MCIosib30BaTh TEOPETUUECKHUE 3HAHUSA JIJISl aHAIN3a HACIEAOBaHUS
MIPU3HAKOB YEJIOBEKA B MPOIIECCE PEIICHUSI TeHETUYECKUX 3a/1a4.

3apaum:

1. U3y4unTh 3aKOHOMEPHOCTH HACJIEI0OBaHUs IPU3HAKOB, YCTaHOBJIeHHbIE | . Menaenem.

2. 3y4uTh IUTOJIOTUYECKHE OCHOBBI 3aKOHOB MeHiensl.

3.M3yunthb npaBuiia BEPOSITHOCTH B PEIICHUN MEAUKO-TEHETHUECKUX 3aau.

4.CopmupoBaTh HaBBIKU PEIICHUS 3a7a4 HAa 3aKOHBI MEH IeTsl ¥ TTpaBujia BEPOSTHOCTH.

OOyuaromuiicst 10JI2KeH 3HATD:

a) 10 U3YYCHUS TEMBI

1. I'eHeTHYECKYIO CHMBOJIMKY M TEHETHUECKYIO0 TEPMUHOJIOTHIO.
2. OcCHOBHBIE 3aKOHOMEPHOCTH HACJIEIOBAHNUS, YCTAHOBJIIEHHbIE MeHeneM.
3. IIpaBuiia BEpOATHOCTH.

0) rmociie N3y4eHus TEMbI:
1. MoHOTreHHO HaclielyeMble PU3HAKU YeI0BeKa.
2. Oco0eHHOCTH pellIeHus 3a1a4 [P MOJTUTUOPUIHBIX CKPEIIMBAHUSX.

OOyyaromuiics 10JI7KeH YMeThb:

1. Pematsb 3a1aun Ha MOHO- ¥ TIOJIUT€HHOE HACJIEI0BAaHUE.

2. [Tporuo3upoBaTh BEpOSTHOCTb IPOSBICHUS B TIOTOMCTBE Y€IOBEKa HOPMaJIbHbBIX M IATOJIO-

THYECKUX TPU3HAKOB.

OOyuaromuiicsi 10J12KeH BJIaeTh:

1. TIpumeHSTH HABBIKM UCTIOIB30BaHMS HHPOPMAIIMOHHBIX, OUOIHOrpaduuEeCcKUX PeCypCcoB C Iie-
JIbIO TTOJTyYeHHs HayYHOU MH(MOPMAIIUU U OCYILIECTBICHHUSI KOMMYHUKAIIUN B MEAULIMHCKOM
coob1ecTBe. PenieHneM reHeTnyeckux 3ajiad.

CamocTtosiTe1bHAS ayIMTOPHAas padoTa o0yuyalommxcs 1o Treme:
1. OrtBeTuTH Ha BONPOCHI 10 TEMe 3AHATHS.

1. Hayka renetuka - onpeeneHue, 3aa9n, 3Ha9CHUE IS MEUITHBL.
2. MopaenbHble 00BEKTHI TEHETHKH.
3. OCHOBHBIE ITOHATHUS TEHETHKH (HACIICICTBEHHOCTh, HACIIEI0BaHNE, TOMHHAHTHOCTb, peliec-

CUBHOCTbD, aJlJICJIbHBIC I'CHBI, T'OMO- U FCTCp03I/IFOTHOCTB).
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4, MeTopl TeHEeTUYECKOTO aHanu3a. [ MOpUI0IOrHYecKrii MEeTOT N3yUeHUsT HAClIeACTBCHHO-

CTH.

S. 3akoHbI HacleA0BaHUsS. MOHOTHOPHIHBIC U TOTUTHOPUIHBIC CKPEITUBAHUS.

6. Cratuctuueckuid xapaktep 3akoHoB Mengens. [IpaBuia BeposiTHOCTH.

7. MeHenupyromuye Ipu3HaKy 4eI0BeKa.

8. HazoBute ycnoBusi MeHACTMPOBAHUS PU3HAKOB U MPUBEIUTE MPUMEPHl TAKUX MPU3HAKOB
y ueJoBeKa.

9. Kakoe ckpenuBanue Ha3bIBaeTCs aHAM3UPYIOMKUM U ntouemy? [IpuBeaure npumepsl. 3Ha-

YCHHUC aHAJIM3UPYIOLICTO CKPCIINBAHUSA B TCHECTUYCCKOM aHAJIN3C.

2. [IpakTHYeckasi MOATrOTOBKA.

1) BoinosiHeHNe NPAKTHYECKUX 3 aHUii
PatGora 1.PemmTe cieayromme ynpaxHeHHs :

a) Jlano ckpemuBanue: AaBBCc x AaBsCc. [Ipu3Hnaku MeHenupyoT. PacnonaoXuTsk reHsl B Xpo-
MOCOMax pOJAMTENIeH, HalucaTh TaMeThl, 0011iee pacileruieHne 1Mo (EeHOTUITY U YUCIIO Pa3HbIX (DEHOTHUIIOB
Y TEHOTHUIIOB OT JJAHHOTO CKPEIIMBAHMUS.

0) [lano ckpemmBanue AaBBCc x aaBBCc. [Ipusnaku mennenupyrot. Hamucars ramersl, olriee
pacmieryieHre o (eHOTHUILY M YHCIIO Pa3HBIX (DEHOTUIIOB ¥ T€HOTHUIIOB OT JaHHOTO CKPEIIMBAHMUS.

B) [IpoBecTu ananu3upyroiee cKpeuuBanue ¢ oco0bto, umeroieil renorurn AaBB.

3. PemuTh CUTYallMOHHBIE 324U

Pemure 3amaun Ha 3ak0HBI MEH IEIS U TIPABHIIA BEPOSTHOCTH M3 Y4eOHOTO mocodust «O01as reue-
THKa U reHeTuka uyenoseka» (coct. Konenaesa E.B., Ponuna H.E.), Kupos, 2016: ctp.9Nel-6; ctp.12-13
Nel-5; ctp.15 Ne 6-8 u3 BHeayn. u Ne 1-8 u3 BHeay1.paOOTHI.

AJropuT™m pa3dopa 3agavmu:

1)BbIIIMCATh YCIIOBUS 33J]a41 C UCTIOJIb30BAHUEM I'€HETHUYECKHX CUMBOJIOB;

2)onpenenuTb FreHOTUIIbI POJUTENEH;

3)IpoBeCTH CKpEUIMBAHUE U PACCUUTATh BEPOSTHBIC TE€HOTHIIBI IOTOMCTBA B 3aBUCUMOCTH OT IO-
CTaBJICHHOM 3a7a4H.

4) BbITIUCATH OTBET.

IIpumep pa3dopa 3aga4u 1Mo AJIrOPUTMY:

VY 4yenoBeka MMPOKUE HO3ZJIPU JOMUHHUPYIOT HaJl Y3KUMH, a BBICOKAs MEPEHOCHIIA — HaJ HU3KOM.
Kakoii Hoc MOT'YT UMETb JIeTH OT OpaKa IUreTePO3UTOTHON KEHIIUHBI U MY>KUUHBI C Y3KUMU HO3JPSIMHU U
HU3KOH NepeHOoCuLIen?

1) 3anuceiBaeM yciIoBUA 3a/1a4M C UCIIOJIb30BAHUEM T'€HETUYECKUX CHMBOJIOB:

A — mumpokue HO3ApHU

a — y3Kue

B — BbICOKas nmepeHocHa

B — HHU3KasNepeHoCHIla

2) OmnpeniensgeM reHOTUIIBI pouTeneil. B ycioBuu 3ajaun cka3aHo, 4To KEHIMHA JUTeTepO3UroTa,
CJIEZIOBATEIIFHO e TeHOTHIT AaBB;

MyXunHa UMEET TOJNIbKO PELECCUBHBIEC MPU3HAKH, 3HAYUT OH I10 3TUM IPU3HAKAM FOMO3UTOTEH —

2aBB.
3)OnpenensieM BepOSTHbIC TEHOTHUIBI U (PEHOTHUITBI TIOTOMCTBA OT JAHHOTO Opaka:
P: AaBB X aaBB
G: AB, As,aB,aB aB
Fi1: 1AaBs : 1AasB : laaBB : laaBB
J1155:3 II.1. y.B. y.H.

4) C BeposATHOCTHIO 110 25% AeTH MOTyT OBbITh C IIMPOKUMH HO3APSMU M BHICOKON MEPEHOCULIEH,
IIMPOKUMHU HO3APSIMHU M HU3KOH NEPEHOCHUIIEH, Y3KMMM HO3APSMH M BBICOKOM NEPEHOCHULIEH, Y3KHMMH
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HO3JPSIMU U HU3KOW IMEPEHOCHULIEN.

CamocTtosiTeIbHAs BHEAYAUTOPHasi padoTa 00y4alomuXcs Mo Teme:
3aoanus ons camocmoamenbHoU 6HeayOUMopHOU pabomvl CMYOeHmMO8 No YKA3AHHOU meme:
1). O3HaKOMUTHCS C TEOPETUUECKIUM MATEPUAJIOM T10 TEME 3aHATHS C UCTIOJIb30BaHUEM KOHCIIEKTOB
JIEKIMN ¥ peKOMEHIYEMO# yueOHOM TUTepaTyphl.
2). OTBETUTH Ha BOMPOCHI JIJIs1 CAMOKOHTPOJIS:
1. Hayka reneruka - onpeeieHue, 3aJa4uu, 3Ha4eHUE JUIsl METUIIHBI.
2. MouenbHble 00BEKTHI TEHETUKU.
3. OcHOBHBbIE MTOHATHUS TEHETUKH (HACTIEICTBEHHOCTbD, HAaCIeA0BaHHIE, JOMUHAHTHOCT, pe-
[[ECCUBHOCTD, AJIJICJIbHBIE T€HbI, TOMO- U T€T€PO3UTOTHOCTH ).
4. MeTozpl TeHeTUYEeCKOro aHanu3a. [ MOpuaoa0rnueckiii MeTo ] U3y4eHus HacIeICTBEHHO-
CTH.
5. 3axonsl HacnepoBaHust. MOHOTHOPHUIHBIE U TOJIMTUOPUIHBIE CKPEIIUBAHUSL.
6. Craructuueckuii xapakrep 3akoHOB Menens. [IpaBuia BepoATHOCTH.
7. MeHnnenupyrouue Npru3HaKU YeI0BeKa.
3).Pemnre reHeTnveckue 3amaun Ha 3akoHbl [ .MeHens u npaBuia BeposTHOCTH. CM. YdeOHoe
nocobue «O01mas reHeTHKa U TeHeTHKa YenoBekay, Kupos, 2016, crp.8 3agaun NeNe 1-6, ctp.11-12 3agaun
NoNel-6, ctp. 14-15 3amaun NoNel-8.

Pexomenayemas aureparypa:

OcHoOBHas:
1. Uuare-Beutomos C.I'. I'enetnka c ocHoBamu cenekiuu. CII6.:, U3parensctBo H-JI, 2015.-720., ctp. 17-
36, ctp. 37-60.

JlonmoHUTEILHAS:

1. Konenaesa E.B., Ponuna H.E. O01as reneTnka u reHeTHKa yesioBeka: yueobHoe nocoodue - Kupos, 2016,
c. 5-16.

2. KypuanoB H.A. ['eneTnka 4enoBeka ¢ o0CHOBaMU 0011ei reHeTHku: yaeoHnoe nocoodue. — CI16.: CnenJlIur,
2010, c.192

3. MymxkambapoB H.H., Ky3zuenos C.JI. MonekynsipHas Ouosiorusi. BBenienmne B MOJICKYJISIPHYIO IATOJIO-
THIO U TUCTOJIOTHIO: yueOHoe nmocobue. - M.: MUA, 2016.

Paszpnen 1: O0mas reneruka
Tema 1.2 IluTosiornyeckue 0CHOBbI 3aKOHOB MeHaeJisl.

Hean:

HSy‘lI/ITB OUTOJIOTHYCCKHUE OCHOBBI KJICTOYHOI'O IUKJIA U €TI0 MEPHUOAO0B, IUTOJIOTHUICCKUEC OCHOBBI
MHUTO3a M Mel03a, OMOJIOTMYECKOe U TeHETUYECKOe 3HAaUeHUH MUTO3a U Meio3a.

3amauu:
1. U3y4uTh nepuoj bl KIETOYHOTO U MUTOTHUYECKOTO IIMKJIA U UX IUTOTEHETHYECKYIO XapaKTepH-
CTHKY.

2. HW3yuyuTh dTambl raMeTOreHe3a 1 UX [UTOJOTHYECKYI0 XapaKTePUCTHUKY.

3. PaccmoTperh 00pa3zoBaHue CIiepMaTO30UIOB 110 TIEPHOIaM TaMeToTeHe3a U (ha3zaM Meiio3a y
0co0M C 3aJJaHHBIM T€HOTHIIOM.

4. W3yuuth 1o poTorpadusiM KapuoTHI U KapuOrpaMMy YeJIOBEKa.

5. Msyuuts JlenBepckyro u [Tapmxckyro kinaccuuKauo XpoOMOCOM, OLIEHUTH 10 (poTorpadusim
HX JJOCTOMHCTBA U HEJOCTATKH.

6. M3yuuTh Ha MUKpOMpENapaTax 1 3apucoBaTh CTATUU MUTOTUYECKOTO IIUKIIA.

OO0yuyaromuiics 10JI2KeH 3HATh:

A) 10 U3y4YeHUSs TEMBI:

CynrHoCTh ¥ OMOJIOTHYECKOE 3HAUEHUE TTOJIOBOTO U OECTIONIOTO PA3MHOKEHHUSI.

OTanbl raMeToreHe3a u Meiosa.

Oco0eHHOCTH Pa3BUTHS U CTPOSHUS MOJIOBBIX KJIETOK.

CyIIHOCTh MUTO3a KaK YHUBEPCAIBHOTO CI0c00a PEMpOAYKIIMU KIETOK.
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b) nocne nzyuenus Temsl:

[ToapoOHy0 HIUTOreHETHYECKYIO XapaKTEPUCTUKY 3TAllOB FAMETOreHe3a U MeHo3a.

2. OcobeHHOCTH CTPOSHHUS MTOJIOBBIX KeJe3 MICKOMUTAIOMNX (SIMUHUK U CEMEHHUK), 30HBI TaMETO-
reHesa.

3. Metoauky nonydeHust MeTada3HbIX MJIACTHHOK;

4. lenBepckyto 1 [lapukckyro Ki1acCu(pUKaLNIO XpOMOCOM;

5. XapakTepuCTUKy KapUOTHUIIA YEJIOBEKa.

6. ITaTonoruu MUTO30B U UX KIMHUYECKOE 3HAYCHHUE.

O0yuyaomuiics 10J12KeH yMeTh:

1. UaTepnpeTupoBaTh MUTOIOTHIECKYIO KAaPTUHY COOBITUI Mei03a, 00eCIeUnBaIONINX PEIYKIIHIO
qucIa XpOMOCOM U peKOMOMHAIIMIO HAC/IeICTBEHHOI'O MaTepHala.

2. OmnpenensaTh pa3Hble CTaJUU TaMETOreHe3a U Me03a 110 MUKPOIIpEnapaTam.

3. IlpoBecTu aHanM3 KapuoTUIa YesloBeka 1o (poTorpadusiM KapuorpaMMbl XpOMOCOM.

4. OnpenenuTh pa3Hble CTaIUU MUTO3a Ha MUKpOIIpenaparax.

OOyuaromuiics 10JI2KeH BJIAJAeTh:

1. [IpuMeHsITh HABBIKH HUCIIOJI30BaHUS WH(DOPMAIIMOHHBIX, OMOIMOTpadUIEeCKIX PECYpCoB C Iie-
JIbIO TOJTY4EHHS] HAyYHOH HH(POPMALIMU U OCYILECTBIICHUS] KOMMYHUKAIMU B MEUIIMHCKOM COOOIIECTBE.

CamocrosiTe/ibHAs1 ayIMTOPHAs padoTa o0y4yaruuxcs 1o remMe:
OTBeTHTH HA BONPOCHI M0 TeMe 3aHITHSI.

[TonsiTHE O KAPUOTHUIIE U METOJIbI €T0 UCCIIEIOBAHUSI.

Butb XpOMOCOM B 3aBHCHMOCTH OT PaCIOJIOKECHHUS [IEHTPOMEPEI.
Kinaccudukanms xpomocom (JlenBepckas, Ilaprkckas).
KnerouHsiit 1iukI.

MuUTOTHYECKUI UK.

['eneTnueckunii CMBICII MUTO3A.

[TonoBeie kieTku (cTpoeHue U QYHKIHUSA).

I'amerorenes. Ctaguu raMeToreHesa.

Meiio3. @a3bl Meito3a. OcobeHHOCTH Me03a B OTJIHUKE OT MUTO3a. brojorndeckas cyii-
HOCTb.

10. buonoruveckoe 3HaYSHHE MOJIOBOTO PA3MHOKECHHS.

©CoNoO~wWN P

2. IlpakTuyeckasi mOAroTOBKA.

1) BoinoJiHeHHe NMPAKTHYECKUX 3aJaHUI
Padora 1. U3yunts no pororpapuaM HOPMAJIBHBIN KAPHOTHI 4Yej0Beka, /lenBepckyro u Ilapuik-
CKYI0 KJIacCH(UKAIUIO XPOMOCOM.
ITo ¢oTorpadusiM mo3HaKOMbTECH ¢ METOJIaMH KJIacCU(UKALMK M HHAMBUIyanu3anuu xpomocom. Ha do-
torpaduu 1 u 2 mpencraBieHbl XPOMOCOMHBIE HAOOPHI MY>KUHMH U KEHILIMH corjacHo JleHBepcKo# Kiac-
cuduxarmu 1960 r. o 3T0# KnaccupuKay Bce XpOMOCOMBI PACIIONIATAIOTCS B ONPEICIEHHOM MOpsi/IKe
u cocTaBisitoT cemb rpynit: A, B, C, D, E, F,G. Kpowme Toro, BbiiesieHbI 10J10BbIe XpoMOcOMBbI XY U XX.
Henocratkom JlenBepckol KiacCU(PUKAIMU SIBISETCS TPYAHOCTh MICHTU(DUKALMU XPOMOCOM BHYTPH
TPYIIITHL.

C nomouisio AU depeHnnanbHbIX OKPACOK BhISIBIIEHA HEOAHOPOIHOCT TMHEHHON CTPYKTYPBI XpO-
MocoM (oto 3,4, 5, 6). B cBsizu ¢ 3TUM npeaniokeHa HoBass HOMEHKJIaTypa XpoMOCOM uesioBeka - [lapux-
ckas (Paris conferens, 1971), u Ha ocHOBe U30MpaTeIbHON OKPACKU pa3paboTaHbl KapThl JIMHEHHON nud-
(hepeHIIMPOBaHHOCTH XpoMocoM uesioBeka (poto 7, 8). OO03HaUCHHE JTMHEHHOU CTPYKTYPHl XPOMOCOM
CTPOMTCS Ha CAEAYIOUIMX NMPUHIMNAX: KaKJasi XpOMOCOMa pacCMaTpUBAaeTCsl KaK HEMPEPbIBHAS COBOKYII-
HOCTb CETMEHTOB HE3aBUCHUMO OT U3 OKPACKU; XPOMOCOMHBIE TJIeYH, 0003HaYaeMble JJTATUHCKUMH OyKBaMH
p (kopoTkoe 11eyo) U q (JUIMHHOE IJIeY0), MOAPA3eNAIOTCs Ha paiioHbl (region), rpaHULAMH KOTOPBIX
CITyXaT peryJisipHO HaOI01aeMble yeTkre Mopdonornaecku Mapkepsl (landmarks), a paitonst B cBoto oue-
penb - Ha cerMeHTHI (lands) - ydacTKu XpoMOCOM, YETKO OTJIMYAIOIIUECS OT COCETHUX MO0 HHTEHCUBHOCTH
OKpacku. PalloHBI 1 CErMEHTHI HyMEPYIOTCS apaOCKUMU I paMU, OT EHTPOMEPHI K TEIOMEpPE, OTAEIHHO
11 Kakaoro ieva. [1o aToit cucteme 0603HaueHHe MHANBUAYAIBHOTO CETMEHTA BKIIIOYAeT HH(POpMAIIIO
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0 XpOMOCOME, IJIeY€e U pailoHe, B KOTOPOM OH Haxoautcs. Tak, cumBoa 1p22 o3HavaeT BTOPOIl CETMEHT B
paiioHe 2 KopoTKoro muieda ayrocombl 1. C moMoripio MeTo10B auddepeHIInaIbHOTO OKpallTiBaHus B
HACTOsIIee BpeMs B KAPUOTHUIIE YEJIOBEKa ONpeeIeHa JOKATH3aIMsi MHOTUX OHKOT€HOB ((oTo 9).
Pa6ora 2. MuTO03 B KJIeTKax Kopemka Jyka. [Ipu 00ybIIoM yBeTHWYEHUH MHUKPOCKOIA PACCMOTPETh U
3aprcoBaTh MHTEP(a3HYIO KIETKY M KJIETKH, HAXOISAIIMECs Ha pa3HbIX CTAIMsIX AeJeHH: mpogdasa, Mera-
¢daza, anadasza u Tenodasa (cM. mpakTUKyM c. 26, pad 18).

Padora 3. CtpoeHue u pa3sBuTHE I0JIOBBIX KJIeTOK: Cpe3 ceMeHHHKA MJIEKOIUTAOLIEro (KpbIChI).
Ha muxkpormnpenapare cHayana Ha MaJioM, 3aTeM Ha OOJIBIIOM YBETMYEHUH MUKPOCKOIIA U3YUUTE CTPOCHHE
CEeMEHHMKa MJleKonuTaromero. Ha npenapate HalliuTe mocieoBareabHble CTaIU Pa3BUTHSI CIIEPMATO30-
unoB. HapyKHbII CJI0M CTEHKH CEMEHHOIO KaHajblla COCTABISAIOT CIIEPMATOIOHUH, CIIEAYIOIINE 32 HUMU
BHYTPb KaHaJblla KJIETKHU - CHIEPMaTOLMTHI 1-T0 Mopsika COCTABISIOT 30Hy pocTa. Jlanee uaer 30Ha co3pe-
BaHUs, KOTOPYIO COCTABIISIFOT CIIEPMATOLUTHI 2-TO TOPSAAKA U CliepMaTHIbl. BHYTpY ceMEHHOr0 KaHaiblia
BUJIHBI CIIEPMATO30HUIbl. 3apUCyiiTe cxemy (hparMeHTa U3BUTOIO CEMEHHOTO KaHajblla.

Pabora 4. 3anummTe B TETPajb, 4YTO TAKOE IEPBUYHOE U BTOPUYHOE HEPACXOXKACHUE IMOJIOBBIX XPOMOCOM,
MPUBEAUTE TPUMEPBI.

Pabora S. 3apucyiite B TeTpaib cXeMy )KM3HEHHOI'O LIMKJIA KJIETKH, a TAKXKe [IUKINHBI U LIUKJINH3ABUCH-
Mbl€ KMHA3bl, KOHTPOJIUPYIOIINE KaXIbIi MepUO/ IUKJIA.

CamocrosiTe/IbHAsI BHEaAyAUTOPHasi padoTa 00y4aromuxcs 1o remMe:

3aoanus ona camocmoamenbHol 6HeayOUMopHoU pabomovl CMYOeHmMOo8 NO YKA3AHHOU meme:

1). O3HaKOMHTBHCSI C TEOPETUYECKUM MATEPHATIOM I10 TeME 3aHATHS C UCIOIb30BaHMEM KOHCIIEKTOB
JEKUUN U peKOMEHAYeMOM yueOHO! JIUTepaTyphl.

2). OTBeTUTH HAa BOIPOCHI AJIs CAMOKOHTPOJIS:

1. [ToHsATHE O KAPUOTHUIIE K METOBI €TO UCCIICTOBAHMUSL.

2. Bupl XpoMOCcOM B 3aBUCUMOCTH OT PacIOiI0KEHUs LIEHTPOMEPHI.

3. Knaccudukanus xpomocom ([lenBepckas, [laprmkckas).

4, KiteTouHBIi UKIL.

5. MuUTOTHYECKUNA UKL,

6. I'eneTnueckuil cMbICI MUTO3A.

7. [TostoBbIC KIIeTKH (CTpOCHHE U (DYHKITHSA).

8. I'ametorenes. Ctaauu raMmeToreHesa.

9. Metioz. ®a3b1 Meito3a. OcobeHHOCTH Melo03a B OTIWYHE OT MUTO3a. bronmornueckas cymi-
HOCTb.

10. Bronornveckoe 3Ha4YCHUE TIOJIOBOTO PA3MHOKECHHSI.

3). [IpoBepuTh CBOU 3HAHMS C UCIIOJIL30BAHUEM TECTOBOI'O KOHTPOJIS:

Bo16paTh npaBUIIbHBIN OTBET (OTBETHI).

1. VY BoeHHEe XPOMOCOM HPOMCXOTUT B MEPHUOJE KJIETOYHOIO LHMKIA: 1)IpEeCHHTETHYECKOM,
2)[IOCTCUHTETUYECKOM, 3)CUHTETUYECKOM, 4)MUTO3E.

2. B MuTO3€ pacxoxx1eHre roMOJIOTHYHBIX XPOMOCOM MTpoucxoauT B: 1)npodaze, 2)metadase,
3)anadasze, 4)renodase.

3. XpoMOCOMBI pacrioyiaratoTes B INIOCKOCTH 9KBaTopa B: 1)mpodase, 2)meradase, 3)anadase,
4)renodase, S)unatepdase.

4. MuroTtnueckuii anmnapat GopMupyroT: 1)IEeHTPHOIH, XPOMOCOMBI, SIIPHIIIKO; 2)IEHTPUOIIH,
MUKpPOTPYOOUKH; 3)XPOMOCOMBI, S,IPO, LIEHTPUOJIH.

5. B nocrcunTeTHYECKMI MEepHOA KIIeTKAa MMEET T'€HETHUECKYI0 XapaKTepHcTuky: 1)2n2c,
2)4n4c, 3)2n4c, 4)1nlc.

6. B anagaze kiieTka nMeeT reHeTHYECKYIO XapakTepucTuky: 1)2n2c¢, 2)4n4c, 3)2ndc, 4)1nlc.

7. CymHOCTbBIO epro/ia pa3MHOKEHHsI ITPU OBOreHe3e sBisgercs: 1)pocT u nuddepeHunpoBka

KJIETOK, 2)ITOATOTOBKA KJIETOK K JICJICHUIO, 3 )MHUTOTHYECKOE JICJICHUE OBOTOHUH, 4)MEHOTHYECKOE ICIICHHE
OBOT'OHUU.

8. B npodaze 1 meiioza npoucxoaut: 1)aecrnupanuszanus XpOMOCOM, 2)CIIUPATU3ALHS XPOMO-
coMm; 3)oOpa3zoBaHue OMBAJICHTOB ; 4)pacXOXKIEHNE XPOMOCOM K TOJIFOCaM, 5)KpOCCHHTOBED.
9. B wMmeifoze pacxoxaeHHe TOMOJOTMYHBIX XPOMOCOM MpPOMCXOAMT  B: l)mpodaze 1,
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2)meradase 1, 3)anadaze 1, 4)renodase 1, 5)anadaze 2.

10. Konbroramnusi TOMOJIOTHYHBIX XPOMOCOM B Meio3e HeoOxoauma 1iist: 1)yIBOCHHS XpOMO-
COM; 2)KpPOCCHUHI0BEPA; 3)yNOPSAI0UEHHOTO PACIIOI0KEHUS TOMOJIOTHYHBIX XPOMOCOM.

11. Pa3BuTHE MOJOBBIX KJIETOK B SIMYHMKE MJIET IO CTaAuu: |)IHIEKIeTKH, 2)0BOIUTa 2 TI0-
psanka, 3)oBouuta 1 mopsiaka , 4)0BOrOHUU.

12. CriepMaTonuThl 2 OPsIKAa UMEET TeHETHYECKYIO XapakTepucTuky: 1)2n2c, 2)4ndc, 3)2ndc
, 4)1n2c.

Pexomenayemas aureparypa:

OcHoBHas:
1. Uuare-Beutomos C.I'. I'enetnka c ocHoBamu cenekiuu. CII6.:, U3parensctBo H-JI, 2015.-720., ctp. 17-
36, ctp. 37-60.

JlonmomHUTEILHAS:

1. Konenaesa E.B., Ponuna H.E. O0mas reneTika U reHeTHuKa yenoBeka: yueOHoe nocodue - Kupos, 2016,
c. 5-16.

2. KypuanoB H.A. I'eneTunka uenoBeka ¢ OCHOBaMu 0011iei reHeTuku: yaeonoe nocooue. — CII6.: CnenJIur,
2010, ¢.192

3. MymxkambapoB H.H., Ky3zuenos C.JI. MonekynsipHas Ouosiorusi. BBenienmne B MOJICKYJISIPHYIO IATOJIO-
THIO ¥ TUCTOJIOTHIO: yueOHoe ocobue. - M.: MUA, 2016.

Pasznea 1: O0mas 1 MeANIHHCKAA TeHeTHKA
Tema 1.3. XpomocomMHasi TeOpUs HACTEACTBEHHOCTH. THIIBI HacC/IeI0BAHUS PU3HAKOB.

Hean:

I/I?,yT-II/ITI) TeOpeTI/ILIGCKI/IC IIOJIOKCHUS XpOMOCOMHOI;'I TeOpI/II/I HACJICIACTBCHHOCTU U TUIIbI HACJICIO-
BaHUs MMPU3HAKOB.

3agaun:

1. M3yunTh OCHOBHBIC TIOJIOKEHHS XPOMOCOMHOW TeOpUHU HaciencTBeHHocTH T.MopraHa.

2. I/I3y‘~II/ITI> THUIIBI HACJICIOBAHUS HpI/I3HaKOB.

3. OCBOUTH HABBIKH PEIICHUS CUTYAIIMOHHBIX TCHETUYECKUX 33/1a4 Ha COCTABICHUE POJIOCTIOB-

HBIX ¥ TUIIbI HACJIEOBAaHUS IPU3HAKOB.

OOyuaromuiicst 10JI2KeH 3HATD:

a) 10 U3YYCHUS TEMBI

1. I'eHeTHYECKYIO CHMBOJIMKY U T€HETUUECKYHO TEPMUHOJIOTHIO.

2. Tunsl Hace0BaHUS IPU3HAKOB.

0) mocie u3y4eHus TEMbI:

1.OcHOBHBIE NOJIOKEHUS XPOMOCOMHON TEOPUH HACIIEICTBEHHOCTH.

2.0co0eHHOCTH pelIeHts 3a7ay Ha COCTaBJIEHUE POJOCIOBHBIX M TUIIBI HACIEIOBAHUS MPU3HAKOB.

OO0yuaromuiicst 10/15KeH YMeTh:

1. Pemarp 3a1aun Ha TUIIBI HACJIEIOBAaHUS IIPU3HAKOB U COCTABIIATH POJOCIOBHBIE.

OOyuarouuiicsi 10/17KeH BJIaJ1eTh:

[TprMeHATh HaBBIKK MCIIOIB30BaHUs MHPOPMALMOHHBIX, OMOIHOrpaduIecKux pecypcoB ¢ LENbIO
MOJIy4YeHUs] HayYHOU MH(QOpPMAIMHU U OCYIIECTBICHUS] KOMMYHHUKAIIMM B MEAUIIMHCKOM cooobuecTse. Pe-
LIEHHEM F€HETUUYECKUX 3a/1a4 U COCTABJIIEHUEM POJOCIOBHBIX.

CamocTrosiTe1bHAs ayIMTOPHAas padoTa 00y4alommxcs 1o TeMe:
1. OTBeTUTH HA BONPOCHI 0 TeMe 3aHSITHS.
1. OcHOBHBIE TIOJIOKEHUSI XPOMOCOMHOU T€OPHUH HACIEACTBEHHOCTH.
2. AyTOCOMHO-JOMUHAHTHBIN THUIT HACTIEIOBAHUS U €r0 OCOOCHHOCTH.
3. AyTOCOMHO-pEIECCUBHBIN TUT HACIEAOBAHUS U €T0 OCOOCHHOCTH.
4. JloMuHaHTHBIA X-CIEIIJICHHBIA THIT HACJICAOBAaHUS M €T0 0COOCHHOCTH.
5. PenieccuBHBIN X-CLEMIEHHBIN TUII HACIEIOBAHUS U €70 OCOOEHHOCTH.
6. 'omanapudeckuii T HACIEOBAHUS U €0 OCOOCHHOCTH.
7. IlepBUYHOE ¥ BTOPUYHOE HEPACXOKIECHUE XPOMOCOM.
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8. MuUTOXOHApUAIIbHBINA TUIT HACTIEIOBAHUS U €T0 0COOCHHOCTH.

2. IlpakTnyeckast MOAr0OTOKA.
PaGora 1. [Ipoananu3npoBathb poa0CJI0OBHbIE.
HOI[HI/IcaTL T'€HOTHIIBI BCEX YJIICHOB pOI[OCJIOBHOfI. Onpez[eJme BCPOATHOCTD POKIACHHUA OOJIBLHBIX I[eTef/'I
OT MPEeJIOKEHHBIX MPENo/IaBaTesieM ceMeﬁHHx nap.
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3. PeliuTh CUTYallMOHHBIE 3aa4M:

1 3apaua. [IpoGang — OonbHOM MuonaTueit [Jromenna (aTpodusi CKeIeTHON MyCKYIaTyphl)
ManbuuK. [1o 1aHHBIM cOOpaHHOTO y poIUTENEel aHaMHe3a, CaMH POJIMTENH U JBE CECTPhl IpobaHaa 3/10-
poBbl. [To 0TIHOBCKOI TMHUY J1Ba A1, TETKA, e/ 1 0abka mpobaH/a - 370poBhl. J[Be ABOIOPOIHBIE
CEeCTpBI OT JIU U IBOIOPOJHBIN OpaT oT TeTKU npodanaa — 3710poBbl. [1o muHuKM MaTepu mpobaHaa oiuH
U3 ABYX Jsijielt (crapiiuii) 6osien Muonatuei. Bropoit asas (310poBbIit) UMEN ABYX 3/I0pPOBBIX CBIHOBEH U
3I0pPOBYIO J104b. TeTs nmpobanma uMena 310poBoro cbiHa. Jlen u 6adka - 3m0poBbl. COCTaBbTE POOCIOB-
HYIO U OIIpeJeNIuTe: ) TUIl HAcJeI0OBaHUs U T€HOTHIIBI JIUI] POJIOCTIOBHOM; 0) BEPOSTHOCTD POXKIACHUS
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601bHOTO peOEHKA B ceMbe, €ClIM IPOOaHI KEHUTCS Ha 3I0pPOBOH JKEHIIKHE, OTELl KOTOPOil 00JIeH MUO-
natuei [{fomenHa; B) Kakrue CymecTBYIOT METOIbI MPe-HaTadbHON JUarHOCTHKH 3TOTO 3a00JIeBaHUs?

2 3apava. [Ipo6ang — 3m0poBast xeHiuHa. Ee cecTpa Takke 310poBa, a iBa OpaTa CTpagaroT Jallb-
TOHU3MOM. MaTh U oTel] mpobaHa — 310pOBbL. UeTkIpe cecTpbl MaTepu MpobaHaa — 3A0POBbI, MYXKbs UX
Takxke 3710poBbl. O JBOIOPOTHBIX CHOCAX CO CTOPOHBI MaTepH MPoOaH/1a U3BECTHO: B OHOM CeMbe OJIMH
001bHOM OpaT, IBE€ CECTPhI U OpaT 3I0POBBL, B ABYX APYTUX CEMbAX MO OJHOMY OOJIbHOMY OpaTy U Mo
OJTHO¥ 3/I0POBOI1 cecTpe; B UETBEPTOM CeMbe — OJIHA 37]0poBast cecTpa. badyika nmpobdaHaa co CTOPOHBI
MaTepH 3/10pOBa, JIe]] CTpaaal AaabToHU3MOM. Co CTOpOHBI OTIIa TPoOaHAa OOJBHBIX 1aJTbTOHU3MOM HE
oOHapyxeHo. CocTaBbTE POJIOCIOBHYIO, OMPEICIIUTE BEPOATHOCTD POXKICHHS peOCHKA C JAIBTOHU3MOM Y
npo0OaHa, €CIIM OHA BBIHIET 3aMYX 3a 3I0POBOTO MYXKUHHY.

3 3agaua. Ha cxeme npuBesieHa poIOCIOBHAs CEMbH, B KOTOPOH Hab0a1ach (PeHUIKETOHYPUS.

. Omnpenenure TUI HACIEI0BAaHUS IPU3HAKA.

. VYKa)KuTe 4JICHOB CEMbU — HOCUTENEH MyTaHTHOTO

00
O 0 OO
O o7 o O
ettt mo

4 3agaya. Y yenoBeka onucaHa aHOMaJIAs — HaJIM4Yue IEPEOHKU MEX Y Najblamu Hor. Ot
Opaxa MeX/1y KeHIINHOW C HOPMAJIbHBIMU NAJIBIIAMH HOT ¥l MY>KYHHOM, UMEBILIUM IIEPETIOHKY, POJUIOCH
Tpoe JieTeil: 104b Obljla HOpMAJIbHOM, a CBIHOBBS 00J1a1aIK 3Tol aHoManueil. OAuH U3 ChIHOBEH B Opake
C HOPMaJIbHOM JKEHIIIMHOM UMell 6 Jouepeil ¢ HopMalbHBIMU NaJIblIaMu U 4 cbiHa ¢ aHomanuen. Co-
CTaBbTE POJIOCIOBHYIO M ONPEAEIUTE: a) TUIl HAacJIe0BaHus; 0) BEPOATHOCTh POXKJICHUS peOeHKa ¢ aHO-
MaJIMel, eClIi BHYK )KEHUTCS Ha )KEHILMHE C HOPMaJIbHBIMU MAJIbIIAMU HOT; B) KAaKH€ CYLLIECTBYIOT Me-
TOJIbl IPEHATAILHON AMAarHOCTUKU 3TOro aedekra?

5 3apaua. Ceia amepukanckoro 6ankupa TBucTepa cTpanan 0THOBPEMEHHO TpeMs OOJIE3HIMHU:
reModuineil, 1aTbTOHU3MOM U MOJIHBIM OTCYTCTBUEM 3y00B. DTH 00J1€3HU 00YCIOBIEHBI T€HAMH, HaXO-
JAIUAMEUCS B X- XpoMocoMe. TBUCTEP- MITAIIIMI MHOTO JIET MIPOXKUI BIAIu OT poautenen, B [Tlapuxke,
rrne u ymep B 1944 rony. Ilocne ero cmeptu k TBUCTEpy- cTapiieMy siBUiIach (paHIlyKeHKa ¢ 15-1eTHuM
MaJIbUUKOM, Y KOTOPOT'O TOXKE COUETAINCh FeMO(UIIuS, 1adbTOHU3M U OTCYTCTBHE 3y00B. XKenmuna co-
oOmIuia, 4To 3TOT MaJb4MK- ChIH MOKOIHOT0 TBHUCTEpa- MIIAIIIETO U €r0 3aKOHHBIN HaCIeIHUK, HO JTOKY-
MEHTBI, IOATBEPKJAIOLINE 3TO, YTpaueHbI BO BpeMs okkynanuuu @panuun. HecmoTtps Ha oTCyTCTBUE 10-
KyMEHTOB, TBUCTEp MpHU3HAI MajbuylKa CBOUM BHYKOM. CeMelHbI Bpay yOenus ero, YTo Takoe CoBIaje-
HUE PE/IKOro COUYeTaHMsI TPEX HACIEICTBEHHbIX O0JIe3HEH 10Ka3bIBAET, YTO 3TOT MAIbUYHK - €ro BHYK. Co-
ryacHel 11 Bel ¢ MHeHHeM fokTopa?

CamocTosiTe/ibHASI BHEAyIUTOPHAasi padoTa 00y4alomuxcs mno reme:

3aoanus ona camocmosamenvHoll 6HeayOUmopHoL pabomsl CIMyO0eHmo8 no YKa3aHHoU meme:

1). O3HaKOMHUTKCS C TEOPETHUECKUM MATEPHAIIOM TI0 TEME 3aHATHS C UCITOJIb30BAHHEM KOHCIIEKTOB
JIEKIUH U peKOMeHTyeMoi yueOHOM IuTepaTyphl.

2). OTBETUTH HAa BOIPOCHI AJI1 CAMOKOHTPOJIS:

1. OcHOBHBIE TIOJIOKEHUSI XPOMOCOMHOW TEOPHH HACIEACTBEHHOCTH.

2. AyTOCOMHO-TOMHUHAHTHBIN THUIT HACIICIOBAHUS U €0 OCOOCHHOCTH.

3. AyTOCOMHO-PEIECCUBHBIN TUT HACIEAOBAHUS U €T0 OCOOCHHOCTH.

4. JloMuHaHTHBIA X-CIEIIJICHHBIA THIT HACJICAOBAaHUS M €T0 OCOOCHHOCTH.

5. PenteccuBHBIN X-CLETUICHHBIN TUIT HACICIOBAHUSA U €r0 OCOOCHHOCTH.

6. 'onmanagpudeckuii T HACIEIOBAHUS U €r0 OCOOCHHOCTH.

7. MUTOXOHIpUATBHBINA TUI HACIEIOBAHUS U €TO OCOOEHHOCTH.

3). Pemure reHeTrdeckue 3aa4i Ha TUITHI HACIICTOBAHMS TIPU3HAKOB.

CMm. YueOHoe nocobue «OOmas reHeThKa U TeHeTHKa denoBekay, Kupos, 2016, ctp.40 3amaun
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NoNe 1-3, ctp.41 3amaum NeNel-3.

PexoMennyemas jiureparypa:

OcHoBHa4:
1. Mure-BeutomoB C.I'. I'enetnka c ocHoBamu cenekiuu. CII6.:, U3parenscrBo H-JI, 2015.-720., ctp. 17-
36, ctp. 37-60.

JlononHuTenpHas:
1. Konenaesa E.B., Poquna H.E. O0mias reHeTHKa 1 TEHETHKA YeIoBeKa: yueOHoe mocodue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eneTunka uenoBeka ¢ ocHOBaMU 0011el renetuku: yueoHnoe nocodue. — CII6.: CnenJIur,
2010, c.192
3. Mymkamb6apoB H.H., Ky3uenos C.JI. MonekynsipHas Ouosnorusi. BBeneHue B MOJIEKYJISIPHYIO ITUTOJIO-
THIO U TUCTOJIOTHIO: yuyeOHoe mocobue. - M.: MUA, 2016.

Paznen 1: O0mas reHeTnka
Tema 1.4. Cuensienne reHoB M1 KPOCCUHIOBep.

Henan:

W3y4nTh 3aKOHOMEPHOCTH CIICTICHHOTO HACIICOBAHUS ¥ KPOCCHHTOBEPA, HAYUIUTHCS COCTABIISITH
TEeHETUYECKUE KapThl XPOMOCOM.

3apaum:

1. U3yuyuth 0COOEHHOCTHU CUEIUICHHOTO HAcleAOBaHUS IPU3HAKOB.

2. V3y4uTh MUTOJIOTHYECKHE MEXAHU3MBI ITOJIHOTO M HEMOJIHOTO CIICTIICHHS.

3. U3yuuTh (akTopsl, BIUAIONINE HA KPOCCUHTOBED.

4. OCBOWTPH HABBIKU PEHICHUS CUTYAIIMOHHBIX TCHETHYCCKUX 3aJ1a4 Ha CICTUICHHOE HACJIeI0Ba-

HUE U KPOCCHUHTOBED.

5. Hayuutbcs onpenensaTh pacCTOSTHUE MEXKy TeHAMH H COCTABIIATh KAPTHI XPOMOCOM.

OOyuaromuiicst 10JI2KeH 3HATD:

A) 10 U3yueHUs TEMBIL:

OcHOBHBIE TIOJIOKEHUSI XPOMOCOMHOM TE€OPHH HACIEICTBEHHOCTH.

Oco0OeHHOCTH HaclIeJOBaHUS CLIETIJICHHBIX PU3HAKOB.

CymHOCTh ¥ OMOIOTUYECKOE 3HAUCHUE CLETITICHUS TeHOB U KPOCCHHTOBEPA.

b) nocne usyuenus temsl:

1. OcobGenHoCTH pelieHus 3a7ay Ha CIIETITICHHOE HaclleJJOBaHHUE.

2. BapuaHTBI CHETIJIEHHOTO C TI0JIOM HaCJIEIOBAHUS Y YEJIOBEKa.

3. Oco0GeHHOCTH COCTaBIEHUS T€HETUUYECKHUX KapT.

OO0yuaromuiicst 10/15KeH YMeTh:

1. OTruathe 1o pe3yabTaTaM aHATU3UPYIOIIETO CKPEUIMBAHUS CIETNIEHHOE HACIeIOBAaHUE OT HE
CIETIJICHHOTO.

2. Ha ocHOBaHUM aHHBIX O (pEeHOTHMAX JAeTel cAeNaTh BBIBOJ O TEHOTHIIE POTUTENCH.

3. Pemate 3a1aumn Ha CIETJICHHOE HACTE0BaHUE M KPOCCHUHTOBED.

4. OnpenensiTe pacCTOSIHUE MEXIY TeHaMHU U COCTaBJISATh KapPThl XPOMOCOM.

OOyuarouuiicsi 10/17KeH BJIaJ1eTh:

[TprMeHsITh HABBIKU HUCIIONIb30BaHUS MHGOPMAIMOHHBIX, OUOIHOrpadndecKuX pecypcoB C IENbI0
MOJTyYEHU ST HAydIHOU WH(OPMAIINK U OCYIIECTBICHHUS KOMMYHHUKAIIUN B MEIUIIMHCKOM coo01ecTBe. Bia-
JIeTh PEIICHUEM TeHeTUYECKUX 3a]1ad.

CamocTrosiTe1bHAs ayIMTOPHAas padoTa 00y4aommxcs 1o Teme:

1. OrBeTuThH Ha BONPOCHI 10 TEMe 3AHATHSA

CdopmynupyiiTe OCHOBHBIE MTOJIOKEHHUSI XPOMOCOMHOM TEOPHH.

Yro Takoe rpynna cuervieHusn? [Ipuenure npuMepsl TPy CHEIUICHHS Y YEIOBEKa.

B uem cocTosiHME sIBIEHNE HETIOIHOTO CLEIIEHNS TEHOB U KaKOBBI €70 IPUYHHbI?

Kak no pe3ynpraraM aHaJIM3UPYIOLIETO CKPENIMBAaHUSA MOYKHO OIPEICIIUTD XapaKTep HACIEI0Ba-
HUS IPU3HAKOB?

el A
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Kak onpenensiercst paccTosiHHE MEX]ly TeHAMH B XPOMOCOME U CHJIa CLIETUICHUS] MEX1y HUMU?
HazoBuTe 0coOeHHOCTH HAcCIeOBaHUS MPU3HAKOB, CIEIUIEHHBIX C MOJIOM.

Kakue nmpuHIuUIbI JiexaT B OCHOBE COCTaBIIEHUS FT€HETUYECKUX KAPT XpOMOCOM?

B yem 3akitogaroTcst 0cOOEHHOCTH FeHETUYECKOT0 KapTUPOBAHUS Y UeloBeKa?

@DakTOpHI, BAUAIONINE HA YACTOTY KPOCCHHTOBEpA.

10 HepaBHblit KpOCCHHTOBEP U €T0 MOCIIEICTBUS.

11. Yuér nBoiinoro kpoccunrosepa. Muatepdepenius.

12. Yto Takoe cCOMaTUYECKHI KPOCCUHTOBEP?

©o~No O

2. TlpakTuyeckasi moAroTOBKA.
1) BbInoJiHUTH NPaKTHYECKHUE 3aIaHUS:
Pabora 1. ['erotun oco6u AaBB. I'ensr A u B — crieriensl. PacmonoxuTe reHbl B XpoMOCOMax U
3aMuIIUTe B alTbOOM, Kakue 00pa3yroTcsl TaMeThl IIPH MOJTHOM U HETIOJIHOM CIICTNIEHUU T€HOB.
Padota 2. 3anoanute Tadauny «OnpeaeneHne THIA HACIEI0BAHUA U PACCTOSTHUS MEXKIY Tre-
HAMM M0 Pe3yJbTATAM AHAJM3HUPYIOLIEr0 CKpelBaHUMY.

I'enoTun Pe3ynbraTel ananu3upy- | Yka3arb HOJIOXKe- Yka3aTph xapakrep ®opmyiia s
ocobeit IOIIETO CKPEIUBAHUS HUE TeHOB B XpO- HACJIEIOBAHMUSI, oTpeeNeHUs
MOCOMax poJiuTe- OTIPENICTUTh CUITY paccTostHus
nei CIEIUICHUS MEX1y TeHaMHu
1. AaBs AB=Ab=aB=ab=25%
2. DdFf DF=df=50%
3. MmNn MN=mn=47%
Mn=mN=3%
4. PpQq Pg=pQ=48%
PQ=pg=2%

Pabora 3. BeinonHuTe ynpaxxHeHuUs:
Oco6p numeer renotun KkMmPp

1. I'enst K, M, P mennenupyror. Pacnionoxxute reHbl B XpOMOCOMAaX U HAITUIIUTE IaMEThI.

2. I'ensr K, M, P Hacnenytorcs He3aBUCUMO. Pacnionokure reHbl B XpOMOCOMax U HalUIINATE
raMeThl.

3. I'ensl K, M, P HaxonsTcs B 01HOM rpyImne cuersieHns. Pacronoxure reHsl B XpoMOCOMax 1
HAIUIIUTE TaMETHI.

4. I'ensr K, M, P Haxonmdrcss B OHON Tpyniie CLUEIUIEHUS, HO UMEET MECTO KPOCCHHIOBEP
Mexnay renamu K u M B 20% ciyuaes. Pacnionoxxure reHbl B XpOMOCOMax M HAIUIIUTE TaMeThI.

S. I'ensr K 1 M HaxoasTCa B OIHOM rpynne CUerieHus, red P — B Apyroil rpyrine cuernsieHus.

Pacnonoxure reHpl B XpOMOCOMAax M HAaITUIIUTE FaMEThI.

3. PemmnTh cuTYaliMOHHBIE 3212491

1).CamocCTOATENIBHO peIInTe 33/1a4M Ha CLETIJICHHOE Haclle[loBaHUE U KpoccuHrosep. M3 yuebHoro
nocobust «O01mast reHeTuka U reHeTrka yenoBekay (coct. Konenaesa E.B., Poguna H.E.), Kupos, 2016,
c.29-36. Crtp. 30Ne3,4(u3 BHeaya.pal.); c. 31Ne3,4(u3 aymut.pa0.); c.33-34Ne2,3(u3 BHeayn.pab) u
No2,3,4(u3 aynut.pad).

2). I3yunTte NpuHIMIBI TOCTPOCHUS TEHETUUECKUX KapT U pemmte 3aaa4u ¢ 186 mo 189 (cm. I'on-
gapoB O.B. I'eneruka. 3agaun. — Caparos: Jlumeii, 2008.- 352c¢.)

3). durereposurorHas no reHam C u /| camka 1po30(huiibl CKpelieHa ¢ peliecCUBHBIM camiioM. B
MMOTOMCTBE OBIJIO TIOJYUEHO paciieruienne B cootHomennn: 43,5% Cclla, 6,5% Ccnn; 6,5% ccln; 43,5%
ccn. Onpenenute: 1) B yc- WK TpaHC-TION0KEeHUH HaxoasaTcst TeHbl C u [; 2) paccTosiHMe MeX 1y TeHaMH
C u /I B MOprannjax.

CamocTosiTe/IbHAasi BHEAYIUTOPHAsI pad0oTa 00y4YarouIuXcs 10 TeMe:
3adanus ona camocmosamenvHol 6HeayOUMOpPHOL pabomvl CMyO0eHmos8 No YKA3AHHOU meme:
1). O3HaKOMHUTKCS C TEOPETHUECKUM MATEPHAIIOM T10 TEME 3aHATHS C HCITOJIb30BAHHEM KOHCITEKTOB
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JICKIMHA U peKOMEHIyeMoi yueOHOM JUTepaTypHl.

2). OTBETHTH HA BOMPOCHI JIJIsI CAMOKOHTPOJIS:

1. Koraa u xem Ob1710 00HApy>KEHO SIBIEHUE CLEIUICHUS PU3HAKOB?

2. B xakux omnbITax OblIa SKCIEPUMEHTAIbHO 00OCHOBAaHA XPOMOCOMHAs TEOPHsI HACJIECTBEHHO-
ctu? Ee OCHOBHBIE TIOJIOXKEHHUS.

3. [lonHoe n HenonHoe cuerieHue reHoB. Kpoccunrosep.

4. OcoOEHHOCTH HACJIEeI0BAHMS MPU3HAKOB, CLEIJICHHBIX C MTOJIOM.

5. buonoruueckoe 3HaUe€HUE SBJICHUS CLETICHUS T€HOB U KPOCCHHI OBEpA.

6. @aKkTOpHl, BAUSIONINE HA YaACTOTY KPOCCHHTOBEpA.

7. 'eHeTHYeCKHE U LIUTOJIOTUYECKUE KAPTHI XPOMOCOM.

3). IlpoBepuTh CBOM 3HAHUS C UCIIOJIB30BAHUEM TECTOBOTO KOHTPOJIA:

BriOpatb npaBUIIbHBIN OTBET (OTBETHI).

1.KonuyectBo rpymi cremieHus y yenoseka: 1)23, 2)22, 3)45, 4)46

2.Hapymaer cuemnenue renos: 1) peruukanus JHK, 2) penapauus, 3)konbroranus xpomocom, 4)
KPOCCHHTOBEpP

3.Ilpu rosanapuvecKoOM THUIIEC HACIEAOBaHUS MPU3HAK clerieH ¢:1)X-XpoMocoMoH, 2)ayToCOMOM,
3) Y-XpoMOCOMOH.

4.Konn4ecTBO reHOB, CLEIUIEHHBIX C X-XpOMOCOMOM Y yeloBeKa: 1) MOCTOSHHO, 2) MOXKET Me-
HATBCS, 3)TaKoe ke, KaK CHEIUIEHHBIX ¢ Y-XpOMOCOMOi, 4) GobIle, YeM CLEIICHHBIX C Y -XPOMOCOMOIA.

5. Ecnm paccrosinne Mexy cieruieHHbIMU reHaMu A u B B aytocome coctasisier 30 ¢cM, To nure-
TEpPO3UTOTHBIN opraHu3M oOpa3yert ramet: 1) PaBHoe konmnyecTBO Bcex TUMOB, 2)35% AB, 15% AB, 15%
aB u 35% aB, 3)30% xpoccoBepHubix u 70% HekpoccoBepHbIX, 4)70% kpoccoBepHbIX U 30% HEKpOccoBep-
HBIX.

6. B Opax BCTymaroT eHIMHA - HOCUTENIh reMouinu 1 60JpHON MyX4nHa. Bo3aMOKHOCTE (heHO-
TUIIMYECKOTO MPOSBIEHUS 3TOr0 MpHU3HaKa y neteit cocrasnset: 1)50% cpean mManbuukoB, 2)50% cpeau
neBouek, 3) 100% cpeau manbuukoB, 4) o 25% y MaJbYUKOB U JIEBOYCK.

4) PemuTe 3a/1auu Ha CLUEIUICHHOE HACIEAOBaHNUE U KPOCCUHTOBEP:

N3 yaebnoro nocodbust «OOmIas reHeTHKa 1 TeHeTnka 4enoBeka» (coct. Konenaesa E.B., Poguna
H.E.), Kupos, 2016; ctp. 30 Ne1,2; c. 31Nel,2,5; c. 33Nel; c. 34Nel; c. 36 Nel-3 u3 BHeay1UTOpHOI pabOTHI.

5) CocraBbTe KapTy paciojio’K€HUsI FTEHOB B XPOMOCOME C MCIIOJIb30BAaHUEM CIIEAYIOIIUX JaHHbIX:
I'enst A, B, C, ] oTHOCSTCS K OJIHOM rpynne cuerniieHus. Pacctositnue mexay reHamMu A u | — 2 caHTuMop-
ranupl, Mexay reHamu Jl u C — 5,5 ¢cM, mexay resamu C u B — 1,5 ¢cM, a mexnay reramu A u B — 6 cM.

Pexomennyemas iureparypa:

OcHoOBHas:
1. Uure-Beutomos C.I'. T'enetnka c ocHoBamu cenekiuu. CII6.:, U3parensctBo H-JI, 2015.-720., ctp. 17-
36, ctp. 37-60.

JononHuTenpHas:

1. Konenaera E.B., Ponuna H.E. O6mas reneTika U reHeTuka yenoBeka: yueOHoe nocobue - Kupos, 2016,
c. 5-16.

2. KypuanoB H.A. I'eneTunka uenoBeka c ocHoBaMu o011ei renetuku: yueoHnoe nocodue. — CII6.: CnenJlur,
2010, c.192

3. Mymkam6apos H.H., Ky3uenos C.JI. MonekynsipHas Ouonorusi. Beenenue B MONEKYISIPHYIO HUTOIO-
THIO ¥ TUCTOJIOTHIO: yueOHoe nocodue. - M.: MUA, 2016.

Pazgen 1: O6miasi reHeTHKA
Tema 1.5. B3anmogaelicTBHe aljleJbHBIX T€HOB.

Henn:

W3yuntb GopMbl B3aMMOACHCTBHSI AJIEIBHBIX TEHOB U MX 3HAUE€HUE B CTAHOBJICHHH (EHOTHUIIA.
O3HaKOMUTBCS C SABICHUEM MHOKECTBEHHOTO aJUIeNIM3Ma U 3aKOHOMEPHOCTAMH HACJIEAOBAaHUSI CUCTEMBbI
ABO u Pesyc-dakropa y uenoeka. HayuuThbcs qaBaTh 3aK/IF0U€HUE O IIOTOMCTBE MPHU PA3TMYHBIX THUTAX
B3aNMMOJEHCTBHS TSHOB.

3agaun:
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1. N3yunth Gopmbl B3aUMOJECHCTBUS AJUIEIBHBIX T€HOB M MX POJb B (hopMupoBanuu (GpeHo-
THUIIA.

2. OcBOUTH HaBBIKU PELIEHUS CUTYallUOHHBIX TEHETHUECKHUX 33]1a4 Ha B3aUMOJIECTBUE F€HOB.

OO0yuaromuiics 10J12KeH 3HATh:

A) 10 U3y4YeHUS TEMBI:

1. Buibl B3auMo1eHCTBUS aJlJIEIbHBIX T€HOB.

2. Hacnenosanue rpynn kposu cuctemsl ABO.

b) nocne usyueHus Temsl:

1. OcobeHHOCTH HacleAOBaHUA MPU HEMOJHOM JAOMHUHUPOBAHUHU, KOJOMHUHHPOBAHUH U MHOXKe-
CTBEHHOM aJlIeNIU3ME.

O0yuyaromuiics 10J12KeH yMeTh:

1. Ha ocHoBaHMM MaHHBIX 0 (DEHOTHMAX ACTEH CAENATh BBIBOJ O TCHOTHUIIE POIUTEIICH.

2. Perrate 3a1aun Ha B3aUMOJICHCTBUE aJUICTIHHBIX TCHOB.

3. OOBSCHATHh TCHETUYECKUE MEXAHU3MBI TPYIIIOBO HECOBMECTHMOCTH KPOBU M PE3yC-KOH-
bnukTa.

OOyuarouuiicsi 10J17KeH BJIaJ1eTh:
1 .ITpuMeHsTh HABBIKK UCIIOIB30BaHUS HHDOPMAIIHOHHBIX, OMOIHOTpadhUIECKUX PECYPCOB C LETBIO
MOJTyYeHUsI HaydYHOU WH(OPMAIIUU U OCYIIECTBICHHS] KOMMYHHUKAIIUU B MEIUIIMHCKOM COOOIIECTRE.

CamocTosiTe/ibHAs1 AyIMTOPHAs padoTa 00yyalouuxcs 1mo remMe:

1. OTBeTuTH HA BONPOCHI 10 TEMe 3AHATHSA
1. O mexaHu3zMax JOMHUHAHTHOCTH M PELIECCUBHOCTH.
2. OcoOeHHOCTH HACJIEOBaHUS MPU3HAKOB YEJIOBEKA MPH pa3HbIX (hopMax B3auMOJICHCTBUS ajie-
JIETHBIX TEHOB.
JloMuHMpOBaHNE HOPMAJIBHBIX U MYTaHTHBIX aJlIeJeH.
Henosnnoe noMuHMpoBaHue.
Konomunupoanue.
CBepx/10MUHUPOBAHUE.
HeycroiiunBas 1 ycia0oBHasi JOMUHAHTHOCTb.
MHOKEeCTBEHHbBIE AJLIIEIH.
AJIeNbHOE UCKIIIOYEHUE U MEKaJUIeNIbHASI KOMIUIEMEHTAIHSI.
10. OO®BscHUTE SBJICHHE MHOKECTBEHHOTO aJUIEITU3Ma Ha TIPUMEPE HACIICIOBAHUS TPYIIT KPOBHU CH-
crembl ABO.
11. KaxkoBa poJsib JOMUHAHTHOTO pe3yc — dakTopa mpH rudeu mioga oT Opaka MEXI1y pe3yc-TmoJo-
JKUTEIBHBIM OTLIOM U PE3yC-OTPULATEIbHON MATEPHIO?

2. lIpakTHyecKkasi MOArOTOBKA.

Pabora 1. Pa3zoOpars 1o TabnuiiaM TUIIBI aJNIeIbHBIX B3aUMOICHCTBUI TEHOB.
Pa6ota 2. Pemure 3a1aun Ha B3aUMOICUCTBUE AJIJIETBHBIX T€HOB:
1.  CepnoBumgHo-kiIeTOUHAsi aHeMHsI (M3MEHEHHWE HOPMAJbHOTO IreMOrIo0MHa A Ha reMOrIoOuH S)
HACJIEAYeTCs KaK HEMOJIHOCTHhIO JIOMUHAHTHBIN ayTOCOMHBIN MpU3HAK. 3a00JIeBaHHE Yy TOMO3HTOTHBIX
0co0ei MPUBOIUT K CMEPTU OOBIYHO JI0 TIOJIOBOT'O CO3PEBAHUS; T€TEPO3UTOTHBIE 0COOH KUZHECTIOCOOHBI,
aHEMUS y HUX 4Yallle BCEro MpOosBIseTCs CyOKIuHNYecKH. MIHTepecHo, 4To MaspuiiHbIN MI1a3MOANN He
MO>KET MCIOJIb30BATh ISl CBOETO MUTAHUS S-TEMOTJIO0NH, TIOATOMY JIFOJI, UMEIOITHE 3Ty (GOpMy TeMo-
rJ100MHA, HE O0JICI0T MAJISIPUEH.
a) KakoBa BepOsSITHOCTh POXKIEHUS JIeTE€l, YCTOMUMBBIX K MaJSIpUM, B CEMbE, IJI€ OJUH U3 pOAUTENEH
TeTEPO3UTOTEH, a IPYTrOl TOMO3ZUTOTEH TI0 T€HY HOPMAIHLHOTO TeMOTJIO0HA?
0) KakoBa BeposSTHOCTb pPOXKICHUS JETeH, YCTOWYUBBIX K MaJSIPUU, B CEMbE, IJIe 00a POAUTENS YCTOMN-
YUBBI K MAJSIpUU?
2.  IIpu pa3bope cynebHoro aena o0 OTIIOBCTBE YCTaHOBIIEHO, YTO y pebenka [V rpymma kpoBu, y ma-
tepu — II, a y npeanonaraemoro otna — [. K kakomy BBIBOAY JOJKEH TPUUTH cyamendkenepTt? OTBeT
MOSICHUTE.
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3. Pesyc- nonoxwurenbHas sxeHIuHa Il rpynmbl KpoBH, OTEll KOTOPOH OBLT pe3yc- oTpuuaTeabHbIM |
TPYIIIBL, BBIIUIA 3aMY’K 3ape3yc- OTPULATEIBLHOrO MyK4uHYy | rpynmnsl. KakoBa BEpOATHOCTH TOTO, YTO
peGeHoK yHaceayeT oba npu3Haka oTma’?

3. PemiuTh cUTyallMOHHBbIE 321241
AnroputMm pazbopa 3a1auu:
1)BbIIIMCATh YCIIOBUS 33]a4M C UCIIOJIb30BaHUEM I'€HETUUYECKUX CUMBOJIOB;
2)onpenenuTh TUI B3aUMO/ICHCTBUS ['€HOB;
3)onpenenuTh TEHOTUITBI POTUTENICH;
4)1poBeCTH CKpELIMBAHUE U PACCUUTATh BEPOSITHBIE T€HOTUIIBI IOTOMCTBA B 3aBUCUMOCTH OT IIOCTAaB-
JIEHHOH 3aJ1a4H.
5) BbIIIUCATH OTBET.
[Tpumep pazbopa 3a1auu 1O aNIrOPUTMY:
Penxuii reHa BBI3BIBACT Y UEIOBEKA HACIEICTBEHHYIO aHOPTAIBMHIO (OTCYTCTBHUE IIIa3HBIX S0JI0K). AJl-
JIeNbHBIN reHA 00yciaBiIrBaeT HOpMajabHOE Pa3BUTHE IJ1a3. Y FeTepO3UToT Iia3Hble 10JI0KH YMEHb-
11eHbl. My)KunHa, FeTEpPO3UTOTHBIN 110 TaHHOMY T'€HY, JKEHUJICS Ha KEHILUHE C HOPMaJIbHBIM pa3BU-
TueM ria3. Kakoe pacuierienue no (peHOTUITy MOXKHO 0>KHMJIaTh B IOTOMCTBE?
1) 3anuceiBaeM yclIOBUS 3a7a4U C UCIIOJIHb30BAHUEM I€HETUYECKUX CUMBOJIOB!
AA — HOpMaJIbHBIE TJIa3HbIC SOJOKH
aa — OTCYTCTBUE TJIa3HBIX 010K
Aa — ria3Hblie I0JI0KM yMEHbIIICHBI
2) Tun B3auMoIeHCTBUS AJJIEIbHBIX T€HOB — HEMOJIHOE JOMUHUPOBAHUE.
3)OnpenensieM reHOTUIIBI pOIUTENEH. B ycrmoBum 3a1auu ckazaHo, 4YTO KEHIIMHA UMEEeT HOpMajIbHOe
3peHue, CIeA0BaTENbHO €€ TeHOTUIl AA;
My>K4rHa reTepO3UTroTeH, 3HAUUT OH UMEET I'eHOTHIl — Aa.
3)OmnpenensieM BepOsTHBIEC TEHOTUIIBI M (PEHOTHUITBI TOTOMCTBA OT JIAaHHOTO Opaka:
P: AA X Aa

G: A A.a

FI: 1AA : 1lAa
Hopma  yMeHbLIEHBI
4) C BeposTHOCTBIO 110 50% ( 1:1)MOTyT pOANUTECS 1€TH ¢ HOPMAJIBHBIMH TJIa3HBIMU SI0JIOKAMH U C
YMEHBIICHHBIMH TJIa3HBIMU SI0JIOKaMHU.
CaMocTosTeNbHO PELIMTh 33Ja4u U3 yueOHOro nocodust «O01as reHeTHKa U TeHeTHKa YeJI0BEeKay
(coct. Konemaesa E.B., Poguna H.E.), Kupos, 2016, u3 pa3nena ayauropHasi padboTa.

CamocTrosiTe/IbHAA BHeayAUTOPHasi paboTa o0y4alouuxcs 1o Teme:
3a0anus ona camocmosamenvHoll 6HeayOUmopHoL pabomsl CMyO0eHmo8 no YKa3aHHoU meme:
1). O3HaKOMUTBCSI C TEOPETUYECKUM MAaTEPHUAIIOM IO TEME 3aHSTHSI C UCIIOJIb30BAaHHEM KOHCIIEKTOB
JIEKIUH U peKOMeHTyeMoi yueOHOM IuTepaTyphl.
2). OTBETUTH HAa BOIPOCHI AJI1 CAMOKOHTPOJIS:
1. O mexaHu3Max JOMUHAHTHOCTH U PELIECCUBHOCTH.
2. Oco0eHHOCTH HaclleJOBaHMsI IPU3HAKOB YEJIOBEKa MPU pa3HbIX (popmMax B3auMOAECHCTBUS
aJIeJIeTIbHbIX TE€HOB.
JIOMMHUPOBaHUE HOPMAJIbHBIX U MYTAHTHBIX aJUIEIIEH.
Henonnoe nomunupoBaHue.
KonomunupoBanue.
CBepXx10MUHUPOBAHUE.
HeycroitunBas u ycioBHas JOMUHAHTHOCTb.
MHOXECTBEHHBIE AJIJIENIH.
AnenpHOE NCKIIFOYEHNE U MEKaJUIENIbHASI KOMIUIEMEHTALUS.
0. OOBbsicHUTE sIBIIEHHE MHOXKECTBEHHOI'O aJUIeIM3Ma Ha IPUMeEpe HACIe0BAHUS TPYIII KPOBU
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cuctembl ABO.
11. KakoBa ponbs qoMuHaHTHOTO pe3yc — dakTopa Nnpu rudesu 1mioaa oT Opaka MeXIy pe3yc-
MOJIOKUTEITHFHBIM OTIIOM H PE3yC-OTPUIIATETHHON MaTephI0?

3). IlpoBepuTh CBOM 3HAHUS C UCIIOJIH30BAHUEM TECTOBOTO KOHTPOJIS:
Br16path npaBMIIbHBINA OTBET (OTBETHI).

1.IIpn HEMOTHOM JOMHHUPOBAHUH B MOHOTHOPUTHOM CKpEIIMBAaHUH HAOIIOAACTCS PaCIlCIICHHE:
1)1:1 mo penorumy u renoruiny, 2)3:1 mo ¢penoruny u 1:2:1 o rerorumny, 3)1:2:1 no peHoruny u rero-
TUITY.

2.BeposaTHOCT pe3yc-KOH(IIUKTA TpU Opake pe3yc-Mo0KUTEILHON TOMO3UTOTHOM MaTepH U pe-
3yc-oTpunareiasHoro otma: 1) 50%, 2) 100%, 3)0%, 4) 25%

3.¥ pereii I, 11, III, IV rpynmnsr kpoBu. Ha3oBure Bo3mMoxHbIe rpynibl kpoBu poautenei:1) I u I,
DH)IIull 3) M ulV.

4.Y ponuteneii ¢ [ u IV rpynmnoii kpoBu getu yHaciuenyrot: 1) I'pynmsl KpoBu 000MX ponuTenei, 2)
['pynmy kpoBu ogHoT0 U3 poautenei, 3)II u Il rpynmnsr kpoBu

5. YcranoBute cootBerctBue: ['ensl: 1)Rh urh, 2)la u I8

Tun B3aMo1elCTBUS: a.HETOJIHOE JOMUHUPOBaHKE, 0.110JIHOE TOMUHUPOBAHKE, B.CBEPXIOMHUHHUPO-
BaHWE, I.KOJOMHUHHUPOBAHUE, 1. KOMIJICMCHTAPHOCTh

6. YcranoBute cooTBeTcTBUE: BiaumopeiictBue mexnay reHamu- 1)[lonHoe nomuHupoBanue, 2)
KonomunupoBanue

ITpumepsr: a)IAIO, IBIO, 6) 1010, IAIA, IBIB,B)  IAIB

4). Pemmte reHeTHUYECKUE 33]Ja9X HA B3aUMOJCHCTBHE a/ICIbHBIX TCHOB:

YyebHoe nocodbue «O01Iast reHeTHKA U TeHeTHKa yenoBekay (coct. Konenaera E.B., Ponuna H.E.),

Kupog, 2016, u3 pa3aena BHeayquTopHas padora.

Pexomenayemas qurepartypa:
OcHoBHas:
1. Mure-Beuromos C.I'. TI'enernka ¢ ocuoBamu cenekiuu. CI16.:, Usmarenscrso H-JI, 2015.-720.
2.boukoB H.I1. Knunnyeckas renetuka: yueOHUK A By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JlononHuTenpHA:
1. Konenaesa E.B., Poquna H.E. O6mmas reneTnka u reHeTHKa 4eloBeKka: yueOHoe mocooue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. ['eneTuka yenoBeka ¢ o0CHOBaMH o011el reHeTHku: yaeoHoe nocooue. — CI16.: CnenJlur,
2010, c.192
3. Mymkam6apos H.H., Ky3uenos C.JI. MonekynsipHas Ouonorusi. Beenenue B MONEKyYISIpHYIO HUTOIO-
THIO U TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.

Paznen 1: Odmiasi reHeTuka
Tema 1.6. B3anmoaencTBre HeaJllIeIbHBIX T€HOB.

Hean: U3yunth GhopMbl B3aUMOACHCTBUS HEAJUIEIbHBIX T€HOB U UX 3HAYEHUE B CTAHOBJICHUH (he-
HoTHMa. HayunThCs 1aBaTh 3aKIIOUEHHE O TOTOMCTBE MPHU PA3IUYHBIX TUIIAX B3aUMOICUCTBUS IC€HOB.

3agaun:

1. N3yunth Gpopmbl B3aMOIEHCTBUS HeallIeIbHBIX TEHOB U UX POJIb B (hopMHUpOBaHUH (PEeHO-
THUIIA.

2. OCBOWTH HABBIKU PEIICHUSI CUTYAIMOHHBIX TEHETUUECKUX 3a/1a4 Ha B3aUMO/JICHCTBUE Heall-

JIEIbHBIX TE€HOB.

OOyuaromuiicst 10J12KeH 3HATD:

A) 10 U3yueHUs TEMBI:

1. Bubl B3auMoIeHCTBUS JJIENBHBIX TEHOB.

2. HacnenoBanue rpynn kpoBu cuctemsl ABO.

B) nocne uzyuenus Temsl:

1. BeposiTHOCTB MPOSIBIIEHUS IPU3HAKOB B IOTOMCTBE JIUTETEPO3UTOTHBIX POJUTENEH MPH Pa3HBIX
TUIAX B3aUMOJICHCTBUS HEAJIJIEJIBHBIX TE€HOB.
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OOyyaromuiics 10J17KeH YMeTh:
1. Ha ocHoBanumM naHHBIX 0 eHOTHMAX JETEH CACNaTh BHIBOJ O TEHOTHUIIE POAUTEIICH.
2. Pemrate 3aga4u Ha B3auMOJICUCTBUE HEAJIEIbHBIX I'€HOB.

OOyuarouuiicsi 10J17KeH BJIaeTh:

[TprMeHSTh HABBIKK HMCITOJIb30BaHHUS MH(GOPMAIMOHHBIX, OUOIHOrpaduIecCKUX PeCypCoB C ICIIBIO
MOJTy4eHUsI HAYYHOW MH(OPMAIIMN U OCYIISCTBICHUS KOMMYHHUKAIIMU B MEIUIIMHCKOM coo0tmiecTBe. Pe-
[IEHHEM T€HETHYECKHUX 3a/1a4.

CamocrosiTe/ibHAs1 AyIMTOPHAs padoTa 00y4yaouuxcs 1mo remMe:
1. OTBeTHTH HA BONPOCHI 10 TeMe 3aHITHS
1. Ha3zoBute THUIIBI B3aMMOJICKCTBUS HEAJICILHBIX I'CHOB.
B uéMm cocTouT NMpUHINIT KOMIUIEMEHTAPHOT'O B3aUMOACHCTBHUS T€HORB?
Uewm oTnuyaercs siBJeHUE JOMUHUPOBAHMS OT nucTa3a’?
JIOMUHAHTHBIN U PEIECCUBHBIN AnMcTa3. JIBOMHON PEIECCUBHBIN AIIMCTA3.
OOBsicHUTE CYIIHOCTh «O0OMOEICKOTo (heHOMEHAY.
Kaxkoe 6nonornueckoe 1 MEIUIIMHCKOE 3HAUCHHE UMCIOT SIBJICHHSI TIOJTUMEPHH, SIHCTa3a U
KOMILIEMEHTApHOTO B3aMMOJICHCTBHS T€HOB?
7. Kaxoe pacuieruienue mo eHOTUIy MOKHO OKHUAATh OT CKPEUIMBAHUS JIBYX Fe€TepO3UTOT,
€CJIM JOMUHAHTHBIC TCHBI B3aUMOJICUCTBYIOT TI0 TUITY &) HEKYMYJISTHBHOW TTOJIUMEPUH; 0) 110
TUITY KyMYJISATUBHON TOJIMMepUn?
8. T'eHBI-MOIM(HUKATOPEI.
9. TlonureHHoe HacleOBAaHUE KAYECTBEHHBIX M KOJIMYECTBEHHBIX MPU3HAKOB.
10. B3aumopeiicTBre reHoB, QYHKIIMOHUPYIOMIMX B PAHHEM dYMOPHOHAIILHOM Pa3BUTHHU.

SR

2. [IpakTHyeckasi MOArOTOBKA.
Padora 1. PemieHue CUTYyallMOHHBIX 32124 HA B3aMMO/IeliCTBHE HealJIeIbHbIX T€HOB.
Anroput™ pa3dopa 3a1aqu:
1)BbIIIMCATh YCIIOBUS 33J]a41 C UCTIOJIb30BAaHUEM T'€HETHYECKHX CUMBOJIOB;
2)orpeAeNuTh TUIl B3aUMOJCHCTBUS T€HOB;
3)onpeaenuTs TEHOTHITBI POAUTENICH;
4)IpOBECTU CKPEITUBAHUE U PACCUUTATh BEPOATHBIE T€HOTHUITBI TIOTOMCTBA B 3aBUCHMOCTHU OT TIO-
CTaBJICHHOU 3a7auH.
5) BeIHCATh OTBET.

3amauu sl CAaMOCTOSATEIBHOTO PEIICHHUS:

1. VY 4denoBeka HOPMAJIBHBIN CIIyX OnpenenseTcs KoMmieMeHTapasiMu reHamu C u E, onun u3
BUJIOB BPOXKIEHHOMN ITYXOThl — PELIECCUBHBIMU QJIJIEJISIMU 3TUX I'eHOB ¢ U €. OT Opaka My>KYUHBI U KE€H-
IIMHBI, CTPAAAIOLINX TIYXOTOH, BCE AETH UMEIH HOPMAIIbHBIN cityX. 1)OmnpenennTs reHOTUIIBI ponuTeNneit
u neteil. 2)OnpenenuTb BeposTHOCTh POKICHUS OOJIbHBIX AETEeH OT Opaka reTepo3UroTHHIX 10 000UM MpH-
3HAKaM POJUTENEH.

2. VY TBIKBBI I'eH A MOJaBIIseT Pa3BUTHE OKPACKH II0JI0B. ETo pelieccuBHBIN aljienpb a He Me-
11aeT OKpacke pa3BuBaThbCs. ['eH B onpenenser xenTelil BET IUIOA0B, a €T0 PELIECCUBHAS aJuIeb a — 3e-
neHbIi BeT. Kakas okpacka mio1oB OyJIeT IpH CIEAYIOIINX CKPEIIUBAHUSX

a) AaBB x AaBB, 6) AaBs x aaBB, B) AaBs x aaBs, r) aaBs x aaBs?

3. ¥V nymucToro ropoiika red A BbI3bIBaeT 00pa3oBaHUE MIPONMUIMEHTa, a reH B — pepmenTa, moj
BJIMSIHUEM KOTOPOTO M3 MPOMHMIMEHTa o0paszyercs mUrMeHT. Takum oOpas3oM, Ui pa3BUTHS MypIypHOM
OKpPACKH LIBETKOB HEOOXOIUMO MPHUCYTCTBUE B F€HOTUIIE 00OMX JOMUHAHTHBIX reHoB. VX pelnieccuBHBbIE
aaJesu ONpeAeNsaioT OeNyl0 OKpPacKy BETKOB. J[Ba MypIypHBIX JYIIMCTBIX FOPOIIKA, CKPEIIEHHBIX MEXKIY
co6oit, nanu 1080 mypnypHbIx U 840 Genbix TOTOMKOB. KakOBbI T€HOTHUIIBI POJIUTENEH U IOTOMCTBA?

4. JlonnycTuM, 4TO CHHSISI OKpacka IIBETKOB BACHUJIbKA OINPEAEIAETCS BYMs NapaMy HEaJlJIEJIbHbBIX
reHoB A u B, B3auMoAeCTBYIOIIMX 110 TUITY KyMYJIITUBHOW NoauMepuu. MX peneccruBHbIe ajuienn onpe-
AenstoT Oenyro okpacky. [Ipu ckpernmBannu IByX pacTeHUil ¢ CHHEH OKpacKoil B TOTOMCTBE 0Ka3anoch 75
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pacTeHuil ¢ CHHel OKpacKoW IIBETKOB U 5 pacTeHuil ¢ 6enoit okpackoii 11BeTKoB. [Ipy ’TOM HHTEHCUBHOCTH
OKpacku BapbupoBaia. KakoBbl TEHOTUIIBI pOJUTENEH U TOTOMCTBA?

6. PazBuTne HOpMaJIBHOIO ClIyXa y Y4€JIOBEKa KOHTPOIUPYETCS ABYMs IapaMU HECLEIJICHHBIX He-
aJIIENIBHBIX TeHOB. IIpy 3TOM TOMMHAHTHBIN I'€H OJHOW Iapbl OTBEYAET 3@ HOPMAJIbHOE Pa3BUTHE YIIUTKH,
a JOMUHAHTHBIN I'eH Ipyroi napsl- 3a HOpMaJbHOE pa3BUTHE CIIyXOBOI'O HEpBa. PerieccuBHbIE TOMO3UTOTHI
110 J1r000M Mape 3TUX FeHOB SABJIAIOTCA TIIyXUMHU. ONpeenTh XapakTep Hacle0BaHus IPU3HAKa, a TAKKe
BEPOSITHOCTH POKIACHUS TIyXHUX JETEH, €CIH CIBIIIAIINE POTUTEIN TeTePO3UTOTHHI 110 00EUM Mapam aHa-
JIU3UPYEMBIX T'€HOB.

7. Y yenoBeka CUHTE3 celU(UIECKOT0 3alUTHOrO Oenka HHTepdepoHa 00yCI0BIEH KOMITJIEMEH-
TapHBIM B3aMMO/ICHCTBHEM JBYX HECLEIUICHHBIX HEAUICIbHBIX TeHOB. B Opak BCTymaloT KEeHIUHA, TeTe-
pO3UroTHas 1o 00erM Iapam I'€HOB, M MY>KYHMHA, F€TEPO3UTOTHBIHN 0 MEPBOM Mape U FOMO3UTOTHBIN 1O
BTOpOIi Iape reHOB. BBIUUCINTG BEPOATHOCTh POXKICHUS JETEH, Y KOTOPBIX HHTEp(EpoH He OyaeT CHHTe-
3UpOBATHCS.

8. Pa3zBuTHe XpycTajauka y 4eloBeKa ONpPEeIsieTCsl OAHUM JIOMUHAHTHBIM I'€HOM, Pa3BUTHE CET-
YaTKU- JPYTHM, a Pa3BUTHE 3PUTEIIBHOTO HEPBA- TPETHbUM JIOMHUHAHTHBIM I€HOM. PeneccuBHble ToMO3H-
TOTBI XOTS OBI IO OJTHOM Mape TeHOB SBJISIIOTCA CIENbIMUA. B Opak BCTymaroT 3ps4mii My>K4HHA, T€TEPO3U-
TOTHBIN 110 TPEM IapaM I'€HOB, U 3psAdasi KCHILMHA, T€TEPO3UTOTHAA 110 IIEPBBIM JIBYM IIapaM I'€HOB U I'O-
MO3UTOTHAs 10 TPEThel nape reHoB. ONpeneauTb XapakTep Haclael0BaHUs IPU3HAaKa HOPMAJIbHOIO 3pe-
Hus. KakoBa BEpOSTHOCTb POXKJIECHHS 3pAUMX JIeTel oT 3Toro Opaxa?

9. TpeTh ny4lINX MOKa3aTeNnel B cTallepckoM Oere mpuHauIekuT xurtensim Kenun paiiona Hannu.
D710 00BACHAETCA MPUPOJHBIMU KAaueCTBAMM JIETKMX U OIpPEJCNIEHHOM I'pyHibl MBI skuTenedl Hanau.
B3sThie BMecTe 3TH KadyecTBa Jal0T PEAKUM CIUIaB SHEPIeTUKU U BBIHOCIMBOCTH, a JIOJH, 00Jaarone
UM, SBIIIOTCA IPEKpacHbIMU craiiepami. IIpenmnonoxkum, 4To 3a Ka4ecTBO JIETKUX OTBEYAET OAMH JIOMU-
HaHTHBIN I'€H, a 32 KA4ECTBO OIPEACIICHHON I'PYIIIbI MBILII- IPYrOi JOMUHAHTHBIN I'eH. PeneccuBHbIe al-
JIeNI ATUX TEHOB 00YCIIOBJIMBAET OOBIYHBIE CIIOCOOHOCTH K Oery. JlomycTuM, YTO HaHuell, FeTepO3UroT-
HBIH 110 00euM Mapam IreHOB, )KEHUTCS Ha JKEHIIMHE, KOTOpas TOKE reTepOo3UroTHa 1o 00euM napam reHos.
KakoBa BEpOsSTHOCTb POKIEHUS OT 3TOr0 Opaka geTel, 00J1afaoluX OTIIMYHBIMU CTaHepCKUMU CIIOCO0-
HOCTSIMH?

10. JlomycTuM, 4TO LBET IJIa3 y YEJIOBEKA KOHTPOJIUPYETCS ABYMs IapaMU HECLECIUICHHBIX Heall-
JeNbHbIX reHoB. OIMH TOMUHAHTHBIN I'€H ONpe/eIiseT Kapuil, a ero pelieCCUBHbIN aieNb- rojly0oi 1BeT
ria3. JIoOMUHaHTHBIN TeH APYTroi Mapbl CHOCOOCTBYET MPOSIBIEHUIO LIBETHOCTH, a €T0 PELECCUBHBIN ajlieib
MOJIaBJIsieT IEWCTBUE NEPBOM Mapbl T€HOB M 00yCIaBIMBAeT 3eJeHbI 1BET Ta3. Kak Hacienyercs 1Ber
rina3 y 4yenoBeka? OmnpenesinTh BEPOSTHOCTb POXKIEHUS TOJyOOIJIa3bIX M 3€IE€HOINIa3bIX JeTel, eciau UX
POJIUTENN Kaperiasble U FeTepO3UroTHBIE 0 00eUM Mapam reHoB.

11. LIBeT Koku YenoBeKa MOXKET BapbUPOBATh OT YEPHOTO /10 6es1oro. JlomycTuM, 4To MUTMEHTALUsS
KOXH KOHTPOJIMPYETCS IBYMS MapaMU HECLEIUIEHHbIX HEAJUIEJIbHBIX T€HOB. Y HErpOUIHOM packl mpeood-
Ja/lal0T JOMUHAHTHBIE aJlJIeNld, a y eBPOINEOHIHONW pachl- pelleCCUBHbIE ajulesu TeHoB. B Opak BcTynator
reTepO3UTrOTHHIE MO JIBYM MapaM I'€HOB MYKUMHA U JKeHIIMHA. OnpeenuTh BO3MOXKHbBIE TeHOTHIIBI AeTel
U (EHOTHIIBI IETeH, a TAaKXKe UX COOTHOLICHHUE.

12. lllupuna HOCa B OJTHOM MOMYJISALMK SITIOHIEB KoJjiebyeTcs B mpeaenax ot 34,5 no 36,5 MM u
KOHTPOJIMPYETCs JBYMsI MIapaMU HECLEIUICHHBIX HEAJUIEJIbHBIX N'€HOB. Bce JOMHUHAHTHBIE MEHBI ONpEsc-
JSIOT MIUPUHY HOca B 36,5 MM, a Bce peliecCuBHbIE ajuienu- B 34,5 mm. OnpenenuTb BO3MOXHYIO ITUPUHY
HOCa y IOTOMKOB OT Opaka reTepo3UroTHbIX 10 00EUM MapaM reHOB MYXUHHBI U JKEHIIUHBI.

13. JImuHa rojieHu B OJTHOM OMYJISIAM JIFoAeH koneonercs ot 31,5 1o 34,5 cMm. [Jonmyctum, 9T0 3TOT
IIPU3HAK OINPENEISAETCS TPEMsI TapaMH HECLIETUIEHHBIX HeaJlJIENIbHBIX TeHOB. HanMeHnbiel JUIMHOM rojeHu
o0azaroT JII0/IM, UMEIOIINE BCE PEleCCUBHBIE I'€Hbl, & HauOOJbIIeH- BCe JOMUHAHTHBIE reHbl. B Opak
BCTYIAIOT FETEPO3UTOTHBIE IO TPEM ITapaM I€HOB MY>KUMHA U KEHIIMHA. KakoBa BEPOATHOCTD MOSIBICHHUS
MIOTOMKOB, y KOTOPBIX JJIMHA rojieHu 0yzaet 32 cm?

14. Cpennuii poct 6ymmMenoB mycteinn Kanaxapu konebnercs B npeaenax 142-154 cm. IIpenmnono-
UM, YTO ATOT IPU3HAK KOHTPOJIUPYETCS TPeMs TapaMU HECIETUIEHHBIX HeaJlJIeIbHbIX T€HOB, TPUYEM Ca-
MbI€ HU3KOPOCIIble OYIIMEHBI UMEIOT BCE PELIECCUBHBIE aJlIeH TeHOB. OnpeieanTh BO3MOKHbBIE T€HOTUIIBI
U POCT MMOTOMCTBA, €CJIM POJUTENIN T€TEPO3UTOTHBI IO TPEM MapaM IFe€HOB.
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CamocTtosiTeIbHAs BHeAyAUTOPHasi padoTa 00y4alomuxcs Mo Teme:

3aoanus ons camocmosamenbHoU 6HeayOUMopHOU padbomvl CMYOeHmMOo8 NO YKA3AHHOU meme:

1). O3HaKOMUTBCS C TEOPETUUECKUM MATEPUATIOM MO TEME 3aHSATUS C UCTIOJIb30BaHUEM KOHCIIEKTOB
JIEKIIMN ¥ peKOMEHIYEMO# y4eOHOM TUTepaTyphl.

2). OTBETUTH HAa BOMPOCHI JIJIs1 CAMOKOHTPOJIS:
HazoBute THIBI B3aUMOCHCTBYS HealIeIbHBIX T'€HOB.
B uém cocTouT NpUHLMII KOMILJIEMEHTAPHOTO B3aUMOIEHCTBUS T€HOB?
Uem oTiiMyaeTcs sBJICHUE JOMUHUPOBAHUS OT SIUCTa3a?
JIOMUHAHTHBIN U PEIECCUBHBIN AnMcTa3. JIBOMHON PEIECCUBHBIN AIIMUCTA3.
OOBsicHUTE CYIIHOCTh «OOMOEICKOTo (heHOMEHAY.
Kakoe Guonornyeckoe U MEIUIIMHCKOE 3HAUEHHUE UMEIOT SIBJICHUS TOJMMEPUH, SITUCTA3a U
KOMILUIEMEHTApHOTO B3aUMOICHCTBHS T€HOB?

7. Kakoe pacmierienre no peHOTHUIY MOKHO OXHJaTh OT CKPEIIMBAHUS JIBYX T'€TEPO3UTOT,
€CJIM JIOMUHAHTHBIE TeHbl B3aUMOJICUCTBYIOT 1O TUITY &) HEKYMYJISTUBHOU MOJUMEPHUH; 0) MO TUITY KyMY-
JIATUBHOM MOJUMEpPUN?

ok wdE

8. I'enpI-Mo I UKATOPBHI.
9. [TonurenHoe HacnIeAOBaHNE KAYECTBEHHBIX M KOJIMUECTBEHHBIX IPHU3HAKOB.
10. B3aunmoneiicTBre reHoB, (PYHKIIMOHUPYIOIIUX B PaHHEM SMOPHOHAIBHOM Pa3BUTHH.

3). [IpoBeputh cBOM 3HAHUS C UCIIOJIB30BAHUEM TECTOBOTO KOHTPOJIS:
Br10path npaBMIIbHBIN OTBET (OTBETHI).

1.Pacmenienue o ¢penorumny B otHoeHuu 13:3 unm 12:3:1 Bo3moxHo: 1) [Tpu kommiiemenTapHOM
B3anMO/IeiicTBIM TeHoB, 2)[Ipu nomunantTHOM 3muctase, 3) [Ipu nomumepun, 4) Ilpu pereccuBHOM 31H-
cTasze

2.11pu KOMIIIEeMEHTapHOM B3aUMOJICHCTBUU HOBOE Ka4eCTBO MPH3HA KA MPOSBUTCS Y 0colei ¢ re-
Hotunamu: 1) AABB, 2) aaBB, 3)AaBs, 4) Aass, 5)AABB, 6)AABB

3. HeamnenbHble rensl: 1)pacmnonaratoTcsi B TOMOJIOTUYHBIX JIOKYCaX TOMOJIOTUYHBIX XPOMOCOM,
2)pacnojararoTcs B pa3HbIX JIOKycaX OJHOM XpOMOCOMBI, 3)OTBEYAIOT 3a pa3Hble MPU3HAKH, 4)0TBEYAIOT
3a pa3Hble BAPUAHTHI OJJHOTO IIPU3HAKA.

4.Ilpu ckpemuBaHUU JABYX JAUTE€TEPO3UTOT paciierienne 9:7 orMmeyaercst npu: 1)KoaqoMUHUPOBa-
HUH, 2)IoTuMepuH, 3)smucrase, 4)KOMITIEMEHTapHOCTH.

4). Pemure reHeTHYECKHUE 33/1a4U Ha B3aUMOJICHCTBUE HEAJUIEIbHBIX T€HOB!

VYyeOHoe nmocobue «OO011asi reHeTHKa U TeHeTHKa yenoBekay (coct. Konenaesa E.B., Ponuna H.E.),

Kupog, 2016, u3 pa3aena BHeayauTopHas padora.
5).0dopmuTe B ansbome Tabnuiry: «®opmbl HeaIENbHBIX B3aUMOICHCTBUII.

®opmel B3a- DOeHOTUTTNYECKHUE XapakTeprucTrKa B3auMOAECHCTBUSA
UMOJICH- Knaccor
CTBHS TCHOB
1. Komiie- a)9:3:3:1 JIOMUHAHTHBIE aJJIEIH UMEIOT CaMOCTOATEIbHOE (DEHOTUITH-
MEHTApHOe 9AB:3AB:3aB:las yeckoe nposiBieHue. bynyun B renotune smecre (AB), onn

O6yc.]'IaBJ'II/IBaIOT HOBBIM IIPpU3HAK. Ka)K,[[a}I N3 pCHCCCUBHBIX
ajijieNiel UMEeT CaMOCTOSTEILHOE q)eHOTI/IHI/I‘leCKoe posiB-

JICHHE.
0)9:6:1 JIOMUHAHTHBIE U PELECCUBHBIE AJJIEIN HE UMEIOT CaMOCTOSI-
9AB:3AB:3aB:las TEJILHOTO (DEHOTUIIMYECKOTO MposiBiIeHus. Tonbko Oya1yun B
redotune BMecte (AB) u (aB), oHU 00YCIaBIMBAIOT IPU3HAK.
B)9:7 To xe
9AB:3AB:3aB:1aB
r)9:3:4 JIOMUHAHTHBIE U PELIECCUBHBIE aJIeTIH 001aJat0T CaMOCTOS-
9AB:3AB:3aB:las TEJIbHBIM (EHOTUITUYECKUM MPOSIBICHUEM.
2.2nucra3 a)l2:3:1 [Ipu3Hak monaBiseTCsl JOMUHAHTHBIM CYIIPECCOPOM (MHIH-
2.1. 9AB:3AB:3aB:laB OuTOpOM).

55




JomuHaHT-
HbIH )10/ 8
cras

0)13:3
9AB:3AB:3aB:1aB

HHGHIOI[aeTCSI B TOM Cliy4ac, €CJIM pCUCCCHBHAs MOAAaBJIsAC-
Masl ajuieslb UMEET TOT ke eHOTUIUIeCKUu 3P HeKT, 94To U
JIOMUHAHTHBIN CyNPECCop.

2.2. Penec- 9:3:4 AHaJIOTUYEH OJHOMY M3 KOMIUIEMEHTApPHBIX B3aUMOJECH-
CHBHBII 9AB:3AB:3aB:1aB ctBuii (1r).
SMHUCTA3
3. Houume- 15:1 XapakTtep NpOsIBICHUs IIPU3HAKA HE MEHSAETCS B 3aBUCUMO-
pus 9A1A2:3A1a2:3a1A2:1a1a2 CTH OT YHCJIa JTOMHUHAHTHBIX T'€HOB B I'€HOTHIIE.
3.1. Heky-
MYJIATHB-
Has
3.2. Kymy- 1:4:6:4:1 CreneHb BHIPOKEHHOCTH IIPU3HAKa 3aBUCHT OT YHCIIa JOMH-
JATHBHAS 1A1A1A2A2 -1 - 4A HAHTHBIX T€HOB.
2A1a1A2A7 1434
2A1A1Aza2
1A1A1a0a2

laja1A2A2  }6-2A
4A1a1A%a
2A1a1a2az
2aiai1Arar

lajajazaz - 1 6e3 A

M- 1A

PexoMenayemas Jureparypa:
OcHoOBHas:
1. Mure-Beuromos C.I'. TI'enernka ¢ ocuosamu cenekiun. CI16.:, U3marensctso H-JI, 2015.-720.
2.boukoB H.I1. Knunnyeckas renetuka: yueOHUK A By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JononHuTenpHas:
1. Konenaesa E.B., Poquna H.E. O0mas renetuka u reHeTHKa 4enoBeka: yueOHoe nocoodue - Kupos, 2016,

c. 5-16.

2. KypuanoB H.A. I'eneTunka uenoBeka c ocHoBaMu o011ei renetuku: yueoHnoe nocodue. — CII6.: CnenJIur,

2010, ¢.192

3. Mymkam6apos H.H., Ky3uenos C.JI. MonekynsipHas Ouonorusi. Beenenue B MONEKYISIPHYIO HUTOJO-
THIO U TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.

Pa3nea 1: O01mas reneruka
Tema 1.7. CTpykTypa n PYHKIHMH reHeTHYECKOr0 MaTepuaJia
Heab: M3yunTh MOJIEKYISIPHYIO CTPYKTYPY U CBOWCTBA HYKJIEHMHOBBIX KUCIIOT, CTPOEHHE U (YHK-
IIUM TEHOB y IPO- U 3YKapHOT, CTa Ul OMOCUHTE3a OerKa.
3apaum:
1. M3yuuth cTpoeHHE U PYHKLUUU HYKIEUHOBBIX KHCIIOT.
2. V3yunTh ypOBHM YIaKOBKH HACJIECTBEHHOTO MaTepHala y 3yKapuorT.
3. M3yuuts ocoOeHHOCTH OMOCUHTE3a Oenka y Ipo- U 3YKapUOT U €ro peryJssiuio.
OOyuarouuiicsi 10J12KeH 3HATD:
A) 10 U3y4eHUs TEMBL:
1.CtpykTypHO-(pyHKIIMOHANIBHYIO opranu3anuio JJHK y npo- u sykapuor.
2.0cHOBHBIE ATaIbl OMOCUHTE3a OeNka y MPOKapuoT U 3YKapHuoT.
3. TpaHCKpHUIILIMIO U MPOUECCUHT Y HYKAPHOT.
b) nocne nzyuenus remsl:
1.YpoBHHU opranuzanui UHTEpHa3HOTO XPOMaTHHA.
2.CoBpeMeHHbIE MPeICTaBIeHUs 0 OnocuHTe3e OenKa y Mpo- U 3yKapHoT.
3.0co0eHHOCTH Peryysluy aKTUBHOCTH T'€HOB Y MPOKAPHOT U 3YKapHOT.
OOyyaromuiics 1017KeH YMeTh:
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1. CocraBuTh cxemMy OMocuHTe3a Oelka.

2. Onpenensats ctpykrypy JAHK mo crpoenwnto Genka.

3. Onpenensarts cTpoeHue Oenka mo crpykrype mosiexynst MPHK.

OoOyuaromuiics 10JI2KeH BJIAJAeTh:
[TprMeHsITh HaBBIKH UCTIOJB30BaHUsI MHPOPMAIIMOHHBIX, OHOIHOrpaduuecKkux pecypcos ¢ Iie-
JIBIO TIOJTyYeHUs] HAYYHOU HH(GOPMAUU U OCYIIECTBICHUS KOMMYHHUKAIIUN B METULIUHCKOM
COO0011eCTBE.

CaMocrosiTeJibHASI AyIUTOPHASA padoTa 00y4yarommXxcsi Mo Teme:

1. OrBeruTh Ha BONPOCHI 10 TeMe 3aHATHSA

JIMCKpPEeTHOCTh eIMHUI] HACIEACTBEHHOCTH (paKTOpoB o MeHaerto.
HyxJienHOBBIE KHCIOTHI, KX CTPOCHUE U (YHKIINH.

['enom. Knaccudukaiyss HyKJI€OTHAHBIX TOCIEI0BATEIbHOCTEN TeHOMA.
Oco0eHHOCTH CTPOEHUS T€HOB MPO- U AYKAPHUOT.

CtpoeHue u poJib OEJIKOB B KIIETKE.

[TpuHIMI KOAMPOBAHUS TeHETUYECKON HHPOPMAITUH. XapaKTepPUCTHKA T€HETUYECKOTO
KOJa.

Pone monexynel JIHK, crpykrypHas opranuzanusi.

buocunTtes Oenka B KIETKe.

TpaHckpunus U ee 0COOEHHOCTH Y IIPO- U YKAPHOT.

10 Tpanciauus. XapakTepuCTHKa OCHOBHBIX CTaAHil.

11. Perynsimus sKCpeccuu reHOB y MPO- U SYKAPHOT.

12. [TonykoHcepBaTUBHBIN MexaHu3M perukanuu JJHK

13. CoBpemennsie npeacTasienus o perumkarnyn JJHK.

ook wdE

© oo~

2. TIpakTuyeckasi mOATrOTHOBKA.
Padora 1. U3yunte Tadauny «Oco0eHHOCTH OPraHU3alMH HACJIEICTBEHHOI0 MaTepuaJia
y [IPO- U 3YKAPHOT», epeNuIINTe €€ B pad04ylo TeTpab.

IIpuznaku IIpoxkapuoTsl JyKapHOTHI

KonuuecTBo reHoB 4 toic. (E. coli) Oxomno 30 TbIC. (4en0BEK)

Komnuectso JJTHK 4 MJIH nap HyKJIEOTHI0B 3-7 MiIpA 1ap HYKJIEOTHU OB

WNupopmaruBHbIe

nocaegoBarenbHocTH JIHK bonee 80% Menee20%

(comepikar reHsl):

CTPYKTYPHBIC I'CHBI Nwmerot HenpepbIBHOE cTpoe-  COCTOAT U3 3K30HOB U UHTPO-
HUe HOB

IIPOMOTOPBI

Croyxat nns cBsizbiBanus ¢ pepmentom PHK-nonmumepasoit
Cnyxart nis nmpekpanienus: cuateza PHK u ocBoboxaeHus ee
ot marpunsl JTHK
Perynupyrot paboTy Ipyrux reHoB

TEPMUHATOPbI

TEHBI-PETYJISATOPBI
TeHBI-UHTETPaToOphbl

KoopaunupyroT paboTy Apyrux reHoB

TeHBI-MOYJISTOPHI -
- CailsieHcepbl — TOPMO3T TPAHCKPUIILHIO;

OTCyTCTBYIOT - S3HXAHCEPhl — YCUJINBAKOT TPAHCKPHUIILIUIO
HeundopmarupHblie nocnenona-
tenbHOCTH JIHK: Pa3gensror CTpyKTypHBIE I'€HBI
A) cneiicepsl OueHb He3HAYH- Y YenoBeka — 0koyo 30%.
TeJIbHA [TognepxuBaeTr HHINBUAYAIBHYIO CTPYK-
B) CaTTCIIMTHAasA (Monqamas[ HHK) Typy XpOMOCOM, Yy4acTBYET B
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(hopMUPOBaHHUH [IEHTPOMEDP U TEIIOMED;
MOJXKET COJIep’KaTh MOOUIIbHBIE AJIIEMEHTHI
Cas3p JIHK ¢ ructonamun OtcyrcTBYyeT DopMHUpYET HYKIIEOCOMBI
Vxianka JJTHK Konwiesas Jluneiinas,
nMeeT 4 ypoBHS CIMpaIU3aliu
Pa6ora 2. Pemure 3a1a4un Ha OMOCUHTE3 Oesika:
a) onpenenenne crpykrypsl JIHK mo crpoenuio 6enka (3amaun Ne 60-63, npaktukym c. 70-71);
0) ompezeneHue CTPOCHHUS MOJICKYJIBI Oelka 1Mo cTpykrype Mosekynsl JIHK (3amaun Ne 64-67, mpakTHKyM
c. 71-72);
B) onpenenenue crpoennss ”PHK no crpykrype JJHK (3agaun Ne 68-75, npaktukym c. 75-76);
T') oTpeIeJICHUEe CTPOSHUS MOJIEKYJIbI Oelka 1mo cTpykrype Mosiekynbl HPHK (3amaun Ne 76-84, mpakTukym
c. 78-79).
Pa6ora 3. U3yunTh TabIMIly reHeTHYEeCKOr0 KOJAa M PellluTh 3aJa4u U3 yueOHoro nmocodus «Oomas
reHeTUKa U reHeTuka yenosekay (coct. Konenaesa E.B., Ponuna H.E.), Kupos, 2016, ¢.49 Nel-5.

Bropas nozmuna xXoaoxa

U C A|G

et Thr Lys Arg
val Al= Asp Gly
G| v | M2 | Asp Gly

Val Na Glu Gly
val | Ale | Giw | Giy

L) -
Phe | Ser Yyr Cys U
: U Phe | Ser Tyr Cys [ 4 3
= Leu | Ser | STOP | sTOP A g
S Lteu | Ser | sSTOP| Trp G
~ Lau Pro His Aaxg U g
= C Leu | Pro His fayg C b
-} Leu | Pro Gin Arg A =
P Leu | Pro Gin Arg G §
2 e The | Asn Sur 9] =
A e The Asn Ser C =
&« e The Lys Arg A g
s e ] s
<o U x
= c w
A
G

Padorta 4. O603Ha4uTH 3TAanNbl TPAHCKPUIILMY U NPOLECCHUHIA Y IYKApPHOT

Craprosas rouwcs

C"me

Il Mpoueccunr s,I m-l “ E a
- ‘\ L)
-~

L)
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Padorta 5. O003Ha4YUTH M MOANKMCATH HA PUCYHKE 3TANbl TPAHCJASILMHA U 3TaNbl pUOOCOMHOT0O

L)
HﬂKﬂa. R s, Inouraume e | /WA [

Padora 6. 3apucoBathb crpykrypy TPHK n noanucarts ee yacru.
A JF'woney

BropuuHas c
CTRYKTYpa c g ”
TPHK 5'-KoHewy Pur = B
PG:-: § *‘
/ lnnvlp::z:;;-uummm e T yC-nerna

Pur ‘A

~
T
'J.onu AHHTENBHAR MCTI5
(BAPBHPYCT 10 pasmMmepy.
MPHCYTCTEY €1 HE BO
ncex TPHK)

Alrnmo 1084

CamocTrosiTeIbHAs BHEAYAUTOPHAsi padoTa 00y4aloIIUXCH 10 Teme:

3aoanus ona camocmosamenbHoU 6HeayOUMopHoU pabomovl CMYOeHmMO8 NO YKA3AHHOU meme:

1). O3HaKOMHTBCS C TEOPETUUYECKUM MAaTEPUAIIOM IO TEME 3aHATHS C UCTIOIb30BAHNEM KOHCIIEKTOB
JEKUUN U peKOMEHAYeMOM yueOHO! TUTepaTyphl.

2). OTBETUTH Ha BOIIPOCHI AJISI CAMOKOHTPOJISL:

1. HyxnenHoBble KUCIOTHI, UX CTPOCHUE U (DYHKIUU.

2. I'en — enuHuIAa MyTaIIUU, PEKOMOUHALIUN U PYHKIIUH.

3. SIBieHMe CTYNEeHYaToro ajuienusma.

4. JlokazaTtenbcTBa reHeTndeckoit ponu monekynsl JJHK. OnbiTel ¢ Tpanchopmanuet u TpaH-
coykuueit JTHK.

5. [TonsTHE O LIUCTpPOHE.

6 Oco0OeHHOCTH CTPOEHUS T€HOB MPO- U IYKAPHUOT.

7. Crpoenue u poiib OEJIKOB B KJIETKE.

8 [IpuHIMn KoAMpOBaHHS TeHeTHYecKOol HHpopManuu. XapaKTepUCTHKa T'€HETHYECKOTrOo
KoZa.

9. buocunTes 6enka B KieTKe.

10. Tpanckpunims 1 ee 0COOCHHOCTH Y TIPO- U SYKapHOT.

11. ATnbpTepHAaTUBHBIN CIUIANCHHT.

12. Tpancmanus. XapakTeprUCTHKAa OCHOBHBIX CTaJHil.

3). IIpoBepUTh CBOM 3HAHUS C UCIIOJIB30BAHUEM TECTOBOTO KOHTPOJIS:
Bri6epuTe npaBuibHbIE OTBETHI (OTBET)
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1. K peaknusiM MaTpUyHOTO CUHTE3a OTHOCSITCS:

a) permukarus JIHK, 6) poTrocunTes, B) akTHBaIsl aMUHOKUCIIOT, T') TPAHCKPHUITIIHS.

2. DneMeHTapHOM equHHLEeH (HYHKIIMK HACJIEACTBEHHOTO MaTepualla sBJIsIeTCS: a)MyTOH, 0)peKoH,
B)I'€H, T')OTIEPOH.

3.0cobennoctu ctpoeHust monekynsl JJHK:

a) IB€ MOJMHYKJICOTH/IHbIE LIEeTIH, Ae30KCHpr003a, azoTuctsie ocHoBaHus A, T,L[, u I’

0) IBE MOMMHYKICOTH IHBIC 1IETTH, 1e30KCHPH003a, a30TUCThIe ocHOBaHUsS A,Y 1], u I’

B) JIB€ MIOJIMHYKJICOTUIHBIC LIeTIH, pu003a, a30TrcThie ocHOBaHus A, T,I1, u I’

I') O/IHa MOJIMHYKJIEOTHIHAS LEMb, 1e30KcUupu003a, a3otuctbie ocHoBanus A, T,1, u I’

4.IToCcTTpaHCKPUIILIMOHHBIE IIPOLIECCHI Y 3YKAPUOT BKIIIOYAIOT:

a) CUHTE3 MOJIMIIENTUAHOM LIeNnoUYKH, 0) BEIpe3aHHe HUHTPOHOB, B) CHIMBAaHUE YK30HOB, ') aKTHUBALIHIO
aMHHOKHCIIOT, 1) Moaudukanuto KoHnoB MPHK.

5.IlocTTpaHCKpUNIIMOHHBIE TPOLECCHI Y TPOKAPUOT BKITFOYAIOT:

a) CHUHTE3 MOJIMIENTUIHOM IIeTI0UKH, 0) BRIpE3aHUE HHTPOHOB, B) CIIMBAHKE 9K30HOB, T') aKTUBALIHIO
aMUHOKHCIIOT, 11) Moaudukanuio koHoB MPHK; e)cBsi3piBanue ¢ pubocomamu

6.OyHKIIMOHAIbHAS €IMHUIA TPAHCKPHUIILIUU MPOKAPHOT BKIIIOYACT:

a) MpoMoTop, 0) PSHXAHCEP, B) CTPYKTYPHBIH T'€H, T)oIepaTop, ) TEPMUHATOP

7. YcTraHOBUTE MPaBUIIbHYIO IIOCIIEI0BAaTENbHOCTE: bruocunTres 6enka y aykapuort: l)rpaHcisuus,
2)TpaHCKPHUIIIIKSA, 3)IPOLIECCHUHT, 4)TOCTTPACIISAIINS.

4). Pemuts 3amaun 3 yaeOHOro ocodust «O01as reHeTHKa 1 TeHeTHKa destoBekay (coct. Koire-
naesa E.B., Ponuna H.E.), Kupos, 2016, c. 48 Nel-5 u3 BHeayaUuTOpHOI paOOTHI.

Pexomennyemas aureparypa:
OcHoBHas:
1. Muare-Beuromos C.I'. I'enernka ¢ ocHoBamu cenekiuu. CI16.:, U3marensctBo H-JI, 2015.-720.
2.boukoB H.I1. Kiimanyeckas reHeTuka: yaeOHUK it By30B.- M.: TDOTAP-Menua, 2011, 592 c.
JlononnurenbHast:
1. Konenaesa E.B., Ponnna H.E. O0mas reHeTHKa U TeHETHKa YelloBeka: yueOHoe nmocobdue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eneTnka genoBeka ¢ OCHOBaMU 0o01Iel reHeTuku: yueoHnoe nocodue. — CI16.: CnenJIur,
2010, c.192
3. MymxkambapoB H.H., Ky3zuenos C.JI. MonekynsipHas 6uosiorusi. BBeieHne B MOJEKYJISIPHYIO IIUTOJIO-
THIO ¥ TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.

Pasznen 1: O0mas reneruka
Tema 1.8. MHoroyposHeBasi Opranu3anusi FeHOMa.
Heab: N3yunth 0cCOOEHHOCTH MHOTOYPOBHEBOM OpTaHU3aIMK T€HOMA DYKapHUOT.
3agauu:
N3yunTh COBpEMEHHBIE MPECTABIECHUS O MOJIEKYJISIPHON CTPYKTYpE XPOMOCOM.
N3yunTh ki1accuukaiuio MOBTOPSIOMIUXCS MOCIEI0BATEILHOCTEN T€HOMA DYKapHOT.
Wzyuuts Bunbl nuddepeHnuansHoit okpacku xpomocoM 1o [Tapmkckoii knaccupukanuu.
PaccmoTpeTh aTansl cTaHAAPTHOTO IIUTOTEHETUYECKOTO aHaTN3a.
N3yunTh OCHOBBI T€HETUYECKOTO U IUTOJIOTMYECKOTO KAPTUPOBAHUSI.
Oﬁyqalommlca JM0JI5KEeH 3HATh:
A) 1o u3yuenus Tembl (0a3UCHBIC 3HAHUS):
1. OcHOBEI 001IIEH I'EHETUKHU,
2. CTpoeHHe HYKJIEUHOBBIX KUCIIOT U X (YHKITUH.
b) nocne usyueHus Temsl:
1. MonexkyIspHyIO CTPYKTYPY XpOMOCOM
2. CpaBHUTEIBHYIO XapaKTEPUCTUKY CTPOCHUS T€HOB Y TIPO- U DYKApHOT.
3. YpoBHU ciupain3aiuu XpOMOCOM.
4. DTanbl IUTOT€HETUYECKOTO aHaIu3a.
5. Buzbl nOBTOPSAIONINXCS 3JIEMEHTOB T€HOMA SYKAPHUOT.

agrwdE
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6. OCHOBBI T€HETUYECKOTO U LIUTOJOTUYECKOTO KapTUPOBAHUS.

O0yuyaromuics 10J12KeH yMeTh:

1. Onpenenuth ypoBHU KOMIIAKTU3ALlMU XPOMAaTHHA.

2. CocTaBUTh T€HETHYECKYIO KAPTy XPOMOCOM.

3. Ilpou3BecTy IUTOJIIOTUYECKOE KAPTHPOBAHNE TPEITIOKECHHBIX TEHOB.

Oo0yuaromuiics 10JIKeH BJIAJAeTh:
[TpuMeHsITh HABBIKH UCTIOIB30BaHUsI MHGOPMAITMOHHBIX, OHOTHOrpaQuuecKux pecypcon ¢
LEebI0 TOTYyYeHHs] HAyYHOH MH(POPMAIIUU U OCYLIECTBICHNUS KOMMYHHUKAIIUU B MEIULIMH-
CKOM cooOmiecTBe. PenieHnemM reHeTHueckux 3ajau.

CamMocrosiTeJIbHASI AyIUTOPHAS padoTa 00y4arommXxcsi Mo Teme:
1. OrBeruTh Ha BONPOCHI 10 TeMe 3aHATHSA
Oco0eHHOCTH CTPOEHUS T€HOB MPO- U AYKAPHUOT.
YpoBHM ciMpaau3aiuy XpOMOCOM.
DyXpOMaTHH U FeTEPOXPOMATHH.
Ckaddonn u ero posib B 00pazoBaHuU TpeTHUHOU cTpyKTyphl JJHK.
Knaccudukanuio moBTOpsSIOUIMXCS MOCIEA0BATEILHOCTEN reHOMa SYKapuoT.
Knaccugukaiust reHOB, KOHTPOJIUPYIOIIMX MaTPHYHBIE TPOIIECCHI.
[TanuHIpPOMHBIE MOCIIEOBATEILHOCTU U UX OHOJIOTHYECKast POib.
TpunieTHble HOBTOPHI U HACIEICTBEHHBIE 3a00JI€BAHUS, CBA3aHHbIE C UX HAPYLIECHUSIMHU.
Tannemnsie moBTopsl U caresutHas JIHK.
. PaccestHHbIE TOBTOPBI: MOOUIIbHBIE TeHETHUECKHE deMeHThl, JIHK-Tpancno3oHsl.
. Munu- u mukpocaresuutias JIHK.
. DTanbl CTaHAAPTHOTO LIUTOT€HETUYECKOI0 aHAIN3A.
. JlenBepckas u [apmxkckas knaccupukanum XpoOMOCOM.
. Buzpl muddepeHnmanbHON OKpaCKH XPOMOCOM.
15. 3nauenue U npuMEHEHNE METO/1a MOJIEKYJIsIpHOI nuTorenetuku — FISH ananu3a.
16. IloHsATHE O MONUTEHUN U TTOJIUIUIONINU, XPOMOCOMAX THIIA «JIAMIIOBBIX IIETOK.

CoNoOA~WNE

O N ol
~AWNEO

2. [IpakTHyeckasi MOAr0TOBKA.

1) BbINOJIHUTH MPAKTHYECKUE 3aJAHMS.
Pabora 1. 3anonHuTh B TeTpaau tabnuiy: «Pa3mep reHoMa u 4MCIO F€HOB Y HEKOTOPBIX NMPOKApUOT U
9YKapHOT»

Opranusm Pasmep renoma Yucno reHos
(merabassr)

Escherichia coli 4,64 4397
Bacillus subtilis 4,21 4212
Rickettsia prowazekii 1,11 834
Mycoplasma pneumonie 0,82 710

S. cerevisiae (aposxKu) 12 6548
P. falciparum (ManspuiiHbIi MI1A3MO T ) 30 6500
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97 Bonee 20000
C. elegans (memaToma)
D. melanogaster (r1omoBas MyIiKa) 170 ~ 16000
Z. mays (KyKypy3a) 2500 ~ 20000
H. sapiens (uemnoBex) 3300 ~ 35000
Pabora 2. 3anoaHUTH B TETpaid TEPMUHOJIOTMUECKUN CI0BApPh

No Tepmun No | Tepmun

1 I'enom 8 | IlanmuHapoMHBIC IOCIIEAOBATEIPHOCTH

2 ["'enoTun 9 | Tpancrno3oHsl

3 HNHuTpOoH 10 | MukpocaTeJuTuThI

4 DK30H 11 | MuHucaTemuThl

5 Merab6aza 12 | Ckaddong

6 TanieMHbIe TOBTOPBI 13 | INonurenus

7 MoOUJIbHBIE T€HETHUECKUE dIIE- 14 | IHomummonaus

MEHTBI

PaGora 3. Pacnipenesnenne XpoMoCcOM KapMOTHIIA YeJIOBEKA 10 IPYNIIaM B COOTBETCTBUM ¢ JleH-
BEPCKOil KjIaccupukanuei.
3anoJHUTh TaOIHILY.

Yuciao
nap

I'pynna Homep Mopdoaornyecknii TUII XPOMOCOM

A

B

Padora 4. Metoabl aHAIM3a KADHOTHIIA.
1). Murepda3ublii MeTO TUATHOCTUKHA XPOMOCOMHBIX 3200/1eBaHUil, CBA3AHHBIX C U3MEHe-
HHEM KOJHYeCTBA M0JOBBIX XPOMOCOM.

3amnoJHUTH TAOJIHITY.

I'enorun siuexkjerku | I'enorun cnepmaro3o- | I'enorun 3m- Ha3zBanue Yucao
0 MOJIOBBIM XpOMO- HUaa 1nmo nmoJoBbIM XpO- roThsl 11O IMO- CHH}IpOMa FJILIﬁOK
coMaMm MOCOMAaM JIOBBIM XPO- M0JIOBOIO
MOCOMaM XpOMAaTHHA
XX X
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2). CtanaapTHOe HUTOTeHeTHYEeCKOoe nccieqoBanue (Meradga3Hblii aHAIN3).
Ha cxeMe ykazaTb OCHOBHBIE ATalbl KyJIbTUBUPOBaHUS JIUM(OIUTOB nepudepruueckoil KpoBu

IIpY CTaHAAPTHOM KapUOTUIIMPOBAHUM.
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3). MoJsieky./isipHO-IMTOreHeTHYeCcKOe uccienoanune. FISH-meron.
Ha cxeme yka3aTh OCHOBHBIC 3Tambl peakuuu QiroopecteHTHol In Situ rudpummzanuu (FISH).

Perootep: DACOCeCUENT:
|5 e o \"4

- KOmMOr 8T GROOCOTDOMS C MCrasymos,
OB & PANODTIE <o 1Py

Pagora S. [lepenucath B TeTpaab Tadauny «I'eTepoxpoMaTHHOBBIE PallOHBI XPOMOCOM YeJI0BEKA)



128

reTepOxPDMI:ITMHOBbIe pI:II:IOHbI MpOoOMOCOM YenoBe Ka

FTEHOM YENOBEEA

SEPOMATHH

KOHCTUTYTHMEHBLIRA
FETEPOX POMATIH

AKTHMBHHH FyXpOMATHH

F- nonookMTe NEHEE Momockl —

Gr noNoUTENBH bie NONoCH —
AKTMEBHBIA SyXPoMaTHH Heak-

T-nonoxnTENb-
HEIS MORochl

T-oTpHuATENb-
HBEE NONoChl

THEHBIA syxpomMaTiH [barynb-
TATMBHEA METEPOXpOMATHH)

C-nonoucHTensHBE MOoN0cE

TaHg=MHBE BEICCKONOETORAK-
WM=CA NoCAE00EATENbHOCTH

LINE1 catenniTioi JHE
Alur+* Ay ** Alu+ Al
o Y - LTR-oforawsHHpe nocregosatensHocT JHEK
PaHHusa pennvkaums MosoHAn pennucauma
YpoeeHE MEROTHYSCKOR pekorMBHHaLM K
Bricokmi CpegHmil Huzkmid
MNeHoHACKIWEH HOCTE
Boicokan Cpennana Huakaa

* Alu+ — MocnenoBaATENLEHOCTH, Cofepxamme Alu-IIoBTOPLT;
** Alu- — MoCNenoBATENLHOCTH, HE COOepHammMe Alu-IoBTopL;
**E NAHHBIS O COpep¥arMi LTR B C-IMoNoM U TENLHE [MION0CAX 40CTATOYHO IMPOTUEODE-

THELL

Puc. &. YHUPHUIUMPpOoEAaHHAA CXeMa OPradHMIaliM FeHOMa YelnoBeHa

Padora 6. CoctaButh Tabauny «Meroabl 1ud¢epeHunanbHOro OKpAIIMBAHUA XPOMOCOM».

Hassanue metona

[Ipumensiembie
KpacUTenu

VYcnoBus okpa-
LITMBAHUS

OxparmmBaronecs
COMHBIE YYACTKHU

XpOoMo-

G - okpamuBaHue

Q - okpammBanue

R - okpamuBanue

C - okpammBaHue

Pabora 7. Ilonnucars Ha3BaHWe YPOBHEH CIMPAJIM3ALMU XPOMOCOM M € IOMOIIBI0O KAKUX 0eJ1-

KOB OHU 00pa30BaHbI.
RORRRY

Pabora 8. HanumuTe HUTOJOrHYeCKYI0 KapTy CJIeAYIOIIUX TeHOB: KaTapaKThl, ajlb(a-amMu-
JIa3bl CJIIOHBI, JJVIMITOLUTO3A.

I'pynna kposu Cuvansa

Ipynna kposu lomGpok (Do)

Dnmnrouutos 1
o-AMNIIA3a CIIOHBI

Karapaxra

IMenrtupasa C
% 5 S PHK renbl

a-Pykosunaza

| }/ Dochonupysar-ruaparaza
DocornokoHar aerniporenasa
Spurpounrapan rpynna Kposu pesyc (Rh)

A[U.‘NH;'I(I'IKI(HELHI JIOKYC 2
Docdormokomyrasa sokyc 1
Ypumunmornodocdarkunasa

a-AMMIa3a naHKpeaTHyeckas
anupuaus, Tvn 11 Baatumop
AYPHKY0-0CTEOANCIIA3HSA
Ipynna kposu dadpdu (Fy)
i— Tmoko30-1-¢pocar-ypuamnuntparcepasa

/ Dymaparruaparasa, 10Kycol 11 2
I'yanunarknnasa, 20Kycbl 1m 2
Caiir 1 ans anenosupyca 12

CamocTtosiTe1bHAs BHEAYAUTOPHasi padoTa 00y4aloluXcs 110 Teme:

3aoanus ons camocmosamenbHoU 8HeayOUMopHOU pabomvl CMYOeHmMO8 NO YKA3AHHOU meme:

1). O3HaKOMUTBCSI C TEOPETUYECKUM MATEPUAIIOM I10 TEME 3aHATHS C UCIIOIb30BaHUEM KOHCIIEKTOB
JEKUUN U peKOMEHAYeMOM yueOHO! TUTepaTyphl.

2). OTBETUTH HAa BOMPOCHI JJIs1 CAMOKOHTPOJIS:

1. Oco0OeHHOCTH CTPOEHHS T€HOB MPO- U IYKAPHOT.
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YpoBHU cniupav3anuu XpOMOCOM.

Ckaddong u ero pois B oOpazoBaHuu TpeTudHOUW cTpyKTyphl JTHK.

Knaccuukanuio moBTOPSIOMIMXCS MOCIEI0BATEILHOCTEH FeHOMa SyKapHoT.
[TanuHIpOMHBIE OCIETOBATENILHOCTH U UX OMOJIOTUYEcKas POJib.

TpunuieTHble TOBTOPHI M HACIIEACTBEHHBIE 3a00JIEBaHMS, CBA3aHHBIC C UX HAPYIICHUSIMH.
Tannemusbie moBTOpbI U caresuTHas JTHK.

PaccestHHBIE TOBTOPBI: MOOUIIbHBIE FeHeTHUECKHE dNieMeHThl, JJHK-Tpancno3oHsI.
Munu- u mukpocareuiutaas JJHK.

H©O©ooNoO O, WD

0. Dransl CTaHAAPTHOTO LIUTOTEHETUYECKOT0 aHAIIM3A.
11. HenBepckas u [lapmkckast KitaccuuKammu XpoMOCOM.
12. Buapl nuddepeHnnanbHOl OKpacKu XpOMOCOM.
13. 3HaueHue U IPUMEHEHUE METO0/1a MOJIEKYJIsipHOM nurtorenetuku — FISH ananusa.
14. [ToHsiTHE O MOJUTEHUU U TOJIUILIONINH.

Pexomennyemas aureparypa:
OcHoBHas:
1. Muare-Beuromos C.I'. I'eneruka ¢ ocHoBamu cenekiuu. CI16.:, U3parensctBo H-JI, 2015.-720.
2.boukoB H.I1. Kiiman4eckas reHeTuka: yaeOHuK it By30B.- M.: ITDOTAP-Menua, 2011, 592 c.
JlononnurenbHast:
1. Konenaesa E.B., Ponuna H.E. O01as reHeTnka u reHeTHKa yesioBeka: yueoHoe nocoodue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eneTnka genoBeka ¢ 0CHOBaMU 001Iel reHeTuku: yueoHnoe nocoodue. — CI16.: CnenJIur,
2010, c.192
3. MymxkambapoB H.H., Ky3zuenos C.JI. MonekynsipHas Ouosiorusi. BBenenue B MOJICKYJISIPHYIO IATOJIO-
THIO ¥ TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.

Pasznea 1: O0mas reneTuka
Tema 1.9. UTorosoe 3ansatue «Kiaccuueckass MeHaeeBCKasi reHeTHKA. MoJjieKyJIsipHble OCHOBBI
HACJIeACTBEHHOCTID)
Heasn: [IpoBepuUTh TEOPETUUYECKYIO MTOATOTOBKY CTYJICHTOB IO MOJIEKYJIAPHBIM OCHOBAaM HAaCJIEICTBEHHO-
CTU U YMEHHE UCIIOJIb30BaTh TEOPETUYECKUE JAHHBIE ISl PELICHUS KOHKPETHBIX CUTYallMOHHBIX 3a/1a4.
3agauu:
1.O11eHUTh ypOBEHb TEOPETHUYECKUX M MPAKTUUYECKUX 3HAHUI CTYJEHTOB IO MOJIEKYJISPHBIM OCHOBaM
HACJIEJICTBEHHOCTH U KJIACCUYECKOW MEHJIEJIEBCKON T€HETHKE.
Oo0yuaromuiicsi 10J17KeH 3HATh:
1.  T'ubpunonornueckuit Meron I' Menaens. Tpu 3akona Mennens. ['unoresa uncToTsl ramer.
YcnoBust BeINOJIHEHNS 3aK0HOB ['. Mennens
2.  Iuromormyeckue ocHOBBI 3akOHOB I'. Mennens. Kiterounsrii nukir. Murto3. Meiio3.
3. XpomocoMHas Teopus HacnenctBeHHocTd T.I. Moprana. Tumsl cleruieHHs MPU3HAKOB.
ITonHOE 1 HEMOJIHOE CIIEIUICHHUE.
4.  OmpeneneHue MOJNOKEHUS TeHa B Xpomocome. ['enetnueckue kapThl. OMUHAPHBIN U MHO-
YKECTBEHHBIN NIEpeKpecThl XpoMocoM. MHTepdepeHnus.
5. HepasHnblil kpoccuHroBep. MUTOTUYECKHI KPOCCHHTOBED.
6. MexaHH3M KPOCCUHTOBEpA.
7. Tunsl HacIeIOBaHUS MPU3HAKOB: ayTOCOMHBIE U CLICTITICHHBIE C TTOJIOM.
8.  MounekysipHas opraHu3aIys XpoMOCOM. YPOBHHU YIIAaKOBKHA XPOMAaTHHA, CTPOCHHE HYKJIe-
0COM. DYXPOMATHH U F€TEPOXPOMATHH.
9.  CrpykTypa MOJTHTEHHBIX XPOMOCOM H XPOMOCOM THIIA «JIAMITOBBIX IIETOK).
10. T'enom GakTepuii u dykapuoT. Mo3zandHoe CTpoeHHE TeHOB dYKapuoT. IHTPOHBI U SK30HHI.
CemMelicTBa TEHOB.
11. BzaumopeiicTBHE aJlJICNbHBIX TEHOB: MOJHOE JOMUHUPOBAHUE, HEMOIHOE JOMUHUPOBAHUE,
KOJIOMHMHUPOBAHUE, CBEPXIOMUHUPOBAHNE, YCTOWYNBASA U HEYCTOMYMBASI JOMUHAHTHOCTh, MHO-
JKECTBEHHBIN aJIJIETU3M.
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12. HeannenpHble B3aUMOJCHCTBUSA: KOINIEMEHTAPHOCTD, SMUCTA3, OJIUMEPUSL.
13. HykJsienHOBBIE KHCIIOTHI, UX CTPOEHUE U (QYHKIIUH.

14. Tenom. Knaccudukanus HyKJICOTHIHBIX MOCIEI0BATEIFHOCTEH reHOMA.
15. TanneMHble U AUCTIEPITUPOBAHHBIC TTOBTOPHI T€HOMA.

16. Crtpoenue u poib OETKOB B KIIETKE.

17. IlpuHuun KOAMPOBAaHMSI TEHETUYECKOW HH(popManuu. XapaKTepUCTUKA T'€HETUYECKOTrO
KoJa.

18. buocunres Oenka B KIETKE.

19. Tpauckpumnuus u e 0COOCHHOCTH y MPO- K 3YKAPHOT.

20. Tpancnsanus. XapakTepUCTHKA OCHOBHBIX CTaIHA.

21. TlomykoHcepBaTUBHBIN MexaHU3M perutukanun JJHK

22. CospemenHsble npezcTaBiaenus o peruukanu JJHK.

OO0yyarmmiicst 10J15KeH YMeTh:
1.Pemate 3amaun Ha 3akOHBI MeHIeNs, Ha aJUIeJIbHOE U HEeAIeIbHOE B3aUMOJICHCTBUE U C UCIOJIb30Ba-
HUEM F'€HETHYECKOTO KOJIa.
Oo0yuaromuiicsi 10J17keH BJIa/1eTh:

[TprMeHsTh HABBIKU HUCIIOJIb30BaHUS MHGOPMAIIMOHHBIX, OUOIHOrpaduyecKux pecypcoB C IEbI0

MOJTyYeHUsI HAYy9HOW MHPOPMALIMU U OCYHIECTBICHUS KOMMYHHKAIUK B MEIULIMHCKOM cooOmiecTtse. Pe-
LICHUEM T'€HETUYECKUX 3a1a4.

N

NG

10.

11.

12.
13.
14.
15.
16.
17.
18.
19.
20.
21.

CamocrosiTe/IbHAs1 ayIMTOPHAs padoTa o0y4yarwuuxcs 1o remMe:
1. CoGecenoBanue no Bonmpocam:
I'mbpunonorunueckuit meron I' Menaens. Tpu 3akona Menens. [ umoTe3a 4ucToThl rameT. Y ¢ilo-
B BBITIOJTHEHMSI 3aKOHOB ['. MeHerns
Luronorudeckrie ocHOBEI 3akoHOB 1. Mennens. Kietounsiii nukii. Muto3. Meiios.
XpomocoMHast Teopust HacneacTseHHOCT! T.I°. Moprana. Tumns! cueruienus npusHakos. 1lonHoe u He-
MIOJIHOE CLETIJICHUE.
Onpenenenue moyiokeHus reHa B xpomocome. ['enernueckue kaptol. OAMHAPHBIA U1 MHOKECTBEH-
HBIH nepekpecTsl XpomocoM. MuTepdepentus.
HepasHsb1ii kxpoccunrosep. MUTOTHYECKUI KPOCCUHIOBED.
MexaHu3M KpOCCUHTOBEpa.
Tunel HacIeOBaHUS TPU3HAKOB: AyTOCOMHBIE U CLIETUIEHHBIE C I1OJIOM.
MonekyisipHasi opraHus3alys XpoOMOCOM. YPOBHU YIAKOBKM XPOMAaTHHA, CTPOCHHUE HYKJIEOCOM.
DyXpOMAaTHH U T€TEPOXPOMATHH.
CTpyKTypa NOTUTEHHBIX XPOMOCOM U XPOMOCOM THIA «JIaMIOBBIX HIETOK.
I'enom Oaktepuii u sykapuot. Mo3anuHoe cTpoeHue reHoB 3yKapuoT. UHTpoHBI U 3k30HbI. Cemeii-
CTBA I'€HOB.
B3anMozeincTBre aJuienbHbIX TEHOB: MTOJIHOE JOMUHUPOBAHUE, HEMIOJHOE JOMUHUPOBAHUE, KOJO-
MHHUPOBAHUE, CBEPXJOMUHHUPOBAHUE, YCTOMYMBAs W HEYCTOWYMBAS JIOMHUHAHTHOCTb, MHOXE-
CTBEHHBIN AJUIEITU3M.
HeaynenpHble B3aMMOIENCTBHSA: KOIUIEMEHTAPHOCTD, SIIUCTA3, TOJTUMEPHS.
HyxnenHnoBbie KUCTOTHI, UX CTPOCHUE U (PYHKITUH.
I'enom. Knaccuduxarys HykIeoTHIHBIX TOCIEI0BATEIbHOCTEH reHOMa.
TaHaeMHbIE U TUCTIEPTUPOBAHHBIE TOBTOPBI TEHOMA.
CtpoeHue u poJib OENKOB B KIIETKE.
[TpuHIMI KOaUpPOBaHUS TeHeTHYecKor nHpopMaluu. XapakTepucTHKa FeHETHUECKOT 0 Ko/1a.
buocunTes 6enka B KIeTKe.
Tpanckpunuus 1 ee 0COOEHHOCTH Y IIPO- U SYKapHOT.
Tpanciauus. XapakTepUCTUKa OCHOBHBIX CTaJUi.
[TonykoHcepBaTuBHBIN MexaHu3M perukanuu [JHK
2. TecTupoBaHmue.
[IpumepHBbI€ TECTHI:
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1.AnnenpHbIC TeHBI: |)pacmonaraoTcs B TOMOJIOTHYHBIX JIOKYCaX TOMOJIOTUYHBIX XpOMOCOM™, 2)pacro-
JlararoTcs B pa3HbIX JIOKycaxX OJHOM XpOMOCOMBI, 3)0TBEYAIOT 3a pa3Hble MPU3HAKH, 4)0TBEYAIOT 32 pa3-
HbIC BApUAHTHI OJTHOTO NMPU3HAKa™

2. Tpurerepo3uroTHslii opranu3m umeet cienyromuii reorun: 1)AABBCC, 2)AaBsCc*; 3)aaBscc
4)AaBs, 5)AABBCc.

3.ITpu aHaMU3UPYIOIIEM CKPEIIMBAHUU C OCOOBIO, UMEIOIIEH reHOTUI Aa, Ha0IItoJaeTCsl CIIeAyIoIIee pac-
mierierue no perorumy: 1)1 : 2 : 1; 2)1 : 1*; 3)pacmierieHre OTCyTCTBYET.

4. YcnoBust MEH/IEIMPOBAHUS IPU3HAKOB: 1)reHsl, OTBEUAIOIIME 3a pa3Hble IPU3HAKH, JIOKAIU30BaHbI B
OJIHOM XpOMOCOME, 2) IeHbl, OTBEUYAIOLIUE 32 pa3HbIE IPU3HAKH, JJOKAIN30BaHbI B Pa3HbIX XpoMOcoMax ™,
3)ouH reH OTBevaeT 3a pa3BUTHE OJHOIO MpU3HaKa™® , 4)0J1H I'eH OTBEYAET 3a Pa3BUTHE HECKOJIBKUX
IIPU3HAKOB.

5.BeposITHOCTB pOKIEHUSI TOMO3UTOTHOTO IO PEIECCHBHOMY MPU3HAKY peOeHKA y TeTepO3UTOTHBIX PO-
nutenei cocraisiet: 1)50%, 2)12,5%, 3)25%* , 4)75%.

3. [IpakTHYecKasi MOATOTOBKA.
IIpuMepbl reHeTUYECKHUX 32124 /IJISl UTOTOBOT0 3aHATHS.

1. 'enotumn ocoou AaBBCc. I'ensl A, B u ¢ — ciiemieHbl. Pacnonokure reHbl B XpoMocoMax, Haru-
IIUTE TaAMETHI.

. Mano ckpemmbanue: YBBCcDD x d'BBCcDd. I'enbl Menpenupyror. Hanuimure raMeTsl, paciieruie-
Hue 1o peHotuiry. CKOJIBKO pa3HbIX TCHOTHIIOB U ()EHOTUITOB OOPa3yeTcsi OT JaHHOTO CKpEIIHBa-
HUS?

3. MyX4HHa, TETEPO3UTOTHBIN 110 TeHY OJU30PYKOCTH, BCTYIAET B OpaK ¢ KEHIIMHON C HOPMATbHBIM

3penueM. KakoBa BeposSTHOCTb MOSIBICHUS OJIM30PYKUX AETEr?

4. Hanumurte reHOTUITBI POJUTENEH, €ClId B TOTOMCTBE aHATM3UPYIOIIETO CKPEIUBaHus 00pa3oBa-
muck ocodbu ¢ penorunamu KP, Kp, kP u kp B paBHBIX COOTHOLICHHSIX.

. KenmuHa (eHOTUITUYESCKU 37]0pOBasi yHACIIeI0BaIa TeH TeMO(UINH U T'eH TaThTOHU3MA OT OTIIA.
Hanummre, kakue raMeTsl M B KAKOM COOTHOIIEHUH MOTYT 00pa30BaThCs, €CIIU PACCTOSIHHE
Mexay reHamu 9,8 cM.

6. Y >KeHIIMHBI IPU UCCIICIOBAHUH MTOJIOBOTO XPOMATHHA B SMUTENHATBHBIX KIETKaX CIU3UCTON
eKku He oOHapyxeHo Tenelr bappa. Kakoit BeiBoa u3 aToro cineayer? Hanummre KapuoTUIT STOU
YKEHIIUHBI.

7. CKOJIBKO YeJIOBEK, OOJIbHBIX HACIEICTBEHHBIM 3a00I€BaHNEM, BBI3BIBAEMBIM JJOMHUHAHTHBIM T€HOM

N

(62}

A, nmeercs B rpynne u3 165 myxxunt 1 240 jXeHITMH — HOCUTEJIEH aHOMAJIbHOTO aJljIelisl, €CIIU €ro
NEHETPAaHTHOCTh B My>XCKOM opranusme 20%, a B xeHckoMm — 40%.
8. OmpenenuTh TUI HACIEIOBAHUS U IPUBECTH MPUMEPHI 3a00I€BAHUI.

| Fr©® [ ]+O
Sk de
T e

CamocTosiTe/IbHAsI BHEAYUTOPHAsI pad0oTa 00y4YarouIuXcs 1o Teme:
3adanus ona camocmosamenvHol 6HeayOUMOpPHOL pabomvl CMyO0eHmMo8 No YKA3AHHOU meme:

67



1). O3HaKOMUTHCS C TEOPETUUECKUM MAaTEPUATIOM 110 TEME 3aHATUS C UCIIOIb30BaHUEM KOHCIIEKTOB
JIEKIINN ¥ pEKOMEHIYyeMOU yu4eOHOM TUTEepaTyphl.

2). OTBETUTH HAa BOIIPOCHI AJI1 CAMOKOHTPOJIS:

1. Tubpunonormyeckuii meton I” Mennens. Tpu 3akoHa Menpaens. ['mmore3a 4UCTOTHI ramer.
VYcnoBus BeIONHEHUS 3aKOHOB ['. Menaens

2. Iluromoruveckue OCHOBBI 3akKOHOB I'. Menaens. Kinerounsrit mukin. Muto3. Metios.

3. XpomocomHas Teopusi HacieacTBeHHocTH T.I°. Moprana. Tunsl cueruienus npusnakos. [TomHoe
Y HEIOJIHOE CLEIUJICHUE.

4. OmpezeneHue MoJIOKEHUS TeHa B xpoMocoMme. ['enernueckue kapthl. OAMHAPHBIA U MHOXKE-
CTBEHHBII NepeKpecTsl XpoMocoM. MHTepdepenius.

5. HepaBHblif KpocCHHTOBEP. MUTOTHYECKUI KPOCCHHTOBED.

6. MexaHu3M KPOCCHHTOBEpA.

7. Tunsl Hacae1OBaHUS MPU3HAKOB: AyTOCOMHBIE U CLICTIJICHHBIE C ITOJIOM.

8. MorekymsipHas OpraHu3amnys XpOMOCOM. Y POBHHU YIIAKOBKM XPOMaTHHA, CTPOSHHE HYKJICOCOM.
DyXpOMaTHH U FeTepOXPOMATHH.

9. CrpyKkTypa MOJUTEHHBIX XPOMOCOM U XPOMOCOM THIIA «JIAMITOBBIX HIETOK.

10.T'enom GakTepuit 1 SyKapuoT. Mo3an4HOE CTPOCHHE TEHOB 3YKapuoT. THTpoHbI 1 3k30HBI. Ce-
MEHCTBA I'€HOB.

11.B3aumo/eiicTBUE aJJIENbHBIX T€HOB: MOJIHOE JOMUHUPOBAHKE, HEMOIHOE TOMUHUPOBAHUE, KO-
JOMUHUPOBAHHUE, CBEPXJOMUHUPOBAHHUE, YCTOMUMBAS U HEYCTONYHMBAsK JOMUHAHTHOCTH, MHO>KECTBEHHBIN
aJUIETIU3M.

12.HeamienbHble B3aMMOCHCTBHS: KOTUIEMEHTAPHOCTb, SIIHCTA3, TIOJTHMMEPHSL.

13.HykienHoBbIe KHCIOTHI, KX CTPOCHHE U (HYHKIUH.

14.T'enom. Kimaccuduxarysi HyKJICOTHIHBIX OCIIEIOBATEIHHOCTEH TE€HOMA.

15. TanneMHbIe U TUCTIEPTUPOBAHHBIE TOBTOPHI TEHOMA.

16.Ctpoenue u poib OEJIKOB B KIIETKE.

17.TlpuHUMI KOOUPOBaHUS TeHeTH4YecKor nHpopMaluu. XapakTepucTUKa FTeHETHUECKOT0 Ko/a.

18.buocuHTe3 Oenka B KIETKe.

19. Tpanckpurius u ee 0COOEHHOCTH y MPO- U 3YKAPHOT.

20. Tpancnsanusi. XapaKTepUCTUKAa OCHOBHBIX CTaIUH.

21.TTonykoHcepBaTUBHBIN MexaHu3M perrkanun JJHK

3). [IpoBeputh cBOM 3HAHUS C UCTIOJIH30BAHUEM TECTOBOTO KOHTPOJIS:
1.1.Meii03 —3T0 cnocod aejieHusi IyKapHOTHYECKOH KJIETKH,KOTOPbIH MOKHO OITHCATH KaK:

1 THII JIEJIEHUS, B X0J1€ KOTOPOTO YUCIIO XPOMOCOM PEAYLUPYETCS
2 MHOT'OCTaJIMUHBINA MPOLIECC

3 PEBOITIOIIMOHHBINA TUTT JICTICHHSI

4 KOHCEpPBATUBHBIN THUII JI€JICHUS

1.2./1s1s1 TOrO, 4TOOBI B MOTOMCTBE NPOSIBIJIOCH paclienJieHue NPU3HAKOB, MOYHHSAKOIIUXCS
3akoHaM MeH/1eJis1, He00X0AMMBbI YCJIOBHS:

1 reTepo3nuroTa JoHKHA 00pa30BbIBaTh 2 THIIA TaMeT ¢ PAaBHOM BEPOSTHOCTHIO

2 BCTpeua JIFOObIX raMeT MPH OIJIOJOTBOPEHUH JOJIKHA ObITh paBHOBEPOSITHA

3 paBHas KHU3HECTIOCOOHOCTb 3UTOT C pa3HbIMU I'€HOTUIIAMHU

4 paBHas )KM3HECTIOCOHOCTh 3UT0T C Pa3HBIMU T€HOTUIIAMH BHE 3aBUCIMOCTH OT BHELTHHUX
YCIIOBUM

1.3.CoxpaHeHnune reHernyeckoil MHGpOpManuM B psiie KJIETOYHBIX IIOKOJCHNH NIPOMCXOINT B

pe3yJbTare:

1 CIUIaliCUHTa

2 peruIMKauu

3 TPAHCKPUIILIUN
4 TpaHCIALUN

5 IIPOLIECCUHTA
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1.4.Y910 He siBJIsIETCS MPOAYKTOM PeIJIMKAIMHU, TPAHCKPUIIIUM U TPAHCIAALMH
Oenmox

PHK

JTHK

MoJIncaxapus

JKUPBI

g~ wN -

1.5.1Ipu3HakaMu ayTOCOMHO-IOMMHAHTHOI0 HACJIE0BAHMS SIBJISIIOTCS .

1 BEPTUKAIbHBIN pa3Mep nepenaun 0oae3Hel B pOA0CIOBHON

2 MIPOSIBJICHUE ITATOJIOTHYECKOTO COCTOSIHUS, HE3aBHCUMOE OT T0JIa

3 BEPOSTHOCTH POXKACHUS 00JIbHOTO pedeHKa B Opake O0IBHOTO U 3/10poBOro cynpyros 50 %
4 BEPOSITHOCTh POXKACHUS O0JILHOTO peOeHKa B Opake OOJIBLHOTO U 3/I0pOBOTO cynpyros 25%

2.1.CootHecure tansl periukannu JJHK u ¢pepMeHTBI, yuacTBYOIIME B MIpoIecce perinKa-
11707

Pa3pesanue BoIOpOAHBIX CBSI3EM MoJie-
11 kynbr JTHK [1] Xemukaza
2 (2) Cunres nouepHeii Hutu npu pervmakauu — [2] JIHK-momumepasa
3 (3) 3arpaBka peruiMkaiuu [3] PHK-npaiimaza
4 (4) CummBanue pparmentamu Okazaku [4] Jlurasa

[5] Tenomepasa
[6] PHK-nonumepasa

2.2.CooTHecHTE:
CreneHb BBIPRXKCHHOCTH TPU3HAKA B (e-

1 (1) skcnpeccuBHOCTD [1]
HOTHIIE

2 (2) nneitorponuu [2] MuoxecTBeHHOE ICHCTBHE TeHa

3 (3) memerpanTHOCTH [3] YacToTa BCTpeyaeMOCTH MpHU3HaKa B (heHO-
THIIE

2.3.CooTHecure:

1 (1) tpaucnsius [1] cuntes PHK na JJHK

2 (2) permnkanus [2] cuntes AHK na JHK

3 (3) TpaHCKpHIIHS [3] cunTes monumenTHaa

[4] co3peBanne MPHK y sykapuor
[5] cuntes IHK na PHK
4) Pewuumsb cenemuyeckue 3a0adu:

1.Ecnu B ceMbe poANTCS BOE JIETeH, TO KaKoBa BEPOSATHOCTH TOTO, YTO OJIMH U3 HUX OyzAeT uMeTs I rpynmy
KPOBH pe3yc-OTpuLAaTeNbHYt0, a Apyroi III rpynmy KpoBu pe3yc-nojaoXuTenbHy 0. M3BECTHO, 4TO OTen
umen III rpynmy kpoBu, pe3yc-oTpuLaTenbHy0, a MaTh — Il rpynmy KpoBu pe3yc- MOJI0KUTEIbHYIO, IPHU-
yeM e€ oTell ObUT pe3yc-OTPUIIaTEIbHBIM.
2.KarapakTa 1 MOJUAAKTUINS Y YeJIOBeKa 00YCIIOBIEHbI IOMMHAHTHBIMU ayTOCOMHBIMU TE€CHO CLIEIUIEH-
HBIMH (T.€. HE 0OHAPYKUBAIOIIMMHU KPOCCUHIoBepa) reHaMu. OIHaKO CLEIIEHHBIMU MOTYT OBITh HE 004-
3aTEJIbHO TE€Hbl YKA3aHHBIX aHOMAaJMil, HO ¥ I'€H KaTapakTbl C T€EHOM HOPMAaJIBbHOIO CTPOEHHUS KHUCTU U
HaoOopoT. JKeHMHa yHacieaoBaja KaTapakTy OT CBOEH MaTepu, a MONUJAKTUINI0 — OT oTua. E€ Myx
HOpMaJIeH B OTHOLIEHWH 000UX MPHU3HAKOB. Yero ckopee MOKHO 0XKUJATh y JIeTeH: 0JJHOBPEMEHHOT'O I0-
SIBJIGHUSI KaTapaKkThl U MOJIMJAKTUINH, OTCYTCTBUS O0OMX ATHX MPHU3HAKOB WJIHM HaJIUYHE€ TOJIBKO OJHOM
aHOMaJIMM-KaTapaKThl MU MOJIUIAKTHINN?
3.V KapakyJIbCKUX OBEIl IOMHHAHTHBII TeH A BBI3BIBACT Pa3BUTHE CEPOIl OKpacKH miepcT. B romo3uror-
HOM COCTOSIHUH 3TOT T'€H NMPUBOJUT K HEJOPA3BUTHIO JKEITy/IKa U THOEIH ATHAT. PerieccuBHast aienb reHa
oOycnaBiIMBaeT pa3BUTHE YEPHOI okpacku mepcTu. Kakoe paciienyieHue o reHoTUIy MOXHO OKUAATh OT
CKPEILMBAHUA JBYX CepbIX oBel? JlaliTe XapaKTEpUCTUKY IeHa.
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Pexomenayemas aureparypa:
OcHoBHast:
1. Muare-Beuromos C.I'. I'enetuka ¢ ocHoBamu cenekiuu. CI16.:, U3parensctBo H-JI, 2015.-720.
2.boukoB H.I1. Knunnyeckas reneTuka: yaeOHUK Aiist By30B.- M.: ITDOTAP-Menua, 2011, 592 c.
JlononuurenbHast:
1. Konenaesa E.B., Ponuna H.E. O0mas reneTika u reHeTUKa 4enoBeka: yuebnoe nocobue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eneTrka yenoBeka ¢ o0CHOBaMH 00111e# reHeTuku: yueoHnoe nmocoodue. — CII6.: CnenJlur,
2010, c.192
3. MymxkambapoB H.H., Kyzuenos C.JI. MonekynsipHas 6uosiorusi. BBeneHne B MOJICKYJISIPHYIO IIUTOJIO-
THIO U TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.

Pazgen 1: O6mias reHeTnka
Tema 1.10. Mymika - MogeJIbHbIN 00bEKT reHeTHYeCKUX UCCIIeI0BAHM I

Heab: ChopmupoBaTh 3HAHUS 0 IPEUMYILECTBAX IPO30(PUIBI KaK 00bEKTa TEHETUISCKUX HCCIIe-
JIOBaHUH, ee MOP(OJIOTHUESCKIMHU U OHOJIOTMYECKUMU OCOOCHHOCTSMH U IIpaBUiIaMH paboThl ¢ Hel. [Ipu-
0o0OpeTeHrEe HAaBBIKOB I10 IIOCTAHOBKE ONBITOB C MCIIOJIb30BAHUEM MYIIIKH, H3y4eHUE XapaKTepa Hacle0Ba-
HUS Pa3HBIX MPU3HAKOB TP MTOJIOBOM Pa3MHOKCHHUH, ICHCTBUE HA MPAKTHKE 3aKOHOB I'. Menpaens.

3agaun:

1. W3yuuTh cUCTEMATUKY, PACIPOCTPAHEHHE, SKOJIOTHIO U MOP(OJIOTHIO MYIIKH.

2. N3yuuth UCTOPHUIO N3YUEHUSI MYILIKH KaK 00BEKTa T€HETUYECKUX UCCIIEJOBAaHUM.

3. N3yunTh nperMyInecTBa U3y4eHusI MYIIKH B Ta0OPaTOPHBIX YCIOBUSIX.

4, [TocTaHOBKa OMBITA 10 JUTUOPUTHOMY CKPEIIUBAHHUIO C MUCIOJIL30BAHUEM MYIIEK JIPO30-

S. Ananus rubpuioB 1 u 2 nokoseHui.

OOyuaromuiicst 10JI2KeH 3HATD:

A) 10 U3yueHUs TEMBIL:

1. 3akoHbl MeH/iens Ipy Iu- U HOJUTHOPUIHOM CKPELMBaHHH.
2. OcoOeHHOCTH OMOJIOTHH MYIIKH IPO30(HITBL.

b) nocne u3yuenus temsi:

1. OcHOBBI THOPHI0JIOTMYECKOTO aHATIN3A.

2. BapuaHThI paciieruieHus Ipu AMrMOpyUIHOM CKpPEIIMBAHUH.

3. IIpuuunbl HapyeHus MeHeIeBCKOro pacilereHHusl.
OOyyaromuiics 10JI5KeH YMeThb:

1. OTnu4ath MOJ MYIIEK JIJIs 3aKIa/IKU OTIBITA.

2. [Tpou3BoauTE MOACYET MYIIEK MO (pOpMe KPBUIbEB U OKpacke OpIoIIKa.

3. OOBACHATH PE3YNHTATHI

4, Hcnonbs3oBath METON XU-KBaApaT ISl OLEHKA COOTBETCTBUS MOJIYYEHHBIX PE3YJIBTATOB

OITbITA OKUIACMbIM.

OOyuaromuiicst 10J12KeH BJIaeTh:

[IpuMeHsATh HABBIKHM WCIIOH30BaHUS WH(POPMAITMOHHBIX, OUOIHMOTrpadUuECKUX PECYPCOB C IENBIO
MOJTy4eHUsl HaydYHOU MH(POPMAIIUU U OCYIIECTBICHUS KOMMYHUKAIIUU B METUITUHCKOM coo0IiecTBe. AHa-
JIM30M PE3YyJIbTaTOB CBETOONTUYECKOW U JPYTUX BUIOB MHUKpOCKONUH. CHOCOOHOCTBIO (hOPMYIHPOBAThH
LU ¥ 33J]a4H HUCCIIEIOBAHUSA.

CamocTrosiTe1bHAs ayIMTOPHAas padoTa 00y4alommXxcs 1o TeMe:
OTBeTUTH HA BONPOCHI M0 TEMe 3aHIATHS

KapuoTun u kapTel XpOMOCOMBI MYIIKH.

Ornpezenenne mnojia y MyIiKd, IOJIOBON TUMOphU3M.

[TpeumymiectBa Apo30(UiIbl Kak 00bEKTa TeHETHUECKUX HCCIIeI0BaHUH.
Mopdomorust u Onoorus APO30HUIIHI.

[TpaBuia paboTsl ¢ 1po30puioi, 06opyroBaHuE.

agbhwdpEPE
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6. MyrtanTHble TUHUY, PeHOTUTTNYECKHEe ocoOeHHocTH nann WVQ.
7. Hogsie cBeieHHs 00 UCIOJIB30BAHUN MYIIIECK-APO30(HIL.
8. CoBpeMeHHBIC 00BEKTHI TEHETHYECKHUX MCCIEAOBAHUN.

2. lIpakTHyeckasi NOArOTOBKA.
Padota 1. Co3ganue yciaoBui A1 COACP)KaHUS MYIIEK B TAOOPATOPHBIX YCIOBHUSX.

OnHO U3 IIaBHBIX YCJIOBUM /71 HOPMAJIBHOTO CYIIECTBOBAHUS MYIIEK — HAJIMYUE MTUTATEIbHOMN cpelibl. B
71a00PATOPHBIX YCIOBUSX JUIsI HUX TOTOBST CIIELUATIbHBINA KOpM (Kamny). OH COIepKUT B KAUECTBE INIaBHBIX
COCTaBHBIX 4acTel caxap (Y4acTh caxapa 3aMEHSIIOT U3IOMOM), JIPOKXKH, arap-arap. Caxap sIBIsieTCS TeM
cyOcTpaTom, Ha KOTOPOM Pa3BHBAIOTCS APONOKHU, TIOCIICAHUE COCTABIISIOT TIaBHBIHM AJIEMEHT MUIIHU JPO30-
(buiIbl, KpOME TOrO, OHU MPEJOXPAHSIOT CPEly OT MOPaKEHUs IUIECEHbI0. ATrap-arap npuaaeT cpefe ee-
00pa3Hyl0 KOHCUCTCHIIMIO. B OT€YECTBEHHBIX Y4EOHBIX JTAOOpATOPHIX APo30Quiia KyIbTUBUPYETCS Ha
cpele, U3rOTaBIMBAeMO 10 pelenTy, pa3paboTaHHOMY Kadeapoil reHeTUKU JIeHHHTpaJCcKoro yHUBEPCH-
tera (Tabm.2).

Tabnuma 2 - Petient npuroToBI€HUs Pa3IMUyHOr0 KOJUYECTBA MUTATENIbHOM Cpeibl sl APO30(HIIbL, T

Bona Arap- | CBexue nekapckue | CaxapHblil Mannas [IponuonoBas
arap JIPOHKKHU MEeCOK Kpyna KHUCJIOTa, MJI

350 4,5 40 13 13 1,5

700 9,0 75 25 25 3

1050 15,0 115 40 40 4,5

1400 18,0 150 50 50 6

2100 27,0 225 75 75 9

J1J1s IpUTOTOBIICHUS TUTATENILHOM CPe/bl HY)KHOE KOJIHMYECTBO BCEX KOMIIOHEHTOB B3BEIIMBAIOT HA JJICK-
TPOHHBIX Becax. B3BelleHHbI arap-arap pacTBOpSIIOT B TeIJIoN BoJie. B kumnsiyto (Ha BoasiHOM OaHe) Boy
N00aBISIOT pacTepThie Apoiokd U KUIATAT 40 MuH. 3ateM q00aBISIOT MAHHYIO KPYITY U caxap, KUIISTST,
nepememuBas, 15 mun. Cnensr, 4To0bI cMech ObLTa OJHOPOIHOM, B KOHIIE JO0ABIISIOT MPOIHMOHOBYIO KHC-
JIOTY U arap-arap.

Oxnaxaennyto 10 50°C nuraTtenpHyIo Cpely pa3iMBaloT B CTEPUIIbHBIC TPOOUPKU MM CTAKAHYMKU €MKO-
ctpio 100 M Ha 1/4 Tak, 4TOOBI OHA HE TOMajjaia Ha CTEHKH COCy/a.

[Ipu puTrOTOBICHUY U pa3NIMBE MUTATEIILHON CPEIbI, COAEPKaHUH TIOCYABI 1 MHBEHTAPS! HEOOXOMMO TPH-
JIePKUBATHCS TIPABUIT ACENTHKU: MTOCYAA, MPOOKH CUCTEMAaTHYECKH CTEPHIIN3YIOTCS B CYIIMIBHOM IIKady
He MeHee 12 yac nipu temmneparype 100 °C.

Ha npoxkeBoli cpefie MyIIKH pa3BUBAIOTCA OYEHb KPYIIHbBIE, C PEKPACHBIM IIPOSIBICHUEM BCEX MpHU3HA-
KoB. OIHaKO TaKyro cpelly HE peKOMEHAYIOT MCIOJb30BaTh AJIs MOAEepKaHUsI OCHOBHBIX JIMHHM, Kornaa
HeKeNaTeNbHbI YacThIe Mepecaki MyX. B oqHy OaHOUKy cienyer caxarth 1o 2...3 caMku u 2 camia. [le-
pecasiky MyX OCHOBHBIX JIMHUH CJI€TyeT IPOBOAUTH HE PEKE, UEM Yepe3 MEeCHLL.

Sitnam u muunakam Myx Drosophila melanogaster mist HopManbHOTO pa3BUTH HEOOXOAUMa ONpeeNeH-
Has Temreparypa - 24-26 °C. Pa3auna B HECKOJIBKO TPAJIyCOB MOXKET 0Ka3aThCs TyOUTEIILHOM JIJIst TIOTOM-
ctBa. [Ipu Takoit TemrepaType U HOPMAJILHOM COCTOSIHUM MUTATENBbHOM cpenbl Ipo3oduia 3aKkaHIMBaeT
CBOE pa3BUTHE TpUMEpPHO 3a 212 gacoB (0k00 9 cyTOK), mpuueM ctaaus sina amurcs 20—22 gaca, u-
YUHKHU — 96 4acoB, KyKOJKH — 96 Jacos.

Takum 00pa3om, B 1aOOPATOPHBIX YCIOBHIX B TOJ MOXHO MONYYUTH 10 40 mokoneHuit (111 CpaBHEHHUS:
BCS HCTOPUS Y€TIOBEUECTBA HACUMTHIBAET HECKOJIBKO COTEH MOKOJICHUH).

C u3MeHeHHeM YCIOBHM Cpefibl IUKJI Pa3BUTUS MYIIKHA MOXKET JI0BOJIbHO CHJIBHO 3aTATUBATHCS UITH YKO-
pauuBaThes (Tadm. 3).

Tabnuua 3 - [IpogomKUTENbHOCTD OTACNBHBIX CTAANNA Pa3BUTHA APO30(UIIBI B 3aBUCUMOCTH OT TeMIIEpa-
TYPHBIX YCIOBHH

Cragus Temnepatypa okpyxkarotieit cpessl, °C
10 20 25 27 31
Simo 20 gac 20 gac. 20 ygac. 20 gac. becnmonnrie
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JInunnka 57 cyr. 8 CyT. 4 cyr. 3 cyr. YaCTUYHO WU

Kykonka 13...14 cyr. 6,3 CcyT. 4 cyr. 4 cyrT. IIOJIHOCTBIO

Bech mukin 73 nH. 16...17 cyr. 10 cyr. 9 cyr.

Tak, mpu Temnepatypax 28...31°C Myxu ycrieBaroT 3aKOHYUTb CBOE pa3BUTHE 3a § cyTOK. [Ipu noHmwxkeHuun
temneparypsl ¢ 22°C no 16°C aiuTenbHOCTh pa3BUTHS pe3Ko yauuHsAercs ¢ 12 no 26 cyrok. Ecim xe
temrieparypa ynaaet a0 10°C, To TOJBKO JIMUMHOYHBIN MTEPUO TUTCS 57 CYTOK, a KYKOJIO4YHbIN — 13-14
cyToK. B nenom npu nonmxenuu remneparypsl Ha 1°C pa3BuTue 3aMeseTcs B CpelHEM Ha 1 CyTKH, ueM
U NI0JIB3YIOTCS IIPU MOAJICPKAHUN T€HETUYECKON KOJUIEKIIUH JIMHUH, a IPU MOBBIIIEHUH — COOTBETCTBEHHO
yckopsercs. OHaKo NOBBILIEHHE TeMIlepaTypsl Boile +27°C NpUBOAUT K NAJECHUIO TUIOAOBUTOCTH MYX:
IIpU TeMIeparypax, 6m3kux k 31°C, pa3BoauTh MyX He yAaeTcsi BOOOIe. DTO CBA3aHO CO CTEPUIBHOCTBIO
CaMIIOB, Y KOTOPBIX IpU BBICOKMX TEMIIEpaTypax IpeKpamaercs cuepmarorenes. Ho, kak mokassiBaroT
OIIBITHI, TOT MPOLIECC OOPATUM: €CJIN CTEPHIIBHBIX CaMI[OB COJIEPKaTh IIPU HOPMAJILHOW TeMIIepaType, TO
yepes 4 1HA OHU BOCCTaHABJIMBAIOT CBOO I1JIOJIOBUTOCTb.

Hcropus HaOnroneHuit 3a 1po3oduiiaMmu rokas3aia, YTo OHU CIIOCOOHBI OYEHb TOUHO ONpPENENIATh TEMIIepa-
Typy cpenbl. buonory [lony I'spputu u ero xosuieram yzaanocb 0OHapyX HUTb, YTO B TOJIOBE (B aHTEHHAX)
HACEKOMBIX HaXOAATCs YEThIPE TEIIOUYBCTBUTENIBHBIX HEHPOHA, KOTOPbIE aKTHBU3UPYIOTCS IIPU TEMIIEpa-
Type, CJerka NpPeBbIIA0IIEH ONTUMAJIBHYIO Ul pPa3MHOXKEHHS. 32 aKTUBAL[MI0 HEHPOHOB OTBEYAET MOH-
Hbli kaHan dTrpAl, pacnionoxeHHbl B MeMOpaHe 3TUX KJIETOK. IMEHHO OH SIBJISIETCS CEHCOPOM, KOTOPBII
[IOMOTaeT MyXaM TOYHO U3MEPATh TEMIIEPATypPy OKPYKaIOLIEH cpeabl.

PacnionoxeHne TepMOCEHCOPOB B MO3TY HETMIIMYHO JUIsSl KMBOTHOIO MHpa. KpymHble OopraHu3mbl JUIs
OTIpeJIeJICHUS TeIUIa WIIM XO0JI0/1a UCTIONB3YIOT Mepr(epruieckue HeUPOHbI, 1 MHOTHE HCCIIE0BATENN PHU-
Jep>KUBAJIMCh MHEHMSI, YTO Y MEJIKUX >KHUBOTHBIX paboTaeT Ta ke cxema. [ 3pputu pacckaszain, 4ro Ha nep-
BBIX JTalax OHU TaKXe MCKaJM Nepupeprudeckue TEPMOCEHCOPHI, OTHAKO BCE PE3yJIbTaThl YKa3bIBAJIM Ha
TO, YTO OHM JBHUTAIOTCSl B HENPABUJIBHOM HAIpaBICHUHU. TOJBKO MOCIE 3TOIO OHU COCPEAOTOUYMIIUCH Ha
MO3I€ MYyX.

HecmoTpst Ha TO, UTO TEPMOPEryISALUs YPE3BbIYaHO Ba)KHA U1 BBDKUBAHUS OPraHU3MOB, /10 CHX IIOP O
MeXaHHM3Max ATOro IpoIecca U3BECTHO OUeHb HeMHoroe. [10/100HbIe nccne10BaHus CTaHOBATCS 0OCOOEHHO
aKTyaJbHBIMU ceiyac, KOTr/la U3MEHEHUE KIIMMaTa 3acTaBisieT MHOTUX KMBOTHBIX MCKaTh HOBBIE apealibl
OOUTaHUs C ONTUMAJIBLHOM JUI HUX TemrepaTypoil. @akT, yTo JKUBOTHBIE OIPEEIAIOT TEMIIEpaTypy OKpY-
JKaroIlel cpeJibl, MOKET OKa3aThCs MOJIE3HBIM B IIPAKTUUYECKOM ILJIaHE, HAIpUMEp, JUIsl UCTpeOIeHusl opra-
HU3MOB-BPEIUTEIEH.

Cpoku pa3BUTHS CYIIECTBEHHO 3aBHUCST TAKXKE OT «3aCEJIEHHOCTU» KYJIbTYpHhI (4eM O0Jblle ULl pa3BUBa-
€TCsl B OJMHAKOBOM KOJINYECTBE KOpPMa IPU MPOUYUX PABHBIX YCIOBMSX, TEM JIOJIBLIE MPOJOKAETCS pas-
BUTHE U TEM MeJbYe BBIIIEIININE MyXH) U OCOOEHHOCTEN UCTIOIb3YEMBIX JIMHUH.

Padora 2. [TocTanoBKa OIbITa 110 TUTHOPUAHOMY CKpEIIMBAHUIO.
Jlnst ckpeluBaHus He0OX0IUMO OpaTh JIEBCTBEHHBIX caMOK. OObIYHO OepyT 2 JAE€BCTBEHHBIX CaMOK M 2
CaMII0B COOTBETCTBYIOIIMX JIMHUN U MIOMENIAOT B OAHY NPOOUPKY (POIUTENbCKOE OKOJIeHUE). ONTUMYM
OTKJIAJIKM SIMIL JISKUT MeXTy 24 u 36 yacom. 1o Mepe crapeHns: KylnbTyphl U YCHIIEHUsS] OpOXKEHUs MUTa-
TEJNBHOM Cpellbl WHTCHCUBHOCTh OTKJIAJKH CHIDKaeTcs. B mepBble 2 CYTOK TOCIE BBUTYIUICHHS CaMKH
OOBIYHO HE OTKJIABIBAIOT UL WJIM OTKJIAJBIBAIOT UX OYEHb Majlo. MakCUMaJIbHOE KOJIMYECTBO SUI] OTKJIA-
IBIBAIOT 3...4-cyTouHble caMku. Kitaska sivir Jrydiiie BCero mpouCcXOUT Ha MUTATENFHYIO CPELY C XOPOIIIO
MPOPOCIIUMHU JAPOAOKAMH, T. €. CIYCTS 1...2 CyTOK MOCIIe ee MPUTOTOBIEHHS. Y OTpeOIeHUE Cpebl CITYCTsI
3...4 cyTOK mociie BApK1 HE pEKOMEHTYETCSI.
JUist OTKIJIQZIKK STUL] MYXH JIOJDKHBI HAXOJUTHCS B IpoOupKe 3...5 CyTOK, MOCie Yero ux BeIOpachIBaIOT, a
U3 OTJIIOKEHHBIX SUI] Pa3BUBACTCS Clenyrolee mokoineHne Myx. Ilogcder myx nenecooOpasHee Mpon3Bo-
IUTh Ha 2...3 CYTKH IOCJIe Hayania BelieTa. B Oonee paHHHME CPOKU BBUIETAIOT MIPEUMYILIIECTBEHHO CaMKH,
a B OoJee mo3qHuE HAOII01aeTCs THOCTh MYX.
ITpaBuina paboTel ¢ MymkaMu. OTBITHI ¢ HCTIOJIB30BAaHUEM MYIIEK ITPOBOJISAT rpymHraMu (0ObIYHO 1O 2 CTY-
JICHTA) TTOJT PYKOBOJACTBOM IIPETIOaBaATEIS.
Jlnist paboThI ¢ MyIIKaMH UX HEOOXOAUMO YCHIMUTH (HAPKOTU3UPOBaTh) d3pupoM. [leperpsixuBanue (BbICHI-
MaHue) MyX U3 KyJIbTYPHl B MOPWJIKY JUTSl YCHIIIJICHHUS TPEOYeT HEKOTOPHIX HaBBIKOB. OCTOPOKHO TOCTY-
KHBas 110 0aHOYKE B TOPU30HTAIILHOM I0JIOKEHHH, OCBOOOXK/IAIOT BaTHYIO MIPOOKY OT MYILEK, CTPIXUBAs
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UX Ha CTEHKHU cocyza. 3areM 0aHOUYKY OBICTPO OTKPBHIBAIOT U MPUCTABIISIOT K €€ OTBEPCTUIO MOPHIIKY. [le-
peBopaunBasi KyJabTypy C MYILIKaMHU BBEPX, AKKYPaTHO BBITPAXUBAIOT MyX B MOPHIIKY, ITOCJIE YEro 3aKphbl-
BaIOT ee MpoOKOH, cMo4YeHHOM 3¢hupom. Kak TobKO BCe MYIIKH IEpECTaHyT JBUTATHCS, UX HEOOXOAUMO
BBICBHINATh U3 MOPWIKU Ha IUTACTUHKY AJIS JajbHENIIed paboThl.

Crenyer MOMHHTD, 4TO OT OOJIBIION /1036 3(hrpa MyxH MorudarT yepes 3...5 MuHyT. XapakTepHbId Ipu-
3HaK CMEPTH - PACTOIBIPEHHBIE KBEPXY U B CTOPOHBI KPbLIbsl U O€3’)KU3HEHHO BBITSHYTHIE JIAIIKU.
YMepeHHoe, 1a)ke MHOTOKpaTHOE, HApKOTU3UPOBAaHUE MYX ITO3BOJISIET JIEpKaTh X M10Jl HAPKO30M YacaMu
0e3 BpeaHbIX nocieacTBuil. Eciau Bo Bpems mpocMOTpa MyXH HAauMHAIOT MPOCHINATHCS OT HapKo3a, UX
MO’KHO HaKpbITh MOPUJIKOM M CHOBA JaTh HEOOJIBIILYIO 103y A(Hpa.

PaccmaTpuBath, COpTUPOBATh MyX MOYKHO C IOMOIIbIO KUCTOUKH (MM NMUHIETA) U JIYIIBL.

ITpu moAroToBke Myx K IOCTAHOBKE OIBITOB HEOOXOIUMO OpaTh Ul CKpPEIIMBAaHUS 3aBEJOMO JE€BCTBEH-
HBIX caMOK (He cTapuie § (a ydie 4) 4acoB IOCIE «BBUIYIUIEHUS).

Mymiek aydiie omyckaTb B OyMaKHBIX NMakKeTHUKaxX (KyJbKax), YTOObI CIIIME MYIIKM HE MPWINIUIA K
KOpMY KPBUIbSIMH M He noru6nu. [IpocHyBIIMCh, OHU BBIOEPYTCS U3 MAaKeTHKa, a Oymara pacTBOPUTCS B
KOpMe, 1epeOpoANT, U TUUMHKH €€ TIepeBapsT.

banouku ¢ KOpMOM MMEIOT 3TUKETKH, I'/I€ 3alUChIBAEM JIaTy, IPYIITY, (aMHIIIUIO CTYEHTa, IPOBOAMUBIIETO
CKpELIMBaHNE, KPATKOE ONMCAHME B3ATHIX Ul CKPELIMBAaHUs JUHUH. [ aHamu3a pe3yabTaToB BEACTCS
JTHEBHUK (Tabi1.4), B KOTOPOM PETUCTPUPYETCS KaXA0€ CKPELIMBAHUE U 3aIIMCBIBAIOTCS MOJyUYEHHBIE pe-

3yJIBTaTBhI.
Tabnuia 4 - JIHeBHUK CKpEIIMBAHUS
Hara Onucanue TUHUM Pesynbprarel

Heynauu B onpiTax Ha Ipo30Quiie MOTyT OBITh:
- FEHETUYECKOro xapakrepa. HecobtoieHne yka3aHHbIX CPOKOB IPU MOJTYYEHUU JIEBCTBEHHbIX CAMOK SIB-
JsieTcs OCHOBHOM MPUYMHON Heynad B ombITax Ha jipozoduie! [To ommbke nCnoap30Baliy MyIIEK HE U3
TOM KyJIBTYpBI, OTKY/Ja UX HAJUIEKAJIO B3ATh WK HETIPABUIILHO C/I€aHbl HAANUCH (WM NIepenyTaHbl) 3TH-
KETKU;
- IapaTUIINYECKOI 0 XapakTepa (HecoOI0IeHnEe aCeNTUYECKUX TPeOOBaHUM, HHOE KOJIMYECTBO KOJIMYECTBO
arap-arapa (M30bITOK MPUBOIMT K HECTIOCOOHOCTH JINYMHOK MTPOHUKHYTH BIIIyOb Cpenbl M THOENu, Heslo-
CTAaTOK — K TUOenu Aull (TOHYT), HECBEXKas Cpelia, Mepeao3upoBKa IPUPOM).
B Takux ciydasx cieayer mepecagiTh MyIIeK Ha CBEXKYIO CPey HITH IIOCTaBUTH OIBIT 3aHOBO.
Kak mpaBuiio, 71 CKpeInBaHus UCIOIb3YIOT JUKYIO U MYTaHTHYIO JIMHUU.
JUI1st TUTaHUPYEMOTO TUTUOPUAHOTO CKPEIIUBAHUS MPEIaraeTcs NCIOIb30BaATh POJAUTENBCKHAE JINHUH, OT-
JMYAIOIIKECs 110 IByM IIPU3HAKaM: BETY r1a3 u popme KpblibeB: caMky MyTanTHO# muaun White vestigial
(wvg), camiia - qukoro tuna (wild type - D).
JIunus White vestigial mony4ena myrem ckpeniuBaHus 1ByX epBOHAYAIBHBIX MyTaHTHBIX TuHui White u
vestigial (puc.8).
[Tpu3Haku He cueruieHbl Mexay coOoi. ['eH, oTBeuyaronMii 3a IBET Iia3, HaXoIuTCs B MMojoBoi (X) Xpo-
MOCOME.
Vcenosusle 0603Hadenus: X" - TeH, OTBEYAOIIHH 3a KPaCHBIE TJ1a3a;

X" - ren, orBeyaromuii 3a Oeible 1J1a3a;

V - reH, OTBEYaroUIii 32 HOpMaJIbHbIE KPbUIbS;

Vg — reH, OTBEUArOIMINH 3a 3a4aTOYHBIE KPBLTBSI.

73



Pucynok 8 - Camka nunuu Vg (3a4aTOYHbIE KPbLIbS)

Pa6ora 3. Ananus rubpunoB 1 moxoneHus.
JIst mpoBeieHNsI aHAIN3a TOIYYSHHBIX THOPHIOB MTEPBOTO MTOKOJIEHHUSI HE0OOX0MMO BCEX 0co0el HapKo-
TU3UPOBATh, IOCIIE YETO BBICHINIATh X Ha IUNIACTHHKY JJIs ocMOTpa. [[ns Hayana Bce MOTYyYeHHOE TOTOM-
CTBO Pa3JENSIOT IO IOJIy, 3aTeM BBIABIISIOT pacIICIUICHHE 10 (EHOTUITY (€CIH TaKoBoe numeercs). B xo-
HEYHOM UTOTe, HEOOXOIMMO MOJCUUTATH KOJIMYECTBO 0COOEH B KX 101 IpyTIIie.
[ToxydeHHbIE pe3yNbTaThI 10 OTACIBHBIM IPYIIIaM CYMMHPOBATh 110 BAPHAHTAM, B IIEJIOM, H UMEHHO 3TH
JaHHBIEC UCTIOIB30BATh ISl aHAIIN3A.
B ocHOBe reHeTHYecKOro pacIieIUICHHs JICKUT OHOJIOTHYECKH MEXaHW3M MeiH03a, KOTOPbIi obecreyn-
BaeT PAaCXOKJCHHE TOMOJIOTHYHBIX XPOMOCOM, a CJIE€IOBATENBHO, U ajuieNell mpu oopa3zoBanuu ramer. 13
OIPOMHOT'0 YHCJIa COOTBETCTBYIOLIMX I'aMET JIMIIb YacTh Yy4acTBYeT pu oOpazoBaHuu 3urot. CoueraHue
raMeT Pa3HbIX THIIOB IPOUCXOIUT CIy4aiiHO, BCICACTBHE ATOTO MPOSIBICHUE 3aKOHA PACIICTIIICHUS HOCUT
CTaTHCTHYECKHIA, BEPOATHOCTHBIN XapakTep. BakHbIM yci10BHEM MPUOIMKEHHS OTIBITHOTO PACIICIUICHHS
K TEOPETHUYECKHU 0’KUIAEMOMY SIBIISIETCSl 00BEM BBIOOPKH, aHATTM3UPYEMOii B omnbiTe. EcTecTBeHHO, UTO pac-
IICIUICHHE B OIBITE, KaK MPAaBUJIO0, HECKOJIBKO OTIMYACTCS OT 0XKUAAEMOT0. DTU OTKIOHEHUS MOTYT OBITH
BBI3BaHBI PA3HBIMH MPHYUHAMHU: CITY9allHOCTBIO, Pa3IMUMEM B )KU3HECTIOCOOHOCTH TaMET U 3Ur0T, HECITy-
YaifHBIM XapaKTepoOM OILIOAOTBOPEHHs (M30MpaTeIbHOE OIUIOOTBOPEHHE), HEYETKUM pa3inuneM (eHo-
TUIIOB, Y4aCTHEM HECKOJBKUX T€HOB B OIPEICIICHIH MPU3HAKA, HEAOCTATOYHOW «YHCTOTOM» MCXOJHOTO
Mmarepuana.
JIist TpOBEPKH COOTBETCTBUS (PaKTUIECKOTO PACIPEEIICHHS] TEOPETUISCKOMY HCIIONB3YIOT KPUTEPHHA Y2
Y BBIJIBUTAETCS HYJIEBasi TUIIOTE3a, COTJIACHO KOTOPOW Pa3sHMIIBI MEXK/y TEOPETUIECKUMHU H (PaKTHIECKUMH
pe3yabTaTaMH HeT. DTa THIIOTe3a JH00 OIpoBepraeTcs, TM00 MOATBEPKAACTCS HA OCHOBAHUU METO/1a XH-
kBagpar (¥2). C IOMOIIBI0 3TOT0 METOAA MOXHO OLEHHTb, SBISIOTCS JM OTKJIOHEHUS, MOJIY4YEHHBIE B
OIBITE, CIIy4YalHBIMHU.

O — HabIroJaeMoe 4rciIo 0coOeii;

E — Teopetnueckoe unciao ocodeil.
BrruncienHoe 3HaYeHUe XH-KBAIpaT CPABHUBAIOT C TAONMWYHBIM (NpWiL4) MpH pa3HbIX YCIOBHSAX 3HAYH-
MOCTH:
1 ypoBenb: A=0,05,
2 ypoenb: A =0,01,
3 ypoBenn: A =0,001;
IIPA COOTBETCTBYIOIIEM YHCIIE CTENICHEW CBOOOIBI — 0,
v=n-1,
rze N - KOJIMYEeCTBO KIIACCOB.
Ecnu BbUMCIeHHOE 3HAUEHHE XHU-KBaJpaT MeHblIe TabnuyHoro nepsoro ypoBHs ¥2< A (0,05) - momy4eH-
HBIC PE3YJIbTAaThl COOTBETCTBYIOT OXKHIAEMBIM.
Ecnu BhlUMClIEHHOE 3HaueHHE XM-KBaJpaT OoJjbllle TAaOJUYHOTO MEPBOTO YPOBHS, HO MEHBIIIE BTOPOrO
yposas (A(0,01,0,001)< 42> A (0,01) - mosydeHHBIE pe3yIbTaThl COMHUTEbHBIE.
Ecnu BblYMCIIeHHOE 3HAYEHUE XU-KBaJIpaT OoJibllle TAOIWYHOTO BTOPOTO YPOBHS WIIM TPETHETO YPOBHS
(x2> A (0,01; 0,001)) - monyueHHBIE pe3yIbTAThl HE COOTBETCTBYIOT OXKHIAEMBIM, T.€. HyJIeBas TMIIOTE3a
ocCTaercs B CHJIC.
Heo6xoanMo MOMHHTB, YTO METO XHU-KBaJpaT HE MOXKET OBITh TPUMEHUM, €CITH 3HAYCHUE BEITMYMH OIBITa
BBIPQ)XEHO B MPOILIEHTAX MJIM OTHOCUTENIbHBIX YHCIIAaX U €CIIU B BHIOOPKE UMCIIO 0co0ei B KakoM-TH00 U3
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TCOPCTUYCCKUX KJIACCOB MCHBIIC IISATH.

PaccmoTpuM mpuMeHeHre JaHHOTO METO/1a Ha KOHKPETHOM Ipumepe (Tadn.s).

Tabnuua 5 - [IpuMep BbIUMCICHUS] KPUTEPUS XU-KBaApaT

Knace | Habmromaemoe (O) | Oxkumaemoe (E) (O-E) |(O-E)? (O —E)?
E
Myx. |53 60 7 49 0,8
Kew. 67 60 7 49 0,8
Bcero | Y=120 >=120 0 0 >=1,6
v*=1,6

B notomcTBe nepBoro nokoJjieHus nosxydeHo 53 camua u 67 camok. CorjlacHO cXeMe CKpelMBaHus, COOT-
HOIIIEHUE T10 TIOJTY JTOJKHO OBITh 1:1. OmpeaenuTs, COOTBETCTBYET JIM TJAHHOE PACHICTUICHUE TEOPETHICCKH
0KHJIaeMOMY.

BrruucnenHoe 3HaueHHe XU-KBaApaT CPABHUBAIOT C TAOJUYHBIM MPU PA3HBIX YCIOBHUSIX 3HAYMMOCTH:

npu 1 ypoBse - 3,8;

npu 2 ypoBHe - 6,6;

npu 3 yposHe - 10,8

U 4YHCIIe CTereHer cBo0oibl, paBHOM 1 (v= 2-1).

BrruncnenHoe 3HaueHHe XU-KBaApaT MEHbIIE TaOJIMYHOTO YPOBHS - HYJIEeBas TUIIOTE3a OCTAETCS B CHJIE:
MOJIYYEHHOE PACHICTUICHHE COOTBETCTBYET OKUIaEMOMY paciierieHuto: 1:1.

Padorta 4. Ananu3 ruOpuioB 2 MOKOJICHUS.
Taxk ke, KaKk ¥ IPH aHAIN3E TIEPBOTO MOKOJICHUS, MyX HApKOTH3HUPYIOT, AT 110 TOIy, GopMe KPBUIbEB,
uBery ria3 (puc.9.)

F2

caMKH / m

Oesoriasble KpacCHOIJIazbIe OeJoriassle KpaCHO;KA
HOpMalib- 3adaTou-  HOpMallb- 3adTod-  HOpManb-  3au®rod-  HOpMalb-  3a4aTod-
HbIC KPbl- HBIC KPbl- HBIC KpbI- HbIC Kpbl- HBIC Kpbl- HBIC KPbl- HBIC KpbI- HBIC KpbI-
JIbS JIbS JIbs JIbs JIbs JIbs JIbs JIbs

PI/ICYHOK 9 — Bo3MOKHbBIC Q)CHOTHHH‘ICCKI/IC KJIACChI TIOTOMCTBA BTOPOT'O IMOKOJICHUSA

AHau3 MOIy4e€HHOI'0 TOTOMCTBA BTOPOT'0 MOKOJIEHUS U3 KaXKA0H poOUpPKH MPOBOAUTCS OTIeNbHO. Ompe-
JENAI0T KOJMYECTBO 0coOel B Kaxaou rpymre. [locne 3Toro nosyueHHble pe3ynbTaThl CYMMUPYIOTCS OT-
JIEJIBHO 110 BapUaHTaM U B II€JIOM I10 BCEM IPYIIIAM.

Ha ocHOBaHMM ITPOBEAEHHOIO aHAIN3a ONPEIEIAETCS COOTBETCTBUE MOJIYYEHHBIX PE3yJIbTaTOB OXKHUae-
MBIM C MIOMOILBIO METO/Ia XU-KBaApaT, PacIlEIUIEHHE 110 KaKJOMY IIPU3HAKY B OTAEIBHOCTH, ONpENEs-
I0TCS OCOOCHHOCTH HACJIEIOBaHMs aHAIU3UPYEMBIX NMpU3HaKoB. DopMynupyeTcs BbIBOJ B LIEJIOM O TOM,
MOJITBEPK/IAIOT JIM MOJyUYEHHBbIE Pe3yNbTaThl JeiicTBUE 3akOHOB I .MeHnens (Ui sABISIOTCS UCKIIOYEHU-
SIMH).

CamocTtosiTeIbHAS BHeayAUTOPHasi paboTa o0y4alouuxcs 1o Teme:

3adanus ona camocmosamenvHol 6HeayOUMOpPHOL pabomvl CMyO0eHmos8 No YKA3AHHOU meme:

1). O3HaKOMHTBHCSI C TEOPETUYECKUM MATEPHAIIOM I10 TEME 3aHATHS C UCIIOIb30BaHUEM KOHCIIEKTOB
JIEKUUN U peKOMEHAYeMOM yueOHOH JTUTepaTyphl.

2). OTBETUTH HA BOMPOCHI JIJIsi CAMOKOHTPOJIS:

1.Kapuotun u KapTbl XpOMOCOMBI MYIIIKH.

2.0mnpeneneHue 1noia y MyIkH.

3.HoBrle cBenenuns 06 UCTIOIB30BaHUH MYIIEK-TPO30(HII.

4. CoBpeMeHHbIE 0OBEKThI TEHETUUYECKUX UCCIICIOBAHUIM.

PexoMennyemas jiureparypa:
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OcHoBHast:
1. Uure-BeutomoB C.I'. I'enernka ¢ ocuoBamu cenekuuu. CII0.:, U3garenscrso H-JI, 2015.-720.
2.bouxoB H.I1. Knuauueckast renetuka: ydeOHUK 17 By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JononnurenbHast:
1. Konenaesa E.B., Ponuna H.E. O0mas reneTrka u reHeTHKa 4eloBeka: yueOHoe nmocoodue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eneTunka uenoBeka ¢ ocHOBaMU 0011el renetuku: yueoHnoe nocodue. — CII6.: CnenJIur,
2010, c.192
3. MymxkambapoB H.H., Ky3uenos C.JI. MonekynsipHas 6uosiorusi. BBenenue B MOJICKYJISIPHYIO IIUTOJIO-
THIO U TUCTOJIOTHIO: yueOHoe nmocodue. - M.: MUA, 2016.

Paszpnen 1: O0masi reHeTnka
Tema 1.11. I'enoTun u ¢penorun. Moaudukannu 1 HOpMa peaKIHH.

Heab: chopmupoBaTh 3HAHUS U YMEHHUS 110 PEATU3AIMU T'€HA B MPU3HAK, POJIH (GAaKTOPOB CPE/IbI B
MIPOSIBJICHUY MPU3HAKA B (peHOTHUIIE, MOAU(DUKAIINN T€HHOU SKCIIPECCUU.

3amaun:

1. N3yunTh npuMepsl MOAU(PUKALIUN T€HHON 3KCIIPECCUU.

2. N3yuuTh noHATHE EHETPAHTHOCTU U IKCIPECCUBHOCTH, HOPMbI PEAKIIUU.
3. [T03HaKOMUTBCS ¢ TEHOKOMUSAMH U (PEHOKOIHSIMH.

4. W3yuuts gBIIeHUE TUIEHOTPONMH U T€TEPOTreHHOCTH TPYIIIL.
OOyuaromuiicst 10JI2KeH 3HATD:

1) 710 U3Y4€HHUsI TeMbI (Oa3uCHBIE 3HAHUSA):

- 3aKOHBI MeHiens, onpe/esieHne reHoTUMa U (PeHOTHIIa, TUIIBI aJUIETIbHBIX U HeaJlJICIbHBIX B3au-
MOJICHCTBHUM;
2) MOCIIE U3YUYEHUS TEMBI:
- IOHATHE O IEHETPAHTHOCTHU U SKCIIPECCUBHOCTH, T€HOKONUSX U (PEHOKONUSX, SIBICHUE IJIEHOTPO-
[IUU ¥ TeTEPOT€HHOCTH TPYIII.
CTyneHT 10/ZKeH YMeTh:
1. Pemarp reHeTHYECKHUE 3a7a4d HA IEHETPAHTHOCTh U SKCIIPECCUBHOCTB, TNIEHOTPOITHOE
JIIEUCTBUE I'€HOB.
2. CoctaBnath TaOMUIBI 1O PEHOTUMTUYECKOW N3MEHYMBOCTHU MIPOSIBIICHUS TEHOB.
3apucoBarh cxemy IposiBlieHus TeHa o TumodeeBy-PecoBckomy u ActayposBy.
OOyuaromuiicst 10J12KeH BJIaeTh:
[IpuMeHATh HABBIKHM WCIIOIH30BaHUS WH(POPMAITMOHHBIX, OUOIHMOTrpadUuECKUX PECYPCOB C IENbIO
MOJIy4eHUsl Hay4yHOU MH(OPMAIIMK U OCYILIECTBICHUS KOMMYHUKAIIUY B MEAUIIMHCKOM coo01ecTBe. Bia-
JIeTh pEIIEHNEM T€HETHYECKUX 3a]1ad.

CamocTrosiTe1bHAS ayIMTOPHAas padoTa 00y4yalomumxcs 1o reme:
1. OtBeTuTH Ha BONPOCHI 10 TeMe 3aHATHS

1. IIpumepsl MoAM(UKALIUN T€HHOM SKCIIPECCHUH.
[ToHsATHE O NEHETPAHTHOCTH U DKCIIPECCUBHOCTH.
XapakTepucTrKa reHOKONUN U (DEHOKOIIHIA.
@DaKTOpbI OKPYKAIOLIEH cpelibl U MpUMEpPbl MOTU(BUKALHIA.
[[Iupoxkas u y3kast HOpMbI peaKIIUHU.
IIpu3Haky reTeporeHHOCTH TPYIIIIL.
[Ipu3Haky nIeHOTPONHOrO NEUCTBUS TEHOB.
dopmyna nposiBiieHus reHa nmo TumogeeBy-PecoBckomy u AcraypoBy.
[TonsiTHE O TEHETUYECKOW aHTUCHITAIINH (OTIEPEIKECHHH ).

©CoNoRWN

2. [IpakTHYeckasi MOATOTOBKA.

PaGora 1. CocraButh Tadauny «Poiib pakTOpoB OKpY’KaIOIEH Cpeibl B pa3BUTHH MOAUDUKALIHID.
@akTOopsI Cpeabl Bun opranusma (denoBex, xu- | Buasl Mmonupukanmii
BOTHBIE, PACTEHMSI)
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Pexum nuranust
Y®-o0nyueHue
Temneparypa:

Hu3zkas

Cpenusis

Bricokas

YpoBeHb BOJbI
ATMocdepHoe 1aBIeHHe

Pa6ora 2. 3anosuuth Tadanny «OeHOTUIIMYECKAas U3MEHYMBOCTh B CEPUAX MHOKECTBEHHBIX ajljie-
Jiel Ha mpuMepe AP030(PIITBI)

SBrenune Aunnenu nokyca Tun B3aumooTHoOLIe- | DEHOTUIINYECKOE
HUM MEXy aJUICISIMA | TIPOSIBJICHUE

['unomopduzm Bobbed —yxopouen-
HBIE IIETHHKH

AnTEMOpDHU3M Ebony — uepnas
OKpacka TeJa

Heomopduzm Hairy wing — Bosoca-
TOCTb KPBLIHEB

PaGora 3. 3apucoBarth B TeTpaab cxeMy IposiBiieHUs reHa no Tumogeey-PecoBckomy u popmyity
b.JI.ActaypoBa 0 B3auMOJIEiCTBUU T€HOTUIINYECKOM, BHYTPEHHEH U BHEIIHEH Cpe/ibl B IPOSIBICHUU B
¢denorune npuzHaka. Caenath U 3anKcaTh BBIBOJ K CXEME.

A - mpusHaK

a -TI'CH

0 — IIPOMEIKYTOUHOC COCTOAHUC ITPU3HAKA

X — YCIIOBHSI BHYTPEHHEH Cpeabl

P, 0, 0 — yCJIOBUS BHEIIHEW CpeJibl OpraHu3Ma

B, C — I'€HBI IAaHHOW WJIU IPYTUX XPOMOCOM

BriBox:

®opmyaa b.JI. Acrayposa

a=F(p,g,e )

O603HaueHus:

a - OKOHYarenbHoe 3HaueHue Gpynkuuu passurus (F),
p- uia3matuyeckue GakTophbl pa3BUTHS,

g- TeHOTHII,
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€ - COBOKYIHOCTB (hakTOpoB BHelIHel cpeabl (medium externum),
I- COBOKYITHOCTH (haKTOPOB BHYTpHOpraHu3MeHHoM cpeasl (medium Internum),
¢ — B3aMMO/ICHCTBHE BBIIIIE TIEPEUMCICHHBIX (DAaKTOPOB.

3. PemiuTh reHeTHYecKHeE 322U,

AJITOPUTM pellleHUsI 321241 HA IEHEeTPAHTHOCTD:

AHruomMaTo3 CEeT4aTKu Tia3a (paciupeHue 1 HOBOOOpa30BaHUsI COCY/IOB CETYATKU U JETeHepalus B
HEel HEepBHBIX KJIETOK) HACIEIYIOTCS KaK JOMUHAHTHBIM ayTOCOMHBIN MPU3HAK C IEHETPAHTHOCTHIO 50%.

Omnpenenurte BEpOSTHOCTh 3a00JI€BaHMs B CEMbE, Il 00a pOIUTEINS SIBISIOTCS T€TEPO3UTOTHBIMH HO-
CUTEJISIMU aHTMOMAaTOo3a.

A - ren anrnoma- P Aa X Aa
TO3a
A - TeH HOpMBI G Aa A a

F AA, Aa, Aa aa

Otser:

BeposiTHOCTh pokIeHUs JeTeii-HOCUTeNIel TeHa aHruomMaro3a cocraisieT 75% oT Bcex nereil, oa-
HaKO ()EHOTUIHUYECKU ITOT T'€H MPOSIBUTCS TOJBKO Yy IMOJIOBUHBI JIeTEH, T.K. €r0 MEHETPAHTHOCTh pPaBHA
50%. CnenoBarenbHO, BEPOATHOCTD 3a00JI€BaHUs JETEH aHTMOMATO30M coCcTaBuT 37,5%.

3aauM HA EHETPAHTHOCTD:

3agaua 1. [lonarpa onpezensercs ayrTocOMHO-TOMUHAHTHBIM reHOM. [IeHeTpaHTHOCTh reHa y MyX-
4yiH paBHa 25%. a y xeHmuH - 0%. KakoBa BeposaTHOCTH 3a00JIeBaHUs IOJArpoii IeTel Y reTepO3UTrOTHBIX
ponutenei?

3anava 2. OTOCKIEpO3 HAacAeAyeTCsl KaK JOMUHAHTHBIM ayTOCOMHBIN MPU3HAK C MIEHETPAHTHOCTHIO
30%. OtcyTcTBUE OOKOBBIX BEPXHHMX PE3LOB HACIELYETCsl KaK CLEIUIEHHBINH ¢ X-XpOMOCOMOMN perieccuB-
HBIW TIPU3HAK C MTOJHON MEHETPAHTHOCTHIO. OTpeiennTe BEpOSITHOCTD IPOSIBIICHUS Y IeTel 000MX aHOMa-
T OTHOBPEMEHHO B CEMbE, IJIe MaTh T€TEPO3UIOTHA B OTHOIIEHHH 000OMX MPU3HAKOB, a OTEL] HOpMaJIeH
110 00euM rapam reHoB.

3agaua 3. OTockiIepo3 HAacIeayeTCs Kak IOMHUHAHTHBIN ayTOCOMHBIN MPU3HAK C IICHETPAHTHOCTHIO
30%. I'unepTprxo3 HacneayeTcs Kak MPU3HAK, CLETUIEHHBIN ¢ Y -XpOMOCOMOM C MOJHBIM IPOSBICHUEM K
17 romam.

Omnpenenute BEpOATHOCTH MPOSIBICHUS OJJTHOBPEMEHHO 00EUX aHOMAaIIui y eTel B ceMbe, Te KeHa
HOpMaJIbHasI, a My UMeeT 00€ aHOMaJINH, HO MaTh €ro ObllIa HOPMAJIBHON YKEHITUHOM.

3anaua 4. Cunapom Ban nep XeBe HacneayeTcst Kak JOMUHAHTHBINH ayTOCOMHBIN MPU3HAK, JIeTep-
MUHUPYEMBIN MICHOTPOITHBIM T€HOM, OMPEIEISIONINM ToJIyOyI0 OKpPacKy CKJIEpBI, XpYIKOCTh KOCTEH U
TIIYXOTY.

[TeneTpanTHOCTH MpU3HAKOB U3MeHUnBa. B psage cnyyaes (K. lItepH, 1965) oHa cocraBnseT mo ro-
nmy6oii cknepe moutu 100%, xpynkoctu kocteit - 63%. riayxore - 60%. Hocurens ronyooit ckiiepsl, HOp-
MaJbHBIA B OTHOLIIEHUU APYTUX MPU3HAKOB CUHAPOMA, BCTYMAaeT B Opak ¢ HOPMAJIbHOM KEHIIUHOM, MPO-
UCXOSIIeH 13 01aronoyryqHoi no cuaapomy Ban nep XeBe cembu. OnpeennnTe BEpOSITHOCTD MPOSBICHUS
y JAeTel Mpu3HaKa XpynkocTu kocted. [1o TuHuM Myxka Mpu3HaKaMU CHHIpOMa 00JIafaeT JIUIIb OJWH U3
€ro poAauTeNeH.

3apava 5. Y denoBeka MOMUIAKTHINS KOTPOJIUPYETCS TOMUHAHTHBIM TeHoM. Ero amtens 00ycnaBiu-
BaeT HOPMAJIbHOE pa3BUTHE KOHEYHOCTEH. KakoBa BEpOSTHOCTh MOMUIAKTIIINY Y OyIyIIUX JeTel (TeHe-
TPAaHTHOCTH JIOMUHAHTHOTO TeHa B AaHHOU cucteme 90%), ecnu: a) OJIMH U3 CYNPYTOB I€TePO3H-
TOTEH, & Yy BTOPOTO HOPMAJILHOE YKCIIO NaNbIIEB; 0) o0a cymnpyra reTepo3uroTHbI?
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3agava 6. CymiecTBYIOT 3 pa3iIMyHBIX PEIIECCUBHBIX MyTaHTHBIX F'€HA, KOTOPBIE 00YCIaBIUBAIOT LIUCTH-
HYypHIO (HapyllleHHe BCAChIBAHUS B MOUYEYHBIX KaHAIbIIAX U KUIIEYHUKE IIUCTUHA, JIN3UHA, apTUHUHA; 00-
pa3oBaHue UCTUHOBBIX KAMHEH B MOYKaX). Y JIIOJEH, TOMO3UTOTHBIX I10 JIIOOOMY U3 3 PELIEeCCHUBHBIX T'e-
HOB, BBIP@XKEHHOCTD [1aTOJIOTUYECKOTO MPU3HAKA IPUMEPHO OJMHAKOBA (B MOYKAaX 00pa3yrOTCs HIUCTUHO-
BbIE KaMHHM). Y JIMII, TeTEPO3MIOTHBIX MO TeHaM IUCTHHYpuH 1-ro Tuna (C*1C?1), TpaHCIOPT yKa3aHHbIX
AMUHOKHCIIOT HE HapylleH. Y TeTepo3uroT 1o resaM 2-ro u 3-ro tumnos (C2 2C% , C43C%) BrieneHne
aMHHOKHCIIOT C MOUYOi1 BBIIIIE HOPMbI, HO KAMHU B IIOYKaX HE BO3HUKAIOT. BbIpa’keHHOCTD NIPU3HAKa 3a-
BHUCHUT OT I'€T€PO3UTOTHOCTH OPTaHKU3Ma U TOMO3UTOTHOCTH IO pellecCCUBHBIM IeHaM. Onpeennure Bepo-
SATHOCTH Pa3NIMYHbIX (DEHOTHUIIOB Y JETEH B CEMbSX, €CIIU IPEANOI0KUTh, YTO HeaJIeIbHbIE TeHbI JIOKa-
JIM30BaHbl B HETOMOJIOTUYHBIX ayTOCOMaX:

a) 06a poJUTENIs FeTepO3UrOTHBI 110 reHaM C1 1 FOMO3HTIOTHBI 110 JBYM JPYIHM HeaslledbHbIM JOMH-

HAHTHBIM FeHAM; 6) oba ponu-
TeJlsl TeTePO3UToTHLI 0o reHaM C*2 ¥ TOMO3MIOTHBI 110 JIBYM APYIUM HeaslledbHbIM JOMMHAHTHBIM Te-
HaMm; B) 00a poAMTENs TeTePO3H-

roTHbI 110 renam C*3 ¥ TOMO3UTOTHEI IO JABYM JPYTUM HeajllebHbIM JOMUHAHTHBIM F€HAM.
3agaua 7. Onpenenure BEpPOSTHOCTh PETUHOOIACTOMBI (PETHHOOIACTOMA- AyTOCOMHO- TOMHHAHTHBIH
MIPHU3HAK C HETIOJIHOW MEHETPAHTHOCTHIO, IIEHETPAHTHOCTh JJOMUHAHTHOTO T'€HA B OJJHUX CEMBSX COCTaB-

aset 60%, B npyrux- 90%) cpeau nereil B ceMbsix, Ie: a) O/IUH U3 poJUTeIIel CTpagaeT
peTrHO01acTOMOM (IEHETPaHTHOCTh reHa B ceMbe 90%); 0) OJIMH U3 POAUTENEH CTPaaeT PETUHO-
67acTOMOM (IIEHETPaHTHOCTh TeHa B ceMbe 60%); B) OJIMH U3 POAMTENEH ObLI ONIEpUpPOBaH IO IO-

BOJly PETUHOOJIACTOMBI U B HACTOsILEE BpeMs 370pOB (IEHETPAHTHOCTh I'eHa B ceMbe 60%);

r) 00a poauTeNs 310POBBL, HO OTEL] OJHOIO U3 HUX YMEP OT PETUHOOJIaCTOMBI (IIEHETPAHTHOCTh I'€Ha B
cembe 60%).

3agaua 8. Butunuro Hacieayercs Kak ayTOCOMHO- JJOMHUHAHTHBIN MPU3HAK C HEMOJTHOM IMEHETPAaHTHO-
ctbio. [Ipennonoxum, 4To NEHEeTPaHTHOCTh IOMHUHAHTHOTO TeHa B ceMbe 70%. KakoBa BeposSTHOCTh
POXKIEHUS peOeHKa C BUTUIIUTO, €CIIH: a) y OJTHOTO U3 pOUTEIEH
UMEeTCsl BUTHIIUTO;

0) oba poauTens 310pOBBI, HO HX MEPBBIA PEOCHOK MMEET BUTHIIUTO?

3angaya 9. OnHa U3 popM MHOTOHHYECKOH TUCTpOodUM HAcTIENyeTCsl IO ayTOCOMHO-I0MHUHAHTHOMY
Tuny. Y OOJNBHBIX AeTeH, POAUBIINXCS OT OONBHBIX MaTepel, 00JIE3HB MPOSBISIETCS B O0JIee TSHKEIOMH
dopme, ueM y aeTel, poJUBIINXCS OT OOJIBHBIX OTIOB. KakoBa BepOATHOCTh POXKJICHHS OOJIBHOTO pe-

OCHKa 1 KaKoBa TSHKECTh 3a00JIEBaHUS B CEMbE, T/IC: a) )KeHa CTpajaeT Jier-
KOl MUOTOHHUECKOW AUCTpodueii; 0) orer| cTpajaeT Jerko Muo-
TOHUYECKON AUCTpOodUeii; B) 00a poAMTENS CTPAAAIOT JIETKOW MHUO-

TOHUYECKOH aucTpodueit?

3agaua 10. Y 370pOBBIX POUTENEH, UMEIOIINX OJTHOTO 3J0POBOT0 peOeHKA, POIAHIICS BTOPOH peOCHOK,
KOTOpBIM yMep B Bo3pacte 5 jieT oT cuHapoma Tas- Cakca. Onpenenure BEpOSATHOCTb TOTO, YTO CIELYIO-
il pebeHok Toxke OyaeT OoJieH.

3apgaua 11. Myxuuna ¢ | rpynnoii kpoBu, cTpagaronuii moxarpoi (mogarpa ayTocOMHO-pELIeCCUBHBIN
MPU3HAK C HETMOJIHON EHETPAaHTHOCThIO, IEHETPAHTHOCTh JOMUHAHTHOTO I'eHa cpen MykuuH 20%,
cpeau xeHuuH- 0), )KeHUJICS Ha 3/J0pOBOi *eHluHe, umeromteit || rpynmny kposu. KakoBa BeposiTHOCTD

POXKIEHUS B 3TOM ceMbe: a) 310poBoro pedenka co Il rpynmnoii
KpOBH; 6) 6osbHOTO pedenka co |l rpynmoit kpoBwy;
B) 310poBOro pedeHka ¢ | rpymnmnoit KpoBw; r)

6osbHOrO pedenka c | rpymnmnoit kpoBu?

3agaua 12. Cuagpom Mapdana Haciteyercs Kak ayToCOMHO- JOMUHAHTHBINA MTPU3HAK C TICHETPAHTHO-
cTb10 30%. Pe3yc- oTpuIaTeNnbHOCTh- ayTOCOMHO- PELIECCUBHBIN MPU3HAK C TIOJHOW NTEHETPAHTHOCTHIO.
Onpenenute BEpOATHOCTb POKIEHHS B CEMbE, I/ie 00a POAUTENS AUTE€TEPO3UTOTHBI:

a) pe3yc- MOJIOKUTEIHLHOTO 3/J0POBOT0 peOeHKa,; 0) pesyc-
MOJIOKUTEITFHOTO OOJTLHOTO peOeHKa; B) pe3yc- OTpHIa-
TEJILHOTO 3/I0POBOTO PEOCHKA; T') pe3yc- OTPUIATEIILHOTO

00JBpHOTO peOeHKaA.
3agaumM HA IKCNIPECCUBHOCTD:
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3angaua 1. B ognoii nanare nexat 10 GOMBHBIX OHUM U TEM K€ HACTIEACTBCHHBIM 3a00JICBaHUEM.
Mo’xHO 11 Tipenoarath, 4To y BCeX CTENeHb TSHKECTH 3a00JIeBaHus, a TAaKXKe MPOTHO3bI Ha Oyayiee
Oynyt onuHakoBble? OTBET apryMEeHTUPYHTE.
3agaua 2. Tspkenas yMCTBEHHAs OTCTANIOCTD Y AeTel MpH (EeHUIIKETOHYpPUH (ayTOCOMHO-PEIECCHUB-
HOE 3200JICBaHNE) Pa3BUBACTCSI TOJIBKO MMPU HATMYUU aMUHOKHUCIIOTHI )eHIIIATaHnHA B Tiute. [{uerta,
OenHas (eHUIATaHUHOM, OOECIeunBaeT HOpMaJbHOE pa3BUTHE pebeHka. B poagomMe BbIsBICHO 3
HOBOPOXKJCHHBIX peOCHKA, TOMO3UTOTHBIX MO auiento (GeHunkeronypun. OIMH U3 HUX C TEPBBIX
JHEH )KU3HU HaXOoJWJIcs Ha ueTe 0e3 GpeHuIataHlHa; BTOPOH JIeUUIICS JIMIIb SMU30JUYE€CKH, a Tpe-
TUW TUTANCSA KaK OOBIYHBIN 370pOBbIA peOeHOK. KakoBbl Baliy MpOrHO3bl B OTHOLIEHUH Pa3BUTUA
JTUX AeTen?
3ajaum HA MJIEHOTPOINHOE JeiicTBHE TeHa:
1. V kapakyJbCKHMX OBEIl JOMMHAHTHBIN reH A BBI3BIBAET Pa3BUTHUE CEPOM OKpacKH LepcTu. B romo-
3UTOTHOM COCTOSIHMH 3TOT I'€H MPUBOJAUT K HEJAOPA3BUTHIO XKely/lKa U Tulenu srust. Pereccus-
Hasl aJuleNb reHa 00yCIaBIMBACT Pa3BUTHE YEPHOH OKpacku mepcT. Kakoe pacuieniienue no re-
HOTHUITY MOYXHO OXKHJATh OT CKPELLIMBAHUS ABYX CepbIX oBel? J[aiiTe XapakTepUCTUKY I'€Ha.

CamocTosiTeJibHAsi BHEAYIUTOPHAs pa0doTa 00y4yarommXxcsi o Teme:

3amaHus U1 CaMOCTOSITENIbHOM BHEAYAUTOPHOU PabOTHI CTYACHTOB 110 YKa3aHHOU TeMe:
1). O3HaKOMHTBCS C TEOPETUUECKUM MATEPUATIOM IO TeMe 3aHATHS C UCIOJIb30BAHUEM KOHCIIEKTOB JIEK-
U 1 PEKOMEHTyeMOI yueOHOH TUTEepaTyphl.

2). OTBETUTH HA BOIIPOCHI I CAMOKOHTPOJIS:

[Ipumepsl MOAMPUKALIUY T€HHOM SKCIIPECCUH.

[loHsiTHE O NEHETPAHTHOCTHU U IKCIPECCUBHOCTH.

XapakTeprucTuKa TeHOKONUH 1 (PeHOKOTHH.

DakTOpBI OKPYXKAIOIIEH cpeibl U MPUMEPHI MOAUPUKALIUH.

[IIupoxkas u y3kast HOPMBI PEAKLUN.

[Ipu3Haku reTeporeHHOCTH rPYIIL.

[Ipu3Haky nIeHOTPONHOIO NEUCTBUS T€HOB.

®opmyna nposiienus reta no TumodeeBy-PecoBckomy u ActaypoBy.
[TonsiTHe 0 TeHeTUYECKOW aHTUCUIIAIINH (OTIEPEKECHHH ).

3). Pemuth 3aaun Ha TuiedoTponuio U3 yueOHoro nocodust «O01as reHeTHKa U TeHETUKA Yelo-
Bekay, 2016, ctp. 20-21 Ne 1-3.

oP N~ WNE

Pexomenayemas qureparypa:
OcHoBHast:
1. Uare-Beuromos C.I'. T'enernka ¢ ocuoBamu cenekiun. CI16.:, U3narenscrso H-JI, 2015.-720.
2.bouxoB H.I1. Knuauueckas reneTuka: ydaeOHUK a7 By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JononHuTenpHas:
1. Konenaesa E.B., Poquna H.E. Obmas reneTnka u reHeTHKa 4enoBeka: yueOHoe nmocooue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eneTuka yenoBeka ¢ ocHOBaMU o011eit reHeTHku: yaeoHoe nocooue. — CI16.: CnenJlur,
2010, c.192
3. Mymkam6apos H.H., Ky3uenos C.JI. MonekynsipHas Ouonorusi. Beenenue B MONEKYISIPHYIO HUTOIO-
THIO U TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.

Paszpen 1: O0mas reneruka
Tema 1.12. IlocTaHOBKa ONBITA 10 AUTHOPUIHOMY CKPEIIMBAHUIO MYLICK.

He.]]l): CCbOpMI/IpOBaTB HAaBBIKH 1O ITIOCTAHOBKE OIBITOB C UCIIOJIB30BAHUEM MYIIKHU, U3YYUTH XapaK-
Tep HAcJIEA0BAaHUS Pa3HbIX IPU3HAKOB IIPH OJIOBOM Pa3MHOKEHUU U JAECWCTBHUE HA NTPAKTUKE 3aKOHOB I'.
MeHJIeJ'ISI, HAYUYUTHCA ACJIAaTh BBIBOABI ITO HACICAOBAHWIO ITPU3HAKOB B ITOTOMCTBEC IIPU CUCIJICHUH I'CHOB
U KPOCCHUHIOBEpE.

3agauu:

1. HM3yuuTh OCOOEHHOCTH CIETJICHHOTO € TI0JI0M HACIE0BAHUS Y TUIOOBON MYIIIKH.
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2. [Ipoananu3upoBaTh pe3yabTaThl AUTUOPUIHOTO CKPEIIMBAHUS Ha THOPUAAX TIEPBOTO MTOKOJICHHUS,

OTIpEeACTUTh JOMUHAHTHBIE U PEIIECCUBHbBIE MPU3HAKY.

3. Hayuutbcs UCIIOJIB30BaTh METO/T XU-KBaAparT.

4. OTpaboTaTh HaBbIKU PEIICHUS CUTYallMOHHBIX TeHETUYECKUX 3aJ1a4 Ha CLIETITICHHOE HAcJIeI0BaHUE

U KPOCCHUHIOBEP.

OO0yuyaromuiics 10J2KeH 3HATh:

A) 10 U3y4YeHUs TEMBI:

1. 3akons I'.Meunnemns.

2. OrmpexeneHue mojia y mio0BOM MYIIKH.

3. CymHocTh U OMOJIOTHYECKOE 3HAYEHUE CLEIUICHUSI TEHOB U KPOCCUHTOBEPA.

b) nocne uzyuenus Temsbl:

1. Mertoa xu-KBajpar.

2. OcobeHHOCTH pelIeHHs 3a7a4 Ha CLEMJICHHOE HaclleZJOBaHHUE.

3. BapuaHTbl NpU3HAKOB, CUEIIJICHHBIX C TOJIOM y MYIIKH.

4. Tlpu4uHBI ¥ TPUMEPHI OTKJIOHEHUN OT «MEHJEIEBCKUX) PAaCIICIIIICHUMN.

OOyuaromuiics 10J15KeH YMeTh:

1. 3anmcarb cxeMbl pEIUIPOKHBIX CKPEIIMBAHUN POIUTENCH U ONPEICIUTh TeHOTHUIIBI U (DEHOTUIIBI
MOTOMCTBA IIEPBOTO MOKOJICHUS, COOTHOIIEHHE IO N0y, (PeHOTHITY.

2. Tlpoananu3upoBaTth MOJIyYEHHOE TOTOMCTBO, Pa3AeuB BCeX 0coOei Mo moiy, GopMe KpbUILEB U
uBery rnas. [logcunrarsh KOIM4YECTBO 0COOEH B KaXKIOW IpyIIIIE.

3. Oskupaemble pe3yabTaThl CPABHUTH C (DAKTUYECKHU MOJIYUEHHBIMH C TIOMOIIBIO METOJa XU-KBaJ-
par.

4. Ha ocHOBaHHH MOJYYEHHBIX PE3YJIbTATOB YTOUHUTH T€HOTHUIIBI B3STHIX JIJISl CKPEUTUBAHUS POIH-

TEeJen.

[TonydeHHble pe3ynbTaThl 3aMKCATh B JHEBHUK U CIIEIATh BBHIBO/I.

6. s momydeHHs MOTOMCTBA BTOPOTO IMOKOJIEHUSI HEOOXOIMMO B3SITh 110 ITape CaMOK M CAMIIOB H

MIOMECTUTD UX B HOBYIO KYIbTYpY, IPOBEIEHHOE CKPEIIMBAHKUE 3aPETUCTPUPOBATS.

Hamucatb cxeMy npoBeIEHHOTO CKPEIIMBAHMS.

8. Pemiate 3aauu Ha CLIETNIEHHOE HACJIEJOBAHUE U KPOCCUHTOBED.

OO0yuaromuiicsi 10J17KeH BJIa/IeTh:

[TprMeHsITh HABBIKU HUCIIOJIb30BaHUS MHGOPMAIMOHHBIX, OUOIHOrpadudecKuX pecypcoB C IENbI0
MOJTyYeHUSI HAy4YHOU MH(GOPMAIIUU M OCYIIECTBICHUS! KOMMYHUKAIIMK B METUIIMHCKOM cO001IecTBe. AHa-
JTU30M PE3yIbTaTOB CBETOONTHYECKOW U APYTUX BUIOB MHUKpOCKONMUH. CIOCOOHOCTHIO (hOPMYIHPOBATH
LeJH U 33JJa41 UCCIIEIOBaHMUSI.

o

~

CamocTrosiTe1bHAs AyANTOPHAsA padoTa 00y4aloIuXxcs Mo TeMe:
1. OtBeTuTH Ha BONPOCHI 10 TeMe 3aHATHUS

1. Oco0OeHHOCTH CLEMIEHHOTO C MOJIOM HacJIeJJOBaHMsl Y TJI010BOI MYIIKH.

2. Amnanu3 pe3ynbTaToB AUTHOPUIHOTO CKpPEIMBaHHs Ha THOPUIaX MEPBOTO MOKOJICHHS,
OmnpeaACIICHNEC JOMHUHAHTHBIX U PECCCUBHBIX ITPHU3HAKOB.
Hcnonb30BaHue MeTo1a XU-KBaipar.
Pemenne cuTyanmoHHBIX TEHETUYECKUX 3a/1a4 Ha CIICTITICHHOE HACJIEI0BAaHHE M KPOCCHHTO-
BEP.

~ow

2. IlpakTnyeckasi NOAroTOBKA.
PaGora 1. IIpoBeaure aHau3 pe3yjabTAaTOB AMTHOPUIHOIO CKPEIMBAHUSA MYIIIKHU APO030-
(¢uab1 Ha TMOPHAAX NEPBOr0 NMOKOJICHHS 10 IJIAHY:

1. 3anucarh CXeMbl PEHUIPOKHBIX CKPEIIMBAHUM POIUTENEH U ONPeAEeTUTh T€HOTUIIBI U (peHo-

THUIIBI TOTOMCTBA MEPBOT0 TOKOJIEHUS, COOTHOLIEHHUE T10 MOy, (PeHOTHUITY.

Hano:
V-nopmanbHulekpoinbsa
Vg—3auamounviexpuinvs
X"- 6envie enaza
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XW* — kpacnvle 2naza
Cxema CKpelrBaHHus:
1) P: Q@ VgVgXW¥ X" X
(3a4aTOYH.KpBUIbS, Oenorias.)

3 VXY
(HOpM. KpbLIbsl, KpacHbIE IJ1a3a)

G:

F1: VVgXY"' X" ; VVgX"'Y  Camibl JOIDKHBI ObITh ¢ OEIBIMH I1a3aMH
(HOpM KpbUIbA, Kp.) (HOpMabHBIE Kp, OeibIe)
2.IIpoaHaan3upoBaTh MOJy4EHHOE TOTOMCTBO, Pa3JIe)IuB Bcex 0co0el 1o moity, GopMe KpbUIbEB U
nBety ria3. [loxcunraTs KOIMUECTBO 0COOEH B KaXKA0H rpymrie.
F1 ,Z[eJ'II/IM 0 TIOJTy

CaMKI/I C
KpaCHBIC

aM
KpacCHBI Oeme
WO S

3. Odopmuts Tabnuiy «AHanu3 ruOPUIOB IEPBOTO MOKOJICHUS.

Ne npoOupox KounuecTBo 0cobeit Bcezo
Camku Cam1ipl
Kp.rnasza ben.rimaza | Kp.riasza bei.riasza
H 3a4 | H 3a4 H |3a4| H 3a4
1
2
n
Bcezo

Padora 2.0:xunaemble pe3yibTaThbl CPABHUTE ¢ GaKTHYECKH MOJIYYCHHBIMH C IIOMOIIBIO METO/1A
XM-KBaJpaT W 3alMIIUTe BBIBOJ B TeTPaJIH.
3anosHUTE TabJIMIlY BHIYMCICHUS KPUTEPUS XU-KBaIpaT

Knace | Ha6momaemoe (O) Osxumaemoe (E) (O-E) (O —E)? (O —E)?
E

Myx.

Ken.

Bcero = >= >=

BeruucnenHoe 3HaueHHe XU-KBaApaT CPAaBHUTE C TAOJIMYHBIM MPH PAa3HBIX YCIOBHUAX 3HAYMMOCTH
(npuin.1) u caenaiite BBIBOA.
Jl1s HanucaHus BBIBOJIOB OTBETHTE HAa BOIPOCHI:
Bonpocut

1. Kakue npu3HaKku SIBJISIFOTCSI JOMHUHAHTHBIMU
U PELIECCUBHBIMU?
2. Kakoe ¢axTrueckoe paciieruieHue 1no GpeHo-
THUITY IPOU30LLIO (110 MOy U O LBETY na3)?
3. Kakoe noiay4eHO KOJMYECTBEHHOE paculel-
JieHue B | onbITe M COOTBETCTBYET JIM OHO 0XKU-
JaeMomy?

Omeemut
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Pabora 3. 3a10kuTe ONBIT AJ1 MOJTYy4YeHHS] IOTOMCTBA BTOPOI0 NMOKOJICHHSA
Jl1s 3T0r0 HE0OXOAMMO B3STh 10 IApPe CaMOK U CaMIIOB U IIOMECTUTh UX B HOBYIO KYJbTYpY, IPOBE/IEH-
HOE€ CKpELIMBaHKE 3aperucTpupoBarh. OCTaBIINXCS MYIIEK YHUUYTOXHUTD.
/{HEeBHHMK CKpelMBaHUS

Hara Onucanue TUHUM Pesynbrarsl

1 onbIT P: 2 VgVgX¥- X% X & VVXWY
Q (3a4aTo4H, Oesioraas.) X

d (HOpPM. KpbLIbSl, KpPaCHbIE
rJjasa)

2 ombIT
P: Q@ (xp. r., HopM. Kp) X
d' (beaori., HOpM Kp.)

Pabora 4. Pemunre 3a1a4y 1 NpoaHaIN3NpYyiiTe KPUCC-KPOCC HAac/lel0BaHUe - HAcJle[0BaHue
10 THIY «KPeCcT-HAKPeCT», T.e. IPU3HAK NepeAaeTcs: 0T MaTepu CbIHOBBSIM, OT OTIIOB K J104e-
psAM. 3anuIIUTE MOJy4YeHHbIE Pe3yJbTaThl.

3agauya: Kakue npu3Haku MOTYT OBITh y JIeTE€H, pOMBIIUXCS OT OpaKa MyKYHUHbI, 00JIbHOTO UXTH-
030M, C JKCHITMHOMW, Y KOTOPOH IIa3HON albOMHU3M (00a Mpr3HaKa PElEeCCUBHBI U CIIETUICHBI ¢ X-XpO-
MOCOMOM).

3. PemuTh cuTyallMoOHHBbIE 32/1a4H

3agaua 1.

VY yenoBeka ayTOCOMHO-OMHUHAHTHBIN I'€H HOTTEHAAKOJICHHOTO CHH/IPOMA U JIOKYC TPYII KPOBH IO
cucreme ABO cuemiensl 1 HaxonaTcss Ha pacctossHuu 10 mopranua. B ogHoli cembe xeHa umeer |1V
IpyIIy KPOBU M HOTTEHAKOJICHHBII CHHIPOM, IpUYEM ee MaTh Obl1a 3710poBa U uMmena |l rpynmy kposu,
a oTell CTpajJajl HOrTeHaIKOJIEHHBIM cuHApoMoM U umen |1 rpynmy kpoBu. My 310poB u umeer | rpymnmy
KpoBHU. Onpenennure BEpOSITHOCTh POXKACHUS B 3TOW CEMbE 370POBBIX JETEH M MX BO3MOKHBIE TPYIIIBI
KpOBH.

3agaua 2.

V uenoBeka reH pesyc-gpakropa (Rh+) crerieH ¢ JOMUHAHTHBIM T€HOM, ONPEIEIISIONMM OJUH H3
BUJIOB KaTapakThl. ['€Hbl pacIioyioKeHbl B OJJHOW ayToCcOMe Ha paccTossHuU 24 MopraHuJ. B cembe oTteln
o0Jazian oTpuIaTeIbHbIM pe3yc-(pakToOpoM U He cTpajall KaTapakToi, a MaTh ObLIa pe3yc-MOJ0KHUTEIbHON
U cTpajnana karapaktoid. [Ipuyem kaTapakTy WU pe3yc- MOJIOKHUTEIBHOCTh OHA YHAcle[oBaja OT CBOETO
oTHa. Y HUX poAMIIach pe3yc-oTpHUIaTeIbHas 104b 0e3 KaTapakThl. OnpenenuTh BEpOITHOCTh POKIACHNUS B
ATOM CeMbE Pe3yC-TOJIOKUTEILHOTO peOeHKa 0€3 KaTapaKThI.

3agaua 3.

VY npo3oduiiel reH cpe3aHHbIX KPBUILEB U I'eH OEJIbIX IJ1a3 PEeLleCCUBHBI, U pacloI0kKeHbl B X-XpOMO-
coMe Ha paccTostHuM 4 Mopranu. CKpenBaiach reTepo3uroTHas o JByM IIPU3HAKaM CaMKa, UMEIoIas
HOpMaJIbHbIE KPbLIbs, C KPACHOTJIA3bIM CaMIIOM, UMEIOLINM Cpe3aHHbIe KpbUIbs. ONpeneanTs NPoLeHT Oe-
JIOTJIa3bIX CaMIIOB C HOPMaJbHBIMU KpbUlbsiMH. IIpoBenuTe peLUIIPOKHOE CKPEIIMBAHUE U MPOAHAIHU3U-
pyiiTe, MOIy4YEHHbIE pe3ybTaThl. BbIBOBI 3anumuTe.

3amaua 4.

['eHbl, KOHTPOIMPYIOLIUE PA3BUTHE paxUTa U HOPMAJIbHOE pa3BUTHE MOTOBBIX JKeJe3, JOMUHUPYIOT
HaJ TeHaMH, KOHTPOJIUPYIOLMMHU HOPMAIILHOE PA3BUTHE KOCTEN U OTCYTCTBUE MOTOBBIX YKEJE3. DTU IEHBI,
pacmoIoKeHbI B X-XpOMOCOMe Ha paccTosiHuu 32 cantumopranug. O0 oHON CeMbe U3BECTHO CIIEIYIO-
1iee: My CTpaziaj paXuTOM U OTCYTCTBHEM MTOTOBBIX JKEJIE3; )KEHA CTpaiaia PaXUTOM M UMEJIa HOPMAJILHO
pa3BUTbIE MOTOBBIE KEJIE3bl, IPUYEM €€ OTEell HE MMeEJ MOTOBBIX JKele3, a MaTh 00Jajaja HOPMAJIbHO
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pa3BUTHIMHU KOCTAMU. ONpenennuTh BEPOSTHOCTh POKIEHUS B 3TOW CEMbE JETEH, CTpaJaroliuX OJHOBpE-
MEHHO PaXMTOM U OTCYTCTBHEM IOTOBBIX XKEJIE3.

3amaua 5.

VY 1p0o30¢uIIbl TEHBI € U S, KOHTPOJIMPYIOLINE PELIECCUBHbIE TPU3HAKU «00pe3aHHbIN Kpail KpbUla» U
«TEMHOE TEeJIO», CLEIIEHBI B X-XpoMocome. YacToTa KpoccuHrosepa Mexay HuMu 23%. ['en, koHTposu-
PYIOLIMI pa3BUTHE IJ1a3 MypIYPHOIo LiBeTa (PeLeCCUBHBIN MPU3HAK), JIOKAIN30BaHbl B ayTocome. Ompe-
JETTUTE BEPOSTHOCTD PA3IMYHBIX TEHOTUIIOB U ()EHOTHUIIOB B TIOTOMCTBE IPH CIETYIONNX CKPEIUBAHUAX

a) caMKa, FeTepO3UroTHasl 10 BCEM I'€HaM, caMell C peLieCCUBHBIMU IIPU3HAKAMU;

0) caMKa ¢ peleCCUBHBIMU MPU3HAKAMH, CaMell ¢ JOMMHAHTHBIMU IIPU3HAKaMU (I€TE€pO3UTOTEH 110
TeHY ayTOCOMBI).

3amxaua 6.

["'eHbI, KOHTPONHUPYIOIIUE Y YeTIOBEKa rpynibl KpoBu 1o cucreme ABO u cunapom nedexra Horren
U KOJICHHOW YallleyKH, JIOKaJIU30BaHbl B OHOM ayTocoMe. YacToTa KpOCCUHIOBEpa MEX/y HUMH Yy JKEH-
vl 14%, y myxun 8%. [laTonornyeckuii CMHHAPOM KOHTPOJIUPYETCS JOMUHAHTHBIM reHoM. OIpenenuTe
BEPOSATHOCTb POXKAEHUS JIeTeH ¢ pa3IMuHbIMU ()EHOTHIIAMH, €CIIH:

a) y xxensl || rpynma kpoBu (TeTepo3uroTHa) U HacjaeICTBEHHOE 3a00JIeBaHKe, TpHUeM 00a 3TU TPHU-
3HaKa OHa yHaclleZIoBajla OT OJTHOTO U3 POAMTENEN; MyX 310pOB, UMeeT | rpymniy KpoBu;

0) MyX TUTETepO3UTOTEeH U uMeeT || rpynmy KpoBH; OT KaXKI0To U3 POAMTENEH OH yHACIIEAOBAT J10-
MUHAHTHBINA U pELIECCUBHBIN TE€HBI; ’KEHa 3710poBa U y Hee | rpymma KpoBu.

3anaua 7.

VY yenoBeka reHbl, KOHTPOJIUPYIOIIUE FUIUNTOLHUTO3 U pe3yc-pakTop, HaXOAATCS B OJHOM XpOMO-
COME M 9acTOTa KPOCCHHTOBepa Mex 1y HUMu 3%. ['eH, oTBevaromuii 3a HeI0CTaTOYHOCTh (hepMEeHTa TITto-
K030-6-pocdarneruaporenasst (I'-6-®J1), nokanuzosan B X-xpomocome. OnpeaenuTe BEpOsITHOCTb pa3-
JUYHBIX (PEHOTUITOB OyIyIIHX JAETEH Y CYNPYKECKUX Iap:

a) J)KeHa yHacJe10Baa 3JuTMnTonuTo3 u red Rh- ot Mmatepu (cama ona Rh+). I'en nepurura I'-6-DJ]
— OT OTIA; y MyXa rpymma KpoBu Rh+ (roMo3uroreH), HeT JUTUNTOLUTO3a M HOPMaJlbHAsE AaKTHBHOCTh
dbepmenta I'-6-DJ1;

0) My yHacienoBai 3umnTonuto3 u red Rh- ot otua (y Hero kpoBs Rh+), a ren nedpunura I'-6-
® ]I — oT Marepwu; xKeHa 37J0poBa U y Hee KpoBb Rh+.

3anaua 8.

I'eHBl, KOHTPOJIUPYIOIIKE Y YEJIOBEKa CEPIOBUIHO-KIETOUHYIO aHEMHUIO U B-TanaccemMuio, OIM3KO
CIETUJICHBI B OJTHOM ayTocoMe. MyX U KeHa JUTeTePO3UTrOTHBI U HACTIeA0BAIM 002 MyTaHTHBIX ajUIelis OT
pas3HbIX ponuTeneil. Onpenenure OTHOCUTENbHYIO BEPOSITHOCTD JUIs MX OYAYIIMX JAeTel UMETh 3TH Hacle/l-
CTBEHHbIE 3a0o0neBanus. CaenaiTe BbIBOJ O XapaKTepe HaclIeI0BaHusl.

CamocTrosiTe/IbHAA BHeayAUTOPHasi paboTa o0y4alouuxcs 1o Teme:
3aoanus ona camocmosamenvHoll 6HeayOUmopHol pabomsl CIYO0eHmMOo8 No YKA3AHHOU meme:
1). O3HaKOMHTBHCSI C TEOPETUYECKUM MATEPHAIIOM I10 TEME 3aHATHS C UCIIOIb30BaHUEM KOHCIIEKTOB
JEKIMHA U peKOMeHTyeMoi yueOHOM IuTepaTyphl.
2). OTBETUTH HAa BOIPOCHI AJI1 CAMOKOHTPOJIS:
Omnpenenenue nojixa MyIKy Apo30(QUIIbL.
[IpeumymectBa 1po30¢puibl Kak 00bEKTa FTEHETUUECKUX UCCIIEI0BAaHUM.
Mopdonorust 1po30QpuIsL.
buonorust npo3oduis.
[Tpu3Haku mosoBoro AuMopdu3Ma y 1po3oQpuil.
[IpaBuia paboTsl ¢ 1po30PpuIoi.
O6opynoBaHue, UCIOJIB3YEMOE MPH MPOBEACHNUN CKPEIIMBAHUH.
MyTaHTHBIE TUHUN.
deHOTUTTHYECKHE 0COOEHHOCTH JTMHUU WV g.

LCoNoOAWNE

PexoMennyemas jiureparypa:
OcHoOBHas:
1. Uure-BeuromoB C.I'. T'enetuka ¢ ocHoBamu cenekiuu. CII0.:, U3gaTteanctBo H-JI, 2015.-720.
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2.bouxoB H.I1. Knuauueckas renetuka: ydeOHUK a7 By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JlomonmauTenbHAS:

1. Konenaesa E.B., Poquna H.E. O6mias reHeTnka U reHeTHKa 4elloBeKa: yaeOHoe nmocoodue - Kupos, 2016,

c. 5-16.

2. KypuanoB H.A. ['eneTnka 4enoBeka ¢ OCHOBaMU 0011ei reHeTHku: yueoHoe nocoodue. — CI16.: CnenJlIur,

2010, c.192

3. Mymkamb6apoB H.H., Ky3uenos C.JI. MonekynsipHas Ouosnorusi. BBeneHue B MOJIEKYJISIPHYIO ITUTOJIO-

THIO U TUCTOJIOTHIO: yuyeOHoe mocobue. - M.: MUA, 2016.

Pazjnen 1: O0mas reneruka
Tema 1.13. MexaHu3Mbl JeTePMUHALMHA 110J1A.

Heanb: ChopMupoBath 3HaAHHS O MEXaHU3MaX HACJICIOBAHUS MIPU3HAKA I10JIa U IPU3HAKOB, HACIIE-
IyEMBIX CHEIUIEHHO C [OJIOM.
3amaun:

W3y4uTh OCHOBHBIE THUIIBI IETEPMHUHALIUU TOJIA.

N3yunTh MeXaHU3MBI JIETEPMUHAIIMY [TPU3HAKA T10JIa.

[To3HakomMuThCs ¢ OaJIaHCOBOM TEOpUEH ompeaeneHus moia bpumkeca.

N3yuuTh posib T€HOB MOJIOBBIX XPOMOCOM M T'€HOB ayTOCOM B JICTEPMHUHAIIMY T10JIa Y YEJIOBEKa.
W3yuuth HacienoBaHUE MPU3HAKOB, CIETUICHHBIX C MTOJIOM.

OOyuarouuiicst 10J12KeH 3HATD:

3) 710 U3Y4YEHUS TeMbI (Oa3uCHbIC 3HAHUSA):

- ctpoeHue X U Y-XpoMOCOM; IIPU3HAKH, CIICTUICHHBIE C TIOJIOM;

4) MOCJie U3YUYEHUS TEMBI:

- TEHETUYECKHE OCHOBBI HACJICOBAHUS MTPU3HAKA 10JIa U BO3MOXKHBIC ITYTH JETCPMHUHAIIUN
MpHU3HAKa M0JIa; TeHETUYECKNEe MEXaHU3MbI HACTIEI0BAHUS TPU3HAKOB, CLICTUICHHBIX C MOJIOM.
OOyuaromuiics 10/15KeH YMeTh:

1. Pemarp reneTrueckue 3aauy Ha HaClleJJOBaHUE MTPU3HAKOB, CIICTNICHHBIX C MTOJIOM.
2. CocraButh TabJIUIy O POJU ayTOCOMHBIX T€HOB M IOJIOBBIX XPOMOCOM B JETEPMHUHAIIUU
oJia y 4eloBeKa.

3. 3apucoBaTh U COCTABUTH TAOJIUILY 10 XPOMOCOMHOMY MEXaHU3MY OMPE/ICICHUS M0JIa.

4. Omnpenenutsb o Apo30QHIIbI corJacHa OallaHCOBO TEOPUU OmpeeneHus mona bpumkeca.

OO0yuarouuiicsi 10/17KeH BJIa1eTh:

[TpuMeHsTh HAaBBIKM UCTIOIB30BaHUS HH(DOPMALIMOHHBIX, OUOIHOTpahUIECKUX PECYPCOB C LIETBIO
MOJTyYeHUSI HAy4YHON WH(OPMAITUU U OCYIIECTBIECHUS KOMMYHHUKAIIUU B METUIIMHCKOM COOOIIIECTBE.

©ooNo O

CamocrosiTe/IbHAsI AYyIMTOPHAs padoTa 00y4yalouuxcs Mo TemMe:

1. OTBeTuTH HA BOMPOCHI 10 TEMe 3aHATHSA

OCHOBHBIE THIIBI JETEPMHUHAIIIY T10J1a

Tunel XpOMOCOMHOM I€TEpMUHALIAU T10J1a

XPOMOCOMHBIE 1 MOJIEKYJISIPHO-TEHETUYECKUE OCHOBBI IETEPMUHAIIUU T10J1a Y APO30(DUITBI
I'uranpomopduzm

banancosas teopus K. bpumxkeca

['eHbl, U3MEHSIONIHE MO Y IPO30(hUITBI

XPpOMOCOMHBIE U MOJIEKYJISIPHO-TEHETUYECKUE OCHOBBI TIEPBUYHON IETEPMHUHALIAH TT0J1a Y Ye-
JIOBEKa

8. Poab Y-XpOMOCOMEI B IeTEpPMHHAIIAN TT0JIa

9. Ponb ayTOCOMHBIX T€HOB B ICTEPMHUHAIINH I10JIa

10. Bropu4Has AeTepMUHAIS T10J1a Y YeI0BeKa

11. TTon 1 pa3MHOKEHHUE Y )KHBOTHBIX U YeJIOBEKa

12. HacnemoBaHue MPU3HAKOB, CIICTUICHHBIX C ITOJIOM.

NookrwnpE

2. IlpakTuyeckasi MOAroTOBKA.
Padora 1. CocraButh Ta0aHMIy «XPOMOCOMHBIN MEXAHU3M ONPEIEIICHUS T10JIa.
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TakcoHomuyeckue I1os10BBIE XPOMOCOMBI Tun 3uroTsl
IpYyMIIbI, OPTaHU3MBI Cnepmato3o- SinexneTku CaMKH caMIbI
Upl

MekonuTaronue,
36MHOBOJIHBIE, PBIOBI, JIPO30-
(dua, 4eIoBeK

ITtumer, 6a00ukn

Hacexomrle: BOasHOU
KJIOTI, KY3HEUHK

Hacexomgbie: MOJIb

Hacekomble:  myensl, OTCYTCTBYIOT Jumnonguel | "ammonaHb!
MYypaBbH

Padora 2. CocraButhb Ta0auny «Posib ayTOCOMHBIX I'€HOB U IIOJIOBBIX XPOMOCOM B JI€TEPMUHALIUY T10J1a
y YeJIOBEKay.

ITonoBbIe XpOMOCOMBI AyTOCOMHBIE TE€HBI

X-XpOMOCOMHBIE I'€HBI | ¥Y-XpOMOCOMHBIE
TEHbI

['ensbl, neTepMUHUPY-
IOLIUE pPa3BUTHE
AUYKa

['ensbl, neTepMUHUPY-
IOIIIUE PAa3BUTHE SINY-
HUKa

Padora 3. 3apucoBarh B TeTpaab OumiaTepaabHOr0_rHHAHAPOMOpda 1 3anucaTh NPUYUHBI BOZHUKHO-
BEHMsI aHOMAJIUH.

Onpenenexue:

[IpnuuHsI:

Pabora 4. 3anonauTh T20aMNy «PopMbI NAPTEHOTEHE3a»
®opMbl NAPTEHOTeHE3a CyTb npouecca Mpumepsnl (TaKCOHOMU-
YecKHe rPyIibl)

1.Ampurtokus (aeirepo-
TOKHS)

2. AppeHOTOKUSs

3. Tenutoxkus
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Bomnpocstr:
1). laTth onpejenenre anaporenes3a, THHOreHe3a.
2). lckycCcTBEHHBIN MAapTEHOTeHEe3 y TyToBoro menkomnpsiaa. Padorer b.JI. Acrayposa.

Padora 5. PaccunTarh OTHOIICHHUE MOJOBBIX XPOMOCOM M ayTOCOM M ONpeAeNuTh nou y Jpo3o-
¢ubl cornacHo OanancoBoi Teopun bpumkeca.
XpomocomHast (pop- OTtHowmenne yucaa X- IHos myx
MyJia XPOMOCOM K YMCJIy HA00poOB
ayToCOM

3X2A
3X/3A
2X/2A
3X/4A
2X/3A
X/2A
XV/2A
XY/3A

3.PemieHne CHTYaMOHHBIX 32124
1. V yenoBeka JaJibTOHU3M OOYCIIOBJIEH CLEIJIEHHBIM C X-XPOMOCOMOM pelleCCUBHBIM IF'eHOM. Tanac-
CeMHs HaceyeTcsl Kak ayTOCOMHBIM JOMUHAHTHBINA PU3HAK U HaOro1aeTcs B IBYX (hopMax: y roMo-
3UTOT TsDKENasi, 4aCTO CMEPTENbHAs, Y TETEPO3UTOT MEHee TsKenas. JKeHIMHa ¢ HOpMaIbHbIM 3pEHUEM,
HO ¢ JIeTKOH (opMoil TamacceMuu B Opake CO 310POBBIM MYKUMHOMN, HO JaJbTOHUKOM, UMEET ChIHA
JAIbTOHUKA C JIeTKOH (hopMoit Tanaccemuu. KakoBa BEpOSTHOCTh POXKICHHSI CIICAYIOMIETO ChiHA 0e3
aHOMAaJIHi1?
2. 'mneptpuxo3 nepenaercs 4epe3 Y-XpoMoCcoMY, a TOTHIAKTHIINS - KaK JOMUHAHTHBIA ayTOCOMHBIN
nmpusHak. B cembe, rie oTen uMel runepTpuxos, a MaTh - NOJUIAKTHINIO, POJUIACh HOPMAJIbHAS B
OTHOIIEHUU 000UX IPU3HAKOB JJ0ub. KakoBa BEpOATHOCTD TOTO, YTO CIAEAYIOLIUI PEOEHOK B 3TOI CEMbE
Oyzaet Takke 6e3 00enx aHOMauii?
3. JXKeHnHa mpaima ¢ KapUMH T1a3aMH 1 HOPMaJIbHBIM 3PEHUEM BBIXOHT 32 MY)KUYMHY MPaBIIy, TO-
JTy0O0rna3oro u AajibTOHUKA. Y HUX POAMIIACH OIyOOria3as 104k JieBIIa U JalbTOHUK. KakoBa BeposT-
HOCTb TOT0, YTO CIEAYIOLIUI peOEHOK B 3TON ceMbe Oy/EeT JIEBIION U CTpaaaTh JaJbTOHU3MOM, €CIIU
U3BECTHO, YTO KapHi LBET IJ1a3 U YMEHUE BIIAJIETh IPEUMYIIECTBEHHO IIPaBO PYKOW — JOMHUHAHTHBIE
ayTOCOMHBIE HECIETIJIEHHBIE MEXy COOOM NMPU3HAKHU, a JATBTOHU3M — PELIE€CCUBHBIN, CIIETUICHHBIN C X-
XpOMOCOMOM ITpU3HaK?
4. B cembe, rne xeHa uMeert I rpymnmy kpoBu, a myx — [V, poauiics ceiH nanstoHuk ¢ Il rpynnoit kposu.
O0a ponuTens pazanyaroT LBeTa HopMalibHO. Onpenenure BepoITHOCTb POKICHUS 3/J0POBOTO ChIHA U €T0
BO3MOJKHBIE TPYIIIBI KPOBH. J[aIbTOHN3M HACIIEAYETCs KaK PELlECCUBHBIN, CLIETUIEHHBIN ¢ X-XpOMOCOMOM
IIPU3HAK.
5. ¥V poauteneit co Il rpynmnoii kpoBu poauics cbiH ¢ | rpynmnoit kpoBu u 6onbHOM remodunueii. Oba
POIUTENS HE CTPAAAoT 3ToH O60se3Hbt0. OmpeenuTe BEpOSTHOCT POXKIEHHUS BTOPOro peOeHKa 310pOBbIM
U €ro BO3MOXHbIE IPYNIbl KpOBU. ['eMouiins HacienyeTcs Kak peliecCCUBHBIN, CLEIUIEHHBIN ¢ X-XpoMo-
COMOU IPU3HAK.
6. Mprmeunas auctpodust JlrormeHHa HacienyeTcsi KaK CIETUICHHBIA C TOJIOM PEIECCHUBHBIN MPU3HAK.
Omnpenenute BepOSITHOCTh MOSABICHUS 3TOM OOJNE3HU Yy JIeTel 3/J0pOBBIX POAUTENEH, €CIIi U3BECTHO, UTO
OTeII J)KeHBI yMep B Bo3pacte 20 JIET OT MBIIIIEYHON AUCTPODUH.
7. BuramuH-/1-pe3uCTEHTHBIN PaxUT OOYCIOBIEH JOMHUHAHTHBIM I'€HOM, JIOKAJM30BaHHBIM B X-XpPOMO-
come. KakoBa BeposTHOCTh pOXKJI€HUS JIeTel ¢ ATUM 3a00JIeBaHUEM, €CJIH: a) MaTh T'€TEPO3UTOTHA, OTEI]
3110poB; 0) orell O0JEeH, MaTh 37J0POBA.

CamocTtosiTe1bHAs BHEAYAUTOPHasi padoTa 00y4aloUUXCH 110 Teme:
3aoanus ona camocmosamenbHoU 8HeayOUMopHOU pabomvl CMYOeHmMOo8 No YKA3AHHOU meme:
1). O3HaKOMHTBCS C TEOPETUUECKUM MAaTEPUAIIOM I10 TEME 3aHATHS C UCTIOIb30BAHNEM KOHCIIEKTOB

87



JICKIMHA U peKOMEHIyeMoi yueOHOM JUTepaTypHl.
2). OTBETHTH HA BOMPOCHI JIJIsT CAMOKOHTPOJIS:
OcCHOBHBIE THUIIBI AETEPMHUHALIMHU 110J1a
Tunsl XpOMOCOMHOM A€TEPMHUHALIMU I10JI1a
XpPOMOCOMHBIE ¥ MOJIEKYJISIPHO-TE€HETHUECKHE OCHOBBI JETEPMUHAINH T10JIA Y IPO30(UITBI
I'mnanapomophuzm
banancosas teopus K. bpuxkeca
I'eHbl, U3MeHsIOIINE 11011 Y APO30(UIIBI
XPOMOCOMHBIE U MOJIEKYJIIPHO-T€HETUYECKUE OCHOBBI IEPBUYHON IETEPMHUHALIMH T10J1a Y
4eJioBeKa
8. Pousb Y-XpoMOCOMBI B IeTEpMHUHALIUY 110J1a
9. Pousb ayTOCOMHBIX T€HOB B JIETEPMHUHAIIUH T10JIa
10. BropuuHas nerepMuHanys oja y yejloBeka
11. Tlon 1 pa3sMHOKEHUE Y )KMBOTHBIX U Y€JIOBEKA
12. HacnenoBaHue NPU3HAKOB, CLEIJICHHBIX C I1OJIOM.

NookrwnpE

Pexomenayemas aureparypa:
OcHoBHas:
1. Muare-Beuromos C.I'. I'enernka ¢ ocHoBamu cenekinu. CI16.:, M3marensctBo H-JI, 2015.-720.
2.boukoB H.I1. Kiimangeckas reHeTuka: yaeOHuK it By30B.- M.: ITDOTAP-Menua, 2011, 592 c.
JlononHurenpHast:
1. Konenaesa E.B., Ponuna H.E. O01as reneTuka u reHeTHKa yesoBeka: yueOHoe nocoodue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eneTnka genoBeka ¢ OCHOBaMU 0o01IeH reHeTuku: yueoHnoe nocoodue. — CII6.: CnenJIur,
2010, c.192
3. MymxkambapoB H.H., Ky3zuenos C.JI. MonekynsipHast Ouosiorusi. BBenenue B MOJICKYJISIPHYIO IATOJIO-
THIO ¥ TUCTOJIOTHIO: yueOHoe ocobue. - M.: MUA, 2016.

Pasznea 1: O0mas reneTuka
Tema 1.14. UTorosoe 3ansTue 2. «MoJieKyJasipHbIe OCHOBbI HacjeAcTBeHHOCTH. Mogudukanuu. [le-
TepMHUHaNus noJa». IloaBenenne NTOroB o AUrHOPUIHOMY CKPELIUBAHMIO.
Heanb: ChopmupoBaTh HaBBIKH 110 TOCTAHOBKE OMBITOB C MCIOJIb30BAHUEM MYIIKH, U3YYUTh Xapak-
Tep HACJIEJOBAHMs PAa3HBIX IPU3HAKOB TP IIOJOBOM PAa3MHOKEHHMH M JACUCTBHE HA MPAKTUKE 3aKOHOB [
Menzens, HayduThCsl 1e1aTh BHIBOJIBI 110 aHATIU3Y TMOPUIOB 2 MOKOJIEHUS. 3aKpenUTh MaTepuall 1o Teme:
«MonexysipHble OCHOBBI HaclIeICTBEHHOCTH. Moaudukanuu. /lerepMuHaIius mnosia.
3agauu:
1. M3yuuTh OCOOEHHOCTH CLETJICHHOTO € TI0JIOM HACIEOBAHUS Y TUIOOBON MYIIIKH.
2. Tlpoananmu3upoBaTh pe3yibTaThl AUTHOPUIHOTO CKPEIIMBAaHUS HA THOPHIaX BTOPOTO MOKOJIECHHUS,
OIpeJIeNINTh TEHOTUN U (PEHOTHUI MOTOMCTBA 2-T'O TIOKOJICHHUS.
3. TIpoananu3upoBaTh MOJYYEHHOE TIOTOMCTBO, Pa3JelIuB BCEX 0COOEi MO 1oy, hopMe KPbUIbEB U
L[BETY IJ1a3.
Hayuutscs ncnonb3oBate METO XU-KBaApAT.
Onpenenuts COOTBETCTBUE TIOTYYEHHBIX PE3YJIBTaTOB OKUAAEMBIM U CAENATh BBIBOL.
3akpenuTh Matepuai o reme: «MosekylspHble OCHOBBI HacieacTBeHHOCTH. Monudukanuu. [le-
TEPMMHALIMA [10J1a» C TOMOLIbIO0 HAITMCAHMSI UTOTOBOT'O TECTA U PEIICHUS FEHETUUECKUX 3a/au.
OO0yuyaromuiics 10/I2KeH 3HATh:
A) 10 U3y4YeHUs TEMBI:
4. 3axonsl I .'Meunemns.
5. OmpeneneHue moja y mio0BOH MYIIKH.
6. CymHOCTh ¥ OMOJIOTHYECKOE 3HAYEHUE CIIECTUICHHUS T€HOB U KPOCCHHTOBEPA.
b) nocne usyueHus Temsl:
2. Meroja Xu-KBajpar.
2. Oco0OeHHOCTH pelIeH s 3a/1a4 Ha CLEIIEHHOE HacJlel0BaHue.

o oA
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3.
4.

1.

oo

BapI/IaHTBI IMPU3HAKOB, CHCIIJICHHLIX C I1IOJIOM Y MYIIKH.

[IpuunHbI 1 TPUMEPHI OTKIIOHEHUH OT «MEHAEIEBCKUX» PACIICTIICHUH.

OOyyaromuiics 1017KeH YMeTh:

3anucarh CXeMbl PELIMIPOKHBIX CKPEUIMBAHUI POIUTENICH U ONPEAeIUTh T€HOTUIIBI U (PEHOTHUIIBI
MMOTOMCTBA TIEPBOT0 TTOKOJICHUSI, COOTHOIICHHUE TI0 TIOJTy, (DEHOTHITY.

[Ipoananu3upoBaTh MOJy4YEHHOE MMOTOMCTBO BTOPOTO IMOKOJEHHS, pa3lielnB BCeX ocolei 1o
noity, (hopMe KpbUIbeB U IBETY TJ1a3. [logcunTarh KoaudecTBo ocobeil B KaXa0i TpyIIe.
OskuiaeMble pe3yNbTaThl CPABHUTDH ¢ (PAKTUUECKH MOTYYCHHBIMU C TOMOIIbIO METO/1a XU -KBa/I-
par.

HOHY‘ICHHLIG PE3YIbTATHI 3alIMCaTh B THCBHUK U CACIIATh BBIBO/.

Hanucatp cxemy poBeIeHHOTO CKpEelIBaHUS.

OHpel[eJ'II/ITB COOTBCTCTBHUC IMMOJTYYCHHBIX PC3YJIbTATOB OKUJIACMbIM U CACJIATH BBIBO.
Oﬁyqammnncn JOJIKEH BJIAJeTh:

[TprMeHSTh HABBIKM UCTIOIB30BaHUS HH()DOPMAIIMOHHBIX, OMOIHOTpaGUIECKUX PECYPCOB C MEIBIO

MOJTyYeHHs HaydHOH MH(MOPMAIIUH U OCYIIECTBICHUS KOMMYHHUKAIIUKM B MEMIIMHCKOM coobrectBe. Crio-
COOHOCTBIO (POPMYITHPOBATH TIENIN U 33729l UCCIICOBAHHUS.

g E

CamocTrosiTe1bHAs ayIMTOPHAas padoTa o0y4yalommxcs 1o TemMe:

1. OTBeTHTH HA BONPOCHI 110 TeMe 3aAHATHS:

MounekynsipHas OpraHu3aIs XpOMOCOM.

VYpOBHH yIIaKOBKH XpOMaTHHA, CTPOEHUE HYKJIEOCOM.

Jloka3zaTenbcTBa FreHETUYECKOM posin HykJienHOBBIX KucioT. Ctpykrypa JHK u PHK.

@DYHKIUY HYKJIEUHOBBIX KUCJIOT: PEIUIMKALUS, TPAHCKPUIILIUS, TPAHCIISALMA.

N3yuenne 3aKOHOMEPHOCTEN HACJIEI0BaHUs PU3HAKOB. I'. MeH1enb - OCHOBOIIOJIOKHUK METOA

FI/I6pI/I,I[OJ'IOFI/ILICCKOI‘O aHaJIu3a.

6.
7.
8.
9.

10.

Ju- v nonuruOpuiHbIe CKpELBaHUS.

deHoTUNMYECKas U3MEHUMBOCTh. Moaudukanum.

3KCHp€CCI/IBHOCTL 1 ICHCTPAHTHOCTD.

Tumnbl HacneOBaHUS: AyTOCOMHBIE U CLIETUIEHHBIE C ITOJIOM.

XpoMOCOMHOE omnpeeneHue noia. Pacmennenue no nomiy, roMo- U rereporaMeTHsii nost. Hacne-

JAOBAaHUC MMPU3HAKOB, CHCTIJICHHBIX C ITOJIOM.

11.
12.

HacnenoBanue npu HEpacX0kACHUU MTOJIOBBIX XPOMOCOM.
SIBnenue cuennenHoro HacienoBanus. Kpoccunrosep. ['eHeTHUECKOE U IMTOJIOTUYECKOE OKa3a-

TCJIILCTBA KPOCCUHI'OBEPA.

13.

Onpez[eneHI/Ie ITOJIOKCHUS I'CHA B XpOMOCOME. I'enetuueckue KapThlI. OI[PIHapHBIfI N MHOXXCCTBCH-

HBIN nepekpecTbl XpoMocoM. MHTepdepennms.

14.
15.
16.
17.
18.

HepasHb1l1 kpoccuHToBep. MUTOTHUECKUI KPOCCUHTOBED.
Onpenenenre nojia MyIKy Ap0o30QUIIbI.

[TpeumymiectBa Apo30(pUiIbl Kak 00bEKTa TeHETHUECKUX MCCIIeI0BaHUH.
Mopdosnorust u 6uoI0THs IPO30PUITHL.

[Tpu3Haku mosoBoro tuMopdusma y 1po3oQpuil.

2. [IpakTHyecKasi MOATOTOBKA.
Pa6ora 1. [IpoBenenne ananu3a pe3yJibTaTOB JUTHOPUIHOTO CKPEIIMBAHUS MYLIKH JAP030-
(bl Ha rTMOPUIAX BTOPOT0 MOKOJIEHHS 0 IIAHY:

1. /IaTh cxemy CKpeIMBaHUs POIUTENEH.

2. OnpenenuTb TeHOTUIT U (PEHOTUIT TOTOMCTBA 2-TO MOKOJICHHS.

3. [Ipoananu3upoBaTh MOJYYEHHOE MOTOMCTBO, pa3/IeUB BCeX 0cobOei mo moiy, dhopme
KpPBUILEB U I[BETY IJ1a3.

4. OnpeienuTh COOTBETCTBHE MOJYYEHHBIX PE3YIbTATOB 0KUJIAEMBIM U C/IETaTh BHIBOJ.

Cxema CKpelrBaHus:
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Q VVgXWrxw *
(HOpM. Kp., KpacHBIE I1a3a)

3 VVg X"y
(HOpM. K., O€sbIe T1a3a)

G
S

3 0 VX VXW- VgXW VgXW-
VXW VVXWHW- VV XW- xW- VVvg XWexW- VVvg XW- xW-
(1. xp.) (u. Gei.) (H Kp) (u. 6ei.)
VgxW VVEXWHXW- | g X XW | vgvg XWEXKW [ vgvg X XW-
(H. Kp.) (u. Gen.) (pex. xpacH.) (pen. Gex.)
VY VVXWHY vV XWy VvV XWry VvVvg XWVy
(H. Kp) (u. Gen.) (H Kp) (H. Gei.)
VgY VVgXWHY VVg XWy VgVg XWHY VgVg XWVy
(H. Kp) (1. 6em.) (pen. kpacH.) (pen. Gen.)
Xon nabopaTopHOU paboTHI:

F2 (menum mo nomy)

3.b.

Bcero

OmnpenensieM TEOPETHUECKOE pacIeIICHUE

Tabmuna ais pacyera X?= (0-E)?/ E

Padora 2.0:xunaemble pe3y/ibTaTbl CPABHUTE ¢ GaKTHYECKH MOJIYYCHHBIMH C IIOMOIIBIO METO/1A

XHU-KBA/IpaT M 3allMIIMTE BbBIBO/J B T€TPaau.
3aroaHuTe Ta6n1/1uy BBIUMCIICHUSA KPUTCPHUA XU-KBAJApaT

Knace | Ha6momaemoe (O) | Oxumaemoe (E) (O-E) (O —E)?

O — E)?

HK

Hb
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3K

3b
Bceero >= Y= X2=
Paciienienye CoOTBETCTBYET UM HE COOTBETCTBYET 03KMAaEMOMY
3anoaHuTe TAONUILY BHIYMCIICHHS KDUTEPUS XU-KBAIpaT
Knacc | Ha6momaemoe (O) | Oxunaemoe (E) (O —E) (O-E)? (O—E)
E
HK
Hb
3K
3b
Bcero = >= X?=
PaclenieHre COOTBETCTBYET MU HE COOTBETCTBYET 0KHIAEMOMY
Knaccsl | O E O-F (O-EY? (O-E)YE
?
J
Bcero X?=

BrrurcnenHoe 3HaYCHUE XH-KBAIpaT CPABHUTE C TAOJMYHBIM TPU Pa3HBIX YCIOBHSIX 3HAYHMOCTH
(npui.1) U caenanTe BBIBO/I.
JIyist HarTMcaHWs BBIBOJIOB OTBETHTE HA BOIPOCHI:

Bonpocwt

Omeemul

1 Kakoe ¢axTnyeckoe pacuiernsenue o ¢eHo-
THUITY IPOU30LLIO (110 IOy U IO LBETY I1a3)?

2. Kakoe monmy4eHO KOJUYECTBEHHOE paclien-
JIeHWE BO 2 ONBITE U COOTBETCTBYET JM OHO
0XXHJAaeMOMY?

3. Ecniu He COOTBETCTBYET pacLICIICHHE OXKH-
JaEMOMY, PACCMOTPUTE Pa3HbIE BAPUAHTHI IIPU-
YUH 3TOT0 HECOOTBETCTBHUSI.

TOp

Bapuanmetr npuuun necoomeemcmeus. 1.Yenoseueckuii ax-

2. OuH U3 aHATM3UPYEMBIX IPHU3HAKOB CIETIEH C TIOJIOM.

3. He Bce Myl ObIITN yYTEHBI.

4. B noToMcTBe MPUCYTCTBYIOT MYTaHTHbIE OCOOU, KOTOPBIE
OTJIIMYAIOTCS TOHMKEHHOH JKU3HECTIOCOOHOCTBIO.

Pabora 3. IIpoBenenne uToroBoro 3ausiTus 2 1no teme: «MoseKkyIsspHble OCHOBBI HACJIE/ICTBEH-
HocTu. Moudukanuu. Jlerepmunanus noia» B GopMe HTOTOBOTO TECTa U PEIIEHUS] TeHETUYECKUX 3a]1ad.

CamocTrosiTeIbHAs BHEAYAUTOPHAsi padoTa 00y4alOIIUXCH 10 Teme:

3aoanus ona camocmosamenbHoU 8HeayOUMopHOU pabomuvl CMyOeHmMOo8 No YKA3AHHOU meme:

1). O3HaKOMHTBCS C TEOPETUUYECKUM MAaTEPUAIIOM I10 TEME 3aHATHS C UCTIOIb30BAHNEM KOHCIIEKTOB
JEKUUN U peKOMEHAYeMOH yueOHO! IUTepaTyphl.

2). OTBETUTH Ha BOIPOCHI AJISI CAMOKOHTPOJISL:
MornexysipHasi OpraHu3aIHs XpOMOCOM.

=

arwN

7. ®DeHOTUNHYECKAs] U3AMECHYMBOCTb. MOI[I/I(pI/IKaI_II/II/I.

YPOBHI/I YIIAaKOBKH XpOMaTUHA, CTPOCHUC HYKJICOCOM.

JlokazarenbCcTBa FeHETUYECKON POJIM HyKJIenHOBBIX KucioT. Ctpykrypa JJHK n PHK.
QYHKINN HYKJIEUHOBBIX KUCJIOT: PEIUIMKALUS, TPAHCKPHUIILUS, TPAHCIIALIMSL.

N3y4yeHne 3aKOHOMEPHOCTEN HacIeI0BaHUs NPHU3HAKOB. . MeHeIb - OCHOBOIIOIOKHHUK
METO/1a THOPUI0JIOTMUECKOTO aHATN3a.

6. Jlu- u momuruOpuaHbIe CKPEIIUBAHMS.

8. DKCIpecCHBHOCTH M IEHETPAHTHOCTb.
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9. Twunsl HacneIOBaHUS: AyTOCOMHBIE U CIIETUICHHBIE C TIOJIOM.

10. XpomocomHoOe ompeeneHue mosa. Pacienienue mo momiay, ToMo- ¥ Te€TepOTaMeTHBIN TTOJI.
HacnenoBanue mpu3HaKOB, CIIETUIEHHBIX C TOJIOM.

11. HacnenoBaHue pu HEPACXOXKICHUHU TOJIOBBIX XPOMOCOM.

12. SIBnenue cueruienHoro HacinenoBanus. Kpoccunrosep. ['eHeTHUeCKOE U IIUTOIOTHYECKOE
JI0Ka3aTeNNbCTBA KPOCCUHIOBEPA.

13. Omnpenenenue monoxxeHus reHa B xpomocome. ['enerndeckre kaptel. OMHAPHBINA U MHO-
YKECTBEHHBIN NIEpeKpecThl XpoMocoM. MHTepdepeHnus.

14. HepaBHblii KpocCUHTOBEP. MUTOTHYECKU KPOCCHHTOBED.

15. Omnpenenenue noja MyIIKA APO30QIITHL.

16. IIpeumyrecTBa Apo30(HIIBI KaK 00BEKTa FTEHETUYSCKUX MCCIICIOBAHUMN.

17. Mopdonorust u OUOTIOTHST JPO30PHITBL.

18. IIpu3Haku 1mooBoro 1uMopdusMa y apo3odui.

Pexomenayemas aureparypa:
OcHoBHas:
1. Muare-Beuromos C.I'. I'eneruka ¢ ocHoBamu cenekiuu. CI16.:, U3parensctBo H-JI, 2015.-720.
2.boukoB H.I1. Kiiman4eckas reHeTuka: yaeOHuK it By30B.- M.: ITDOTAP-Menua, 2011, 592 c.
JlononnurenbHast:
1. Konenaesa E.B., Ponuna H.E. O0mas renetuka u reHeTHka yejnoBeka: yueOHoe nocoodue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eneTnka genoBeka ¢ ocHOBaMU o01Iel reHeTuku: yaeonoe nocooue. — CII6.: CnenJIur,
2010, c.192
3. MymxkambapoB H.H., Ky3zuenos C.JI. MonekynsipHas Ouosiorusi. BBenenue B MOJICKYJISIPHYIO IATOJIO-
THIO ¥ TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.

Pasznea 1: O0mas reneTuka
Tema 1.15. Penuimkauus IHK u peryasiuusi reHHON aKTUBHOCTH.
Heab: M3yunTh 0COOEHHOCTH PEIIMKALUM U PEryJILUU [€HHOM aKTUBHOCTU Y IPOKApUOT U Y-

KapuoT.

3amaun:

1. W3y4uTh SH3UMOJIOTHIO TIPOIIECCa PETUTUKAIIHH.

2. N3yunth 0COOEHHOCTH PETIMKAIIUHU Y TIPO- U SYKAPHOT.

3. I/I3y‘~II/ITI> THUIIBI peHJ’II/IKaHI/II/I TCHOMOB.

4, W3y4unTh CpaBHUTENBbHYIO XapaKTEPUCTUKY PETYNSlMA TeHHONH aKTUBHOCTU Ha YpPOBHE
TPAHCKPUIILUHU Y IIPO- U DYKApPUOT.

5. W3yunth reHeTHYeCKUil KOHTPOJIb PEIUIMKAIUM W MYTAIlMH, HapylIaroulfue pa3IuvHbIe

ATAITbl PETTHKAIHH.
OOyuaromuiicst 10JI2KeH 3HATD:
A) 10 U3y4eHUs TEMBI:

1. CrtpykrypHO-byHKIIMOHaTBHYIO opranu3anuio JIHK y mpo- u sykapuor.
2. OcHOBHBIE 2Tarbl OMOCHHTE3a OCJIKa y MPOKAPUOT U IYKAPHUOT.
3. TpaHCKpUNIUIO U MPOLIECCUHT Y DYKapHOT.

b) nocne usyuenus temsl:

1.CoBpeMeHHbIE MPEICTABIECHUS O PEIUIMKALUH Y TIPO- U SYKapHOT.
2.0cO0CHHOCTH PETYJIISIIIMA aKTUBHOCTH T€HOB y IPOKAPUOT U 3YKApHOT.
OOyyaromuiics 10J17KeH YMeTh:

1. CocTaBUTh CXeMy JaKTO3HOTO ONIEPOHA Y MPOKAPHOT.
2. OrnpenenuTs 1Mo cxemMam pa3Hble MEXaHU3MbI PEIUTUKALINH.
3. CoctaBuTh cxemy skcniepuMenTa MesenbcoHa u Ctas o MOATBEPKIEHUIO MOIYKOHCEp-

BaTUBHOTrO criocoba perukanuu JTHK.
Oo0yuaromuiics 10/I2KeH BJIAJAETh:
[TpuMeHATh HABBIKK MCIOJIb30BAHUS WH(POPMALIMOHHBIX, OMOIHOTpapUUEcKHX PECypCoB C LENbIO
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MOJTyYEeHHUs] HAYYHOU MH(POpPMALUK M OCYIECTBICHUS! KOMMYHUKAIIMU B MEAULIMHCKOM cooOriectBe. Cro-
COOHOCTBIO (POPMYITMPOBATH LETH U 33]1a4l CCIICTOBAHNUS.

CaMocTosiTeJIbHASI AyIUTOPHASA padoTa 00y4yarommXxcsi Mo Teme:
1. OrBeruTh Ha BONPOCHI 110 TEMe 3AHATHSA:
CpaBHuTeNIbHAS XapaKTEPUCTUKA PEIUTUKAIINH Y IPO- U SYKapUOT.
Tunel pennukanuy reHOMOB.
WNuunmanus, s7oHramnus 1 TepMUHanus permkanui. CKopocTh U TOYHOCTh PeTUIMKAIUH.
Pennukanus Tenomep.
I'enernueckuii KOHTPOJIb PEMIMKALMU. MyTaluy, HapyIIAOIIKE PA3IMYHbIE ATAIbl PEIIMKALIUH.
DH3UMOJIOTHS PEIUTHKAIIH.
Perunkanust xpomocom 6e3 ieneHus sapa.
[TonupenIMKOHHOCTD U ABYHANPABICHHOCTh PEIUIUKAIIMHU. ACHHXPOHHOCTb.
AMIunuKanus reHos.
0. [TonykoncepBatuBHBII Mexanu3M perumrkanuu JJHK. Dxcriepuments Mesenscona u Ctans mo moj-
TBEPKICHUIO TIOIYKOHCEPBATUBHOTO criocoba perumkanuu JJHK.
11. Cnenuduueckas u Hecnerupuueckasi peryisiius SKCIPECCUU T'eHOB Y IPO- U 3YKapHOT
12. HeraTuBHAast ¥ IO3UTUBHAS PETYJISIHS T€HHON aKTUBHOCTUY MTPOKAPHOT.
13. KomneHcanus 10361 T€HOB.
14. JIakTOo3HBIN ¥ TPUNTO(PAHOBBIN OMEPOHBI Y MPOoKapruoT. OCOOEHHOCTH PEeryIIsui TeHHON aKTUBHO-
CTH Y 2YKapHOT.
15. DuxaHcepsl, cailieHCephl U albTEPHATUBHBIN CIUIAMCHHT.
16. UnTepdepennus PHK.

BOooo~NoGOR~WONE

2. [IpakTHYeckasi MOATOTOBKA.
Padora 1. OnpeneanTs Mo cxeMaM TPH MeXaHU3Ma PeILUINKANNH, IEPepuCcOBATH B Pa004yI0 TeT-
paib, MOANMUCATH OCOOEHHOCTH JAHHBIX MEXaHU3MOB H YKA3aTh Y KAKHX OPraHU3MOB BCTpeya-
0TCH.
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Padora 2. IlepeuepTuth B pad04yio TeTpaab THIIbI PEININKANMH, MOANNCATH HA3BAHUS H COCTA-
BUTH CPABHHUTEJIBHYIO XaPAKTEPUCTUKY JaHHbIX THIIOB.
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Padora 3. 3apucoBathb B padouylo TeTpaab cxemy 3kcnepumenta Mesenbcona u Ctaus no noa-
TBEP KACHUIO NOJTYKOHCepBAaTUBHOIO cnocoda pemnkanun JJHK.3anmucaTs 3Tanel U cyTh 3Kcnepu-
MEHTA.
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PaGora 4. [lepepucoBaTh B TeTPajab cXeMy PelJIMKAIMOHHOI BUJIKH M 10 Huppamu yka3aThb ¢ep-
MEHTbI, IPUHUMAIOIIHE YYACTHE B NMpolecce PenIuKalnu.

10

Pa6ora 5. 3apucoBarthb cxemy lac — onepona Kako6a u Mono. [lognucars 3Tansl peryjasiiuu Kc-
NpeccHy reHOB Y MPOKAPHUOT.
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Padora 6. CocraButh B TeTpaau Tadauny «Oco0eHHOCTH HEraTUBHOM W MO3MTHUBHOM peryJsiiuu y

NPOKAPHOT.
Pabora 7. 3anucars B TeTpaJb OCHOBHbIE NPHUHIUIBI PEry/Isiiii AKTUBHOCTH IT'€HOB Y YKAPHOT.
1. VYsykapuoT OTCYTCTBYET ONEpOHHAs perysiius paboThl TEHOB, TaK KaK I'€HbI, ONPEIEIAIoNIe CHHTE3
(hepMEeHTOB OJTHOM 11eTI OMOXMUMHYECKHUX PEaKIIHii, MOTYT OBITh PacCesiHbl B TEHOME M HEe UMEIOT (B OTJIH-
YHe OTIMPOKAPUOT) EIUHOMN PETyIUPYIOIICH CHCTEMBI.

2. Perynauus TpaHCKPUIIIMH T€HOB yIYKApUOT KOMOMHAIIMOHHAS, T.€. aKTUBHOCTH KaXKIOTO FeHa pery-
TUpyeTcs: OOBIIMM YHCIIOM T€HOB-PETYIISITOPOB.
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3. ¥V mHorux sykapuorundeckux reHoB B JIHK nmeercs HeckoabKo 30H, y3HaBaeMbIX Pa3HBIMH OelTKaMu.
4. B perynsuuu 3KCIpPecCUu 3yKapHOTUYECKUX T€HOB BaXKHYIO POJIb UTPAIOT T€HBI 3HXAHCEPHI (YCHIIU-
BalOT TPAHCKPHUIILINIO) U TE€HBI-CalIEHCEPBI (TOPMO3ST TPAHCKPUIILIHIO).

5. B perymsaunum TpaHCKpUIIMM Y4acTBYIOT TOPMOHBI, @ B PEryJSLUU I'€HHOW aKTUBHOCTU — I'MCTOHBI
XPOMOCOM.

6. Perymsiuus skcnpeccun reHoB OCYILECTBIIAETCS HA BCEX dTalax peaau3ally HacaeICTBEHHON HHpop-
MAallHH.

3. PeruuTh CHTYallMOHHBIE 32/1a4H Ha PETYJIILUIO CIIPECCUU T€HOB.

1. Omnpenenure B yCIOBHBIX €IMHUIIAX MAccy OlEepoHa OaKTEpUH, B KOTOPOM IIPOMOTOP ¢ MHUIIMATOPOM
coctouT u3 10 HyKII€0THI0B, ONIepaTOp U TEPMUHATOP — U3 10 HYKIEOTUI0B KaXKbIi, a U3 TPEX CTPYKTYp-
HBIX T'€HOB COJEPKUT HHPOPMALIUIO O CTPYKTYpe Oelka, cocrosiero u3 50 aMuHOKHCIIOT.

2. OnuHakoBa JH JUIMHHA CTPYKTYPHBIX T€HOB y OaKTepuu U y APOXKKEBOW KIETKH, €CIH B ATUX IeHAX
3aKOAMPOBAHBI OEJIKK C OAMHAKOBBIM YHCJIOM aMUHOKHCIOT? OTBET MOSICHUTE.

3. MOXHO 71, 3Hast CTPYKTYpy O€JKa, ONpeleuTh COCTaB CTPYKTYPHOTO T€Ha, B KOTOPOM 3aKOJMPOBaH
3TOT O€JIOK B KJIETKE YeJoBeKa?

4. JlonyCTHM, YTO B DYKapUOTHUYECKON U MMPOKAPUOTUUYECKOM KIETKAaX UMEIOTCS CTPYKTYpPHBIE F€HBI OH-
HAKOBOM IMHHBIL. OIMHAKOBA JIA JUIMHHA NOJUIENTHIOB, 3aKOAUPOBAHHBIX B 3TUX IreHax?

5. Hexkoropsie GpepMeHTHI OakTepuii CXOHBI epMEHTaMH YesloBeKa. MOXKHO JIM Ha OCHOBAHUU JIAHHBIX O
CTPYKTYpE 3THUX (EpPMEHTOB ONPEAETUTH CTPOSHUE CTPYKTYPHBIX [€HOB, KOTOPbIE KOJUPYIOT JaHHbIE (ep-
MEHTBI, KaK y OaKTepuu Tak U y uyeraoBeka?

6. B GakTepuabHyI0 KJIETKY Iepeca il TPAaHCKPUIITOH U3 KJIETKU yesnoBeka. Kakue MoneKynspHo-reHe-
TUYECKHE 3aKOHOMEPHOCTH Jal0T OCHOBAaHUS OKUAATh, YTO OakTepusi OyJe CHHTE3HpPOBATH OEJIOK, CBOWA-
CTBEHHBIN 4eJI0BEKa?

7. B pe3yibprare MHTOKCHUKAIMU KJETKa A TepecTana CHHTE3UPOBaTh (EPMEHTHI, 00YCIOBIMBAIOIINE
Hayajo IpOLECCUHTa, a Y KIeTKH b npekpatuics cunTte3 pepMeHToB, obecrieunBaroIiux criaiicunr. Kak
9TO OTPa3UTCA Ha OMOCUHTE3€e OeNKa U )KU3HU KIIETKH?

CamocTrosiTeIbHAS BHeayAUTOPHasi padoTa o0y4alouuxcs 1Mo Teme:
3aoanus ona camocmosamenvHoll 6HeayOUumopHoL pabomsl CIMyO0eHmo8 no YKa3aHHou meme:
1). O3HaKOMHUTHCS C TEOPETUUCCKHUM MATEPHAJIOM IO TEME 3aHSATHSI C UCIIOJIb30BAHMEM KOHCIICKTOB JICK-
U ¥ PEKOMEH1yeMOM yueOHOI TuTepaTyphl.
2). OTBETUTH Ha BOTPOCHI JIJISI CAMOKOHTPOJIS:
CpaBHuTENIbHAS XapaKTEPUCTHKA PEIUIMKALIMY Y IPO- U DYKapHUOT.
Tunsl penauKanuy reHoOMOB.
Wuunmanus, 370HTaus U TepMuHanus permkanud. CKOpoCTh U TOYHOCTh PETTUKALUH.
Pennukarus temomep.
I'eHeTHuecKkuii KOHTPOJIb peIUIMKaLMU. MyTanuu, HapyIaoe pa3InyHble ITabl PEITUKALUH.
DH3UMOJIOTHS PEIUTMKALIIH.
Perunkanus xpomocom 6e3 ieneHus sapa.
AMIuIguKanus reHos.
ITonnykoncepBatuHbIil Mexanu3M perukanuu JJHK. Oxcnepumentsl Mesenscona n Crans no
MOATBEP:KICHUIO MTOJIyKOHCEpBAaTUBHOTO criocoOa perukanuu JJHK.
10. Creruduueckas v Hecrienupuueckas peryisius IKCIPECCUU T€HOB Y MPO- U 3yKapuoT
11. HeratuBHas 1 MO3UTUBHAS PETYJSALUS TEHHON aKTUBHOCTH Y TPOKApPUOT.
12. KommneHcarust 1036l T€HOB.
13. JIakTO3HBIN ¥ TPUNTO(PAHOBBIN OMEPOHBI Y TIPOKAPHUOT.
14. OcobGeHHOCTH PeryNsIUY TeHHOW aKTUBHOCTH Y 9yKapHOT.
15. DuxaHcepsl, cailJieHCephl U albTEPHATUBHBIN CIUIAWCHHT.
16. Untepdepennus PHK.

wCoNoOR~WNE

PexoMennyemas jiureparypa:
OcHoOBHas:
1. Uure-BeuromoB C.I'. T'enetuka ¢ ocHoBamu cenekiuu. CII0.:, U3gaTteanctBo H-JI, 2015.-720.
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2.bouxoB H.I1. Knuauueckas renetuka: ydeOHUK a7 By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JlomonmauTenbHAS:

1. Konenaesa E.B., Poquna H.E. O6mias reHeTnka U reHeTHKa 4elloBeKa: yaeOHoe nmocoodue - Kupos, 2016,

c. 5-16.

2. KypuanoB H.A. ['enetnka 4enoBeka ¢ o0CHOBaMu o0111ei reHeTHKu: ydyeOnoe nocooue. — CI16.: CnenJlur,

2010, c.192

3. Mymkamb6apoB H.H., Ky3uenos C.JI. MonekynsipHas Ouosnorusi. BBeneHue B MOJIEKYJISIPHYIO ITUTOJIO-

THIO U TUCTOJIOTHIO: yuyeOHoe mocobue. - M.: MUA, 2016.

Pa3nea 1: O01mas reneTuka
Tema 1.16. Penapanus IHK u HacieacTBeHHbIe 00/1€3HA HAPYIIEHUSI penapanuu.

Hean: ChopMupoBaTh 3HAHHS 1O BBISIBICHUIO NPUYMH BOSHUKHOBEHMS HApYIICHUH MEPBUYHOM
ctpyktypsl JIHK, aHanu3y MexaHnu3MOB U 3TaIoB pa3iMdHbIX TUIIOB penapauuu JJHK u quarnoctuke rex-
HBIX 00JIe3HEH, BEI3BAaHHBIX HapymeHusMu penaparun JJHK.

3agaun:
1. W3yunTs npuuuHbl HapylieHui nepsuuHoil crpykrypst JJHK.
2. V3y4nTh MEXaHU3MBbI U 3TAIbl PA3IUYHBIX TUIIOB perapaluu.
3. Tlo3HakOMHTBCS C MPUYMHAMYU BOSHUKHOBEHHUS, TUIIAMU HACJICIOBAHUS U KIIMHUYECKUMHU CHMIITO-
MaMU T€HHBIX 3a00JIeBaHUH, BBI3BAHHBIX HAPYIICHUSIMU CUCTEMBI perapaiui.

OOyuarouuiicst 10J12KeH 3HATD:
1).10 uzydenus Temsbl (6a3UCHBIC 3HAHUSA):
- OmocuHTe3 OeNKa, TPAHCKPHITIHIO U TPAHCIAIHIo, ctpoerne u ¢pyakun JJHK, permmukanuio JJHK, re-
HETUYECKUH KOJI.
2).1mociie U3y4eHus TEMbL:
- nousitue o penapauuu JJHK, Tunsl penapainuu, reHHbie 00JIe3HH, BOZHUKAIOIIKE BCIEICTBUE HapyIlIe-
HUS peraparyi.

OOyyaromuiics 1015KeH YMeThb:
1. Haxoautp Ha npeioxkeHHbIX cxemax perukanuu JJHK Hapymenus v BoIBIATh UX.
2. CocTaBuTh TaOIMIy IO MEXaHU3MaM BO3HUKHOBEHUS, TUITY HACJICJOBAHMS, KIMHUYECKUM CUMITOMAaM
U PaclpoCTPaHEHHOCTH I€HHBIX 3a00J1€BaHMi, BbI3BAHHBIX HapylieHusmu penapanuu JHK.

OOyuaromuiicst 10J12KeH BJIaeTh:

[IpuMeHsATh HABBIKHM WCIIOJIH30BaHUS WH(POPMAITMOHHBIX, OUOIHMOTrpaduECKUX PECYPCOB C IENBIO
MOJTy4YEeHHUs] HAyYHOU MH(pOpMAalUK U OCYILECTBIEHUS KOMMYHUKAIIMU B MEAULIMHCKOM coobmecTse. Cro-
COOHOCTBIO (POPMYJIMPOBATH LIETH U 33]]a4H HCCIICTOBAHUS.

CamocTrosiTe1bHAS ayIMTOPHAas padoTa 00y4yaommxcs 1o remMe:
1. OtBeTuTH Ha BONPOCHI 10 TeMe 3aHATHS
DK30reHHbIE U YH/IOT€HHbIE (DakTOpPHI, BeI3bIBatomue Hapymenus JHK.
ITonsaTHE 0 penapanuu.
[Ipynuunel Hapymennii nepsudHoM cTpykrypsl JJHK.
IIytn ycTpanenus nospexnaenuii B mosekyne JIHK.
Krnaccudukanuio v TUIBI penapamui.
MexaHu3M U 3Tanbl GOTOpeaKTUBALMH.
MexaHu3M | 3Tanbl S3KCUU3UOHHOW perapannm.
MexaHU3M M 3Tarbl MUCMATY-penapanuu (MCIpaBiIeHUe OIINO0K CIIapUBaHuUs).
MexaHu3M M 3Tarbl NOCTPEIUIMKATUBHON penaparyu.
10 MexaHu3M U 3Tarnbl peKOMOMHALIMOHHON penapanuy.
11. Mexanu3m u stansl SOS-pemapanun.
12. MexaHu3MBbl BOSHUKHOBEHHMSI, THIT HACJIE0BaHMsI, KIMHUYECKHE CUMIITOMBI M PaclpoCTPaHEHHOCTb
TeHHBIX 3a00JIeBaHM, BbI3BaHHBIX HapymeHusamu penapanuu JJHK (murmentHas kcepoaepma, CHHAPOM
JIyn-bapa, anemuss ®@aHkoHH, Iporepus).

©CoNoaR~wWNE

2. IlpakTHyeckas MOArOTOBKA.
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Pa6ota 1. [1o nmpennoxxenHoii cxeme onpeaenutsd Tuibl penapaunii JJHK u 3anonauts Tabnnny «CpaBHu-
TeJIbHAsl XapaKTepUCTUKA (POTOPEaKTHBALMU, SKCLU3UOHHOM pernapaluu U NOCTPEIUIMKaTUBHON pernapa-
LUN.
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Pa6ora 2. V3yunTh MEXaHHU3M U STallbl MUCMATY-penapanuy (UCrpaBieHne ommook cnapuBanus) 1 SOS-
penapanuu 1 COCTaBUTh TaOJIUILY.
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Pa6ora 3. 3apucoBaTh B TETpaJib CXEMY CBETOBOM pernapaluu.

98



PaGora 4. CocraBuTh ITUAarHOCTUYECKYIO TaOmuIy: «MeXxaHM3Mbl BOSHUKHOBEHHs, THII HACJIEIOBAHUS,
KJIIMHUYECKHE CUMIITOMBI U paclpOCTPAHEHHOCTh T€HHBIX 3a00J1€BaHM, BEI3BAHHBIX HApYIICHUSIMHU perna-
amuu JJTHK».

Ha3panue 3a00-Tun HaciaenoBa-Pacnpocrpanennocts |([Ipuuyunbl  Bo3-KimHu4veckue
JIeBaHUS HUSA HUKHOBEHMS CUMIITOMBI

IIurmenTHan
KcepojaepMa
Cunapom Jlyu-
bap

Cunapom Kok-
KeilHa

AHEeMHA
dankonn
Cunapom
baoMa

Cunapom Xar-
yuHcoHa-T'uI-
¢opna
Cunapom Bep-
Hepa

CamocTtosiTe1bHAS BHeayAUTOPHasi padoTa 00y4alomuXxcs 1o teme:
3adanus ona camocmosamenvHol 6HeayOUMopHOL pabomvl CMyO0eHmMo8 No YKA3AHHOLU meme:
1). O3HaKOMUTBHCSI C TEOPETUYECKUM MATEPHAIIOM I10 TEME 3aHATHS C UCIIOIb30BaHUEM KOHCIIEKTOB
JIEKIUHA U peKOMEeHIyeMol yueOHOM IuTepaTypsl.
2). OTBETUTH HAa BOIIPOCHI AJI1 CAMOKOHTPOJIS:
DK30r'eHHbIE U 3HJI0TeHHbIe (aKkTOphl, BbI3bIBatomue Hapymenus JJHK.
[TonsTHe 0 penapanuu.
[Ipuuunel HapymeHnit nepsuuHoi cTpykrypsl JJHK.
[Iytn ycrpanenuns nospexzacHuil B mosiekyie JJHK.
Knaccugukanuio 1 TUIIBI penaparuii.
MexaHu3Mm 1 3Tansl GOTOpeaKTUBALUH.
MexaHu3M U 3Tanbl SKCUU3UOHHON penapanyi.
MexaHu3M U 3Tanbl MUCMATUY-penapanyy (MCIIpaBieHUue OIIMO0K ClIapUBaHMUs).
. MexaHu3M U dTansl HOCTPEINIMKATUBHON pelapanny.
10 MexaHu3M U 3Tanbl peKOMOMHAIIMOHHON penapaluu.
11. Mexanu3sM u stansl SOS-penapanuu.
12. MexaHu3Mbl BO3HUKHOBEHHS, THUI HACIEIOBAHMS, KIMHHYECKHUE CHMIITOMBI M PacHpOCTpPaHEH-
HOCTb F'eHHBIX 3a00JIeBaHuil, BEI3BaHHBIX HapylIeHusmMu penapaunu JJHK (murmenTHas kceponepma, CUH-
npom Jlyu-bapa, anemust @aHkoHU, Iporepus).

CoNoOA~WNE

3). [IpoBepHUTh CBOU 3HAHUSI C TIOMOIIBIO TECTOBOT'O KOHTPOJIS:
1. K nopennukarusHoi penapauuu JJHK otHOCSTCS:

a) ¢portopeakTuBarus*

6) SOS-penaparus

B) MUCM3TY-penapanus

T') DKCIIU3UOHHAs pernapanus’™

1) peKOMOMHATHBHAS penapanus

2. K nocrperunkaruBHoi penapanuu JJHK otHOoCsTCS:
a) ¢poTopeakTUBAITUS

6) SOS-penaparus

B) MUCM3TY-penapanus
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T') 3KCIU3HOHHAs penaparus

1) peKOMOMHATHBHAS penapamus ™

3.Ha3zoBure 3a605eBanus, CBA3aHHbIE ¢ HapylieHueM pernapanun JJHK:
a) anemus: PaHKoHH, CUHAPOM bitoma, mUrMeHTHas Kcepouepma™;

0) paKx MOUYEBOTO IY3bIPS;

B) remodwus, 6one3nb Brebpanna;

T') TUIIOJIAKTO3 M, LIEIMAKHUs, CEMEITHAS THIIEPX0JIECTEPHHEMHUSI.

4. XpoMOCOMHas HeCTaOMIILHOCTh XapaKTepHa JIJIsl CHHIpOMA!

a) Knaitndenbrepa

0) IIpanepe-Bumium

B) JIyu-bap*

r) bexkBura-Bunemana

n) lepmesckoro-Tepuepa

5. CoueTtanne MO3KEUKOBOW aTaAKCHH, TEIICAHTUIKTA3HIA KOXKU M CIU3UCTHIX T71a3, MH)EKINU
BEPXHHUX JIBIXaTEIbHBIX MyTEH, CHUKEHHUE UIH OTCYTCTBUE CHIBOPOTOYHOTO UMMYHOIJIOOYIHHA A
Y UIMMYHOAH(UIUT HAOIIOJaeTCs IPH:

a) HacnencrBenHoit arakcum™

6) Cunapome Jlyu-bap*

B) HacneactBeHHOM KOMOMHUPOBAaHHOM UMMYHOAEC(PUIIUTE

r) Cunnpome u-/xopmxe

n) Cunapome layna

Pexomennyemas aureparypa:
OcHoBHas:
1. Muare-Beuromos C.I'. I'enernka ¢ ocHoBamu cenekiuu. CI16.:, U3marensctBo H-JI, 2015.-720.
2.boukoB H.I1. Kiimanyeckas reHeTuka: yaeOHUK it By30B.- M.: TDOTAP-Menua, 2011, 592 c.
JlononnurenbHast:
1. Konenaesa E.B., Poguna H.E. OGmiasi reHeTHKa ¥ TeHETHKA YeloBeKa: yaeOHoe mocobue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eneTnka genoBeka ¢ OCHOBaMU 0o01Iel reHeTuku: yueoHnoe nocodue. — CI16.: CnenJIur,
2010, c.192
3. MymxkambapoB H.H., Ky3zuenos C.JI. MonekynsapHas Ouosnorusi. BBenenue B MOJIEKYJISIPHYIO IIUTOJIO-
THIO ¥ TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.

Pa3nea 1: O0mas reseruka
Tema 1.17. Buomerpuuyeckue 0CHOBbI H3y4eHHs MOAU(PUKANMOHHON U3MEHYHBOCTH.

Hean: ChopMupoBaTh MOHATHE O MPUHIUIIAX OMOMETPUU U IPUMEHEHHUE €€ OCHOB ISl U3YUEHUS
MOIU(PUKAITMOHHON N3MEHYMBOCTH; MEXAHU3Mbl BO3HUKHOBEHUS MOAU(PHKAIMOHHON N3MEHYUBOCTH, €€
3HAYEHUE JUIS alalTaluK K YCIOBUSAM CPEZIbl IPU 3BOJIIOLNN U UHINBHYyaJIbHOM Pa3BUTUU OPTaHU3MOB.

3apaum:

1. Pa3o0pare npuurMHbBl BOSHUKHOBEHHS U MEJIUIIMHCKOE 3HaYCHHE MOAU(PUKAIIMOHHON H3MEHYH-
BOCTH;

2. OByafieTb OCHOBHBIMH MTPUHLUTIAMHU OMOMETPHHU JJIsl U3y4eHUsI MOAU(PHUKAIIMOHHON U3MEHYHUBO-
CTH;

3. OBnazeTs HaBBIKAaMH PELICHUS 3a/1a4 HA MJIEHOTPOINIO, IEHETPAHTHOCTD U 3KCIPECCUBHOCTb.

OO0yuyaromuiics 10/I2KeH 3HATh:

A) 10 U3y4eHUS TEMBI:
1. Knaccudukanuio Gpopm H3MEHUNBOCTH;
2. OCHOBBI MEAUIIMHCKOW CTaTUCTHKH;
3. DKCHPEeCCUBHOCTh U MEHETPAHTHOCTh, CIIOCOOBI OIpe/IeIeHHs] TIEHETPAHTHOCTH.
b) nocne usyuenus Temsl:
1. MexaHu3Mbl BO3HUKHOBEHUS, PE3Y/IbTAaThl U OMOJIOTUYECKYIO POJIb MOAU(PHUKAITMOHHON U3MEHUHBO-
CTH;
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2. MeToael OMoMeTpuu JUTs u3ydeHUs] MOTU(UKAIMOHHONW U3MEHYMBOCTH.

OO0yuyaromuiics 10J12KeH yMeTh:
[TpuMeHsITh METOIBI OUOMETPHUH ISt U3YUEHUST MOIU(DUKAIIMOHHOW U3MEHUYUBOCTH.
Pemarpb 3a1aun Ha MIEHOTPOINIO, IEHETPAHTHOCTH U SKCIIPECCUBHOCTb.
(hOpMBI U3MEHUNBOCTH.

Oo0yuaromuiics 10JIKeH BJIAJAeTh:

[TprMeHsSITh HaBBIKH UCTIONB30BaHUsI NH(POPMAIMOHHBIX, OHOIHOrpaMuecKuX pecypcoB ¢ IENbI0
MOJIy4eHUsl Hay4yHOU MH(OPMAaLUU U OCYIECTBICHHUS] KOMMYHHKAIIUU B MEIULIMHCKOM COOOIIECTBE.
CriocoGHOCTHIO POPMYITUPOBATH 1IENIM U 337a4u UCCIICJOBAHMUS.

CamMocrosiTeJIbHASI AyIUTOPHAS padoTa 00y4arommXxcsi Mo Teme:
1. OrBeTuTH HA BONPOCHI 10 TeMe 3aAHATHSA
MonudukanronHas ”3MEHYMBOCTh IPU3HAKOB Y Y€JIOBEKa, €€ aJalTUBHOE 3HAYCHHUE.
bruomerpust, NpUHIMIIEI OHOMETPUH.
[TonsiTue o renorune u GpeHOTHUIIE.
Uro Takoe heHoreHeTnka u ee 3aaa4un. Mcropus u3ydeHus.
[TonsiTrie HOPMBI peakuuu (IUPOKasi, y3Kasi, OJHO3ZHAYHAS).
['unotesza A.CrepreBanTa.
[ToHsITHE O «TEHOKOMUAX» U «(DEHOKOMHUIX).
[TneioTponus U ee poib B pa3BUTHH HACJICICTBEHHBIX OOJIC3HEH YeIoBeKa.
SIBnenue runomopduszma, antumopdusma u Heomoppuzma.
0. Peanm3amus reHa B IpU3HAK: TICHETPAHTHOCTH U 3KcTpeccuBHOCTh. @opmyna b.JI. Actayposa.

ROoo~NoGa~LNE

2.J1pakTHyeckasi NOArOTOBKA.

Pa6ora 1. IlocTpoeHue BApMALIMOHHOIO PS/Ia M BADHALMOHHOM KPUBOil B rpynie cTyJAeHToB 3
Kypca JiedeOHOro aky/abTeTa 10 U3MepeHuIo YpoBHs 4yacTorhl Abixanus (Y1) B munyry. Ilpea-
CTaBJIEH AJITOPUTM pelleHHs.
Hcnonp30BaHne MaTeEMaTUYECKUX METOAOB IIPU U3YYEHUH U3MEHUMBOCTH, ITO3BOJISIET Topas3o Oosee
IIOJTHO OXapaKTepU30BaTh CBOMCTBA MOMYJISALMU, BU/IA, YeM U3YUEHUE OTAEIbHBIX IPECTaBUTEIIECH.
MoanpuKamoHHY0 H3MEHYUBOCTh H3y4ar0T HA OCHOBAHWH aHAIM3a MPOSBIICHUS JaHHOTO TIPU3HAKA Y
IpYIIIBI 0COOEH.
Bces rpynna ocoOeil Ha3bIBaeTcsl reHepaJIbHOI COBOKYIHOCTBIO, €€ YMCIEHHOCTh 0003HayaeTcst — N.
Ecnn pazMepsl reHepanbHONW COBOKYITHOCTH BEJIMKHU U U3YYEHUE €€ 3aTPyIHEHO, TO UCIIOJIb3YETCS BbIOO-
POYHAas COBOKYIIHOCTH WM BbIOOPKA.
Yucno ocobeil, cocTaBisroOmuUX BEIOOPKY, Ha3bIBaeTcs €€ 00bEMOM — N.
3HaueHue NpU3HaKa y OJJHOM 0COOM BHIOOPKH HA3bIBACTCSI BAPMAHTOM U 0003HAYAETCSI CUMBOJIOM X.
ITo pe3ynpTaTaM M3ydeHUs y rpymIbl ocoOel mpu3HaKa MaTepHuai BBIOOPOK CUCTEMATU3HUPYIOT B BO3pac-
TaloIEM WK yOBIBAIOIIEM MOPSIKE 3HAUSHUsI IPU3HAKA, TO €CTh paHncupyiom. V1 cocTapisioT Bapuamu-
OHHBII PsiA, IPU STOM BapUaHThI IPYNIUPYIOT MO KJIaccaM U ¢ YKa3aHHEM MX 4acTOThl (Tabi. 1).
Yacrora (f) — yncio BapuaHT B KaXkJI0M KJ1acce.
ITpu 6uomerprueckoil 00paboTKe MaTepHraa UCHOIb3YIOT CIEAYIOLINEe OCHOBHBIE MOKA3aTEIN:

1. cpennee apupmernueckoe, 0003HaUaEMOE CUMBOJIOM X;

2. cpeaHee KBaJIpaTHUYECKOE OTKIOHEHHE, 0003Ha4aeMoe CUMBOJIOM G;

3. koadpdunment Bapuanuu CV u ap.

[Tpu u3mepenun yposus U/ y 70 ctynenToB 3 kypca jieueOHOro GaxyapTeTa ObLIH MOIYUYEHbI CIeTyIOIIHe
JaHHbIE, KOTOpPbIE MIPeACTaBIeHbI B Tabmuie Nel.
Tabnuma 1. Beibopka o yposato YJ[ y 70 crynenToB 3 Kypca.

9 10 10 10 12 12 12 12 12 12
12 12 13 14 14 14 14 14 14 14
15 15 15 15 15 15 15 15 15 15
15 15 15 15 15 16 16 16 16 16

101



16 16 16 16 16 16 16 16 16 16
16 16 16 17 17 17 17 17 17 17
18 18 18 18 18 18 18 18 18 18

Tabmuma 2. Bapuarnmonsslii psj o ypoBHio YJI y ctyneHToB 3 Kypca

Kiaccer 1 2 3 4 5 6 7 8 9 10
YpOBEHb 9 10 11 12 13 14 15 16 17 18
1, X

YactoTel, f |1 3 0 8 1 7 15 18 7 10

BapuanmoHHsie psijibl MOTYT ObITh BBIPaKE€HBI I'pa(hUUECKH.
PaznuuaroT 1Ba OCHOBHBIX THIIA TPAQHKOB: THCTOrpaMmy (puc. 1) U TMHEHHBIA MOJUTOH pacipeeIeHus

(puc.2).
['uctorpamma. Yposens YJI y ctynentoB 3 kypca (puc.l)

j: ypOBeHb 4 y CTYyAeHTOB 3 Kypca
b 16 W Paa 14 (4a=9)
: 14 mPap 2 (4a4=10)
3 12 = Psg 3 (un=11)
o 10 - ®Paad (4a=12)
4 8 ®PAaS (4a=13)
- 6 \ mPan 6 (4a=14)
P a ; ¥ PA7 (4a=15)
- 2 J i I Papn 8 (ua=16)
0 = Paa9 (ua=17)
BapuanTei(X) W Pag 10 (4a=18)
3HaveHUA BapuanT(x)

I'paduueckoe nzo0paskeHre BapuallMOHHOTO psijia 1aéT BAPHALMOHHYI0 KPUBYIO (puc. 2).
f

20

18

16 -

14

12

10 -
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Paoora Ne2. BoIuncjeHue 0CHOBHBIX TapaMeTpPoB (IMoKa3aTesieil) BApUAITHOHHOI0 PAJAA.

Cpennee apudmernueckoe (- ) XapaKTepHu3yeT CPEIHION BEIMUYHHY IPH3HAKA BHIGOPOUHOH COBOKYITHO-
ctu. CpenHee apudMeTHIecKoe BEIYUCIISAIOT 1O (hopMyIie:

Rl
£ Q)

I'me £ — 3HaK CyMMBI, X — OTZIeJIbHAsI BApMAHTa BEIOOPKH, a N — YUCII0 HAOIIOICHU.

Ecnu cymmupytorieit KOMIbIOTEPHON IPOrpaMMBbl HET, TO CpeHee apupMETHIECKOe OTPEACISIIOT 0 (hop-

MYyJI€:
IR IH
X=A+n n, (1
FI[G A — ycCilosHoe cpedﬁee, T. €. Ta BCJIMUWHA, KOTOpasd BXOAUT B COCTAaB MOAAJILHOTO KJjiacCa (Knacca C

HauOOJIBIINM YUCIIOM BapUAHT), I I . CyMMa MPOU3BEICHUIN OMKIOHEe UL OM YCIIOBHO20 CPeOHe20
(a) Ha uacmomy(f).

OTtcueTa BenyT OT YCIIOBHOTO CPEIHET0 B CTOPOHY KJIACCOB C MEHBIINM YHCIOM BapUAHT (-) U B CTOPOHY
KJIACCOB C OOJIBIIIMM YHCIIOM BapuaHT (+).

Cpennee KBajpaTuyeckoe oTkJioHeHue (<), xapakrepusyer CTCEHb H3MEHUYMBOCTH MPU3HAKA, MTOKa-
3bIBa€T Ha CKOJBKO B CPEIHEM 3HAUCHME Ka)/10il BapHaHThI OTJIMYAETCS OT cpeiHell apupMeTHYecKou.
CrannapTHOE OTKIIOHEHHE CITY)KHT OCHOBHOM MEpO BapHaIlly MPU3HAKA U BBIYHCISETCS 10 (hopmyie:

Sar)

2
A

o= G=TF
n-1 (1) W n-1 (V)

Jlj1s BBIUMCIIEHUS CPEeIHEro apu(METHUECKOT0 U CPEAHETO KBaJIpaTHUECKOro OTKJIOHEHUs 0e3 MpuMeHe-
HUS KOMITBIOTEPHBIX NPOrpaMM, HE00X0IUMO COCTaBUTH TAOIHILY.

3nauenne kiaccoBUacTorsl f OTKJIOHEHUS ot| IIpoussenenue ([IpousBeneHue KBaI-
X 3HAYEHUsT  YCJIOB-| OTKIIOHEHHMS OT [para OTKJIOHEHUS OT
HOTO CPETHETO & | YCIIOBHOI'O CPEJI- [yCIIOBHOTO CPEHETO
HETro Ha 4acTOTy
af
Ha 4acTOTYy
f
1 2 3 4 5
9 1 -7 -7 49
10 3 -6 -18 108
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11 0 -5 0 0

12 8 -4 -32 128
13 1 -3 -3 9

14 6 -2 -12 24

15 15 -1 -15 15

16 18 0 0 0

17 7 +1 +7 7

18 10 +2 +20 40

n=70 I IF
> f =380

[ToncraBnsisi 3HaYSHHUS, MTOTYYCHHBIE B pe3yibTaTte cyMMupoBanus udp rpadst 4 B popmyiny I, y3naem
cpenHee apudmeTnueckoe A BbIOopku (ypoBeHb Y/l y cTyneHToB 3 kypca):

6060
X =16-7070 = 15,143 ovixamenvuwix 08UNCCHUT/MUH.

Cpe):[Hee KBaApaTUYCCKOC OTKIIOHCHUC IJISI JAHHOI'O ClIy4dast OIIPEACIIACTCA 110 (I)opMyJIe IV:

60° 3600
. 80— -0 P8 — __‘/38[]—51,429_
R B T 69

328’571 T+/d,762 = 12,182 dptxamens sbrOsUMCEHIN MUK,

Uem Ooubllle BEIWYMHA CPCAHEI0 KBAAPATHYCCKOCTO OTKJIOHCHUA HpI/I6J'II/I3KI/IX M0 BCJIMYHMHaAM CpCIHUX
apH(bMeTquCKHX, TEM BbIIIC CTCTICHb U3MCHYUBOCTU JAHHOT'O IIPU3HAKA.

Koy dpuuuent Bapuammu (V) HCHONB3YIOT 1S CPAaBHEHHSI U3MEHYUBOCTH PAa3HBIX TIPH3HAKOB OJTHOI BbI-
OOpKHM WJIM U3MEHYMBOCTU OJIHOTO NMPHU3HAKA Y Pa3HbIX BHIOOPOK, WM OLIEHKH CTENEHU BBIPAaBHEHHOCTHU
u3zyyaemoro marepuaia. KoadduureHt Bapranuu BBIYUCISIOT 10 (hopmyie:

v =Z100%
< V)

2 a2
CY = A —=100%0= 10,144 *100%0= £14 4
15 143

B nannom npumepe

Y CIIOBHO MPHUHSATO, YTO KOAPGUIMEHT Bapranuu MeHbiie 10% CBUAETEIbCTBYET 00 OTHOCHTENIBHO ClIa00i
M3MEHYUBOCTH Npu3Haka, 10-20% — cpenueit u 6onee 20% — CHIBHONW W3MEHYHBOCTH.

PaGora Ne 3. Beruuciaenue omiuOKy BbIOOPOYHOM CpeIHe.
Kpome nepeuncieHHbIX BBIIIE CTATUCTHYECKUX BEIMYUH, HEOOXOIUMO (OCOOCHHO MpH CpPaBHEHHUH ABYX
K 0oJiee OTbITOB, HAOJIO/IEHUH ) BBIYUCIUTD OIIMOKY CpPeTHEro apupMeTHuecKoro, KOTopast Hen30exHO
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MPOUCXOTUT (MO0 MBI OepeM KaKyI0-TO OTHOCUTEIHHO HEOOIBIIYIO BBIOOPKY M3 T€HEPATbHON COBOKYITHO-
cti). OmmoKy BbIOOPOYHOH cpeaHel (CpeaHero apuMEeTHIECKOTO) BRIUUCISIOT T0 hopmyiie:

' Vn (V1)

B namewm cinyuae

P 2182 + 2182

0 J70 0 837

= 10,26 10b1xame s HbIX O 6UMCEeHLITT MLUH.

o o = o
Omnbxa BEIOOPOYHOM cpeaHel ( * ) MOKa3bIBaeT TEOPETUUECKUE IIPEelbl COOTBETCTBUS CpelHeH apud-
METHYECKOW BRIOOPOYHOM M FeHEepaTbHON COBOKYITHOCTH

O CyIIeCTBEHHOCTH WIJIM HECYIIECTBEHHOCTH PA3INYUNA MEXIY CPEAHUMHU apu(METHUECKUMH JIBYX BBIOO-
POK MJIM BAPUAHTOB OMbITA CYIAT 10 KPUTEPHIO CYILIECTBEHHOCTH pa3HOCTH & (kputepuii CThIOJEHTA):

Xt — X2
I WLHH =
2 2
s+ s,

Ecnu npu 5ToM monyyeHHOe 3HaueHue paBHO wiM Oombiie 2,31, To ¢ BepostHocThio 0,01 (1%) 3TH BBI-
OOpKH pa3iuuHbl, a Ipu 3HaueHuu t, mocruraromem 3,01 uiu BeIIe — CpaBHUBAaEMbIC BRIOOPKH pa3iinya-
totcs ¢ poctoBepHocThiO 0,001 (1. €. 0,1%). bonee Tounsie udpsl t, COOTBETCTBYIONIUE TON WA UHOU
CTeNeHeH pa3HOCTEH, HAXOAT MO CIEeIUATbHBIM TabJIUIIaM B PYKOBOJCTBAX IO CTaTUCTHUKE.

Pa6ora 4 (1151 camocTOATENbHOTO peliennsi). U3yunTh H3MEHYNBOCTH YHCJIA KOJOCKOB B K0JIOCE Y
nmeHubl. OnpeaeauTb YMCIo KOJIOCKOB B Kosioce y 20 — 30 KoJ0CkeB, MOCTPOUTh BapHAIIMOHHBIH psiji U
BapHAIlMOHHYIO KPUBYIO, ONPENEIUTh CPEIHIO apu(METHUECKYI0 BEIOOPKH, CTaHIAPTHOE OTKJIOHEHHE,
omKOKy cpenHell apupmeTndeckoit, KoapUIMEHT BapHaLUH.

[ToncunTaTh YMCIO KOJIOCKOB B KOJIOCE MIIIEHUIIBI M 3aITUCATh B CTPOUYKY Yepe3 3allsATyI0 WK B TAOJIHUILY:

Yucno KOJIO0CKOB B KOJIOCE y MIIEHUIIBI COpTa

Ne 1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18 19 20

X

[TocTpouth BapHallMOHHBIN P M BBIUUCIUTH OCHOBHBIE IMOKa3aTeNu 1Mo (opMysiaM, UCIOIb3ys TaOIuIly
2.

Ta6Jmua 2 — BapI/IaI_II/IOHHHﬁ paa u pacqéT CTAaTUCTUYECKUX ITOKa3aTeIed 4YHcia KOJIOCKOB B KOJIOCE y
MIIEHUIBI COPTa

BaprannoHHbIH psin

Yucno . e Y _ .
KONOCKOR qac?Ta, f KX (x—x) (x—x)"- f
B KOJIOCE, **
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>f=n=

sG—x) f_

xS

I —_

=

HOCTpOI/ITB BAapHAIIMOHHYIO KPHUBYIO YHCJIa KOJIOCKOB B KOJIOCE.

CpaBHUTH U3MEHUUBOCTD YHCJIa KOJIOCKOB B KOJIOCE Y PA3HBIX COPTOB IIIEHUIIBI.
Tabnuua 3 — M3MeH4YNBOCTD YHCIIa KOJIOCKOB B INIABHOM KOJIOCE Yy COPTOB IILIEHULIBI

CraTucTudeckye IoKa3aTeian

Copt x 5 Vv xts

1

2

3

4

5

6

7

8

9

10

11

12

13

14

15

Tabnuna 4 - 3nauenust kpurepusi CtprogeHTa t
Yucno YpoBeHb 3HAUUMOCTH, P
sobony 005 0,01 0,001

1 12,7062 63,6567
2 4,3027 9,9248 31,5991
3 3,1824 5,8409 12,924
4 2,7764 4,6041 8,6103
5 2,5706 4,0321 6,8688
6 2,4469 3,7074 5,9588
7 2,3646 3,4995 5,4079
8 2,3060 3,3554 5,0413
9 2,2622 3,2498 4,7809
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10 2,2281 3,1693 4,5869

11 2,2010 3,1058 4,4370
12 2,1788 3,0545 4,3178
13 2,1604 3,0123 4,2208
14 2,1448 2,9768 4,1405
15 2,1314 2,9467 4,0728
16 2,1199 2,9208 4,0150
17 2,1098 2,8982 3,9651
18 2,1009 2,8784 3,9216
19 2,0930 2,8609 3,8834
20 2,0860 2,8453 3,8495
21 2,0796 2,8314 3,8193
22 2,0739 2,8188 3,7921
23 2,0687 2,8073 3,7676
24 2,0639 2,7969 3,7454
25 2,0595 2,7874 3,7251
26 2,0555 2,7787 3,7066
27 2,0518 2,7707 3,6896
28 2,0484 2,7633 3,6739
29 2,0452 2,7564 3,6594
30 2,0423 2,7500 3,6460
35 2,0301 2,7238 3,5911
40 2,0211 2,7045 3,5510
100 1,9840 2,6259 3,3905
o0 1,9600 2,5758 3,2905

3. PemuTh cUTyallMOHHBIE 33]a41 HA MIEHETPAHTHOCTb M IKCIPECCHBHOCTH I'eHa KaK MpPOosiBJIeHHE
MOIH(PUKANMOHHONH U3MEHYMBOCTH.
1. VY yenoBeka reH NojaMAaKTUINU JOMUHHUPYET HaJl FTEHOM HOPMAJIBHOTO CTPOCHUS KUCTU. BpoxaeHHas
¢dopma caxapHoro auadeTa ornpeensercs: JpyruM ayTOCOMHO-PELIECCUBHBIM I'€HOM C IEHETPAHTHOCTbHIO
25%. OnpeenuTh BEPOSITHOCTh POXKACHHS peOCHKA ¢ 00EMMU aHOMATMsAMU OT Opaka O0JBHON MaTepH U
3JI0pPOBOT'0 OTIIA, €CIIM U3BECTHO, UTO JEAYIIKA 110 JIMHUM MaTepH UMeI MATUIATYI0 KUCTh, a IeAyIIKa 110
JUHUU OTIa ObUT O0JICH BPOXKACHHOM (OopMOI caxapHOTO Auabdera.
2. Tlonarpa onpenensieTcsi JTOMUHAHTHBIM a@yTOCOMHBIM IT'€HOM, 110 HEKOTOPHIM JaHHBIM IEHETPAHTHOCTb
reHa B T€TEPO3UTOTHOM COCTOSIHUHM y MYK4MH cocTaBiisieT 20%, a y )KSHIIMH MPaKTHYECKH paBHA HYIIIO.
a)KaxoBa BepoaTHOCTB 3a00/1€BaHMsI TOJArpoi y AeTeil B ceMbe reTepo3uroTHsIX poauteneit?  6)Kakosa
BEPOATHOCTH 3a00JI€BaHUs IOJArpoi /ISl IeTel B ceMbe, TJI€ OJIUH U3 POJIUTENIEN FeTepO3UTrOTeH, IPYTron
HOpMaJIeH 10 aHAIU3UPYEMOMY MPU3HAKY?
3. Cumpom Ban nep XeBe HacnemyeTcs Kak JOMHHAHTHBIA ayTOCOMHBIA MPU3HAK, JETEPMUHUPYEMBIH
IUIEHOTPOITHBIM T€HOM, OIPEEIIAIOLINM rOTyOyI0 OKpacKy CKJIephl, XpYIKOCTh KocTel 1 riryxoty. Ilene-
TPaHTHOCTh IPU3HAKOB U3MeHuuBa. B pane ciayuaes (K. Lltepn, 1965) ona cocraBisier no royooi ckiepe
noutu 100%, xpynkocts koctel — 63%, riayxore — 60%. Hocutens romny0oii ckiepsl, HOpMaibHbII B OT-
HOILIEHUU JIPYTUX NMPU3HAKOB CHHJPOMA, BCTYMAaeT B Opak ¢ HOPMaJIbHOM JKEHIIMHON, MPOUCXOIAIIeH U3
6naromnonydHoii mo cunapomy Ban nep Xese cembu. OrpesieinTe BEpOATHOCTb MPOSIBICHUS Y JIeTeH mpu-
3HaKa Xpymnkoctu kocrel. [1o muHuM Myxa MpU3HaKaMy CUHJpOMa 00J1afaeT JIUIIb OJIUH U3 €r0 POAMTE-
nei.

CamocrosiTesibHAs BHEAYyAUTOPHasi padoTa 00y4aloUIuXcH 10 Teme:
3aoanus ona camocmoamenbHoU 6HeayOUMopHOU pabomvl CMYOeHmMOo8 No YKA3AHHOU meme:
1). O3HaKOMHTBCS C TEOPETUUECKUM MAaTEPUAIIOM I10 TeME 3aHATHS C UCTIOIb30BAHNEM KOHCIIEKTOB
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JICKIMHA U peKOMEHIyeMoi yueOHOM JUTepaTypHl.
2). OTBETHTH HA BOMPOCHI JIJIsI CAMOKOHTPOJIS:

1. MoaudukaoHHas H3MEHUYNBOCTh IPU3HAKOB Y YEJIOBEKA, €€ alalTHBHOE 3HAUCHHE.

2. [TonsTHe o reHoTUIe U (PEHOTHIIEC.

3. UYro takoe peHoreHeTrka u ee 3agauu. Victopus nusydeHusl.

4. [TonsiTrie HOPMBI peakuuu (IUPOKasi, y3Kasi, OJHO3ZHAYHAs).

5. I'unoreza A.CrepreBanTa.

6. [ToHsiTHE O «TEHOKOMUAX» U «(HEHOKOMHUIX).

7. [IneitoTpomnus u ee poib B pa3BUTHH HACJIEICTBEHHBIX 00Jie3HEH YeIoBeKa.

8. SIBnenue runomopdusma, aHTuMophuzMa 1 Heomophuzma.

9. Peanu3zanus rena B nmpu3HaK: MEHETPAHTHOCTH U dKCHpecCuBHOCTh. @opmyna b.JI.Acray-
poBa.

10. MonekynsipHble MEXaHU3Mbl TEHETUYECKON PEKOMOMHALINY U X 3HAaYCHHE.

11. [Tpuntunsel Moaeneil reHeTudeckoil pexomOuHaumu Xommnes, MesenbcoHa-Pagnunra,
XKocraxa.

12. [TonsiTve 0 KOHBEPCUU T€HOB.

13. CyTb caiT-cnenuduieckoil 1 He3aKOHHOUM THIIOB PEKOMOWHAIINH.

3).Pemnts 3a1aun Ha MEHETPAHTHOCTh M SKCIPECCUBHOCTH: YueOHoe mocobue «OOmas rexe-
THKa U TeHeTuka denoBekay (coct. Konenaera E.B., Ponuna H.E.), Kupos, 2016, ¢ 20-21 Nel-3; ¢.22 Ne
1.2.

Pexomenayemas Jqutepartypa:
OcHoBHas:
1. Mure-Beuromos C.I'. I'enernka ¢ ocuoBamu cenekinu. CI16.:, Usmarenscrso H-JI, 2015.-720.
2.boukoB H.I1. Knunnyeckas reneruka: yueOHUK A By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JononHuTenpHAS:
1. Konenaesa E.B., Poquna H.E. O01as reHeTnka u reHeTHKa yelloBeka: yuebHoe nmocodue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. 'eneTuka yenoBeka ¢ ocHoBaMU o011el reHeTHku: yaeoHoe nocoodue. — CII6.: CnenJlur,
2010, c.192
3. Mymkam6apos H.H., Ky3uenos C.JI. MonekynsipHas Ouonorusi. Beenenue B MONEKyYISIpHYIO HUTOIO-
THIO U TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.

Pa3nea 1: O01mas reneTuka
Tema 1.18. IlocTpoeHne BapuanMOHHO-CTATHCTHYECKUX PAAOB MOAN(PUKALMOHHONH H3MEHYHUBOCTH.
Heanb: ChopMupoBath yMEHHs MO MOCTPOSHHUIO BApUALIMOHHO-CTATUCTUYECKUX PSJIOB MO (pUKa-
[IUOHHOW N3MEHYNBOCTH, BHIYUCIIEHUIO KO3(DPULIMEHTOB Bapualiii NPU3HAKOB.
3agauu:
1. M3yuuTh NoCcTpOCHHE BapUALMOHHOTO PsJIa.
2. V3y4nTh MoCTpOEHNE BapHAMOHHOW KPHUBOH.
3. BpIuMcIuTh cpeHIo apupMETHUECKYIO U CPEHEKBAIPaTHIECKOE OTKIIOHEHHUE.
4. BoruucnuTh KO3QQUIMEHT BapHaIiH.
OOyuaromuiicst 10JI2KeH 3HATD:
A) 10 U3y4eHUs TEMBI:
1. Knaccudukamuio GopM H3MEHYUBOCTH;
2. OCHOBBI MEAUIIMHCKON CTaTUCTHKH;
3. DKCIPECCUBHOCTH U MEHETPAHTHOCTD, CIIOCOOBI ONPEENCHHS TIEHETPAHTHOCTH.
b) nocne usyueHus Temsbl:
1. Meronibl GMOMETPUH JUTS U3YYEHUS] MOAN(DUKALMOHHOW N3MEHUYHNBOCTH.
2. [locTpoeHne BapualMOHHO-CTATUCTUYECKUX PSIIOB MO (DUKAIIMOHHON N3MEHUYUBOCTH.
OOyyaromuiics 1017KeH YMeTh:
1. [IpumeHsTh METO/IBI OUOMETPUU AJIS1 U3YUYEHUS MOAUPHUKAITUOHHON U3MEHUYUBOCTH.
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2. Bbruucnate cpeiHion apuMeTHIecKyo, CpeJHEKBaApaTUYECKOe OTKIOHEHHE U KO3 (DUITUEHTHI
KOPPEJALUH ITPU3HAKOB.
OOyuaromuiicsi 10J17KeH BJIaeTh:
1. TIpuMeHSTH HaBBIKM UCIIOJIB30BAHUS HH(POPMAMOHHBIX, OMOINOrpadMuecKuX PECypcoB C LEIbI0
MOJyYEeHHUsI HAYYHOH MH(OpPMAIMK U OCYIIECTBICHUS KOMMYHHKAIIMHA B MEIUITTHCKOM COOOIIIe-
CTBE.
2. Hcnonp30BaTh KOMIBIOTEPHBIE TPOrPaMMBI st 00pabOTKH MEAMKO-TeHETHUECKUX HUCCIIEI0Ba-
HUH.

CaMocTOfITeIbHASI Ay/INTOPHASI Ppa60Ta 00yJaIOIIHUXCS 110 TeMe:
1. OTBeTHTH HA BONPOCHI 110 TeMe 3AHSITHSI
MoaudukaoHHas H3MEHUYNBOCTD IPU3HAKOB Y YEIOBEKA, €€ alallTHBHOE 3HAUCHHE.
[{udpoBeie nokazaTenr MOAU(PUKAITHOHHON H3MECHYMBOCTH.
3. Ompenenenue cpeaneit apupMeTHIECKON U CTETICHN BapHaOeIbHOCTH MPU3HAKa (CpeIHEKBaIpa-
THUYECKOE OTKJIOHEHHE).
4. CpaBHEHHE U3MEHYHMBOCTH MPU3HAKOB B PA3HBIX COBOKYIMHOCTSIX C IIOMOIIBIO BBIYUCICHUS KOI(]-
buIMeHTa BapHaIUH.

N

2.IlpakTHyeckasi MOAroTOBKA.
Padora 1. 3aganus nus rpynnosoii padorsl. IlocTpoenne BapuanuoOHHOIO psiia 1 BAPUALMOH-

HOM KpuBoi B rpynmne u3 100 exuHun HA0JII0AeHUS 110 TOKA3ATEISIM MacChl TeJia, 00beMa rpy-

HOM KJIETKH M JUIMHBI I0YATKOB KYKYPY3bl.
PaGora BeImonHsAETCS Tpynnoii cTyneHToB (2-3 uenoseka). Kaxknas moarpyrmnmna ucrnoib3yeT B KaUecTBe
y4eOHOT0 MaTepuana pa3Hble MoKazaTesu (00beM rpyIHOM KIETKH, Macca Tella, [UIMHA TI0YaTKOB KyKY-
py3bl - Tab. 2.).
Hccnenyempie 100 equHuI HAOIIOACHUS COCTABAT BEIOOPOYHYIO COBOKYITHOCTD. BhImummTe mudpossie
MoKa3aTeiy (BapruaHThl), HAIPUMEP, MACChI TeJa, OTAETbHBIX HHAWBUIYYMOB B MOPSAKE YOBIBAHUS WU
HapacTaHus BenrunH. COBOKYITHOCTh BAPUAHTOB, PACIIONOKEHHBIX B OIIPEIEIICHHOM MOCIe10BaTEIbHO-
CTH, COCTaBUT BapHAIIMOHHBIN psif. Onpenennte KpalHue BapUAHTHI psa, WIH JTUMUTHI U3BMEHYHBOCTH,
T.€. HAUMEHBIIYI0 U HaubobIyto Maccy Tena (42 u 70 kr). Kpalinue BapuaHThl, UM JIUMUTHI, TOKA3bl-
BAIOT, B KAKUX MPEEIaxX U3MEHSIETCS TPU3HAK.
Tabauua 2. [{ludpossie nokazarenu MoaudukanroHHon n3MeHunBoctH (100 exuHMI] HAOIIOICHMST)

Macca tena, B KT O6beM rpynu, B cM JUIMHHA TOYaTKOB KYKYpY3bl, CM
54 70 66 90,0 97,5 87,5 14 10 13
48 90,0 13
62 56 54 82,5 92,5 1000 9 11 10
47 90,0 12
65 53 64 97,5 90,0 97,5 10 12 17
52 90,0 10
51 50 51 87,5 100,0 85,0 13 15 12
58 90,0 11
50 56 52 92,5 825 850 16 9 12
54 92,5 14
56 54 62 90,0 82,5 90,0 18 17 9
63 90,0 18
62 50 57 95,0 825 925 9 10 16
61 90,0 8
60 59 52 82,0 82,5 95,0 12 13 14
52 97,5 15
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62 55 69 70,0 80,0 87,5 8 8 13
49 87,5 12

S7 49 54 82,5 80,0 85,0 8 13 11
60 82,5 13
62 60 48 97,5 925 87,5 13 12 12
52 97,5 10
64 64 51 87,5 875 825 15 12 14
51 95,0 11
58 56 64 925 950 87,5 17 19 18
62 95,0 18
49 53 56 90,0 80,0 925 20 10 11
53 97,5 9
46 61 66 95,0 100,0 80,0 12 11 13
44 85,0 11
58 54 56 825 875 875 9 12 12
68 87,5 14
50 56 48 850 90,0 90,0 21 18 15
54 92,5 12
58 50 60 87,5 850 850 10 12 7
56 87,5 15
52 57 42 850 102,5 90,0 15 14 11
58 92,5 10
50 58 o1 925 875 875 17 20 14
48 82,5 12
54 49 56 97,5 90,0 95,0 12 17 10
49 97,5 13
52 56 53 80,0 85,0 87,5 14 11 15
48 92,5 16
69 53 65 925 950 95,0 9 12 10
56 87,5 10
52 64 64 925 875 92,5 14 10 11
56 85,0 11
50 53 51 95,0 85,0 92,5 13 16 13
54 85,0 14

Crenyer pa3ouTh Bce BapuaHThI Ha rpynnbl. KonudecTBo rpymnn BeiOHpaeTcs npon3BoiibHO (8-10). 3atem
OTIpeIENIUTE BEIMYMHY MHTEpBaja MEKy rpynnamu. [ljis 3Toro pazaenure pasHUILy MEXy HanOoJbIIeH
Y HauMEHbILEN BEIMUYNHON NTPU3HAKa Ha yncio rpynmn. Ecin, HanpuMep, 3Tu BennuuHbl paBHbl 42 1 70
KT, @ YUCJIO TPYIII 7, TO BEIUYMHA UHTEpBaa paBHseTcs: 70-42=28:7=4 xr. Orctona rpanusl 1-i
rpymisl - 42-45 xr, 2-i rpynmsl - 46-49 kr, 3-ii rpynmsr - 50-53 kr, ¥ T.1.

ITocne onpeneneHus rpaHul] IPyNIbl paclpeAeIuTe BCE BAPUAHTBI IO TPYIIIAaM U BBIYMCIUTE CPEAHEE
3Ha4YEHHE KaXKJ0W IPYNIIbI; CpEeIHEE 3HAYEHNE PAaBHO CyMME €€ KpallHUX BapHaHT, JEICHHOMN Ha 2.
PacrnonoxuB cpeHue 3HaYCHUs TPYII B MOPSAIKE HApACTaHUS MU YObIBaHUS, IOJIYYHUTE CTPYIIIUPOBAH-
HBIM BapUAIIMOHHBIN P, B KOTOPOM POJIb OTJIEIbHBIX BAPUAHT BBIIIOJIHAIOT CPEIHNE 3HAYSHUSI TPYIII.
3aTreM ONnpeeNnTe YacTOTy KaX /10! TPYIIIIbL, T.€. pacIpeesIeHue BapUaHT 110 rpynnaM. Y BUJIUTE, 4TO
4yacToTa rpyli HEOJMHAKOBA, CPEIHNE WIEHBI BAPUAIIMOHHOTO PsAJla BCTPEUYAOTCs Yallle.

ITocne atoro onpeaenute moay (Mo), Wi MOJJANBHYIO IPYIILY, T.€. BEIMUNHY, KOTOpask BCTPEYAETCS
Hau0oJIee yacTo B JaHHON COBOKYITHOCTH.
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CocTtaBbTe TaONHIly U3 IBYX BEPTUKAIBHBIX Tpad. B mepByto BIummTe cpeiHrne 3HAYCHHSI TPYIII, BO BTO-
PYIO - COOTBETCTBYIOIYIO UM YaCTOTY.

Ilocmpoenue sapuayuonnoil Kpueoi

N306pa3urte Bapuaonuslii psa rpaduuecku. s aToro Ha ocu abeuuce (ropu30HTaNbHAS TUHUS) pac-
MOJIOKUTE CPEeIHUE 3HAUCHUS TPYIN (MacChl Tea), a 0 OCU OPAUHAT (BEpTUKAIIbHAS JIMHUS) - YACTOTY
Ka)KJOU TpymIibl. 3aTeM, COEAMHUB BCE TOUKH JIMHUSMU, MOJTYYUTE BapHAIIMOHHYIO KPUBYIO (pHC.1).

450 D
350 -
250 |-
150 |-

S50+

‘ i | 1
3 2 1 0 1 2 3
Puc. 1. Pacnpenenenue BapuaHT B ujieaibHON (OMHOMUHAIBLHOWN ) KPUBOM
3aoanue: Bviuuciums cpedHioro apugmemuneckyio u onpedeiums cmenersb 8apuabeibHOCmuy npusHaKa
(cpedHexsadpamuueckoe OMKIOHeHUue) no popmyaram, npusedeHHvim eviute. Butuuciumos kos¢duyuenm
sapuayuu.
Pa6ora 2. I[locTpoeHue BapruallMOHHOTO psijia U BApUALIMOHHON KPUBOM B TPyIIE CTYIEHTOB 1 Kypca 1o
MIOKa3aTeJsIM pOCTa B CAHTUMETpPaXx.
N3yunth U3MEHUMBOCTD MOKa3aTesell pocTa y JeByIlIeK U IoHomIel, oOyuatomuxcs Ha 1 kypce Kupos-
ckoit 'MA. ITocTpouTh BapualimOHHBIN psAl M BAPUALTMOHHYIO KPUBYIO, ONIPEEIUTh CPEIHIO apudMe-
TUYECKYIO BBIOOPKH, CTAaHIAPTHOE OTKJIOHEHHUE, OIINOKY cpeiHel apupmeTnyeckon, ko3 HUIMeHT Bapu-
aruu 1 kodddurmenT CThIOICHTA.
W3yunTh TaOIUIBI POCTA y AEBYIICK U IOHOIICH:

Tabaurra 3. PocT Tena B caHTUMETPAX V AEBVIIIEK

1 12 |3 |4 |5 |6 |7 |8 |9 |10 |11 |12 |13 |14 |15 |16 |17 |18 |19 |20

15 (16 |17 |17 |17 |17 |17 |16 |16 |17 |16 |16 |16 |17 |17 |17 |17 |16 |16 |16
6 (3 |6 |0 (6 |8 |6 |4 |1 (O |9 |8 |9 |0 |5 |3 |8 |3 |0 |3

16 (16 |16 |16 |17 |18 |17 |16 |15 |17 |16 |15 |17 |16 |16 |16 |17 |15 |17 |16
5 |5 |8 |0 (4 |0 |6 |4 |7 |0 |6 |6 |4 |6 |9 |0 |1 |8 |3 |5

16 ({15 |15 |16 |16 |17 |16 |16 |16 |17 |16 |14 |15 |16 |16 |16 |16 |16 |16 |15
2 |5 |8 |2 |9 |0 |5 |9 |8 (0 |3 |9 |8 |7 19 12 [3 |5 19 19

16 {16 |15 |16 |15 |16 |16 |15 |17 |16 |16 |15 |15 |17 |16 |16 |16 |15 |15 |16
6 |0 |7 |1 |5 |4 |3 |6 |3 |8 |7 |8 |3 |6 |5 |4 |3 |6 |8 |8

Tabnuita 4. Pocr Tea B caHTUMETPaX V FOHOIIEH

1 12 |3 |4 |5 |6 |7 |8 |9 |10 |11 |12 |13 |14 |15 |16 |17 |18 |19 |20

17 (17 |19 |17 |17 |19 |17 |17 |17 |17 |17 |17 |17 |18 |18 |17 |18 |18 |18 |18
6 (0 |2 |6 (6 |1 |6 |5 |8 (3 |5 |8 |3 |2 |2 |4 |0 |0 |0 |2

18 |18 |18 |18 |17 |18 |18 |17 |18 |17 |18 |19 (18 |17 |19 |18 |19 |18 |16 |17
2 |0 |2 |4 |4 |O |1 |8 |1 |3 |0 |6 |2 [3 |4 |3 |4 |3 |5 |6
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18 |17 |17 |17 (17 |17 |18 |18 |19 |18 |17 |17 (18 |19 |18 |18 |18 |18 |18 |18
2 |6 |7 |1 |7 |1 (2 |0 |2 |0 |8 |9 |1 |1 |8 |0 |7 |2 |1 |0
18 (18 |17 |17 |17 |18 |18 |18 |18 |17 |18 |18 |17 |17 |17 |17 |18 |17 |17 |19
6 |0 [8 |7 |6 |O |3 |4 [5 |7 |7 |8 |5 [1 |7 |6 |4 |6 |8 |5

2) IocTtpouTh BapHallMOHHBINA PSJl M BHIYMCIUTH OCHOBHBIE ITOKa3aTeNu Mo GopMyiiaM, UCIIONIb3ys Tab-
iy S.

Tabnmuua 5. — BapuainmoHHblii psl W pacu€T CTAaTUCTUYECKHUX IOKa3aTele pocTa CTYIEHTOB-MEIU-
KOB

Bapuanuonsslii psin
PocT y 1oHO- _ - eyl _ 2.
wieii/neBy1Lex, qaC?OTa’ xf A-a (x—x) (x—x)- f
b4
>f=n= . 2
Z'x fZ Z(I—X} 'f:

-_xxt

HOCTpOI/ITB BAapHUAllUOHHYIKO KPUBYIO pOCTaA y FOHOIIIEH U ACBYUICK, JIA HAMJIIAHOCTHU PA3JIMYHBIC I1apa-
MCTPBI BBIACIIMTD pa3HbIMU LIBETAMMH.

3) CpaBHHUTb U3MEHUMBOCTb POCTA y JIEBYILIEK U FOHOIIEH.
Tabnuua 6. — I3MEeHUHMBOCTh pOCTa Y IEBYIIEK U FOHOUIEH.

CraTtucTHYeCcKHue MoKa3aTelIn

Poct (cm ) - =

x a &5 \Y xta

O~ WD P

JIns HanMcaHus BBIBOJIA MTOJNTb30BaThCs Tabmuiei 1. - 3HaueHune kpurepust CTbo/ieHTa t. (CMOTPH BBIIIE B
pazjerne KpaTKoe COAepKaHue TEMBI).

CamocTosiTe/IbHAsI BHEAYUTOPHAsI pad0Ta 00y4YarouIuXcs 10 TeMe:

3adanus ona camocmosamenvHol 6HeayOUMoOpHOL pabomvl CMyO0eHmos8 no YKA3AHHOU meme:

1). O3HAKOMHTBCS C TEOPETHUSCKUM MaTEPHATIOM IO TEME 3aHSATHS C HCIIOJIb30BaHHEM KOHCIIEKTOB
JIEKIMI U peKOMEHIyeMoi yueOHOM TuTepaTyphl.

2). OTBETUTH HAa BOIPOCHI JJI1 CAMOKOHTPOJIS:

1. MoauukamoHHas I3MEHYMBOCTh PU3HAKOB y YEJIOBEKa, €€ alallTUBHOE 3HAYCHUE.
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2. Bbruomerpust, NpUHIHUIIBI OHOMETPUH.

3. [udposrie mokazatenn MOANPUKAITMOHHON U3MEHYHUBOCTH.

4. Omnpenenenue cpeaneil apupmMeTHYeCKOd U CTENIEHH BapuaOenbHOCTH MpH3HaKa (CpeaHe-
KBaJ[paTU4YECKOE OTKJIOHEHUE).

S. CpaBHEeHHE U3MEHYMBOCTY IPU3HAKOB B PA3HBIX COBOKYITHOCTSIX C IIOMOIIIbIO BBIUMCIICHUS

kod(durmenTa Bapuaiuu.

Pexomenayemas aureparypa:
OcHoBHa4:
1. Mure-Beuromos C.I'. TI'enernka ¢ ocuosamu cenekiun. CI16.:, Usmarensctso H-JI, 2015.-720.
2.bouxoB H.I1. Knuanyeckas renetuka: ydeOHuK 1t By30B.- M.: [DOTAP-Meaua, 2011, 592 c.
JlononHuTenpHas:
1. Konenaesa E.B., Poquna H.E. O0mas reneTnka 1 TeHETHKa YeoBeKa: yueoHoe mocodue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eneTrka yenoBeka ¢ o0CHOBaMH 00111ei reHeTuku: yaeoHnoe nmocoodue. — CII6.: CnerJlur,
2010, ¢.192
3. Mymxkambapor H.H., Kyzuenos C.JI. MonekymnsipHas 6uosiorusi. BBeieHne B MOJEKYJISPHYIO IIATOJIO-
THIO U TUCTOJIOTHIO: yaeOHoe mocodue. - M.: MUA, 2016.

Paznen: O0mas reHeTuka
Tema 1.19. OcHOBBI MyTALMOHHOM NU3MEHYUBOCTH.

Heanb: ChopmMupoBaTs 3HAHUS 110 OCHOBHBIM (pOpMaM MyTAIIHOHHON H3MEHYMBOCTH, MEXaHU3MaM
€€ BOSHHUKHOBEHMSI, 3HAUECHUIO B PA3BUTUU T€HHBIX U XPOMOCOMHBIX 3a00JICBaHUM.
3apaum:

1. Pa3o6path npu4rHbI BOSHUKHOBEHUS, KJIacCU(PUKAIINIO U MEAUIIMHCKOE 3HaUeHue (GopM reHOTH-
MMUYECKON N3MEHUYMBOCTH,
2. Pa3oOpatp kiaccupuKkanuo MyTaluii 1 MEAUIIMHCKOE 3HAYCHHE MYTalIHi.
3. OBiajieTh HaBBIKAMH PEIICHUS 33/1a4 Ha pa3HbIe (OPMbI TCHOTUITUYECKONU N3MEHYHBOCTH.
4. 3y4uTh CUMIITOMOKOMIIJIEKCHI TEHHBIX U XPOMOCOMHBIX 3a00JI€BaHUI.
OOyuarouuiicst 10J12KeH 3HATD:
A) 10 U3y4eHUs TEMBI:
1. Knaccudukanuio Gpopm H3MEHUNBOCTH;
2. MenuuuHCcKOe 3HaYeHUE MYTalIHii;
3. DKCIPECCUBHOCTD U MEHETPAHTHOCTh, CIIOCOOBI OTPE/ICTICHUS IEHETPAHTHOCTH.
b) nocne u3yueHust Temsbl:
1. MexaHu3Mbl BOSHUKHOBEHHS, PE3YJIbTaThl U OMOJIOTHYECKYIO POJIh Pa3HbIX (OPM U3MEHUYUBOCTH;
2. I'eHHBIE 1 XPOMOCOMHBIE MYTallMH Y YEJIOBEKA, UX MOCIEICTBHS AJI OpraHu3Ma.
OOyuaromuiicst 10/15KeH YMeTh:
1. Pemats 3a1aun Ha HOPMBI TEHOTHITMYECKON H3MEHYUBOCTH.
2. WpentuduumpoBarb XpOMOCOMHBIE MYTallUU IO (OoTOrpagusiM KapruOTHUIIA YETOBEKA.

OOyuaromuiicst 10J12KeH BJIaeTh:

[IpuMeHATh HaBBIKU UCTIOJIb30BaHUS HH(DOPMAITMOHHBIX, OMOIHOTpadUUEeCKUX PECYPCOB C IENBIO
MOJTyYeHUsl Hay4yHOU WH(OPMAIIMU U OCYIIECTBICHHS] KOMMYHHKAIIMU B MEIUIIMHCKOM coobiecTse. Pe-
IICHUEM CUTYAIlMOHHBIX T€HETUYECKHX 3a/1a4, BBISIBICHUEM CUMIITOMOKOMILIIEKCA OOJIBHBIX C TEHHBIMU U
XPOMOCOMHBIMH MYTallUSIMHU.

CamocTrosiTe1bHAs ayIMTOPHAasi padoTa 00y4alomMXxcs 10 Teme:

1. OrBeruTh Ha BONPOCHI 10 TEMe 3AHATHSA

Buibl reHOTUITNYECKON N3MEHUMBOCTH.

MyTannoHHasi '3MEHYUBOCTh, IPUYUHBI BOSHUKHOBEHHUSI.
[TpuHIMNBI KTacCU(pUKAIIMY TEHHBIX MyTaLlUH.

Jaiite kaccupUKaLKi0 XpOMOCOMHBIX U T€HOMHBIX MYyTallUH.
MounekynspHble MEXaHU3MBbI TEHHBIX MYTallHil.

okrwdPE
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OOpatHble MyTallul U CYIIPECCOPHI.

Bcerna nmu mytanuu nmpuBOIST K Pa3BUTHIO XPOMOCOMHBIX 00Je3He? OTBET MOSICHUTE.
[TpuHIHIB KIacCUPUKAITTN MYTaITHiA.

ComMarnueckue U reHepaTUBHbIE MYTallUH.

10. 3HaveHre TEHHBIX U XPOMOCOMHBIX MYTAIIMiA B TTATOJIOTUH YETIOBEKa.

6
7.
8.
9.

2.IlpakTH4yecKkasi MOArOTOBKA.
Pa6ora 1. Mcnonb3ys Tabnuibl, pa3o0paTh BUJIbl TEHHBIX, XPOMOCOMHBIX M T€HOMHBIX MyTallUid, TEHETH-
YEeCKHE MEXaHU3Mbl UX BOZHUKHOBEHHUS M MOCJIEICTBUS Ul YEJIOBEKA. 3apUCOBATh B TE€TPaJb OCHOBHbBIE
BUJIBI XPOMOCOMHBIX MyTanuii. Pa3zoOparp kiaccudukannio XpoMOCOMHBIX 00JIe3HEH 1 OCOOCHHOCTH Ka-
PHOTHIIOB JIIOJIEH, CTPATAIOIIUX UMH.
Pabora 2. /{1 3akpenieHus: TEOPETUUECKOI0 MaTepraa BHIIIOJHUTE CIAEAYIOLIUE 3a0aHMs:
a) paccMoTpuTe Ha Gororpaduu KapuOTHUIl YEI0BEKa, UMEIOIIEro AULEHTPUIECKUE XPOMOCOMBI; 00BsC-
HUTE, KaKas XpOMOCOMHasi MyTallisl IPOU30I1jia Y JaHHOTO O0JIBHOTIO;
0) 3apucyiite B TeTpaab aOEppaHTHBIE XPOMOCOMBI, OIIPEAESIIUTE TUI MyTallUH, UCIIOJb3Ysl pUCYHOK] (Miu
pa3aToyHbIi MaTepuan).
B) BBICKQXXHTE COOOPaKEHUS O POXKICHUU 3/I0POBBIX U OOJIBHBIX AeTell Y (EHOTUIMYECKH 3/10pOBOMH KEH-
IIMHBI, UMEIONIeH cOaaHCUPOBAaHHBIN TEHOTHUII ¢ TpaHcIokanue 21-oi xpomocomsl Ha 13-10. Kakue ra-
METbI 00pa3yroTcs Mo TUM napam xpomocom? Kakue reHoTUIbl MOTyT OBbITh y TOTOMCTBA?

r) 3anoJHUTE CICAYIONIYIO TaOIHILY:
AHomanuu no noa08bIM XpoOMocomam
I'enorun I'eno- ['enoTun HazBa- Yucio
SUICKJICTKA 10 | TUIl CIIEPMATO- | 3UTOThl IO T0- | HUE CHHIpPOMA | IJIBIOOK  TIO-
MOJIOBBIM ~ XPO- | 30M/[Ia M0 MOJIO- | JOBBIM  XPOMO- JIOBOTO  XPO-
MOCOMaM BBIM XPOMOCO- | COMaMm MaTHHa
MaM
XX X
0 X
XX Yy
0 Y

Pa6ora 3. PaccMoTpuTe pa3Hble KapMOTHIIBI YesioBeKa. COCUUTalTe KOJTUYECTBO AyTOCOM U MOJOBBIX
XpOMOCOM, 3alHIIUTE B TeTpaab Gpopmyny kapuortumna. Onpeaennure BuJ reHOMHON MyTalliy. 3anuiinTe
CUMIITOMOKOMIUIEKC JaHHOTO BHJIa HACJIEACTBEHHOIO 3a00JI€BaHUSI.

3.PemmnTe reHeTHYeCKHeE 3aa4H.

a) Onpeznenure Kakue u3MeHeHus npousonuin B kogupyromeit nenu JJHK: AT'LITAT, eciu B Tpanckpu-
oupyemoit ”PHK umeetcs cnenyromas rnocienoBarenbHOCTh HykiIeoTu10B: a) YIVI, 6) YYLUT'AVILI, B)
YI'HAVIL, r)YHAAVI, n) YHI'TIAT.

0) Onpenenure Kakasi XpOMOCOMHasl MyTallMsl IPOU30IILIA B CIEYIOMIMX CIIydasX, €CIIM UCXOAHAS XPO-
MOCOMa UMEET CIIEAYIOLINE YUaCTKH

ABC'IEF a) AB EF; 6) ABC IE; B) ACB EF;r) ACBE 'F; 1) ABCC IEF

CamocTosiTe/IbHAsI BHEAYUTOPHAsI pad0Ta 00y4aloLuXcsl M0 TeMe:
3aoanus ona camocmosamenvHoU 6HeayOUMopHOU pabomvl CMyO0eHmos8 no YKA3AHHOU meme:
1). O3HaKOMHUTHCS C TEOPETUIECKUM MATEPUAIIOM TI0 TEME 3aHSTHS C UCTIOJIb30BAHUEM KOHCIIEKTOB
JIEKIMI U peKOMEHIyeMoi yueOHOM JuTepaTyphl.
2). OTBETUTH HAa BOIPOCHI AJII CAMOKOHTPOJIS:
1 Bubl reHOTUIMYECKOI N3MEHUYUBOCTH.
2. MyTanuoHHass U3MEHYHBOCTh, IPUYHHBI BOSHUKHOBEHHUS .
3 [MpuHIMIB KTaccuDUKAIIMY TEHHBIX MYTaIHi.
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JlaiiTe KIacCU(PUKAIIMIO XPOMOCOMHBIX U TEHOMHBIX MYTaIlHi.

Bcerna nu myTtanuu npuBOIST K Pa3BUTHIO XPOMOCOMHBIX 00Je3He? OTBET MOSICHUTE.
[TpuHIUNBI KTacCU(PUKAIIMA MYTaIHA.

ComaTtnueckue U TeHepaTUBHbIC MyTallUH.

3HaueHue reHHbIX 1 XPOMOCOMHBIX MyTalluii B IATOJIOIMH YEJIOBEKA.

N OA

3). Pemuth 3a1aun Ha MEXaHU3Mbl BOBHUKHOBEHUSI TEHOMHBIX MYyTalIHii:

1.V xeHIIMHBI B OBOTE€HE3€ MPOMU30ILIO HepacxoxkiaeHue 13 xpomocombl. Kakue mocieactBus
MOXXHO OXHUAATh y AeTeil? HanummTe KapuoTHIIBI U TTOCIICICTBHS HEPACX OXKICHHUS.

2. YV XeHUIMHBI B OBOT€HE3€ MPOU3OILIO HEepacxoxkJeHue X xpomocombl. Kakue mocneacTBus
MOXKHO O’KHJIaTh Y JeTei? Hanummre KapruOoTHIIBI U TTOCIISACTBHUS HEPACX0XKICHHSI, HA3BaHUE CUHIPOMOB.

Pexomenayemas aureparypa:
OcHoBHas:
1. Mure-Beuromos C.I'. I'eneruka ¢ ocHoBamu cenekimu. CI16.:, UsmarensctBo H-JI, 2015.-720.
2.boukoB H.I1. Knunnyeckas reneTuka: yaeOHUK Aiist By30B.- M.: ITDOTAP-Menua, 2011, 592 c.
JlononuurenbHast:
1. Konenaesa E.B., Ponuna H.E. O01as reneTuka u reHeTHKa yejoBeka: yueOHoe nocoodue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eneTnka genoBeka ¢ OCHOBaMU 001Iel reneTuku: yueoHnoe nocodue. — CII6.: CnenJIur,
2010, c.192
3. MymxkambapoB H.H., Ky3zuenos C.JI. MonekynsipHast Ouosiorusi. BBenienmne B MOJIEKYJISIPHYIO IATOJIO-
THIO ¥ TUCTOJIOTHIO: yueOHoe ocobue. - M.: MUA, 2016.

Pasznea 1: O0mas reneTuka
Tema 1.20. MoJiekyJisipHble MeXaHM3MbI MyTareHe3a M TeCTHPOBaHHE HA MYTAareHHOCTh

Henan:

N3y4uuth MOJEKYJIIpHbIE MEXaHU3Mbl BOSHUKHOBEHUS UHIYLIMPOBAHHOTO M CHIOHTAHHOT'O MyTare-
He3a, MyTareHHble (DaKTOPbl OKPYKAIOLIEH Cpe/ibl, CTPATErHI0 TECTUPOBAHUS HA MyTar€HHOCTb.

3apaum:

1. Pa3o0patk npu4MHbBI BO3HUKHOBEHUS MHTYLIUPOBAHHOTO M CIOHTAHHOT'O MyTareHesa.

2. Pa300paTh MOJIEKYJISIpHbIE OCHOBBI MYTareHHOTO J€HCTBUS MOHU3UPYIOLUIUX U3ITY4eHUNH, XUMU-
YECKUX COCIMHEHHUN U YIbTPa(HOIeTOBOrO U3IIyUeHHUs.

3. OBnazieTh HaBbIKAaMH TECTUPOBAHUS HA MYTareHHOCTb.

OOyuaromuiicst 10JI2KeH 3HATD:

A) 10 U3y4eHUs TEMBI:

1. Knaccudukanuro GopM H3MEHUYNBOCTH;

2. MeauuMHCKOE 3HaYeHHE MyTallHii;

3. MexaHn3Mbl BOSHUKHOBEHUS MyTaluil.

b) nocne usyueHus Temsl:

1. MonexynsapHbple MEXaHU3Mbl HHIYLIUPOBAHHOTO U CIIOHTAHHOI'O MyTarcHesa.

2. [lonoxxeHus KJ1acCU4YECKON TEOPUU MUILIEHHU.

3. 3aKOH rOMOJIOTHYECKUX PSAJIOB HACIEACTBEHHON N3MEHYUBOCTH.

4. CTpaTeruio TeCTUPOBAaHUS HA MyTareHHOCTb.

OOyyaromuiics 10J17KeH YMeTh:

1. IIpon3BONTE y4eT CIOHTAHHBIX MyTal[Mi y YEJIOBEKA U UX pacyer.

2. IlpakTH4ecKH UCIIOJIb30BATh TECT-CUCTEMBI HA MyTar€HHOCTb.

Oo0yuaromuiics 10J/IKeH BJIAJAeTh:

HaBpikamu ucnionb30BaHus HHGOPMAIIMOHHBIX, OMOINOrpaduIecKuX pecypcoB ¢ IeNbI0 MoIyyde-
HUS Hay4YHOH MH(OpPMAaLMU U OCYIIECTBICHHUS] KOMMYHUKAIIMM B METUIIMHCKOM coobiectBe. CriocoOHO-
CTBIO (POPMYITHPOBATH LIENIU U 3a/1a41 UCCIIETOBAHMS.

CamocrosiTe1bHAs ayIMTOPHAs padoTa 00y4alommxcs 1o Teme:
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1. OtBeTUTH HA BONPOCHI 10 TeMe 3aAHATHUSA

Hctopus uzydenust MmytareHesa.

NHynupoBaHHBINA MyTareHes.

MyTareHHoe JeCTBUE HOHU3UPYIOUIUX U3JTYYEHH.

MytareHHoe JeIUCTBUE PEHTICHOBCKUX Jiyde u Y DJI.

MyTareHHoe JeCTBUE XUMHUYECKUX COCTMHEHUH.

[TonoxxeHus Ki1accuuecKo TEOPUU MUIIICHH.

[lonsiTHe 0 cynepmyTareHax.

MyTareHsl OKMCIUTENBHO-BOCCTAHOBUTEIBHOTO TUIIA.

CrioHTaHHBIN MYTAaLMOHHBIN MTpoIecc, 00IIUE 3aKOHOMEPHOCTH.

0. ®akTophl, BIUSIOLINE HA CIOHTAHHBIN MYTaIlMOHHBIH MTpoLiecc.

1. Yuer cnoHTaHHBIX MyTaluil y 4eJI0BEKa.

12. 3aK0H roMOJIOTHYECKHUX PsIOB HacieacTBeHHOM n3MenunBocty H.M.BaBuosa.
13. Maruburopsl MyTareHnesa.

14. AHTUMYyTareHHble CBOICTBA MUILEBBIX KOMIIOHEHTOB.

15. MyrarenHusbie (hakTOPBI OKPYKAIOIICH CPEJIbl, BEISIBICHIE MyTarcHOB.
16. MeTo/1bI OLIEHKH T€HOTOKCUYHOCTH (T€CT-CHCTEMBI HA MyTareéHHOCTD ).

RPRowoo~NoOR~wNE

2. IIpakTu4eckasi moaroToBKa.
Pabora 1. 3acnymats 10K1a1bI-IPE3EHTALIUH, XapaKTEPU3YIOLIME TECT-CUCTEMbI HA MyTareHHOCTb,
3aMOJTHUTH TaOIHILY:

Ha3zBanue tecra Ha Uctopus OO0BexT uccneno- C [mrocel 1 mu-
MYTareHHOCTh (aBTOp, TON) BaHUSA yTb Metoa HYCBI
TecT-cucrema
b.Oiimca.
TecT-cucrema
Memnep-5.
Hcnonn3oBanme
KYJbTYpP KIJIETOK
MJIEKOITUTAIOIINX B
KauyeCTBE TECT-CH-
CTEM JIs1 BBISIBIIC-
HUS U KOJIUYe-
CTBEHHOTO y4eTa
MYyTalui

Tect OTBYHA
KomeTHzIl TecT
MukposiepHblit
TECT

Pabora 2. IIpoananu3upoBarh U COCTaBUTH TAOIMILY C KAKUMU XUMUYECKUMH MyTareHaMH, CeJib-
CKOXO34MCTBEHHBIMH SIIOXMMHUKATaAMH, COEIMHEHUSIMU OBITOBOW XUMUH, JIEKAPCTBEHHBIMU CPEJICTBAMU U
MIPOAYKTaMH ITUTAHUS MOCTOSSHHO CTAJIKMBAETCS YEJIOBEK B CBOEH IMOBCEAHEBHOM XU3HU. M3yunts Mose-
KYJISIpHbIE MEXaHU3MBbI JEHCTBHUS 3TUX MyTareHoB. CenaTh BBIBOJ O HEOOXOJUMOCTH TECTUPOBAHUS Ha
MYTareHHOCTb Ha COBPEMEHHBIX TPOMBIIICHHBIX IIPEANPUATHSX.

CamocTtosiTe1bHAsI BHEAYAUTOPHasi padoTa 00y4aloUUXCs 110 Teme:

3aoanus ons camocmosamenbHoU 8HeayOUMopHOU pabomvl CMYOeHmMO8 NO YKA3AHHOU meme:

1). O3HaKOMUTBCSI C TEOPETUYECKUM MATEPUAIIOM I10 TEME 3aHATHS C UCIIOIb30BaHUEM KOHCIIEKTOB
JIEKUUN U peKOMEHAYeMOU yueOHOH JTUTepaTyphl.

2). OTBETUTH HA BOMPOCHI JJIs1 CAMOKOHTPOJIS:

1. Hcropus nzydueHus MmyrareHesa.
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NHynupoBaHHbINA MyTareHes.

MyTareHHoe J1eliCTBUE HOHU3UPYIOIINUX U3TyYECHHI.
MyTtareHHOe JeICTBUE PEHTTC€HOBCKUX JIyUEH.

MyTareHHoe JelCTBUE XUMHUYECKUX COCTUHEHUH.

[TonoxxeHns KJ1acCUUECKONW TEOPUU MUILIECHHU.

[lonsiTHEe O cynepMmyTareHax.

MyTareHsl OKMCIUTENbHO-BOCCTAHOBUTEIILHOI'O THIIA.
@akTopbl, BAUSAIOIINE HA CIIOHTAHHBIM MYTallMOHHBIN MPOLECC.

H©O©ooNoO O, WD

0. VY4er CIOHTaHHBIX MyTallMi y YeJT0BEKa.
11. 3aKOH rOMOJIOTMYECKUX PAJI0B HaclaeACcTBEeHHON n3MeHunBocty H.M.BaBunosa.
12. HNHruburopsl mytareHesa.
13. AHTHMYTareHHbIe CBOMCTBA MUIIEBBIX KOMIIOHEHTOB.
14. MytareHnnbie (haKTOPbI OKPYKAIOIIEH CPEIbI.
15. Metoabl OIIeHKH T€HOTOKCUYHOCTH (TECT-CUCTEMbI Ha MyTareHHOCTb ).

3). [ToaroToBUTH JOKIA-IPE3EHTALIMIO, 0XAPAKTEPU30BaB OJIHY U3 MPEI0KEHHBIX TECT-CUCTEM Ha
MYTareHHOCTb, COCTaBUTb BOIIPOCHI K JOKJIAYy.
1. Tect-cuctema b.Jiimca.
2. Tect-cuctema Memep-5.
3. Ucnonb3oBaHue KyJabTyp KJIETOK MJIEKOIMUTAIOIIUX B KAUECTBE TECT-CUCTEM JUJISl BBISIBJICHUS U KO-
JIMYECTBEHHOr0 y4yeTa MyTalui (KJIETKH KUTalCKOro XOMSYKa, KIETKH MBIIIMHON JIUM(pOMBI, (uod-
poOIacTHI YeIOBEKa).
4. I'pnObI-aCKOMULIETHI /1JIs BBISIBJICHUS U yU€Ta PELieCCUBHBIX MyTaLuil (TecT DTBy1a).
5. KomeTHsIl TecT (renb-3IeKTpodope3 OTACTHHON KIETKH).
6. Onpenenenne mukposiiep (M) B muMdonuTax u 3NUTEINANBHBIX KIETKaX.
7. CrangapTuzanus TECT-CUCTEM Ha MyTareHHOCTb. [IpaBoBOe perynupoBaHue BoIpoca 0 MyTareHHO-
CTH (MEXJyHapOAHbIE U POCCUICKHE CTaHAAPTHI U 3aKOHBI). [IpMHIMI SKCTpaNOsLMU pe3yabTaToB
TECTUPOBAHUS.
Ilnan nokiaana-npe3eHTaANMA:
. Ucropus co3nanus Tecra.
. [IpuHIMI Tecra.
. OOBEKT UCTIONb3yEeMbIil B KaUeCTBE TECT-areHTa (0aKkTepuH, )KUBOTHBIE, TPUOBI, APO30PHIIBI U T.1.)
. DTaIbl IPOBEIEHUS TECTA
. Kputepuu onieHnBaHus MyTareHHOCTH
. Kakue Bemectna (numessle. JlekapcTBeHHbIE, XUMUUYECKHUE U T.[1.) OLIEHUBAIOT JAHHBIM TECTOM
. O dexTuBHOCTH MeTO/1a. [111FOCH M1 MMHYCBI METO/1A.

NN DN R W=

Pexomenayemas qurtepartypa:
OcHoBHast:
1. Mure-Beuromos C.I'. T'enernka ¢ ocuoBamu cenekinn. CI16.:, U3smarensctso H-JI, 2015.-720.
2.bouxoB H.I1. Knuauueckas renetuka: yaeOHUK a7 By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JlononHuTENbHAS:
1. Konenaera E.B., Ponuna H.E. O6mas reneTika u reHeTHKa yenoBeka: yueOHoe nocobue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. ['eneTuka yenoBeka ¢ oCHOBaMU 00111e# reHeTHku: yaeoHoe nocooue. — CI16.: CnenJlur,
2010, c.192
3. Mymkam6apos H.H., Ky3uenos C.JI. MonekynspHas Ouosnorusi. BBenenue B MOJEKYISIpHYIO HUTOIO-
THIO U TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.

Paszpen 1: O0mas reHeruka

Tema 1.21. UTorosoe 3anatne 3. «[luToreHeTuka U MyTareHes»

Heab: IIpoBepuTh TEOPETHUECKYIO MOATOTOBKY CTYJIEHTOB MO paszzaeny: «L{uToreHeTnka u MyrareHes».
OueHuTh yMEHHE UCIIOIB30BaTh TEOPETUUECKUE IAHHBIE AJIs1 PELIEHHUS] KOHKPETHBIX CUTYallMOHHBIX 33434
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U TECTOB.
3agaum: OUECHUTH YPOBEHb TEOPETUUECKUX U MPAKTUYECKUX 3HAHUHU CTYAEHTOB 10 TeMe «lluTorenetnka
U MYTareHes».
O0yyammiics 10J17KeH 3HATh:
1. Myrarenes3. Knaccudukarus MmyTaui.
2. T'ennble MyTaruu. MoJieKyIsipHbIC MEXaHU3MbI T€HHBIX MyTalluid. THUIIBI TEHHBIX MyTaIUH.
3. XpoMOCOMHbIE MyTallMu. BHYTpH- 1 MEXXPOMOCOMHBIE TIEPECTPOUKHU: JCNCIUH, TYTUTUKAIIH,
WHBEPCHUHU, TPAHCIOKALINH.
I'enomusie myTaruu. Knaccudukaius reHOMHBIX MyTaIlHid.
MoOWIbHBIE JIEMEHTHI TeHOMA Y MIPOKAPHOT B 3yKaproT. OyHKIMOHATBHOE 3HAU€HHE MOOUIIb-
HBIX 3JIEMEHTOB.
6. CrnoHTaHHBINA U UHIYIIUPOBAHHBIM MyTAaIIMOHHBIN Tpoliecc. BhISBICHNE 1 KOMUYECTBEHHBIN yUeT
MYyTalHi.
Mexanusmsl penapanuu JJHK. [Ipsamas koppeKius MyTalMOHHBIX ITOBPEKICHUN.
Tunsl pekoMOuHaIMK: 001as, caT-crienupuyeckas, He3aKOHHasI.
9. T'eHernueckuii KOHTPOJIb U MOJIEKYJISIPHBIE MEXaHU3MBbI perTuKaun. [loJureHHbIi KOHTPOIIb
nporecca perumkanui. CxeMa coObITUN B peITUKallMOHHOM Bujike. [loHATHE O perinKoHe.
10. MonexymsipHbIe MEXaHU3MBI PEryJSInd AeHCTBHS reHOB. ONepOHHBIN MPUHIINAI OPTaHU3AIHH
T€HOB Y ITPOKAPHOT.
OOyyaromuiicst 10/15KeH YMeTh:
1. UnentudunrpoBarh KapuOTHUII YeIOBEKA HA MUKpOIpenapaTax
2.V nentnunupoBarb HacleJICTBEHHBIE CHHIPOMBI C IOMOLIBI0 COBPEMEHHBIX KOMITBIOTEPHBIX IIPO-
rpamm;
3.IIpuMeHSITh BO3MOKHOCTH COBPEMEHHBIX TEXHOJIOTUN, OMOIHMOTrpaduecKux pecypcoB, MEIHKO-010II0-
TUYECKON TEPMUHOJIOTHIO [Tl pEIIeHUs MPo(ecCHOHABHBIX 3a1a4
OO0yuaromuiicsi 10J17KeH BJIaJ1eTh:
HaBbikamu ncnonb3oBaHus HHPOPMAIIMOHHBIX, OMOIHOrpaduyeckux pecypcoB C LEIbI0 Moyde-
HUS HAYYHOH MH(POPMALIMU U OCYIIECTBICHUS] KOMMYHHUKAIIMHA B MEIUIIMHCKOM coobmecTBe. CriocoOHO-
CTbIO (POPMYIUPOBATH LEIH U 33]]a4U UCCIIETOBAHUSI.

ok~

o ~

CamocTrosiTe1bHAs ayIMTOPHAas padoTa 00y4aloImMXxcs 10 TeMe:
1. CobeceroBaHue Mo BOMpocam:

1. Myrarenes. Knaccudukanus myranuii. ['eHepaTuBHBIE 1 COMATHYECKHE MYTAIIHH.

2. Ilpsimbie, 0OpaTHBIE U CYTIPECCOPHBIE MYTAIMU. Y CJIOBHBIE MYyTaIlHH.

3. 'ennble myTanuu. MonekynspHble MEXaHU3MbI TeHHBIX MyTaluil. I 'eneTndeckuii koa. TUIbI TeHHBIX
MyTanu.

4. XpoMOCOMHbIE MyTallui. BHYTpH- 1 MEKXPOMOCOMHBIE TIEPECTPONKH: ACNEIUH, TYTUTUKAIH, HH-
BEpPCUU, TPAHCIOKALINH.

5. 'enomubie myTanuu. Knaccudukarus reHOMHBIX MyTaIlHii.

6. Ponb monMIuIoninu B 9BOJIIOLUY U CEJIEKIUHU. TPpaHCIO3HUIINH.

7. MoOuiIbHBIE AIIEMEHTHI T€HOMA Y MMPOKApUOT U dyKapuoT. DyHKIIMOHATEHOE 3HAYEHHE MOOMIIBHBIX
JJIEMEHTOB.

8. CrnoHTaHHBIN U MHAYIIUPOBAHHBIN MYTAIlMOHHBIH TIpoIecC. BrisgBIeHNe U KOTHYECTBEHHBIH YUeT My-
TaIuu.

9. I'eHeTyecKkuii KOHTPOIb MYTAITMOHHOTO TIpoIiecca. PaananinoHHbIA U XUMUYECKHUI MyTareHe3. My-
TareHbl OKpy>xaroiei cpepl. @akTopbl, MOAUPUIMPYIOIIKNE MYTallMOHHBIN TIPOIECC.

10. Mexanusmsl penaparuu JJHK. [Tpsmas koppeKiys MyTalMOHHBIX TTOBPEXKIECHUH.

11. Okcumsuonnas penapamus JHK.

12. KoMmOuHaTHBHAS W3MEHYMBOCTH, MEXaHU3MBbI €€ BO3ZHUKHOBEHUS. DBOJIOIMOHHAS POJIb KOMOWHA-
THUBHOW WU3MEHYHUBOCTH.

13. Tumnsl pekoMOUHaMKU: 001Ias, caiiT-cnenuduueckas, He3aKOHHas.

14. Monenu pexombuHarmu: Xommuaes, Mesenscona-Pagaunra, Xocraka, xunbeprcona-Crais.

15. Tl'eneTnueckuid KOHTPOJIbL U MOJEKYISPHBbIE MEXaHM3MBI PeIUTUKalud. [[OMUTreHHBI KOHTPOJIb
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nporiecca perumkanui. Cxema coOBITUH B peIIMKalMOHHON Buiike. [IoHsATHE O perTuKoHe.

16. MonekynspHbIe MEXaHU3MBbI PETYIISIIIUU JEHCTBUS TeHOB. ONMEpOHHBIN MPUHITUI OpTraHU3aINH Te-
HOB y MPOKAPHUOT.

17. Dkcnpeccusi TeHOB AYKapHOT.

18. CtpykTypa TpaHCKpHUIITA: PEryIsSTOpHAS U CTPYKTYpHAas 4acTu TeHa. [[puHIUIBI peryasiuu TpaH-
CKPHIIHMH Y 9YKapHOT.

2. TectupoBanue.
IIpumepHBbIE TECTHI:

1. 3ameHa nap HyKJI€OTHOB, KOTOPbIE HE U3MEHSIOT OPUEHTAIIMU: TYPUH — TUPUMUIUH B Ipeesiax
napbl HA3bIBACTCS
a) TpaHCBepCHUH, 0) NIeICIUH, B) TPAH3UIIUU ™, T') TyTUTHKAIIAH.
2. 3aMeHa nap HyKJICOTH]IOB, KOTOPbIE M3MEHSIOT OPUEHTALIUIO: TyPUH — MUPUMHINH B MpeJieax Mnapsbl
Ha3bIBACTCS
a) TpaHCcBepcUU™®, 0) menennu, B) TPaH3UIUH, T') TyTTUKALUH.
3. Meroa oTIIe4aTKOB JIsl OOHAPYKEHUS MYTAHTOB y OaKTepuid, ycTOWUYUBBIX K (ary T1 mpemmoxui
a) [ens0prok, 6) Jlenepbepr*, B) Memnep, T) DitMc.
4. MetoJ1 yueTa pelieCCUBHBIX, CLIETJICHHBIX C MTOJIOM JIETAJIbHBIX MyTallui y Ap0o30(GuiIbl TPEITOKII
a) [lens0prok, 0) Jlenepbepr, B) Memnep*, r) Ditmc.
5. Camku nuHun Memep -5 HecyT B o0eux X-XpoMocomax Mo JIB€ HHBEPCHH
a) Sc8*, 6) sc7, B) 6 49*, 1) 4 48.
6. 3aTpyaHEHUS CIIOHTAHHOTO MyTareHe3a y BBICIIMX OPTaHU3MOB — )KMBOTHBIX U PaCTEHUI — CBSA3aHO C
a) TarIONTHOCTHIO, 0) OTPAaHUYCHHBIM YHCIIOM OCOOCH JIJIs M3ydeHUs*, B) IUILIOUTHOCTBIO*, T) MHOXKe-
CTBOM YHCIIa 0COOCH sl U3ydeHHUsI.

3. IlpakTHyeckasi NOArOTOBKA
IIpuMepbl reHeTHYECKHUX 32124 IJISI HTOTOBOTO 3aHSATHSI.
1) Cucrema rpynn kposu Jlahpdu onpeensercs TpeMms reHaMH oJHOTo Jokyca: Fy?, FyP, Fy®. Onnako

Fy° oGHapysKeH I0Ka TOJIbKO y HerpoB. Fy? nomunmpyer Haj FYP, a muna, mecymme FY?, sBisioTcs
naddu-nonoxutensapMu. JKenmuna, umeromas denotun B(Fy? )Dd, oren koropoii mmen IV
IpyIIy KPOBH, BBIIIIA 3aMY)K 3a Herpa, KpoBb KOTOporo coaepkut anturedsl AB (FyFy©)dd. Vera-
HOBHTB, KAKOBA BEPOSTHOCTH TOTO, YTO PEOHOK OyIeT MMETh TaKOE KE COYETaHHUE aHTUTCHOB, KaK Y
oTIA.

2) Cucrema rpymms kpoBu Kuun onpenensercs neyms reHamu: |k3(nomunanThsiii ren) u kP, JInma, He-
cyugre reH Ik? — kuma-nonoxurenbapl. OT Opaka CMyTIION AEBYIIKH, MOIOKUATEIbHON 110 TeHy Ik?, ¢
OynbIM FoHOILEH poauiioch § neteid. Onpenenu ux GeHOTUI U FEHOTHII.

3) Cucrema rpymmsl kpou [uero onpenensiercs apyms redamu Di? (momunupyromwuii ren) u Di. {uero-
nonoxurensabie uia (DiDi? u Di®Di) BcTpedaroTces y mpeacTaBuTeeii MOHTOJIOUIHOM packl. Y Ma-
TEPH €BPOIEHCKOM pachl pOIUIICS TIEPBBII pebeHok ¢ renoturiom DiDi, a BTopoii - ¢ renorumnom DiDi.
OmnpenenuTe TEHOTHIT OTIIA W BEPOSTHOCTh POKICHUS B ATOH CEMbE JIMEr0-TIOJOXKHUTEIHHOTO Majlhb-
YHKa.

4) Kaperna3as xxeHiuHa ¢ | rpymmoii kpoBu, o0naiaromas HOpMaIbHBIM 3pEHUEM, OTEI] KOTOPOi UMe
roiyosle riasa, |l rpynmy KpoB M cTpajas IIBETOBOM CIENOTOM, BEIXOAUT 3aMy’X 3a ToJy0oria3oro
MyxunHa ¢ |V rpynmnoit KpoBu, UMeEOIero HopMajabHoe 3peHre. Kakoe mOTOMCTBO MOKHO OXKHJIATh
OT ATOM napsI?

5) Posanus u Jleturms — pojHbie cecTpbl M 00 (Kak U MX POJAMTENN) AajdbTOHUKH, umiomue 1V u Il
IpynIy KpOBU COOTBETCTBEHHO. Y HUX ecTh emie cectpa u opat ¢ | u Il rpynnamu kpoBu. Pozanus u
JleTuiyis BBINUTHA 3aMYK 32 3JI0pPOBBIX MyX4nH. Y JleTuiuu ObUTO BE JE€BOCKH C HOPMAaJIBHBIM 3pe-
HUEM | J[Ba MAJIbYMKA NATBTOHUKA: Y OJJHON JEBOYKH M Majbunka ObUia | rpymma KpoBH, a 'y qpyroi
nesouku — |1l rpynmna. ¥V Po3anuu — 1Ba ceiHa ¢ HOpMaJbHBIM 3peHUEM, HO OJMH U3 HuX |l, a npyroii
— Il rpyniy kpoBu. Onpenenure renotunsl Posanuu u Jletuuu, ux poauTesel 1 Bcex JeTel.
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CaMocrosiTeJibHAsI BHEAYIUTOPHAs pa0doTa 00y4aromuxcsi no remMe:
3adanus ona camocmosamenvHol 6HeayOUMOPHOL pabomvl CMyO0eHmo8 no YKA3AHHOU meme:
1). O3HaKOMHTBHCSI C TEOPETUYECKUM MATEPHAIIOM I10 TEME 3aHATHS C UCIIOIb30BaHMEM KOHCIIEKTOB
JIEKIMHA U peKOMEHTyeMOi yueOHOM JTUTepaTyphl.
2). OTBeTUTH HAa BOIPOCHI AJI1 CAMOKOHTPOJIS:
1. Myrarenes. Knaccudukanus myrauuii. [ eHepaTuBHbIE 1 COMAaTUYECKHE MYTAIUH.
2. Ilpsimble, 0OpaTHbIE U CYNPECCOPHBIE MYTALIUU. Y CIIOBHBIE MYTAIIUU.
3. I'ennbie MyTaruu. MoJekyIsIpHbIC MEXaHU3MBI T€HHBIX MyTaruil. [ eHeTnueckuii Koj. Tumsl rex-
HBIX MyTaluH.
4. XpoMOCOMHbBIE MyTallud. BHYTpU- U MEXXPOMOCOMHbBIE MEPECTPOUKH: ACTEIUH, AYILIMKALNH,
MHBEPCHUM, TPAHCIOKAIIUH.
5. 'enomubie myranuu. Knaccudukaiys reHOMHBIX MyTaIuil.
6. Posib MONMUIIIIONTUY B 3BOJIOIIUU U CEJICKIIUU. TpaHCIIO3HUIINN.
7. MoOusbHbIE 3JIEMEHTHI F€HOMa Y MPOKApUOT U 3yKaproT. DyHKIMOHATIBHOE 3HAaY€HHE MOOHIIb-
HBIX 3JIEMEHTOB.
8. CrioHTaHHBIM U UHIYIIMPOBAHHBIA MYTAIIMOHHBIN MPOIECC. BhIsBICHNE U KOJTMYECTBECHHBINA YUET
MyTalu.
9. I'enernyeckuii KOHTPOJIb MYTAlIMOHHOTO TIpoliecca. PaanalinoHHBI U XUMUYECKUN MyTareHes.
MyTtarensl okpyxatoiiei cpesibl. @akTopbl, MOAUPUIMPYIOIINE MYTALlMOHHBINA TPOLECC.
10. Mexanuzmsl penaparuu JJHK. [Tpsimast koppekius MyTallmOHHBIX TOBPEKICHHIA.
11. DBkcuusuonnas penapanus JJHK.
12. KomOuHaTHBHAS U3MEHYHBOCTh, MEXaHU3MbI €€ BOSHUKHOBEHHS. DBOJIIOIIMOHHAS POJIb KOMOU-
HAaTUBHOW M3MEHYHBOCTH.
13. Tunel pekoMOMHAIUK: 0011ast, calT-crienuduIecKkas, He3aKOHHas.
14. Mopnenu pexomOuHauu: Xomuaes, Mesenbcona-Papnunra, XKocraka, xxunéeprcona-Crais.
15. T'enetnueckuil KOHTPOJIb U MOJIEKYJISIPHBIE MEXaHU3MBI peIIMKauu. [lonureHHpli KOHTPOIb
npoiiecca peruimkanuu. Cxema coObITHM B peITMKaliMOHHON BUJike. [loHsATHE O peruKoHe.
16. MonekynspHble MEXaHU3MBI PETYIALUN AeHCTBUs TeHOB. ONIEpOHHBINA MPUHIUI OpraHU3alUuU
TE€HOB Y MTPOKAPHOT.
17. Dxcmpeccust T€eHOB SyKapHOT.
18. CrpykTypa TpaHCKpPHUITA: PETYISATOPHAS W CTPYKTYpHAs 4acTw reHa. [IpUHIMIBI peryssiuu
TPAHCKPUIILIMH Y DYKapHOT.

3). [IpoBepuTh CBOU 3HAHMS C UCIIOJIL30BAHUEM TECTOBOTO KOHTPOJIS.
1.Myrauuu 3t1o0 -
1 n3MeHeHne MocIea0BaTeIbHOCTH HYKJIEOTHI0B BHYTPH Ir'eHa
2 U3MEHEHHE YHCIIa XPOMOCOM
3 U3MEeHeHHe CTPYKTYPbl XpPOMOCOM (-MbI)
4 enMHUYHBIE CIy4an ayTOCOMHO-PEIECCUBHBIX 3a00JIEBaHHI B TOTOMCTBE OT Opaka 2 3JI0POBBIX CYIPY-
rOB
2.XpomocomMHbIe a00epOanuu MOTYT ObITh BbI3BaHbI:
I ramma-nyyamu
2 X-ny4amu
3 Bupycamu
4 HOpMaNBbHBIMHU METAa0OIMTaAMU OpraHU3Ma YyeIoBeKa
3.11neioTponHoOe AeiCTBHE reHa POSABJISAETCS NPH:
1 penunkeroHypuu
2 ranakTo3eMuu
3 cuanpome Mapdana
4 (betasbHOM AIKOTOJIBHOM CHUHIPOME
4.Jly4yun peHTreHa MOryT BbI3BaTh:
1 reHHbIE MyTalUU
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2 XpoMOocoMHBbIe ab0epbanuu

3 reHOMHbBIE MyTalluu

4 reHHBIE U TEHOMHBIE MyTallUN

5. K arenram, BbI3bIBalOIIAM XPOMOCOMHBbIE 200epOauu, OTHOCATCS
1 pryth

2 BUPYCHI

3 X-pagunanus

4 neuuUT BUTAMUHOB

6. K arenTamM, BbI3bIBAaIOILIMM I'€HHbIE MYTALMH, OTHOCATCS

1 a3otucras kucnora

2 aKpUAMHOBBIE KPACUTEN

3 aNKWINPYIOUIUE COCTUHEHUS

4 ny4yu peHTreHa

7. ®epMeHThI, yYacTBYOLIMe B ipouecce penapauun Y ® nospexaenuii JJTHK:
1 JIHK-nonumepasbl

2 SHJOHYKJIEa3bl

3 3K30HYKJI€a3bl

4 MONMHYKJIEOTUIUTa3bl

PexoMenayemas Jureparypa:
OcHoBHas:
1. Mure-Beuromos C.I'. I'enernka ¢ ocuoBamu cenekiun. CI16.:, U3marensctso H-JI, 2015.-720.
2.boukoB H.I1. Knunnyeckas reneruka: yueOHUK Aiis By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JononHuTenpHas:
1. Konenaesa E.B., Poquna H.E. O0mas reHeTnka u reHeTHKa YelloBeka: yueObHoe nmocobue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eneTuka yenoBeka ¢ ocHOBaMU o011el reneTHku: yaeoHoe nocoodue. — CII6.: CnenJlur,
2010, ¢.192
3. Mymkamb6apos H.H., Ky3uenos C.JI. MonekynsipHast Ouonorusi. Beenenue B MOJIEKYISIpHYIO LIUTOJIO-
THIO U TUCTOJIOTHIO: yaeOHoe mocodue. - M.: MUA, 2016.

Pa3nea 1: O01mas reneTuka
Tema 1.22. [lonyasiiuOHHAS TeHETHKA.

Heab: U3yunth 0cCOOEHHOCTH IEHCTBUS 3BOIIOLMOHHBIX (DAKTOPOB B MOMYJIALHUAX JIFOJEH, UCIOJb-
30BaHUE NOMYJIALIMOHHO-CTATUCTUYECKOTO METOJA B ONPENEICHUN I€HETUUECKON CTPYKTYpBI YEJIOBEYE-
CKHX ITOIYJISALIAMN.

3agaun:

1.U3yunts npoOnemMy I€HETHYECKOM TIeTepOreHHOCTH MPUPOAHBIX MOMYJISIUI W METOHAbI ee
OLIEHKH.

2.IIpoBectu auckyccuto 00 0COOEHHOCTSIX AEUCTBUS IBOJIIOLMOHHBIX (DAKTOPOB B MOMYJISILIMSIX JITO-
JEH.

3.HayuuThcs pemats 3aauu 1O ONPEAETICHUI0 T€HETHUECKON CTPYKTYpPhI YEIOBEYECKUX MOMYJIs-
1105078

OOyuarouuiicsi 10J17KeH 3HATD:

Jlo n3y4eHust TeMbI:

1. TIonyssIuoHHYI0 CTPYKTYPY YEJIOBEUECTBA;

2.0co0eHHOCTH JAEUCTBUS 3JIEMEHTAPHBIX 3BOIIOLIMOHHBIX (PaKTOPOB B MOIMYJISAIMAX JIOJIEH.

[Tocne n3ydeHus: TeMbl:

1.I'eneTrueckuii monuMoppu3M 1 reHeTUYECKUH TPy3 OIS,

2. DTansl ¥ BO3MOKHOCTH NOMYJISIIHOHHO-CTATUCTUYECKOT0 METO1A.

OOyyaromuiics 1017KeH YMeTh:

1.O0BACHATH T€HEeTHYECKHE OCOOEHHOCTH PA3JIMYHBIX MOMYJIALUN YeTOBEKa C 3BOJIIOLIMOHHBIX T0-
3ULUN.
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2. IlpuBOANTH 10KA3aTENHCTBA TEHETHUECKOTO Pa3HOOOPa3Hsl B MOMYISIUAX YeJIOBEKa.

3. OnpeaensTh TEHETUYECKYIO CTPYKTYPY HOMYJISIIUH.

4. onieHMBaTh T'€HETUUECKUH I'Py3 B HOIMYJIALUSX JIIOAEH.

OoOyuaromuiics 10JI2KeH BJIAJAeTh:

[TprMeHSITh HABBIKU HCIIOJIb30BaHUS WH()OPMAIMOHHBIX, OMOIHOrpaUIECKUX PECYPCOB C HENbIO
MOJIy4YeHUs] HayYHOH MHQOPMAIMH U OCYIIECTBICHHUS] KOMMYHHUKAIIMN B MEAUIIMHCKOM coobiecTse. Pe-
[ICHHEM TCHETHUYECKUX 3a/1a4.

CaMocrosiTeJibHASI AyIUTOPHASA padoTa 00y4yarommXxcsi Mo Teme:
1. OrBeruTh Ha BONPOCHI 10 TeMe 3aHATHSA
1.Ilonarue o nomynsauuu. IlonyasuuoHHas CTpyKTypa uenoBedecTBa. Jemorpaduueckue nokasareiau, Ux
3HA4YECHHUE JJIs1 MEJIMKO-TeHETHUECKOW OIIEHKU MOMyJsiuil. Posib crcrembl OpakoB B pacripesieieHuH ajuie-
JIeW B OMYJISALIUH.
2. Jlem. U3onst. KpoBHOpoacTBeHHBIE Opaku. OcobeHHOCTH TeHO(OH /1a H30JSTOB, UX OTIIMYUS OT TeHO-
(OH0B 0OJIBIINX IO pa3MepaM MOMYJIALU.
3. [IpakTyeckoe mpuMeHeHne 3akoHa Xapau-BaitHOepra Kk aHaIM3y 4eT0BEUSCKUX MOIMYIISAIU, YCIOBHS
BBITIOJTHEHUS.
4. OcOoOEHHOCTH ACUCTBUS SJIEMEHTAPHBIX SBOJIIOIMOHHBIX (PAKTOPOB B YEITOBEYECKUX MOMYIISIIHIX
4.1. MyTalmoHHBIH MIpoLecc U FeHeTHYecKass KOMOMHATOPUKA — MEXaHU3Mbl (DOPMUPOBAHMSI T€HETHYE-
CKOI reTepOoreHHOCTH NMOonyIsuil. MyTallMOHHBIN Ipy3, €ro OMOJIOrHYEeCcKas CyLIHOCTh U 3HaYEHHE.
4.2 TepputopuaibHble U collManbHble (OPMBbI U30JSIIUU. [ €HeTUKO-aBTOMAaTHUECKUE MTPOLECCHl B U30-
JIMPOBAHHBIX MOMYJISALHUAX.
4.3. Crenuduka neiicTBUs €CTECTBEHHOr0 0TOOpa B uesioBedeckux nomnysanusax. Koagoumuent ordopa.
5. lenernyeckuii moauMop(u3M, TeHETHUECKU rpy3, OMOJIOTHUECKOE U MEJUIIMHCKOE 3HAYCHHE.

2. [IpakTHyeckasi MOArOTOBKA.
Padora 1. Pa3o0pars npuHIUIBI U 3HAYECHUE MOMYJSIIIHOHHO-CTATUCTUYECKOTO0 METOIa UCCIIeI0BAaHUN B
TEHETUKE YeJIOBEKa. 3anucarh B albOOM MaTeMaTH4eCKoe BhIpakeHUE 3akoHa Xapau-BaiinOepra.
PaGora 2. Onpenenure COOTHOMIEHHUS FeHOTHIIOB B CTYACHYECKOH rpynmne (MUKPOIOMYJISAUN):
1)rto crmocoOHOCTH CBEPTHIBATH S3BIK B TPYOOUKY (HACIEIyeTCS 1O IOMUHAHTHOMY THITY);
2)10 HAMYHIO MPUPOCIIeH MOYKH yXa (HacleayeTcs Mo PEleCCUBHOMY THUITY).
Aneopumm vlnoaneHus pabomoi:
Omnpenenure oOTYI0 YUCICHHOCTh CTYIEHYECKOU TPYIIIBL;
Omnpenenurte 4MCI0 FTOMO3UTOTHBIX HOCUTENIEH PELieCCUBHOIO MPU3HAKA;
Ha ocHOBaHMM 3TUX JaHHBIX pACCUMTANTE YaCTOTY M YUCIO JOMHUHAHTHBIX TOMO3UTOT U reTepo3urot. Pac-
YeT BBIMOJHUTE HA OCHOBaHMH (opMyiibl Xapau-BaiinGepra.
[TonydeHHbIe pe3ynbTaThl 0QOPMHUTE B BUIE TAOJIUIIBL:

Ipusnak Yacrora YK CII0 Yacrora Yucio Uuciio Yacrora Bcero
AOMMHAHT- |IOMHHAHT- |[[€TEPO3UIOTIeTEPO3U- [pelecCHB-  |[pelecCcHB-
HBIX HBIX roT HBIX HBIX
TOMO3UIOT  |[FOMO3UIOT I'omo3uror |romo3uror
CriocobHOCTD
CBEpTHIBATh
SA3BIK
[Tpupocmas
Mouka yxa
3. PemmmTh cCHTYauMOHHBIE 321241

1). AnropuT™m penieHus 3aJa4d HA onpe/aeieHNe TeHeTHYECKOH CTPYKTYPbI NOMYJISIIUH
1)Onpeenenne YacTOTHI PELECCHBHBIX TOMO3HMIOT (2aa.
2)OrmnpeneneHne 4acTOThl PELECCUBHOTO ajlieis qa
3)Omnpenenenue 4acTOThl JOMUHAHTHOTO aJJiens pA.
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4)OnpeneneHue 4acTOThl FETEPO3UTOT 2pqAa.
5)OnpeneneHne 4acToOThl JOMUHAHTHBIX TOMO3HTOT P?AA.
2). Pa3bepem Ha mpumepe, Kak MPAaKTUYECKU ONPEeieTCs TeHeTHUECKas CTPYKTypa YeJI0BEYECKHX MOy~
JSILAN.
B ropone ¢ nacenennem 96000 genoBek y 210 oOHapy»)eH MaTOIOTHYESCKUI PElleCCUBHBIN MPU3HAK, 00Y-
CJIOBJICHHBIN F€HOTHUIIOM aa. 3akoH Xapau-BaiinOepra Ha OCHOBaHMM 3THUX JAHHBIX TTO3BOJISIET ONPEICIIUTh
TEHETHYECKYIO CTPYKTYPY MOIYIJIALUU TOPOia, HECMOTPS Ha KaXKYLI[YIOCsS OTPAaHUYCHHOCTh WH()OpMAIIHH.
YacToTa FOMO3MTOT TI0 MATOIOTHYECKOMY T'eHY q2(aa) = 210/96000 = 0,0022. Ciej0BaTeNbHO, 4acTOTa pe-
[IECCUBHOTO a/uteNs () = V 0,0022 = 0,047. U3 dopmyinsl pA + qa = 1 mHaxogum pA =1-qa=1- 0,047 =
0,953. 3nas yacToTy ajuieneil, HeTpyAHO, NOJB3yACch Gopmyoil Xapau-BaiinOepra, ycTaHOBUTh T€HETHU-
YEeCKYI0 CTPYKTYPY MOIMYJISIIIUK TOpo/ia, XapaKTEPU3YIOLIYIOCS CIEIYIOIUMU YaCTOTaMH T'€HOTHUIIOB:
AA =p?=0,953x 0,953 = 0,9082 (90,82%)
Aa=2pq=2x0,953 x 0,047 =0,0896 (8,96%)
aa = q%= 0,0022 (0,22%).
Bonee Toro, 3Has oOLIyI0 YUCIEHHOCTh MOMYJISIUN, MOKHO OINPENEIUTh YUCIO JOMHUHAHTAX TOMO3UIOT
AA u rerepo3uroT Aa Ha OCHOBAaHUU CIICAYIOMUX GopMy:
Naa=N x p?
Naa= N x 2 pq, rae N - o011ast Y4ucIeHHOCTh TOMYJISIINN;
NAA - YHCIIO TOMHUHAHTHBIX TOMO3UTOT;
NAa - 4HCIIO T€TEPO3UTOT.
3). 3agaum A CAMOCTOSITEJILHOTO PellleHsl HA 3aHATHM.

3amaua 1. B paiione ¢ nacenenne 280 000 venmoBek mpH MOJHOM perucTpaluu ciydaeB 00JIe3HU
[Inunsmaiiepa-dorta (roHomIEcKas GopMa aMaBpO-THUECKON ceMeHHOI MIN0THN) 0OHapy)eHO 7 O0Jb-
HbIX. Bone3Hp HacieayeTcs o ayTOCOMHO-PELECCUBHOMY THITY (TeHOTHI sS). ONpenennTe 4acToTy pe-
[[ECCUBHOT'O T€HOTHUIIA, BBIYUCIIUB YUCIIO OOJNBHBIX HA | MJTH. HacelIeHHUs.

3anaua 2. I'pynna ocoOeli coctout u3 30 rerepo3uror Aa. Berurciaute yacToTy (p) HOPMaJIbHOTO
anmens A ¥ 9acToTy (q) MyTaHTHOTO aJljielis a, BbIPa3uB YaCTOTHI B JOJISX €AMHUIIBI U MPOLIEHTaX OT 00-
1Iero yucia amiene (A + a) B JaHHOM rpyrine ocoOei.

3anaua 3. ['anakro3zemus (0osie3Hb, CBA3aHHAS C OTCYTCTBUEM (DePMEHTA, PACHICTUIAIONIEr0 MOJIOY-
HBIN caxap) BcTpeuaercss ¢ yactotoir 7:1000 000 u HaciemyeTcs IO ayTOCOMHO-PELIECCUBHOMY THITY.
OmnpenenuTte 4nUCIIO reTePO—"3UTOT B MOMYISAIUH.

3anaua 4. B paiione ¢ HacenenueM 50 000 yesnoBek 3aperucTpupoBaHo 4 OOIBbHBIX AJIbKANTOHYpUEH
(HacnenoBaHUE ayTOCOMHO-peneccuBHoe). Ornpenenure KOJIMYECTBO MEeTEPO3UTOT MO albKaNTOHYpUHU B
JTAHHOW MOIYJISIHH.

3anaua 5. AbOMHM3M HacjelyeTcsl Kak ayTOCOMHO-PELIECCUBHBIN Npu3HaK. 3a0osieBaHNE BCTpeya-
ercst ¢ yactotoit 1: 20000. CocTaBbTe r€éHETHUECKYIO CTPYKTYPY MOMYJSLUU U ONPEIENINTE KOJINIECTBO
reTepPO3UTOTHBIX HOCUTENEH B MOMYJIALUH, KOJMYECTBO PEIIECCUBHBIX I'€HOB.

Pemure 3agaun Nel11-116 u3 yuebHoro nocobust «O011asi reHeTUKa U FeHETHKa YeIoBeKa (COocCT.
Konenaesa E.B., Poguna H.E.), Kupos, 2016¢ctp.44-47.

CamocTrosiTeIbHAs BHEAYAUTOPHAsi padoTa 00y4alOIUXCH 10 Teme:

3aoanus ona camocmosamenbHoU 8HeayOUMopHOU pabomvl CMYOeHmMO8 No YKA3AHHOU meme:

1). O3HaKOMHTBCS C TEOPETUUYECKUM MAaTEPUAJIOM I10 TEME 3aHATHSI C UCIIOIb30BAHNEM KOHCIIEKTOB
JEKUUN U peKOMEHAYeMOU yueOHO! IUTepaTyphl.

2). OTBETUTH HAa BOMPOCHI JJIs1 CAMOKOHTPOJIS:

1.[TonynsuonHas CTpyKTypa yenoBedecTBa. Jlemorpapuueckre noka3zaTesiu, X 3HaU€HUeE 1l Me-
JMKO-T€HETHYECKOW OLIEHKU MONyIsuid. Pojib cucreMsl OpakoB B paciipe/lelIeHuH ajuiesneld B MOMyIISIIHH.

2. lem. M3onsar. KpoBaopocTBennbie Opaku. OcobeHHOCTH TeHO(OHIa U30JISITOB, UX OTJIMYUS OT
reHO(OHI0B OOJIBIINX O pa3MepaM OIS,

3. IIpakTHueckoe npuMeHeHue 3akoHa Xapau-BaiinOepra k aHanu3y 4elI0BEYECKUX MOMYIISIIHA.

4. OcoOGeHHOCTH JIEHCTBHSI JIEMEHTAPHBIX ABOJIOIMOHHBIX (PAKTOPOB B UEIOBEUYECKUX MOIYJIs-
IUSIX:

4.1. MyTalMoHHBIA MpoIecC U TeHEeTHYecKass KOMOMHATOpUKAa — MEXaHU3Mbl (pOPMHUPOBAHUS
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TCHETHYECKOM IreTepOreHHOCTH MONYISIIUiA. MyTallMOHHBIH Tpy3, ero Onosornyeckas CyuHOCTb U 3Have-
HUE.
4.2. TepputopuaibHble U cOLMaIbHbIE (POPMBI H3OJSIMU. | eHETUKO-aBTOMAaTHUYECKHE TTPOLIECCHI
B U30JIMPOBAHHBIX MOIMYJIALUAX.
4.3. Crnenuduka 1eHCTBHS €CTECTBEHHOTO 0TOOPA B UEIOBEYECKHUX MOMYJISIIHIX.
5. 'enetnyeckuii noauMopdu3m u ero OMOJOrMYECKOe U MEAUIIMHCKOE 3HaYECHHUE.

3) OnpenenuTh reHeTHYECKYIO CTPYKTYPY MOIYJISIIHH 10 OAHOM 13 popM GpykTo3ypun (ocmadie-
HHE YCBOEHHS ()PYKTO3BI M IOBBILICHUS COJICP)KAaHMS €€ B MOU€E), B KOTOPOH 4acTOTa OOJIBHBIX COCTABIISCT
7 Ha 1000000 nHacenenus. @pyKkTo3ypus HaCIEAyETCs 10 ayTOCOMHO-PELIECCUBHOMY THILY.

4) PemuTh cUTYallMOHHYIO 3a7a4y: B nomymsmusax moaeit, Hacemsiromux Espony, Ha 40 000 yeno-
BeK BcTpedaercs 1 anpOnHoc (aIbOMHU3M — ayTOCOMHO-PELIECCUBHBIN NpU3HaK). OnpeaenuTe 4acToTy re-
TEPO3UTOT B €EBPONEHCKON NOMYJIALIUY.

PexoMennyemas ureparypa:
OcHoBHas:
1. Mure-Beuromos C.I'. TI'enernka ¢ ocuoBamu cenekiun. CI16.:, Usmarenscteo H-JI, 2015.-720.
2.boukoB H.I1. Knunnyeckas renetuka: yueOHUK Aiis By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JlononHuTenpHA:
1. Konenaesa E.B., Poquna H.E. O0mas reHeTnka u reHeTHKa YelloBeka: yuebHoe nmocoodue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. 'eneTuka yenoBeka ¢ ocHoBaMU o011el reneTHku: yaeoHoe nocooue. — CII6.: CnenJlur,
2010, ¢.192
3. Mymkam6apos H.H., Ky3uenos C.JI. MonekynsipHas Ouonorusi. Beenenue B MOJNEKyYJISAPHYIO HUTOJO-
THIO U TUCTOJIOTHIO: yaeOHoe mocodue. - M.: MUA, 2016.

Pazgen 1: O0mas reveruka
Tema 1.23. UMMyHOreHeTnka

Heanb: ChopMupoBath NpeAcTaBIeHUE O F'€HETUYECKONH OCHOBE UMMYHHOUH CHUCTEMbI OpraHu3Ma
YeJI0BEKA U OCHOBHBIX METOJAaX ONPEIEIICHUS aHTUT€HOB IJIaBHOTO KOMIIJIEKCA THCTOCOBMECTUMOCTH.

3apaum:
1.AKTyanu3upoBaTh 3HaHUS O CTPOCHUH, QYHKIMAX U MOPHOPYHKIIMOHAIBHOM CyOCTpaTe UMMYHHON
CUCTEMBI.
2. 3yuuTh MEXaHU3MBbI U ATAIlbl UIMMYHHOI'O OTBETA.
3. M3yuuTh cTpO€HUE U TeHETUUECKYIO SKCIIPECCUIO AaHTUT€HOB U aHTUTEN.
4. I103HaKOMUTBCS C IKCIIPECCUEN U HACJIEJOBAHUEM I'€HOB INIABHOT'O KOMIUIEKCA THCTOCOBMECTUMOCTH
(TKT).
5. HayuuThcs pemiaTh reHeTUYeCKHe 3aJJaud Ha HaclieloBaHue pa3HbIX rpymnm kpoBu: Juero, Kunn, Jlro-
tepas, ABO u nip.

OOyuaromuiicst 10JI2KeH 3HATD:

1) no u3yueHwus TeMsbl (Oa3MCHBIC 3HAHUA):
-CTPYKTYpy UMMYHHOU CUCTEMBI, €€ (DYHKIMH, KIETKH, YIaCTBYIOIME B UMMYHHOM OTBETE;
-CXeéMy HMMYHHOI'O OTBETa, OCHOBHBIE MpeACTaBUTEIN UMMYHHOTO oTBeTa (AT, AT);
2) TOoCIe U3y4eHHsI TEMBbI:

-CTPOEHHE U HaclleZIOBaHNE T€HOB UMMYHOTTIOOYJIMHOB;

-Kkiaccudukanuio u HaciaenoBanue renos ['KI;

-METO/Ibl TUNUPOBaHUs aHTUTeHOB ['KT';

-pa3iMyHbIe TPYIIBI KPOBU M UX HACIIEOBAaHUE.

OOyuaromuiicst 10J17K€H YMETh:
1. PemiaTh 3a1a4M Ha HaCcJIeJOBaHUE TPYMI KpoBH pa3nuyHbix cucteM (ABO, Juero, KunnJlrotepan u
ap.).
2. Paznuuath HazBaHnue u pacnonoxenue jgokycoB I'KI |, 1l u Il xmaccoB Ha xpomocome. OmnpenensiTb
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MecTomnonoxenus Tokyca ['KI' Ha IUTOreHeTUYECKUX KapTax XpPOMOCOM
2. O0bpsacHuTh HacienoBanue reqoB ['KI.

OOyuaromuiicsi 10J17KeH BJIa1eTh:

[IpuMeHATh HAaBBIKHM HCIIOIB30BaHUS WH(POPMAITMOHHBIX, OUOIMOTrpaduECKUX PECYPCOB C IEIIBIO
MOJTyYeHUsI HAy9HOW MH(POPMALMU U OCYHIECTBICHUS KOMMYHHMKALUK B MEAULIMHCKOM cooOmiecTse. Pe-
IICHUEM CUTYaIlMOHHBIX TEHETUUECKHUX 3a/1a4.

CaMocrosiTeJibHASI AyAUTOPHAS padoTa 00y4aromuxcs mo TremMe:

OTBeTUTH HA BONPOCHI M0 TeMe 3aHATHS:

Crpoenue, pyHKINH, MOPHOPYHKITMOHATBHBIN CyOCTpAT UMMYHHOW CUCTEMBI.
EcrecTBeHHbIN U aIalITUBHBIA UMMYHUTET.

Kretku, ygacTByromye B UMMYHHOM OTBETE, MEIMATOPBI U OCHOBHBIE COOBITHSI HMMYHHOTO OT-
BETA.

Bupl 9y:kepoaHbIX aHTUT€HOB, Kiaccudukanus U yakmun ['KI.

Antutena. Hacnenosanue renos AT.

Crpoenne ummyHornoOyiuHa. MemOpanocBs3anubie 1.

Toll-mogo6HkIE penenTopsl.

I'ensl n nokycs! I'KI' u pacniosioxkenue ux Ha XpOMOCOME.

[Iponiecc nacnenoanus renos I'KT'.

0. IIpouecc nudpdepentupoku T-mumpornmros, reaernka TCR.

11. ITaTronoruu UMMYHHO#M CHCTEMBI, accorranus 3aboneanuii ¢ HLA-nonumopduzmMom.
12. I'pynmst kposu ABO u Rh.

W e

ROOo~NOOA

2. [IpakTHyeckasi NOArOTOBKA.
Padota 1. 3anucats B c1oBapb ONPEACIICHUS CIEIYIOUIMX TEPMUHOB: TAIITEHbI, AJUIEPreH, SIUTOI,
CMEILIaHHAas KyJbTypa.
Patora 2. [IpuBeante kiaccuuKalu aHTUTECHOB B BUJIE TAOJIHIIbBL:
[TpuszHak [Tpumep

Pa6ora 3. CocTaBpTe TabIMIly 10 HAPYIICHUSIM UMMYHHOU CHCTEMBI:
3aloJsieBaHue [TpuuunHbI (3THOJOTHS) [Ipumep

Pabora 4. [lepenecure puCyHOK B TeTpa/ib U OTBEThTE Ha Bonpoc. OTBET 00OCHYiITE.

Kakme wnetkm BynyT okpaweHs! npu HLA-THnupoBaHuu?

Wumkie waeTew | NMorwfinme warTem

060 o O 4 O
OOO O O
O O O OOO O

PaGora 5. Paccmorpute npumep tTunupoBanus antureHos HLA. Crenaiite 3akiitoueHre o TOM, Kakue
AHTHUI'CHBI ITPUCYTCTBYIOT HA UCCIICAYCMBIX KJICTKAX.

Homep cbIBOpOTKH CnennpuyHOCTb AHTHTE baJin

Al

A1,A36

Al, A3, All
A2

A2, A28
A3

OO~ W[N([F
0| |[—[O |00 |00
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7 IA3,Al, 1B14 8
8 A23, A24 1
¢) A24 1
3aKJIroueHue:

3. Pemunte CUTYalMOHHbIE T€HETHYECKHUE 32/1a4H:

6)

7)

8)

9)

MyXunHa, UMEIOIINHI pe3yc-oTpuiarenbuyo |V rpymmy KpoBH, )KEHUIICS Ha KEHIUHE C pe3yc-
nosokuTeapHou KpoBbio Il rpymnmbl. B ceMbe nMeercs Ba pebeHka, OJiMH U3 KOTOPBIX BHEOpay-
HBIN: IEPBBIN ¢ pe3yc-oTpuuaTesbHOM KpoBbto || rpynmsl, BTOpoii — ¢ pe3yc- 0JI0KUTEIbHON
KpoBblo | rpynnel. OnpenenuTe 1o Kakoil nape ajuienel UCKI4aeTcss OTIOBCTBO?

Cucrema rpymi kposu Jladdu onpenensercs TpeMs renamu oxHoro nokyca: Fy?, Fy®, Fy©. Ox-
Hako Fy® 06Hapy’KeH T0Ka TONBKO y HerpoB. Fy? nomunupyer Hag FyP, a numa, necymue Fy?, sB-
nsotest nabdu-nonoxuTenbubIMU. JKenmuna, nmeromas denorun B(FY?_) Dd, oten kotopoii
umen |V rpymnny KpoBH, BbIIIIA 3aMYK 332 HETpa, KPOBb KOTOPOT'O COAECPKUT aHTUreHbl AB
(FY*Fy©)dd. YcranoBuTh, KakoBa BEPOSTHOCTh TOTO, YTO PEOHOK OyIET HMETh TAKOE JKE COUeTa-
HUE aHTUTEHOB, KaK y OTLa.

Cucrema rpymisl kpoeu Kun onpenensercs apyms reramu: 1k3(momusanTabiii ren) n IKP. Jnma,
Hecymme ren 1k? — kumpa-nonoxurensabl. OT Opaka CMyTIION IEBYIIKH, MOJIOKHTEIBHOM M0 TEHY
Ik?, ¢ OyneiM roHOIIEH poansoch 8 nereit. Onpenenu Ux HEHOTHIT U TCHOTHUII.

Cucrema rpymimsl Kpou Juero onpenensiercst aBymst redamu Di® (momuaupyromwii rex) u Di. J{u-
ero-nionoxkutenbhbie suia (Di*Di? u Di?Di) BcTpewaroTcst y mpeacTaBuTe el MOHTOJIOM THOM
pacel. Y Marepu eBpOIEHCKOl packl poIuiIcs MepBblil pedeHok ¢ reHoTrnom DiDi, a Bropoii - ¢
renorunom Di®Di. Onpeienute reHOTUIT OTHA U BEPOSITHOCTD POXKICHHUS B 3TOM CEMbE JIUET0-110-
JIOXKHUTEIHHOTO MaJIbUHKa.

10) Kapernazas sxerniuna ¢ | rpymmoii KpoBu, 00aaarorias HOPMaIbHBIM 3PEHUEM, OTEIl KOTOPOi

umen roiryOsie rasa, || rpymnmy KpoB U cTpajai IBETOBOM CIIEMOTOM, BEIXOIUT 3aMYX 32 TOIy0o-
r71a30ro My>xuuHa ¢ 1V rpynmnoit KpoBu, UMEIOIIEro HopMalibHoe 3peHne. Kakoe moToMcTBo
MO>KHO OXHUAATh OT 3TOM mapbl?

11) Posanus u JleTuiiust — poaHbIie CECTPhI M 00€ (KaK ¥ X POIUTENH) AaabTOHUKH, umiorue |V u 111

Ipyniy KpOBH COOTBETCTBEHHO. Y HUX ecThb elie cectpa u Opar ¢ | u |l rpynnamu kposu. Pozanus
1 JleTuuus BBIUIK 3aMYXK 32 310pOBBIX MYKUMH. Y JleTuiiuu OblIo ABE JEBOCKU C HOPMAJIbHBIM
3peHUEM U JIBa MaJIbUMKa JaJIbTOHUKA: Yy OJTHOM JIE€BOYKHU M MajbuMKa Obuia | rpymma kpoBu, a 'y

npyroii aesouku — |l rpynmna. ¥ Po3anuu — 1Ba chiHa ¢ HOpMaJIBLHBIM 3pEHUEM, HO OJIMH U3 HUX
Il, a npyroii — Il rpynny kpoBu. Onpenenure renotuns! Po3anuu u Jletunuu, ux poaurenei u
BCEX JIETEN.

CamocTrosiTeIbHAs BHEAYAUTOPHAsi padoTa 00y4alOIUXCH 10 Teme:
3aoanus ona camocmosamenbHoU 8HeayOUMopHOU pabomvl CMYOeHmMOo8 No YKA3AHHOU meme:

1) O3HaKOMUTHCS C TCOPCTUICCKHUM MATCPHUAJIIOM I10 TEMC 3aHATHUA C UCIIOJIb30BAHUEM KOHCIICKTOB

JEKUUN U peKOMEHAYeMOH yueOHO! IUTepaTyphl.

N

©ooN O~ W

2) OtBeTHuTh HA BOIIPOCHI IJII CAMOKOHTPOJIA:

Crpoenue, pyHKIMH, MOp(hHoPyHKIIMOHATIBHBIA CYOCTpaT UMMYHHOMN CHCTEMBI.

Knerku, yyacTByromye B MMMYHHOM OTBETE, MEIUATOPbI K OCHOBHBIE COOBITHSI IMMYHHOTO OT-
BETA.

Bunsl uyxepoAHbIX aHTUT'€HOB, Kiaccudukanus U ynkun ['KI.

Anturena. Hacnenoanue renos AT.

Crtpoenne ummyHornoOynuna. MemOpanocBszanubie 1.

Toll-mogo6HbIE perenTopsl.

I'ens! u noxycsl I'KI™ 1 pacnionoxeHne Ux Ha XpOMOCOME.

[Ipouecc nacnenoBanus reos ['KT'.

ITponecec nuddepenurpoBku T-TUMPOLIUTOB.

10. [TaToiornu MMMYHHOM CHCTEMEI.
11. Metoas! uccnenoBanus u Tunuposanuss HLA cuctemsl: ceposiornuyeckue, KIeToOUHOOOCpeao-

BaHHBIC, TCHHBIC (TTOJIMMEpa3Has 1ienHas peakuusi, 301161 JTHK).
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12. ITpaktuyeckue acrektsl TunupoBanusd HLA anturenos. HLA B monymsinusx, OMOJIOrHYECKOe
3HAYCHHE.
13. HLA wu 3a0o0eBaHKs Y€IIOBEKA, MEXAaHU3MbI aCCOLIUAIINH.
3). IIpoBepuTh CBOM 3HAHUS C UCIIOJIH30BAHUEM TECTOBOTO KOHTPOJIS.
1. Monekyna UMMYHOTJIOOYJTHHA COCTOUT H3:
a) 2-X JIETKUX U 4 THKETBIX Ienei
0) 2-X JETKUX M 2 TSOKENBIX Ienei™
B) C-momeHOB*
r) V-nomeHos*
2. K anturennpezacrasistomuM (AIIK) kietkam oTHOCATCS:
a) T-mumdoruTe
0) B-mumdouuter*
B) Makpodaru*
r) [InazmouuTsI
n) JlenapuTHbIC KIETKU™®
3. I'enst MHC xapakrepusyrorcs:
a) COCTOSIT X 2-X KJIaCCOB
0) cocTosT MX 3-X KJIacCOB™
B) pacmoJjiararoTcs B KOpOTKOM Iuiede 6-0i XpOMOCOMBI™
T') pacnoJiararoTcs B ITMHHOM IjIede 6-0if XpOMOCOMBI
1) comepkat 60 TECHOCHEIUIEHHBIX JIOKYCOB
e) conepkat 80 TECHOCHEIJICHHBIX JTOKYCOB™

PexoMenayemas Jureparypa:
OcHoOBHas:
1. Mure-Beuromos C.I'. I'enernka ¢ ocuoBamu cenekiun. CI16.:, U3marenscteo H-JI, 2015.-720.
2.boukoB H.I1. Knunnyeckas renetuka: yueOHUK A By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JononHuTenpHas:
1. Konenaesa E.B., Poquna H.E. O0mas renetnka u reHeTHKa 4enoBeka: yueOHoe nocoodue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. ['eneTuka yenoBeka ¢ o0CHOBaMH o011el reHeTHku: yaeoHoe nocooue. — CI16.: CnenJlur,
2010, ¢c.192
3. Mymkam6apoB H.H., Ky3nenos C.JI. MonekymsipHas Ouonorusi. Beenenue B MONEKYISIpHYIO LUTOJO-
THIO U TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.

Pa3nea 1: O01mas reneTuka
Tema 1.24. I'eHeTnKa 1 OHTOreHe3.

Heab: O3HaKOMUTHCS ¢ OCHOBHBIMU TOHSITHUSIMU T€HETUKH WHIUBUIYAIBHOTO PA3BUTHS, U3YUUTh
TEOPHUH U ITaIbl OHTOTeHE3a, CPOPMHUPOBATH MPECTABICHNUE O TOMEO3UCHBIX TeHAX U UX MYyTallHsIX.
3agauu:

1. PackpbITh MOHATHE 00 OHTOTEHE3E, €0 dTarnax.

2. O3HaKOMHTBHCS C TEOPUSMH OHTOT€HE3a.

3. HM3yuuTh rOMEO3UCHBIE T€HBI, UX (PYHKIIMH, CBOMCTBA U MyTallUU y Ap0o30(UIIbl U YeTOBEKa.

4. W3yunTh HacieICTBEHHbIE 3a00J1€BaHUs, CBSI3aHHbIE C MyTAllUIMU TOMEO3UCHBIX TE€HOB y YeJlo-

BEKa.

5. W3yuuth renerudeckue GpakTopsl MoporeHesa no3BOHOUYHBIX HA IPUMEPE MOYKH.

OOyuaromuiicst 10J17KeH 3HATD:

1. o usydenusi Tembl (0a3McCHBIE 3HAHMS):
-TIOHATHE 00 OHTOT€HE3€ M OCHOBHBIE ATAIlbI,

2. mocje u3y4eHus TeMbI:
-T€OpUH OHTOTEHE3a; MOHITHE 00 MMarnHANBHBIX IMCKAX, OOTUIa3MaTHUECKOM cerpeanu, MOp(oreHeTu-
YeCKHUX MOJISX, TOMEO3HCHBIX T'€HaX; HAaCJIeICTBEHHbIE 3a00IeBaHMsl, CBS3aHHbIE C MyTalllel TOMEO3HCHBIX
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T'€HOB; T'€HBI, OTBEYAIOIINE 32 SMOPUOTEHE3 Y MJI0JOBOM MYIIKH Ap030(UIiIbl; MOp(OoreHes NoyKku, CBSI3aH-
HBIW C SKCIPECCUEN ONPEIETICHHBIX TEHOB Y MBIIIIH.

1.
2.

o s

OOyyaromuiics 1017KeH YMeTh:
paccka3bpIBaTh O FTeHETHYECKOM MTPOrpaMMe WHANBHUIyaTbHOTO PAa3BUTHS U €€ peaji3anni,
pa3nuyaTh TOMEO3HCHBIC TEHBI.

YMETb 10 HACJICACTBCHHOMY 3a00JICBAaHHIO HAXOJAUTh MYTAIIMIO B ONPEICIEHHBIX IPyIIax ToMeo-
3HUCHBIX T€HOB.

pa3anyaTh T'eHbI, OTBEYAOIINE 32 SMOPHUOHAILHOE Pa3BUTHE JIPO30(HIIBL.

pasau4dath AUPGEPEHIUPOBKY Pa3IMUHBIX UMAarHHAIBHBIX JTUCKOB Y IPO30(HIIbL.

OOyuarouuiicsi 10J17KeH BJIa1eTh:

[TprMeHSTh HABBIKK HCITOJIb30BaHMS WH(GOPMAIMOHHBIX, OMOIHOrpaGHIECKUX PECYPCOB C LEIbIO

MOJTyYEeHHUs] HAYYHOU MH(POPMAIIUU M OCYIECTBICHUS! KOMMYHUKAIIMU B MEAULIMHCKOM cooOlmiectBe. Cro-
COOHOCTBIO (POPMYIUPOBATH LIEIH U 33/1a4M UCCIICAOBAHMSL.

CaMocTosiTeJIbHASI AyIUTOPHASA padoTa 00y4arommXxcsi Mo Teme:

1. OTBeTHTH Ha BONIPOCHI 110 TeMe 3AHATHS:

IlonsTHE O TEHETHUKE OHTOTEHE3a

Teopun onTOreHe3a

Oranel OHTOreHe3a

Oomnna3zmaruyeckas cerperanus

Mopdorenernueckue moss U X CBOUCTBA

I'omeo3ucHble reHbl, UX QYHKIIMU U CBOMCTBA, TOMEOOOKC

I'omeo3ucHbIE TeHbl AP030(UIIBI U YeloBeKa

I'enst HOX, PAX, SOX

I'eHbl, KOHTPOIMPYIOLIME SMOPHUOHAIBHYIO HHIYKLIUIO U OPraHOT'€HE3.

0. HacnencrBenHble 3a00€BaHMsI, CBI3aHHBIE C MyTaIllUsIMH TOMEO3HCHBIX TEHOB
11. I'enetnueckue pakropsl MophoreHesa MO3BOHOYHBIX Ha IPUMEPE MOYKH.

RHROOo~NoGO~LNE

2. IllpakTHyecKasi MOATOTOBKA.
Pa6ora 1. /laiiTe mOHATHUS CISAYIONIUM ONPEACTICHUSIM: UMAZUHAbHBLIL OUCK, 20ME0D0KC, 20-

M8000M8H, 0emepmunauuﬂ, Mopcl)ozeuemuuea(oe noae, oonaaimamudecKasn cezpezauui, sanuuiume
6 ciloeaps.

Pab6ora 2. Haiitn cooTBeTCTBHE MEKAY NMOCICAO0BATCIIbHBIMU CTAAUAMU AKTHUBALIUHW TCHOB B OHTO-

réHe3Cc U reciaMu ux OMnpeaAcIaromnMu.

Iocneooeamenvnasn aKkmueauus 2eH06 6 OHmozenese T'enwt

opo3oghubl

1) gap rennt
2) pair-rule

3) MmaTepUHCKHE TeHbI

4) reHbl CEerMEeHTAPHOM MOJIAPHOCTH

A b B r

Paoora 3. Haiitu cooTrBeTCcTBHE:

Hmazunanvuvii ouck (U/1) Hucppepenyuposxa HJ1
1) map rya3HbIX IMCKOB A) HIXKHSA ry0a U X000TOK
2) TMYMHKA UMEET HemapHbIi MYXCKOH 00 b) napa aHTeHH, MaKCUJUIIPHBIX IIYITUKOB U JIpY-
YKEHCKHI IM'€HUTAJIbHBIN IUCK rasi 4acTb F'OJIOBHOM KarCyJIbl.
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3) Tpu napbl BEHTPaIbHBIX TOPAKAIBHBIX IUCKOB | B) ria3a u 3HaunTenbHas 4acTh TOJIOBHOM Kall-

CYJIbI

4) nmapa nabuagbHbBIX TUCKOB ') cooTBeTCTBYIOLIAs! CTPYKTYpaA Y UMAro

5) mapa aHTEHHBIX TUCKOB

J1) nepBas, BTOpasi 1 TPEThs Mapbl TOPAKAIbHBIX
HOT

Pabora 4. Beinummre B TeTpajib MyTallud TOMEO3UCHBIX T'€HOB Y Y€JIOBEKA U 3acilyllaiTe J10-
KJIaJIbI-IPE3CHTAIIMU O HACIEACTBEHHBIX 00JIE3HSX, BRI3BAaHHBIX MyTanusmu rena PAX3 u PAXG6.

Mymayuu HOX-2enog
I'en Tun HacjexoBaHus XapakTepucTuKa
13 HOX C A}’TOCOMHO-ILOMI/IHaHT- YKOopo4deHue NepBOro U IATOrO MajbleB KUCTEN U
HBIH CTON, TMIIOCHA IUs], IBypOrasi MaTKa
AyTOCOMHO-1OMHHAHT- | CHHIONUIAKTHIINS, TOSIBIICHUE JJONOJHUTENb-
13 HOX B HBIN HOTO Maybla Mexay 3 u 4, haranru KOTOPBIX Ya-
CTMYHO CPOCIIHUCh
Mymayuu PAX-2enos
PAX3 Cunpapom BaapnenOypra — HelipoceHCopHast INIyX0Ta, Y4aCcTKU JAeMUIMEHTalluu
BoJsioc(Oenast mpsiib), FETEPOXPOMHUS PaTyKKH
PAX2 CuHApPOM C OTCYTCTBHEM IOYKH U MOYETOJIOBBIX IPOTOKOB, A€(PEKT CETUATKH U
3pUTENBHOIO HEPBa
PAX6 AHUpUANS
PAXS OTCcyTCTBUE WM SKTONMSI IIUTOBUIHOM JKEJI€3bl
Mymayuu MSX2 u EMX2 zenos
MSX2 KpannocnnocTo3(mpexieBpeMeHHOE pa3pacTaHye MIBOB Yepena)
EMX2 [Iu3sH11ehanus(paciieTnHbl MO3Ta)

Mymayuu: SOX-2enoe

OHHU SABJIAIOTCS TOMOJIOTaMH JIOKQIM30BaHHOTO Ha Y-xpomocome rena SRY, urparomiero poss B
NEPBUYHOM JIeTepMUHALIMY TI0J1a. DKCIIPECcCUsl 3TOr0 reHa KpoMe I0JIOBOI'0 BaJIMKa, OOHApyKeHa TaKkKe B
XOHJIPOLIUTAaX Pa3BUBAIOIIEHCS KOCTHOW TKAaHU YEJIOBEKA.

Myratus rena SOX9 — nucnnasus, XapakTepU3yomasicsi MHOXKECTBEHHBIMU aHOMAJIUSIMU CKeJeTa U BHYT-

PEHHUX OPraHoOB.

Pabora 5. /laliTe mOHATUS. MyTallMsIM TOMEO3UCHBIX T'€HOB Y IPO30(HIIbL:

passumue Kpvliad U3 UMAacuHajilbHoco oucka 2nasa

passumue OONOJIHUMENbHBIX HO2 HA Mecme aHMeHH

MKAHU 20J106b1 3aMeujaromcs Opy2umMu Munamu MmKatel, KIo4as CmpyKmypbl, Xapax-
mepHvle 05l 2eHUMAULL,

Padora 6. Onpenenure CUHIPOM IO CIEAYIOLIEMY ONIMCAHUIO: HEUPOCEHCOPHAA 2NyXOmd, HAlU-
yue yuacmrkos oenueMenmayuu 0a0c¢ (benas npsobv), 2emepoxpomusi padyHcKu.

Padora 7. MyTtanus kakoro reHa y 4ejoBeka IpuBOJUT K cUHIpoMy Tayuc-bpokca? HazoBute u
BBIMUIINTE B TETPAb CUMITOMATHKY.

Pa6ora 8. Pacnionoxxute B mpaBMIIBHOM MOPSIKE dTanbl MOPGOTEHE3a TTOYKH U TeHBI UX OIpe/ie-

JIAIOIIHMC:

a) DopMUpYIOTCS MPETYOYIISPHBIC arperathbl, KOTOPHIC JA0T HAYAIO MUTEIHATBHBIM MT0YEY-
HBIM TpyOOUYKaM, pa3BUBAIOIINUMCS B HE(POHHI,
b) Bosibdor npoTok mpoyIeBacTCs KayaaibHO BAOJb OCH TEJa M MPOILYIUPYET 3a4aTOK MO-

YCTOYHHKA,

C) VHIoTHEHHBIE KIIETKH ME3CHXHMEBI CTUMYJIHPYIOT 3a4aTOK MOUYCTOYHHKA K BETBJICHHUIO,
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d) 3adyaTok MOYETOYHHMKA CTUMYJIHPYET OKPYXKAIOIIHE KICTKH, YTO IPUBOAUT K UX YIUIOTHE-
HHUIO.
PaGora 9. 3acnymars U mpoaHaIM3UpPOBATh JOKJIAIbI-pedepaTsl Ha TEMBI:
1. 'enetrka SMOPUOHAIBHOTO Pa3BUTHSL IPO30(DUIIBL.
2. 'eneTnka SMOPUOHAIBHOTO PA3BUTHS TO3BOHOYHBIX.
3. DnureHeTuyeckas peryisius mpoueccos pazputus (Metuwnuposanue JJHK, moaudukaiyy rucToHoB,
mukpo PHK).
4. T'enomusiii umnpuHTHHT (Dddekt Parent-of-origin). Cunapom Anrensmana u cunapom [Ipanepa-
B,
5. Mytauuu PAX-renoB. Cunnpom BaapnenOypra.
6. Cunapom Taync-bpokca.

CamMocTosiTeJibHASI BHEAYIUTOPHAS pa0doTa 00y4aromuxcsi no reme:
3adanus ons camocmosamenvHol 6HeayOUMOPHOL pabomvl CMyO0eHmos8 no YKA3aHHOU meme:
1). O3HaKOMHTBHCSI C TEOPETUYECKUM MATEPHAIIOM I10 TeME 3aHATHS C UCIOIb30BaHMEM KOHCIIEKTOB
JIEKIMHA U peKOMEHTyeMOi yueOHOM JTUTepaTypHl.
2). OTBeTUTH HAa BOIPOCHI AJI CAMOKOHTPOJIS:
[IonsiTHE O T€HETHKE OHTOICHE3a
Teopun onTOreHe3a
Oranbl OHTOreHe3a
Oormna3zMarudeckas cerperanus
Mopdorenernueckue mojisi ¥ uX CBOWCTBA
I'omeo3ucHbIe TeHbl, uX GYHKIIMH U CBOHCTBA, TOMEOOOKC
I'omeo3ucHbIE TeHBI APO30(UIIBI M YeTTOBEKa
. I'enst HOX, PAX, SOX
3). HoxroroButk pedeparsl HA TEMY:
1. 'eneTnka SMOPUOHAILHOTO Pa3BUTHSI TPO30(DUIBL.
2. 'eneTrka SMOPUOHAIBHOTO PA3BUTHS TO3BOHOYHBIX.
3. DnureHeTuyecKas peryisius mpoueccos pazputus (Metunuposanue JIHK, moaudukaimy rucToHOB,
mukpo PHK).
4. I'enomuslit umMnpuHTHHT (Dddekt Parent-of-origin). Cunapom AHrensMaHna u cuapom [Ipanepa-
Bumnn.
5. Myranuu PAX-renoB. Cunapom BaapnenOypra.
6. Cuanpom TayHc-bpokca.

LN~ wWNE

Pexomenayemas qurtepartypa:
OcHoBHast:
1. Mure-Beuromos C.I'. T'enernka ¢ ocuoBamu cenekinn. CI16.:, Usmarensctso H-JI, 2015.-720.
2.bouxoB H.I1. Knuauueckas reneTuka: yaeOHUK A By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JononHuTenbHAS:
1. Konenaera E.B., Ponuna H.E. O61mas reneTika U reHeTHKa yenoBeka: yueOHoe nocobue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. 'eneTuka yenoBeka ¢ o0CHOBaMU o011el reHeTHku: yaeoHoe nocooue. — CI16.: CnenJlur,
2010, c.192
3. Mymkam6apos H.H., Ky3uenos C.JI. MonekynsipHast Ouonorusi. Beenenue B MOJNEKYISIPHYIO IUTOIO-
THIO U TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.

Paszpen 1: O0mas reHeruka
Tema 1.25. I'enomuble TexHosorun 1. KaprupoBanmne resoma. Iluronornyeckne U reHeTu4ecKue
KapThbl.

Heas: ChopMupoBaTh 3HaHHUS O TEHOME U METO/AX IIUTOJIOTHYECKOTO0 M T€HETUYECKOTI0 KapTHUpo-
BaHUs.

3amaun:
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1. I3y4uTh METO/IbI IUTOJIOTHYECKOTO KaPTUPOBAHHS TEHOB.

2. 3y4nTh METO/IbI TEHETUYECKOTO KAPTUPOBAHUS T€HOB.

OOyuarouuiicst 10J12KeH 3HATD:

A) 1o u3yuenus Tembl (0a3uCHBIC 3HAHUS):

- crpoenue u pyakuuu JIHK, moHsATHE O TEHOME, T€HETHYECKHUE KaPTHI.

b) nocne usyueHus Temsl:

- TIOHSTHE O IIUTOJIOTHYECKOM M TeHETUYECKOM KapTUPOBAaHWUU (METOJIbI), BUABI qu(dhepeHIIHah-
HOT'O OKpAIIMBAHUS XPOMOCOM.

O0yuyaomuiics 10J12KeH yMeTh:

1. CocTaByiTh HUTOJOTUYECKUE U TEHETUUECKUE KapTHhI.

2. Pematpb 3a1a4u Ha LUTOJIOTUYECKOE U TEHETUYECKOE KapTUPOBAHUE.

OOyuarouuiicsi 10J17KeH BJIaJ1eTh:

[TprMeHsTh HAaBBIKK HUCIIOJIb30BaHUS MH(GOPMAIIMOHHBIX, OUOIHOrpaduyecKux pecypcoB C IENbIO
MOJTy4eHUsl HAyYHOU MH(POPMAITUU M OCYIIECTBICHUS KOMMYHUKAIIMHA B MEAUIIMHCKOM cooOtecTe. Crio-
COOHOCTBIO (POPMYIIMPOBATH 1IENIM U 337a4l UCCIICOBAHMUS.

CaMocrosiTeJibHASI AyIUTOPHAS padoTa 00y4arommxcsi o TemMe:
1. OTBeTUTH HA BONPOCHI 10 TeMe 3aHATHUSA

NGO~ wWNE

KEphl)

[loHsATHE O TUTOJOTHUYECKOM KapTUPOBAHUU.

[loHsATHE rEHETHYECKOTO KAPTUPOBAHUS.

ISH- u FISH- rubpuauzanms

XpOMOCOMHBIW MEUHTUHT

['uOpuan3anusi coMaTHUECKUX KIETOK

Monekynsapubsie Mapkepsl JJHK 1 ux ncnosib30BaHue 111 TEHETUYECKOTO KAPTUPOBAHUS
MukpocaTeuIuThl 1 MUHUCATEIUIUTHI KaK MOJIEKYJISIPHBIE MapKepbl

MounekynsipHble MapKepbl, OCHOBaHHbIE Ha MoIMMepa3Hoil nenHoi peakuuu (I1ILIP-map-

2. IIpakTuyeckasi moaroToBKa.
Padora 1. CocTtaBbTe B TeTpaau Tadauny «MoJieKyasipHbIle MapKepPsbI JJs TeHeTHYe-
CKOIr0 KapTHPOBAHUSN»

Bunsl monexy- [IpeumymectBa | Mexanusm npumeHenus | O61acTy MpUMEHEHUs
JIAPHBIX MapKe- | MOJEKYISAPHBIX
poB MapKepoB

Pabora 2. PacungpyiiTe HOMEHKIATYpy MyTalui.
YcnoBubie o6o3Hauenus: ¢. - kIHK, g. - renomuas JHK, r. - PHK, 1. - muto-

XOHApHUAJTIbHAaA I[HK, P- - aMHOKHCJTOTHAad NOCJICAOBATCIbHOCTD.

c.2052delA
c.1521 1523delCTT
C.1585-1G>A (IVS10-1G>A)
c. 1766+1 G>A
C.351G/A

(IVS12+1G>A)

3. PemmTh cUTyanlMOHHBbIE 3212491
AJITOPUTM pellleHHs 32124 HA KAPpTUPOBaHMe NpeacTaBiaeH B yueOHoM nnocodun Konenaesa E.B., Po-
nuHa H.E. OOmias renetnka u renetuka yenoneka - Kupos, 2016, ¢.35-36.

A) Pemnre 3a1a4M HA OCTPOEHHE FreHETHYECKHUX KaPT.
1. B pe3ynbTaTe SKCIIEpUMEHTAIbHBIX CKPEIIUBaHUI ObLIO OOHApPYKEHO, YTO YaCcTOTa KPOCCUHIO-
Bepa Mexnay nmapaMuAu E — 3%, AuT —-4,5%, Eu T - 7,5%, Eu K—-2%, Ku A - 5%.IToctpoiire
(bparMeHT reHeTUHYEeCKON KapThl.
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2. B pe3ynbraTe cKpelmmBaHuil ObIJI0 00HAPYXKEHO, YTO YaCTOTAa KPOCCUHIOBEPA MEXKITy ITapaMu Te-
HoB Du B —2%, C u B— 5%, Cu D — 3%, Fu B—-11%, Eu F — 7%, Du E 6%, A u D — 8%, A u C — 5%.
[Toctpoiite hparMeHT TeHETUYECKOM KapThI.

3. B pesynbrarte ckpenmBanuii 0b1710 00HAPYKEHO, YTO YaCTOTa KPOCCUHIOBEPa MEXK 1y MapaMu Te-
HOB A-N — 20%, A-O — 3%, O-N — 17%, A-P — 9%, A-M — 15%, O-M — 12%, M-P — 6%. Iloctpoiite
(bparMeHT reHeTHYeCKON KapThl.

4. B pe3ynbTaTe aHATU3UPYIOIIEro TPUTHOPHIHOTO CKPEIIMBAHUS B TOTOMCTBE OOHAPYKUIIOCH pac-
mervienue o ¢perorunam: ABC — 30%, Abc — 14%, abc — 30%, aBc — 5%, ABc — 1%, aBC — 14%, abC —
1%, AbC — 5%. TToctpoiiTe hparMeHT reHETUIECKON KapThl.

5. B pesynbrate TpUrHOPHIHOTO aHATM3UPYIOIIETO CKPEIIMBAHUS B MOTOMCTBE MOSBHINCH (DEHO-
tunsl BPT — 232, bpt — 235, Bpt — 84, bPT — 77, BPt — 201, bpT — 194, BpT — 40, bPt — 46. Berunciure
4aCcTOTY KPOCCUHTOBEPA MEXKY CIETICHHBIMH reHaMu. [locTpoiiTe pparMeHT reHeTH4ecKoi KapThl.

6. [Ipu aHaNM3UPYIOMIMX CKPELIUBAHUSAX TPUTETEPO3UTOTHBIX OPraHU3MOB Y MOTOMCTBA OBLIO BBI-
siBJIcHO pacieruienue mo gpenotunam ABC — 84, aBC — 17, AbC — 12, abc — 79, aBc — 13, Abc — 19, ABc
— 3, abC — 4.0OnpenenuTe reHOTUI TPUTETEPO3UTOTHOTO POJUTEIHCKOIO OpPraHu3Ma ¢ YU4eTOM CICTUICHUS
TCHOB M MTOCTPOTE (PparMeHT reHeTHIECKON KapThl.

b). PemunTe 3a1a4n HA MOCTPOEHHE XPOMOCOMHBIX KapT.

1. A-MrouTiuHT (1967) npuBOIUT XPOMOCOMHBIE KapThl KYKYpYy3bl 10 BceM 10 rpymnmnam cuenieHusl.
B oaHO# M3HMU3 pacmoioKeHbI TOKYChl T€HOB, 0003HAUYEHHBIX: MOJIOCATHIE JIUCThA (ST), YCTOMYMBOCTD K
KOOBLIKaM (ag), My>KCKasi CTEpUIILHOCTD (mS), OKpacka cTepkHs novarka (P). I'en ycroiiunBocTy K KOOBLI-
kaM (ag) maet 11% KpoCCOBEpPHBIX raMeT ¢ TEHOM MYKCKOM cTepuiibHOCTU (ms), 14% c reHOM OKpacku
crepskns novarka (P) u 24% c renom nosnocatbix TucTheB (sr). B cBoto ouepens ren ms ¢ reHom P maet 3%
KPOCCHHTOBEpa, a ¢ TeHOM st — 25%. [locTpoiiTe XpOMOCOMHYIO KapTy U OMpPENEIUTe MECTO MOJIOKCHHUS
Ka)KJI0ro JIOKyca.

2. Y myxu Drosophilamelanogaster n3BecTHO 4eThIpe rpyIIbl cuerieHus. Pacnonosxxenne 10KycoB
B HuX npuBeneHo H.H. Measenessim (1968) B Tabnuiie MyTaHTHBIX TeHOB. Hioke JaHBI yIPOIIIEHHBIE CBE-
JICHUS 110 TpeM TpymiaM cieruieHus. [loctpoiite mo HUM XpOMOCOMHBIE KapThI.

1). B X-xpoMocoMe pacrnosio;KeHbl T€HbI, ONPEACIIAIONIMe CIeAYIOINEe NPU3HAKU: b — JJIMHHA L1e-
THHOK, cb — ¢opMa KpbUIbeB (CKOMKaHHBIE WM PACIUIABICHHBIE), CV — PA3BUTHE MOMEPEUYHOM KUIKU
Kpbia, dy — IBET KPBUIbEB, €C — pa3Mep (aceTok ria3a, hw — pa3BUTHE MPOCTHIX IJIa3KOB, S — I[BET TEJa,
SN — ¢opMa IIETHHOK U BOJIOCKOB Ha TeJle.

MHOrourCcIeHHBIMU ONBITAMH YCTAHOBJIEHO, YTO B X — XPOMOCOME T'€H CV JaeT MEePEKPeCT ¢ FeHOM
ec B 8,2% cnyuaeB, ¢ reHoM hw — B 13,7% ciydaes, ¢ renom cd — 2,3, ¢ reHoM sn — 7,3%. ['en hw ¢ renom
ec 00pasyrot 5,5% KpoccoBepHBIX TaMeT, ¢ reHoM cb — 16%. I'en cb ¢ reHoM sn maet 5% kpoccuHroBeEpa,
¢ reHoM oc — 7,1%. Mexny reHoM sn noc 0OMeH y4acTKaMu MPOUCXoauT B 2,1% ramer, mexay sn u dy —
15,2, mexay sn u s — 22%. ['en b ¢ reHom s oOpazytot 23% rameTt ¢ nepekpectoM, ¢ reHom dy — 29,8, ¢
redoM oc — 42,9%.

2). Bo Il xpomocome HaxosTCsl TeHBI, OTBETCTBEHHBIC 32 MPU3HAKU: ap — Pa3BUTHE Kyxauell, al —
pa3BUTHE IIETUHKU YCUKOB, d — YUCIIO WIEHUKOB Ha JIanKax, dp — penbed NOBEpXHOCTHU IPYAHBIX CKIEPH-
TOB, PyS — pa3BUTHE JO0OABOYHBIX JKMJIOK Ha KpbUIE, Sm — pa3BUTHE BOJIOCKOB Ha OPIOLIKE, Sp — YHUCIIO
IIIETUHKOB HAOOKOBBIX CKJIEPUTOB I'PY/IH.

O renax II xpoMocombl U3BeCTHO, uTO reH dp gaeT 9% KpOCCHHTOBEPHBIX TaMeT ¢ TeHOM sp, 13% ¢
redoM al u 18% c renom d. I'en sp ¢ renom al obpazyer 22% nepekpecta, ¢ TeHoM d — 9 U ¢ TeHOM pys —
30%. B cBoro ouepenp, reH pys oopasyet 21% ramet ¢ nepekpectom ¢ renom d, 3,4% c rernom ap u 39,5%
c reHoM sm. I'en ap naet 36,1% kpoccunrosepa ¢ renom sm u 24,4% c rerom d.

3. A.-B. H. Muxkenncaap (1974) npuBOIUT KapTy ABYX Y4aCTKOB X-XpOMOCOM 4eoBeKa. B ojgHOM
y4JacTKe CLEIUIEHBI I'eHbI CBIBOPOTKH (Xm), 1BYX (HhOpM IIBETOBOM cienoTsl — neiitepanonuu (d) u mpota-
HomwH (p), Kitaccuaeckoi remodwnnn (h) u ren gedunmra riaoko3o-6-hocharaeruaporenassl (G). B apy-
TOM y4YacTKe CIIeTIEHBI TeHBI TPYIILI KpoBHU (Xg), TIAa3HOTO anbOMHU3Ma (a), uxTHo3a (i) U aHTHoKepa-
TOMBEI (ac).

Jlnst mepBOro y4acTka M3BECTHO, YTO reH Xm AaeT 7% KpoccoBepHbIX ramer ¢ reuom d, 11% - ¢
reHoM G u 16% - ¢ reHom p. ['er G maet 4% nepekpecra ¢ reHom d, 5% c reHom p 1 3% - ¢ reHoMm h. ['en
h maer 12% xpoccunrosepa ¢ renom d.
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Jlnist BTOporo yyactka X-XpOMOCOMBI YCTaHOBIIEHO, YTO T€Hbl Xg U ac 00pa3yroT 28% KPOCCHUHTO-
BepHbIX rameT, Xgui— 11, Xgua—18,amac—10,1ma— 7%.
[TocTpoiiTe KapThl 000MX y4aCTKOB X-XPOMOCOMBI YEJIOBEKa.

PaGoTa 4. 3acnymars pedepaTuBHbIe COOOLICHHUS HA TEMY:
1.ISH- u FISH- rubpuauzamnus
2. XpOMOCOMHBIN MEUHTHHT
3. Monekynsipasie mapkepsl JIHK 1 nx ucnonb3oBaHue 1yisi TEHETUYECKOTO KapTUPOBa-
HUs
4. MonekynsipHble MapKepbl, OCHOBaHHBIE Ha NoJauMepa3Hoi nenHoi peakuuu (ITLP-map-
KEpHI).

CaMocrosiTeJibHASI BHEAYIUTOPHAS pad0oTa 00y4aoIMXcsi M0 Teme:
3adanus ons camocmosamenvHol 8HeayOUMoOpPHOL pabomvl CMYyOeHmMo8 NO YKA3AHHOU meme:
1). O3HaKOMHTBHCSI C TEOPETUYECKUM MATEPHAIIOM I10 TeME 3aHATHS C UCIOIb30BaHMEM KOHCIIEKTOB
JIEKIMHA U peKOMEHTyeMOi yueOHOM JTUTepaTypHl.
2). OTBeTUTH HAa BOIPOCHI AJII CAMOKOHTPOJIS:
[ToHsITHE O HUTONOTUYECKOM KapTUPOBAHUU.
[loHsATHE TEHETUYECKOTO KAPTUPOBAHUSI.
ISH- u FISH- rubpunuzanus
XpOMOCOMHBIN MEUHTUHT
I'uOpuan3anusi COMaTHYECKUX KIETOK
Monexynsapubie mapkepsl JIHK 1 ux ucnosnb3zoBanue A reHETUYECKOTO KAPTUPOBAHUS
MukpocaTeIuTbl | MUHUCATEIUIUTBI KAK MOJIEKYJISIPHBIE MapKePhI
MonekynsipHble MapKepbl, OCHOBaHHbBIE Ha MoIuMepa3Hoil nennoit peakuuu (I1LIP-map-
KEpHl).
3) lloaroroBuTh pedepaTuBHBIC COOOIICHUS HA TEMY:
1.I1SH- u FISH- rubpumu3zanus
2.XpOMOCOMHBIN EUHTUHT
3. Monexynspubie mapkepsl [JHK u ux ncnonp3zoBanue st TeHETUUECKOTO KapTHPOBA-
HUSA
4. MonekynsipHble MapKepbl, OCHOBaHHBIE Ha MoauMepa3Hoi nenHoi peakuuu (IT1LP-map-
Kepbl).

ONoa~WNE

Pexomennyemas jimreparypa:
OcHoBHas:
1. Mure-Beuromos C.I'. I'enernka ¢ ocHoBamu cenekinu. CI16.:, M3parensctBo H-JI, 2015.-720.
2.bouxoB H.I1. Knunnyeckas renetuka: yaeOHuK it By30B.- M.: TDOTAP-Menua, 2011, 592 c.
JlononHuTtenpHast:
1. Konenaesa E.B., Ponuna H.E. O0mas renetuka u reHeTHka yeinoBeka: yueOHoe nocooue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eHeTnka genoBeka ¢ ocHoOBaMU o01Iel reHeTukn: yaeoHoe nocooue. — CI16.: CnerrJIur,
2010, c.192
3. MymxkambapoB H.H., Ky3zuenos C.JI. MonekynsipHast Ouosiorusi. BBeieHre B MOJICKYJISIPHYIO IIUTOJIO-
THIO U TUCTOJIOTHIO: yueOHoe nocodue. - M.: MUA, 2016.

Pa3nes 1: O0mas reneTuka
Tema 1.26. I'enomHbIe TexHOJI0THN 2. PU3HYecKOe KapTHPOBaHUe. PecTPUKIMOHHBIN aHAIH3.
Hean: ChopmMupoBaTh 3HaHUSA 0 METOAaX (PU3MUECKOTO KAPTUPOBAHUS TEHOB U PECTPUKIIMOHHOTO
aHaJn3a.
3agaun:
1. U3yunth MeTO1bl PU3NUECKOTO KAPTUPOBAHUS T€HOB.
2. 3yunTh MeXaHU3MBbl PECTPUKLIMOHHOTO aHAJIN3a.
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OOyuarouuiicst 10J12KeH 3HATD:

A) 1o uzyuenus Tembl (0a3uCHBIC 3HAHUS):

- crpoenue u pynkuuu JTHK, moHsTHE O TEHOME, T€HETHYECKHUE KAPTHI.
b) nocne usyueHus Temsl:

- TIOHATHE O (PU3UYECKOM KapTUPOBAHUH (METOJIbI), KOHTHUHT, PECTPUKIIMOHHBIA aHanu3, OaHK re-

HOB.
OOyyaromuiics 10J15KeH YMeTh:
1. YuTaTh peCTpUKIIMOHHBIC KAPThI.
2. Pematsb 3a1aun Ha PECTPUKIIMOHHOE KAPTUPOBAHUE.
OOyuarouuiicsi 10J17KeH BJIa1eTh:

[TprMeHsTh HABBIKU HUCIIOJIb30BaHUS MHGOPMAIIMOHHBIX, OUOIHOrpaduyecKux pecypcoB C IEbI0
MOJTyYeHUs] HAy9HOW MH(POPMALIMU U OCYHIECTBICHUS KOMMYHHKAIIMA B MEAULIMHCKOM cooOlmiecTse. Pe-

HICHUEM I'CHETUYCCKUX 3aJay.

CaMocTosiTeJIbHASI AyIUTOPHASA padoTa 00y4arommXxcsi Mo Teme:
1. OTBeTUTH HA BONPOCHI 10 TeMe 3aAHATHUSA

[TonsiTre o pu3nyecCKOM KapTUPOBAHUU.

MeTtob! HU3MIECKOTO KapTHPOBAHUS.

OTKpbITHE PECTPUKTA3.

Pectpuknuonnsiii aHamms.

bank reHos.

Meroa «rporyJiika mo XpoMocomMam»»

ogakrwdE

2. [IpakTnyeckasi NOATOTOBKA.

Padora 1. 3acaymiaTs ¥ NpoaHAJIN3UPOBATH pedpepaTUBHbIC COOOLICHUS HA TeMY:

1. AHK-mukpounnupoBaHue

2. AHanu3 KoHGOpMaMOHHHOTO HoauMopdusma oxnonenoueynoii JJHK (SSCP)

3. PemiuTh cuTyaliuOHHBbIE 32/1a41 HA PECTPUKIIMOHHOE KAPTHPOBaHMeE.

1 JIunetinbiii pparment JJHK o6pabotanm pectpukraszoit EcoRI, pecrpukrazoit
Sall u ux cmechro. [IpoTyKTHI peakiuii pa3aeuid B arapo3HOM T'ejle U OKpacHiu Opo-
MUCTBIM dTHIMEM. Pe3ynpTaTsl anekTpodopesa npeacraBieHsl pucyHke. Lludpsl cipaa
YKa3bIBAIOT MPUOIU3UTEIBHBIE pa3Mephl (parMeHToB B I1. H. [locTpoiiTe pecTpuKIInOH-

HYIO KapTy (parMeHTa
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|— 4500
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— 3000
-4— 2500

ft— 1500

4— 1000




2. Inasmuny pUC19 obpabotanu pectpukrazamu BseSI, BspHI 1 ux cmecwio. [IpomykTsl peakiuit
pas3fenuiu B arapo3HoOM Tejie U OKpacHiIu OpOMMCTBIM 3TuAMEM. Pe3ynbraThl 21ekTpodopesa npeacTas-
JIeHBl Ha PUCYHKE LU(PBI CIIPaBa yKa3bIBAIOT NPHOIU3UTEIBHBIE PA3BMEPBl QDPAr-  geust mepn 22551
MEHTOB B II. H. [locTpoiiTe pecTpUKIIMOHHYIO KapTy MIa3MU/IbL.

=3 =3 =3 |Crapr

-— f— 1550
—-— 1000 i~ 1280
-— J— 850
-— BSD
— 450

— - 200
— f— 180

— g 100

3. JIuneiinsiii pparment JIHK oGpaboramu pectpukrazoir ECORV, pecrpuxrasoit

Ndell u nx cmecpro. [IpoayKTsl peakuuii pa3ieuim B arapo3HoM Iejie U OKpacuin
OpOMHUCTBIM ATHIUEM. Pe3ynabpTarel 3JeKTpodope3a NpPeACTaBICHBI Ha PHCYHKE
[ludpsl crpaBa yKa3plBalOT MPUOIU3UTENbHBIE pasMepsl GparMeHToB B 1. H. [lo- = Crapr
CTPOWTE PECTPUKIIMOHHYIO KapTy (pparMeHTa.

EcoRV
mmm

4 ITnazmunnyro JJHK o6paboranu pectpukrazamu Bell, Hinll u ux cmecsro.
[TpoayKThl peakuuii pa3IeIUiIu B arapo3HOM I'ejie U OKPACUIIN OPOMUCTBIM STUAUEM. | | == a— 2200
Pesynbratel anexkrpodopesa npeacrasiensl Ha puc. 8.4. [ludpsl cripaBa ykas3plBaloT - fiﬁ
NpUOIM3UTENbHBIE pa3Mepbl ¢parmMeHTOB B 1. H. llocTpoiiTe pecTpuKIuOHHYIO| | == 1400

KapTy IJ1a3MHUJIbI.
pTy A = 900

—-—
— - | 700
— g 800

L — |— 300

135



5. JIluneitnsiit pparment JAHK o6paboranu pectpukrasoit Hincll, pectpukrasoit Ndell u ux cmecsro.
[TpomyKThI peakuii pa3faeianian B arapo3HOM Telie M OKpacuin OpOMHCTBIM ATHIMEM. Pe3ynbTaThl suiek-
Tpodopesa npencTaBieHsl Ha pucyHke. Lludpsl cpaBa yka3bIBaroT NpUOIM3UTENBHBIE pa3Mepbl (hparMeH-

TOB B II. H. [TocTpoiliTe pecTpUKIIMOHHYIO KapTy (hparMeHTa. Hincti - Kool o
=2 =3 =3 | Crapr
-— = 11000
= 2300
-— 7000
- .m
o | 5000
- 4000
v — o |a—1500
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6. Jluneiinpiii ¢pparment JJHK oGpaboranu pectpukrazoit EcoRI, pecrpuxrasoit
BamHI u ux cmeckro. [IpoaykTsl peakiuii pa3aeuin B arapo3HOM rejie ¥ OKpacuiid 6po-
MHUCTBIM 3THIUEM. PesynbraThl anekrpodope3a mpencraBieHbl Ha pucyHke. Ludpsi
CIpaBa yKa3bIBaIOT MPUOIN3UTENbHbBIE pa3Mepbl pparMeHToB B 11. H. [locTpoiiTe pecTpuk-
[IUOHHYIO KapTy ()parMeHTa.

EcoRl

EcoRl

BamHl gamHi

Crapr

4 850
i 580

= 400
-— 350

4 200
- 150

7. Bupnonnyro(nuueiinyro) JIHK 6akrepuodara A oo6padoranu pectpukrazoii Pvul, pecrpukrasoii Ncol, a
TaK)Xe CMEChIo 00enx pecTpukTas. [IpoayKThl peakiuii pa3aeiuin B arapo3HoM relie ¥ OKpacHiIn OpoMH-

CTBIM 3TUAMEM. Pe3ynbTarhl 3nekTpodopesa mpencraBieHsl Ha pucyHke. L{udpsr

Pwir
Ncol
CIIpaBa yKa3bIBAIOT MPUOIU3UTEIbHBIC pa3Mephbl (parMeHToB B 1. H. Onpeenute =
koopauHats! caiitoB Pvul u Ncol 8 THK ¢ara A. = = = | Creer
18300 -—
18400~ -
14400—p| a=
1aro—| = - |a—11300
9500 —p-] = - f—
-— £Tiﬂﬂ
- 7400
o == 2400
— f—1800 §

8. [Tnasmunuyro JIHK o6paboranu pectpukrazamu EcoRV, HindIIl u ux cmecsto. IlpoaykTsl peak-

IUH pa3leniid B arapo3HOM reje U OKpacujid OpOMHCTBIM 3TUauEM. Pe3ynbTaTsl

anekTpoopesa MmpescTaBieHbl Ha pucyHKe. Lludpbl cipaBa yKa3blBalOT MPUOIU3U-  Ecorv Himait Finaiy

TeIbHBIE pa3Mephl (parMeHTOB B II. H. [loCcTpoiTe pECTPUKIIMOHHYIO KapTy TIa3MUIBL | =y
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9. Jluneiinsnii ¢pparment JJHK obpaboranu pecrpukrazoit Mlul, pecrpukra3zoii
Ndel u ux cmechio. [IpoIyKThI peakiuii pa3aeauiiu B arapo3HoM rejie U OKpacuin Opo-
MUCTBIM 3THIUEM. Pe3ynbraTsl 37ekTpodopesa MmpeacTaBieHsl Ha pucyHke. Ludpsr
CIIpaBa yKa3bIBAIOT MPHONIM3NTENbHBIE pa3Mepsl (parMeHToB B 1. H. [locTpoiite pe-
CTPUKIMOHHYIO KapTy (parMeHTa.

= =3 =3 |Crapr

£l

| 1300

<4~ 1000
|<— 800
|4 70O
|4— 800
[ — 500

<= 400

10. JIuneinsiii pparment JJHK o6padortanu pectpukrasoii Bsp TI, pectpukrasoii
Kpnl 1 ux cmeckto. [IpoayKTsl peakuuii pa3ienuin B arapo3HoM rejie ¥ OKpacuiu 0po-
MUCTBIM ATHAMEM. Pe3ynbraTel snekTpodopes3a mpencraBieHbl Ha pucyHke. L{udpsi
CrpaBa YKa3bIBAIOT NMPUOIU3UTENBHBIE pa3Mepsl (parmMeHToB B I.H. a) [loctpoiite pe-
CTPUKIIMOHHYIO KapTy (pparmenta. 6) Kak Boirisiiesn Obl relib, € Obl 3TOT ke (parMeHT

OBLT KOJBIIEBBIM. M300pa3ute kapTUHY AIeKTpodopesa. - |
<= 800

BspT

£
f

4= 800
= 550
[ 4— 450
- |40

— — e 250
} — g 200

CaMocTosiTeIbHASI BHEAYIUTOPHAsI padoTa 00y4yalolmuxcs 1o reme:
3adanus ona camocmosamenvHol 6HeayOUMopHOL pabomvl CMyO0eHmMo8 No YKA3AHHOLU meme:
1). O3HaKOMHTBCS C TEOPETUICCKUM MAaTEPUAIIOM I10 TEME 3aHATHS C UCTIOIH30BAaHNEM KOHCIIEKTOB
JeKIUH 1 peKOMeHTyeMoi yueOHOM TuTepaTypsbl.
2). OTBETUTH HAa BOIPOCHI AJI1 CAMOKOHTPOJIS:
1. TlonsATue 0 pU3NUECKOM KAPTUPOBAHUHU.
2. Metoap! pU3NUECKOTO KAPTHPOBAHUSI.
3. OTKpBITHE PECTPUKTA3.
4. PecTpUKIMOHHBIN aHAIN3.
5. bank renon
6. Merox «IIporynka mo xpomacomam
3). lloaroroButs pedeparsl:
1. JHK-muxpounnupoBanue
2. AHanu3 KoH(pOpPMAIMOHHHOTO monuMopdu3mMa ogronenodedHoi JTHK (SSCP)

Pexomennyemas jimreparypa:
OcHoBHas:
1. Uure-BeuromoB C.I'. T'enetuka ¢ ocHoBamu cenekiuu. CII0.:, U3gaTteanctBo H-JI, 2015.-720.
2.bouxoB H.I1. Knuanyeckas reHetuka: ydaeOHuK 1t By30B.- M.: [DOTAP-Menuna, 2011, 592 c.
JlononHuTeNbHAS:
1. Konenaesa E.B., Ponuna H.E. O0mas renetuka u reHeTHka yenoBeka: yaueOHoe mocooue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eHeTrka genoBeka ¢ OCHOBaMH 00MIeH reHeTuku: yaeoHnoe nocoodue. — CI16.: CnertJTur,
2010, c.192
3. MymxkambapoB H.H., Kyzaenos C.JI. MonekynsipHas 6uosiorusi. BBenenne B MOJICKYISIPHYIO IIUTOJIO-
THIO U TUCTOJIOTHIO: yueOHoe nocodue. - M.: MUA, 2016.
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Pa3znen 1: O0mas reneruka
Tema 1.27. I'enomublie Texnosorum 3. IHK-mmarnocruka. llpuanun meroaa IIP.
Hean: Chopmuporats 3HaHus 0 Meroaax Boiaenenus JJHK u npuamumnax ITIP.
3amaun:
1. U3yuuth MeTo bl TOTy4ueHus U BbiaeneHus JJTHK.
2. N3yuuts 3Tansl MeToauky nposeaenus [11[P
3. M3yunTh Texaudeckoe ocHameHnue Jaboparopun JJHK-nuarnoctuku.
4. PaccMOTpeTh OCHOBHBIE MOHATHS (MIPUHIIMIL, TEMIIEpAaTypHBIE PEKUMBI, cocTaB Oydepa) meToa
[TLIP.
OOyuyaromuiics 10JI2KeH 3HATh:
5) no uzyueHus TeMbl (0a3UCHBIC 3HAHUSA):
- OuocuHTe3 OeKa, TPAaHCKPHUIIIUIO U TpaHcsauio, crpoenne u Gynkiuu JTHK, perukarnuio [JTHK.
6) mocie U3y4eHHs TeMBbI:
-nonsitue Meroza [11IP, ero TexHUKY BBIMOJTHEHUS, JJaOOpaTOpHBIE yCIIOBUS MpoBeAcHuUs meToa [1LP,
METO/IbI ToNTyueHus U Bbiaenenus JJTHK.
O0yuyaromuiics 10J12KeH yMeTh:
1. CamoctosTenbHO BoITONMHATE MeTo 1 [P nuarnocTuku moa KOHTposIeM mpernogaBaTes.
OOyuaromuiicst 10J12KeH BJIaeTh:
[TprMeHSTh HABBIKU HCITOJIb30BaHUS MH(POPMAITMOHHBIX, ONOIHOTpadUIeCKUX PECYPCOB C IECIBIO
MOJIy4YeHUs] HAYYHOH MH(POPMAIMH U OCYIIECTBICHUS] KOMMYHHKAIIMN B MEAUIIMHCKOM coobiecTBe. Pe-
[ICHUEM TeHETHYECKUX 3a7ad.

CamocTosiTe/ibHAs1 AyIMTOPHAs padoTa 00yyalouuxcs 1Mo remMe:
1. OTBeTUTH HA BONPOCHI 10 TeMe 3aHSITHS

ITonsitue o merone ITIP-auarHocTuke.

KoMITOHEHTHI 111 MOCTaHOBKH.

Mexanusm I111P.

Craguu nocranoBku I1LP.

[TepcniexkTuBbI MpakTHYECKOTr0 UCcoJib30BaHus [IL{P-quarnoctukmu.
Marepuainsl 115 uccaenosanus B merone [1LIP.
Yerpoiicto [TIP-naboparopun.

JlocTonHcTBa M HeaocTaTku Metoaa I1LP.

Mertonb! Beiaenenus u nojaydenus JHK.

CoNR~ LN E

2. [IpakTnyeckasi NOATOTOBKA.
PaGota 1. 3anonauts Tabnuny: «Metosl noxayueHus U BpaenaeHus JJTHKy.

Metoab! Boiaenenus JTHK buoJsiornyeckuii MmarepuaJi JTanbl MeTO/1a

®eHon-x10pohOPMHBII METOJ
skcrpakuuu JJHK

Brigenenue ¢ ucnoin30BaHUEM
HOH-OOMEHHBIX CMOJI

Pa6ota 2. 3anonanuth Tabauity «O6opynosanue s [1IP-maboparopumy

Oo6opynoBanue eab UCNOJIB30BaHUS

AMIUIUPUKATOPBI

TepmocTaTsl HaCTOJIBHBIC TSI MPOOUPOK (OT 25-
95C)

Lentpudyra 1 MUKpOIpoOUpoK
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TpancumroMuHaTop

Pabora 3. 3anonnuts Tabnuny «Metoauka nposeaeHus TILIP.

Oransl I[P

TemmneparypHblIii pe-
KHUM

ean 3Tana

KoaunyecTBO IHKJI0B

1. lenatypanust

2. OTxur

3. DnoHTranus

Pab6ora 4. 3anonauTh Tabnuny «KoMIOHEHTHI peakKIIMOHHOM CMEch.

KOMITIOHEHTHI peakMOHHOU
CMECH

CocraB KOMIIOHEHTOB

Llenp ucnoabp30BaHUS

1. llpatimepwi

2. Tag-nonumepasa

3.Cmeco 0€30KCUHYKIe0-
muompughocghamos (OHTD)
4. byghep

5. Ananuzupyemviii 0bpazey

6. Buympennue koHmpoau

1. IHK-301001

Pabora 5. Boinucats B TeTpaip foctonHcTBa Metoa [P u nath UX XapakTepUCTUKY: BbICOKas 4yB-
CTBUTEIIHOCTb, CIIEU(PHUIHOCTD, YHUBEPCATbHOCTD, SKOHOMHS BpeMeHH, 3(pPEeKTUBHOCTD, IIUPOTA UCCIIE-
JIyEMOT0 KIIMHAUYECKOTO MaTepHall.

Pabora 6. Beimonnuts nabopatopusiii Mmeton I[P mox pykoBoacTBoM npenoaaBarens. Hamucats o1-

YcCT.

CamocrosiTeabHast BHEAyaAUTOpPpHas paﬁoTa oﬁyqamnmxca o TemMe:
3a,I[aHI/I$[ JJIA CaMOCTOSTEIbHOU BHC&y,Z[HTOpHOﬁ pa6OTI>I CTYACHTOB 110 YKa3aHHOI71 TEMC!

1) O3HAKOMUTHCS C TCOPCTUUCCKHUM MATCPHUAJIOM I10 TEMEC 3aHATHA C UCITIOJIb30BAHNEM KOHCIICKTOB

JEKIUHA U peKOMeHTyeMoi yueOHOM IuTepaTyphl.
2). OTBETUTH HAa BOIPOCHI AJI1 CAMOKOHTPOJIS:

Mexanusm I1LP.

CoNoOAWNE

Craauun moctanoBku [11{P.
[IepcniexkTuBBI IpakTUUECKOTO UCT0JIb30BaHus [ILIP-nquarnoctuku.
Marepuainsl 115 uccnenoanus B metone [1LIP.
Yerpoiictso ITLP-nabopatopun.

HocrounctBa u HegocTatku metoja ITHP.
Metone! Beaenenus u nonydenus JJHK.

ITonsitue o merone IIIP-guarnocTuke.
KoMmnoHeHTBI /17151 TOCTaHOBKH.

3). I[IpoBeputh cBOM 3HAHUS C TOMOILbIO TECTOBOT'O KOHTPOJIS:
1. B JHK-1uaraocruke HacJ1eICTBEHHbIX 3a00/1eBAHU MOKHO UCI0JIb30BaTh:

1 TILIP

2 [1APD

3 brnotTuHr-rubpuau3anus

4 JIByMepHBIi 251eKTpodopes

2. B IIIIP BbIACASIOT CTAUU:

1 nenarypauus JIHK
2 OTKWT IpaliMepoB
3 nyroHTaNMA IEeH
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4 rubpuau3anus
3. Cunre3 HoBoii nenu JJHK Ha oTcTaromeii nenu B npoiecce peniuKamiu oCylecTBJIsIeTCs:
1 nuckpetHo
2 HEeNpepbIBHO
3 ¢ momomipio pparmeHToB OKazaku
4 yCKOpPEHHO
4. T'mopuam3amus iN-Situ ¢ MeYeHbIMH 30HAaMH MO3BOJISIET
A OKanM30BaTh MOCIEI0BATEIbHOCTh HA XPOMOCOME UJIU B €€ JIOKYyCe
b u3y4uTh pecTpUKTHYIO KapTy 30HAa
B uccnenoBaTh HyKJICOTHAHBIA COCTaB 30H/a
I" nuccnenoBaTh pacCTOSHUE MEXAY 30HAaMU
J1 onpenenuTh NOCIeA0BaTeIbHOCTh PACIIOJIOKEHHUSI TEHOB B XPOMOCOME

Pexomenayemas qurepartypa:
OcHoBHas:
1. Mure-Beuromos C.I'. TI'enernka ¢ ocuosamu cenekiun. CI16.:, Usmarensctso H-JI, 2015.-720.
2.boukoB H.II. Knuanveckas reHeTuka: yudeOHHK 11 By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JlononHuTenpHA:
1. Konenaesa E.B., Poquna H.E. O0mas renetuka u reHeTHKa 4enoBeka: yueOHoe nocoodue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. 'eneTuka yenoBeka ¢ ocHoBaMU o011el reHeTHku: yaeoHoe nocooue. — CII6.: CnenJlur,
2010, c.192
3. Mymkam6apos H.H., Ky3uenos C.JI. MonekynsipHas Ouonorusi. Beenenue B MONEKyYJISAPHYIO HUTOJIO-
THIO U TUCTOJIOTHIO: yaeOHoe mocodue. - M.: MUA, 2016.
4. MyroBuH ['.P. Kiinnuueckas renetuka. ' eHoMuKa U npoTeoMHKa HAaclIeICTBEHHOM MaTogoruu [Diex-
TPOHHBIN pecypc]: yaedHoe nocobue. - M.: I'DOTAP-Menua, 2010.

Pa3nea 1: O01mas reneruka
Tema 1.28. I'enomHbIe TexHo0run 4. BaorTunr-rudpuanzanus. Mertoq - rejib-3jaekrpogopesa. Ce-
KBEHHPOBaHUe.

Heab: ChopmupoBaTh 3HAHHS 0 METOIaX OJIOTTHHT — THOPUANU3AINH, CEKBEHUPOBAHUH, T€HETHYe-
CKOM 3JIeKTpodopese, pa3iruyaTh X METO/bI, BBIMOJIHUTH Ha MPAKTUKE METO]I TEHETUUYECKOI0 AIEKTPOPO-
pesa.

3agauu:

1. I3yuuTh MeTOIbI OJOTTUHT - TUOPUIU3ALIUN

2. 3y4uTh METO/Ibl CEKBEHUPOBAHUS.

3. M3y4uth MeTOJ TeTb - 31eKTpodope3a U BHIMOIHUTH B Ta0OPATOPHBIX YCIOBHUSX.

OOyuarouuiicsi 10J17KeH 3HATD:

A) 1o u3yueHus Tembl (0a3UCHbBIC 3HAHUS):

1. depMeHTHI U peakIuu, MPUMEHIEMbIC B TCHHOW WHKEHEPHH.

DOHponykneassl pectpukinn, JIHK-nmura3a, noauHykIeoTu-KuHa3a, menoyHas ¢pocdarasa.
JHK-nmomumepaszbr. O6paTtHas TpaHckpunrtasa. [lonumepasHas mnemnHas peakifusi.
Xumnueckuit cunrte3 JJHK. Tpanckpunius invitro.
PexomOuHanTHBIE Oeku. BekToph! 11 SKCpeccum.
JHK. Xumnueckoe ctpoenue. KomruiemenTapHbie mapsl, TUIb ciupaieid. CTpoeHue 0ak-
TEPUATBHON U 3YKapUOTHYECKON XPOMOCOMBI.

7. Snpo u ero obnactu. XpomatuH. Hykiieocombl, THCTOHBI 1 UX MOAU(DUKAIUHU. Dy- U TeTe-
poxpoMaTuH. /loMeHbI XpoMaTHHA, YYaCTKH MPUKPEIIeHUs! K MaTpukcy. LleHTpomeps! u
TeJoMepbl. Y UIMHEHNE TenoMmep. Tenomepasa.

b) nocne usyueHus Temsl:
MOHATHE O TUTIAX OJOTTUHT — TMOPUIN3ALINY, BUAX CEKBEHUPOBAHUS, O METO/IaX T'ellb- AJICK-

ok wd

Tpodopesa.
OOyyaromuiics 1017KeH YMeTh:
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1. CocTaBuTh TaOAMILY IO METOIaM OJIOTTUHT - THOPUAM3AITHH.

2. BBIOJTHUTE METOJ reib 31eKTpodopesa B Ja00OPaTOPHBIX YCIIOBHUSX.

3. CocTaBuTh TaONHIy O00OPYIOBAHUS JIJISl IPOBEACHUS CEKBEHHUPOBAHUS.

OoOyuaromuiics 10JI2KeH BJIAJAeTh:

[TprMeHSTh HABBIKU HMCIIOJI30BaHUS MH(GOPMAITMOHHBIX, OUOIHOTpaduIecKUX PeCypcoB C IENbIO
MOJIyYEHHUsI HAyYHOH MH(DOPMAIIMK M OCYIIECTBICHUS KOMMYHHKAIIUU B MEIUITMHCKOM cooOinectre. Hc-
M0JIb30BAaTh KOMITBIOTEPHBIE TIPOTPAMMBI 111 00paOOTKH MEIUKO-TEHETHYECKUX MCCIIEAOBAHUM.

CaMocrosiTeJibHASI AyIUTOPHASA padoTa 00y4yarommXxcsi Mo Teme:
1. OTBeTUTH HA BONPOCHI 10 TeMe 3aAHATHUSA
1. KpaTkas xapakTepucTuKa BUI0B OJIOTTUHT — rTHOpUAU3aiK (BECTEPH-0JIOTTHHT, HO3EPH-
OJIOTTHHT, cay3epH-OJIOTTUHT, JOT-OJOTTHHT)
2. TeopeTnueckoe U3yuyeHue aHalin3a OJIOTTHUHT — THOPUIN3ALUU
3. Oransl cekBeHupoBaHus. [Iporpamma «I'eHOM uenoBekay.
4. Metopsl renb — anektpodopesa. CBoricTBa arapossl u [TAAT.

2. [IpakTHyeckasi MOArOTOBKA.
Padora 1. U3yunTh MeTObI MOJIEKYJISIPHO-TEHETHYECKOT0 AaHAJIN3A.

1) CocraBuTh TabIHILY 10 AMMapaType AJsl IPOBEACHHUS UMMYHOOJIOTHHTA.

2) CocraButh TabMIly 3TAroB nposeaeHust Cay3epH — OJIOTTHHTA.
3) CocraBUTh CPABHUTEIHHYIO TAOJIMILY IO Pa3HBIM BHIAM CEKBEHUPOBAHHS.

MeTtobl cekBeHHpPOBa- | MeTol OCHOBaH Ha. .. DTarnbl MPOBEJCHUS Me- | «+» H «-» METOJIOB
HHUS TOJa

1. Merox Makcama-

I'mnbepra

2. Metron Canrepa

4) TloamucaTh Ha3BaHUS M HA3HAYCHUE ATapaTyphl VI POBEICHUS Iellb-3JIeKTpodopesa.
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PaGora 2. I[IpakTuyeckasi pa6oTa mo mocTaHOBKe METO/a I'elib — 3JeKTpodopesa B arapo3HOM rejie.
Xoo pabompbi:

o

o

o

Jliia mpuroTtoBneHus arapo3Horo renst B CBU-neun wnm Ha BoJIsIHOM OaHe pacIuiaBlsSiOT CMECh
arapo3ssl, Oydepa 1 BObI.

OxnaxaenHyro 1050-60°C cMech TOHKMM CIIOEM 3aIHBAIOT B (OPMY U C TOMOIIBIO CIIEIHAITb-
HBIX TPEOCHOK AETAI0T B Telie IYHKH I HaHeCeHHs oOpasia.

Uccnenyemsrit mpenapar (pactsop 6enka, JIHK niu PHK) BHOCAT B JIyHKY, pacrioiokeHHYIO Y
Kpasi Telisl - MOJTYKUJAKON CPEeIbl C CeTYATON MPOCTPAHCTBEHHOHN CTPYKTYpO (OOBIYHO IS DJIEK-
Tpoopesa UCTIOIB3YIOT TOHKUE TUTACTUHBI T'elis).

Haxopsmmecs B OydepHOM pacTBOpe MaKpOMOJIEKYIIBI 00J1a1al0T HEKOTOPBIM CyMMapHBIM
3IEKTPUUYECKUM 3apsJIOM, U KOT/1a Yepe3 Ireiib MPOITYCKAIOT 3JIEKTPUUECKUI TOK, OHU IIepeMelia-
I0TCA B JIEKTPUYECKOM I1oJie. MOJIeKyJibl OAMHAKOBOIO pa3Mepa (M OJJMHAKOBOIO 3aps/ia) IBU-
KYTCsl €TUHBIM (PPOHTOM, 00pa3ys B rejie AUCKPETHbIE HEBUAUMBIE OJIOCHL. YeM MeHbIIIe pa3-
Mep MOJIEKYJI, TEM OBICTPEE OHU JIBUKYTCS.

ITocTeneHHO UCXOQHBIN NIpenapar, COCTOSIINN U3 PA3HBIX MAKPOMOJIEKYJI, Pa3JesaeTCs Ha
30HBI, pacrpeaeseHHbIe N0 JUIMHE IUIACTUHKH. 3a X0JI0M 3JIeKTpodopesa ciaeidr Mo nepemelie-
HUIO B T'€JIe KPACUTENA - 3apsKEHHOI0 HU3KOMOJIEKYJIIPHOIO BEILIECTBA, KOTOPOE BHOCAT B KaX-
IyI0 JTYHKY NIepe]l HauajaoM 3JIeKTpodopesa.

Korna kpacurenb 1ocTUraeT KOHIA MJIACTUHBI, 3JIEKTPO(Ope3 OCTaHABIMBAIOT, a I'ellb OKpAIIU-
BaIOT KPAaCUTEJIEM, IIPOYHO CBS3BIBAIOLIUMCS C O€IKaMU WM HYKJIEMHOBBIMU KHCIOTAMHU.

Ecnu o6pazen npeacraBiser co00i TUCKPETHBIM HA0Op MaKpOMOJIEKYJ pa3HOrO pa3Mepa, TO Mo-
clie aneKTpodopesa nosryyaercss Habop YETKUX IM0JIOC, PacIOIOKEHHBIX OJHa oA aApyroi. Eciomn
XKe pacIpeielieHue MOJIEKYJI o pa3Mepy OoJiee I MeHee HEIIPEPBhIBHO, TO MOJyYaeTCsi CMa3aH-
Has KapTHHA.

ITo MHTEHCUBHOCTHU OKPACKH MOJIOC MOKHO CYJUTh O KOHIIEHTPAIlUU MaKpOMOJIEKYJ B 00pasIie.

Hanucamv omuem no pe3ynomamam pabomsi u coeiamsv 8b18000bl.

Pa6otra 3. 3anomauTh cxemy «Buasr biorTtrHra, ux memaby.
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BJIOTTUHT

Pa6ora 4. 3acnymars pedepaTuBHbIE COOOLICHUS IO TEME:

1. ITpoekT «I'eHOM uesioBeKay.

2. CpaBHHTENIbHASL XaPaKTEPUCTUKA PA3IUYHBIX METOIOB OJIOTTHHT — THOPUAN3ALINY.
3. [IpuHIMI MeTO/1a CEKBEHUPOBAHUS U UCTOPHS €r0 CO3aHUsI.

CamocrosiTe/IbHASI BHEAyAUTOPHasi padoTa 00y4arommxcs 1o remMe:
3aoanus ona camocmoamenbHol 8HeayOUMopHoU pabomvl CMYOeHmMOo8 NO YKA3AHHOU meme:
1). O3HaKOMUTBHCS C TEOPETUYECKHUM MaTepUATIOM IO TeMe 3aHSATHUS C UCIOIb30BAaHHEM KOH-
CTIEKTOB JICKIIUH ¥ PEKOMEHIYeMO# y4eOHOH JINTepaTyphl.
2). OTBETUTH HAa BOIPOCHI AJII CAMOKOHTPOJIS:
[TonsiTHE O OJOTTUHT — THOPHUIU3ANN
Bunel cekBeHnpoBaHuUs
Oransl mporpaMMbl «I'€HOM YeoBeKay
[Tpunmn Metona remp-31neKkTpodopesa
CaoiicTBa araposbl
CBoiicTBa MOTUAKPHIAMUIOTO Telis
Dransl U 1eNb BECTEPH-0JI0TTHHTa
Dransl U 1eN1b HO3epH-0JI0TTHHTA
DTarnsl 1 1eNb cay3epH-0JIOTTHHTA
0. Dramsl U 11eNb JOT-0JIOTTHHTA

BOooNooa~WONE

3). IoxaroToButk pedepaTuBHbIE COOOIIEHUS 110 TEME:
1. IIpoext «I'eHOM YestoBeKay.
2. CpaBHMTENNbHAS XapaKTEPUCTUKA PA3IUYHBIX METOJIOB OJIOTTUHT — THOPUAN3ALINY.
3. IlpuHImI MeTOAa CEKBEHUPOBAHUS U HCTOPUS €T0 CO3/IaHMS.

PexoMenayemasi iuTepatypa:
OcHoBHast:
1. Mure-Beuromos C.I'. T'enernka ¢ ocuoBamu cenekinn. CI16.:, U3smarensctso H-JI, 2015.-720.
2.bouxoB H.I1. Knuauueckas renetuka: yueOHUK a7 By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JlonmonHuTENHHAS:
1. Konenaesa E.B., Poquna H.E. O6mas reHeTnka u reHeTHKa 4eloBeKka: yaeOHoe mocoodue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. ['eneTuka yenoBeka ¢ ocCHOBaMU 00111ei reHeTHku: yaeoHoe nocoodue. — CI16.: CnenJlur,
2010, ¢.192
3. Mymkam6apos H.H., Ky3uenos C.JI. MonekynsipHast Ononorusi. Beenenue B MOJNEKYISIPHYIO IUTOIO-
THIO U TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.
4. MyroBuH ['.P. Knunuueckas reneTuka. [ eHOMuKa U mpoTeoMHKa HAcIeICTBEHHOM MaToinoruu [Jnek-
TPOHHBIN pecypc]: yue6Hoe ocobue. - M.: [DOTAP-Menua, 2010.
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Pa3gen 1: O01as reneTuka
Tema 1.29. KomnboTepHasi reHeTHKA. AHAJIN3 reHeTH4eCcKUuX 0a3 JaHHbIX. KoMnbloTepHbIe TUArHo-
CTHYECKHE MPOrpaMMBbl.

Heab: ChopmupoBaTh yMEHHS TIOJIB30BATHCS HHTEPHET-PECYpPCaMu ¢ OMOMETUITMHCKUMU 0a3aMu
JAaHHBIX IS JUarHOCTUKH IeHETHYECKUX 3a001eBaHUM.

3amaun:

1. N3yunTh 0COOCHHOCTH Pa3IMYHBIX 0a3 TaHHBIX.

2. [To3HakOMUTHCS € MPOLIECCOM MOUcKa HHGOpMaluu Ha OMOMEIUIIMHCKOM pecypce.
3. Ocy11ecTBUTH MOMCK TeHETUYECKOT0 3a00JIeBaHMs ¢ ToMoIIbI0 TopTaga OMIM.
OOyuyaromuiics 10JI2KeH 3HATh:

1) 710 U3y4eHHs TeMbI (0a3UCHBIC 3HAHUA):

- TCHETHYCCKUI KOJI, CTPOCHUE I'eHa, TeHETHYCCKUI JIOKYC, MyTall¥s, HacJIeJICTBCHHBIC 3a00IeBa-
HHs, 0a3a JJaHHBIX.

2) MIOCJIC U3YUCHUS TEMBI:

- MOHATHE O OMOMEIMIIMHCKHUX 0a3aX MaHHBIX, OCOOEHHOCTH PA3IMYHBIX 0a3 JaHHBIX, MTOUCK WH-
dbopmaruu B OMOMETUIIMHCKOM 6a3e TaHHbBIX.

OO0yuaromuiics 10/15KeH YMeTh:

1. [Tonb3oBatbes mouckoBeiMU MHTEpHET-pECcypcamu.
2. CocraButh TaOIHILY 10 OUOMETUITMHCKUM 0a3aM JaHHBIX, UX OCOOCHHOCTSM, COJIEPKAHUIO.
3. C nmomorsio noptasia OMIM ocymiecTBIATh MOUCK T€HETHYECKOTr0 3a00JIeBaHUsI.

OOyuarouuiicsi 10/17KeH BJIaJeTh:

[TprMeHsTh HABBIKU HUCIIOJIb30BaHUS MH(GOPMAIIMOHHBIX, OUOIHOrpadudecKux pecypcoB C IENbI0
MOJTyYCHHUSI HAYYHOH MH(OPMAIMH U OCYIIECTBICHUS KOMMYHHKAIIMHA B METUITTHCKOM COOOIIECTBE.
Hcnonb30BaTh KOMIBIOTEPHBIE POTPAMMBbI 1J11 00paOOTKHU MEIMKO-TEHETHUYECKUX UCCIIEAOBAHUM.

CamocrosiTe/IbHAs1 ayIMTOPHAs padoTa o0y4yaruuxcs 1o remMe:

1. OTBeTUTH HA BONPOCHI 10 TeMe 3aHIATHUSA

AHaM3 reHeTHYeCKuX 0a3 JaHHBIX.

[TonsiTHe 0 OMOMETUIIMHCKOM 0a3e TaHHBIX.

Knaccudukanus 6noMeTuImHCKuX 0a3 JaHHBIX.

Hanmonanensiii Lentp 6nonndopmaruku (NCBI).

baza nanneix "MeHnaeneBckoe HacienoBanue y yeiaoseka" (OMIM).
baza gannbix reHeTrdeckux nocieaoparenbHocteit (GenBank).
ba3a naHHBIX pacmmpeHHoN MenuHCKoN tuTepatypsl (PubMed).
Human Gene Mutation Database (HGMB).

baza ganHbIX mocnenoBarenbHocTel 6emkoB (UniProt)

10 baza gannbix, nocesenHas 6enkam (PROteinSITEs)

11. ba3za maHHBIX HacieACTBEeHHBIX OoJie3Her (GeneTests)

12. baza nannbIx 0 renax yenoneka (GeneCards).

CoNoOA~RWNE

2. [IpakTnyeckasi MOArOTOBKA.

Padora 1. CocraButh Tabnuiy «Oco0eHHOCTH OMOMEAUIIMHCKIX PECYPCOBY.
Ha3zBanue pecypca OcobeHHOCTH pecypea Kakyro nadopmariro comep-
JKHUT

Padora 2. [ToznakoMuthes ¢ mouckoM B 6aze nanasix OMIM u ocyiiecTBUTH TOKCK JIF0OOOTO HACTIE-
CTBEHHOTO 3a00JIEBaHHS Ha BHIOOP IO AITOPUTMY.

Oopa3en padoTsl ¢ nmporpamMmoii «SynDiag» Ha npumepe cunapoma Jlayna.
1.3axo1uM B mporpammy.
2. Ilepen HaMH BCIUIBIBAET MEHIO IIPOIPAMMBI.

145



IIporpamma
Cun/luaz

3.lanee BbIOMpaeM BKJIAJIKy IUArHo3.
4. OTKpBIBaeTCS IIIaBHOE MEHIO, B KOTOPOM UTO OBl OCYILIECTBHUTD MTOUCK 3a00JI€BaHUS 110 CUMIITO-
MaM HY>KHO Ha)KaTh Ha KHOINKY «BBIOOp cCHMIITOMOB»

6.BpiOnpaeM HyXHBII HaM pazen U KIUKaeM.
B ciyuae ¢ cunapomom JlayHa Mbl IMeeM ClIeyIOIIe CUMITOMBI: THITOTOHUS, MOHTOJIOUTHBIN pa3pe3
J1a3, OpaxuIaKTUINSI KUCTH, TUIOCKOE MEPEHOCHE.
J1J1s1 MOHTOJIOMTHOTO pa3pesa Iiia3 HaM HYXKHO nepeiitu B paznen «llepruopOuTanpHast 001acTby.

146



7.MBl nionaiaeM B MEHIO, TJI€ Mbl JJOJDKHBI BEIOPATh OpraH, B KOTOPOM JIOKaIM30BaH CUMIITOM.
JJ11 MOHTOJIOUTHOTO pa3pesa a3 HaM HYXKHO KIMKHYTh «Beku/Tiia3Hble e 1 BEIOpaTh HYKHBIH
HaM CHMIITOM Ha)kaB Ha HETO OJUH pa3.

13 | 3 1.13| Monronowansin paspes raas

8. Ilocne HaxaTHsl Ha HYXXHBIH HaM CHMIITOM, MBI BO3BpaIllaeéMcsi B MEHIO BHIOOpA CHCTEMBI, IS
ATOrO0 KJIMKAEM J[Ba pa3a Ha KiaBully «Bsixom».

[Touck manpHEHIINX CUMIITOMOB OCYLIECTBIISIETCS aHAJIOTMYHBIM METO/I0M.
9.I1ocne Toro Kak Mbl BEIOpaJIM BCE CUMIITOMBI, MbI BO3BpAIlaeMCsl B I[NIABHOE MEHIO MPOTPaMMBI.

Brifiop cuMnTOMOE

YnaneHue BCEX CHMNTOMOE

YnaneHue 0TM. CHMNTOMOB

MNouck BepoATHOro AMarHosa

Mouck auar. no npusnakam

10. I[JISI IIOMCKa BEPOATHOI'O IWAarHo3a KJIMKAacM Ha KHOIIKY «ITouck BCPOATHOI'O JUATHO3a».
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PesynbTat noucka gnarHosa

PesynuLTaT noMcka aMarHosa no amM cpea | 1965

Hamgeno II' CMHAPOMOB, BEPOATHOCTL KoTophi Gonbwe |10.00%

Hom. Hom.B 6utn. BepoarHocTe Hma

1 688

95.41% JNayna [tpucomun 21) cungpom

JlMarHocTudeckHx 0B B

Bcero | 4 | Ms nux cosnano [ 3 |

B arenbHbIX 0B B

atinon

Mpusnaku

Bcero U3 Hux coBnano II'

3 OB

Bcero W3 Hux ve cosnano | | 0 |

B nosiBuBIIEMCSI MEHIO MBI BUIUM, HCKOMBIA HAMHU AUAarHo3 — cuapom JlayHa.
11.Yro 661 MOCMOTpPETH KaKUe €Ile CHMIITOMBI COOTBETCTBYIOT JaHHOMY 3a00JIeBaHUIO KIIMKAeM Ha
knasuiny «llla6mon» u B nosiBuBIIemMcst MeHio «111abmon cunapomay.

| Wabnon cnuapoma: Jdayna (tpncomna 21) cunapom

o] x|

Homep Koa Mpuzsnaku
1 TunoToHua i
2 MOHroN0OMAHWA paspes rnas #

h 112 Mnockoefsanaswee nepeHocLe #
4 B pasHAaKTHAHA KHCTH #
5 1. 4 1 3apepxka HHTEANEKTYANLH. PASBHTHA +
) 2 1.1 b /! FATHINOK + 30
7 2 1.7 Mukp /MuKp + 30
8 3 1 4 b p fysKue r. wWenH + &0
9 3.1 9 InukaHT + 20
10 3 11 MuneprenopusmM + 20
11 4 3.7 Marna bpywemnoaa + 50
12 5 1. 7 Manenbkui Hoo + 50
13 B 1. 7 Por “kapna™ + hO
14 6. 4 3 M akpornoccun + &0
15 6. 4 5 Bricynyrmi Aasbik + 5o
16 o101 ManeHbkHe YwHBIE PAKOBHHBI + 20
17 1. 9 [Npoune AUCNNA3HH YIHBIX PAKOBHH + 20
18 8 2 1 JeqpexTol cepleyHOA NEPErOPOAKH + 20
19 8 31 p p bot npoToKka + 20
20 12, 212 Kpunropxusm + 20
21 13. 1. 5 HaHuzm + b0
22 13. 2. 1 MpeHaranbHaa rUNONAasHA + &0
23 14 1. 2 KopoTkaa wen + 30
24 14 1. 4 llefnbie craanku + 30
25 17. 1. 8 l'uneps nacTHYHOCTEL CYCTABOE + &0
26 18. 1. 4 lNonepeyHan AMHUA NANOHH + &0
27 18. 1. 9 KopoTkan KHCTB + 20

12.J1ns1 Toro uro 661 HocMOTpeTh oTorpaduu noxydeHHoro 3adoneBanus kiukaem «lllabmon» na-

nee «Dororpadum.

Pa6ora 3. 3anonHuTh TaONHUILY ¢ MOMOLIBIO TporpaMmel «Syn Diag.

J/{narno3 o nporpamme
«SynDiag»

M cxoaHbIE CUMITTOMBI

HacToTa BcTpeuaeMocTu
CHMIITOMOB

'HacTo BcTpeuaromuecs A0-
MOJIHUTEBHBIE CUMIITOMBI

l'unotoHust Cunnpom JlayHa
IMoHroJIOuAHBIN pa3pes raas3

BanI/IZ[aKTI/IJ'II/Iﬂ KUCTHU

75%
90%

70%

[Lnockoe nepeHoche

Muxporedanst

IbobII0i HOC

[[Iupokoe mepeHocke
Pacmienaa nebda
TTocTakcuanbHas O IaKTHIIHS
KUCTHU

["'Mrepas1acTHYHOCTh CYCTaBOB
['unepanacTudHas Koxa

PyO11b1 KOXH

[Iposanc MUTpaNbHOIO KilalaHa
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IAmiasus pamgyXKu

Hanu3zm

IAHOpEKTaJIbHbIE TOPOKH
Jlucruia3uu yIHbIX PaKOBUH
BasepikKa HHTEJUIEKTYalbHOTO pa3-
BUTHS

Jonuxornedanus
Brepapodrmos
MukpocTomMus

Haxn3m

Crorma-kavaika
[MpeHaTanbHas THITOTUIA3HS

JKTOMHS XPYyCTalIUKa
IAHEeBpU3Ma
Bricokuii poct
|ApaxHOJaKTHIINS
Muonus

IATa3ust MaTKU
['umonmnasust SUYHUKOB
Hanuzm

KopoTkas mes
LIeiHbIi nTepUrnym

Heiipodrbpomsr

[MaTHA «xO(he ¢ MOTOKOM»
"amapTpoMa paryXku
Hannsm

BecHymmku

IATIIa31s SIMYCK

[EBHYXOHIHOE CIIOKEHUE
["MnoIuIa3us MmoJIoBOro YjacHa
Bamepikka HHTEIDICKTYAIEHOTO pa3-
BUTHS

Padora 4. Ilpocmorperh (otorpaduu OOJBHBIX C JAHHBIMH 3a00JICBAaHUSMH B TIpOrpamme

«SynDiag». BeissBUTh AUCMOP(H3MBI XapaKTEPHBIE ISl HACTCICTBCHHbBIX 3a00I€BaHuUi.

Pa6ora 5. ITo nmporpamme «Poroki» 03HakOMUTBCS ¢ KITMHUYECKOH KapTUHOH XPOMOCOMHBIX 3200~

JIEBAHUMU.

CamocrosiTeabHast BHEAyAUTOpPpHas paﬁoTa oﬁyqamumxca Imo TemMe:

3aoanus ona camocmosamenvHoll 6HeayOUmopHoL pabomsl CMyO0eHmMo8 no YKA3aHHoU meme:
1). O3HaKOMHTBCS C TEOPETUICCKUM MAaTEPUAIIOM IO TEME 3aHSTHS C UCTIOJIb30BAHNEM KOHCIIEKTOB

JEKIMHA U peKOMeHTyeMoi yueOHOM IuTepaTyphl.
2). OTBETUTH HAa BOIPOCHI AJI1 CAMOKOHTPOJIS:
AHanu3 reHeTH4YecKnXx 0a3 TaHHBIX.
[TonsiTue 0 OMOMETUITMHCKON 0a3e TaHHBIX.
Knaccudukanus 6noMeTuImHCKUX 0a3 JaHHBIX.
Hanmonanensiii Lentp 6uonndopmaruxu (NCBI).
baza nanueix "MeHeneBckoe HacienoBanue y yenaoseka" (OMIM).
baza gannbIX reHeTHUecKuX mocieaoBarenbHocTel (GenBank).
ba3a gaHHBIX pacmMpeHHol MeauMHCKON uTepaTypsl (PubMed).
Human Gene Mutation Database (HGMB).
baza ganHbIX mocnenoBareabHocTeit 6emkoB (UniProt)
baza gannbix mocesmenHas 6enkam (PROteinSITEs)
ba3za naHHBIX HaciaeacTBEHHBIX OoJie3Her (GeneTests)
baza gannbix o renax gyenoseka (GeneCards).

LCoNoOA~WNE

e S
N e o
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PexoMennyemas jureparypa:

OcHoBHas:
1. Mure-Beuromos C.I'. I'enernka ¢ ocuosamu cenekinn. CI16.:, Usmarenscteo H-JI, 2015.-720.
2.bouxoB H.I1. Knuanyeckas renetuka: ydeOHuK 1t By30B.- M.: [DOTAP-Meaua, 2011, 592 c.

JlononHuTenpHas:
1. Konenaesa E.B., Poquna H.E. O0mias reHeTHKa 1 TEeHETHKA YeoBeKa: yueOHoe mocodue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eneTrka yenoBeka ¢ oOCHOBaMU 00111e# reHeTuku: yueoHnoe nmocoodue. — CII16.: CnernJlur,
2010, c.192
3. Mymkamb6apoB H.H., Ky3uenos C.JI. MonekynsipHas Ouosnorusi. BBeneHue B MOJIEKYJISIPHYIO ITUTOJIO-
THIO U TUCTOJIOTHIO: yueOHoe mocooue. - M.: MUA, 2016.
4. MyrosuH I'.P. Knunuueckas reneruka. ['eHOMuKa ¥ npoTeOMuUKa HaCIE€ACTBEHHOM NaTOJIOrHU [DIek-
TPOHHBIN pecypc]: yuebHoe mocodue. - M.: [DOTAP-Menua, 2010.
5. DNEKTPOHHBIE PECYPCHI:

1. http://www.hgmd.cf.ac.uk/ac

2. https://www.genetests.org/

3. https://www.ncbi.nlm.nih.gov/

4. http://omim.org/

Paznen 1: O0mas reneTuka
Tema 1.30. OcHOBHbIE NIPUHIUNIBI TEHOMHKH.
Ieab: M3ydnuTh OCHOBHBIE Pa3eiibl TCHOMUKH W UMETh MPEACTABICHUE O XapaKTEPUCTUKE TeHOMA YeJI0-
BEKa.
3agauu:
1. PaccMOTpeTh CTPYKTYPY T€HOMHUKH U CBSI3b KQKJOTO HAIIPABJICHUS C MPAKTUYECKUM TPUMEHEHUEM.
2. 3akpenutb 0COOCHHOCTH CTPOCHHS TEHOMOB SYKapHOT U MIPOKAPHOT.
3. 3y4uTh reHOM 4eTIOBEKa M METO/bI €r0 U3yUeHUSI.
Oo0yuaromuiicsi 10J17KeH 3HATh:
A) 10 U3y4eHUs TEMBI:
1. OcobeHHOCTH CTPOEHHE TEHOMOB IIPOKAPUOT U 3YKAPHUOT.
2. MHOTOYpOBHEBYIO OpTraHU3aIMIO TEHOMA.
b) nocne usyuenus temsl:
1. [TonsiTHE TeHOMa, TEHOMHUKHU U MPOTEOMUKH.
2. XapakTepHucTHKa TeHOMa YeJIOBEKa M METOJIbI €T0 U3ydeHUS
3. [Iporpamma «I'eHOM YenoBeKa», METUIIMHCKOE 3HAUEHUE €€ PE3YIbTaTOB
Oo0yuaromuiicsi 10J15KeH yMeTh: pad0oTaTh ¢ TEHETUYECKUMU KapTaMH XPOMOCOM, TEHOMOM 4YeJIOBEKa.
Oo0yuarmuiicsi 10J17KeH BJIa1eTh:

[IpuMeHATh HABBIKHM WCIIOIH30BaHUS WH(POPMAITMOHHBIX, OUOIHMOTrpadUUECKUX PECYPCOB C IENbIO
MOJTy4YeHUsl Hay4yHOU WH(OPMAIIUU U OCYIIECTBICHUS KOMMYHUKAIIUY B MEAUIIMHCKOM COOOIIIECTBE.
Hcrnonb30BaTh KOMITBIOTEPHBIC MPOTPAMMEI I 00paOOTKH MEJIMKO-TeHETHUSCKUX UCCIIeoBaHmid. Me-
JTMKO-TEHETHYECKON TePMUHOIOTHEH.

CamocTrosiTe1bHAs ayIMTOPHAas padoTa 00y4alommXxcs 1o TeMe:
1. OTBeTUTH HA BONPOCHI 110 TeMe 3aHATHS:
1. [onaTue reHomMa, FTEHOMHUKH U IPOTEOMHKH. Pa3/ienbl TeHOMUKH: CTPYKTYpHast, (pyHKIIMOHAb-
Has, CpaBHUTCIIbHAA, SDBOJTFOINUOHHAA, MCIUITUHCKAA.
2. IlepcrieKTUBBI U OMOATHYECKHE TIPOOTIEMbI TEHOMHUKH.
3. IIporpamma «I'eHOM YemoBeKa», MEAUIIMHCKOE 3HAUEHHE €€ PE3yIbTaTOB.

2. IIpakTHyecKasi HOATOTOBKA.
Pa6ora 1. CocraButh Tabauiy «HamnpaBieHus TeHOMUKU U UX MPAKTHYECKOE IPUMEHEHUEY
HampaBnenue Yro n3yqaer [IpakTrueckoe MpuMeHeHHe
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Pa6ota 2. 3acinymats pedepaTuBHBIE COOOIICHHS HA TEMY:
1. buostnueckue npoodIeMbl TCHOMUKH.

2. lenu 1 nmepcrneKTHBBI (hapMaKOTeHOMHKH.

3. CekBeHHMpPOBAHKNE T€HOMOB MAaTOT€HHBIX OPTaHU3MOB.

4. [TepcrieKTUBBI Pa3BUTHS TPAHCKPUIITOMUKH.

CamMocrosiTeJibHASI BHEAYIUTOPHAS pa0doTa 00y4aromuxcsi no reme:
3adanus ons camocmosamenvHol 6HeayOUmMopHOU pabomvl CMyO0eHmos8 no YKA3aHHOU meme:
1). O3HaKOMHTBCSI C TEOPETUUECKUM MaTepUaAIOM 10 TeMe 3aHSITHS C UCIIOJIb30BAHUEM KOHCIIEKTOB JIEK-
U W/ peKOMEHIyeMOol y4eOHOM TuTepaTyphl.
2). OTBETUTH HA BOIIPOCHI 11 CAMOKOHTPOJIS:
1.IlonaTue reHoma, TeHOMUKH U IPOTEOMUKHU. Pa3ienbl TeHOMHUKH: CTPYKTYpHast, pyHKIMOHATIbHAS,
CpaBHUTEJIbHAS, SBOIOIMOHHAS, MEIUIIUHCKAS.
2.0co0EHHOCTH CTPOEHNE TEHOMOB IIPOKAPUOT U SyKapHuoT.
3.XapakTepucTuKa TeHOMa YeJI0OBEKa M METO/IbI €r0 U3YUEHUS: KJIacChl MOBTOPSIOIIUXCS TOCIEA0Ba-
TEJIBHOCTEH, MOIMMOP(PU3M, MUTOXOHAPHATEHBIA TEHOM.
4. 'eneTuueckue KapThl XPOMOCOM.
S.IIporpamMma «I'€HOM YenOBEKa», MEAUIIMHCKOE 3HAYEHUE €€ Pe3yJIbTaTOB.
3) [loaroroButs pedepar:
1. buosTrueckue npo6sieMbl FEHOMUKH.
2. lenu u nepcrnekTuBbl (hapMaKOTEHOMUKH.
3. CekBeHMpPOBAaHUE T'€HOMOB [TATOTEHHBIX OPTaHU3MOB.
4. IlepcieKTUBBI pa3BUTHS TPAHCKPUIITOMHKH.

Pexomennyemas aureparypa:
OcHoBHas:
1. Mure-Beuromos C.I'. TI'enernka ¢ ocuoBamu cenekiun. CI16.:, U3marenscteo H-JI, 2015.-720.
2.boukoB H.I1. Knunnyeckas renetuka: yueOHUK A By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JononHuTenbHAS:
1. Konenaesa E.B., Poquna H.E. O6mas reneTnka u reHeTHKa 4enoBeka: yaeOHoe mocooue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. 'eneTuka yenoBeka ¢ o0CHOBaMU o011ei reHeTHku: yaeoHoe nocooue. — CII6.: CnenJlur,
2010, ¢.192
3. Mymkam6apos H.H., Ky3uenos C.JI. MonekynsipHast Ouonorusi. Beenenue B MONEKyYISIPHYIO HUTOIO-
THIO U TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.
4. MyrosuH ['.P. Knunudeckas renetuka. ' eHOMuKa 1 mpoTeoMUKa HaCIeICTBEHHOM MaTOIOTHH [ Dnek-
TPOHHBIN pecypc]: yuebHoe nocodue. - M.: [DOTAP-Menua, 2010.

Pa3nea 1: O01mas reneTuka
Tema 1.31. UTorosoe 3ansTue 4 no pasaeny «O01mas reHeTHKa».

Hean: [IpoBepuTh TEOPETUYECKYIO TOATOTOBKY CTYJEHTOB 10 pa3zeny «O01as reHeTuKa» U yme-
HUE UCIOJIb30BaTh TEOPETUUECKUE TAHHBIE JUIsl PEIICHNUs KOHKPETHBIX CUTYallMOHHBIX 3aJa4 U TECTOB.

3apaum:

1.0O1eHUTh YpOBEHb TEOPETHUECKUX U MPAKTHUECKUX 3HAHUH CTYJEHTOB 1o pazaeny «O0mas re-
HETUKa».

OOyuaromuiicst 10JI2KeH 3HATD:

1.'enoM sykapuot (reHom uesnoBeka). CTpyKTypa U opraHu3aius reHoma.

2.1lurosnornueckre U MOJIEKYJIIPHBIE OCHOBBI HACJIEICTBEHHOCTH.

3.I'eHeTndeckas pojb 1pa U XpOMOCOM.

4 Knetounbli muki. Muto3. Meiios.

5.MosekyisipHasi OpraHu3anus XpOMOCOM.
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6. Ctpykrypa JHK u PHK.

7.OyHKIIMY HYKJICUHOBBIX KMCJIOT: PEIUIMKALWS, TPAHCKPUIILUS, TPAHCIISLHS.

8.MoHo-, 11- u nonuruOpuHbIe cKperrBanus. [1epBolil, Bropoii u TpeTuii 3akoHbl Menaens.
9.I1os1HOE TOMUHUPOBAHHUE, HEMIOJIHOE JOMUHUPOBAHKE, KOJOMUHUPOBAHHUE.

10.HeannenbHble B3aUMOIEHCTBUSA: KOIUIEMEHTAPHOE, 3MIUCTa3, HOJUMEPHSL.

11.Tuns! HacenOBaHUA: ayTOCOMHBIE U CLEIUICHHBIE C ITOJIOM.

12.Kpoccunrosep. HepaBHblii kpoccuHroBep. MUTOTHYECKUIT KPOCCUHTOBED.

13.KoMOnHaTuBHAsI U3MEHYUBOCTb, MEXaHU3MbI €€ BOSHUKHOBEHHUS. DBOJIIOLMOHHAS POJIb KOMOU-

HAaTHBHON M3MEHYHBOCTH.

14.Tunel pekoMOuHaIMK: 001IasA, CalT-crienu(puIecKas, He3aKOHHasl.
15.Myrarenes. Knaccudukarus mytaruii. ['eHHBIE, XpOMOCOMHBIE M TEHOMHBIE MYyTaIlUH.
16.CrioHTaHHBIN U HHAYLHPOBAHHBIN MyTallMOHHBIN ITpoliecc. BrisBiieHNE U KOJIMYECTBEHHBIN

y4eT MyTalui.

17.I'eneTn4ecKkuii KOHTPOJIb MYTALMOHHOI'O Ipoliecca. PagualiMoHHbI 1 XUMUYECKUN MyTareHes.

MyTtarensl okpyxaroiiei cpenbl. DakTopbl, MOAUPHUIPYIOIINE MYTaIIMOHHBIH MTPOLIECC.

JTHK.

18.Mexanu3msl penapauuu JIHK. IIpsamas koppekuust MyTallMOHHBIX TOBPEXIECHUH.
19.Metoap! noyuenust u oo6padorku JIHK. Beigenenne JJHK. Ammudukanus u pecTpukims

20.I'n6punuzanus ¢ JJHK-30n1aMu.

21.I11IP-ananu3. CyTsb, 3TaIbL.

22.IIpsmas u kocBeHHas JJHK-nuarnocruka.
25.CexBenupoBanue 1mo Canrepy.

26.Anamu3z [1/IPO.

27.bnortunr-rudpuanzanus no CaysepHy.
28.I'enb-3nekTpodope3 B MOJIMAKPHIIAMHIHOM U arapo3HOM Telie.
29.PecTpUKIIMOHHBIN aHAIN3.

OOyyaromuiics 1015KeH YMeThb:

1.Pemarh cutyaninoHHbIE TEHETUYECKUE 3a/1a4H.

OOyuaromuiicst 10J12KeH BJIaJeTh:

[TprMeHSTh HABBIKU HCITOJIb30BaHUS MH(POPMAITMOHHBIX, ONOIHOTpadUIeCKUX PECYpCOB C IEIBIO

MOJTy4eHUsl HayYHOI MH(pOpMAIMK U OCYLIECTBICHUS KOMMYHHUKAIIUU B MEAMIIMHCKOM COOOIIECTBE.
Hcnonb30BaTh KOMIIBIOTEPHBIE MPOTPaMMBI U1 00pabOTKM MEIMKO-T€HETUYECKUX UcclieloBaHui. Me-
JUKO-T€HETUYECKON TEPMUHOIOTUEN. PerieHneM CuTyallMOHHBIX T€HETUYECKUX 3a/1a4.

CamocTrosiTe1bHAs ayIMTOPHAs padoTa 00y4aloImMXxcs 10 TeMe:
1. CobecenoBanue 1o Bonpocam:

1. Passutue npexacrasienuii o rene. Teopus reHa Moprana. @yHKIMOHAIBHBIN U pe-
KOMOMHAIIMOHHBIA KpUTEpUH ajienu3ma. MHOKECTBEHHBIN aJuIeTu3M.

2. JemumocTs reHa. CTyneH4aTslid ¥ IceBIOAIENN3M. [ 'eH Kak euHIIa QyHKIHH.
Me:xannenpHast KomiuieMeHTanus. CoBpeMeHHbIE MTPEICTAaBICHUS O TeHaX.

3. I'eHomuKa - Hayka 0 reHoMax. CTpyKTypHasi OpraHu3alysi FeHOMa IIPOKapuoT 1
sykapuoT. Kiaccudukanys noBTopsSIOIMXCs IEMEHTOB F'eéHOMa.

4. Mo3an4Hoe cTpoeHHEe TeHOB 3YKapuoT. MHTpOHBI 1 3K30HBL. CeMelicTBa T€HOB.
IIceBnoreHsr.

5. I'eneT4EeCKUI KOHTPOIIb U MOJIEKYJIIPHBIE MEXaHU3MBI perukanuy. [loaurenHsii

KOHTPOJIb Tporiecca perukanui. Cxema coOBITHI B perTiKaiimoHHoN Buiike. [loHaTHe o peruim-
KOHE.

6. MounekysspHble MEXAaHU3MBI PETYJISALNN 1€UCTBUS T€HOB. ONEpOHHBIA TPUHIIAIT
OpraHU3alyy I'€HOB Y IIPOKAPHUOT.

7. DKcnpeccusi TEHOB 3YKAPHOT.

8. CrtpyKTypa TpaHCKpHIITA: PETYJIATOPHAs U CTPYKTYpHas 4acT reHa. [IpuHiumnel

PEryJsalnN TPAHCKPUIILHAH Y 3YKAPHOT.
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9. OHTOreHe3 Kak peajau3alys HacleJACTBEHHO IeTEPMUHUPOBAHHOM MTPOrpaMMBbI pas-
BuTHA. Benymas pons sapa B pasButuu. OorutazMaTHdecKas cerperamus, B3auMo/IeiiCTBIE spa 1
IIUTOIUIA3MBbI B ITpoIecce KIeTOUHON auddepeHInpoBKH.

10. OcHOBHBIE THUIIBI AETEPMHUHAIMHU T10J1a (IPOTaMHBIH, STUTaMHBII, CHHTAMHBIN).

11. Tumbr XxpoMocoMHOM neTepmuHaiuu noina. [ mnanapomopdel. banancosas Teopust
bpumxkeca.

12. BoccranoBnenue u yrpara TOTUIIOTEHTHOCTH KJIETOK Y )KUBOTHBIX. KiloHMpoBaHue
YeJIOBEKa U )KUBOTHBIX: TEXHUYECKHE U STUUYECKHE TPOOIEMBI.

13. Huddepennmanbaas paboTa reHOB B X0J1e OHTOTEHE3a.

14. Perynsiiiust panHero sSMOPHOHAIILHOTO Pa3BUTUS JPO30GUIIbl. [ OMEO3HCHBIEC TEHBI.

15. ATmonTo3 U ero poib B npoiecce Mmopdorenesa. Tpanchopmanus KIETOK U MPoLece
oOpa3oBanus onyxosneid. OHKOTeHbI U OHKOOEIKH. [ eHbI-cynpeccopbl OIMyX0JIeH.

16. [Tomynsiust - aueMeHTapHas eqUHHUIA SBOMIONUH. BUT Kak cucTema nomysiui.
['eneTnueckast cTpykTypa nonyasiuuud. YacToTel FT€HOB U T€HOTHUIIOB.

17. MenneneBckas nmomyssiinus. 3akoH Xapau-BaitHOepra. @akTopbl TMHAMHUKY T'eHE-

TUYECKOTO COCTaBa MOMYJISIUU: Apeii() TeHOB, MYTAIlMOHHBIH MPOIIeCcC, MUTPAINH, U30HUpaTelhb-
HOE cliapuBaHue 0co0el, eCTeCTBEHHBIN 0TOOD.

18. OCHOBHBIE TCHOMHBIE TEXHOJIOTHH.

19. ['ubpumuzanms ¢ JJHK-30n1aMM1.

20. Coznanue OUOIHOTEK TCHOB.

21. Meron ITLIP

22. [Tpsimast u kocBenHas JIHK-auarnoctuka.

23. [TIP® anamus.

24, ['enp-3mexTpodope3 B MOTHAKPUIAMUIHOM U arapo3HOM Telie.
25. AHaM3 MUKPO- U MUHHCATEIUTUTHOTO TIOJIUMOpPQHU3MA.

2. TectupoBaHue.
IIpumepHbIe TECTHI:

1. FeTeporamMeTHBIM Ha3bIBaeTCHA
A 1o, B AUIUIOUIHOM KIIETKE KOTOPOr0 UMEIOTCA 2 OJIMHAKOBBIE I10JIOBBIE XPOMOCOMBI
b non, B AUIIIONIHOM KIIETKE KOTOPOTO UMEETCs 2 Pa3HbIE IMOJIOBBIE XPOMOCOMBI*
B opranusm ¢ peHOTUITHYEeCKUMU NPU3HAKAMH MY>KCKOTO I10J1a
I" oprannsm ¢ PEeHOTHITNIECKUMU TIPOSIBIICHUSIMH )KEHCKOTO T10JIa
J1 opraHu3M ¢ XpOMOCOMHBIMH MIEPECTPONKAMH MOJIOBBIX XPOMOCOM
2. YucJ10 Xxua3M, BhISIBJIsIEMBIX B HOpMe B IHaKnHe3e, MeTa(ase 1 MeliOTHYECKOTO AeIeHUs Y Yeso-
BeKa, COCTABJISAIOT PUMEPHO
A 1-2 Ha kneTky
b 5-6 na knerky
B oxoino 50 Ha kieTky*
I" oxono 200 Ha kneTKy
J1 6onee 1000 Ha KieTKy
3. B MmeTada3ze nepBoro Mei0TH4ECKOr JeJ1eHUs] TOMOJIOTHYHbIE XPOMOCOMBI Y/IeP:KHBAIOTCS BMe-
cTe, 00pa3ysi OMBAJIEHT, C IOMOIIbLIO
A 1ieHTpoMep, He 3aBEPIIMBIINX PETITUKAINIO
bcruHanTOHEMHOrO KOMIUIEKCa
B oco6bix cimpaneit JJHK
I' mykireocom
I xuazm™
4. KosIxuninHOBasi HHAKTHBAIUSI BepeTEeHA OCTAHABJIMBAET MUTO3 HA CTAHH
A anadazbl
b meragazpr*
B Tenodassl
I" uarepdasspl

J1 mpodazel
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5. IlocTpoenue (pu3n4ecKoil KapThl 3TO

A u3MepeHHe UIMHBI XPOMOCOMBI 11O MUKPOCKOIIOM

b onpenenenne Bcex reHOB UCCIIENYEMOIO JIOKYCa

B nocrpoenue nepekpsIBaroIerocss KOHTUra KIIOHOB™

I' nomemenne nocnenosarensHocty JJHK B BEKTOp 111 pa3MHOKEHUS
J1 u3MepeHne 4acToThl KPOCCUHIOBEPA MEKY FeHaAMU

6. IIlpuunHOl BO3HMKHOBEHHS HACJIEICTBEHHBIX Je(eKToB 00MeHa SIBJISIIOTCS
A M3MeHeHue 4nciaa XxpoMocoM

b rennbie mytanumn*

B cbasiancupoBaHHbIE TpaHCIIOKALUN

I' reHOMHBIE MyTaLMu

/1 TepaTOreHHbIE BO3ICUCTBUS

7. T'nopuausamus in-situ ¢ MeYyeHbIMH 30HIaMH MO3BOJISIET

A JTOKanu30BaTh MOCIEA0BATEILHOCTh HA XPOMOCOME WIIH B €€ JIOKyce™
b n3y4nTh pECTPUKTHYIO KapTy 30HAA

B uccnenoBaTh HyKJICOTUIHBINA COCTAB 30HIA

I" ncecnenoBaTh pacCcTOAHUE MEXAY 30HIAMU

J1 onpenienuTh MociieJ0BaTeIbHOCTh PACIIONOKEHNS TEHOB B XPOMOCOME
8. Ilpu onpenesieHny 3MrOTHOCTH 0JIM3HELIOB HANDOJIee TOYHO

A NIOIMCUMIITOMAaTUYECKUN METO/

b ananus rpymnmn kpoBu

B ananu3 nepmarornuduxu

I" ananu3 BeICOKO BapuabeabHbIX MapkepoB JIHK*

J1 TecT 1o nepecagke KOxKu

9. Apeii¢ reHoB cBSA3aH C:

A ypOBHEM MYTAalIMOHHOI'O IIpoIecca

b ypoBHem orbopa

B ciyuaitHbeIM pacripeiesieHueM reHoB MOMYJISUU MaJloro pa3mepa™

I" HapynieHrEM TaHMUKCHH

J1 CHUYKEHUEM YPOBHS F€TEPO3UTOT

10. BHOBB BO3HMKIIAsE HEHTPAJIbHAS MYTALHMA HMeeT BBICOKYIO BEPOAATHOCTD OBITH YTPaueHHOH B
NOCJeYIUUX OKOJEHUsX, YT0, BO3MOKHO, 00yCJI0BJICHO

A neiictBueM ot6opa

b yrparoii B cuiy cTaTUCTUYECKUX MPUUUH™

B n3MeHeHneM reHHbIX 4acTOT

I' appexToM pogoHayanbHUKa

J1 npeiiom reHoB

11. Kakoii u3 nepeyscjieHHbIX BH/I0B aHIYIUIOM/INH SIBJISIETCH JIeTAIbHbIM:
A ITommcomus 1o MOJI0BBEIM XPOMOCOMaM

b Tpucomus 1o noJ0BEIM XpOMOCOMaM

B Monocomust o ayrocomam™

I' Tpucomus mo ayrocomam

J Monocomus o X-xpomocome

12. Hasimume B KapuoOTHIIE YMCJIa XPOMOCOM KPaTHOro 69-TH Ha3bIBaeTcs:
A Tetpanononnuein

b Tpunnounnuein™®

B I'enetnueckum rpysom

I' Mo3aunmsmom

1 Ansynnounaueit

13. IILP cTrana Bo3MoxkHOI OJ1arogapsi OTKPbITHIO:

A PHK-nonumepasbl

b JHK-nonmnmepaszsl

B Tepmocrabunsaoit tHK-noaumepassr*
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I' Tenomepassl

J1 PectpukrassiECORI

14. B IHK-anarnocTuke HacjieJICTBEHHbIX 3200/1eBAHUI MOKHO HCII0JIb30BATh:
1 ITLP*

2 I1IJIPD*

3 brorTuHr-rubpuan3anus’™

4 JIBymepHBIii 31eKTpodopes

=

10.

3. IlpakTnyeckasi padora.

I[IpumMepbl reHeTHYECKHUX 32124 /IJIS HTOTOBOT0 3aHSATHSI.
VY JKEHILMHBI B OBOTEHE3€ MPOU30IILI0 HepacxoxkaeHue 18-mapel xpomocom. KakoBsl mocneacTBus?
Kakue HapyiieHus B KapUOTHIIE YeIOBEKa MOXKHO OOHAPYKUTh Iipu cuHapome KnaitHdensrepa? Ka-
KM€ METO/Ibl TEHETUKHU HCTIOIb3YIOTCS JIJISl BBISABICHUS ATUX HapyILIEHUN?
VY KEHIIUHBI TPU UCCIIEIOBAHUH TIOJIOBOTO XPOMAaTHHA B SMUTEIUATBHBIX KJIETKaX CIM3UCTOM IIEKU
He oOHapy»keHo Tenen bappa. Kakoit BbIBog 13 3T0T0 ciienyeT? Hanmummre KapuoTHI 3TOM KEHITUHBI.
CunpaxkTunus (cpallleHHe MajiblieB) HACIEAYETCs KaK JOMUHAHTHBIA ayTOCOMHBIN npu3Hak. KakoBa
BEPOATHOCTH POXKICHHS JETEH CO CPOCUIMMHUCS MajbllaMH B CEMbE, I/I€ OJIMH U3 POAUTENCH reTepo3u-
TOTEH I10 aHATU3UPYEMOMY IIPU3HAKY, a APYrOold UMEET HOPMAIBHOE CTPOCHHE MAJbIIECB?
B cembe, rie jxeHa umeeT 1 rpynmny KpoBH, a My — 4 POAMIICS ChIH JaJbTOHUK C 3 TPYMIION KPOBH.
O06a poautens pa3MyaroT 1[BeTa HOpMaabHO. OnpeaenuTe BepOSITHOCTh POKIACHUS 3JOPOBOTO ChIHA
Y €r0 BO3MO>KHBIE IPYIIIBI KPOBH.
Eciu annOWHM3M OmpeenseTcss PelecCUBHBIM, ayTOCOMHBIM T'€HOM, a TeMOQWIHS PElEeCCHBHBIM
CIIETVIEHHBIM ¢ X-XpPOMOCOMOM F'€HOM, MOXKET JIH OBITh MYXYMHA TeMODUIHNKOM U alIbOMHOCOM OJHO-
BpeMeHHO? KaKkoBbI T€HOTUIIBI pOAUTEIEH?
OT aHaNMU3UPYIOIIEro CKpeluBanus oopazoBaiuck ocodu ¢ penotunamu As u aB mo 35% u ocobu ¢
denorurmamu AB u aB 1o 15%. Onpenenute Xxapakrep HaclaeI0BaHUS MPU3HAKOB. PacmionokuTe reHsl
B XpOMOCOMax pPOIUTENEH.
Y MOpCKHX CBMHOK IIBET IIEPCTH OMPEAEIACTCS ABYMs HeaJUICIbHBIMU TeHaMH. JluKkas cepast okpacka
MIPOSIBIISICTCS JIMIL B MPUCYTCTBUU JABYX JOMUHAHTHBIX TeHOB A u B. JI1000i1 npyroii BapuaHT omnpe-
JenseT Oyl OKpacKy mepct. [Ipu KakoM CKpEeIIMBaHHH JBYX OEIBIX CBUHOK ITOTOMCTBO OyaeT
100% ceprim? Kak Ha3bIBa€TCS TAKOM TUI B3aUMOJICUCTBUS HEAIETbHBIX T€HOB?
VY denoBeka reH MOJUJAKTUINN JOMUHUPYET HAJl TEHOM HOPMAJIbHOTO CTPOCHHUS KUCTU. BpoxkneHHas
¢dbopMa caxapHOro aAuadeTa OMpeeNsaeTcs APYTUM ayTOCOMHO PEIECCUBHBIM I'€HOM C MEHETPAHTHO-
cThi0 25%. OnpenenuTs BEpOSTHOCTh POXKIEHUS peOeHKa ¢ 00EMMU aHOMAJIUAMH OT Opaka O0JIbHOM
MaTepu U 3J0POBOTO OTIA, €CTIM U3BECTHO, UTO ACAYIIKA 110 JHHUH MAaTepU UMEI MATUIIATYIO0 KUCTh,
a JleJlylIKa o JUHUM oTia Obl1 60JIeH BpoXKIeHHOU (hopmoii caxapHoro quadera.
HyxneunoBas kucnora umeeT MoJekyasipHyto maccy 10. Ckonbko GeNKOB B Hel 3aKOIUPOBAHO, €CIH
npeAnoaraemMbiii 6esok coctout u3 400 MOHOMEPOB, a MOJIEKYJISIpHAsI MAacCa HYKJIEOTH/Ia COCTABIISET
300 ycnoBHBIX €IUHULL?

CamocTrosiTeIbHAs BHEAYAUTOPHAsi padoTa 00y4alOIUXCH 10 Teme:
3aoanus ona camocmosamenbHoU 8HeayOUMopHOU pabomvl CMYOeHmMO8 No YKA3AHHOU meme:

1). O3HaKOMHTBCS ¢ TEOPETUUECKUM MATEPHAJIOM 10 TEME 3aHATHUS C HCIIOJIb30BAaHHEM KOHCIEKTOB JIEK-
LUI W/WIK PEKOMEHIyeMOl y4eOHOM ITepaTyphbl.
2). OTBETUTH Ha BOMIPOCHI AJISi CAMOKOHTPOJISL:

1. PasButue nmpencrasiaeHuil o rene. Teopust rena Moprana. @yHKIMOHAIBHBIN U peKOMOUHALIN-

OHHBIN KpUTCPUHU AJLJICTIU3MaA. MHOXEeCTBEHHBIH alJICIN3M.

2. Jlemumocts reHa. CTyreHYaThId U IceBIoauIeu3M. [ eH kak equanna GyHkmnn. Mexamienb-

Hasa KOMINICMCHTaI . COBpCMCHHBIC MMPEACTaBJIICHUSA O I'CHAX.

3. T'eHommka - Hayka o reHOMax. CTpyKTypHas OpraHu3aIys reHoMa IMPOKapuoT 1 dykapruoT. Kirac-

CI/I(I)I/IKaI_[I/ISI MOBTOPAKOIINXCS 3JIEMCHTOB I'CHOMaA.

4. Mo3zanuHoe cTpoeHue TeHOB 3yKapuoT. UHTpoHBbI U 5k30HBI. CeMelicTBa reHoB. [IceB1oTeHsl.
5. T'enermueckuil KOHTPOJIb U MOJEKYJISPHBIE MEXaHU3MBI periMKaluu. [lonureHHblii KOHTPOIIb
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nporiecca perumkanuu. Cxema coOBITUH B peIUIMKaMOHHON Buiike. [IoHsATHE O perIuKoHe.

6. MosekynsapHble MEXaHU3MBbI PETYJISAIUN ACHCTBUSA TeHOB. ONEPOHHBIA MPUHITUTT OPraHU3aIUN
T€HOB y NIPOKapHOT.

7. Okcrpeccusi TEHOB 3YKapHOT.

8. CrpyKkTypa TpaHCKpUNTA: PETYIATOPHAs M CTPYKTypHas 4acTu reHa. [IpuHIUMIBI perynsinun
TPAHCKPHUIILNH Y 3YKapHOT.

9. OwnTOreHes Kak peajan3anys HacJaeICTBEHHO JeTEPMHUHUPOBAHHON MPOrpaMMbl pa3BuTHs. Bemy-
ast poib sapa B pazBuTun. OoruiazMaTuyecKas cerperanus, B3auMoAeCTBUE SApa U HUTOILIA3MBI B IIPO-
necce KIeTouHor qudGepeHInpoBKH.

10. OcHOBHBIE THIIBI IETEPMUHALINY TT0JIA (TIPOTAMHBIH, SIIUTAMHBIH, CHHTAMHBIH ).

11. Tunel xpoMocoMHO#M nerepmuHanuu nona. ['maanapomopdul. banancosas Teopust bpumkeca.

12. BoccraHoBIEHHE U yTpaTa TOTUIIOTEHTHOCTH KJIETOK Y )KMBOTHBIX. KiloHMpOBaHMEe yenoBeka u
KUBOTHBIX: TEXHUUYECKHE U ITUYECKUE MPOOIEMBI.

13. Muddepenunanshuas paboTa reHOB B X0/1€ OHTOTCHE3A.

14. Perynsuus paHHEro SMOPHUOHAIBHOTO Pa3BUTH 1Pp030(uiiel. ['OMeo3UCHbBIE TEHBI.

15. AmonTo3 u ero poik B mporecce Mmopdorenesa. Tpancdopmalius KIETOK U mpolecc odpa3oBa-
HUs onyxosei. OHKOTeHbl 1 OHKOOEINKH. [ eHbI-CyIIpeccophl OImyXoJieH.

16. IMomynsmus - aueMeHTapHas eAMHUIA SBOMIONNHU. Bu kak cucrema nmonyssiimid. [ 'eHeTnyeckast
CTPYKTypa nomyiasiuuu. YacToTel FEHOB U T€HOTHUIIOB.

17. MenneneBckas nomyisinusi. 3akoH Xapau-BaitHOepra. @akTopbl AMHAMHUKH T€HETUYECKOTO CO-
CTaBa MOMYJISIIUK: Apeld reHOB, MyTallMOHHBIN MPOIIecc, MUTPALIUU, U30HpATEIbHOE CIIapUBAHKUE 0COOEH,
€CTECTBEHHBIN 0TOOD.

18. OcHOBHBIE TeHOMHBIE TEXHOJIOTHH.

19. T'm6pummszanms ¢ JJHK-3081aMH.

20. Co3npanne OMOJINOTEK TEHOB.

21. Meton TP

22. Ilpsimas u kocBenHast JIHK-nuarnocruka.

23. TIJIP® anamms.

24. Tenb-31exTpodope3 B MOIHAKPUIAMHUIHOM U arapo3HOM reje.

25. AHaiu3 MUKPO- ¥ MUHHCATEITUTHOTO MOTUMOpQH3MAa.

3). [IpoBeputh cBOM 3HAHUS C TTOMOIIBIO TECTOBOT'O KOHTPOJISI.
1. B k1eTkax 3ykapuoT B HOpMe U3BECTHBI cienyromue tunsl PHK:

a. nH(pOpMaLOHHAas
b. TPaHCIIOPTHAS
C. pubocomManbHas
d. MaJble HHTephEpUPYIOIINE KIETKU
2. Perymsimust cunTe3a 0enka BO3MOKHA Ha dTanax:
a. tpa"ckpunuuu JJHK
b. co3peBanus mpo-PHK
C. tpancnopta PHK u3 snpa B uuronnazmy
d. tpaucistiua MPHK
3. B cocraB peaktuBHOI cMecu ans amruindukaruu B [1LP Bxoaut:
a. HyKs1eoTHA(OoCcThaThI
b. JHK-nonumepaza
C. VOHBI MarHuA
d. renomuas JIHK
e. JAHK-nuraza

4. YcTaHOBUTE COOTBETCTBUE:
BCSI COBOKYITHOCTb HECJIEJCTBEHHOTO

1 TCHOM [1]
MaTepHalia rarionIHOro Habopa XPOMOCOM

[2] COBOKYITHOCTBH BCEX HACJICACTBCHHBIX
3a1aTKOB, 3aKIIFOYCHHBIX B XpOMOCOMCHOM

2 TE€HOTHII
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Habope
3 KapHOTHIT [3] aumnonaHbIi HAGOP XPOMOCOM

5.YcTanoBUTE COOTBETCTBUE HaCJICACTBCHHBIMU CUHAPOMAaMH U TUIIOM MYTaHHﬁI

1  cunapom Jlayna [1] renomusre;

2  CHHIPOM KOIIAYbero KpHuKa [2] xpomocomHbIe;
3  remodums [3] rennsre;

4 beHUIKETOHYPHS [4] renomusre.

5  cungpowm Ilaray

4) PemuTh TUIIOBBIE CUTYAallMOHHBIE 33]]a4H 11 KOHTPOJIBHOIO OMpoca.

3anaua 1. Y nomanu ren C onpenensieT cepyro OKpacky mepctu. B To jke Bpemsi OH SBIISIETCS Cy-
IIPECCOPOM IO OTHOIICHHIO K TeHaM B, ornpeaensonmm BOPOHYIO MacTh, U B - PbDKYIO MacTh. T0 ecTh
BOPOHAs M pbhKasi MaCTH MOTYT MPOSIBISATHCS TOJIBKO B CIydae PEIIECCUBHON TOMO3HUTOTHI HO TeHy C.
Omnpenenure pacuierieHne NOTOMCTBA 10 ()EHOTHUITY B CITy4ae CKPELIUBaHUS JUTETEPO3UTOTHBIX CePhIX
JIOILIAJIEH.

3agauya 2. Y pa3BoAUMBIX B 3BEPOBOIYECKUX XO3SHCTBAX HOPOK I[BET MeXa ONpPEAETAETCS IBYMS
rapamMu HECHEIJICHHBIX Hea/UIebHBIX T€HOB, COU€TAaHUE KOTOPBIX JACT CAeAyromue peHoTursl: A-BB -
OexeBbIid, aaB - ceprrii. A-B - KOpuyHEBBIH, aaBB - KPEMOBBIH.

a) Kakoil BeT HOpOK KOMIUIEMEHATPHbIN?

6) Kakoe moTOMCTBO U B KAKOM COOTHOIIIEHUU TOTYYUTCS PU CKPEIIMBAHUU T€TEPO3UTOTHBIX
KOPUYHEBBIX HOPOK C KPEMOBBIMH ?

3agauya 3. OnpenenuTs TUIT HACIICIOBAHUS.

&

=
.
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o
3
g
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3anaua 4.
AnbpOMHN3M 001Ul HacIeayeTCs Kak ayTOCOMHO — peLieCCUBHBIN MpU3HaK. 3a001eBaHue BCTpe-
qaercs ¢ yactoto 1:20 000. Beruucnure 4acToTy T€T€pO3UroT B MOMYJISIUH.

PexoMennyemasi iuTepatypa:
OcHoBHast:
1. Mure-Beuromos C.I'. T'enernka ¢ ocuoBamu cenekiun. CI16.:, U3narenscrso H-JI, 2015.-720.
2.bouxoB H.I1. Knuauueckas reneTuka: ydaeOHUK a7 By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JlononHuTENbHAS:
1. Konenaesa E.B., Poquna H.E. O6mas reneTnka u reHeTHKa 4eloBeKka: yaeOHoe nmocoodue - Kupos, 2016,
c. 5-16.
2. KypuanoB H.A. I'eneTuka yenoBeka ¢ ocHOBaMU o011eit reHeTHku: yaeOHoe nocooue. — CI16.: CnenJlur,
2010, ¢.192
3. Mymkam6apos H.H., Ky3uenos C.JI. MonekynsipHast Ononorusi. Beenenue B MOJNEKYISIPHYIO IUTOIO-
THIO U TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.
4. MyroBuH I'.P. Knunuueckas reHeTuka. [ eHOMuKa U IpOTEOMHKa HACIEICTBEHHOM MaToI0ruu [ Diek-
TPOHHBIN pecypc]: yue6Hoe mocobue. - M.: [DOTAP-Menua, 2010.
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Pa3zgen 2. MeguuuHcKAasi TeHETHKA.
Tema 2.1. HaciiencTBeHHOCTH M IATOJIOT M.

Hean: Jlate npencraBieHne 0 MEAUIIMHCKON T'€HETUKE KaK BaKHOM HAIMPABICHUU COBPEMEHHOM
MEIUIIMHBI, TTO3BOJISIONIEM PACKPBITh ITHOJOTHIO, MATOTeHE3, TUAarHOCTHKY M MPO(HIAKTHKY HaCie.-
CTBEHHBIX 00JIC3HEH YeIoBeKa.

3amauu: M3yunTs Hienu 1 3a1a4i MEAUIIMHCKON T€HETUKH, ITAIlbl €€ PA3BUTHS U IOCTHUXKEHHUS, B3a-
HMMOCBS3b C APYTUMH HayKaMH. M3yduTh 0COOCHHOCTH 4YeOBeKa Kak 00BEKTa TeHETHUYECKUX HCCIIEeI0Ba-
HUH ¥ POJIb HACJICJICTBEHHBIX (PAKTOPOB B MATOJIOTHH YEJIOBEKA.

O0yyaommiics 10J17KeH 3HATh.

CoBpeMeHHOE TMPEJCTaBICHUE O T€HOME YeNIOBEKa, MOJICKYJSIPHbIE OCHOBBI HACJIEJACTBEHHOCTH, POJHU
HACJICICTBEHHOCTH B ONPEICIICHUH 3I0POBbsI M MATOJIOTMU; COBPEMEHHbBIE METO/Ibl TEHETUKHU YEJIOBEKa.
OO0yuyaromuiicst 10/15KeH YMeTb.

HNHTeprpeTupoBaTh pe3ybTaThl TEHETHYECKOTO aHaln3a, Pe3yabTaThl JJa0OPaTOPHBIX METOJIOB JHArHO-
CTHKHY HACIICJCTBCHHBIX 0OJIe3HEH y YellOBEKa.

O0yyaomuiics 10J17KeH BJIaJeTh.

Menuko-01uoIOTHYECKUM TTOHSITUWHBIM anmapaToM. MeTolaMu U3Y4eHHUs HACJICICTBEHHOCTH YeIOBEKa.
HaBbikamu nmoucka MEIUIIMHCKON MHPOpMAINK B yUeOHOM, HAyYHOU TUTEpaType, B TOM YHCIIE C UCIIONb-
30BaHHEM ceTu VIHTepHeT; HaBbIKAMH TPECTABICHUS U OOCYXACHHS MEIUITMHCKOW HHpopMmaruu. bazo-
BBIMH TE€XHOJIOTHSIMHU TPeoOpa3oBaHus MH(POPMAIIUU: TEKCTOBBIC, TAOJIMYHBIC PEIAKTOPHI, IIOUCK B CETH
HNuTtepner.

CamocTosiTe/IbHAs AyIMTOPHAsE padoTa 00y4aluuxcs 1Mo TemMe:
1. OTBeTUTH HA BONPOCHI I10 TeMe 3aHSITHS.
Bomnpocsr myist cobecenoBanus:

° [Ipeamer u 3agaun METUIIMHCKON TeHETUKU. OOBEKT N3YUCHHUS.
OCHOBHI)IG OTallbl paSBI/ITI/Iﬂ MGI[PIIIPIHCKOIZ TCHCTHUKU.
OCHOBHBIE IOCTHKEHHUS COBPEMEHHON MEIUITMHCKON TeHETHKHU.
Posnb HacnencTBeHHBIX (DaKTOPOB B IATOJIOTHH YEIOBEKA.
Knaccudukanus HacneqcCTBEHHON MaTOIOTHH.

OO1as xapakTeprcTHKa HACJIeICTBEHHOM MaTOIOTUH.

2. IIpakTHyeckasi NOArOTOBKA.

Pa6ora 1. Knaccudukauus HacjieAcTBEHHOI NATOJOTMH.

Llenv pabomul: I3yunTh CTPYKTYpY HacleICTBEHHBIX 3a00JI€BaHUM.

Hcnonb3ys maTepuansl yueOHUKA U JIEKIIMH, COCTaBbTE B paboueil TeTpaau cxemy KiaccuuKaium, Haru-
LIUTE IPUMEPHI MTATOJIOTUH.

Brimmonnenue paboTsl BefeTcs B GpopMe 0OCYKASHHS BMECTE CO CTYACHTAMHM MMEIOUIMXCA JAAHHBIX IO
HACJIEICTBEHHON MTaTOJIOTUH.

PaGora 2. MosiekyJISIpHO-TeHETHYECKHE MeTOAbI IMATHOCTHKH.
Lenv pabomwi: N3yunts paznuansie Metoasl JJHK-nmuarnoctuxu.
[lepenecure B pabouyro TeTpaab U 3aMOTHUTE CICAYIOIIYIO TaOIHILy.

Ha3Banne Marepuan OObexT s Ortansl | JlocroBepHOCTh | [Ipumeps! quarso-
JUISL ACCTIENI0- | UCCIIEOBAHMsI | METOAA | METOAA CTUPYEMBIX 3200-
BaHUsI JIEBaHUU

[TonumepasHnas nen-

Has peakus (ITLP)

[Tonumopdusm nuuH

PECTPUKIIMOHHBIX

(dbparmeHTOB

(ITAPP-ananus)
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CekBeHMpOBaHUE
MukpoYMnupoBaHue
Brimonnenue pabotsl BeneTcs B hopMe 00CYKICHHSI BMECTE CO CTYJCHTaMHU.

3. PemiuTh CUTYallHOHHBIE 32/1a4H.
Pemennie cuTyalluOHHBIX 33/1a4 BeieTcs B (hopMe 00CYKIeHUsI BMECTE CO CTYACHTaMU UMEIOLIUXCS yCIIO-
BHI1 BOBHUKHOBEHUS HACJIEICTBEHHOW MaTOJIOTHH, MIEPeIauu €€ MOCISAYIOIINM MOKOJICHHUSM.
[To 3agaHHBIM yCIIOBUSIM HEOOXOIMMO OIPENETUTh K KaKoil TpyIie HacleICTBEHHOW MaToJOrHH OTHO-
CHUTCS JaHHOE 3200JIeBaHuUE.
1) Anroput™m pa3zbopa 3amad

1. Kakoii Tum MyTaIuu JIe)KUT B OCHOBE ITOU TPYMIIBI 32a00JIeBaHU?

2. IlpuBenute npuMepsl 3a00JIEBAHUMA.

2) [Ipumep 3agauu ¢ pa3dopoM MO aIrOPUTMY
3amaua. B yenoBeueckux MOMyNSAUSAX CHIKEHA POJb €CTECTBEHHOIO 0TOOpa. B oTimume oT KMBOTHBIX
YeJI0BEK JIydle o0ecrednBaeT ceOsi MOJHOLICHHOM MulIel, 60ratoil muTaTelbHbBIMU BElIeCTBAMU, BUTAMHU-
HaMH ¥ MHHEpajlaMH. B pe3ynbraTe HE0OXOIUMOCTh B HEKOTOPHIX (pepMEHTaX, CHHTE3UPYIOIIUX 3TH Be-
IIeCcTBa, OTMaa. ['eHbl, KOHTPOJIUPYIOIIUE CUHTE3 ATUX (DEPMEHTOB, B UEIOBEYECKON MOMYISIUN ObUIH
YTEpSHBI.
[TpumepHsIii pazdop 3agauu:

1. Tun myranuu — reHHble.

2. Tlpumep 3aboneBanust — aButamuHo3 C.

3) 3amauu U1 CaMOCTOSTEIBHOTO pa3dopa Ha 3aHATHUH.
3amava 1. JKUBOTHBIC HE BOCTIPUUMYHUBBI K HEKOTOPBIM WH(MEKIHSIM, T.K. Y HIX OTCYTCTBYIOT KOM-
MMOHEHTHI MEeMOpaH KIJIETOK, 00eCHeunBalOIIUX BOCIPUITHE HEKOTOPBIX MAaTOTeHHBIX (akTopoB. B mpo-
L[ECCE IBOJIOLMU B PE3y/IbTaTe MyTALIMOHHOTO MPOLIEcca YeIOBEK PUOOPEN LEbIi psij] MPU3HAKOB M1aTO-
JIOTUYECKUX, T.K. Y HETO 3TH KOMIIOHEHTHI €CTh, U OH K HUM OKa3aJICsi BOCIIPUUMYUB.
1. Kakoit Tum MyTamuu JISKUT B OCHOBE 3TOW T'PYIIIIHI 3200JIeBaHMiT?
2. IlpuBenute nmpuMepsl 3a00IEBaHUM.
3amaua 2. JlyOnupoBaHHe TeHETHYECKOW WHGOpMaIuu o0ecrneunBaeT TOMeOCTa3 BHYTPEHHEH
cpenab! opranuzma. K dakropam nmoaaep:xanus romeoctaza OTHOCSATCS JUILIOUHOCTh, 0OecTIedrBarOIas
PEKOMOMHALIMIO TEHETUYECKOT0 MaTepHralla, ajljIeIbHOCTh T€HOB, KOHTPOJIMPYIOIIKUX OJUH MPU3HAK, ABYX-
cnupasibHOCTh Mojiekynbl JJHK u matpuuHbiii cuHTE3, 00ecrieunBaonnil TOUHOE BOCTIPOU3BEICHUE TeHe-
TUYECKOM MH(OPMALIUU B PSITy TOKOJIEHUH.
1. Kakoii Tun MyTaIuu JIeXKUT B OCHOBE 3TOU IpyMIIbl 3a001eBaHUi?
2. [IpuBeaure npumepsl 3a001€BaHUNA?

4. BeicTynieHHe ¢ I0KJIaJaMu:
Bxknan B pazsutue meauuuHckon resetuku C.H. JlaBunenkosa.

CamocTrosiTe/IbHAs BHEAYyAUTOPHasi paboTa 00y4aloLIUXCH 110 Teme:
3aoanus ona camocmosamenbHoU 8HeayOUmopHoU paboml CMyOeHmo8 o YKA3aHHOU meme:
1) O3HaKOMUTbBCS C TEOPETUUECKUM MaTEpHAIOM 110 TEME 3aHSATHSI C UCTIOJIb30BaHNEM KOHCIIEKTOB JIEKLIUH
W/WITA PEKOMEHyeMOl YIeOHOH JTUTepaTypHI.
2) OTBETUTH Ha BOIMIPOCHI JIJIsl CAMOKOHTPOJIS:

e [IpeamMer u 3a7auu METUIIMHCKON reHeTUKH. OOBEKT U3ydeHusl.
OCHOBHBIE TaIlbl Pa3BUTHS METUIIUHCKON T€HETHKHU.
OCHOBHBIE TOCTHKEHHSI COBPEMEHHOM MEAMIIMHCKON T€HETHKH.
Ponp HacnencTBeHHBIX (PaKTOPOB B MATOJIOTUH YETIOBEKA.
Knaccudukanus HacieICTBEHHON MAaTOIOTHH.

e (OO0mas xapakTepuCcTHKa HACTIEICTBEHHOMN MaTOIOTHH.
3) IIpoBepuTh CBOM 3HAHUS C UCIOIB30BAHUEM TECTOBOTO KOHTPOJIS
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1. Bvibepume 00uH npasuibHbiii Omeem.

OO0BEKTOM U3YUCHUS KIIMHUYECKON TeHETHKH SIBIISIOTCS: a) OOJIBHOU YeJIOBEK; 0) 00JIbHON U 00JIb-
HBIC POJICTBEHHUKH; B) OOJBHON U BCE YWICHHI €T0 CEMbHU, B TOM YHCIIE 3/I0POBBIC.
2.Bvibepume 00un npasuivHwiii omeem.

B kakom Bo3pacTe MOTYT MPOSIBIIATHCS HACIICACTBEHHBIC 3a00JICBaHUS: a) B IMOPHOHATHLHOM TIepH-
oJzie; 0) B ICTCKOM BO3pacTe; B) B 3p€JIOM BO3PACTE; I') B TIOKHIIOM BO3pacTe; 1) B JIF0OOM BO3pacTe.
Omeemwi 1- B; 2 - n).

4) [loarotoBuTh pedepart 1Mo cleayonuM TeMam:
Bxnan B pazButue meauuuHckor renetuku C.H. JlaBunenkosa.
5) BeImomHUTH qpyrue 3aaHus, MpeIyCMOTPEHHbIE paboyel mporpaMMoil 1Mo TUCIHUILIHHE.
Jlatb onpeneneHus CiaeIyouM TEPMUHAM:
MeaunuHckas reHeTHKa —
I'enomuka—
[IpoTreomuka —
Hacnencreennoe 3aboneBanue —
Bposxxnennoe 3a0oneBanue —
[TeneTpanTHOCTH—
DKCIPECCUBHOCTD —
I'enokonuu —
deHokonuu —
Komnaynanas rerepo3urora —
DHJIOHYKJI€a3bl —
Pectpukraszbr —

CooNoar~LNE

[ SN T
N o

Pexomenayemas aureparypa:
OcHoBHas:
1. Wnre-BeutromoB C.I'. I'enetuka ¢ ocHoBamu ceiekuuu. CII0.:, M3maTeasctso H-JI, 2015.-
720.
2. boukoB H.II. Knunuueckas renetuka: yueOHUK A By30B.- M.: [DOTAP-Menua, 2011, 592
c.
JlononHuTeNbHAS:
1. Konenaesa E.B., Poguna H.E. OOmias renetrka u reHeTuka ueiaoBeka: yueOHoe nocodue - Ku-
pos, 2016, c. 5-16.
2. Kypuanos H.A. ['eHeTuka yenoBeka ¢ OCHOBaMu 00111el reHeTUkH: yueOHoe nocodue. — CIIO.:
CnenJlut, 2010, ¢.192
3. Mymkamb6apos H.H., Ky3zuenos C.JI. Monexynsipaasi Ouonorusi. BBenenue B MOJICKYISIPHYIO
LIUTOJIOTHIO U TUCTOJIOTHIO: yuebHoe rmocodue. - M.: MUA, 2016.
4. MyroBuH I'.P. Knunuueckas renetuka. [ eHOMuKa 1 mpoTeoMuKa HacaeICTBEHHOM MaToI0ruu
[DnexkTpoHHBIH pecypc]: yueOHoe mocobue. - M.: [DOTAP-Menua, 2010.9neKTpoHHBIE PECYPCHI:
5. http://omim.org/

Pa3nen 2. MennumnHckas reHeTHKA.
Tema 2.2. 'enom vestoBexka. CTpyKTypa M (PyHKIUH IreHOB. Pery/isinusi JKCpeccuu reHos.

Hean: M3yauts cTpykTypy U QYHKIIHIO TEHOMA YeJIOBEKa, M 3HaYE€HHUE TeHOMUKH Ha COBPEMEHHOM
JTane pa3BUTHS MEIULIVHBI.

3apaum: PaccMoTpeTh OCHOBHBIE TEPMUHOJIOTHYECKHE TOHATUS TECHOMUKH, CTPYKTYPY T€HOMA Ye-
JIOBEKA U €r0 0COOEHHOCTH 110 CPAaBHEHMIO C TEHOMOM JPYTUX OpraHU3MOB.
O0y4yammiics 10J17KeH 3HATh.
CTpyKTypy reHOMa 4yelloBeKa 1 ero (PyHKIIHIO, OCOOEHHOCTH CTPOEHUS TeHOMA YeJIOBEKa, METObI H3yye-
HHUA T€HOMA Y€JI0OBCKA, 3HAYCHHUEC I'CHOMUKHU U ITPOTCOMUKHU JTJIA pa3pa60TI<1/I METOA0B IUArHOCTHUKH, JICUC-
HUS ¥ TPOPUIAKTUKN HACIIEICTBEHHBIX 3a00JI€BaHUH.
Oo0yuaromuiicst 10J15KeH YMETb.
CocTaBiATh FEeHETUUECKUE KapThl; IPABUIIBHO UCIIOJIB30BATh COOTBETCTBYIOILYIO TEPMUHOJIOTHIO.
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Oo0yuawmmiicsi 10J15KeH BJIa/IeTh.

Menuko-0noJoruueckuM MOHATHUHHBIM anmnapaToM. MeronaMu U3y4eHUsl HaclleICTBEHHOCTH 4YeIOBeKa.
HaBpikamMu noncka MeIMIIMHCKON HH(POPMALIMU B yueOHOH, HAyYHOU JIUTEpaType, B TOM YHUCIIE C UCTIONb-
30BaHHeM ceTH MHTepHeT; HaBbIKaMU MPECTaBIEHUS U 00CYX/I€HUSI MeIULIMHCKON nH(popmanuu. ba3zo-
BBIMU TEXHOJIOTHSIMH IIpeoOpa3oBaHus MHGOOPMAIMH: TEKCTOBbIE, TAOIWYHBIE PEAaKTOPHI, TIOUCK B CETH
HNutepner.

CamocTosiTeJibHAsI AyAUTOPHAS padoTa 00y4arommxcsi Mo TeMe:
1. OTBeTUTH HA BONIPOCHI IO TeMe 3aHATHS.

Bomnpocsr muist cobecenoBanus:

[loHsiTHE reHOMa U TEHOMUKH.

CrtpykTypa 1 GyHKIIUU T€HOB.

Buerennblie aneMeHThl. THUIBI MyTalMil TEHOB.
IIporpamma «I'eHOM YestoBEKa», LEIU U 3a1a41 IIPOrPaMMBI.
buotexnonorus.

Tpauckpunims uapopmaruu ¢ JJHK na nPHK;

[ToHsiTHE TPAaHCKPUIITOMA, €T0 CTPYKTYpa U (PYHKITHSI.
Mertoapbl uccaeI0BaHMS TPAHCKPUIITOMA.

CrutaiicuHr — peryJsius.

CoNoOA~WNE

2. IlpakTHyeckasi MOArOTOBKA.

Pa6ora 1. CTpykTypa reHoma 4dejioBeka.

Lenv pabomul: I3yunTh 0COOEHHOCTH CTPOEHUS TeHOMa YeioBeka. OLeHUTh (QYHKIIMOHALHOE 3HAUCHUE
OTHEIBHBIX CTPYKTYPHBIX DJIEMEHTOB I'€HOMA.

[lepenecure naHHYIO CXeMY B pabOuy0 TETPaib.

I'enoMm uenoBeka

3000 Mh
I'eHBI ¥ cBsI3aHHBIE C T€HAMHU I10CJIEI0BATEIBHO- JAHK, He BXOoms111as B COCTAB re-
CTH HOB
~ 22000 CBs3aHHBIE € Hucneprupo- Tan-
T'€HOB reHaMu OCJIEIOBA- BaHHbIe TOBTOpHI 1400 JIEMHBIE00-
TEIBLHOCTH Mb JIACTH
L S L Tpanc
INE INE TR 11030H61 90Mb
v v
WHTpOHBI, Ices-
HETPaHCIHPYEMbIe JIOT€HBI v
obnactu -
Muk Hp
po-caren- yrue o0ira-
JIATHI CcTH
3anoaHUTE CIEeIYIONYIO TaOIuUILy.
®pakiusi reHoMa OyHKIMOHANBHBIE 0c00eHHO- | [TocnencTBusi M3MEHEHHM TIe-
CTH HOMa
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I'ennr

TIceBmorensr
JlucnieprupoBaHHbIC TOBTOPBI
TpaHCcr030HbBI
TangeMHbIe00IaCTH
BreimonHenune paboTel BeaeTcs B GopMe 00CYX IACHHUSI BMECTE CO CTYICHTAMU UMEIOIIUXCS IAHHBIX IO CTPO-
E€HMIO T€HOMA.

Padota 2. CpaBHeHHe reHOB Pa3HbIX OPraHU3MOB.

Llenv pabomul: 3yunTh pa3iauyus B CTPOCHUH T€HOMOB.

Ha pucyHke npezncraBieHbl XpOMOCOMHBIE KapThl pa3IMYHbIX OpraHu3MoB. OIpenenuTe XapaKTepHbIE
pas3nuyKsi FeHOMOB THX OPraHU3MOB U T€HOMA YeJI0BeKa.

Puc. I110THOCTE T€HOB y YETHIPEX OPTaHU3MOB.

a) Baktepusa E. coli

lex D MNcesporex [:] Moetopbl AHK

a) 50 ThIC. I.H. y4acToK Ha4ana renoma E. Coli;

0) y4acTOK XpOMOCOMBI 3 TPOKIKEH;

B) 50 ThIC. I1.H. Y4aCTOK XpOMOCOMBI 7 UeJIOBEKa, I71€ PACHOJIOXKEH I'eH, KOJUPYIOIINN pelenTop KIeTou-
HOM NIOBEPXHOCTH;

I') y4acTOK reHOMa KyKypy3bl, okpyxatoruuii ren Adh 1-F.

Tabm. CpaBHI/ITeJIBHa XaPAKTCPUCTHKA 'CHOMOB Pa3HbIX OPTraHHU3MOB.

Opranusm Pa3mep renoma YucJi10 reHos
(Mera6a3sbi)
Escherichiacoli 4,64 4397
Bacillussubtilis 4,21 4212
Rickettsia prowazekii 1,11 834
Mycoplasma pneumonie 0,82 710
S. cerevisiae (apoxKu) 12 6548
P. falciparum (mansipuiiHbIN MIA3MOIHH) 30 6500
C. elegans (remaTosa) 97 bonee 20000
D. melanogaster (mumooBasi Mymika) 170 ~ 16000
Z. mays (KyKypy3a) 2500 ~ 20000
H. sapiens (4enoBek) 3300 ~ 35000

[Mpoananu3upyiiTe BhIIIE MPEACTABICHHBIC CXEMY U TAOJIMILY U OTBETHTE HA BOMPOCHI:
1) OcobenHocTH CTPOEHUS FTeHOMA MPOKApHUOT;
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2) OcoOGEHHOCTH CTPOEHUSI TEHOMOB 3YKapuoT.

Brimonnenue pabotsl BeaeTcs B GopMe 00CYkKASHUSI BMECTE CO CTYIEHTaMHU UMEIOLIUXCS TAHHBIX IO CTPO-
€HUIO TeHOMa.

Pa6ora 3. 'eneTH4eckasi kKapTa XpoOMOCOM.

Lenv pabomul: I3yunTh KapTUPOBAHHE XPOMOCOM Ha MPUMEPE XPOMOCOMBI 3 YeJIOBEKa.

PaccMoTpuTe reHeTHuecKyro KapTy XpoMocoMbl 3 uenoBeka. Onpenenure J0KalInu3alnio aToJI0rnYeCKUX
MYyTallui, KOTOpbIE BEAYT K HACIEICTBEHHBIM OOJIE3HSIM.

Cunapom don Xurmensi-JIunaay
PEIMCTEHTHOCTS K THPEOHIHOMY FOPMOHY
MeaKOKAETOMHAA KAPLHHOMA JIETKHX

_ Meennocunapom Llentsperepa

!EM) TANEIHOINAOY

ICumapom Mopto, n B |

[ ysmpuariit AMcTpodmueckHit nMaCpMOTHI

p KapunHoMa KAETOK neveHn”
Henocratoynocts Geka S
<", [eMONMTHYCCKAS AHEMMS B PEIYNbTATE
7 HEIOCTATOWHOCTH [TYTATHOHMCPOKCHAAIL
~ Boneaus Rh-Honb
OporHKaunaypus
IMponuoraunaesmns, pecB-mun
ATPAHCHEPPHHEMHS
q ‘Ii\uluurm'ymn.x IMHHEMMS, HACHEACTDENHAA |
1[]\![\!("(1[1-!" PETHHUT-5

[Noctanectenyeckoe anHod

HenepesocHMOSTS Caxaposh

Bedapodimos, 0BpaTHKI AMMKAHT W 1103

TposGoduans n pesyawture wibnka HRG

He0CTATOHOCTS THPOTPOMIH-PHAMIHT
TOpMOHA

3anoiaHUTe CIEeIYIOIYIO TabIuILy.

[Taronmoruueckoe co- | Homep xpomo- | Ilnevo VYuacrok CermeHt
CTOSIHUE COMBI
MenkoxkiieTouHas
KapLMHOMA JIETKUX
[TocranecTe3nueckoe
anHod

Kapuunoma knetox
MeYEHU
Tpombodunus u3-3a
HEJIOCTaTOYHOCTH
oenka S
I'emonutuueckas
aHEeMUS

Brimonnenue pabotsl Beaercs B GopMe 00CyKI€HUS BMECTE CO CTYACHTAMH MMEIOIINXCS JAHHBIX T10 Te-
HOKAapTUPOBAHUIO.

Padora 4. CtpoeHue resna 3yKapmor.

Llenv pabomul: N3yunth oOliee CTpoeHHE F€HOB YEJIOBEKa M 3aBUCUMOCTh BIIMSHUS MYTaluil Ha CUHTE3
Oenka OT UX JIOKaJIH3aIuH B TeHE.

1) [Ipoananusupyiite cTpykTypy 6€Ta-rioOMHOBOro reHa ueioseka. [lepeHecure qaHHyro
cxemy B pabouyto Terpasib. Ha pucyHke 0603HaubTe CTPYKTYpHBIE JIEMEHTHI I'eHa.

Puc. Ctpykrypa Oeta-riiodunoBoro reHa yenoneka (o ['mnbepr C., 1995).
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Cawr Caiir

MHMLMaLmn VHULMaumm Canr
TpaHCKpMI)'IuMVI Tpa}chﬁumu ;ggr::;u:::
(k3n-cant aa Chiir
aa aa aa aa aa) nonvaaeHunMpoBaHus
IpenoTop 30 31 104 105146 il
‘ —T TepMUHaLMK
w7 | WHTpOH2 TpaHcKpUnumm
LR | 9KkaoH1| SKzoH2 ;
OFORGMAHTRI Jinpep WnTpoH 1 Tpevinep
npomortopa
TATA
60KC

D10 camblii KOpOTKUi TeH y denoBeka: 1100 m.uH, obpasyrommx 3 sk30Ha (90, 222 u 126 n.H.) u 2
uHTpoHa (116 1 646 n.H.). OH BKIIFOYAET:

- [Ipomotop (TATA-60Kc — oCcTaTKM THMHHA U aIcHUHA) U JIp. BOKCHI pacmonokeHsl mepes TOUKOoi
WHULHAAIMY (KTI-CA|T).

- Kan-caiit — ocHoBHOM nnuimaropusiii kommiekce (OUK) mst npucoenunenus PHK-nonumepassi 1.

- DK30HBI U PA3JENAIOLIUE UX HHTPOHBI.

- CpG — ocTpoBKH (IUHYKICOTH]IBI) WM YYaCTKH, pa3JelsonIie 3K30HbI U UHTPOHHI (aa3l, aal04,
aal05, aal46).

- 5" u 3’ - HeTpaHCIUpyeMbIe 00IacTH.

- Tpeiinep - koHueBas yacth MoJnekynsl ”PHK, Bkitouaroias HOHCEHC-KOJIOH U MOJIM-A TOCIe0Ba-
TEIHHOCTb.

- HeOounbiiue perynsTopHble cailThl, yyacTByromue B uHUIManuu (kogoH ATT) unu TepMuHaium
Tpaucsiuu (kogon TAA).

- HeGomnp1mme perynaropHble y4acTK, HEOOXOIUMBIE JUIsl YCHIICHUS (SHXaHCephl), ocaabaeHus (cai-
JICHCEPHI) U TCPMUHAIIUU TPAHCKPHUIIITIH.

- Y4acTok curHasia nojauaJeHuInpoBaHusl.

2) [Tepenecute B pabouyro TETpaib CACAYIONMIYIO CXEMY.

/ MYTaHHSI \

AHOMAaJIBHBIHI U3menenne
OeIIoK KOJINYECTBA
Oenka

CHmxenue QyHKINU

YBenuuenue GyHKIUU

[osiBnenne HOBOW YHKIUH

3) 3amoaHUTE CISAYIONIYIO TaOIUITy.
Tabn. Myraruu B pa3IM4HbIX y4acTKaxX reHa.
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Y4acTok rena IMocnencTBus nsa cuaTe3a OelKa [TocnencTBus, BbIpaKarOLIU-
€csl B U3MEHEHUHU (DYHKITNHN

TATA-OokC

Kbom-cair

CaifT uHMLI AU TPAHCIIS-
107071

OK30HBI

HNHTpOHBI

CpG — ocTpoBKH

5"u 3’ - HeTpaHCAUpyEMbIE
obnacTu

HonceHc-xkogou

TTonu-A mocinenoBaTeib-
HOCTb

CailT TepMuHaLIIU
TPaHCKPULIUU

DHXaHCephl

CailsieHcepsl

Brinonaenue paboTsl BeaeTcst B hopMe 00CYKIEHUSI BMECTE CO CTYIEHTAMU UMEIOIINXCS JAHHBIX O CTPO-
€HUH I'eHOB M MEXaHH3MaX BOZHUKHOBEHHUS MYyTallUM.

PaGora 5. Peryasinusi 3KCrpeccuy reHoB 3yKapHoT.

Lenv pabomul: VI3yunTh 3aKOHOMEPHOCTH IKCIIPECCUU T€HOB AYKapUOT U €€ PEryJsIsuu.

Ha cxeme npeacrtaBieH MeXaHU3M IKCIPEccUu TeHoB. OnpenennTe OCHOBHbIE 3BEHbS SKCIIPECCUU T'€HOB B
AJIpe U HUTOIIa3Me KIIETKH.

Puc. Mexanusm skcrnipeccuu reHoB (o B.Dmmor, J{.9mmmot, 2002).

Hetpanckpubupyemulii Kouen .
\ Ix30mb : 1 2 3

X \ 3
= v—:-3=——c-— 5
a 3
Tpauckpubupyessuiil Konen”
3 5 PHK Q

5

1. Tpauckpumms 5" CAP - —— —_—'——— 3!

& [Monu-A-xsocr
2. PHK nponeccuar 5 “LA AAA 3

W CnaaicHur

Sapo

Huronaasma : ’ Pactyuwas noasnenrrianas
nens
Y AAAA T
4. Tpancasiuus 3

Pubocombl 2 Q
ToroBurit nosmnenTay
5. Coopka Geaxa %

OCHOBHBIE 3BEHbS IKCIIPECCUU T€HOB:

- SInpo kaerku: pacruierenue Huteil Mosiekynsl JIHK, tpanckpunuus MPHK ¢ nomompsro PHK-no-
nuMepassl |, mpolieccuHr u crtaiicuHr (co3peBaHue).

- InTonna3ma kierku: Tpancnopt coszpeseit MPHK or siiipa k ppubocomam, nepeBo1 (TpaHCIIsLus)
¢ nomouibto pPHK u TPHK undopmannu o nocnenosarenbHocT HyKiIeoTu0B B Mosiekyine MPHK B mo-
CJIeI0BATENIbHOCTh AMUHOKHCIIOT B MOJIEKYJIe OesKa.

Onumure B paboueit TeTpaau Perysinio SKCIPECCHUU I'eHOB JIJIs KaX/10T0 3BEHa.

3. Tpaucnopt
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BrimonHenue paboThl BeeTcs B popMe 00CYKIACHHS BMECTE CO CTYJEHTAMU UMEIOIINXCS JaHHBIX O CHH-
Te3e OelKa.

PatGora 6. PHK-unTepdepenums.

Lenv pabomur: Uzyunth mexann3m PHK-unTepdepenimm.

Ha cxeme npencraBien mexanusm PHK-untepdepennuu. @epment Dicer pa3pe3aeT ABYIENOYECUHYIO
PHK. IIpu stom ob6pa3zyrorcs siRNA. Otu npouecccupoBanubie PHK cBsI3pIBatOTCS ¢ KATAIUTUYECKU aK-
tuBHbIMU Ocnkamu Hykieazamu — RISC (RNA-induced silencing complex). Kommuteke RISC u siRNA
(short interfering RNA) ciennduiecku pazpymaer mRNA u npegoTBpamaet TpaHCISIHIO.

I[lepeHecuTe JAHAYIO CXEMY B PaOOYyIO TETPAb.
I]HH|||||‘HHH”HH”HHHH||||HHH aeyuenodeunas PHK

{ : (epment Dicer

SRNA T T T
T ST

| |

o KOMIIJICKC

Jerpa: . AHTHCMBICTIOBOH
KOMILJIEMEHTapHOH uenouku u RISC
HENOYKH /

mRNA LU

RISC

paspesanie mRNA
L

LU L LU

Breimummrte B pabodyro TeTpaab BO3MOXHOCTU MCHoNb30BaHusa MeTonoB PHK-unrepdepenunu B menu-
LIUHE.

3a otkpeiTue PHK-unTepdepennnn amepukanckue uccuenonarenu Duapio Daiip u Kpeitr Memso 6butn
ynoctoeHbl HoOeneBckoii pemun 1o ¢usnonorun u Meauipae B 2006 r. Ha ocHOBE ONMMCaHHOTO UMU
MeXaHH3Ma pa3pabdoTaHbl METO/IbI HAMPABIECHHOTO MOAABIEHUS aKTUBHOCTH T'€HOB C MOMOIIBI0 KOPOTKUX
cunrernueckux PHK nynnexcos. Takue nynnexcbl MOryT ObITh co3/1anbl IpoTHB 060l MPHK Onaromaps
TOMY, YTO MOCIEA0BATENbHOCTh TEHOMAa MHOTUX OPTaHU3MOB, BKJIFOUas 4eJIOBEKa, y>Ke u3BecTHa. B Hacro-
sIiee Bpems u3ydarorcs nepcnektuBsl npumeHeHus: PHK-untepdepentinu B Menuuune asis JieueHus UH-
(EeKIMOHHBIX, OHKOJIOTMYECKUX U IPYTUX 3a00JIeBaHUI.

Jns nocraBku cuHteTnyecknx PHK aymiiekcoB B KIIETKM MIMPOKO MCIOJIB3YIOTCA MOAXOJbI HA OCHOBE
HaHoOWoTexHOoNMorui. Cpeau HUX: JUIMOCOMBI, YIJIEPOIHbIE HAHOTPYOKH, CAaMOOPTaHU3YIOIIHECs MOJH-
MEpHBIE HAHOYACTUIIHI HA OCHOBE IUKJI0IeKCTpHUHA U JIp. [IOBEpXHOCTH 3TUX HAHOYACTHI] MOIUDUIIUPYIOT
AHTUTEJNAaMH U JIp. U BEKTOPAMHM ISl HAlIPaBJIEHHOM JOCTaBKU B PaKOBBIE KJIETKH, K O4araM BHYTPUCOCY-
JUCTOTO TTOPAXKEHUS U T. TI.

Brimonnenue paboTsl BeeTcst B popMe 0OCYKACHHS CO CTYACHTaMHU.

Pa6ora 7. JHK-1narnocruka.
Llenv pabomul: 1103HaKOMUTBCS ¢ UHTEpIPUHTUHTOM — MeTosioM JIHK-nuarnoctuku.

a) Ha Puc.] moka3zansl pe3ynsrathl Guarepnpuntura npod JJHK ot matepu (M), npeamnonaraemMoro
orma (F) u pedenka (C). Y peberka umeetcs: 6 MoOI0C, aHATTIOTUYHBIX MATEPUHCKUM U 11 — aHATOTHYHBIX
OTIIOBCKHM, @ TaKkXKe 5 00IIuX IMoJIocC.
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> Marepunckas nonoca

emms OTU0BCKAR NONOCA

< [lonoca or nio6oro
U3 poauvenein

Heonpepenentxas nonoca
o O6uwan Ans poputeneit
nonoca

M Marb
C PebeHok
F Npeanonaraembiit otey

00 f0mooomnoo=

il G0 s

[ ]
[ o~ ]
e

Puc. 1. Pesynbrarel ¢punrepnpuntunra npod JJHK ot marepu (M), nmpeamnonaraemoro otia (F) pedenka
©)

0) @unrepnpunt JJHK BTOpoii matepu (M2), pebenka (Cz) u npeanonaraemoro otna (F) mokasansr Ha
cienyromei cxeme (Puc.2). B atom cinyuae y pebeHka 8 MAaTEpUHCKUX MOJIOC, 15 OTIOBCKUX, 6 0OITUX IS
MaTepH U MPE/IoIaracMoro oTia u 1 mosoca He 0OHaPY)KUBACTCSI HU 'y MaTepH, HU y oTlIa. Kak 00bSICHUTh
HaJIM4YHe 3TOH 1mostockl? OOOCHYHTE OTBET, aHATM3UPYSI IPEICTABICHHBIC HA PUCYHKE (DUHTEPIIPUHTEI.

F
C—> MarepuHckas nonoca
e OTUO0BCK2R NONOCA

—mm Monoca ot nio6oro
#3 poguTenei

L]

HeonpepenexHas nonoca

e 06wan ana pogureneit
nonoca

M Mam
C PeBenok

F Npeanonaraemwi orey

00 D 0000=

J000000MmD0 B0 D

ONONGHGO DsD D OO00 NG 0 00 DR0 0~
imnInmLnmInmi

Puc. 2. ®unrepnpunt JHK Bropoit matepu (M2), peberka (C2) u npennonaraemoro otua (F2).

OTBeThTE Ha BONPOCHI, aHAIU3HUPYSI IPEICTABIICHHBIC HA PUCYHKE (PUHTEPIIPUHTEHI.
1. MoyXHO 1M Ha OCHOBAHNM DTUX JAaHHBIX CACJIaTh BBIBO/ 00 OTIHOBCTBC MY>KUYHHEI B IICPBOM cnyqae?
2. Kak 00BsSCHUTH HATMYKE OJHOMN TMOJOCHI, HECOBMAIAIOIIEH C OTIIOBCKUMHU M MATEPUHCKUMHU TOJI0-
caMH BO BTOPOM citydyae?
BrimonHenue paboTsl BeieTcs B popMe 00CYKIASHUS BMECTE CO CTY/ACHTaAMHU.

3. BeicTymieHne ¢ JOKJIAJAMU:
1. Pozanung @pankinH — BKIaa B uccienopanue moaenu JJHK.
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2. MexaHu3Mbl BOSHUKHOBEHHUSI 3KCIIAHCUU TPUHYKJICOTUIHBIX TOBTOPOB. bo-
JIE3HU, BbI3BaHHBIE JUHAMUYECKUMU MYTalUSIMU.

3. [Tpuonnsie 60IE3HHU.

4, Ocob6ennoctu PHK-unTepdepeHiny y mpokapuoT U 3yKapuoT. 3HaUCHUE
OTKPBITUSI 3TOTO MEXaHU3Ma ISl MEAUIMHBI.

CaMocTosiTeIbHAsI BHEAY/IMTOPHAsi padoTa o0y4yalomuxcs 1o TeMe:
3aoarus ons camocmosamenbHol 8HeayOUmopHoU pabomvl CMyOeHmo8 No YKA3aHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUECKIM MaTEPUAJIOM 110 TeME 3aHSATHS C UCII0JIb30BAHUEM KOHCIIEKTOB JICKIIUN
W/WIIM PEKOMEHTyeMO yueOHOH TUTepaTyphl.
2) OTBeTUTH Ha BOIIPOCHI JIJIsl CAMOKOHTPOJISL:
e [lonsiTHEe reHOMAa U TEHOMUKHU.
CtpykTypa 1 GyHKIIUU T€HOB.
Bnerennble aneMeHTbl. THUIBI MyTallMi TEHOB.
IIporpamma «l'eHOM YestoBeKay, LEJIU U 33J1a4d IIPOrPAMMBI.
buorexnonorus.
Tpanckpunums napopmarmu ¢ JJHK na uPHK;
[ToHATHE TPAHCKPUNITOMA, €TO CTPYKTYpa U (DYHKITHSL.
MeTto/b1 HccieIoBaHUS TPAHCKPUIITOMA.
e CrjaliCUHT — perymisusi.
3) IIpoBepuTh CBOM 3HAHUS C UCTIOIB30BAHUEM TECTOBOTO KOHTPOJIS
1. Bvibepume 00un npasuiibHulli Omeemn.

MenuuuHcKasi TeHEeTHKa U3y4aeT: a) KIMHHYECKHe 0COOCHHOCTH HAcJeICTBEHHBIX 00Je3HE; 0)
ATHOJIOTHUIO, TATOT€HEe3 HACIEACTBEHHBIX 00Je3Hel 1 O0se3Hel ¢ HAacIeICTBEHHOIO MPEApaCcIoNoKeHHO-
CTBIO; B) ITyTH MPO(PUIAKTHKH HACIEACTBEHHBIX O0JIE3HEH; ') pOJIb HACIEICTBEHHBIX (PAKTOPOB B MATOJIO-
THH YeJIOBeKa.

2. Bvibepume o0un npasunvusiii omeem.

HazoBuTe n3BeCcTHOE YMCIIO0 HACIEACTBEHHBIX 3a0oneBanumii: a) 1500; 6) 3500; B) 5000; r) 15 000.
3. Bvlibepume 00uH npasuibHbiii Omeen.

[TponieccuHT oOecmeurnBacT: a) TPAHCKPHUIIINIO; 0) TPAHCIALIMIO; B) “BhIpe3aHUe’” HHTPOHHBIX 00-

JIACTEH.
4. Bvibepume 00un npasuibHulil Omeem.

[TonsiTve reHa BKJIOYAET B ceOsl: a) TOJIBKO MHTPOHBI; 0) TOJIBKO AK30HBI, B) YaCTh 3K30HHBIX
y4acTKoOB reHa; r) yuactok /IHK, oTBeTCTBEHHBIH 3a CHHTE3 MOJIMNENTHIA; 1) YIaCTKH OeJIKa, OTBETCTBEH-
HBIE 33 CUHTE3 CJIOKHOTO OeKa.

5. Bvibepume 00un npasuibHulil omeem.

BribepuTe npaBuibHOE ONpeesieHne MOHATHSA “T€HOM™ 4YeJOBEKa: a) COBOKYIHOCTH SJIEPHOMN
JTHK; 6) xpoMocoMHBI HaOOp OpraHn3Ma; B) COBOKYIHOCTb TpaHcnupyembix yuactkoB JIHK; r) coBokyr-
HOCTb SIEpHOU 1 nuToruiasmartudyeckon JTHK.

Omeemut 1-6);2-06);3-8);4-1); 5-1).
4) [loaroroBuTh pedepaT/AoKIaz MO CIEAYIOLIEH TEME:

5. Pozanunn @panknun — BkiIaja B uccienoBanue moaenu JJHK.

6. MexaHu3Mbl BO3HUKHOBEHHS SKCIIAHCUH TPUHYKJICOTHIHBIX MOBTOPOB. bo-
JIE3HU, BbI3BAaHHBIEC TUHAMUYECKUMU MYTALUSIMU.

7. [IpronHbIe GoJe3HU.

8. Ocob6ennoctu PHK-unTepdepeniimm y mpokapuoT u 3yKapuoT. 3HaYCHHE

OTKPBITHSI 3TOTO MEXaHU3Ma JUJISl MEAUIMHBI.
5) BeimomHUTh qpyrue 3ai1aHus, MpeIyCMOTpEHHbIe paboyeil mporpaMMoil Mo TUCIHUIIIHHE.
B paGoueii TeTpaau 3ar0JHUTh TEPMUHOJIIOTUYECKUH CIIOBApb.
Tepmun
1. Tenom—
2.  I'eHOMHBIA UMIPUHTHUHT —

3. T'enermueckuii momumMoppusm —
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4.  IlpuonHble 60JE3HU —

5 Bone3nu HakomieHus —

6. DKcmaHCHUs TPUHYKJICOTHIHBIX MTOCIIEI0BATEILHOCTEH—
7 AH”THIIETIANAA —

8 VaukaneHabie nocaeaopaTeabHoctu JJHK —

9. Cpenne noBropstomuecs nociegopareasnoctu JHK —
10. Bsicoko noBTopstomuecs nocienopareabuocty JJHK —
11. IlceBmoreHsi —

12. TpaHncro3oHbI —

13. AunbrepHaTUBHBIN CIIAHCHHT —

PexoMenayemas aureparypa:
OcHoBHas:
1. Uure-BeuromoB C.I'. T'enernka ¢ ocuoBamu cenexnun. CII16.:, U3garensctso H-JI, 2015.-720.
2.bouxoB H.I1. Knuanyeckas renetuka: ydeOHUK 1t By30B.- M.: [DOTAP-Menaua, 2011, 592 c.
JononHuTenbHas:
1. Konenaesa E.B., Poquna H.E. O61mas renetrka 1 TeHeTHKa 4yelloBeka: yueOHoe rmocodue - Kupos,
2016, c. 5-16.
2. KypuanoB H.A. ['eneTuka yenoBeka ¢ ocHoOBaMu o011ei reHeTuku: yueoHnoe nocodue. — CII0.:
CuenJlur, 2010, ¢.192
3. Mymxkam6apos H.H., Ky3neuos C.JI. MonekynsipHas 6uonorus. Beenenue B MOJEKYISPHYIO LIU-
TOJIOTHIO U THUCTOJIOTHIO: yueOHoe nocodue. - M.: MUA, 2016.
4. MytoBuH I'.P. Knuauueckas renetuka. ' eHOMHUKa U IPOTEOMHUKA HACIEACTBEHHON NaTOJIOTUH
[DnexTponHbIi pecypc]: yuebHoe nmocodue. - M.: TDOTAP-Meaua, 2010.
5. DIEKTPOHHBIE PECYPCHI:

http://omim.org/

Pa3zgen 2. MeannuHcKas reHeTHKA.

Tema 2.3. CemuoTHKA HACJIeACTBEHHBIX 3a001eBanuii. KiinHNKoO-reHeaorneckuii MeTo.

Heab: M3yunTh KIMHUYECKHE OCOOCHHOCTH TEUEHHUS HACIEICTBEHHBIX 3a00neBannuil. 3yunTh 3HaueHue
KJIIMHUKO-T€HEaJIOTUYECKOT0 METO/1a, €r0 OCHOBHBIE 11€TU U 3a1a4i. HayduThcst mpaBUIbHO UCIIOIB30BATh
COOTBETCTBYIOIIYIO TEPMHUHOJIOTHUIO.

3apaun: PaccMOTpeTh OCHOBHBIE TEPMHUHOJIOTHUECKUE TTOHATHS MEIUIIMHCKOW T€HETUKH, O0YyYUTh CTY-
JIEHTOB IPUMEHEHUIO KIIMHUKO-T€HEaJTOTHYECKOT0 METO/1a, U3yYUTh OCOOCHHOCTH HACJIEICTBEHHOM MaTo-
JIOTHH.

O0y4ammiics 10JI7KeH 3HATh.

Oco0eHHOCTH KIMHUYECKHUX MPOSBICHUN HACIEICTBEHHOW MATOJOTUH, OOIIUE MPUHITUIBI KIMHHYECKON
JTMArHOCTUKHU HACIIEJCTBEHHBIX OOJIE3HEH, MPUYMHBI MPOUCXOXKIEHUS U JTUATHOCTUYECKYI0 3HAYUMOCTh
MOp(OreHeTHYECKUX BapUaHTOB, 3HAUEHHWE U OCHOBBI KIMHHUKO-TE€HEATOTHYECKOT0 METO/Ia Ui TUArHo-
CTHKH, HACJIEJACTBEHHOMN MAaTOJIOTUH, TUTIBI HACIIEIOBAHUS 3a00JI€BaHUN U IPU3HAKOB YEIIOBEKA.
OOyyaromuiics 1015KeH YMeTb.

OOcnenoBaTh OOJBLHOTO HA BBISABJICHHE HACJIEICTBEHHOW MATOJOTHUH, PACIIO3HABATH OOIIUE MPOSIBICHUS
HACJIEICTBEHHOM MaTOJIOTUH, TUAaTHOCTUPOBAThH BPOXKIEHHBIE MOP(OreHETUYECKUE BApUAHTHI, IPABUIBLHO
WCIIOJIB30BaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO TIPH OMHMCAHUHM KIWHWYECKOW KapTHHBI ((PpeHoTura)
001pHOTO; cOOMpaTh aHAMHECTHYECKHE JAHHBIE M T'C€HEaOTUYECKyH MH(OpPMAIHMIO, COCTABISATH POIO-
CJIOBHYIO, TIPEJICTABIIATH €€ B rpa)idecKOM BUJIC U aHAJTU3UPOBATH HACJIEIOBAHNE 3a00JICBAHUS WIIH TIPH-
3HaKa 00JIE3HH B CEMbE.

O0yyaommiics 10J17KeH BJIaAeTh.

Mennko-0uoIoTHYecKuM MOHITUWHBIM amnmapaToM. MeToaMu U3Y4eHHUs HACJEeICTBEHHOCTH UYelIOBEKa.
Happikamu moricka MeTUITMHCKOW HHGOPMAIINK B y4eOHOM, HAYYHOU JTUTEpaType, B TOM YUCIIE C UCTIOJIb-
30BaHuEeM ceTu VIHTepHeT; HaBbIKaMH MPEJCTABICHUS U OOCYKACHHSI MeIUIIMHCKON nHpopmanmu. bazo-
BBIMU TEXHOJIOTHSIMHU TIPe0Opa3oBaHus WHPOPMAIIUU: TEKCTOBBIC, TAOJMYHBIE PEAKTOPHI, TIOUCK B CETH
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HNuTtepner.

CamocrosiTesbHAs ayIMTOPHAst pa0oTa 00y4aroIMXCs 10 Teme:
1. OTBeTUTH HA BONPOCHI 110 TeMe 3aHSATHS.
1. KiIMHHKO-TeHEaIOrnYeCKHil METOI, €I'0 BO3MOXKHOCTH M 3HAUCHHUE B MEAUKO-TCHETUUSCKOM KOH-
CYJbTUPOBAHUH.
[Tokazanus Jy1st NpOBECHUS KIMHUKO-TEHEATOTUYECKUX UCCIEA0BaHUM.
CocraBnenue KapThl (eHOTHIIA.
CocrapieHue pogoCIOBHOM.
OrnpezenieHne HacIEACTBEHHOIO XapaKTepa MaTojI0TUu.
OrnpezenieHne TUTIA HACTIEAOBAHUSI.

ok wn

2. llpakTHyeckasi MOArOTOBKA.

Pa6ora 1. Onpenesnenne Tuna HacJie0BaHUS.

Lenv pabomul: I3yuynuTh OCHOBHBIE 3aKOHOMEPHOCTH HACJEeI0BAHUSI.

W3yunrte mpencraBieHHbIE HIDKE TpadudecKkue n300pakeHUus POJOCIOBHBIX, IEPEHECUTE UX B PabOUyrO

TeTpaib.

1. Onpenenute XapakTep HaCIEAOBaHUS AyTOCOMHOTO IIPU3HAKa M PACCTaBbTE T€HOTHUIIBI BCEX YJICHOB
a) B—

POZIOCIIOBHOIA:
—®
&) -TCJJ
B
A

2. TlpoBeaute aHaIM3 POJIOCIOBHOM CEMBH € OIM30PYKOCTHIO. ONpeeTuTe THII HACIEIOBAHUS TTPH-
3HaKa, TEHOTHUITBI BCEX YJICHOB POJIOCIOBHON. BhIUKCINTE BEPOSITHOCTH POXKIICHUSI OTM30PYKUX JeTeit
B ceMbe OT Opaka 3 u 6.

M
O M AT 3@——{s
JeUgE peen

14 15

e

3. Tlo xapakTepHbIM ()EHOTUTTMUECKUM MPU3HAKAM U (PParMEeHTy POAOCIOBHON MpoOaHIa ONpeIenTe
3a00JIeBaHNE U TUI HACJIEJOBAHUS.

10
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4. TlpoeawTe aHAIHU3 POJOCIOBHON CEMBHU C ATLOMHU3MOM. "
Onpenenure TUN HAcIEAOBaHUS TPU3HAKA, TEHOTUIIBI YJICHOB
POIOCIIOBHOW. BBIYrcIuTe BEPOSTHOCTH POXKACHUS OOTBHBIX
nereii ot O6paka 1 u 2 (11). P4

reTepo3uroTHoO
HOCUTENLCTBO

5 IV-7 — BbIKUABIW

)

5. PomocnoBHas cembu ¢ BuTaMuH D-pe3ncTteHTHBIM paxutoM. OnpenenuTe BepOITHOCTh POKICHUS
310poBBIX AeTert oT Opaka 3 (I1) co 3m0poBOIT KEHIIUHOM.
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Puc. 3.33. Ponocnoanaﬁ C X-CLenNeHHbIM AOMUHAHTHBIM TUMOM HacNeA0BaHUs
(BuTamuH D- -PE3UCTEHTHBbIN paxur)

Puc. 3.34. PeGeHok 7 net ¢ BUTamuH D-pesncTeHTHLIM paxuTom
(1 poaoenosHoi = I11-9), TunuiHbe BapycHeie nehopMaumn HKHUX KOHe4YHOCTeNn,
X-CUONN@HHLIA AOMUHAHTHBIA TUN HACNeA0BAHNA

6. TIpoanamu3upyiTe poJOCIOBHYIO CeMbH ¢ reModmueii. OnpeaenuTe THIT HACIeJOBaHUS PU3HAKA,
TEHOTHUIIBI WICHOB POAOCIOBHON. BhIuncinTe BEPOSATHOCTD POXKACHUS OONBHBIX U 3J0POBBIX JIETEH OT

Opaka 1 u 2.
1B (2

ES-CJJ 7 4 {8 5 0 6

i OO O

11 12 13 14 15 16

7. TlpoananusupyiTe poAOCIOBHYIO CEMBbU C TUNIEPTPUX030M. OnpeaenuTe TUIT HACIEeOBAHUS, TEHO-
THUIIBI YWICHOB POJOCIOBHOM. BRIUMCINTE BEPOATHOCTD POXKIACHHS JISTSH ¢ THIIEPTPUXO030M OT Opaka 1
u 2 (I1). Onpenenute mox STUX AETEH.
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HOMOM

Brimonnenue pa6OTLI BCACTCA B (1)OpMe O6CY)K,Z[€HI/I$I BMECTEC CO CTYACHTAMH UMCHOIIUXCS NaHHBIX 110 TH-
ImaM HacCJICJOBaHUs.

Padora 2. DTansl KJIMHHYECKOI0 MMOUCKA.

Lenv pabomei: VI3yuuTh MOCIEA0BATEILHOCTh MPUMEHEHUS METO/IOB TUATHOCTHKYU B TeHeTHke. Mcnoinb-
3ysl JaHHBIC ped)epaTUBHBIX COOOIICHHM, OXapaKTePU3yWTe ATAlbl JUATHOCTHYECKOTO MOUCKA IS KOH-
KPETHBIX KIMHUYECKUX CITy4aeB.

[lepenecure B pabouyro TETPaIb M 3aIMOJIHUTE CIEAYIOUTYIO TaOIHILy.

Oran Haszpanue | [Ipumensiembie | Mcnons3oBaHue smek- | Jluarnos, ycranaBiu- | Knunnue-
Jrara METO/bI Jua- TPOHHBIX 0a3 IaHHBIX | Ba€MBIi B pe3ylnbTaTe | CKHUil Mpu-
THOCTHKHU (na/uer) HCCIIE0BAHUS Mep
I Kinanue-
CKUH
I [Mapaxnu-
HUYECKUI

Brinonsenue pa60TBI BCACTCA B (I)opMe O6CY)K,I[€HI/I${ BMECTC CO CTYACHTAaMH UMCHOIINUXCA JaHHBIX 10 MC-
TOJaM THArHOCTUKH.

3. PeluuTh cUTyallMOHHBIE 3a/1a4H.
1) Anroputm pazbopa 3a1au.
1. Onpenenute TUI HacA€AOBAaHUS MTPU3HAKA.
2. OnpenenuTe reHOTUIIBI BCEX YJIEHOB POJIOCIOBHOM.
3. Beruucaure BEpOATHOCTh POKIEHUS JETEN C NaTOJIOTMYECKUM IIPU3HAKOM.
2). Ilpumep 3a1a4M Ha aHAJIM3 POJIOCIOBHBIX C pa300POM IO aAJITOPUTMY
1. Onpenenute TUI HacA€AOBAaHUS MTPU3HAKA.
2. OnpenenuTe reHOTUIIBI BCEX YJIEHOB POJIOCIOBHOM.
3. BeruncanTe BEpOSITHOCTh POKJIEHUS A€TEH ¢ MaTOJIOIMYECKUM ITPU3HAKOM B ceMbe OT Opaka 8 u 6.
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D e
1. Tun HacnenoBaHMs NMpPU3HAKA — ayTOCOMHO-TOMUHAHTHBIM.
2. T'eHOTHITIBI BCEX WICHOB POJIOCIIOBHOM.

Aa Aa
I [ _"
1 2
aa aa Aa aa  Aa Aa
]
3 4 7 5 8 6
AA/A
I Ad/Aa y - aa
9 10 11

3. Brruncienue BCPOATHOCTH POKICHUA JieTel ¢ maToJOrHYeCKUM IIPHU3HAKOM.

P: AaxAa—3A:1la
BeposiTHOCTH JOMHUHAHTHOTO MPU3HAKA B CEMbE OT Opaka 6 u § paBHa 3 / 4 (2 3axoH Menzeins).

3) 3agauu JUIsi CaMOCTOSATENFHOTO pa30opa Ha 3aHITHH:

3anaua 1. XKenmmna crpagaer gocpar-quaderoM (X-CLEIUIeHHBIH TOMUHAHTHBIN THIT HAaclIe10-
BaHUs), JIBE €€ CECTPHI M OTEIl TaKXkKe OOJbHBI. boJbHAS TETKa 3aMy»KeM 3a 3JTOPOBBIM MY)KUYHMHOH 1 UMEET
IATEPBIX JI€TEH; ABE JOUYEPH, OJIUH CBIH - 3J0POBbI; OJIMH ChIH U J104b - 60JIbHBI. COCTaBbTE POJIOCIOBHYIO.
Ormpenenute BEpOSITHOCTh POKIEHUS 00JIbHOTO pebeHka y mpodanaa. Eciu cbin y mpobana Oyaet 6osieH,
KAaKOW ITPOTHO3 JUIsl €T0 JETeH?

3amaua 2. [Ipobang — 60apHOM Muomnatuen JromenHa Manbuuk. [1o maHHBIM aHaMHE3a — POJIU-
TEJIM U JIBE€ CECTpbl MpobaHa 310poBsl. [10 OTIOBCKOM JTUHMM JBa J91M, TeTKa, Aeq U 6a0ka nmpobaHaa
3710pOBbI. JIBE IBOIOPOJIHBIE CECTPHI OT ASIIU U ABOIOPOAHBIN OpaT oT TeTu npobana 310poBsl. [1o muHMM
MaTepH nnpodaHjia OAMH U3 ABYX Jsjeit Oosen Muonarueil. Bropoi asinis — 310poBblit — UMEN IBYX 3/10pO-
BBIX CBIHOBEH U 3710pOBYI0 104b. Ters mpoOana nmena 6oabHOTO chiHa. [len u 6adka 310poBel. CocTaBbTe
POJIOCIIOBHYIO U OIPEENINTE TUIl HACIEIOBAHUS.

3amaua 3. [TocTpoiiTe poOCIOBHYIO, HA KOTOPOM OBUIH OBl MMOKa3aHbI BAKHEUIIINE OCOOCHHOCTH
ayTOCOMHO-PEIIECCUBHOTO TUIIA HACIIEOBAHU B TPEX MOKOJECHUIX BOOOpakaeMoil CEMbH.

3amaua 4. K Bpauy - cToMaTosory oOpaTHINCh POIUTENN MATbUYHKa 3 JIET, UMEIOIIETO BPOXK/ICH-
HYIO pacllesnHy ryosl U HeOa, ¢ Mpock00it 00 onepaTUBHOM JICYEHUH 3TOTO MOpOKa pa3BUTHA. VX Takxke
MHTEPECOBAJI PUCK MOBTOPHOTO POXKAECHUS pedeHKa ¢ ToJ00H0# aHoManueil B 3Toit cembe. [locne ocmotpa
peOeHKa Bpay OCMOTpeN poauTesel. Y poauTesneld KIMHUYECKHe MPOsBICHUs 3a00€BaHNs BbISIBIICHBI HE
ObuTH. Manbuuk ObLT Ha3HAYEH Ha OTEepalIo JJisl yCTpaHeHus AeeKToB ryObl u Heba. B cBsi3u ¢ Tem, uto
y poauTeneil He ObUI0 OOHAPYKEHO MPOSIBIICHUH 3a00eBaHMs, Bpad pacleHI1 3a00jeBaHne pedeHKa Kak
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HEHACJIeICTBEHHOE, CBSI3aHHOE C KaKUMHU-TO HEOJIaronpusATHBIMH (PaKTOpaMu BO BpeMsi OEpEMEHHOCTH.
[IporHo3 B OTHOIIEHUU POXKACHUS MOCIEAYIOMNX JAeTel B 3TOM ceMbe, Mo clIoBaM Bpaua, ObUT OJaronpu-
ATHBINA. [IpaBUIIbHA JTM TAaKTHKA Bpaya B OTHOIIEHUH peOeHKa 1 MPOrHo3a Oy Iyliero noTomcraa?

3amaua 5. K Bpauy-TepaneBTy oOpartuiachk >keHIuHA 19 ner c¢ xamobamu Ha 00k B 00sacTH
cepaua. Ilpu oOGcnenoBanum y Hee ObLT BBISIBJICH MOPOK cepAla. bompHYIO TakkKe MHTEPEeCOBaJl MPOTHO3 B
OTHOIIEHUHU OYyIyIlero mnoTOMCTBA, T.K. OHA HEJaBHO BBIILIA 3aMYX U X0oueT uMeTh jaereil. [Ipu obcneno-
BaHUU ee Myxa 20 JIeT U3MEHEHHI CO CTOPOHBI Cep/Ila He BBIABIIEHO. M3 paccnpoca O00IbHOM BBISICHAIIOCH,
YTO €€ MaTh CTPaJlaeT UIIEeMUYECKOM O0IEe3HBIO cep/ilia, a OTell - TUIIepTOHnYecKol Oone3nbto. Ha ocHo-
BaHWM aHaMHe3a JIeYalluil Bpad Jall 3aKII0YCHHE O HACJIEICTBEHHOM MPOUCXOXKICHUH MOPOKa cepAala y
3TOM KEHIIUHBI, T.K. €€ POAUTENN TAKXKE CTPAAAIOT CEPACYHO-COCYAUCTHIMU 3a00I€BaHUSMH U OTIPEICITHIT
BBICOKHI PUCK POXACHUS y Hee O0bHBIX JeTeil. Kak pacueHuTh noaydeHHOe 3aKII0UeHUe U oueMy?

4.BpICTyIUIEHHE C IOKJIA[IAMM:

1. Meron FISH —punmummn, o61acts npuMeHeHHs.

2. brnortuHr — Kinaccu(uKays U IPUHIUIGI Pa3INYHBIX METOJIOB OJIOTTHHTA, 00IaCTh IPUMe-
HEHMSL.

3. DTHONOTrHs, KIMHUYECKHE CUMIITOMBI, IUAaTHOCTHKA U OCHOBHBIC IPUHIIMIIBI JIeueHHs (poc-
¢dar-nmuadera.

4. Dtronorus, KIMHUYECKUE CUMIITOMBI, IMarHOCTUKA M OCHOBHBIE IPUHIMIIBI JICYUEHUS TeMO-
¢umms A u B.

CamocTrosiTe/IbHAA BHeayAUTOPHasi paboTa 00y4alouuxcs 1o Teme:
3aoanus ona camocmosamenvHoU 6HeayOUmMopHOL pabomvl CMyO0eHmos8 no YKA3AHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUECKUM MaTEPUAIOM 110 TEME 3aHATHS C UCII0JIb30BAHUEM KOHCTIEKTOB JIEKIIHIM
W/WIIN PEKOMEHTyeMOH yueOHOH TuTeparyphl.
2) OTBeTUTH Ha BOIIPOCHI JIJIsl CAMOKOHTPOJISL:
¢ KJIMHUKO-T€HEeaNnornueckuii MeTo/1, €ro BO3MOXXHOCTH M 3HAYE€HHE B MEIUKO-TEHE-
TUYECKOM KOHCYJIbTHUPOBAHUHU.
e[lokazanus /i NpoBeIeHHs KIMHUKO-TEeHEATOTNYECKUX UCCIEJOBAHUH.
eCocraBieHue KapThl peHoTurma.
eCocCTaBJICHHE POJOCIOBHOM.
o Onpenenenre HaCcJIE€CTBEHHOTO XapaKTepa MaToJIOrHH.
o Onpenenenue TUNa HacJIEI0BaHUS.
3) IIpoBepHuTh CBOM 3HAHUS C UCIIOIB30BAHUEM TECTOBOTO KOHTPOJIS
1. Bvibepume 00un npasuibHulll omeem.

@unpTp - 3TO: a) pa3Mep HOCOBOTO X0/1a; 0) PaCCTOSHUE OT OCHOBAHUS HOCA JI0 KPAaCHOM KalMbl
ryObl; B) OTHOIIIEHHE JJTMHBI HOCA K IIUPUHE €T0 HIDKHEH JacTy.
2. Bvibepume 06a npagunibHbix omeema.

[Tono)xeHnsAMHU, XapaKTEPU3YIOLUIMMH ayTOCOMHO-PELIECCUBHBIN THIT HACIEJOBaHMUSI, IBJSIOTCS: a)
3a00JeBaHNE OJJMHAKOBO YaCTO BCTPEYAETCS Y MY)KUMH U KEHIUH; 0) )KEHILMHBI O0JIEIOT Yallle MyXKUHuH;
B) BBICOKasl YaCTOTa KPOBHO-POJACTBEHHBIX OpaKoB; I') 3a00JI€BaHKE MTPOCIEKUBAETCS IO TOPU3OHTAIIN
Omeem:1 - 6),2 —a), 1).

4) IlonroroBuTh pedepaT/aoKaaj 1Mo CAEAYIOUUM TEMAM:
5. Merox FISH —npunmumn, o61acts npuMeHeHHs.
6. brorTHHr — KIaccu(UKanys ¥ MPUHIUIBI PA3IMIHBIX METOIOB OJOTTHHTA, 00JIACTh IPUME-
HEHHMSL.
7. DTHoNOTHs, KIMHHYECKHE CUMITTOMBI, THArHOCTUKA M OCHOBHBIC TIPUHITHITHI JieueHus (oc-
¢at-nuadera.
8. Drumomnorus, KIMHIYECKHE CUMITTOMBI, THArHOCTUKA ¥ OCHOBHBIC TIPUHITHITBI JICUSHUS TEMO-
¢unusa A u B.
5) BeInoaHuTh Ipyrue 3aianus, IpeIycMOTpeHHbIe pabodel mporpaMMoil Mo AUCHUILIIMHE.
B paGoueii TeTpaan 3amoIHUTh TEPMUHOIOTHYECKHA CIOBaph.
Tepmun

175



1.  baor-rubpuanzanus no CayzepHy —
2.  CpaBHUTENbHAS TCHOMHAs THOOMIU3AIUS —
3. Hozepu-6moTTHHT —

4.  Maiible aHOMAJIUU Pa3BUTHUS—

5. Burunuro—

6. Tunepremopusm —

7. T'mnotemopusm —

8. T'mmeptpuxo3—

9. Tunorpuxo3—

10. Tupcytusm—

11. [Imacrema —

12. Makpotus —

13. MuxkpoTusi—

14 Muxkporenus

15 Muxkpornarus

16  «MpbIC BIOBED»

17 TIlporenus

18 IIpornatus

19 Cunodpus

Pexomennyemas aureparypa:

OcHoBHas:

1. ure-BeutomoB C.I'. I'enernka ¢ ocHoBamu cenekiuu. CII6.:, M3parensctBo H-JI, 2015.-720.

2.boukoB H.I1. Kiiman4eckas reHeTuka: yaeOHuK i By30B.- M.: ITDOTAP-Menua, 2011, 592 c.

JlonoJaHUTeNbHAS:

1. Konenaesa E.B., Poguna H.E. OOmias reHeTika 1 TeHETHKa YelloBeKa: yaeOHoe nmocooue - Kupos,
2016, c. 5-16.

2. KypuanoB H.A. I'eHeTnka 4yenoBeka c OCHOBaMU 001Iei reHeTuku: yaeoHoe nocodbue. — CII6.:
CnenJlut, 2010, ¢.192

3. Mymxkam6apoB H.H., Ky3ueror C.JI. MonekyinspHast Ouonorusi. BBeieHre B MOJICKYJISIPHYIO ITH-
TOJIOTHIO M THCTOJIOTHIO: yueOHoe nocobue. - M.: MUA, 2016.

4. MyroBuH I'.P. Knuauueckas renetuka. ' eHOMuKa 1 IpoOTeOMHUKa HACJIEICTBEHHOM MMaToJIOTUn
[DnexkTpoHHEIH pecypc]: yueOHoe mocodue. - M.: [DOTAP-Menua, 2010.

5. DNEeKTPOHHBIE PECYPCHI:

http://omim.org/

Pa3gen 2. MeaunuHcKas reHeTHKA.
Tema 2.4. I'ennble 001€3HU. ITHOJIOT U, TATOTeHE3, KIacCU(PUKALMS, METOAbI JUATHOCTUKH.
Hean: V3yuynTh TUIIBI MOHOTE€HHBIX MYTAllMid, MEXaHU3Mbl UX BO3HUKHOBEHUS B MEpPUOJ I'AMETOr€HE3a,
ATHOJIOTHIO, TATOTEHE3 M KIIMHUYECKYIO KapTUHY HanOO0JIee 4acTO BCTPEUAIOIINXCSI TEHHBIX OOJIC3HEH.
3agauu: PaccMOTpeTh OCHOBHBIE TEPMUHOJIOTUYECKUE MMOHSATHS MOHOTEHHBIX 00JIe3HEH, O0YyUHTh CTY/ICH-
TOB IPUMEHEHUIO KIIMHUKO-T€HEATOTHYECKOTO METO/1a JJIsSI OTIPEIETICHUSI PUCKA MOSIBJICHUS JIETeH C MOHO-
TE€HHOM MaTOJOTHEH.
O0y4ammiics 10JI7KeH 3HATb.
Jlo u3yueHusi TeMbl (6a3UCHBIC 3HAHKS) — THIBI TE€HHBIX MYTaIlMil, MEXaHU3MbI X BOSHHUKHOBEHHUS B II€-
pHOJ TaMeTOreHe3a.
[Tocne u3yueHus: TeMbI — STHOJIOTHIO U TUIIBI MOHOTEHHBIX 00JIe3HeH, KilacCu(UKAINI0 MOHOTEHHOU MaTo-
JIOTUH, TTATOTEHE3 TEHHBIX 0O0JIe3HEH, KIIMHUYECKUH TOJIMMOP(HHU3M U T€HETHIECKYIO TeTePOTreHHOCTh, Te-
HOMHBII UMOIPUHTHHT.
Oo0yuarommiicst 10J15KeH YMETb.
Hcnonb30BaTh KIMHUKO-TEHEATOTUYECKUM METO Jisi ONPEIEICHUsI PUCKa MOHOT€HHOM naTtosioruu. Pe-
maTh 3a7a491 Ha ONpPEIeTICHUE BEPOSTHOCTH TOSBICHUS NMATOJOTHH B 3aBUCUMOCTU OT THIIa MOHOTCHHOM
MyTauu. HayunTbcst mpaBUIIBHO UCIIONIB30BATh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO.
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Oo0yuammiicsi 10J15KeH BJIA/IeTh.

Menuko-0noJoruueckuM MOHATHUHHBIM anmnapaToM. MeronaMu U3y4eHUsl HaclleICTBEHHOCTH 4YeIOBeKa.
HaBpikamMu noncka MeIuIMHCKON HH(pOpMaIuK B yueOHOI, HayqHOH JTuTepaType, B TOM YUCIIE C UCIIOIb-
30BaHHeM ceTH MHTepHeT; HaBbIKaMM MPECTaBIEHUS U 00CYXI€HUs MeIULIMHCKOI nHdopmarun. baszo-
BBIMU TEXHOJIOTHSIMH IIpeoOpa3oBaHus MHGOOPMAIMH: TEKCTOBbIE, TAOIWYHBIE PEAaKTOPHI, TIOUCK B CETH
HNutepner.

CamocTosiTeJibHASI AyAUTOPHAS padoTa 00y4arommxcsi Mo TeMe:
1. OTBeTUTH HA BONPOCHI 10 TeMe 3aHATHS.
1. Druonorus, naToreHe3, MPUHIUIBI KJIACCU(PUKAIIMA MOHOTCHHOHN MAaTOJOTHH. DMUIEMHOIOTHYC-
CKHE XapaKTePUCTUKH.
Turmel HaclIeIOBaHUS MOHOICHHBIX OOJIE3HEH.
Krnnanueckuit momuMoppu3M U reHeTHIeCKas FreTePOreHHOCTh. | € HOMHBIM MMIIPUHTHHT.
buoxumudyeckne METOBI, NX 3HAUYCHUE,
Metoawl JIHK-guarnoctukmu.
MeToj IeHeTUKH COMAaTHYECKUX KJICTOK.
CylIIHOCTh MOJIEKYJISIPHO-TEHETHYECKOTro MeToa. Ero 3naueHue B JMarHOCTUKE.
[IpuHIMIIBI JIEUEHMUS.

Nk wN

2. IIpakTHyeckasi NOAroTOBKA.

Pa6ora 1. IlaTorenes MOHOTreHHBIX 3a00J1€BaHHUIA.

Lenv pabomul: I3yunTh OCHOBHBIC 3BCHbSI IATOTEHE3a TCHHBIX OOJIC3HEH.

Hcnonb3ys nannbie pedepaTuBHBIX COOOIICHUMN, BBICIUTE OCHOBHBIE ATAIbl PA3BUTH F€HHBIX 3a00J1eBa-
HUH.

[lepenecute B TeTpaab U 3aMOTHUTE CICAYIOIIYIO TaOIHUILY.

Ta6un. IlaTorenes reHHbIX 3a001€BaHUN

Hazpanwue 3a0oneBanus | ['en Jlokamuza- | 3mene- N3menenue | IIpomexy- OcHoBHbIE
1[Msl T€Ha HA | HUS B 00- | BBINOJIHSIE- | TOYHBIE CO- CUMIITOMBI
XpOMOCOME | pa3oBaHUU | MOM pyHK- | ObITHA B pa3-
Oenka 812078 BUTHUU 3200-
JIEBaHMs
Anupunus PAX6
bonesnps I'mpmmnpynra | RET
Pax monounoii xxene3sr | BRCAL,
BRCAZ2
Cewmeiinas runepxone- | LDLR
CTEepUHEMUS
HacnencTtBenHbIl He- MSH2,
MOJIUTIO3HBIN pak Ton- | MSHG,
CTOT0 KHIIIEYHHUKA MLH1,
MLH3,
PMS1,
PMS2
MenynnsapHas Kapuu- RET
HOMa IIIUTOBUTHOM XKe-
JIE3BI
Buramun JI-pesuctent- | PHEX
HBIU PaxuT
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I'emodunus A, remo- HEMA,
¢bunusa B HEMB

Brimonnaenue paboTel BeneTcs B GopMe 0OCYKIECHUS BMECTE CO CTYJACHTAMH UMEIOIINUXCS JaHHBIX TT0 MO-
HOT'CHHBIM 3200JICBaHUSIM.

Pab6ora 2. /InarHocTuka MOHOreHHbIX 3200/1eBaHHH.

Lenv pabomul: VI3yunuTh OCHOBHBIC METOJIbI JUATHOCTHKHU T'€HHBIX Oosie3Hel. Mcnonb3ys naHHbIe yueo-
HUKa ¥ peepaTHBHBIX COOOIICHHH, 3aIIOJIHUTE B paboueil TeTpaau CISAYIONTYI0 TaOIuILy.

Tab6n. JlmarnocTrka reHHbIX 3a00J1eBaHUM.

HasBanue 3a0oeBanus buoxumuueckue nmoka- | CrnenudpuuHOCTh JHK- mu- | CnenudpuaHocTh
3aTeNU U 0KHJIacMble MeToj1a (BBICO- ar’o- Meroaa (BbICO-
M3MEHEHUS Kasi/HU3Kas) CTHKA Kasi/HU3Kas)
Anupunus

bosnesnp ['mpumnpynra

Pak Mono4Ho# >xeje3bl

HacnencTBeHHEBIN HEMOJIH-
MO3HBIN PAK TOJICTOrO KH-
IEYHUKA

MenymisipHasi KapiiuHOMa
IIUTOBUTHOM JKeJe3bl

Buramun J[-pe3ucTeHTHBIN
paxur

Iemodumus A, remodumus
B

Brimonnenue pabotel Benercs B opMe 00CyKIESHUS BMECTE CO CTyJEHTaMH UMEIOIIUXCS JaHHBIX IO MO-
HOTE€HHBIM 3a00JIEBAaHUSM.

3.BpIcTynjIeHHE € JOKJIAJAMM:

bonesns 'mpmmnpynra (RET-nporooHkoren).

Cungpom MEN2 (MenynisipHas KaplIMHOMA IIUTOBUIHOM JKeJe3bl).
BRCA 1 u BRCA 2 —accounnpoBaHHbIH pak MOJIOYHOM KeJe3bl.
HacneacTBeHHBIN HENOJIUIIO3HBIN PaK TOJICTOTO KMIIEYHUKA.
Anvpunust (mytamuu PAX 6).

Cewmeitnas runepxonecrepunemus (LDL-myrarum).

oakrwdE

CamocrosiTe/IbHAs BHeayAUTOPHasi paboTa o0y4alouuxcs 1o Teme:
3aoanus ona camocmosamenvHoll 6HeayOUMmopHol pabomsl CIYO0eHmMOo8 No YKA3AHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUECKUM MaTEpUaIoOM 110 TEME 3aHATHS C UCIIOJIb30BAHUEM KOHCIIEKTOB JIEKIIUN
W/WIIN PEKOMEHTyeMol yueOHO TuTeparyphl.
2) OTBETUTH Ha BOIIPOCHI JIJIsl CAMOKOHTPOJISL:
. OTHoNOrYs, NaTOreHe3, MPUHIUIIBI KJIaCCU(PHUKAIIU MOHOT€HHOM MaTOJIOTUU. DNUAEMUOJIOrHYe-
CKHE XapaKTEPUCTUKH.
Tumb! Hace0BaHUS MOHOT€HHBIX O0JIe3HEH.
Knunnyeckuit monuMop@u3M u reHeTuueckasi reTeporeHHOCTb. | €HOMHBIM UMITPUHTHHT.
broxuMnueckne MeTopl, NX 3HaYEHUE.
Metoawl JIHK-auarnoctukmu.
MeToa reHeTUKM COMAaTHYECKHUX KIIETOK.
CymHOCTh MOJIEKYIIPHO-T€HETUYECKOr0 MeToAa. Ero 3HaueHne B JUarHoCTHKE.
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e [IpuHUMMBI TeUeHUs.
3) IIpoBepHuTh CBOM 3HAHUS C UCTIOIB30BAHUEM TECTOBOTO KOHTPOJIS
1. Bvibepume 00un npasuivHulil omeem.

YkaxuTe BeposTHOCTh HOBTOPHOTO POXKACHUS OOIBHOTO PeOCHKA Y CYNPYroB, UMEIOMINX OOIBHYIO
JIEBOYKY C (peHUITKETOHYpHEH (ayTOCOMHO-PELECCUBHBIN THUI HacienoBaHus): a) 50%:; 6) 6muzko k 0%:; B)
75%:; 1) 25%.

2. Buvibepume 0sa npasunvHvix omeema.
BeposiTHOCTB poxieHust 00JHOTO peOeHKa B CEMbE, B KOTOPOil MaTh 00JIbHA (PeHUIIKETOHYPHEH,
a OTell SIBJIAETCS TeTePO3UTOTHBIM HOCUTEJIEM reHa (PeHUIIKEeTOHYPHH, COCTaBisieT npuMepHo: a) 0%; 6)
25%; B) 50%; 1) 75%.
Omesem:1 - 1), 2 — B).
4) IloarotoBuTh pedepat/IoKIa Mo CASAYIOIUM TEMaM:
bonesns ['mpmmpynra (RET-npoToonkoren).
Cungpom MEN2 (MenyninsipHas KapIMHOMA UIUTOBUIHOM JKEJE3bl).
BRCA 1 u BRCA 2 —acconuupoBaHHBII paK MOJIOYHOM KEJIE3bI.
HacneacTBeHHBIN HENOJIMIIO3HBIN PaK TOJCTOTO KUIIEYHUKA.
Anunpuaus (myranun PAX 6).
Cewmeitnas runepxonecrepunemus (LDL-myrarum).

ouhkwdE

PexoMenayemas Jureparypa:

OcHoBHas:

1. Mare-Beuromos C.I'. TI'enernka ¢ ocuoBamu cenekiun. CI160.:, U3narenscrso H-JI, 2015.-720.

2.boukoB H.I1. Knunnyeckas renetuka: yueOHUK A By30B.- M.: [DOTAP-Menua, 2011, 592 c.

JononHuTenpHas:

1. Konenaesa E.B., Poquna H.E. O61mas renetrka 1 TeHeTHKa 4yelloBeka: yueoHoe mocoodue - Kupos,
2016, c. 5-16.

2. KypuanoB H.A. I'eHeTnka 4yenoBeka ¢ OCHOBaMH 001Ieil reHeTuku: yueoHoe nocodue. — CII6.:
CnenJlut, 2010, ¢.192

3. Mymxkam6apoB H.H., Ky3uenor C.JI. MonekyinsipHast 6uonorus. BBeieHre B MOJICKYJISIPHYIO ITH-
TOJIOTHIO U THUCTOJIOTHIO: YueOHoe nmocobue. - M.: MUA, 2016.

4. MyrosuH I'.P. Knuauueckas renetuka. [ eHOMuKa 1 mpoTeOMUKa HaclIeICTBEHHOM MMaToIoruu
[DnexkTpoHHBIH pecypc]: yueOHoe mocobue. - M.: [DOTAP-Menua, 2010.

5. DAEKTpPOHHBIE PECYPCHI:

http://omim.org/

Pa3nes 2. MennuuHcKas reHeTHKA.
Tema 2.5. MoHoreHnnble 3a060JieBanus, KinHn4yeckue ¢popmol. Haciiencreennnbie 00s1e3HM 00MeHAa Be-
mwects (HBO).

Heab: N3yunth OCHOBHBIE KIMHUYECKHE MTPOSBICHUSI HAaNOO0JIee YacTO BCTPEYAIOIINXCS MOHOT€H-
HBIX CUHAPOMOB U 0OJIE3HEH.

3apaun: CdhopmHupoBaTh MOHSATHE HACJIEICTBEHHBIX Oose3Held oOMeHa BemiecTB. PaccMoTpeTh
STHOJIOTHUIO, NTATOT€HE3, KIMHUYECKUE MPOSBICHUS, IPUHIHUIBI AMATHOCTUKH U JIeYeHUs HanboJjiee 4acTo
BCTPEUAIOILIUXCSI MOHOTEHHBIX CUHAPOMOB U OoJie3Hel (cunapoM Mapdana, GeHIUIKETOHYpUS, MyKOBHC-
11103, CeMelHas runepxoyiecrepuHeMusi, cuapom Maptuna-benn (Fra-X). M3yunts ocHOBHBIE MPHH-
MBI TEPANTUU T€HHBIX 00JIe3HEH.
Oo0yuaromuiicsi 10J17KeH 3HATh.
DTHOJIOTHIO U MaToreHe3 cuuapoma Mapdana, GeHUIKETOHYpUH, MYKOBHUCIINI03a, CEMEHHOM TrUIepxose-
crepuHemMuu, cuHapoma Mapruna-bemn (Fra-X).
Oo0yuarommiicst 10J15KeH YMETb.
Pemrate 3a7aun Ha onpezeeHne BEPOSTHOCTH MOSBIECHUS HACTEICTBEHHBIX 00JIe3Hel oOMeHa BeleCTB B
3aBHCHUMOCTH OT THUIIa MOHOT€HHOH MyTalMH, onpeaensaTs no ¢ororpadusM (GeHOTUIbI OOJIbHBIX C I'eH-
HeIMU MyTanusamu: OKVY, axonnpomnasus, cuaapom Mapdana, cemeiiHas runepxojiecTepuHeMusl.
O0yyaommiics 10J17KeH BJIaAeTh.
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MGI[I/IKO-GI/IO.HOI‘I/I‘-IGCKI/IM HOHATUHHBIM armapaTtom. MGTOI[aMI/I HU3YUCHUA HACJICACTBCHHOCTHU YCJIOBCKA.
HaBpikamu moricka MeTUITMHCKOW HHPOPMAIIMK B YICOHOM, HAYIHOU JTUTEPATYPE, B TOM YUCIIE C UCIIONb-
30BaHHeM ceTH MHTepHeT; HaBbIKaMU MPEICTaBICHUS U 00CYXIeHUS MeIULIMHCKON nH(popmarmu. bazo-
BBIMH TEXHOJIOTUSIMU IpeoOpa3oBaHusi MHPOPMAIMU: TEKCTOBbIE, TAOJIUYHBIE PEJAKTOPHI, MOUCK B CETU
HNuTtepner.

CamocTosiTe/IbHAsA AyIMTOPHAsE padoTa 00y4auuxcs 1Mo TemMe:

1. OTBeTHTH Ha BONIPOCHI 110 TeMe 3aHATHS.

OO61mas xapakTepuCcTHKa U Ki1acCuUKaIus

Cunnpom Mapdana, Mapruna-bemn, Heiipopudpomaros.

Juarnoctuka u nedyenue GeHUIKETOHYPUU

JlnarsocTuka u JieueHne MyKOBHUCLIM103a U CEMEWHON TMIIEPX0JIECTEPUHEMUHN
HBO u npusHaku, Mo3BOJSAIOIINE UX 3a10J03PUTh.

[Tpuniune! panHel auarHocTuku u npodunaktiuka HBO.

[TepBuunblie U BTopuyHbIE AP (HEKTH MYyTaHTHBIX aJlielNei.

ANbOMHU3M, TaJaKTO3EMHUsI, TOMOIIUCTUHYPHS, ATKAITOHYPHUS.

LN~ wNE

2. IIpakTHyeckasi NOArOTOBKA.
PatGora 1. ®eHoTNIHYECKHE U3MEHEHHS MIPH FeHHBIX 3200J1€BaHUSX.
Lenv pabomoi: I3yanTh GEHOTUTTNICCKUE U3MEHEHUS IPY HAHOOJIee pacpOCTPaHESHHBIX TEHHBIX 3a0071e-
BaHusx. [lo npencraBineHHbIM GoTorpadusiM OOJIBHBIX ¢ MOHOTEHHOW MATOJOTUEH onpeaenuTe 3aboeBa-
HUA.
OTtBeThbTe B paboyeil TeTpaau Ha CISAYIOUINE BOIIPOCH:

1) Haspanue 3a0oseBaHus.

2) ®eHOTUNHYECKUE MPOSBICHHs (TEPMUH U €r0 ONpPE/eICHNUE).

3) IIpumepHbIit BO3pacT, KOT/ia MOSBISIOTCS JaHHBIC TPU3HAKH.
Brimonnenue pabotel Benercs B hopMe 00CyKISHUS BMECTE CO CTYACHTaAMU UMEIOIIUXCS JaHHBIX 110 MO-
HOTCHHBIM 3a00JICBaHUSM.

Pa0ora 2. DTHOJIOIHA M MATOreHe3 MOHOTEHHBIX 3200 1€BaHUH.

Lenv pabomsi: I3ydnTh OCHOBHBIC IPUYMHBI BOBHUKHOBEHUS U Pa3BUTHUS TeHHBIX Oose3Heil. Mcnonb3ys
JaHHBIE y4eOHUKA U pedepaTUBHBIX COOOIICHUH, BBIIEIUTE TPUYMHBI U MEXaHU3MbI Pa3BUTHS HEKOTOPBIX
FeHHBIX 3a00JIeBaHMIA.

[Tepenecute B TeTpaab U 3aMOJHUTE CICAYIONIYIO TaOIHILY.

Tabj. DTHOJI0rUA M IaTOreHe3 F'eHHbIX 3a00JIeBaHuA.

HazBanue 3a6one- | I'en, ero so- | [Ipoaykr | Tun Hacne- | Otuonorus 3adoneBanusi | OcHoB- | OCHOB-
BaHUS KaJau3alys | reHa, ero | JOBaHUS HBIE HBIE
byHKIHS Crpyktyp- | U3meHe- | yrapy CHMIT-
Hble U3Me- | HUE PYHK- Pa3BUTHS | TOMBI
HEHHUS B LMK TIPO- | Gonresuu
JIHK JIYKTa
reHa
Heiipopubpomatos
Cungpom Map-
dana
Cunnpom Map-
ThHa-ben
Cewmeiinas runep-
XOJIECTEpUHEMUS
DeHUIKETORYpUs
MykoBucuenos
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AbOUHU3M

T"amakTo3zemus

I'omonucTunypus

AJKanToHypHUs

Brimonnenue paboTel BeneTcs B hopMe 00CYKISHHSI BMECTE CO CTYACHTaAMU UMEIOIIUXCS JAHHBIX 110 MO-
HOTCHHBIM 3a00JI€BaHUSIM.

Pab6ora 3. /IuarHocTuka reHHbIX 3a00/1eBAHUI.

Lenv pabomul: VI3yuynTh OCHOBHBIC METOJIbI JUATHOCTHKHU T'€HHBIX Oosie3Heil. Mcnonb3ys naHHbIe yueo-
HUKa ¥ peepaTHBHBIX COOOIICHHH, 3aIIOJIHUTE B paboueil TeTpaan CIASAYIOIIYI0 TaOIuILy.

Tab6n. JInarHocTrka reHHbIX 3a00J1eBaHUM.

broxummnueckue
okKasaTeJii 1
OXKHJIaeMBIE H3-
MEHEHHUS

JHK-nna-
THOCTHKA

Hpyrue meToasbl
JUAarHOCTUKHU

HasBanue 3a60- | Manudecra- | Knuaunde-
JICBaHUS s 3a0one- | CKHe JaH-
BaHUS HBIC

Hetipodubpo-
Maro3

Cungpom Map-
¢dana

Cungpom Map-
ThHa-bemn

CemeiiHas ru-
HIEPXO0JICCTEPHU-
HEMUA

DEHWIKETOHY-
pus

MyxkoBucLenos3

AJLOMHU3M

"anakro3zemus

I'omonucTuny-
pus

AnkanToHypus

Brimonnenue pabotel Benercs B GopMe 00CyKIECHUS BMECTE CO CTYACHTaMU UMEIOIUXCS JTaHHBIX 110 MO-
HOTCHHBIM 3a00JI€BaHUSIM.

Padora 4. [IpyHuMnbI Je4eHUs TeHHbIX 3a00J1eBaHN.

Lenv pabomoi: 3yunTh OCHOBHBIE ITOXO/IbI K JICUSHHUIO TeHHBIX 00Je3Hel. Mcnonb3ys nanHbie yaeOHMKa
1 peepaTUBHBIX COOOIIEHUH, 3aTIOTHUTE B paboyueil TeTpaau CIeAYyIONyo TabauIy.

Ta6u. [TpuHIIKIIB JIeueHNs TeHHBIX 3a00J1eBaHUN.

Haspanue 3a0oieBa-
HUA

CumMmiromaruye-
CKOE€ JIEYEHHE

3TI/IOTp0HHOC JIc- IlaToreneruueckoe je-

o
YCHUC YCHUC =

=
S
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Xupypru-
YECKOE JIe-
YeHue

Knerounas Te-
KomOunmpoO-
BaHHAasl TEPAITUs
JlelicTBue Ha
cyOcTpar
JlelicTBue Ha
bepMeHT
JleiicTBue Ha
MPOYKT
MeankameH-
TO3HAs TepaIus
Hemennkamen-
TO3HOE JICUCHUE

['ennas tepa-
panus

ixa

Heiipogubpomaros

Cunnpom Mapdana

Cungpom MaptuHna-
bemn

CemeliHas TUTIEPXO-
JECTEPUHEMUS

DEeHUIKETORYpHUs

MyxkoBucleno3

AJLOMHU3M

"anakro3zemus

I'omonucTunypus

AnkanTtoHypus

Brimonnenue pabotel BeneTcs B hopMe 00CYKIEHHSI BMECTE CO CTYCHTaMU UMEIOIIUXCSl JAHHBIX 110 MO-
HOTCHHBIM 3a00JICBaHUSIM.

3.PeminTh CUTYalMOHHBbIE 3224 H.
1) Aneopumm paszbopa cumyayuonHvix 3a0ay.
1. TlpenBapuTenbHbIA AUArHO3?
2. Dtwmomnorus?
3. Kakoii tun HacnegoBanus?
4. Kaxoii METO/I TeHETUKH HCIIONB3YETCS ISl TUAarHOCTUKA?
5. Hamnpasnenus neuenus?
2) Ilpumep 3a0auu c pazbopom no areopummy
Tspkenas yMCTBEHHAsI OTCTAJIOCTh y AeTel Mpu (EHUIKETOHYPUU Pa3BUBACTCS TOJIBKO MPU HATUYUH aMU-
HOKMCIIOTHI (peHuIaIannHa B nuie. [(uera, 6eqHas GpeHmnarianHnHoM, 00eCcIieYuBaeT HOPMaIbHOE Pa3BH-
Tue pedeHka. B porgome BbIsiBIEHO 3 HOBOPOKACHHBIX peOeHKa ¢ peHuIKeToHyprel. OJ1H U3 HUX C Iep-
BBIX JTHEH KU3HU HAXOAWICS Ha ueTe 0e3 heHmnasannHa; BTOPO JISUHIICS JIUIIb SMTU30INIECKH, & TPETUH
MUTaNCAd Kak OOBIYHBINA 310pOBBIN pebeHok. Kakoit Tun HacnenoBanus ¢peHmiketronypuu? Kakoit meron
TEHETHKH HCIIOJIB3YETCS JIUISl TMAarHOCTUKY (eHmTKkeTonyprn? Kakoe ieuenne BO3MOKHO TPUMEHUTH?
1.  ®denwmnkeroHypus.
2. Myranus B rene PAX, xonupyromeMm ¢pepMeHT peHmITaTaHuHTHIPOKCUIIA3Y
(DAT), oTBeuaromuii 3a mpeBpaiieHre GeHuIaIaHnHa B THPO3UH.
3. Twum HaciemoBaHUS ayTOCOMHO-PEIIECCHBHBIH.
4.  JI7s TMarHOCTUKU UCMONB3YyeTCs] OMOXUMUYECKUN MEeTO ] (MACCOBBIA CKPUHUHT,
YTOYHSIOMAs OMOXUMHYECKasi TUarHOCTUKA, MOJICKYJISIPHO-TEHETHYECKas! TMarHOCTHKA).
5. Jleuenue ¢penunkeronypuu (OKY) — Ha3zHaueHue nueThl (He mo3aHee 2 Mecsia
KHW3HH): OTpaHUYCHUE OCIKOBBIX MPOYKTOB JUISI IPETOTBPAIEHHS HAKOTUIEHHS cyOcTpaTa u
€ro MpPOM3BOAHBIX, BOCIIOJIHEHHE OelKa ¢ TOMOIIbI0 AMUHOKHUCIOTHBIX CMECEH.

3) 3a0auu ona camocmosmenvHo20 pazdopa Ha 3aHAMuUU.
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3amaua 1. /IByxJiIeTHHMI Malb4MK HAMPABIICH B KIMHUKY ISl OLICHKU MPUYUH 3aJEPKKU pocTa. B panHeM
JIETCTBE Yy peOeHKa OTMEYaJId TTIOHOC M KOJIMKH B )KUBOTE, UYTO PA3PEIIMIIOCH ITOCIIE 3aMEHBI IETCKON CMECH.
Korna B parmon qo6aBuiy 0ObIYHYIO MUY, Y peOSHKA OSIBIIICS 3T0BOHHBIN CTYJI, COJIEPIKAIIUI Herepe-
BapeHHBIE YaCTUIIBI TUITH. Ha BTOpOM TO1y )KU3HU MaIBYHK I10X0 poc. OTMedeHa MoBhIIeHHAs 3a00J1e-
Ba€MOCTh PECITUPATOPHBIMH HH(DEKIHIMH. B ceMbe HU Y KOTO HEe ObLIIO HU3KOTO POCTa, HAPYIICHUS TTUTA-
HUS WIA XPOHUYECKHX JIETOYHBIX 3a00seBanuid. [Ipn ocMoTpe 0TMEUYEeHBI CHI)KEHHE MAacChl Tejla U POCTa,
paccestHHbIC XPUIIBI U HEOOJIBIIIOE PACIIUPEHNUE HOTTEBBIX (haiaHr. B ocTallbHOM TaHHBIE OCMOTpa 0e3 ma-
tonoruu. Kakoe 3a0oeBanue MOXHO mpeanonoxuTth? Kakosa ero stnonorusi? Kak Haciaemxyercs 1aHHOE
3aboneBanue? Kakue cymecTBytoT MeTO bl TuarHocTuku? Jleuenue?

3anava 2. Manbuuk Jl. mectu JeT, HanpaBjeH B AETCKYIO0 00JIACTHYIO KIMHUYECKYIO OOJBHUILY B CBSI3H C
YMCTBEHHOU 3a/ICP)KKOM U TUTIEPAKTHUBHOCTHI0. OH HE CMOT MOCEIIATh JETCKUH CaJl, TOCKOJIbKY Bell ceOst
arpeccuBHO, M0 OTHOIICHHIO K CBEPCTHHUKAM, HE B COCTOSIHMHM ObUT BBIIIOJIHUTH 3a/laHue, UMes OeqHbIe
pedeBble U JBUTAaTEIbHbIC HaBbIKU. B aHaMHe3e — 3anepxka pasButus: cujen k 10-11 mecsanam, Hagan
xoauTh K 20, Mecsiam, roBOpriI 2 WK 3 sICHBIX ciioBa K 24 mecsnam. B octansHoM pebeHok 310poB. Ero
MaTh U TETS MO0 MAaTEPUHCKOHN JTUHUH UMEU HEOOIbIINE MPOOIeMbl 00YUYeHHS B ACTCTBE, M/ 110 MaTe-
PUHCKOM JJMHUU YMCTBEHHO 3ajeprkad. [IpenBapurensubiii quarno3? [Ipuunna ero pazputusa? Tun Hace-
noBanus? [IpemioxuTe METOIbI AMATHOCTUKY U HANIPABIICHUE JICUCHHUS.

3anmayga 3. [Ipu 06cnenoBannm 310pOBOTO 16-1€THErO yUSHUKA IIIKOJIBI BBISIBIICHO: AaCTEHUYECKOE TEIOCIIO-
KeHue, HeOoubImast qeopMarys rpyIuHbI 110 THITY «KYPUHOI» TPY/IH, apaXHOAAKTUIIUS, CTPUHU Ha TIJIe9ax
u Oe/ipax, ayCKyJbTaTUBHBIN IIIyM, CBHICTEIBCTBYIOIMNN O AUCHYHKIIMH a0PTATLHOTO KJlamana. DXoKap-
nuorpadus BEISIBHIIA pacIIMPEHUE KOPHS a0PThI ¢ a0pTalibHOM peryprutanueid. OdTaabsMoIoruaeckoe 00-
CJIeIOBaHME TTOKA3aJI0 JIETKOE JBYCTOPOHHEE CMEIEHHE XpycTanuka kBepxy. Kakoe 3a0osieBaHue BbISIB-
JeHo y nojpoctka? Kak ono Hacnenyercs? KakoBa atvosiorust JaHHou narosjorun? Kak ycraHaBIMBaeTCs
nuarno3 (kpurepun)? HanpasiieHus jneueHus: U NpOPUIaKTUKU OCIOXKHEHUN?

3anmaga 4. Manp4uk 2 JeT, IPOXOAUT OOCIICIOBAHKE B CBSI3U ¢ OOHAPY)KEHUEM 5-U IMATEH mBeTa «kKode ¢
MOJIOKOM», TpH M3 HUX Oojiee 5 MM B auamerpe. IIpu ocMoTpe He ObUIH BBISBIEHBI BECHYILKU B IOJMBbI-
IICYHBIX WA TaXOBBIX OOJNACTSAX, MOPOKU PA3BUTHS KOHEYHOCTEW M HeipoduOpomblr. Knmuuueckuit
OCMOTp 000MX POJUTENEH HE BBIABWI MPHU3HAKOB HeilipoguOpomaToza. MOXXHO M YCTaHOBUTH JUATHO3
HelpopubpomaTosza? KakoBsl ero nuarnoctuueckue kputepuu. Kak Hacnegyercss nanHoe 3a0osieBanue?
Kakoga ero stnonorus. TpeGyercs iu B 1aHHOM city4ae jeueHne? BpauebHoe HabmoneHne?

3anaua 5. Poquteny 1eBouky oOpaTHIIMCh K Bpady C KalobaMu Ha HalIU4yMe y peOeHKa 3yIsIIMX KOKHBIX
BBICBIIIAHUH U MJI0X0€ MprbaBneHue B Bece. [locne Hauana BckapMIMBaHUs y Hee MOSBUIIOCH LIENyIICHHE
Y TUIIEPEMMSI KOXKH ILEK, KOHEUHOCTEN, CONTPOBOXkAaromuxcs 3yaoM. [locne Hayaia npukopma 3T MposiB-
JICHUS YBEJIMYWIINCH, OSIBUIINCH CPBITMBAHUS, TI0X0M coH. PebeHok ctan 6ecniokoiiHbIM. Bpau — nepma-
TOJIOT PACIICHHJI 3TH U3MEHEHHS KaK dKCCYJAaTUBHBIN JUaTe3 U Ha3HAYMUI BHYTPh aHTUTHCTAMUHHBIC TIpe-
napaThl U MECTHO — LIMH 101 (TIOJICYIIMBAOIEe, aHTUCENTHIECKOE CPeICcTBO). Jleuenue sapdekra He naso.
Hab6mronaercst Mukponedainus, MOBBIIEHUE CYXOXKMIBHBIX pe(eKcoB, TMIEpKUHE3bI, cyaoporu. OTmeua-
€TCsl CH)KEHUE MUTMEHTalluu KOXH, Bojoc. PagyxHble 000i0uku roinydoro nsera. Bam npeamnonoxu-
TeNbHBIM Anarno3? Dtuonorus? Tun HacinenoBaHUs AaHHOTro 3aboneBanus? Kakue uccienoBaHus HE0O-
xonumo tipoect? Hampasnenus neuenus?

3agava 6. Ha KOHCynbTaIMIO HAIIpaBJIeH MaJIbYUK 7 JIET MO MOBOY MPEXKIAEBPEMEHHOTO MOJIOBOTO CO3pe-
BaHus. [Ipu ocMOTpe BBISBICHBI YBEIHUEHHBIC TeHUTAINH, HauaBIleecs OBOJIOCEHHE TOOKOBOM 001acTH,
MUTMEHTAlXs MOIIOHKH. Manpuuk oTcTaer B pocte, HapymeHnus [{THC kak npudrHa npexaeBpeMeHHOTro
CO3peBaHUs UCKITIOYEeHBI. Kakoii 1uarHo3 MOKHO MPEIoIoKUTh? ITHONOTHS TaHHOTO 3a0oneBanus? Tum
HacJeI0BaHMUs TaHHOU maTtosioruu. Kakue HomoaHUTEbHBIC UCCIeN0BaHMs HE00X0uMo mpoBectu? Jle-
yeHue?
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3anaga 7. Ha KOHCYNBTALUIO OOpaTUIIACh CEMbS, B KOTOPOI BTOpOI peOeHOK, IEeBOYKA, POIUIACH C TIOPO-
KOM pa3BUTHS JIEBOU PYKU — JTy4eBOi KocopykocThio. [Ipu peHTreHorpadguu oOHapyxeHa runoriazus JIy-
4yeBoii KocTh. [Ipu ocMoTpe ObLT 3a110103peH BPOXKIACHHBIN MMOPOK CEP/IA, a MPU MPOBEICHUU JTOTIOTHH-
TEJIbHBIX HCCIEAOBAHUN MOJATBEPXKIEH ACPEKT MENIKEITYA0UKOBOM neperopoaku. [lomumo storo, y ne-
BOYKH OTMEUAIOTCS KIIMHOAAKTHIINS 5-TO Majblia, HeOOobIas runoriaszus Kirounil. [Ipu ocmorpe poau-
Tesel y oTia pebeHka BbIsIBJICHA TUIIOIUIAa3Hs IEPBOrO Maliblia MPaBOi pyKH, BOPOHKOOOpA3HOE BlIaBJICHHE
I'PYAMHBI JIETKOM CTENEHU, IPOJIAIIC MUTPAJILHOTO KJ1anaHa. Math 1 crapiuii OpaT 1€BOYKH 310pOBbI. Bai
nuarto3? K kako# rpyrimne naToJIorui OTHOCUTCS TO 3a0oseBanue? Dtuosorus? Tun HacnegoBanus? Me-
TOAbI JUATHOCTUKU U JICUEHUA?

3agaua 8. Y BrOporo pebeHka MOJIOJbIX, 340POBBIX poauTeNell HaOIoMaeTes KelTyxa C MepBbIX JHEH
KU3HH, Henpsmon ounmupyoun 1o 30 mr%, yBenuuenue nedeHu. [lepBoiii pebeHOK Oru0 B pe3ynbraTe
aHAJIOTMYHOTO 3a00JIeBaHuUs B BO3pacTe 4-X JIeT (IBYCTOPOHHSS KaTapaKkTa, yBEIMUCHHUE IIEUYCHHU, JKEITYIL-
HOCTb KO>KHBIX IIOKPOBOB, CYJOpPOKHBIN cuHapoM. IIpeanonoxurensubiil quarno3? [IpuunHa BO3HUKHO-
BeHUs 3a00sieBaHusA? KakoBa TakTHKa Bpaya B OTHOIIEHUH 3TOro pedeHka?

3amaya 9. YV peGeHKa B POAMIBHOM JIOME BBISBJICHA MOJIOKHUTENbHAS PEaKIUsl MOYM Ha XJIOPUA XKeje3a
(IIT). Kakoe 3aboneBanre MoKHO TpeAnonoxuts? Kak ono Hacnenyercs? KakoBa nanpHelIIas TaKTHKa
Bpaya B OTHOIIEHHH 3TOTO pedeHKa?

4.BbicTyniieHHe ¢ J0KJIaJaMu:

I'eppon Apunbanba v €ro KOHIEIHUS «METa00IMYECKOro OJI0Kay.
Ankanronypus (mytaunu HGD -rena okcuaassl TOMOreTHH3MHOBOM KHCIIOTHI).
AnpOuHI3M. MyTaluy reHa TAPO3UHKUHA3HI U TUITHI aTb,OMHU3MA.
Huctunypus. Myrauuu resa SLC3A1 1 TUIIBI HUCTUHYPUU.

["anakTo3eMust 1 MyTaIus ranakro3o-1-bocdarypuaunrpancdepassi.
I'ensl-moaynstopsl. Knaccudukanuus u yHxum.

ocouarwnE

CamocrosiTe/iIbHAsA BHEaAyAUTOPHasi padoTa 00y4arommXxcs mo TemMe:

3aoanus ona camocmosamenbHolU 8HeayOUmopHoU pabomvl CMyOeHmo8 No YKA3aHHOU meme:

1) O3HaKOMUTbBCS C TEOPETUUECKUM MaTEpHAIOM T10 TEME 3aHATHS C UCTIOIb30BaHUEM KOHCIIEKTOB JIEKIIUI
W/WUIM pEKOMEH1yeMON yueOHOU TUTepaTyphl.

2) OTBEeTUTH HA BOMPOCHI [ CAMOKOHTPOJIS:

e OOmas xapakTepuCTUKa U KIaCCUPUKALHS

Cunapom Mapgana, Maprtuna-benn, nelipopudbpomaTos.
Jnarnoctuka u nedeHre (eHUIKEeTOHYpUn
JlnarHocTrka v Je4eHrne MyKOBUCIIHI03a U CEMEMHOM THIEPXO0JIECTEPUHEMUN
HBO u npu3sHaku, Mo3BOJISIONIME UX 3a0J03PHUTh.
[TpunHuMnBI panHell nuarHocTuky U npoduinaktuku HBO.
[TepBuuHble ¥ BTOpUYHbIE A3P(HEKTHl MyTaHTHBIX aJlIesei.
e AnbOMHU3M, TaJlakTO3€MUsl, TOMOLIMCTUHYPUS, AJIKAIITOHYPUSI.
3) IIpoBepuTh CBOM 3HAHUS C UCIIOIH30BAHUEM TECTOBOI'O KOHTPOJIS
1. Bvibepume HeckonbKo NPasuIbHbIX OMEEnoa.

HazoBute 3a005eBanus, STHOIOTHYECKUM (PAKTOPOM KOTOPBIX SIBJISIETCS MyTallMsl THMA "IKCIAaHCUS
TPUHYKJIEOTUIHBIX TTOBTOPOB': @) CEpIOBHUIHO-KIIETOUHAs aHeMHUs; 0) TaacceMust; B) MuoaucTpodus Jro-
menHa-bekkepa; r) cunapom Fra-X; n) xopes ['eHUHITOHA; €) MyKOBUCIIUI03.

2. Bovibepume 00un npaguiibHulil Oomeem.

VYKakuTe BEpOATHOCTH ITOBTOPHOTO POXKACHUS O0JIbHOTO peOeHKa B CEMbe, B KOTOPOU pOAUTENH 3/10-
POBBI U UMEIOT OOJIBHYIO JIEBOUKY C CUHAPOMOM Mapdana (ayTOCOMHO-TOMUHAHTHBIM TUI HacjeloBa-
Hus): a) 50%; 6) 6mmsko k 0%; B) 100%; r) 75%.

Omeem:1—1), n), 2 — 6).
4) IloarotoBuTh pedepat Mo cIeayoIuM TeMaM:
1. T'eppon Apumnbanbpa 1 ero KOHUEHIHS «MeTab0INYecKOro OJI0Ka.
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Anxantonypus (myraunn HGD -rena okcuzia3bl TOMOT€TUH3MHOBOW KUCIIOTHI).
AnpOuHN3M. MyTanuy reHa TAPO3UHKUHA3BI M TUIIBI aIbOMHU3MA.
[Muctunypus. Myrauuu resa SLC3A1 1 TUIIBI LUCTUHYPHUH.

["aymakTo3eMus U MyTaIus rajgakTo3o0-1-docharypununrpancdepassl.
['ensi-moaynstopsl. Knaccudukanus u GyHkmm.

ook w

PexoMenayemasi iuTepatypa:

OcHoBHas:
1. Mure-Beuromos C.I'. I'enetuka ¢ ocHoBamu cenekimu. CI16.:, U3marensctBo H-JI, 2015.-720.
2.boukoB H.I1. Kninanyeckas reHeTuka: yaeOHUK Aiist By30B.- M.: ITDOTAP-Menua, 2011, 592 c.

JlononuurenbHast:
1. Konenaesa E.B., Poguna H.E. O0mias reneTika 1 TeHETHKa yelloBeka: yueOHoe nocoodue - Kupos,
2016, c. 5-16.
2. KypuanoB H.A. I'eHeTnka 4yenaoBeka c OCHOBaMH 001Iei reHeTuku: yuedHoe nocodue. — CII6.:
CnenJIut, 2010, ¢.192
3. Mymkamb6apos H.H., Ky3nenos C.JI. Monekynsipaas 6uonorus. Begenue B MOJICKYISPHYIO IIH-
TOJIOTHIO U TUCTOJIOTHIO: yueOHoe mocooue. - M.: MUA, 2016.
4. MyroBuH I'.P. Knunuueckas renetuka. ' eHOMuKa U IpOTEOMUKA HACJIEICTBEHHOM MaTOJIOTUN
[DnexkTpoHHBI pecypc]: yueOHoe mocodue. - M.: [DOTAP-Menua, 2010.
5. DNEKTPOHHBIE PECYPCHI:

http://omim.org/

Pa3zgen 2. MeannuHcKas reHeTHKA.

Tema 2.6. MUTOXOHIPHUAJILHAS ATOJIOTHUS.

Heab: M3ydnTh TUIIBI MUTOXOHIPUAIBLHON MATOJIOIMH, STUOJOTHIO, TATOT€HE3 U KJIMHUYECKYI0 KapTUHY
Han0oJIee YacTO BCTPEUAIONINXCS CHHAPOMOB.

3agaun: PaccMOTpeTh OCHOBHBIC TEPMUHOJIOTUYECKUE MTOHATHS MUTOXOHIPUAIBHBIX 00JIe3HEH, chopMu-
POBaTh HABBIKHM MO MPUMEHEHHUIO KIIMHUKO-TEHEATIOTHYECKOTO METOIa JIJIsl ONIPEACIICHHS PUCKA TIOSIBJICHUS
JIETEH C MUTOXOHAPHUAIILHOM MATOJIOTHEH, pa300paTh OCHOBHBIE CHHAPOMBI IPU JAHHOM MaTOJIOTHH.
Oo0yuaromuiicsi 10/17KeH 3HATh.

Crtpoenue u GyHKITUU MUTOXOHAPUNA, 0COOEHHOCTH MUTOXOHIPHAIBHOTO TeHOMa DTHOJIOTHIO U TUIIBI MU-
TOXOHApUaNbHbIX Oone3Hel. Kiaccupurkanuio MUTOXOHIpHanbHoi naronoruu. [larorene3 MUTOXOHIpHU-
anbHBIX Oone3Hell. Knuauueckue nposiBieHus Harnboee 4acTo BCTPEYAIOIINXCS MUTOXOHIPUATBLHBIX CHH-
JPOMOB.

OOyyaromuiics 1015KeH YMeTb.

Hcnonb30BaTh KIIMHUKO-TEHEATOTHYECKUA METOJT JIJIsL ONPEAEICHUS] pUCKa MUTOXOHIPUAIIBHOW MaTOJIO-
THH, IPYU HATMYUH OTIPEeIEHHOT0 CUMIITOMOKOMIUIEKCA 3aM0A03pUTh 3a00JIeBaHKe, CBSI3aHHOE C MaTOJIO-
TUell MUTOXOHAPUM U Ha3HAYUTH 00CIICIOBAHHUE.

OO0yuammiicsi 10J15KeH BJIa/IeTh.

Menuko-01oI0rHuecKM TTOHSATUHHBIM armapaToM. MeToaMyu U3ydeHus HacJIeICTBEHHOCTH 4eJIOBEKa.
HaBbikamu moncka MeTUIIMHCKON HHpOpMAIHK B y4eOHOM, HAydHOH TUTepaType, B TOM YUCIIE C UCTIONb-
30BaHHEM ceTH MHTEepHeT; HaBbIKaMH TIPEJICTABICHUS U OOCYXKJIEHUsI MEIUIIMHCKON nHpopmanuu. bazo-
BBIMH TEXHOJOTHSMHU TpeoOpa3zoBaHusl MHPOPMAIIUU: TEKCTOBBIE, TAOIUYHBIE PEJAKTOPHI, MOMCK B CETU
HNuTtepner.

CamocrosiTeJibHAsi ayAUTOPHAs padoTa 00y4aromuxcs no TemMe:

1. OTBeTUTH HA BONPOCHI IO TEMe 3aHATHS.

['eHoM MUTOXOHIpUH.

Oco0eHHOCTH MUTOXOHIPUATFHOTO HACIEIOBAHUS.

DTHOJIOTHSA Y TTATOT€HE3 MUTOXOHPUATIBHBIX 3a00JI€BaHUIMA
Knaccudukanys MUTOXOHIPUILHOM MAaTOIOTUH.

OcCHOBHBIE KJIMHUYECKUE MTPOSIBJICHUSI MUTOXOHIPHAIBHBIX 3a00JICBaHUI.

agkrownE
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6. OcHOBHBIEC KIIMHUYECKHE TPOSIBICHUSI MUTOXOH/PUAIBHBIX CHHAPOMOB U 0oJie3Hel (aTpodus
JIMICKOB 3pUTEIBHBIX HEPBOB Jlebepa, cuHpoM Jlesi, MUTOXOHApHaNIbHBIE IIUTONATHN).
7. Knuaunueckuii monumMop@pu3M U ero NpUYrHbl, THOMHBIH UMIPUHTHHT.

2. IlpakTHyeckasi NOAr0OTOBKA.

Pabora 1. CtpoeHune MUTOXOHAPHIA.

Lenv pabomul: I3yunTh 0COOCHHOCTH CTPOSHUS OPTaHOUA.

Hapucyiite u B paboueii TeTpaju MOIMUIINTE CTPYKTYPHBIC 3JIEMEHTHI MUTOXOHJIPHUH.

Brmmonnenue paboTtel BeneTcs B (hopMe 00CYKISHHSI BMECTE CO CTYJCHTaMU UMEIOIIUXCS JAHHBIX.
Padora 2. CTpykTypa MUTOXOHAPHAJIBHOTO T€HOMA.
Llenv pabomui: I3yunTh CTPYKTYpPY MUTOXOHPUAIBHOTO T€HOMA, €0 OTIMYUs OT sjaepHoro. Mcnonb3ys

MIPEJIOKEHHYIO CXEMY, TPOAHAIU3UPYUTE OpraHU3aluIi0 FeHOMa MUTOXOHIPUH.
[lepepucyiite naHHyI0 cXeMy B pabouyro TeTpab.

Kom-

Kom-

Beimmummre Tetpanas GyHKIMHA TPOIYKTOB IKCIPECCUN BCEX YKA3aHHBIX TEHOB U PETYISITOPHBIX 00IACTe.
Brimonaenune paboTsl Benercs B popme 00CY ASHUS BMECTE CO CTYICHTaAMH UMEIONTUXCS JTAHHBIX.

Pa6ora 3. MuUTOXOHAPHUAJIBLHBIN THII HACJIET0BAHMS.
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Lenv pabomul: I3yuynTh OCHOBHBIC XapaKTEPUCTHKH TAHHOTO THUIIA HACIICJOBAHHUS.

[Ipoananusupyiite pog0CIOBHYIO, ONPEIEIINTE XapaKTepHble 0COOEHHOCTH, AEMOHCTPUPYIOIINE MUTOXOH-
NpUaTbHOE HACIIEIOBaHUE 3a00JICBaHHUS.

[lepenecute B pabouyio TeTpaab JaHHYIO CXEMY.

Cxema. MUTOXOHIpHAIIBHBINA TUI HACJIEIOBAHMUS.

:
LEY Mo
EZ) AN

3 4

o

n

OTBeThTE Ha CIIEYIOIINE BOIIPOCHL:

1) BcrpeyaeMocTh pU3HaKa B HOKOJICHHUSAX?

2) 3ab0sieBacMOCTh CPEIU MY)KUMH M HKCHIIUH?

3) Hanuuwue npusHaka y aereit 00JIbHOro?

4) Hamuuue npusHaka y aetei 00abHOM MaTepu?

5) BeposTHOCTb HACIICIOBaHHS Y ICBOYCK?
BrinonHenue paboTel BesieTcst B popMe 00CYKIEHHUS BMECTE CO CTYAEHTaMU UMEIOIINXCS JaHHbBIX 110 MU-
TOXOHJPUATIBHOMY TUITY HACJI€JI0BaHMUS.

Padora 4. MuToXOHApPHATBbHAS IATOJIOTHS.

Lenv pabomui: I3yauth Hanbosee pacrpocTpaHEeHHbIE 3a00JIeBaHMS, CBI3aHHBIE C MUTOXOHIPUATLHBIM
TUIIOM HacnefoBaHMs. Vcnonb3ys aaHHble pedepaTUBHBIX COOOIIEHUH, pa300paTh TeHETUUECKUE MeXa-
HHU3MBI 1 OCHOBHBIC KIIMHUYCCKNUEC CUMIITOMBI MHTOXOHI{pI/IaHBHOﬁ I1aTOJIOTHUH.

Ilepenecure B pabouyro TeTpab U 3al0JHUTE CIEAYIOUTYIO Ta0IHILy.

3aboieBanue Knuanueckas XapaKTCPUCTHKA Tun HacnegoBanus

1 2 3

ATpodus TUCKOB 3pUTENb-
HBIX HepBoB Jlebepa

Cunpgpowm Jles

Brimonnenue paboTel BeseTcs B popMe 00CYKIEHUS BMECTE CO CTYACHTaMU UMEIOIINXCS JaHHbBIX 110 MH-
TOXOH/APUAIBLHOMN MaTOJIOTHH.

3.BbicTyn/IeHHE ¢ IOKJIAIaMU:
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1. Cunppowm Jles (momocTpast HEKPOTU3UPYIOIIAs YHIIE(HATOMHUONIATHS) M MyTALlUU LIUTOXPOM C-OKCH-
Ja3bl.

2. Atpodust TUCKOB 3pUTEILHBIX HEPBOB Jlebepa.

3. Cunapom MELAS.

CamocTosiTeJibHAsI BHEAYIUTOPHAsA pa0doTa 00y4yaromuxcsi mo Teme:
3aoanus ons camocmosmenvHoU 6HeayOUmMopHOU pabomsl CIYO0eHmo8 No YKA3AHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUECKUM MaTepUaIoM 110 TeMe 3aHSITHsI C HCIIOJIb30BAHUEM KOHCIIEKTOB JICKLIUN
W/WIM PEKOMEHIyeMON yueOHOU JTUTepaTyphl.
2) OTBeTUTH Ha BOIIPOCHI JIIsl CAMOKOHTPOJISL:
e ['eHOM MUTOXOHAPHIA.
e (Oco0EHHOCTH MUTOXOHAPUAIBHOTO HACIIEJOBAHHUS.
e DTHOJOTHS U NMaTOr€HEe3 MUTOXOHIPHAIIbHBIX 3a00JIeBaHUIN
e Kiaccudukanus MUTOXOHAPUIBHON MATOJIOTHH.
e OCHOBHBIEC KIIMHUYECKHUE MPOSIBICHNUS MUTOXOHIPHAIbHBIX 3a00JIEBaHUH.
e OcCHOBHbBIE KIIMHUYECKHE MTPOSIBIICHNS MUTOXOHIPHANIbHBIX CHHAPOMOB U Oose3Hel (aTpodus
JIMCKOB 3pUTENbHBIX HEPBOB JleOepa, cunapom Jles, MUTOXOHIpHaIbHbIE LIUTONATUH).
e Kimanyeckuit moauMop(u3M 1 ero NpUIUHbI, THOMHBIA IMIIPHHTHHT.
3) IIpoBepuTh cBOM 3HAHUS C UCIOIB30BAHUEM TECTOBOI'O KOHTPOJIS.
1. Bvibepume HecKoIbKO NPABUNIbHBIX OMEEMO8.

VYKakuTe NMpU3HAKU, XapaKTEPU3YIOLUe MUTOXOHAPUAIbHBIN TUIl HACJIEAOBAHUS: a) POJUTENIN pe-
OeHka (peHOTUMHYECKH 3/I0POBBI, HO aHAJOTHYHbIE 3a00JIeBaHUs BCTPEUAIOTCS Y cuOCOB Ipobana; 0) ChlH
HUKOT/Ia HE HAcleayeT 3a00JIeBaHKe OT OTIA; B) OJIMHAKOBO YaCTO 3a00JI€BaHNE BCTPEUALTCA Y MYKUHH U
y JKEHIIHUH; POIUTENN OOJILHOTO pebeHKa 30POBHI; T') 3a00JIeBaHIE BCTPEUYAETCS B KaXKIOM MTOKOJICHUU.
2. Buibepume 06a npasunivHvix omeema.

DTUONIOTUYECKUMHU (DaKTOpaMHU MOHOTEHHOW HACJIEICTBEHHOW MAaTOJIOTMU SBISAIOTCS: a) MEPEHOC
ydacTka OJIHOM XPOMOCOMBI Ha JIpyryro; 0) usmenenue crpykrypsl JJHK; B) B3ammopeiicTBie reaeruye-
CKUX U CPElIOBBIX (PAKTOPOB; T') MyTallMK T€HOB; 1) AeJeIHs, TYTUIUKAIHs, TPAHCIOKAUs Y4aCTKOB XPO-
MOCOM.

Omeem:1 —0), B), T); 2 —0), T).
4) IlonrotoBuTh pedepat/AoKIaL] MO CIEAYIOIUM TEMaM:

4. Cunapom Jles (mogoctpas HEKpOTH3UpYOLIast SHIEPATOMUONATHS) U MYTaIlMH [TUTO-

XPOM C-OKCHJa3bl.

5. Atpodus 1MCKOB 3pUTENbHBIX HEpPBOB Jlebepa.

6. Cungpom MELAS.
5) BeinoaHuTh Ipyrue 3aianus, IpeIycMOTpeHHbIe pabodel mporpaMMoil Mo AMCLIUIIIIMHE.
B paGoueii TeTpaan 3amoIHUTh TEPMUHOIOTMYECKHUH CI0Baph.

Tepmun

MUuTOXOHIpHAIIBHOE HACIEA0BAHUE —
Hacnenosanue MmarepuHckoe —
lN'omonmazmus —

I'ereporuazmus —

PennekatuBHas cerperanus —

S

OddekT OyTHIIIOUHOTO TOPIBIIIKA —

PexoMennyemas jiureparypa:
OcHoBHas:
1. Uure-BeuromoB C.I'. T'enetuka ¢ ocHoBamu cenekiuu. CII0.:, U3gaTteanctBo H-JI, 2015.-720.
2.bouxoB H.I1. Knuanyeckas renetuka: yaeOHuK 1t By30B.- M.: [DOTAP-Meamna, 2011, 592 c.
JlonmonHUTEILHAS:
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1. Konenaesa E.B., Poguna H.E. OGmiasi reHeTHKa U TeHETHKA YeloBeKa: ydeOHoe mocodue - Kupos,
2016, c. 5-16.
2. KypuanoB H.A. I'eHeTnka yenaoBeka c OCHOBaMU 0011eil reHeTuku: yueoHoe nocodue. — CII6.:
CnenJIut, 2010, ¢.192
3. Mymkam6apos H.H., Ky3nenos C.JI. Monekynspaas 6uonorus. Beeaenue B MOJICKYJISPHYIO 1~
TOJIOTHIO U TUCTOJIOTHIO: yueOHoe mocooue. - M.: MUA, 2016.
4. MyroBuH I'.P. Knuauueckas reHeTuka. ' eHOMUKa U IpOTEOMHUKA HACJIEICTBEHHOM 11aTOJIOTUN
[DnexTpoHHbIi pecypc]: yuedbHoe mocodue. - M.: ITDOTAP-Meaua, 2010.
5. DNEKTPOHHBIE PECYPCHI:

http://omim.org/

Pazjnen 2. MeaunuHcKkasi reHeTHKA.

Tema 2.7. O0mas xapakTepucTHKA XPOMOCOMHOM NMaTOJIOTHH.

Heab: M3yduTh TUIIBI XPOMOCOMHBIX MYTAIIHiA, STHOJIOTHIO, TATOTEHE3 U KIIMHUYECKYIO KapTHHY Hanbo-
JIe€ 4acTO BCTPEYAOLIUXCSI XPOMOCOMHBIX CUHAPOMOB.

3agauu: PaccMOTpeTh OCHOBHBIC TEPMHHOIOTHYECKHUE TIOHATUS XPOMOCOMHBIX 0OJIe3HEH, O0YUHUTh CTY-
J€HTOB IPUMEHEHHUIO IUTOJOTHYECKUX METOJOB JUIsl ONPECICHUS PUCKA MOSABJICHHS AETEN C XpOMOCOM-
HOI maronorueit (naTepda3Hbiii 1 MeTadasHbIi METOIBI).

Oo0yuaromuiicsi 10J17KeH 3HATh.

1. Jo uzyuyenus TemMbl (0a3uCHBIC 3HAHUS) — CTPOCHHE XPOMOCOM U METOJIbI UX W3YUEHUsI; TUIIBI XPOMO-
COMHBIX MyTalUu.

2. Ilocne uzydeHust TEMbl — MEXaHU3MbI BOSHUKHOBEHHSI XPOMOCOMHBIX MYTallUi B IEPUO]] TaMETOreHe3a
U WX TOCJEICTBUSA; KIacCU(UKAIIMIO XPOMOCOMHOMN MaTOJNOTUHU; STHOJOTUIO, KIMHUYECKHE MPOSBICHUS
Han0O0JIee YaCTO BCTPEUAIONTUXCS XPOMOCOMHBIX CHHJIPOMOB.

Oo0yuarommiicsi 10J15KeH YMeTb.

OnpenensaTh THIT XPOMOCOMHOK MyTaruu 1o (otorpaduu U 0 MUKPOIPENapaTy KapuOTHITA YSIOBEKA.
Omnpenensts TUIBI TaMeT, 00pa3yIOMIMXCS MPU PA3TUYHBIX XPOMOCOMHBIX MyTanusx. Pemats 3a1aun Ha
oTnpe/elICHUE BEPOSITHOCTH TOSBJICHHS TTATOJIOTUU B 3aBUCUMOCTH OT THIIA XpOMOCOMHOM MyTanuu. [Ipa-
BWJIBHO UCIIOJIB30BaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO.

Oo0yuarommiicsi 10J15KeH BJIa/1€Th.

Meanko-0uoIoTHYecKMM MOHATUHHBIM anmapaToM. MeToJaMu U3ydeHus HAcIeJICTBEHHOCTH YeOBeKa.
HaBpikamu noncka MeIUIIMHCKOW MHGOPMAIIMK B YI€OHOM, HAYYHOU JTUTEPATypE, B TOM YUCIIE C UCTIOJIb-
30BaHHEeM ceTu VIHTepHeT; HaBbIKaMU MPECTABICHUS U OOCYKACHUSI MeIUIIMHCKON nHpopmanuu. bazo-
BBIMU TEXHOJIOTUSIMU TIPeoOpa3oBaHusi MH(YOPMAIIMU: TEKCTOBBIE, TAOJIMYHBIE PEAKTOPHI, IOUCK B CETH
HNHurepHer.

CamocrosiTesbHASA ayiMTOPHAst padoTa 00y4aroIMXCs 110 TeMe:

1. OTBeTHTDH Ha BONPOCHI N0 TeMe 3aHATHS.

Bomnpocs! 11 coGeceioBaHus:

CtpykTypHO-()YHKIIMOHATIbHAS OPTaHU3AIUs XPOMOCOM.

XpoMOCOMHBIE MyTalluK. Bubpl XpOMOCOMHBIX MEPECTPOEK.

[leproner raMeTOreHe3a U PUCK BOSHUKHOBEHHUSI XPOMOCOMHBIX MYTAIIHH.
Knaccugukanus XpoMOCOMHOI MaTOIOTMU MO TUITY MyTallUi.
Oco0EeHHOCTH MaTOTeHe3a XPOMOCOMHBIX OOJIE3HEH.

OCHOBHbBIE KIIMHUYECKHE TIPOSIBICHUS.

DTanbl ¥ BO3MOKHOCTH HHTEP(a3HBIX M MeTa(a3HbIX IMTOTEHETHIECKAX METOIOB B TCHETHKE
YeJI0BEKa.

NookrwnpE

2. [IpakTHyeckasi MOATOTOBKA.

PaGora 1. HapymueHust HOpMAJIbHOT0 KapuoTHIIA.

Llenv pabomul: I3yunTh U3MEHEHUs KAPHOTHUIIOB MPU HanboJee pacpoCTPAaHEHHBIX XPOMOCOMHBIX 3a00-
neBanusx. [lo mpencraBieHHbIM QoTorpadgusm KapuoTuna OOJIBHBIX C XpOMOCOMHOW MaTOJOTHEH ompe-
JEJINTE TUI XPOMOCOMHBIX MYTaIUi.
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OTBeTbTe B paboueil TeTpaau Ha CIIEAYIOIINE BOTIPOCHL:
1) Twum XpOMOCOMHOM MyTaI[HH.
2) MexaHu3M BO3HUKHOBEHUS MyTallUH.
3) HaszBanue 3a00eBaHMs.
4) TIOBTOpPHBIN PUCK POXKICHHS OOJILHOTO peOCHKA B CEMBE.
5) IlpodumakTuyecKue MEPOIIPHSITHSI.
Brimonnenue paboTel BeeTcs B popMe 00CYkKASHUS BMECTE CO CTYACHTAaMH UMEIOIUXCS TaHHBIX 110 XPO-

MOCOMHOM IAaTOJIOTHH.

Pabora 2. HacaencrBeHHBIE 3a60.J1eBa}mﬂ, CBA3AHHBIC ¢ MUKPOCTPYKTYPHBIMHA HAPYIICHUSIMHU XPO-

MOCOM.

Lenv pabomwlr: I3yunth 0COOEHHOCTH KIMHUYECKHUX TPOSIBIICHUH HACIIEACTBEHHBIX 3a00JIeBaHUM, pa3BH-
THE KOTOPBIX BBI3BAHO MUKPOCTPYKTYPHBIMU HApYILICHUSMHU.
[lepenecure Tabnuity B pabouyro TETPaIb.

Tepu

HacnencrBeHnbie O6macts mukpojene- | Yactora B momysisi- | OCHOBHBIE CHMITTOMBI
CHHPOMBI UM WA TYTUTHKAIMA | [[HH
XPOMOCOMBI
Mukpoaenenuu
Cunnmpom  [lpagepa- | del(15)(q11-13) 1:20 000-1:25 000 | YMcCTBEHHAasI OTCTAIOCTh, OXKHPE-
Buu B XPOMOCOME OT OTIIa HHE, MaJICHbKUE KUCTH U CTOIIBI,
THITOTOHUS
Cunmpom  Amnrens- | del(15)(gq11-13) 1:20 000 3HayMTebHAs YMCTBCHHAsi OTCTa-
MaHa B XpPOMOCOME OT Ma- JIOCTh, 3aJIepXKKa pPEeYH, aTaKCHs,

IMPUCTYIIBI CMCXa

Cungpom Bunibsmca

del (7)(q11.23)

1:20 000-1:50 000

YMCTBEHHAs OTCTAIOCTb, crienudu-
YECKOE JIULO, BPOXKICHHBIE TIOPOKHU
cepaua

Cunapom  Bonbda- | del(4)(pl6) 1:100 000 I'unorpodust, mMukpouedanns, BbI-
XupiixopHa CTyHaroIue HaJOPOBHBIC TyTH, BbI-
COKHH JI00, 3MUKAHT, ITO3, TUIIEPTe-
JIOpH3M, KJITFOBOBHUIHBIH HOC, MHK-
POTHATHSI, YMCTBEHHAs! OTCTAIOCTh
Cunapom Jlanrepa- | del (8)(q24) 1:30 000 YMCTBEHHAs1 OTCTANIOCTh, XPsIIe-
I'naeona BBIC/IN30CTO3HI, cBO€OOpa3Hoe
JIMILIO, TPYIIEBUAHBIN HOC
MukpoayIuIMKanuu

Cungpom KopHenuu
ne Jlanre

dup(3)(g25-q29)

1:10 000-1:30 000

Hwuskuii poct, nuueBsie MUKPOAHO-
MaJIuM, MOPOKU CepAla, BBIPAXKEH-
Hasl YMCTBEHHAsl OTCTaJIOCTh

Cungpom  bexBura-

Bunemanna

dup(11)(p15)

I'pbrka mynmoyHOro KaHaTHKAa, MaK-
pOII0CCHs, TUTAHTU3M, TUIIOTJIMKE-
MUs, MUKpouedanus, BpOKIACHHbIE
IIOPOKHU BHYTPEHHUX OPraHOB

[To npencrasieHHbIM GoTorpadusM OOJIBHBIX ¢ MUKPOXPOMOCOMOM MATOJIOTUEN ONpEeNINTe BEPOSATHBIM

JIMArHO3.

Brimonnenue paboTsl Begercs B popme 00CykIeHNs BMECTE CO CTYI€HTaMH UMEIOLUXCSI JaHHBIX MO XPO-

MOCOMHOM HAaTOJIOTHH.

Padora 3. AHOMa/IMH 110 ITOJIOBBIM XPOMOCOMAM.
Lenv pabomwi: 3yunTs nHTEpA3HBIA METOI TUarHOCTHKH XPOMOCOMHBIX 3a00JICBaHUA.
[Tepenecure crenyromlyio TabauIly B pabodyro TETpasb.
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I'enorun sine- | 'enorun cnep- | I'enorun surorel | HazBanue cuH- | Yucio risli-
KIETKA IO IO- | MAaTO30MAa IO | IO IIOJIOBBIM | IpoMa 00k moJjO-
JIOBBIM XPOMO- | IIOJIOBBIM ~ XpO- | XpOMOCOMaM BOIO  XPO-
cOMaM MOCOMaM MaTHHA

XX X

0 X

XX y

0 Y

3. BoIcTyIIeHHeE € J0KJIaIaMu:
1. MukpounnupoBanue. [[pUHIUIIEI TEXHOIOTHH UCTIOIH30BAHUS OMOIOTHIECKUX MUKPO-
YUIIOB.
2. Dtnueckue mpooOsieMbl TPOPMIAKTHKH, TUATHOCTUKH | JICUEHUS XPOMOCOMHBIX 00JIe3-
HEH.

CaMocTosiTeIbHAsI BHEAYIMTOPHAsi padoTa 00y4yalomuxcs o TreMe:

3aoanus ona camocmosamenvHou 6HeayOUmMopHOL pabomvl CMyO0eHmos8 no YKA3AHHOU meme:

1) O3HaKOMUTBCS C TEOPETHUECKUM MATEPHAIIOM T10 TEME 3aHSATHSI C UCTIOIb30BaHUEM KOHCIIEKTOB JISKIIUH
W/WJIM PEKOMEHTyeMO yueOHOH JTUTepaTyphl.

2) OTBeTUTH Ha BOIIPOCHI JIJIsl CAMOKOHTPOJISL:

CtpyKkTypHO-()YHKIIMOHATIbHAS OPTaHU3AIUs XPOMOCOM.

XpOMOCOMHBIE MyTaIlu. BUbI XpOMOCOMHBIX MTEPECTPOCK.

[lepuopl raMeTOreHe3a U PUCK BOZHUKHOBEHUSI XPOMOCOMHBIX MYTAIIHH.

Knaccudukanus XpoMOCOMHO# MaTOJIOTHH MO THUITY MYTaIlHH.

Oco0eHHOCTH AaTOreHe3a XPOMOCOMHBIX OOJIE3HEH.

OcHOBHbIE KIMHHUYECKUE TIPOSBICHHUS.

Dransl 1 BO3MOXKHOCTH UHTEP(a3HbIX U MeTa(a3sHbIX [IUTOT€HETUYECKIX METO/IOB B T€HETHKE
YeJI0BEKa.

3) IIpoBepuTh CBOM 3HAHUS C UCIOIB30BAaHUEM TECTOBOI'O KOHTPOJIS.

1. Bvibepume 08a npasuibHuLX 0mMeemos.

Kakne BUIBI XpOMOCOMHBIX aHOMAJIMI HE BCTPEYAIOTCS Y )KHBOPOXKACHHBIX: a) TPHCOMHH T10 ayTO-
coMam; 0) TPHCOMHH IO MTOJIOBBIM XPOMOCOMaM; B) MOHOCOMUHU 10 ayTOCOMaM; ') MOHOCOMUH 110 X-XpoO-
MOCOME; 1) HyJUIMCOMUS TI0 X-XPOMOCOME.

2. Bvibepume 06a npaguibHbix omeema.

Kakne myranum OTHOCSTCS K TEHOMHBIM: a) HHBEPCHH, TPAHCIOKAINH, TYTIMKAINA, JeIennu; 0)
MOJIUIIONIUH, aHEYTJIOUIUH; B) TPUILIOUIUH, TETPAIIIOUANHN; T) BHYTPUXPOMOCOMHBIE U MEXKXPOMOCOM-
HbIE TIEPECTPOUKH.

Omeem:1 —B), n); 2 —0), B).
4) TloaroroButh pedepat/IoKiIaa 1Mo CISAYIOUUM TEMaM:
3. MuxkpouunupoBanue. [IpuHIMITBI TEXHOIOTHH UCIOIB30BAHUS OMOJIOTHYECKUX MUKPO-
YUIIOB.
4. Dtuyeckue npobdiaemMbl NPOoYUIAKTUKH, AMATHOCTUKH U JIEYEHUSI XPOMOCOMHBIX 00J1€e3-
HEH.
5) BeimomHUTh qpyrue 3aiaHus, MpeIyCMOTpEHHbIe paboyel mporpaMmMoil Mo TUCIHUIIIHHE.
B paGoueii TeTpaau 3ar0IHUTh TEPMUHOJIOTUYECKUH CIIOBApb.
Tepmun
WHTepcTunnanbHas 1enenus —
TepMunanbHas nenenns —
HNxoxpomocoma —
[TapaueHTprueckast UHBEPCUS —

Ao dE
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5.  llepunentpuueckas HHBEpCUS —

6. PobGeprcoHOBCKast TpaHCIOKAIIMS —
7. Mo3zauuusm —

8 AHeymuionus —

9. Tomumionnus —

10. Bbpaxunedanus —

11. DOnwmkasT —

12. Makpormnoccus —

13. KiuuuHopaxtuinus —

14. Muxkpouun —

PexoMennyemas aureparypa:

OcHoBHas:
1. Mure-Beuromos C.I'. I'enernka ¢ ocuosamu cenekiun. CI16.:, Usmarenscteo H-JI, 2015.-720.
2.bouxoB H.I1. Knuanyeckas renetuka: ydeOHUK 1t By30B.- M.: [DOTAP-Menaua, 2011, 592 c.

JononHuTenpHas:
1. Konenaesa E.B., Poquna H.E. O61mas renetrka 1 reHeTHKa 4yelloBeka: yueoHoe nmocoodue - Kupos,
2016, c. 5-16.
2. KypuanoB H.A. ['eneTuka yenoBeka ¢ ocHoOBaMu o011ei reHeTuku: yueoHnoe nocodue. — CII0.:
CuenJlur, 2010, ¢.192
3. Mymkam6apos H.H., Ky3neuos C.JI. MonekynspHas 6uosnorus. BBeaeHue B MOJIEKYJISIPHYIO 1H-
TOJIOTHIO M THCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.
4. MytoBuH I'.P. Knuauueckas renetuka. ' eHOMHUKa U IPOTEOMHUKA HACIEACTBEHHON NaTOJIOTUH
[DnexTponHbIi pecypc]: yuebHoe nmocodue. - M.: TDOTAP-Meaua, 2010.
5. DIEKTPOHHBIE PECYPCHI:

http://omim.org/

Pa3nen 2. MennuuHcKas reHeTHKA.

Tema 2.8. Xpomocomuas narosorusi. Kimaudyeckue ¢popmbl.

Heab: M3yduTh TUITBI XPOMOCOMHBIX MYTAIIHA, STHOJIOTHIO, TATOTEHE3 W KIIMHUYECKYIO KapTHHY Han0o-
JIe€ 4acTO BCTPEYAIOLIUXCSI XPOMOCOMHBIX CUHAPOMOB.

3agauu: PaccMOTpeTh OCHOBHBIE TEPMHUHOJIOTMUECKUE TIOHATHS XPOMOCOMHBIX 0OJie3HEN, 00YUUTh CTY-
J€HTOB MPUMEHEHUIO LIUTOJIOTMYECKUX METOJIOB JJI ONpPEAENICHUs TUIIA XPOMOCOMHBIX MyTaluil, pa3o-
OpaTh OCHOBHBIE CUHAPOMBI IIPU JAHHON NMATOJIOTHH.

O0y4armmiics 10JI7KeH 3HATh.

1. lo uzydyenust TeMbl (6a3UCHBIC 3HAHUS) —CTPOCHUE XPOMOCOM U METOJbI UX U3YUEHHUS; TUIIBI XPOMO-
COMHBIX MyTalui.

2. Ilocne u3ydeHust TeMbl —MEXaHU3Mbl BO3HUKHOBEHHUSI XPOMOCOMHBIX MYTallUi B IEPUOJ TaMETOreHe3a
U WX TOCJEICTBUS; KIacCU(DUKAIIMIO XPOMOCOMHOMN MaTOJIOTUU; STHOJOTUIO, KIIMHUYECKHE MPOSIBICHUS
HauboJIee YacTo BCTPEUAIOUTUXCS XPOMOCOMHBIX CHHIPOMOB.

Oo0yuaromuiicst 10J15KeH YMETb.

OmnpenensTb TUI XPOMOCOMHOM MyTaiuu 1o ¢otorpaduu U Mo MUKpOINpenapaTy KapuoTHIIA YeJIOBEKa.
OrnpenenaTh TUIIBI TaMeT, 00Pa3yIOIIUXCS MPU PA3IMYHBIX XPOMOCOMHBIX MyTalusax. Pemars 3a1aun Ha
ONpeIelIeHUE BEPOSITHOCTH MOSBJICHHS TATOJIOTUU B 3aBUCUMOCTH OT THUIIA XpOMOCOMHOU MyTauuu. [Ipa-
BUJILHO HCIIOJIb30BAaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO.

OO0yuarommiicsi 10J15KeH BJIa/IeTh.

Meanko-61oI0rn4eckuM NOHITUWHBIM anmnapaToM. MeToaMu M3Y4eHHUs HACJEeICTBEHHOCTH 4YeOBeKa.
HaBbikamu moncka METUITMHCKON HHPOpMAIIHK B YUeOHOM, HAyYHOU TUTEpAType, B TOM YHCIIE C UCTIONb-
30BaHHEM ceTH MHTEepHeT; HaBbIKaMH TIPEJICTABICHHS U OOCYKIEHUS MEIUITMHCKON nHpopManuu. bazo-
BBIMH TEXHOJOTHSMHU TIpeoOpa3oBaHusi MHPOPMAIUU: TEKCTOBBIE, TAOJIUYHBIE PEIAKTOPHI, MOUCK B CETU
HNuTtepner.

CamocrosiTe/IbHAsA ayAMTOPHAs padoTa 00y4arouuxcs 1o TemMe:
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1. OTBeTHTH HA BONPOCHI 110 TeMe 3aHATHS.
Bompocsr myist cobeceoBanus:
1. IIpocteie BapuaHThl ayTOCOMHBIX TprucoMuii. Cunapomsl: Jlayna, [Tartay, DnBapaca.
2. Mo3saunusm.
3. CuHapoMmbl, 00yCIOBIIEHHBIE CTPYKTYpHBIMU TepecTpoiikamMu. Cuaapomsl: Bonbga-Xupi-
XOpPHA, «KOIAYbEro KpuKa.
4. HapymeHnus B cucteMe nojoBbix XxpomocoM. Cunapomsl Knaitngensrepa, [llepemesckoro-Tep-
Hepa, TPUILIo-X.

2. [IpakTHyeckasi MOATOTOBKA.
PaGora 1. ®eHoTHNINYECKHEe U3MEHEHUS MPU FeHHbIX 3200J1€BAHUSX.
Lenv pabomei: U3ydnth GEHOTUITMYCCKUE U3MEHEHUS TIPH HanboJiee pacpoCTPaHEHHBIX XPOMOCOMHBIX
3abosneBanusx. [lo mpeacraBieHHbIM (oTOrpadusiM OOTBHBIX ¢ XPOMOCOMHOW MATOJOTHEH OINPENeInTe
3a00JIeBaHuUS.
OtBeTbTe B paboueii TeTpaau Ha CIICAYIOIINE BOIPOCHI:

1) HasBanwue 3a00ieBaHuMsL.

2) DCHOTHIMYECCKHUE MTPOSABICHUS (TEPMHUH U €T0 ONpPEICIICHHUE).

3) MeTopl THarHOCTUKH.

4) Mero/pl JieUueHHS.
Bremomaenue paboTsl Begercs B popme 00CykKISHUS BMECTE CO CTYICHTaMH UMEIONITUXCSI JAHHBIX 110 XPO-
MOCOMHBIM 3200JICBaHHSIM.

3.PemiuTh cUTyallMOHHBIE 32/1a4H.

1) Anroputw™m pazbopa 3anad:

[TocTaBbTe NMpeaBapUTEIIbHBIN JUArHO3.

3anuuuTe KapuOTHIL.

KakoB MexaHM3M BO3HUKHOBEHMS 3TOTO 3a00J1eBaHuUs?

Kaxoii 0cHOBHOI1 METO/ TMAarHOCTUKHU 3TOT0 3a00J1€BaHUA?

Hanpasnenus neyenus?

2) [Ipumep 3agauu ¢ pa3d0pOM IO ANTOPUTMY.

ITpu BHemHEM 0CMOTpe MallbyMKa 3-X JIET Bpad ONpeAeanl Haauuue Opaxuredaniy, MOHIOJIOUIHTO pa3-
pesa rias, AMHUKaHTa, 1eOopMAaIy YITHBIX PAKOBUH, MAKPOTJIOCCUH, KIIMHOJAKTHIINS Ha KACTSIX.

Pemenne:

CungpoM Tpucomui 1o 21 xpoMocoMme.

47 XX (+21), 47 XY (+21)
[uToreHeTH4ECKUI METO.

Hepacxoxnenue XxpoMocoM B Meiio3e
CuMInromMmaTHYECKOE, XUPYPru4ecKoe JICUEHUE.

AR A

3) 3amauu U1 CaMOCTOSTENHHOTO pa3dopa Ha 3aHATHUH.

3anaya 1. B cembe y 310poBBIX poauTenei poauiics 0onbHON pedeHok. Bec npu poxxnenun — 2 Kr, OKpyx-
HOCTb Yeperia yMeHbIIeHa, 100 CKOIICHHBII 1 HU3KUH, IBYCTOPOHHHUE PacIlleINHbI BepXHel TyObl 1 HeOa,
HU3KO PACIIONIOKEHHbIE U Ie(hOpMUPOBAHHBIE YIIIN, HA 00eUX pykax — noiauaaktuius. [locraBeTe penBa-
PUTENBHBIN AMarHo3. 3anuinure KapuoTun. Kakoil 0CHOBHOU METOJ AMAarHOCTUKH 3TOTO 3aboseBaHus?
KakoB MexaHn3M BO3HUKHOBEHHS TOr0 3a0oeBanusi? HampasieHus geueHus

3anava 2. Y myx4uHbl B 70% KJIETOK MUTETUS CIM3UCTON IIEKH OOHAPYKEHO 2 TIIBIOKU MOJIOBOTO Xpo-
MaTtuHa. [locTaBbTe NpenBapUTENbHbIN qUarHo3. 3anumure kapuotun. Kakoil OCHOBHOI METOJ AMArHo-
CTHKH 3TOro0 3aboneBanus? KakoB MexaHU3M BOSHUKHOBEHHMsI 3TOro 3a0oneBanusa? HanpapneHus neyeHus

4.BbicTyIUICEHHE € IOKJIAIAMU:
1. Cungpom JlayHa. DTHONOTHS, TATOT€HE3, KIMHUKA, TUATHOCTUKA, IPUHIIUAIIBI JIEYSHHUS.

193



N

Cunapom DaBapzca. DTHOJIOTHS, TATOT€HE3, KIIMHUKA, TMarHOCTHKA, TPUHIIUIIBI JICUCHHUS.

3. Cunapowm Ilatay. DTHoNOTHS, MATOTeHE3, KIIMHUKA, TAArHOCTHKA, TPUHITUIIBI JICYCHHUS.

4. CHUHAPOM «KOILIAYBEro KPUKa». DTUOJIOTHS, MATOTeHE3, KIIMHUKA, IMarHOCTUKA, TPUHITUIIBI JieUe-
HMUS.

5. Cunapom Bonbha-Xupuxopra. DTHOIOTHS, TATOTCHE3, KIIMHUKA, JUATHOCTHKA, PUHIIHITHI JIeUe-
HMUS.

o

Cunnpom KnaitHdenbrepa. DTHONOTHSI, TATOTEHE3, KJIMHUKA, TAATHOCTHKA, IPUHITUIIBI JICUCHUSI.
7. Cunapom llepemeBckoro-TepHepa. DTHOIOTHS, TATOTCHE3, KIMHUKA, TUArHOCTUKA, IIPUHIIAITHI
JICUYEHUS.

CamocTosiTeJibHAsI BHEAYIUTOPHAsA pa0doTa 00y4yaromuXxcsi o Teme:
3aoanus ons camocmosamenvHou 6HeayOUMopHOU pabomsi CMyO0eHmo8 No YKA3aHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUECKUM MaTepUaIoM 110 TeMe 3aHSITHsI C UCIIOJIb30BAHUEM KOHCIIEKTOB JICKLIUN
W/WIIM PEKOMEHTyeMO yueOHOH TUTepaTyphl.
2) OTBeTUTH Ha BOIIPOCHI JIJIsl CAMOKOHTPOJIS:
e [IpocTeie BapuaHThl ayTOCOMHBIX Tprucomuid. Cunapomsl: JlayHa, [latay, DaBapca.
e  Mo3zaunusm.
e CuHApOMBI, 00YCIIOBIEHHbIE CTPYKTYpHBIMHU IepecTpoiikamu. CunpoMsl: Bonbda-XupmxopHa,
«KOIIAYbETO KPUKay.
e Hapymenus B cucreme nonoBsix xpomocoM. Cunapomsl Knaitngenstepa, [llepemesckoro-Tep-
Hepa, TpUIo-X.
3) IIpoBepuTh CBOM 3HAHUS C UCTIOIH30BAHUEM TECTOBOTO KOHTPOJIS
1. Boibepume 00un npasuibHulli omeem.

YKaxkuTe A1 KAKOro XPOMOCOMHOT'O CHHApPOMA XapaKkTepeH Habop CUMIITOMOB, BKIFOUAIOIIUX yYM-
CTBEHHYIO OTCTAJIOCTh, oJuXxotnedanuio, 1e(OpMUpOBaHHbIEC YITHBIE PAKOBUHBI, (PIIEKCOPHOE MOJIOKEHHE
NanbleB PyK, BPOXKIACHHBIN MOPOK cepla: a) CuHApoM DaBapica; 6) cunapom Ilaray; B) cunapom [layna;
') CUHAPOM "KOIlIaybero Kpuka'.

2. Buvibepume o0un npasunvusiii omeem.

Kakne myranum OTHOCSTCS K TEHOMHBIM: a) HHBEPCHHU, TPAHCIOKAINH, TYTUIMKAINHY, JeIennu; 0)
MOJIMTUIOUINH, aHEYTIJIOUIUH; B) TPUILUIONANU, TETPATUIOUANH; T') BHYTPUXPOMOCOMHBIE H MEKXPOMOCOM-
HBIE MIEPECTPOUKH.

UYro siBIIsieTCS BEAYLIMM B KIMHUYECKOM ITPOSIBICHUH XPOMOCOMHBIX 0OJIe3HEH: a) 3a/1epiKKa B IICH-
XMYECKOM PAa3BUTHUH Yy AETEH MJIaJIIEro Bo3pacTa U yMCTBEHHAsI OTCTAJIOCTh Y A€TEH CTapIlIero BO3pacTa;
0) HapyIlIeHHe PU3NYECKOTO Pa3BUTHUS; B) CHCTEMHOCTb MOPAXEHUs; T') HAPYIIEHUE YMCTBEHHOI'O pa3Bu-
THUSI B COUCTAHHUH C TIOPOKAMH PA3BUTHS 1 MUKPOAHOMAITUSIMH Pa3BUTHSL.

Omeem:1 —a); 2 —1).

4) IlonroroBuTh pedepaT/aokiaaj Mo CAEAYIOUUM TEMAM:

1. Cungpom [layHa. OTHONOTHS, HATOT€HE3, KIMHUKA, TUATHOCTUKA, IPUHIIUIIB] JIEUEHHUS.

2. Cungpom DnBapjca. DTHONOTHS, TATOTeHe3, KIIMHUKA, THarHOCTUKA, IIPUHIIUAIIBI JICYCHHS.

3. Cungpowm Ilatay. OTuonorus, naroreHes, KIMHUKA, AMATHOCTHKA, IPUHIUIIBI JICYEHUS.

4. CHHIPOM «KOIIAYbEro KpHKay. DTHOJIOTHS, ITATOTEHE3, KIIMHHUKA, JHATHOCTHKA, TPUHITUIIH JICYCHUSI.
5. Cunapom Bonbda-XupuixopHa. ITHOIOTHS, TATOT€He3, KIMHUKA, TUArHOCTUKA, TPUHLIUIIBI JIede-
HUSL.

Cunnpom Knaitadenbrepa. DTHoNOrHs, MaTOTeHE3, KIMHUKA, TUATHOCTHKA, IPUHITUIIBI JICUSHUSI.
7. Cungpowm lllepemesckoro-TepHepa. DTHONOTHS, TATOTEHE3, KIIMHUKA, JUATHOCTHKA, IPUHITHITHI Jie-
YEHUSI.

o

PexoMennyemas jiureparypa:
OcHoBHas:
1. Uure-BeuromoB C.I'. T'enetuka ¢ ocHoBamu cenekiuu. CII0.:, U3gaTteanctBo H-JI, 2015.-720.
2.bouxoB H.I1. Knuanyeckas renetuka: yaeOHuK 1t By30B.- M.: TDOTAP-Meauna, 2011, 592 c.
JlonoIHUTEIbHAS :
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1. Konenaesa E.B., Poguna H.E. OGmiasi reHeTrKa 1 TeHETHKA YeloBeKa: yueOHoe mocodue - Kupos,
2016, c. 5-16.
2. KypuanoB H.A. I'eHeTnka yenaoBeka c OCHOBaMU 0011eil reHeTuku: yueoHoe nocodue. — CII6.:
CnenJIut, 2010, ¢.192
3. Mymkamb6apos H.H., Ky3uenos C.JI. Monekynsipaas 6uonorus. BBejenue B MOJIEKYISPHYIO 1IH-
TOJIOTHIO U TUCTOJIOTHIO: yueOHoe mocooue. - M.: MUA, 2016.
4. MyroBuH I'.P. Knuauueckas reHeTuka. ' eHOMUKa U IpOTEOMHUKA HACJIEICTBEHHOM 11aTOJIOTUN
[DnexTponHbIl pecypc]: yueoHoe mocodue. - M.: TDOTAP-Meaua, 2010.
5. DNEKTPOHHBIE PECYPCHI:

http://omim.org/

Pazjnen 2. MeaunuHckasi reHeTHKA.
Tema 2.9. Bpo:kneHHble IOPOKH PA3BUTHS.

Hesb: MU3yuuTh 3THOIOTHIO, MEXaHU3MBI (DOPMUPOBAHHS U OCOOCHHOCTH KIIMHUYECKUX POsIBIIC-
HUHN BPOKICHHBIX TTOPOKOB PA3BUTHSL, UX KIIACCU(PHUKAIIUIO U METOAbI AMarHOCTUKH. HayunTbcs npaBuibHO
HCIIOJIB30BaTh COOTBETCTBYIOLIYIO TEPMHUHOJIOTHIO.

3agaum: PaccMOTpeTh OCHOBHBIE TEPMHUHOJOTMYECKHE MOHATUSL TEPATOJIOIUMH, BPOXKICHHBIE I10-
poku pasutusi (BIIP), mansie anomanuu paszButusi (MAP), TepaTtorennsie (GaxTopbl, CHOPMHPOBATH
HaBBIKH 110 TPUMEHEHUIO TeHETUUECKUX METOJ0B JUArHOCTUKHU BPOKIECHHBIX TOPOKOB Pa3BUTHS, U3yUUTh
METO/TbI MPO(PHIAKTUKH BPOKICHHBIX TIOPOKOB Pa3BUTHS.
O0yyaommiics 10J17KkeH 3HATh:
1. o uzydenust Tembl (0a3UCHBIE 3HAHHS) — TCOPETHUECKUE OCHOBBI MyTareHes3a M CTaJiuu SMOPHUOHAIb-
HOT'O Pa3BUTHS YEJIOBEKA;
2. Ilocne u3y4yeHUs] TeMbl — OCOOCHHOCTH KJIMHUYECKUX MPOSBIECHUI BPOXKICHHOW MAaTOJIOIMM, O0IIMe
MPUHLUIIBI KIMHAYECKOU AuarHoctuku BIIP, mpuurHbI NpOMCX0KIEHUS U JUarHOCTUYECKYI0 3HAYMMOCTD
MOp(OreHeTHYECKUX BapUaHTOB, 3HAUEHNUE U OCHOBbI KIIMHUKO-T€HEAIOTMYECKOT0 U [IUTOr€HETUYECKOTO
METOXOB Ui nuarHoctuku BIIP.
OOyyaromuiicst 10/15KeH YMeTh:
Beissiate BIIP, pacnio3naBath oTiimuntenbHbie ocooeHHocTd BITP 1 MAP, nuarnoctupoBaTh BpOXKICH-
HbIe MOP(OTCHETHYECKNE BAPHAHTHI, TIPABMIIBHO UCIIOIB30BATh COOTBETCTBYIOIIYIO TEPMHHOJIOTHIO TIPH
OIMCaHUU KJIMHUYECKOH KapTuHbI (PpeHoTumna) 60IbHOTO.
O0yyaromuiica 10JI2KeH BJIaJAeTh:
bazoBbIMU TeXHONOTHAMH TpeoOpazoBaHusi WHGOPMAIIMU: TEKCTOBbIC, TAOIUYHBIE PEAAKTOPHI, TOUCK B
cetu Untepuer. HaBpikamu moncka MeIUIIMHCKON WH(OpMAIMK B yueOHOM, HAyYHOU JTUTEpaType, B TOM
YHCclie C UCMOJIb30BaHUEM ceTu VIHTepHeT; HaBbIKaMH MPEACTABIECHUS U 00CYKIEHUS MEIUIIMHCKON HH-
(dbopMaruu, MeIUKO-OMOJIOTHYECKUM MOHATUNHBIM arapaToM, METOJaMHU M3YyU€HUsl HACJIEICTBEHHOCTH
YeJI0BEKa, HABBIKAMU MUKPOCKOIIMPOBAHUS.

CamocTrosiTesbHASA ayAMTOPHAst pa0oTa 00y4aloIMXCs 110 TeMe:

1. OTBeTUTH HA BONPOCHI 110 TEMe 3aHATHSA.

Bomnpocs! 11 cobeceioBanus:

[ToHsiTHE BpOKAEHHOTO, CEMEMHOIO U HACJIEACTBEHHOIO 3a00JI€BaHUS.

['eneTHuecKkue U BHEIIHUE CPEIOBBIE IPUUMHBI TepaToreHesa. TeparoreHHble GakTOPbI CPEIbI.
[TonsiTue BpoxkaeHHoro nopoka pa3sutus (BIIP) u mansix anomanuii pazsutus (MAP).

Posib TpaHCKPUIIIMOHHBIX (PAKTOPOB B MPOLIECCAX PA3BUTHS, CEMecTBAa SMOPUOHAIILHBIX TC€HOB.
Knaccudukamms BITP.

Kputnueckue nepuosl pa3BuTHS.

IToHsiTHE TEPATOr€HHOTO TEPMUHALMOHHOTO IIEPUOA.

Huarnoctuka BIIP. Mcnonb30BaHne KIMHUKO-TEHEAIIOIMYECKOr0 MeTo1a B quarnoctuke BIIP.

ONoGa~WONE

2. [IpakTHyeckasi MOATOTOBKA.
Padora 1. Ilpusnaku nusmopgorenesa.
Llenv pabomul: I3ydnTh 4acTO BCTpeUarOIMecs B KITMHUYECKOH npakTruke MAP.
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Onpenenuth npu3Haku au3Mopdorenesa npu Hanbosee yacto BcTpedaromuxcs BIIP, mo ¢ororpadusm

OOJIBHBIX.

3amnoJIHUTh B TETPAAU TEPMUHOJIOTUYECKUMA CIIOBAPb.

Brimmonnenue pabotsl BBeneTcs B (hopMe 0OCYX ACHHSI BMECTE CO CTYACHTAMU MMEIOLIUXCS JTaHHBIX IO
BPOKJICHHBIM MTOPOKaM.
PaGora 2. OnpenesneHne KpUTHYECKUX TEPMHUHAIMOHHBIX NIEPHOI0B.

Lenv pabomei: I3ydnuTh BOZMOKHOCTH OTPEACIICHUSI KPUTHICCKUX TTEPUOJIOB TIPH BO3ACHCTBHH HEKOTO-
PBIX JIEKAPCTBEHHBIX CPECTB HA Pa3IMUHBIX CTaAUAX SMOpHOreHe3a.

Onpenenuts NpeesibHble CPOKU ACUCTBUS NAaTOTeHHBIX (PaKTOPOB, CIIOCOOHBIX MPUBECTH K (OPMUPOBA-
HUIO TTOPOKA Pa3BUTHS, HCIIONB3Ys TaOIMIly TEPAaTOreHHBIX TePMUHALMOHHBIX mepuoioB u BIIP ¢ ykaza-
HUEM MpellelbHBIX CPOKOB ACHCTBHSI MATOrCHHBIX (PAKTOPOB U TAOIUILy TEPATOr€HHOCTH JIEKaPCTBEHHBIX

IperapaToB.

Tabxn. TepaToreHHble TEpPMUHALIMOHHBIE TEPUOJIBI.

SMOPHOHANEHEN! MepHOR (Hap) = A DETANBHEIN MEPHOR (HER)

1 2 3 4 5 6 7 8 9 16 32 38
TNepron genzruz AT AR | A
SHMOTH K s { ‘ { \ \ {

a (s R R
y O 9 X)) W
% 4 Y |
A (=
HetexTet HepEROK TPYOKK l
7 (r .:;\ IubpHOH. THCK [ Jz(aKTH nmeparopogox
N "'__:,f' L.A-:uxxpouemu l BepxEHz KOHSYHOCTH I
| I A-/MepoMaTHT ] Hicgrure KOH24HOCTH I
I Pr l Bepxaaz rvba I
Jeboomaurs .m DIKOEHE ¥ rvxoTa l Vom J
[ Muroo®hTanEMHR. KaTZDAKT2. IIAVKOM2 l Tnasza
2 II'Hnormzsux 3IMATH l 3vbu
o Touxu meftcTena I A
TepaTorsHa | I Pacmenurz 2ba I Hebo ]
{_] Mege2 gyEcT. nepHox -
X [I\hcx_wmrmsamu PEHHTaNHiL l Teruranuu
D Bricoko uyEcT. nepuon
K TepaTorsHaM

Tubane 2mBGpuoHz B

_CHOHTAHHEG 3afoorT

Kpymszte mopoxut paseuri SYHKUHOHATEHES T2b2KTE H MINEl: 2HOMATHH

Tabm. TepaTOFCHHOCTB JICKAPCTBCHHLIX IIPCIAPATOB.

IIpenapar IddexT

Terpauukinun ['mnomiasus u N3MEHEHe BETa SMAIIA

CrpenToMuIH [Totepst cimyxa npu ATUTETHHOM BO3JICHCTBHA

®eHnTouH 3anepakKa BHYTpUYTPOOHOIO pa3BUTHUs, YMCTBEHHAs! OTCTAJIOCTh, MUKPOLIE-
¢anusi, BpO’KIACHHBIE IOPOKU Cepla

Kapbamazenun Hedexrt nepBHoit Tpyoku (1%), Mukpouedanus, TuonIa3us Horrei

Banbsnpoesas k-ta

Jedext HepBHOI TpyOKH

Tpumerannon 3amepKKa BHyTPUYTPOOHOTO pa3BUTHS, paclienHa ryObl i/ Heba, MUK-
pouedanus, yMCTBEHHAsl OTCTAJIOCTh, JIUIEBHIC U JP.
Hanazon Bupunm3arus )KeHCKHX TUIOZ0B
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IIcuxoTrponHsie

Jlutni Bpoxnaennsie nopoku cepaua, [THC anomanuun
[Ipoune

Tamupomua [Topoku KOHEYHOCTEH, yXa, BPOKICHHBIE IOPOKH CEPALIA

Butamun A (petu- MukpoTus, MUKpodTaaIbMus, paciielnHa ryosl u/uim Heba

HOJI)

N3orperunonn Muxkpotus, MukpoTaabMus, paciieanHa ryobl u/uim Heba, BpOXKACHHbIE
IIOPOKU cepaua

MuszonpocTon PenykunoHHbIe MOPOKKU KOHEYHOCTEH, apTPOTrPHUII03, BPOKICHHBIE TOPOKU
cepaua

IlepeHectu B TeTpajb U 3aM10JHUTH TAOJIHILY:

JlexapcTBenHsblii ipe- | Cucrema opra- Kpurnueckuii rep- | Teparorennoe | @yHKIMOHAIBHBIE
napar HOB, UyBCTBH- MUHAIMOHHBIN Ile- | IEeHCTBHE U3MEHEHHUS
TeJbHas K JIeH- puona (uen.)
CTBUIO JJAHHOT'O
penapara

Bemmonnenue pabotel Bepercss B popMe 0OCYKACHUS BMECTE CO CTYJACHTaMH HMMEIOIIMXCS JaHHBIX I10
BPOXKJICHHBIM ITIOPOKaM.

Pabora 3. 3aBucuMoOCTb pe3yJibTaTa AeliCTBUS TEPATOT€HOB OT 3Tana 3MOpHOreHes3a.

Llenv pabomul: I3yunTh OCHOBHBIE IIOCIIEACTBUSL IEHCTBUS TEPATOTEHOB B AMOPHUOT€HESE.

Hcnonb3ys TabnuLbl, ONMpPEaeuTh OCHOBHBIE COOBITHS SMOPHOTreHe3a U X BPEMEHHbIE PAMKH, OLIEHUTb
BO3/ICHICTBUE TEPATOr€HHBIX (PAKTOPOB HA HUX.

[lepeHecTu B TeTpaib U 3aM0JHUTH TAOJIHILY:

OTalbl OcHoBHble co- | ['ne npoucxo- Hauamno co- | IlocneacTBus aencTBUs Te-
ObITHS dTama | AT ObITHS (OT- | paTOreHHbIX (PAKTOPOB
CUer oT
OBYJISILIUN)
[TpenpmOpuorenes
1)
2)
OMOpuorexnes
1)
2)
3)
4)

Breimmonnenue paboteiBeneTcs B GpopMme OOCYKIEHUS BMECTE CO CTYIEHTAaMU HMEIOLIUXCS JTaHHBIX IO
BPOKJICHHBIM ITIOPOKaM.

Padora 4. CemeiicTBa YMOPHOHAJIBLHBIX T'€HOB.

Lenv pabomwi: 3ydnTh OCHOBHBIEC CEMENCTBA SMOPHOHAITBHBIX TEHOB.

3acnymare pedepaTuBHbIE COOOIIEHNUS 0 MPEATIOKEHHBIM TEMaM.

Wcnonb3ys naHHble pedepaTHUBHBIX COOOIIEHHUN OMpPENeIUTh OCHOBHBIE CEMENWCTBAa 3MOPHOHAIBbHBIX
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T€HOB, OLICHUTH UX POIIb B MOpGOreHese.
1. Omnpenenute o pUCYHKY cOoOBbITHE dMOpHoTeHe3a. [lepepucyiite B pabouyro TeTpaab. YKaKUTe
aHATOMUYECKHUE CTPYKTYPBI, 00pa30BaBIINECS HA 3TOM JTarle.

2. Omnpeznenute Mo pUCYHKY OCHOBHBIE KOMIIOHEHTHI, YUaCTBYIOIIHE B (HOPMUPOBAHUH TPAHCKPHII-
LIMOHHOTO KoMIuiekca. [lepepucyiite B pabouyro TeTpaip U MOANUIINTE.

3. Tlepenectu B TeTpaab M 3aIOIHUTH CIETYIONIUE TAOIUIIBL:
Tabn. ['eHbl IPOCTPaHCTBEHHOW OpraHU3aIUH.

I'pynna renos Boinonusiemast pyHkus

I'ennr CCIrMCHTAllUH

I'ennr KOMITapTMCHTAJIN3allU N

I'eHBI roMe03HCHEIS

Tabm. HpOI[YKTBI T'CHOB, OTBCTCTBCHHLIC 3a KOPKECTP» MOp(bOFCHGSa, 3alIMIIUTC UX B pa60qy10 TCTpadb:

Haszpanue [Tpumepsl reHoB

El I

Tab6sn. Ocu smMmOpuorenesa.
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Ne | HasBanue ocu smOpuorenesa [Tpumepsl reHoB, y4acTBYIOMKX B (hOpMUPOBAaHUH

ocu
1. Kpanno-kaynanbHast
2. | Jlopco-BeHTpasbHas
3. bunarepanpHas

Tabn.CemeiicTBa TpaHCKPUMIIIMOHHBIX (haKTOPOB IMOpHOTEHE3a:

CewmeiicTBa T€HOB HasBanwue cemeii- | OCoOEHHOCTH CTPOCHHUS OyHKIMA B SMOpUOTEeHE3e
CTBa I'€HOB TPAHCKPUIILIHOHHOTO
dakropa
HOX
PAX

Paznuunble TpaH-
CKPHUMIIMOHHBIE
(bakTopsI, comepka-
nme Zinic Fingers
SOX

BrimonHenue paboTsl Beaercs B hopMe 00CYkKIICHUS BMECTE CO CTYJICHTaMU UMEIOIUXCS JJAHHBIX TI0 Ce-
MelCTBaM reHOB SMOpHOreHesa.

PaGora 5. Biausinue HapyuieHMsl TeHHbIX U KJI€TOYHBIX MeXaHU3MOB dMOpHOreHe3a Ha pa3BUTHE
BIIP.

Lenv pabomul: I3yunTh OCHOBHBIE MEXaHU3MbI Pa3BUTHUS TIOPOKOB B SMOpHUOTeHE3e.

OrnpenenuTh MEXaHU3MBI T€paTOreHe3a npu Hanbosiee yacto Becrpeuarommxcs BIIP.

[lepenectu B TeTpaab U 3aMOTHUTH TAOIUILY:

CobbITHE 3MOpHOreHes3a I'ennble Mexa- Knerounsie Mexa- | [Topoxu pa3Butust
HU3MBI HU3MBI

1. | ApobGnenue

2. | lacrpynsmus 1)
2)
3)
3. | Heipynsmmst 1)
2)
3)
4)
5)
4. | T'ucro- u opraHorexes 1)
2)
3)
4)
5)
Beinonnenne paboThiBeeTCsl B popMe 00CYKICHUS BMECTE CO CTYACHTAMU MMEIOIINXCSI IAHHBIX IO Ce-
MeWCTBaM T€HOB YMOpHOTeHe3a.

3.BbICTyIUIEHHE C JOKJIAAMM:
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1. 'ensl oceii sMOpuoreHesa, reHbl, OTBETCTBEHHBIE 32 (POPMUpPOBaHHNE IEPBUYHOM ITOJIOCKH U TPE3X
3apOJBIIIEBBIX JTUCTKOB, TOHATHE O TOMEO3HCHBIX I'CHAX.
2. JlaitoHn3anus X-XpoOMOCOMBI.

CamocTosiTe/ibHAsl BHeayIUTOPHAasi padoTa 00y4aommXxcs no remMe:
3aoarus ons camocmosamenbHol 8HeayOUmopHoU pabomvl CMyOeHmo8 No YKA3AHHOU meme:
1) O3HaKOMUTHCS C TEOPETUUECKUM MAaTEPUATIOM T10 TEME 3aHSATHUS C UCIIOJIb30BAaHUEM KOHCIIEKTOB JICKIIUN
W/WIM pEKOMEHIyeMON yueOHOU JTUTepaTyphl.
2) OTBeTUTH Ha BOIIPOCHI JIJIsl CAMOKOHTPOJIS:
e [loHATHEe BPOXKICHHOTO, CEMEHHOTO M HACIIEACTBEHHOTO 3a00JIEBaHUSI.
['eHeTHYECKUE M BHEITHUE CPEAOBBIE MPUYMHBI TepaToreHesa. TepaToreHHbIe (PaKTOPHI CPEIbL.
[TonsiTue BpoxxaeHHoro nopoka passutus (BIIP) u mansix anomanuii pazsutus (MAP).
Ponb TpaHCKpHUMIIMOHHBIX (PAKTOPOB B MPOIIECCAX PA3BUTHSI, CEMEHCTBA SMOPHOHATBHBIX TEHOB.
Knaccudukanus BITP.
Kputuueckue nepuoasl pa3BUTHS.
e [loHATHEe TEPAaTOreHHOTO TEPMUHAIIIOHHOTO ITEPHO/IA.
e Jlnarnocruka BIIP. Mcnons30BaHue KIMHUKO-T€HEAIOrHYECKOr0 MeToia B fuarnoctuke BITP.
3) [IpoBepuTh CBOM 3HAHUS C UCIIOIB30BAHUEM TECTOBOTO KOHTPOJIS
1. Boibepume 00un npasuiibHullli omeemn.
[Tpornarust — 3T0: a) HeZOpPa3BUTHE HUKHEHN YelocT; 0) JaTepanbHOE WIM MEAUATIBLHOE UCKPUB-
JICHUE MANbIIa; B) Ype3MEPHOE Pa3BUTUE BEPXHEU UETIOCTH; I') BRICTYMAIOIIAs BIIEPE]l BEPXHSS UETIOCTh I10
OTHOIIEHUIO K HUKHEM.
2.Bvibepume 00un npasuivHwiii omeem.
Anonenusi - 9TO: a) U30BITOYHOE OBOJIOCEHUE MO MYXCKOMY THUITY Y KEHIIMH; 0) pelKue cyxue
JIOMKHE BOJIOCHI; B) MOJIHOE HJIM YaCTUYHOE OTCYTCTBHE BOJIOC.
Omeemst 1-1; 2 - B).
4) I[loarotoBuTh pedepart Mo CIeayIIMUM TEMaM:
1. I'ensl oceit aMOpHOTreHe3a, TeHbI, OTBETCTBEHHBIC 32 ((OPMUPOBAHHE IEPBUIHOMN MOJIOCKHU U TPE3X
3apOJIbIIIEBHIX JTUCTKOB, MOHSATHE O TOMEO3HCHBIX I'CHAX.
2. JlaitoHu3anus X-XpoOMOCOMBI.

Pexomenayemas qurepartypa:

OcHoBHast:
1. Uare-Beuromos C.I'. T'enernka ¢ ocuoBamu cenekinn. CI16.:, U3marensctso H-JI, 2015.-720.
2.bouxoB H.I1. Knuauueckas renetuka: yaeOHUK a7 By30B.- M.: [DOTAP-Menua, 2011, 592 c.

JononHuTenpHast:
1. Konenaesa E.B., Poguna H.E. OGmast reHeTHKa 1 TeHETHKa YeloBeka: yueOHoe nmocodue - Kupos,
2016, c. 5-16.
2. KypuanoB H.A. I'eneTuka yenoBeka ¢ OCHOBaMU o011eil reHeTuku: yueoHoe nocodue. — CII6.:
CnenJlur, 2010, ¢.192
3. Mymkam6apos H.H., Ky3nenos C.JI. MonekynsipHas 6uonorus. Beenenue B MOJEKYISPHYIO LIH-
TOJIOTHIO U TUCTOJIOTHIO: yueOHoe mocobue. - M.: MUA, 2016.
4. MyrosuH I'.P. Knuauueckas reHeTuka. ' eHOMUKa 1 IpPOTEOMHUKA HACJIEICTBEHHOM M1aTOJIOTUN
[DnexTponHbIi pecypc]: yuebHoe mocodue. - M.: TDOTAP-Meaua, 2010.
5. DAEKTPOHHBIE PECYPCHI:

http://omim.org/

Paszpnen 2. MeaunuHcKasi TeHETHKA.
Tema 2.10. Bain3HenoBbIi 1 NONYJISINMOHHBINA METOAbI H3YYCHHS TeHETHKH YeI10BeKa.

Heanb: M3yuntsh OAM3HENOBBIM U MOMYJISALUOHHO-CTATUCTUYECKUE METOJbl F€HETUKH 4eJOBEKa,
3HAa4YEeHUE ITUX METOJOB ISl JTUArHOCTHKH, TPOTHO3UPOBAHUS U MPOPHUIAKTHKN HACIeICTBEHHbBIX 00Je3-
HEH.

200


http://omim.org/

3agaum: PaccMOTpeTh OCHOBHBIE TEPMHHOJIOTUYECKHUE TIOHATHS MYJIbTH(PAKTOPHAIBHON MaTOJI0-
T'UH, U3YUYUTh MEXaHU3MbI 00pa30BaHMs MOHO3UTOTHBIX M JU3UTOTHBIX OHn3HeNoB. [lo3HakoMUThCS ¢ Snu-
JE€MUOJIOTUYECKUMHU OCOOCHHOCTSIMU YacCThIX (POpM MYJIbTU()AKTOPUANIBHOM MATOJIOIUH, COBPEMEHHBIMHU
BO3MOXXHOCTSIMU YCTaHOBJIEHUSI 3THOJIOTHH, TATOTeHe3a, MapakIMHUYECKON TUAarHOCTHKH, a TaKKe MO/I-
XOJIOB K JIeUeHHIO U peabmmuranun. OIeHUTh TeHETHUECKYIO CTPYKTYPY YEIIOBEUECKUX MOMYJISIIHUIA 110 He-
KOTOPBIM YaCTHBIM HO30JIOTUYECKUM (hOpMaM Ha OCHOBE JaHHBIX MOMYJISIMOHHO-CTaTUCTHYECKOIO Me-
TOJa. CCI)OpMI/IpOBaTB HAaBBbIKHY 110 IPUMCHCHHIO 6HI/I3HGLIOBOF0 MCTOa U MONYJIAIUOHHO-CTATUCTUICCKOI'O
Metosia. OBNaiIeTh HaBBIKAMH PELICHHUS CUTYallMOHHBIX T€HETUYECKUX 3a/au C MCIOIb30BAaHUEM JaHHBIX
OJIM3HELIOBOrO U MOMYJISIIIHOHHO-CTaTUCTHYECKOTO METO/IOB.
OO0yuaromuiicsi 10J17keH 3HATh:
1. JTo u3yueHust TeMbl — OCOOEHHOCTH YeIOBeKa KaK 00beKTa FTeHETUUECKUX HCCIEA0BaHUMN, TPUHIIUIIBI U
BO3MOXXHOCTH HUCITIOJIB30BaAHUA 6J'II/I3HGI_IOBOFO U NOMMYJIAIMMOHHO-CTaTUCTUICCKOT'O METOOB.
2. [locne n3ydyeHust TeMbl: — OCOOCHHOCTH OO0JIE3HEH ¢ HACIeICTBEHHOM MpeapacnoioKeHHOCTbIO; Kilac-
cU(UKAINIO MYIbTH()AKTOPUATBHBIX 3200JI€BaHUH, TPUIMHBI PA3IMYHON EHETPAHTHOCTH U SKCIIPECCUB-
HOCTH '€HOB; 0COOEHHOCTH YEJIOBEUECKHUX MOIMYIALNNA, UX TeHETUYECKYIO CTPYKTYPY; MEXaHU3MbI paBHO-
BE€CHUA I'CHOB B NOMYJIANHAX; MCXAHW3MbI, HAPYIIAOIMWEC PAaBHOBCCHUEC I'CHOB B MOIYJIALUMA, POJIb MyTallu-
OHHOTO Tpolecca U OJM3KOPOJCTBEHHBIX OpaKOB; ATambl MOMYISIIMOHHO-CTATUCTUYECKOIO METO/Ia; €ro
BO3MOXXHOCTH M 3HAUYCHHUC B I'CHCTHUKC YCJIIOBCKA, 'TCHCTUYCCKHUEC ACIICKThI HaI/I6OJ'I€e PaCIIpOCTPaHCHHBIX
MyJbTU(aKTepUANTbHBIX 3a00JIeBaHUH.
OOyyaromuiicst 10/15KeH YMeTh:
PaccuntbiBaTh K03 (HUIIMEHT HACIETYEeMOCTH; PeIllaTh 3a/1a4ll Ha OMpeesICHUE BEPOSITHOCTHU MOSBICHHUS
MMaToOJOru B 3aBUCMMOCTH OT HAJIN4YHA KOMIUICKCOB I'CHOB NPCAPACIIOIOKCHHOCTH; OIIPCACTIATL I'CHCTH-
YEeCKYI0 CTPYKTYPY UeJIOBEUECKHUX MOMYJISIIUI Ha OCHOBE 3akoHa Xapau-BaitnOepra u kosddunreHT un-
6pI/II[I/IHFa JJIs1 MaJIbIX HOHYJI?IHI/II;’I; peuaTh 3a4a41 Ha OIIPCACICHUEC YaCTOThI HOCUTEIIEeH PCUCCCUBHBIX I1a-
TOJIOTMYECKUX TE€HHBIX MyTalllii C UCIIOJIb30BaHKEM ypaBHEeHUs Xapau-BaiinOepra; Hay4duThCs TPaBHILHO
HCIIOJIb30BaTh COOTBETCTBYIOIIYIO TEPMHUHOJIOTHIO.
Oo0yuaromuiicsi 10J17KeH BJIaJ1eTh:
ba3oBeIMH TEXHOJIOTUSIME TIPEOOpazoBaHMst HHOOPMAIMH: TEKCTOBBIC, TAOIUYHBIE PEAAKTOPHI, MOMCK B
cetu MHTepHeT. HaBblkamMu moucka METUIIMHCKON HHPOpMAIK B y4eOHOU, HAYYHOU JTUTEpaType, B TOM
YUCJIC C UCIIOJIB30BAHUEM CCTHU I/IHTepHeT; HaBbIKaMU IMPCACTABJICHUA U O6C}’)KI[GHI/I$[ MCZIHHHHCKOﬁ HH-
dbopMaruu, MeIUKO-OMOJIOTHYECKUM TOHATUHHBIM alapaToM, METOJaMH M3YyUeHHUs HACIEICTBEHHOCTU
YCJIOBCKA, HABBIKAMH MUKPOCKOIIMPOBAHMA.

CamocTosiTe/IbHAsA AyIMTOPHAs padoTa 00y4aluuxcs 1Mo TemMe:

1. OTBeTUTH HA BONPOCHI IO TEMe 3aHATHS.

Bormpocs! myist cobeceoBanus:

Bxuan B aTHONOrHIO 32001€BaHM YeIOBEKa TeHETUUECKUX U CPEIOBBIX (DaKTOPOB.
Bin3HeoBeIi MeTOA. DTallBl ¥ BO3SMOKHOCTH OJIM3HEIIOBOI'O METO/A.
Omnpenenenne 3UrOTHOCTH OJTM3HEIOBBIX Map.

Pacuer koaurmenta HacienoBaHus.

Oco0eHHOCTH YeTOBEUYECKUX MOMYIISIIIHA.

I'eneTr4eCcKui Tpy3 4EJIOBEUECKHUX MOMYJISLIAMN.
[TonynAMOHHO-CTATUCTUYECKUI METO/ U €T0 3HAaUCHUE B TEHETHKE YeJIOBEKa.
Onpenenenre reHeTUYECKON CTPYKTYpPbI UETIOBEUECKUX MOMYIISALUMN.

NN E

2. [IpakTHYeckasi MOATOTOBKA.

Padora 1. Mexanu3M o0pa3oBaHusi MOHO3HUIOT.

Lenv pabomwi: I3ydnTh pa3udHbIe BAPUAHTHI 00Pa30BaHUS MOHO3UTOT.

Hcnonb3ys NpeioxKeHHYI0 CXEMY, ONPEEINTE OCHOBHBIE IPUYNHBI BOSHUKHOBEHUS BAPUAHTOB MOHO3H-
TOT.

Ilepepucyiite B pabouyto TeTpaip U MOAMUIINTE YKa3aHHbIE CTPYKTYPHI.
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[lepenectu B TeTpaab U 3a0IHUTH TAOJIUILY:
Tabn. CpaBHUTENbHAS XaPAKTEPUCTUKA BUIOB MOHO3UIOT.
HasBanue KonngecTBo XOprOHOB KonnyecTBO aMHMOHOB

A
B
C

Brimonnenue pabotel BeneTcst B popme 00Cyk IeHUSI BMECTE CO CTYACHTAMH MMEIOLIMXCS TaHHBIX 0 dM-
OpHOreHe3y MOHO3MIOT.

PaGora 2. CpaBHUTE/IbHAS XapaAKTePUCTHKA MOHO- M IU3UTOT.

Lenv pabomul: I3yuuTh pa3nudHble BAPHAHTHI 00pa30BaHUs OJIM3HEIIOB.
[lepenectu B TeTpaab U 3aMOTHUTH TAOIUILY:

Tab6s. CpaBHUTENIbHAS XapAaKTEPUCTUKA MOHO- U JU3UTOT.
XapakTepuCTUKa MOHO3UTOTHI Jn3urorsl
KonnuecTBo siflieksieTok
KommuecTBo ciepmaro3on10B
CXO0XeCTh TCHOTHUIIOB
CX07KecThb yCIOBHM pa3BUTHS
MexaHnus3m o0pa3oBaHus

Brimonnenue pabotel Benercs B hopme 00CykKISHUS BMECTE CO CTYIEHTAMU UMEIOIINXCS JAHHBIX 110 M-
OpuOTreHe3y MOHO3HTOT.

3. PemnTh cMTyanlMOHHbBIE 32124 H.

1) Anroput™m paz6opa 3a1a4 (OIM3HEIOBBIA METO):

[ToncTaBpTe M3BECTHBIC 3HAYCHHUS U B MATEMATHIECKYIO (DOPMYITY OIPEIEIICHUS] HACIEeTyeMOCTH.
BeinonuuTe MaTemMaTnyeckue pacuyeTsl, HCXO0JIs U3 3TOH (HOpMyIIbI.

OmnpenenutTe OTHOCUTEIBHYIO POJIh HACIEACTBEHHOCTH M CPebl B (DOPMUPOBAHUN TIPU3HAKOB.

2) Ilpumep 3amauu ¢ pa3dOpPOM MO aITOPUTMY.
Omnpenenute OTHOCUTENBHYIO POJIb HACIEACTBEHHOCTH M Cpebl B (HOPMUPOBAHUM PA3BUTHUS HApALCHUS
BEpXHEH T'YOBI, €CITM N3BECTHBI KOHKOPJAHTHOCTH MOHO3HTOT. (95%) 1 nu3urot (67%).
Pewenue:
1. Maremaruueckas ¢popmyia pacdera ko3pduuneHt HacneayeMocTy (X0oiabIHH-
repa).
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H=(Kwms — Kx3)/(100-Kx3) * 100%,

rae KmM3 — KOHKOpAaHTHOCTh MOHO3UTOT, K13 — KOHKOPTaHTHOCTHIU3UTOT.

2. MatemaTuueckue pacyeTsl:

H=(95 — 67)/(100-67) * 100% = 28/33* 100% = 84%
3. OrmpenenseM OTHOCUTENBHYIO POJIb HACIEACTBEHHOCTH U CpeIbl B POPMHUPOBAHUHT

IMPHU3HAKOB.

Tak xax 3nauenue H 6omnbiie 70%, pemaronyto poib B pa3BUTHH IPU3HAKA UTPAIOT

reHeTuyeckue (GakTopsbl.

3) 3amaum U1t CaMOCTOSATEIHHOTO pa3dopa Ha 3aHATHH:
Omnpeenute OTHOCUTEIBHYIO POJIb HACICCTBEHHOCTH U CPe/Ibl B QOPMUPOBAHUH CISAYIOIINUX COCTOSHUI:

3aboneBaHus [Toka3zareny KOHKOPJAAHTHOCTH Y OJIM3HEIIOB
MZ DZ
CaxapHblii 1uabeT 65 18
DIHIICTICHS 67 3
BpoxkaeHHbIl CTeHO3 MPUBpPATHUKA JKe- 67 3
TyJKa
Paciiennnaa Heba 33 5
BpoxieHHas KocoanocThb 32 3
PeBmarnsm 47 17
Kopsb 98 94
Koxkutromn 97 93
ONUAEMUYECKUNA MApOTUT 82 74
Ty0Gepkyie3 67 23
Nmemnueckas 00Jie3Hb cep/ia 67 43
PeBmaTusm 37 7
S3BeHHast 00JIE3HB JKENMyIKa U JIBEHa/Ia- 50 14
TUIIEPCTHON KHUIIKU
HInzodpenus 67 18
dopMa rpyTHOM KICTKH 96 60
DHJIEeMUYECKH 300 71 70
Jlo6pokauecTBeHHasi OyX0JIb 20 12,7
CaxapHblii tuaber 84 37
Paxut 88 22

Chemnaiite 3aKir04eHHe 00 OTHOCUTENIbHOM POJIM HACIEACTBEHHOCTH U (PAaKTOPOB Cpelbl B Pa3BUTUHU YKa-
3aHHBIX B TAOJIUIIE HOPMAJIbHBIX MPU3HAKOB YeJIOBeKa (YKa3aH MPOLEHT AUCKOPJAHTHOCTU OJIM3HEIIOB).

JuckopmaanTHocTh (%) 1O CIIeaYIONIMM MpU3HAKAM
bimzHenst Hauano [IBeT dopma [Tanwmisipasie
XOKICHUSA I'masz | Bomoc | Koxu Bonoc | Hoca
(Bo3pacr)
MZ 33 0,5 3 0 0 2 8
DZ 70 72 77 55 21 80 60

1) Anroput™m pazbdopa 3amad (MOMyJISIIHOHHO-CTATUCTUIECKII METO):
1. TloxcraBbTe M3BECTHBIC 3HAUCHUS B MaTeMaTHIECKYIO (hOopMyITy 3akoHa Xapau-BaitnOepra.
BrimonHuTe MaTeMaTHYeCKUE PACUEThI, UCXO/S U3 ATOU (HOPMYIIBI.

2
3. Ompenenure reHETUIECKYIO CTPYKTYPY MOIYIISIINH.
4

Onpe;[em/ITe KOJIMYCCTBO I'CTCPO3UTOTHBIX HOCHUTENEH B MOITYJIAINH.

2) Ipumep 3agauu ¢ pa3dopoOM IO aJITOPUTMY.
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AnpOMHU3M HacjeIyeTcsl Kak ayTOCOMHBIN npu3Hak. 3aboseBanue Bcrpeyaercs ¢ yactoroi 1:20000. Co-
CTaBbTE TCHETHYECKYIO CTPYKTYPY TMOMYISAUHN M ONPEACTUTE KOJMYECTBO TeTEPO3UTOTHBIX HOCUTENEH B

TTOMYJISITIAH.
Hano: Pemenne:
A —HOpMa 4. Maremaruueckas ¢popMya 3akoHa Xapau-BaiinOepra
A —ansbuamsM | p + Q= p? +2pq + ¢° =1;
g?=1: 20000 5. MaremaTHuecKue pacueThl:
07 =1:20000; q=v1:20000 = ——;p=1-——= 2 p?= (1) =
2pq = 2 x140, 1 _1

141 141 70

6. [D'enermueckasi CTpyKTypa MOMYJISIUN
g=p2+ o0+ it o196 1 1
Prq=p PA+ 4 =11 " a1~ 200 T 70 T 20000
7. OmnpenenseM KOJIMYECTBO €TEPO3UTOTHBIX HOCUTENEH
280

2Aa=2pq * 20000 = —— * 20000 = 280 nnu 1,4%
20000

3) 3agauu UIsi CaMOCTOSATENFHOTO pa30opa Ha 3aHATHU:

1. B paiione ¢ macenenuem 10000 uenoBek HabmromaeTcs S yenoBek ¢ (heHUIKETOHYpHEH (ayTo-
COMHO-PELIECCUBHBIN TUI HacieAoBaHus). OnpeennTe Yucao reTepo3uroT B MOMYJIALUN.

2. 'anakTo3emus (60J€3HBb C OTCYTCTBHEM (hepPMEHTA, PACHICTIISIONIET0 MOJIOYHBIN caxap) BCTpe-
gaercs ¢ gactoroit 7: 1 000 000 u HaciemyeTcs o ayTOCOMHO-PEIeCCUBHOMY THITY. ONpenenuTe Juciio
reTepO3UTOT B MOMYIISALIUH.

4.BbicTynjieHHe ¢ T0KJIAIaMu:

1. CpaBHEHUE POJIH CPEIOBBIX U TCHETUYECKUX (DAKTOPOB B Pa3BUTHH HHCYJIMHO3aBHCUMOTO H
WHCYJIMHHE3aBUCHUMOT'0 CaxapHOro nuadera.

2. OTHOCHTEIBHAS POJIb HACICICTBEHHOCTH U ()aKTOPOB CPEbl B PA3BUTHH N30 PCHIH.

3.B03MOXKHOCTh TPOPUIAKTUYECKOTO BIMSHHUS HAa Pa3BUTUE MYJIbTH()AKTOPUATBHON NATOJIOTUU
Ha TIpUMepe MPEAYIPEIKICHIS BOSHUKHOBCHHS SHIEMHYECKOT0 300a.

CamocTrosiTe/bHAA BHeayAUTOPHasi paboTa o0y4arouuxcs 1o Teme:
3aoanus ona camocmosamenvHoll 6HeayOUmopHol pabomsl CIMYyO0eHmMOo8 No YKA3aHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUECKUM MaTEPUaAIOM 110 TEME 3aHSTHSI C UCIIOJIb30BAHNEM KOHCIIEKTOB JIEKLIUI
W/WIIN PEKOMEHTyeMol yueOHO TuTeparyphl.
2) OTBETUTH Ha BOIIPOCHI JIJIs1 CAMOKOHTPOJISL:
e Bxkuan B aTHONIOTHIO 3200JI€BaHUM YelIOBEKa T€HETUUECKUX U CPEIOBBIX (haKTOPOB.
Bin3HeoBeIi MeTOA. DTallbl ¥ BO3SMOKHOCTH OJIM3HEIIOBOI'O METO/IA.
Omnpenenenye 3UroTHOCTH OJIM3HEIOBBIX Map.
Pacuet ko3¢ punmenta Haciae10BaHUS.
OCO0eHHOCTH Y€T0BEUYECKUX MOMYIISLUH.
I'eneTrdecKuil rpy3 4€JIOBEYECKUX MOMYJIISALIAMN.
ITonmyIAMOHHO-CTATUCTUYECKUN METOJ U €0 3HAYCHHUE B TCHETUKE YEIIOBEKa.
OmnpeneneHne reHeTHYECKOM CTPYKTYPBI UETIOBEUECKUX MOMYJIALUNI.
3) IIpoBepuTh CBOM 3HAHUS C UCTIOIH30BAHHEM TECTOBOI'O KOHTPOJIS
1. Bvibepume 00uH npasuibHsiii Omeem.

['eHoTHNIMUECKUIA COCTaB MOMYNIALUNA U (PaKTOPOB, BAUSIONINX HA U3MEHEHHE 3TOr0 COCTaBa B MPO-
CTPaHCTBE U BPEMEHHM, U3Yy4aeT: a) MOMYJISIMOHHAs TeHeTHKa; 0) IKOJIOTHYECKasi FTeHETUKA; B) SBOJIIOLU-
OHHAas TeHETHKA.

2. Bvibepume 0sa npasunibhblx omeema.
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K mexanu3mam, noaaepKUBarOIIUM PAaBHOBECHE T€HOB B IOMYJISILIUN, OTHOCSTCS: a) MyTallHOHHBIH
nporiecc; 0) Apelid reHoB; B) OECKOHEUHO OOJIbIIAs YUCICHHOCTh TMOMYISIIIUHN; T) TAHMHUKCHS; 1) €CTe-
CTBEHHBII 0TOOP; €) MUTpaIusl.

Omeem:1 -a),2 —B), T).
4) IloarotoBuTh pedepat/aoKIa Mo CISAYIOMNUM TeMaM:
1. CpaBHEHUE PO CPEAOBBIX U T€HETUYECKUX (PAKTOPOB B pa3BUTHH MHCYJIMHO3aBUCHMOTO U
WHCYJIMHHE3aBUCHUMOTI'0 CaxapHOro auadeTa.
2. OTHOCUTENBHAS POJIb HACJIECTBEHHOCTH M (JaKTOPOB CPEebl B PA3BUTHH N30 PEHUH.
3.Bo3MOkKHOCTh POPHIAKTUYECKOTO BIUSHUS HA pa3BUTHE MYIbTU(HAKTOPUATIHLHONW MaTOJIOTHH
Ha MpUMepe MpenyNpeKICHNs BOSHUKHOBEHUS SHAEMUYECKOT0 300a.

Pexomenayemas imreparypa:

OcHoBHas:
1. Uure-Beuromos C.I'. T'enernka ¢ ocuosamu cenekiun. CI16.:, MUsmarensctso H-JI, 2015.-720.
2.bouxoB H.I1. Knuanyeckas renetuka: ydeOHuUK u1st By30B.- M.: I[DOTAP-Menaua, 2011, 592 c.

JononHurenpHas:
1. Konenaesa E.B., Poguna H.E. O0mias reHeTrika 1 TeHETHKA YeJioBeKa: yueOHoe mocooue - Kupos,
2016, c. 5-16.
2. KypuanoB H.A. I'eneTuka yenoBeka ¢ OCHOBaMu 0011ell reHeTuku: yueOHoe nocodue. — CII6.:
CuenJlur, 2010, ¢.192
3. Mymkam6apos H.H., Ky3neuos C.JI. MonekynsipHas 6uonorus. BBenenue B MOJIEKYJIAPHYIO LIH-
TOJIOTHIO M THCTOJIOTHIO: yueOHoe mocodue. - M.: MUA, 2016.
4. MyrosuH ['.P. Knuaunueckas renetuka. [ eHOMUKa ¥ pOTEOMHUKA HACIIEICTBEHHOM MaTOIOTUU
[2nexTponHbIi pecypc]: yuebHoe nocodue. - M.: TDOTAP-Meaua, 2010.
5. DAEKTPOHHBIE PECYPCHI:

http://omim.org/

Pa3nen 2. MennuuHcKas reHeTHKA.
Tema 2.11. MyabTudakTopuaibHbie 3a001¢BaHUS.

Hesn: [T03HAKOMUTBCS € AMHUIEMHOIOTMYECKIMHA M KIMHUKO-TEHETUYECKIMH OCOOCHHOCTSIMU
9acThIX (OpM MYIbTH(HAKTOPUATHLHONW MATOJIOTHH, COBPEMEHHBIX BO3MOXXHOCTEH YCTaHOBIEHUS 3THOIIO-
T'MH, TaTOTeHe3a, MapaKJIMHUYECKON JUAarHOCTHUKH, a TaKXKe MOJX00B K JICYEHUIO U peaduIUTallu.

3agauu: PaccMoTpeTh OCHOBHBIE TEPMUHOJIOTHYECKHUE TOHATUS MYJIbTU()AKTOPHATEHOM MaTONO-
MM, COPMUPOBATH HABBIKU 110 MPUMEHEHHUIO KIIMHUKO-T€HEAJI0rHu4ecKoro, OJIM3HEII0BOI0 METO/1a U TI0-
MyJISIUOHHO-CTATUCTUYECKOTO METOJIOB JIJIsl ONIPEICTICHUS] pUCKA TIOSABICHUS JETeH ¢ MylbTU(AKTOpHAIb-
HOW MMaTOJIOTHEN.

Oo0yuaromuiicsi 10J17KeH 3HATh:

3HaueHue KIMHUKO-TEHEAJIOrHuecKOro MeTo/1a U aHallu3 poI0CciIoBHbIX pu M®3; obiacTu puMeHEeHUs
HOMYJSAUOHHO-CTATUCTUYECKOTO0 M OJM3HEIIOBOr0 METOJIOB HCCIEIOBaHMs; 0COOEHHOCTH OoJie3Hel ¢
HACJIEICTBEHHON MPEIpacioI0KEHHOCThIO; KIacCu(UKaINIO MyIbTH(AKTOpUAIbHBIX 3a001€BaHUM, TPU-
YUHBI PA3IUYHON MMEHETPAHTHOCTH U HKCIIPECCUBHOCTH T€HOB; poduinakTuKy M®D3; rpymiibl pucka u re-
HETHYEeCKHe MapKepbl peapacnonoxeHHocTd (HLA) k pa3BuTuio 601e3HH.

OOy4aromuiics 1015KeH YMeTh:

PaccunrtbiBaTh KO3 (QUIIMEHT HACIEyEMOCTH; PEIIaTh 3a/1a4i Ha ONPE/IEIIEHNE BEPOSITHOCTH MOSIBICHUS
MATOJIOTUU B 3aBUCUMOCTH OT HAJIMYHsI KOMILIEKCOB T€HOB MPEIPACIIONOKEHHOCTH; TIOJIb30BaThCS TaOIH-
[IaMHU pacyeTa SMIUPUUYECKOr0 PUCKA NI ONPEAECIEHUS BEPOSITHOCTH BOSHUKHOBEHUSI MPD3; HayduThCA
IIPaBWJIBHO MCIIOJIBb30BaTh COOTBETCTBYIOLIYIO TEPMHUHOJIOTHIO.

Oo0yuaromuiicsi 10/1KeH BJIaAeTh: MeauKko-OMoJOTHYEeCKUM TMOHATUIHBIM anmnaparoM. MeToaMu n3y-
YEeHHsI HACJIEICTBEHHOCTH YeNoBeka. HaBblkamMu morcka MEIUITMHCKOM HHGOpMaIIUU B y4€OHOM, HAyqIHOU
JUTEepaType, B TOM UUCIIE C UCIOJIb30BaHUEM ceTU VIHTepHeT; HaBbIKaMU MPEACTaBICHUS U 00CYXACHUS
MeAUIMHCKONW nHpopMaruu. bazoBeIMU TEXHOIOTUAMHU Mpeodpa3zoBaHusi MHPOpPMAIINH: TEKCTOBBIC, Ta0-
JUYHBIE pEeAaKTOPBL, MOUCK B ceTu MHTepHeT.
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CamocrosiTesIbHASA ayIMTOPHAst padoTa 00y4aroIMXCs 10 Teme:

1. OTBeTUTH HA BONIPOCHI 110 TeMe 3aHATHS.

Ponb reHeTHYECKHUX M BHEIITHE - CPEIOBBIX (DaKTOPOB B PA3BUTHH JIaHHOW I'PYIIIBI TATOJIOTHH.

ONUAEMHOJOTMYECKHE XapakTepucTuku Md3.

Mopnenu vacnenoBanus. Koaduiment HacieyeMocTH.

3HaueHUe KIMHUKO-TeHEaJOrHYeCKOro METo/1a M aHaliu3a PoJOCIOBHbBIX pu MD3.

O6siacTi NpUMEHEHUs NOMYJIALUOHHO-CTATUCTUYECKOTO U OIM3HELIOBOI'O METOJOB UCCIIE10BA-

HUSL.

6. IIpodunakruka M®3. ['pymibl pucka ¥ TEHETUYECKHE MapKEPhI ITPEAPACIIOI0KEHHOCTH K Pa3BH-
THIO OOJIE3HHU.

7. ®apmakoreHeTHKa M SKOJIOrHYecKasi FeHeTHKa.

arONE

2. llpakTHyeckasi MOArOTOBKA.

Padora 1. I'eneTn4eckue moauMop¢pu3mMsbl.

L]env pabomul: I3yunTh BUABI TEHETUYECKUX MOTUMOP(U3MOB.

[lepeHecTu B TETPaib M 3aM0JHUTH CIECAYIOUTYIO TAOIHILY:

[Momumopduzm Bapsupyromuii ame- N3MeHenus B reHome [TatroreHHOCTH U3MEHE-
MEHT HUM

OIHOHYKJICOTHIHBIN
[Tomumopdusm mMH-
HBIX U KOPOTKHUX IOCJIe-
JIOBATEIbHOCTEN
NHcepunonHo-nenenu-
OHHBIH NOAMMOPPU3M
[Tonumopdusm uncna
KOIUMI

Brimonuenue paboTsl Beaercs B popme 00CyKISHUS UMEIOIINXCS TaHHBIX 10 MYJIbTH(AKTOPUAIBHBIM 3a-
00JIeBaHUSIM BMECTE CO CTYJICHTaMHU.

Pabora 2. Accounanuu MyJIbTHGAKTOPHAIBHBIX 3200/1€BaAHUM.
Llenv pabomul: I3yunTh BO3MOXKHOCTb COYETAHHBIX MAaTOJIOTHH.
[Tepenecute B a1p00M M 3aMIOJHUTE CISAYIONIYIO TAOIHILY:

Onpenenenne [Ipumepsr

Cunrponus

Huctponus

Brinonaenue pa6OTLI BCICTCA B (bopMe O6CY)K,Z[€HI/I}I HMCIOIIUXCA JaHHBIX BMECTE CO CTYACHTAMH.

Padora 3. CunTponusi apTepuaJibHOM rHNePTEeH3HH.
Lenv pabomur: U3yunTh afIMTHBHYIO MOJIETTh BOZHUKHOBEHUSI MYJIbTU(DAKTOPHAIBHBIX 3a00JI€BaHNN HA
IIpUMEpE Pa3BUTHS apTEpUaIbHON TMIIEPTEH3UU.
1. Hcnonb3ys TabauIb! U JaHHBIE 3JeKTpoHHOM 6a3p1 OMUM, pa3o6path reHeTHYECKUE Me-
XaHW3MBI BIUSHUSA OTJENIBbHBIX TEHOB CUHTPOIIMM HA Pa3BUTUE apTEPUAIbHON TMIIEPTEH3HH.
[lepenectu B TeTpaab U 3aM0JIHUTH TAOIUILY:
Ta6un. 'eHbl CHHTPONIUM apTEPUATIBLHON TUIIEPTEH3UH.
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I'en XpomocoMma, | Dkcripeccupyembiii | Knetku skcnpeccu- | @yHkiusa 6enka | MecTo BbI-
ieyo, cer- | 6enok pyromue 6emoK MOJIHEHUS

MEHT byHKINH B
OpraHusme

ACE
ADRB?2
AGT
AGTR1
APOAl
APOE
IL-6
TNF
PAI1

2. CocraBbTe B TETpaay CXeMy pa3BUTHS 3a00JI€BaHUSL.
Brimonnenue pabotel Bepercss B opMe 0OCYKACHUS BMECTE CO CTYJACHTaMH HMMEIOIIMXCS JaHHBIX T10
MYJIbTH()AKTOPHBIM MATOIOTUSM.

PaGora 4. 'eneTnKka ayTOUMMYHHOM NATOJIOTHH.
Lenv pabomul: I3yunTh MEXaHU3MbI BOSHUKHOBEHHS AyTOUMMYHHBIX 3a00J1€BaHUM.
[lepenectu B TeTpap U 3aM10JHUTH TAOIUILY:
Tabn. Xapakrepuctuka renoB HLA-cuctemsl.

Knacc | Jlokycbl Kakumu kietkamu skcnpeccu- | Poiab B H(MMYHHOM OTBeTe
pYIOTCS

3acaymars pedepaTuBHbIE COOOIIEHUS 0 NPEAI0KEHHBIM TEMaM.

Hcnonp3ys nanHble peepaTUBHBIX COOOIMICHNH COCTAaBUTh U 3apUCOBATh B paboueil TeTpaau cxeMy Kiie-
TOYHOT'O ¥ T'yMOPaJIbHOTO HIMMYHHOI'O OTBETa. BhInKcaTs BO3MOXKHBIE IPUYUHBI AyTOUMMYHHBIX Hapylle-
HHUI.

ITepenectu B anpb00M TaOIHUITY:

ACCOUMALMA HEROTOPLIE HEMH B eELMOHHE BOnEsHeA © CHETEMOM SHTMrEHoE HLA

Bomezam AETHrEH Bemrnme o THOCHTE TREOTO DHCER, %
A OO0 S Bp VRO U CTICEGTEOTECT B27 20
Bomezrm Pafrrepa B27 37
[leopas DE? 43
FOmonwecyzit peEMATORIIETT D TDHT DiDES 5
H ooy Tt A8 FompoVED c aa pEEDT mpabeT DES& 33
Azpermmri vomr xbonezem Fpoma DE2 1020
[emayzr DES 17

Beimonnenue pabotel Beaercss B popMe 00CYKACHUS BMECTE CO CTYJAEHTaMH HMMEIOIIMXCS JaHHBIX T10
MyJIbTU(AKTOPHBIM HATOJIOTHSIM.

3.BbICTyIUIEHHE C IOKJIA[IAMM:
1. 'eHeTHKa NIMMYHHOT'O OTBETA.
2. Accounanus cuctembl HLA ¢ pazButreM ayTOUMMYHHBIX 3a00JI€BaHU.

CamocrosiTe/ibHAsi BHeayAMTOPHasi padoTa 00y4arommXxcs o Teme:

3aoanus ona camocmosamenvHoU 6HeayOUMoOpHOU pabomvl CMyO0eHmos8 no YKA3AHHOU meme:

1) O3HAaKOMUTBCS C TEOPETHUYSCKUM MATEPHAIIOM 110 TEME 3aHSATHS C UCTIOIb30BAaHUEM KOHCIICKTOB JICKIIUit
U/WITH PEKOMEHIyeMO# yueOHO! JINTepaTypshl.
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2) OTBETUTH HA BOIPOCHI JI1 CAMOKOHTPOJIA:
Ponb reHeTHYECKHUX M BHEIITHE - CPEIOBBIX (DaKTOPOB B PA3BUTHH JTaHHOW I'PYIIIBI TATOJIOTHH.
OnuaeMuoaorndeckue xapakrepuctuku MO3.
Mopnenu vacnenoBanus. KoadduiueHt HacneayemMocTy.
3HaueHue KIMHUKO-TE€HEaJOrH4eCKOro METO1a U aHaJIu3 POJOCIOBHBIX Tpu MD3.
O6siacTi NpUMEHEHUs NOYJIALUOHHO-CTATUCTUYECKOTO U OJIM3HEIIOBOI'O METOJOB UCCIIE10BA-
HUSL.
o [Ipodunakruka M®D3. ['pyniibl pucka ¥ TeHETUYECKHE MapKEPhl IPEIPACIIONIOKEHHOCTH K Pa3BH-
THIO OOJIE3HHU.
e @dapMaKoreHeTHKa U SKOJIOTHYecKasi FeHeTHKa.
3) [MoxroroBuTh pedepar/IoKIaa MO CASAYIOIINM TeMaM:
1. 'eHeTMKa UMMYHHOI'O OTBETA.
2. Accoumanus cuctemsl HLA ¢ pazBuTreM ayTOMMMYHHBIX 3a00JIEBaHUH.

Pexomenayemas imreparypa:
OcHoBHas:
1. Uare-Beuromos C.I'. TI'enernka ¢ ocuoBamu cenekiun. CI16.:, Usmarenscteo H-JI, 2015.-720.
2.boukoB H.I1. Knunuyeckas renetuka: yueOHUK Aiis By30B.- M.: [DOTAP-Menua, 2011, 592 c.
JononHuTenpHas:
1. Konenaesa E.B., Poquna H.E. O61mas renetrka 1 TeHeTHKa 4yelloBeka: yueOHoe rmocodue - Kupos,
2016, c. 5-16.
2. KypuanoB H.A. ['enetuka yenoBeka ¢ ocHOBaMu o011ei reHeTuku: yueoHnoe nocodue. — CII0.:
CuenJlur, 2010, ¢.192
3. Mymxkam6apos H.H., Ky3neuos C.JI. MonekynsipHas 6uonorus. BBenenue B MOJIEKYISPHYIO LIU-
TOJIOTHIO U TUCTOJIOTHIO: yueOHoe mocooue. - M.: MUA, 2016.
4. MytoBuH I'.P. Knuanueckas renetuka. ' eHOMUKa U IPOTEOMHUKA HACIEACTBEHHON NaTOJIOTUH
[DnexTponHbIi pecypc]: yuebHoe nocodue. - M.: TDOTAP-Meaua, 2010.
5. DIEKTPOHHBIE PECYPCHI:
http://omim.org/

Pa3nen 2. MennumnHckas reHeTHKA.
Tema 2.12-13. Opdannble 3a00;1eBaHus.

Henab: [To3HaKOMUTBCS € AMUAEMUOIOTMYECKUMHU U KIIMHUKO-T€HETUYECKUMU 0COOEHHOCTSIMH Op-
(haHHOI TaTOJIOTMH, COBPEMEHHBIMU BO3MOXHOCTSMHU YCTAHOBJIEHUS 3TUOJIOTUH, [TaTOT€He3a, apaKIMHU-
YEeCKOH TMarHOCTUKH, a TaKXKe MOJIXO00B K JICYCHUIO U peabuIuTaIiH.

3agauu: ChopMmynupoBaTb OCHOBHbIE TEPMHHOJIOTHUECKHUE TOHATHS Op(aHHOM MaToJIOTHUH, pac-
CMOTPETh MEUKO-COLIMAIbHbIE BOIPOCHI, CBA3aHHBIE C JIeueHNEeM Op(haHHBIX OOJIEe3HEH.

O0yyarmmiics 10J17KkeH 3HATh:

OcobenHoctu opdaHHbIX 3a00JeBaHUM, epeueHb op(aHHBIX 3a00JIeBaHUM, TeHETHUECKUE ACIIEKThI Op-
(aHHBIX 3a007€BaHUN, IPUHIIUIIBI JIEYEHUS] OpPaHHON NATOJIOTHH.

OOy4aromuiics 1015KeH YMeTh:

[IpaBHIIbHO NCIIOJIB30BATh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO PU OMMCAHUN KIMHUYECKOUN KapTUHBI ((e-
HOTHUNa) O0JIBHOT0, ONPEENATh HEKOTOpbIe opdaHHbIe 3a00JIeBaHMs 110 CIEUU(PUIHBIM JUIsl HUX CUMITO-
MaM, IPUMEHSTh METO/Ibl TUArHOCTUKHU OppaHHON NaTOJIOTUH.

Oo0yuaromuiicsi 10J17keH BJIa1eTh:

Menuko-01MoIOTHYecKM TTOHSATUHHBIM armnapaToM. MeTogaMy U3ydeHus HacJIe/ICTBEHHOCTH YeJIOBEKa.
HaBpikamMu noncka MeIMIMHCKON HHPOPMALUH B yueOHOM, Hay4HOH JInTepaType, B TOM YUCIIE C UCIIOJb-
30BaHuEeM ceTu VIHTepHeT; HaBbIKaMU MPECTABICHUS U O0CYXACHHSI MeIUIIMHCKON nHpopmanuu. bazo-
BBIMU TEXHOJIOTHSIMH IIpeoOpa3oBaHus MH(OPMAIMH: TEKCTOBbIE, TAOIUYHbBIE PEIAaKTOPHI, TIOUCK B CETH
HNuTepher.

CamocrosiTe/IbHAsA ayAMTOPHAs padoTa 00y4arouuxcs 1o reme:
1. OTBeTUTH HA BONPOCHI 110 TeMe 3aHATHS.
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Bomnpocsr mist cobecenoBanus:
1. Omnpenenenue u o0mas xapakTeprucTruka ophaHHBIX 3a00JICBAHHIA.
2. 3akoHOJATeNbHbIC aKThl, BKIIOYAIOIINE BOIPOCHI, Kacarourecs: opGpaHHON MaTOIOTHH.
3. I'pynmsl 3a601eBaHui, BXOASAIIMX B ITepeYeHb Op(aHHBIX O0JIE3HEH.
4. Menuko-coluanbHbIE BOIPOCHI, CBSI3aHHBIC C JIEYCHHEM Op(aHHBIX 0oNe3Hen

2. IlpakTHyeckasi NOArOTOBKA.

PaGora 1. DTHOI0THSA, KIMHAYECKAS KAPTUHA, IPUHIIUIILI JIeYeHUs1 op(aHHbIX 3200/1eBAHUIA.

L]env pabomol: I3ydnTh 3THONOTHIO, KIMHUYECKYIO KapTUHY, IPUHIIUIIBI JIeyeHUsT oppaHHbIX 3a00JeBa-
HUH.

Hcnonb3ys nanHble peepaTUBHBIX COOOIIEHUI, pa300paTh FeHETUYECKNE MEXaHN3Mbl, OCHOBHBIE KJIMHU-
YCCKUC CUMIITOMBI, TPUHIHUIIBI JICUCHU A Op(i)aHHbIX mperaparosB.

[lepenectu B TeTpaab U 3aMOIHUTH TAOJIUILY:

Tabn. Opdannbie 3a0051eBaHuUS.

HazsBanue 3a0oseBanus I'en, ero no- | Tun vacneno- | Jedekrupiii | OCHOBHBIE Jleyenue c
KaJIu3alus BaHUs 0eJIoK KJIIMHUYECKHE | YKa3aHHEM
CUMIITOMBI ophanHOro
npenapara
Myxkononucaxapunossil, |1
THUIIOB

bonesnr ®abpu

bone3ns Humana-Iluka, Tan
C

[IponnonoBas auuaemMus

MeTtnamanonoBas anujie-
MU

Tupo3unemus

bonesus Bunscona-Kono-
BaJIOBa

Hecosepiennslii ocreore-
HE3

Brmmonaenue paboTsl BeeTcs B GopMe 00CYKICHHUS BMECTE CO CTYIEHTAMH UMEIOIINXCS TAaHHBIX 1O Op-
(aHHBIM 3200J1€BaHUSIM.

3. 3aganus AJsi TPyNNnoBoii padoThl.
[Tpocmotp yuebHoTO hunpMa: «Peakre HacIeCTBEHHbBIE TTATOJIOTHI.
ITocae mpocMOTpa OTBETUTH Ha CIEAYIOIINE BOIPOCHL:
1.Kakue opdannbie 3a005eBaHus ObUIHM NPEACTaBIEHBI B UibMe?
2. Kak mpoucxouiia IMarHoCTUKa JaHHbBIX 3a00J1eBaHU?
3. Kakoe seyenne nmony4aroT NalueHThl?
4. Kakoit a¢hext umeno npoBoumMoe JiedeHue?

4.BbicTyn/IeHHE € IOKJIAIAMU:
1. Mykononucaxapuao3sil, |1 Tumos.
2. bone3np ®adpu.
3. bone3nr Humana-I1Inka, Tun C.
4. TlponmoHoBas aluAEMUsI.
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5. MeTunManaoHoBas alfuaeMHus.

6. Tuposunemusi.

7. bone3us Bunscona-Konosanosa
8. HecoBepiieHHBIN OCTEOTEHES.

CamocTosiTeJibHAsI BHEAYIUTOPHAsA pa0doTa 00y4yaromuxcsi mo Teme:

3aoanus ons camocmosamenvHou 6HeayOUMopHOU pabomvl CmMyO0eHmos8 no YKA3aHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUECKIM MaTEPUAJIOM 110 TeME 3aHSATHS C UCIIOJIb30BAHUEM KOHCIIEKTOB JICKIIUN
W/WIM PEKOMEHIyeMON yueOHOU JTUTepaTyphl.

2) OTBeTUTH Ha BOIIPOCHI JIIsl CAMOKOHTPOJISL:

e Ompenencare u o0IIas XapaKTepUCTUKA Op(aHHBIX 3a00JIeBaHUH.

e 3aKoHOJATeNbHbIE aKThI, BKIIIOUAOIIKE BOMPOCHI, Kacaromrecs oppaHHON NaTOIOTHH.

e ['pynmsl 3a060seBaHmil, BXOASIIUX B IIepeueHb ophaHHbIX O0Ie3HEN.

e Meauko-coluaibHble BOIPOCHI, CBA3aHHbIE C JIeUeHHeM op(haHHbIX OoJe3Hel

3) [MoxroroBuTh pedepar/moKIaa MO CASAYIOIINM TeMaM:

. Mykononmcaxapuao3ssil, |1 Tumos.

. bonesns ®adpu.

. bonesnp Humana-Iluka, tum C.

. [IporinoHoBas auuaemMusl.

. MeTtunManoHoBas amuieMusl.

. Tupozunemus.

. bone3np Bunbscona-Konosanosa

. HecoBepiiennslil octeorexes.

0NN DN KW

Pexomenayemas imreparypa:

OcHoBHas:
1. Uure-Beuromos C.I'. TI'enernka ¢ ocuoBamu cenekiun. CI160.:, U3narenscrso H-JI, 2015.-720.
2.boukoB H.I1. Knunnyeckas renetuka: yueOHUK A By30B.- M.: [DOTAP-Menua, 2011, 592 c.

JononHuTenbHas:
1. Konenaesa E.B., Poquna H.E. O61mas renetrka 1 TeHeTHKa 4yelloBeka: yueoHoe mocoodue - Kupos,
2016, c. 5-16.
2. KypuanoB H.A. I'eneTuka yenoBeka ¢ OCHOBaMH 0011eil reHeTuku: yueoHoe nocodue. — CII6.:
CnenJlut, 2010, ¢.192
3. Mymkam6apos H.H., Ky3nenos C.JI. MonekynspHas 6uonorus. BBenenue B MOJIEKYISPHYIO LIH-
TOJIOTHIO U TUCTOJIOTHIO: yueOHoe nocodue. - M.: MUA, 2016.
4. MyroBuH ['.P. Knuanueckas renetuka. [ eHOMUKa U TPOTEOMHUKA HACIEICTBEHHOU MaTOIOTUN
[DnexTponHbIi pecypc]: yuebHoe nmocodue. - M.: TDOTAP-Meaua, 2010.
5. DAEKTPOHHBIE PECYPCHI:

http://omim.org/

Pa3nen 2. MennumnHckas reHeTHKA.

Tema 2.14. OHKoOreHeTnka.

Henanb: N3yunTh npuyvHbI 1 MEXaHU3MBI OITyX0JIEBOI TpaHChOpMaIMK KIETOK (KaHLIEPOreHe3a).

3apgaum: M3yunTh NpuuuHBI BOSHUKHOBEHUS U OCOOEHHOCTH 3JI0KaUECTBEHHBIX OITyX0JIei, F’eHeTUYeCcKHe Oc-
HOBBI U CTa/IMU OIyXO0JIEBOU TpaHC(OpMaLMK KIIETOK, U3yYUTh POJIb BUPYCOB B KaHIIEPOTEHE3E.
Oo0yuaromuiicsi 10J17KeH 3HATh:

['unoTe3bl BO3HUKHOBEHUS 3710KaU€CTBEHHBIX OMyX0JieH, UX MOp(oIornueckre 0cCOOEHHOCTH, TeHETUYECKUE
OCHOBBI OITyX0JIEBOM TpaHc(hOpMaIMK KJIETOK, CTaAUU OMYXOJIEBOH TpaHCPOPMAIIUU KIETOK, POJIb BUPYCOB
B KaHIIEpOTeHe3e.

OOyyaromuiicst 1015KeH YMeTh:

[TnanupoBaTe NpopUIAKTUYECKUE MEPOIPHUATHS MO MPEeAyNpeKICHUI0 OHKOJIOTHYECKUX 3a00JieBaHUH,
IIPaBWJIBHO UCIIOJB30BATh METO/BI JUATHOCTHKH.

O0yyaromuiics 10J12keH BJIAJAeTh:
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MGI[I/IKO-GI/IO.HOI‘I/I‘-IGCKI/IM HOHATUHHBIM armapaTtom. MGTOI[aMI/I HU3YUCHUA HACJICACTBCHHOCTH YCJIOBCKA.
Happikamu moricka MeIUIIMHCKOW HH(POPMAIMK B YIEOHOM, HAYYHOU JTUTEPAType, B TOM YUCIIE C UCTIOJIb-
30BaHHeM ceTH MHTepHeT; HaBbIKaMU MPEICTaBICHUS U 00CYXIeHUS MeIULIMHCKON nH(popmar<ns1:XMLFault xmlns:ns1="http://cxf.apache.org/bindings/xformat"><ns1:faultstring xmlns:ns1="http://cxf.apache.org/bindings/xformat">java.lang.OutOfMemoryError: Java heap space</ns1:faultstring></ns1:XMLFault>