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2) VYueOHoro ruiana no creruainbHoctd 31.05.02 [Nenuarpus, oqoOpeHHOro yueHbIM coBeToM OI'-
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[Ipencenarens IMC E.H. Kacatkun
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Pa3nen 1. [lepeyenn miiaHUpPyeMbIX pe3yJbTATOB 00y4eHHs MO JUCHUNINHE (MOIYJII0), COOTHECEH-
HBIX C IVIAHNPYeMbIMH pe3yabTaTamu ocsoeHust OITOIIT

1.1. ey u3yyeHusi IMCUUILITAHBI (MOLYJI51)

OcBoenus yueOHON JUCITUTIIMHBI (MOAYJIs) «MEeIUIIMHCKas TCHETHKa» COCTOUT B OBJIQJICHUH
00IIEeTEeOPETUYECKUMU 3HAHUSMHU B 00J1aCTH MEAUIIMHCKOW TeHETUKH U B JOPMUPOBAHUU CIIOCOOHOCTH Y
CTYJICHTOB IIPUMEHSATH OCHOBHBIC TIOHATHS B 00JIACTH METUITMHCKOW T€HETUKH, HEOOXOAMMBIC JJIs pealiv-
3aIH KIIMHUKO-TEHETUYECKOT0 TOIX0/a TIPU AUATHOCTUKE, JICUSHUH U MPO(PHIAKTUKE HACIEICTBEHHBIX
3a00JIeBaHUM.

1.2. 3agauu u3ydyeHusi JMCUUILTHHBI (MOTYJIsA)

- OOy4uTh HaBBIKAM MO (POPMHUPOBAHUIO Y HACEIICHHUS, MMAIIMEHTOB U WICHOB UX CEMEH MOTHBAIIHH,
HaIlpaBJICHHON Ha COXPAHEHHUE M YKPEIIJIEHUE CBOETO 3/I0POBBS U 3/I0POBbsI OKPYKAIOITNX;

- ChopmupoBaTh 3HaHHS O TEHOME YEIOBEKa, MPUPOJIE OCHOBHBIX T'PYII HACIECICTBEHHOW MaTo-
JIOTUU 4YEJIOBEKA: 3THUOJIOTHH, MEXaHH3MOB IATOreHe3a, MPUYMH KIMHUYECKOro TmoiuMopdu3mMa M HuC-
MOJIb30BAaHUE ATUX 3HAHUH 11 TU(PepeHIInaTbHON TUarHOCTUKY 3a00JICBaHUA.

- ChopmupoBaTh HaBBIKH MMPABUIHLHOTO cOOpa IeHEATOTHYSCKUX JaHHBIX, COCTABJICHHS M aHAJIH3a
POJIOCIIOBHBIX; cOOpa aHAMHE3a U OCMOTpa OOJILHOTO C IEIBI0 ONMHUCAHUS (PCHOTHUIIA JIISI CHHAPOMOJIOTH -
YEeCKOI'0 aHaJIN3a.

- OOy4nTh HaBBIKAM I10 TIPOBEJCHUIO aJCKBATHBIX MPO(UIAKTUICCKIX MEPOIPHUSATUI: BBISIBIICHUIO
«TPYIII MOBBIIIEHHOTO PUCKa» CPEIU HACETICHUS U UX JUCIIaHCePU3AIIH.

- JlaTb TIpeCTaBICHHE O TCHETHYSCKUX OCHOBAX WHAMBHIYAJIBHOTO OTBETAa HA JICKAPCTBCHHOE
BO3JICUCTBUE.

- OOy4YUTH CTYIEHTOB JIEMECHTAPHBIM MMPAKTUICCKIM HABBIKAM B 00JIACTH MOJICKYJISIPHO-TCHETHYC-
CKOM, ITUTOTCHETHYECKOM, OMOXMMHYECKOW M TNMPEHATATBHOW MUAarHOCTHKH, a TaK)Ke IMOKa3aHUsAM K HX
MIPOBE/ICHUIO.

- Amnanu3 Hay4yHOW IUTEpaTypbl, IPOBEJICHHE HAYyYHO-CTATUCTHUYECKOrO aHajiu3a U IyOIuyHOe
MIPEJICTABICHHUE MTOJIYICHHBIX PE3yJIbTaTOB.

1.3. MecTo nucuunjauHbl (MoayJisi) B cTpykrype OITOIL:
Hucnurnnuna «MenuuuHcKas TeHeTHKay OTHOCUTCS K O0sioky b 1. Jluciumiuast (Moaynu) 00s13a-
TEJIbHOW YaCTH.
OcHOBHBIE 3HAHUS, HEOOXOUMBIE IJIs1 U3YUCHUS TUCIUIUIUHBI (POPMHUPYIOTCS MPU U3YYCHUH JTUC-
LUTUINH:
- Ucropus
- DKOHOMHKA
- JIaTUHCKUY SI3BIK
- O6mas u GuoopraHuyecKass XMMUsI
- buonorus
- IHocTpaHHbIi SA3bIK
-buoxumust
- Hopmanbhnas ¢pusnonorus
- Mukpo6uonorus, BUpyCOJIOTHs
- ®apmakoIorus
- ImmyHoorus

SIBnsteTcs HpenmeCTBy}omeﬁ JJI U3YUCHUA OUCHUITIINH!
- [arodusnonorus, KIMHUYECKas: TaTO(PU3NOIOTHS
- HeBpOHOFI/Iﬂ, JACTCKasd HEBPOJIOT U
- [IcuxuaTpusi, MEIUIIMHCKAS IICUXOJIOTUS
- AKyIIepCTBO ¥ TMHEKOJIOTHSI
- ['ocninranbHas neguaTpust
- JlepmaroBeneponorus



-Odrampmoorus
-Onkonorust
-JleTckasi reMaToJIoT s

1.4. O0bexThI NpodeccHoHATBLHOI esITeTbHOCTH
Oo6bexTamu Mpo(ecCHOHANBHOM AATEIIEHOCTH BBITYCKHUKOB, OCBOMBIIHNX pab0uyro MpOorpaMMy

JMCIUIIIHHEL (MOTYJIS), SIBIISTFOTCSL:

- husznyeckue nmna B Bo3zpacte ot 0 1o 18 ner (nanee — neTu, MarueHThl);

- (PM3MUECKHE JINIA — POAUTENH (3aKOHHBIE IPEICTABUTENN) ACTEH;

- HaCeJICHHE;

- COBOKYITHOCTB CPE/JCTB M TEXHOJIOTHH, HAITPABICHHBIX HAa CO3JJaHNE YCIOBUI JUIsl OXPaHBI 3710-
pPOBBS IETEN.

15. Tunsi 3aaa4 npogeccCHOHATBHOM 1eSITeIbHOCTH

W3ydenune TaHHOM TUCIMTUTMHBI (MOJTYJIS) HAIIPABJICHO HA TIOJI'OTOBKY K PELIEHHIO 33/1a4 podeccro-
HAJIbHOW JEATEbHOCTHU CIIEAYIOIINX TUIIOB:
- IpOopUIAKTUYECKUH.

1.6.[lnanupyembie pe3y/jbTAaTbl OCBOEHHSI NMPOIrPaAaMMbl - KOMIIETEHIIMM BbINYCKHHKOB, NJIAHU-

pyeMble pe3yJbTaThl 00y4eHHs MO JUCHUIINHE (MO1YJ/II0), 00ecieYnBaloIie J0CTHKeHUe TJIa-
HHUPYEMBbIX Pe3yJIbTATOB OCBOEHHS IPOrPpaMMBbl

[Iporecc n3ydeHus: TUCHUILIUHBI (MOIYJIsl) HAaMpaBiieH Ha (OPMHUPOBAHUE Y BBHIITYCKHHUKA CIIETY-
FOIIUX KOMITETCHIINH:

Ne pazne-
P [lepeueHb MIaHUPYEMBIX PE3YJIHLTATOB OneHouHble 1a fHc-
C3yipTa- 00y4eHHUS 10 AUCHUILTHHE (MOIYJIIO) cpezcTBa IATLTHHE,
ThI OCBOE- VHKaTo No
uus OIIOIT p ceMecTpa,
Ne JOCTHXKE-
(I/IH,I[GKC u st B KOTO-
wn conepsKa- HUS KOMIIe- JUisi TeKy- | TIpoMexy pBIX
TEHIIUN 3HaTh YMerb Bnangers IIETO TOYHOH | (opmupy-
HHC KOM- KOHTpOJIL | arTecra- ercst
HeTeHIII/II/I) Jaegize KOMIIEe-
TEHIHS
1 2 3 4 5 6 7 8 9
1 OIIK-5. NJI OIIK- | Matemaruue- | ITonb3oBath- | HaBbikamu VCTHBIH Cobe- Paznen Ne
Criocoben | 5.1.IIpume- | CKME METOZBI | csi y4eOHOH, | moncka ompoc, Te- | cenosa- | 1,23,45,6
OLICHUBATH | HSET pelleHust HH- | Hay4YHOM, Ha- Me/IHLLH- ;Ezp;ze@; . %2;@0_ J(\;fl\geCTP
MopdodyH | ocHoBHEIe | TE/VIEKTYallb- | yHHO-TIONY- | HCKOH paT/’ I
HBIX 33/1a4 U | JSIpHOW - | WH(bOpMAIUH '
KLIUOHANb- | (PU3UKO- . P
Hele, u- | MaTemaru- | 1 MPHMCHE TepaTYpOHI;I B YHCOHOM, | o nenue
HHE B MEJIHU- | CEThIO H- | HAy4HOIl JH-
3MOJIOTHHE | HeCKHe, IMHE,; TGOIE)G TEpHET  JUIs TegaType B o
CKHE €CTECTBEH- ’ ’ OHHPIX 38~
THYECKUE npodeccuo- | TOM uMClE C | nau, mpak-
COCTOSHMA | HOHAYHHBIC | ocpopyy HaJIbHOM JIesl- | MCIONIB30Ba- | THUeCKHe
" 1aTo- | HOHATUA M | yygopma- TEJILHOCTH. HHEM  CETH | HaBBIKH
Jjorude- MCTO/bI MC- | Tukm, cOop, WurepHer;
CKHEC cJiegoBa- XpaHCHHE, HaBBIKaMU
IIPOLIECCHl | HUU MIpH | TOHCK, Tepe- HpeJicTaBiIe-
B opra- | peuicHUAu pa60T1<a, HUA A 06cy>1<-
HI3ME ue- | podeccuo- | peodpasosa- ACHUS MU~
JIOBEKA JUIS | HABHBIX HHUE, paclpo- LIMHCKOH
CTpaHeHHe urdopma-
' uHpopmManuu LU
npodeccu-
B MeIUIH-
OHAJIbHBIX HCKHUX M OHo-




3a1a4

JOTHYECKUX
cucTeMax,
HCIIONB30Ba-
HHE
uHpopmanu-
OHHBIX
KOMIIBIOTEP-
HBIX CHCTEM
B  MEIUILUHE
" 3ApaBo-

OXpaHCHHH.
NIl OIIK- | EcrecTBen- Wnrepnperu- | Uarepnpera- | YcrHbid Cobe- Pazzien Ne
5.2.Wutep- | HOHaywHble | poBaTh e ompoc, Te- | cexosa- | 1,2,34,56
R CTHPOBa- HHE. Cemec
nperupyer | MOHATHA M | CCTCCTBCHHO- | PE3yIIbTATOB HHep O | w6 TP
METO/bI  MC- | HAy4HbBIE T0- | UCCIEN0Ba- P CCTHpO :
pE3yJIbTaThl . o par/ BaHUe.
CIIC/IOBAHUMA | HATHSA M Me- | HHM, To-
usurc- TCHETHKH U TOJBI HCCIT JYYEHHBIX AOKITa,
CKIIX, eHE e OB neene yue pemeHie
JIOBEKA U [10- | JOBAHMIA Ie- | METOAAMUTC- | (prvaiy
MaTeMaTH- ) ) ) Y
MYJISAIHOH HETHKA  9e- | HeTUKH  9€- | opmpix 3a-
HCCKHX M| yojf  reme- | JOBeKa M IO- | JIOBEKA M 10~ | nau, mpak-
HHBIX THKH, KJie- | MyJISIUOH- Y JISIIIHOH- THYECKHE
€CTECTBCH- | To4HOI OWo- | HOM reHe- | HOi TEHe- | HaBBIKH
HOHAyYHBIX | JIOTMM  TpH | THKH,  KJe- | THKH,  KJe-
UCCIIEN0BA- | PEIICHUHN TOYHOU OHO- | TOYHOM OHO-
HUI npu | mpodeccno- | noruM  NpU | JOTUM  TIPH
pelleHnH HAJIGHBIX 3a- | PelICHUN penieHun
npodeccro- | AT npodeccro- | mpodeccuo-
HAJBHBIX 3a- | HAJbHBIX 3a-
HaJIbHBIX all 3a all 3a
ad. ad.
3a/1a4. A A
NJI  OIIK | Ocuossl ana- | Ilomb3oBath- | HaBbikamu YerHblit CobGe- Pazpen Ne
5.3. Pemaer | M3a  yueb- | ¢ yueGHOI, | mcmomp3oBa- | ompoc, Te- | cemosa- | 12,3456
= - & - . | crupona- HHUE. Cemec
CTaHxapT- HOHM, Hayy- | HAYYHOMW, HA- | HHUS MEIUKO Hneppeq)e_ Toormpo- | N 6 ™
- - - - b -
Hble 3aaun | HOH, HAYHHO- | yuHO-TIONY 61/101101"14% par/ S
HOMYJISIPHOW | JISIDHOW  JIU- | CKOM i
mpopeccuo- J'II/IT;/ af bl TepaT Ol ¢ | TepMHHO Aol
HaJIbHOM patyp patyp p pewicHne
C WCIOJB30- | UCMONB30BA- | JIOTHH  JUIs )
JeATENbHO- CHTyalu
BaHHEM HHEM BBIOJHEHHUS | ouupIx 3a-
CTH € HC- | vienuko-Omo- | MemuKo-OMo- | 3amad npo- | nau, mpax-
HOJIb30BA~ JIOTUYECKOW | JIOTMYECKOM | (heCCHOHANIb- | THUecKHe
HUEM TEPMHUHO- TEPMUHO- HOM JiesiTeb- | HaBBIKH
MEJIUKO- JOrMd U | JOTMH YISl | HOCTH.
OMOJIOTHYE- | BBIMOJIHEHHS | BBIIOJIHEHHUS
CKOU 3ama4 npo- | 3ana4 po-
TepMHUHO- (eccronans- | (eccronas-
i - | HO¥t nesTeNb-
JOTHH HOU JIesTeNb pit
HOCTH. HOCTH.
NJI  OIIK | Obmpwe 3ako- | MaTepnpern- | Menuko-6uo- | YcrHbIi Co0e- Paznen Ne
5.4. AHaJTH- | HOMEPHOCTH | POBaTh JormuecKkuM | ompoc, te- | cemosa- | 1,23,45,6
MPOUCXOJK/Ie- | OOIIMe 3aK0- | MOHATHHHBIM | CTHPOBA- HHE. Cemectp
supyer uue, pede- | Tectupo- | Ne 6
_ | H¥UA ¥ pa3Bu- | HOMEPHOCTH | ammapaToM. > .
Jaonomep THS  OKW3HH, | Ipoucxokae- | Meromamu pat/ paume.
HOCTH . - | P A A JOKINaz,
F— CBOMCTBA HUSL M PA3BU- | M3YUCHMATC: | 1o o i
ouoorude- THS  JKW3HHW, | HETUKH  de- )
OHHpOBa- . cuTyamu
CKHUX CHCTEM, | CBOWCTBa JIOBEKa. OHHLIX 3a-
HASA  Pas3” | yynmusupy- Ouonoruye- a4, mpaK-
JINYHBIX aJBHOTO pa3- | CKUX CUCTEM, THYECKUE
OpraHoB H | Burtus 4Je- | HUHOAUBHUAY- HABBbIKU
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CHUCTEM JJIs | JIOBEKa. IBHOTO pas-
OLICHKH CoBpemen- BUTHUS ye-
MopodyH | HPIC METOIEI | JOBEKA.
KIMOHAb- reHeTukn 4e- | CoBpeMeH-
HBIX U (u- JIOBEKa U | HbIC METOJBI
npeacrapie- | TCHETHKHU Ye-
3MOJIOTHYE-
HHE O TEHOME | JIOBEeKa u
CKHX COCTO™ | yenopexa, npe/cTaBIie-
AHUM, TTIATO™ | yjonekynsip- | HHE 0 reHOMe
JIOTUMCCKUX | gple OCHOBBI | YeJIOBEKA,
IponeCCOB | HacIEOCTBEH- | MOJIEKYJILAP-
B opra- | HOCTH, POJIM | HbIC OCHOBBI
HHU3ME 4e- | HACJICACTBCH- | HACJIEICTBEH-
JIOBEKAa HOCTH B | HOCTH, POJIH
OTIPENICNICHUN | HACJICICTBEH-
37I0pOBbsl U | HOCTH B
[ATOJIOTHH. OTpeIeIICHHN
370pOBbSI U
MATOJIOTHH.
NI  OIIK | Monekymsip- | OueHuBathb Meronamu VcTHBIit Cobe- Paznen Ne
55. Oue- | HbIH, reH- | HapyLICHUS U3ydeHus Ha- | Ompoc, Te- | cenmosa- | 12,3456
HUBACT HEIH, HACJIEICTBEH- | CJIEIACTBEH- CTHpOBA- HHC, Cemectp
Mopdod XPOMOCOM- HOro MaTepu- | Hoct — we- | MM pede- | Tectnpo- | Ne 6
P i HBIA U | aja IIpyu BO3- | JIOBEKa Ha | P ar/ BAHHeE.
KIIHOHAJIb- . JIOKJIaI,
TeHOMHBIH HUKHOBCHUM | MOJICKYJISp-
HbIC 1 - OBHH HA- | MATONOTHYE- | HOM, FSHHOM, | homos
suonore- | 20 o ’ ’ | cTyatu-
PYIICHHH Ha- | CKHX MPOIEC- | XPOMOCOM- OHHBIX 3a-
CKHE COCTO" | cnencrBen- COB B Opra- | HOM ¥ | nau, npak-
AHWA, IATO- | Horo Matepu- | HU3ME  Ye- | TEHOMHOM THYECKUE
JIOTMYCCKHUC | aja mipy BO3- | JIOBEKa Ha | YPOBHSX. HaBBIKA
MPOLIECCH] B | HUKHOBEHUHW | MOJIEKYJISIP-
OpraHM3Me | MaToJoTHYe- | HOM, TEHHOM,
yeJoBeKa CKHX TPOIIEC- | XPOMOCOM-
Ha KJeroy- | COB B Opra- | HOM u
HOM. TKaHe- | HA3ME  He- | TeHOMHOM
2
BOM, OpTaH- JIOBEKa YPOBHSIX.
b
HOM ypOB-
HSIX.
NJ  OIIK | Metonst re- | Murepnperu- | Metonamu VerHblit Cole- Paznen Ne
5.6. Hc- | Hetmaeckoro | posaTh U3ydeHust U | oupoc, te- | cenosa- | 12,3456
TI0JIB3yeT anammza. Jla- | pe3ynbTaThl muarHocTukm | CTHMpOBa- HHE. Cemectp
COBDeMeH- | OOPATOpHBIE | remeTmde- Hacrefcten- | HH€; pede- | Tectupo- | Ne 6
P pat/ BaHmue.
METO/IbI CKOTO aHall- | HBIX 3a0oJie-
HBIE METO- . AOKIIaz,
JMArHOCTUKK | 3a.  WHTep- | BaHmii  de-
AbI peuieHue
HACJIC/ICTBEH- | MPETUpOBaTh | JioBeka. Ha- i
(byHKHHO' CUTyalH
. HBIX  OOJe3- | pe3yJbTaThl BBIKAMU MUK~ | ouHEIX 3a-
HaJTbHOU Hei st | 1abopatop- | POCKOIMPO- | paw, mpak-
AUarHo- BBLABIICHUS HBIX METOZOB | BaHUL. THYECKHE
CTHUKH, UH- | maTojgoruye- IUarHOCTUKH HaBBLIKA
TEepPIpETH- CKHX TPOIIeC- | HACIIEICTBEH-
pyer COB B Oopra- | HeIX Ooes-
pe3ysbTaThl | HA3ME ye- | HeH ISt
nabopatop- | JloBEKa. [u- | BbIsIBNIEHUA
— 4 | Tomormye- aToyoruye-
HHCTpYMeH CKHe U | CKHX IIpOIIeC-
COBpEMEH- COB B opra-
TaJIbHBIX
Hble MHKpO- | HU3ME  de-
METOJ0B




JIarHo-
CTUKH  JJIst
OLICHKHU
MopbodyH
KIIMOHAJTh-
HBIX U (u-
3HOJIOTHUYE-
CKHX COCTO-
SIHM, TIaTO-
JIOTHYECKUX

CKOITMYECKHE
METO/IbI
H3yUYCHHS
Ouosoruye-
CKHX OOBEK-
TOB.

noBeka. Mna-
TEPIIPETUPO-
BaTh  IIUTO-
JIOTHYECKHE
U COBpPEMCH-
HBIE MUKpO-
CKOIINYECKHE
METOBI

W3yUYCHHS

Ouosoruye-
CKHX OOBEK-

B

MPOLIECCOB

HU3ME  4YC-
JIOBCKaA

opra-

TOB.

Pa3nen 2. O0beM qUCHUILIUHBI (MOYJIs1) M BU/bI Y4eOHO#i padoThI

OO6miast TpyA0€MKOCTh AUCIIUIUIMHBI COCTABIISIET 2 3a4eTHBIX €QWHUL, (2 dac.

Bun yaeOHo paboThI Bcero wacos Cel\j\?o%mbl
1 2 3

Konrakrnas paboTa (Bcero) 48 48
B TOM YHCJIE:

Jlexumu (JI) 12 12

[Tpaktuyeckue 3anstus (113) 36 36

Cemunapsi (C)

JlabopaTopnsie 3ansaTus (JIP)

CamocTosTenbHas paboTa (Bcero) 24 24
B TOM YHCIIE:

- [IoaroToBKy K 3aHATHIM 7 7

- [loAroToBKy K TeKynieMy KOHTPOJIO 5 5

- [IoaroToBKy K MpOMEXyTOYHOMY KOHTPOJIIO 4 4

- Pedepar/noknan 8 8

Buj npomexyTouHoii aTTectanuu | 3auer 3a4eT 3a4eT

OO61as Tpy10eMKOCTh (4achl) 72 72

3a4eTHbIC €TUHULIBI 2 2

Pa3nen 3. Conep:xanue TMCHUNJIUHBI (MOAYJIs1), CTPYKTYPHPOBAHHOE M0 TeMaM (pa3/ejiam)

3.1. Conep:xanue pa3aejoB TUCHUTLTHHBI (MOXLYJIsI)

No Haumenosanue pazne-
Kox xommne-
/ J1a IUCIUTITAHBL (MOTY- Coneprxanue pazzaena
TEHUNH

1 JI51)

1 2 3 4

1 OIIK-5 Beenenne B memuuu- | Jlekuwus: «BBeneHue B MeOUIIMHCKYIO TeHeTUKY. Hacnen-
HCKyI0 TeHeTnky. Ha- | cTBeHHOCTB M maronorus. [ eHom»
CIEJCTBEHHOCTh M mato- | IlpakTmdeckoe 3aniaTtHe: «HacnencTBeHHOCTh M MaTo-
JIOTHS. JIOTHSD»

2. | OIIK-5 I'enom uenoBeka. Ctpyk- | Jlekuus: «BBegenne B MeAMUIMHCKYIO reHeTuky. Hacnen-
Typa W (DYHKIIUM TEHOB. | CTBEHHOCTb M MATONOTHA. | eHOM»
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Perymsauus
T'€HOB.

OKCIPECCUN

IIpakTnueckoe 3ansate: «I'eHom uenoBeka. CTpykTypa U
(GYHKIMU TeHOB. Perymsims sKcripeccu reHOBY

OIIK-5

I'enusie Oone3un

Jlexiun: «CeMHOTHKa HACIIEJICTBEHHBIX 3a00JIeBaHUi,
«MOHOTEHHAas TIATOJIOTHSI.

[pakTngeckne 3auaTHs: «CeMHOTHKA HACIEACTBEHHBIX 3a-
OoneBanwmii. KIIMHUKO-TeHEaIOrHYeCKuld MeTo», «[ eHHbIC
0oJIe3HN. DTHOJIOTHS, IMATOTCHE3, KIACCH(PUKAIINS, METOIBI
TUATHOCTHKW», «MOHOTEHHBIE 3a00JIeBaHuUs, KIIMHUYIECKIE
dopmbl. Hacnencteennble 0Oojie3HM OOMEHa BEINECTB
(HBO)», «MuToxoHIpraabHas MaTOJIOTUs»

OIIK-5

XpOMOCOMHaﬂ I1aTOJIOIr sl

Jlekiusi: «XpOMOCOMHAsI TATOIOT U

Ilpaktndeckne  3aHatus:  «OOmas  XapaKTEepHCTHKA
XPOMOCOMHOM MaTOJIOTUW», «XPOMOCOMHAs MaTOJIOTHS.
Knuandeckue hopMb», « BpoxkIeHHBIC TOPOKU PA3BUTHUS

OIIK-5

MynbTrakTopuaibHbIe
3a00J1€BaHNs.

Jlekius: «MynabTH(QAKTOPHATIEHBIC 3200JICBaHHSDY
IIpakTuueckue 3aHATHS: «BIU3HELOBBIA METOJ U3y4YEHUS
TCHETUKH  dYelloBeKa. [omynsmponHas TCHETHKAY,
«MynprudakropranbHble 3a001eBanms», «OpdaHHbIE 3a-
6oneBanusy, «OHKOreHETHKA

OIIK-5

[Mpodumnaktika Haciena-
CTBEHHBIX 3a00JI€BaHUMN.
Meanuko-TeHeTHIeCKOe
KOHCYIIbTHPOBaHHE.

Jlekius: «[IpodunakTuka HACICCTBEHHBIX 3a00JICBAaHUM.
Menuko-TeHeTUYECKOe KOHCYJTETUPOBAHKE)
[pakrudeckne 3anarus: «lIpodunakTrka HaCIeICTBEHHBIX
3aboneBanuity, «lIperaranpHas quaraoctukay, «KoMribro-
TEpHas IUarHOCTHKA HACJICJCTBEHHBIX 3a00JIeBaHuUi, «3a-
YETHOC 3aHATHEY

3.2. Pa3enbl AUCHMILIMHBI (MOYJIs1) U MEKTUCHUILUINHAPHBIE CBSI3M ¢ 00ecnedynBaeMbIMH (T10-
CJIeAYIOIUMHU) TUCHUIIMHAMHA

Ne | HammenoBaHue obecrieurBaeMbIX Ne No paznenoB 1aHHON AUCITUTUTMHBI, HEOOXOUMBIX
m\ (mocneayromux ) JUCIUTUTHH JUTSI U3YYEHUS 00eCTICUMBAEMBIX (TTOCTEAYIOIINX ) TUC-
n IIUTUIAH
1 2 3 4 5 6
1 | ITarodusuonorus, KIMHUYECKAs + + + + + +
aToPU3UOJIOTHS
2 | HeBpouorusi, neTckast HeBpOJIOTHS + + + + + +
3 | [lcuxumatpus, MEAUIIMHCKAS TICH- + 4 4 4 + 4
XOJIOT Sl
4 | AxyuepcTBO U THHEKOJIOTHS + + + + + +
5 | T'ociuranbHast neguaTpus + + + + + +
6 | JepmartoBeneposorus + + + + + +
7 | Odraabmonorus + + + + + +
8 | Onkonorus + + + + + +
9 | Jlerckas reMaToyoTus + + + + + +
3.3. Pazaennl AMCHMILUIMHBI (MOYJIs1) H BUAbI 3aHATHH
Ne
1/ HaunmenoBanwue pa3aena qUCIUTITHHBL (MOTYJIs) J (13| JI3 Ce | CP Beero
I M C 4acoB
1 2 3 4 5 6 7 8
1 | Breaenne B MeAMIIMHCKYIO TeHeTHKY. Hacrmen- 1 9 2 5
CTBEHHOCTb Y NATOJIOTHSI.
2 | 'erom uenoBeka. CTpykTypa v QyHKIIUU TEHOB. 1 5 5 5
Perynsuus 5kcripeccuu reHoB.




T'ennble O0JIE3HU.

17

XpOMOCOMHasI TaTOJIOTUS

12

MynbTudakTopuanbHbie 3a00I€BaHUS.

19

oUW

[IpodunakTrka HacIeICTBEHHBIX 3a00JI€BaHUA.
Menuko-reHeTH4eCKOe KOHCYJIbTHUPOBAHUE.

N INN B>
[ep}

A~ (NP

14

Bua npomMexxyTo4HOM aTTecTaluu:

I 3a4€T

3a4CT

‘ Hroro:

72

3.4. TemaTu4yecKkui JIaH JEKIHI.

Ne paznena
JUACHATUIMHBI

Tematuka
JIEKIAI

Coneprxkanue JeKIui

TpynoeMKocTb
(dac)

ceM. Ne 6

2

3

4

5

I—‘HEE%

1-2

Bsenenue B meau-
LHUHCKYIO TEHETHU-
Ky. Hacnencrtsen-
HOCTb MW  [AaTo-
sorus. I'enom.

* Ilpeamer u 3agauv MEAUUMHCKON TeHe-
TUKA. OOBEKTHI N3YICHUS.

e OCHOBHBIC 3Talbl PA3BUTUS MEAUITMHCKOMN
TCHETUKU.

e (OCHOBHBIE JIOCTHIKCHHS
MEIUIIMHCKOU T€HETUKU.

* IlonsATHE BpOXKAECHHOIO, CEMEMHOIO U Ha-
CJIEICTBEHHOI'O 3a00J1€BaHMs.

*  OCHOBHbIEC IPU3HAKU HACJIEICTBEHHBIX 3a-
00JIEBaHMIA.

e Pomp HaciencTBeHHBIX (PaKTOPOB B IATO-
JIOTHH YeJIOBEKA.

e  BzauMocBs3bp MEIUIIMHCKOM T'€HETHKH C
JPYTUMU KJIMHUYECKUMU JUCUUILTMHAMU.

e MeTtoapl MEIUITMHCKON T'€HETHUKH.

» XapakTepHCTHKa T€HOMA YEJIOBEKA.

e CrpykTypa ¥ (yHKITUH TEHOB.

* Perymsus 3KCIpeccuu TCHOB Ha
TPAHCKPUIIIUOHHOM U NOCTTPAHCKPUIIIIOHHOM
YPOBHSIX.

COBPEMEHHOM

CeMHOTHKA Ha-
CJIEJICTBEHHBIX 3a-
OoJIeBaHUMN.

*  Oco0OEHHOCTH KIIMHIUYECKUX MPOSBICHUH
HaCJIeACTBEHHOM MaTOJIOTHH

*  OOIIMe NPUHIIUIIBI KJIMHUYECKON JTUarHo-
CTHKHM HaCJIEICTBEHHBIX 00JIe3HEH

*  OcMOTp 1 00CIIeIOBAaHKE MTAIUCHTOB U UX
POICTBEHHHKOB

e  KiIMHUKO-T€eHEATIOTHYECKUI METOL

* CocrapneHue poI0CIOBHON
I'eneanornueckuii aHaan3

MoHorenHas
TOJIOTHS

na-

* OCHOBHBIE TUIIBI TEHHBIX MyTallUi.

* Knaccudukanus reHHbIX 00JIe3HEH Mo THUIY
HACJIeIOBaHNS, KIMHUYECKOW KapTHHE W TaTo-
TeHe3y.

» Ilarorenes reHnbix Oosesnei. [lepBuunble u
BTOpUYHBIE 3(PPEKTH MyTAaHTHBIX aJUIENIEH.

e Tumel HacIeIOBaHWS MOHOTEHHBIX 0o0Je3-
Heil.

*  MuToXOHApUATbHOE HACIEAOBaHUE.

» KnuHnyeckuii moauMopdu3M U €ro mpudu-
HBL

XpomocoMHas ma-
TOJIOTHS

*  DTHOJIOTHUS — XPOMOCOMHBIE MyTanuu. [le-
pUOABI TaMETOreHe3a U PUCK BO3HUKHOBEHHUS
XPOMOCOMHBIX MyTalIUH.
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*  Kiaccudukaiuys XpoOMOCOMHO# TaTOJIOT UK
10 TUITy MyTallUH.

*  OcobOeHHOCTH TaTOTeHEe3a XPOMOCOMHBIX
Oore3Hen.

*  OcHOBHBIE KITMHHYECKHE TIPOSIBIICHHSI.

* 3HaYCHHUE IUTOTCHETHYECKOTO METO/a B
JTUATHOCTHKE XPOMOCOMHOM ITaTOIOTHH.

*  Menuko-reHeTHYECKOE KOHCYIHTHPOBAHIE
ceMeil, IMEIOIIUX POJICTBEHHHUKOB C XPOMOCOM-
HOH NaTOJIOTHEH.

Mynbrrdakropu-
anbHbIC 3200IeBa-
HHSL.

*  Otuonorus MO3.

* IlonsaTHE QeHOTUITHYECKON UCTIEPCHH TIPH-
3HaKa.

*  Mogenu NOJMTreHHOTO HACIEI0BaHHSL.

* [TlonsTue u pacuet K03 uIMEHTa HACTETY-
€MOCTH.

e ®opwmupoBanue rpynm pucka mo M®P3 u
nepBUYHAs NTPO(UIAKTHKA.

* ®dapMaKOreHEeTHKa U SKOJIOTHYeCKasi TeHeTH-
Ka.

* OHKOI'CHBI U HX OMOJIOTHYECKas POJib.

e T'eHeTHdYecKHe acTEKTHI KAHIIEPOTEHE3A.

* ['eHernka nonoBoro pa3BUTHSL.

[podumakTrka
HaCJICACTBECHHBIX
3a00JIEBaHUH.
Meuko-reHeTn-
YyecKoe
KOHCYJIbTHPOBa-
HUE.

* VYpOBHH TPOPHIAKTUKK HACIEACTBEHHBIX
3a0071€BaHNH.

*  OCHOBHBIC IMOAXO/IBI K MPOPHIAKTHKE.

* 3a1a4u MEJHMKO-TeHETUYECKOTO KOHCYIbTHU-
poBaHwUsL.

e DOramsl MIT'K.

* [lpeHataibHass W NPEUMILIAHTALMOHHAS
IUArHOCTHKA: IOKa3aHUsI U METOIBI.

*  OOuMe NPUHIMIEI JICYCHUS TEHETHUYSCKUX
0oJIe3HEN.

Hroro:

12

3.5. TemaTuyeckuii NJIaH MPAKTHYECKUX 3aHATHI (CEMUHAPOB)

No
/1

Ne paznena
JIACIIUTLIAHBL

Temaruka npakTu-
YeCKNX 3aHATHH
(ceMuHapoOB)

Copeprkanue MpakKTHYECKUX (CEMUHAPCKHUX )
3aHATHUHI

TpynoemkocTts
(gac)

cem. Ne 6

1

2

3

4

5

1

HaCJ'ICZ[CTBeHHOCTB
W MMaToJIOTus.

* IlpenmMer u 3aa4M MEIUIIUHCKON T€HETUKH.
OOBeKT u3ydeHus.

* (OCHOBHBIE dTaIbI pa3BUTHUA Me,[[PILIHHCKOfI Ire-

HETHKU.
* OCHOBHBIE IOCTHXEHHSI COBPEMEHHOUN Me/TH-
IIUHCKOM I'eHETUKH.

* Ponb HaciaencTBEHHBIX (PAKTOPOB B IaToO-
JIOTUH YeJIOBEKA.

» Kiraccuduxanus
JIOTHN.

HaCHeHCTBCHHOﬁ

* OO0mras xapakTepuCTHUKA HACTIEACTBEHHOM Ta-

TOJIOTHH.
Hpaxmuttecxaﬂ Nn0020MmosKa.

naTro-

1

I'enom YEJI0BEKA.
CrpykTypa u
(byHKIIMHU TEHOB.
Perynsiumst sxcnpec-

* TloHsTHE T€HOMA U TEHOMUKH.
* CrpykTypa v QyHKIVH TEHOB.

* BaereHHbl€ 371eMEHTHI. TUIIbI MyTallUii TE€HOB.
* Ilporpamma «I'eHOM denoBeKay, LENH U 33/a-

11




CHH I'CHOB

YU IIPOTPAMMBI.
* buorexHonorus.

e Tpauckpunius uapopmaimu ¢ JJHK Ha
nPHK;

» llonsTre TpaHCKPWUIITOMA, €0 CTPYKTypa H
GbyHKIHS.

* Meroabl rccieqoBaHuA TPAHCKPUTITOMA.

* CmnaiicuHT —perysius.

Ipaxmuueckas nooeomoska.

CeMHOTHKA Hacael-
CTBEHHBIX 3a00JieBa-
Huii. Knmauko-rene-
aJIOTUYECKUU METO/I.

* KIMHHKO-TEHEaJOrM4ecKUi  METOJ,  €ro
BO3MOKHOCTH M 3HAauye€HHE B MEIUKO-T€HETHYE-
CKOM KOHCYJIbTUPOBaHHH.

» TlokazaHus IS TPOBSACHUS KIMHHKO-TEHE-
AJIOTMYECKHUX MCCIICIOBAaHMI.

* OrmpezaeneHue HACIEICTBEHHOTO XapakTepa
[1aTOJIOTHH.

* OmpenencHre TUA HACICAOBAHUS.
Ipaxmuueckas nooeomoska.

I'ennbIe OoIe3Hu.
OTHOIOTHs, IaTore-
He3,  Kiaccuduka-
LIS, METOMBI
JIMATHOCTHKH.

*  DJTHOJOTHS, MaToreHes, MPUHIUIIBI
KJIACCU(UKAIIMKM  MOHOICHHOH  TaTOJIOTHH.
DNUIEMHOIOTHIECKUE XapaKTEPUCTHKHU.

* Tumbel HaclieZOBaHUS MOHOICHHBIX 00JIE3-
HeH.

*  Kimanueckuiét moauMopdu3M © TeHeTHde-
CKasl FeTEPOreHHOCTh. [ €eHOMHBIN UMIIPUHTHHT .
* Pemenne TemMaTuuecKux 3aaad, pazdoop UcTo-
puii 0OJIE3HU C COCTaBICHHWEM M aHAJIH30M POJIO-
CJIOBHBIX.

* buoxuMuueckue METOIbI, NX 3HAUCHHE.

e  Meroasr JHK-guaraoctukm.

*  MeToa TeHeTHKY COMaTHYECKUX KIETOK.

* CymHOCTh MOJIEKYISIPHO-TEHETHIECKOTO Me-
Toja. Ero 3HaueHue B IMarHOCTHKE.

e IlpuHuune! geyeHus.

Ipaxmuueckasi nooeomoska.

MonoreHnssie  3a00-
JICBAHUS, KIWHUYC-
ckue ¢opmel. Ha-
CIIC/ICTBEHHBIE  00-
JIe3HH OOMeHa Be-
mects (HBO).

* OO11as xapakTepUCTUKA U KJIaCCH(PUKALINS

» Cunapom Mapdana, Maptuna-bem, Heii-
pocudbpomaTos

» JlnarHocTHka u ieueHne GeHUIKETOHYPHUU

e JluarHocTHKa M JieueHHE MYKOBUCLHMIO03a U
CEMEWHOH THIIEPXO0JIECTEPUHEMHUH

* HBO u npuzHaky, Mo3BOJIAIONINE UX 3aI0]10-
3pUTH.

* [IpuHIUNBI paHHEe# NUArHOCTHKH M Tpodu-
naktuku HBO.

* IlepBuunblie u BropuuHbIe 3P PEKTH MyTaHT-
HBIX aJlIesnei.

*  AnpOMHU3M, TaTaKTO3EMHSI, TOMOIICTHHY-
pus, aTKaNTOHYpHS.

Ipakmuueckas noozomoska.

MuToxoHIpHanbHas
NaTOJIOTUL.

* ['eHOM MUTOXOHJPUIA.

*  OCoOOEHHOCTH MUTOXOHIPHATIHLHOTO HACIIE-
JIOBaHUS.

*  DTHUOJNOTUA U MaTOr€HEe3 MUTOXOHAPUATb-
HBIX 3200JI€BaHMIT

» Krnaccudukanus MUTOXOHIPUITBHOM MATO-
JIOTHH.
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*  OcCHOBHBIE KIIMHIHYECKHE TPOSIBIICHNS MH-
TOXOHIPHUAITLHBIX 3a00JICBaHUH.

* OCHOBHbIE KIINHUYECKHE IPOSBICHNAS MU-
TOXOHJIPHAIILHBIX CHHIPOMOB U OO0JIC3HEH
(aTpodust TUCKOB 3pUTEIBHBIX HEPBOB Jlebepa,
cuHzipoM Jles, MUTOXOHpUAITLHBIE IIUTOMIATHM ).
*  Kimangeckwit mnoauMopdu3M 1 ero mpudu-
HbI, THOMHBI UMIIPUHTHHT.

Ipaxmuyeckas noocomoska.

OO0mrast  xapakTepH-
CTHKa XPOMOCOMHOM
MATOJIOTHH.

* CtpyKTypHO-(DYHKIIMOHATBHAS OpTaHU3AIH
XpOMOCOM.

* XpOMOCOMHBIE MyTalMH. Buasl XpoMocom-
HBIX TIEPECTPOEK.

* Ilepuonbl raMeToreHes3a U puck BOSHUKHOBE-
HUSI XPOMOCOMHBIX MYTAITHH.

» Kiraccudukarys XxpoMOCOMHOMN ITaTOJIOTHH T10
THITY MyTalUN.

* OCOOCHHOCTH MaToreHe3a XPOMOCOMHBIX 00-
JIe3HeH.

* OCHOBHBIE KIIMHUYECKHE IIPOSABJICHUA.

* Dranbl U BO3MOXKHOCTH UHTEP(A3HBIX U Me-
Taa3HBIX [MUTOTCHETUYECKNX METOIO0B B TEHE-
THKE YeIIOBeKa.

Ipaxkmuueckas noozomoska.

XpoMOCOMHasl Maro-
JIOTHSL. Knunnye-
ckue GopMBlI.

* IIpocTele BapuaHTBl AyTOCOMHBIX TPUCOMMUI.
Cungpowmsl: [Jayna, [latay, DaBapnca.

* Mo3zaunmsm.

* CuHIpoMsl, 00yCIOBICHHBIE CTPYKTYPHBIMU
nepectpoiikamu. Cunapomsl: Bonbda-Xupi-
XOpHA, «KOIIaYbero KpuKay.

* HapymieHust B cucTteMe MOJOBBIX XPOMOCOM.
Cunnpomsr  Kmaiiadensrepa, IlepemeBckoro-
Tepnepa, Tpurmio-X.

IIpaxmuueckas nooeomoska.

Bpoxnennsie no-
POKHU pa3BUTHUSA.

* Cturmbl AuCOMOpHOreHe3a, MaJibie aHOMAJIUU
Pa3BUTHSL

* Omnpenenenue u knaccudukanus BITP.

» Kputnieckue 1 TepMUHALUOHHbIE TIEPHOIBI
aMOpuoreHesa, cBszb ¢ BIIP.

* Ortuonorus u natorenes BIIP, nekapcTBeHHbIH
MyTareHes.

*» Tumer BIP (qu3pyrmus, manshopmarus,
nedopMarus, TUCTUIa3us).

* Bposk/ieHHbIE IOPOKU Pa3BHUTHSL, MOJIEKAIINE
00s13aTeNIbHON perucTpanmy.

* Bapuantsl koppekiuu BITP.

IIpaxmuueckas no02omoska.

10

Biu3HenoBeIl MeTOx
M3YYCHUS! TEHETUKH
YeJIOBEKA. [Tomy-
JISIMOHHAs TeHETH-
Ka.

e Bkiaj B 5THOJIOTHIO 3a00JIEBaHUN 4YeJIOBEKa
TEHETHYECKUX U CPEJOBBIX ()aKTOPOB.

¢ BIM3HENOBBEIM METOI. DTabl H BO3SMOKHOCTH
OJIM3HELIOBOI0 METO/A.

» OmpeneneHne 3UrOTHOCTH OJIM3HEIIOBBIX Tap.
» Pacuer ko3 puIeHTa HACTICTIOBAHUSI.

* OcoOeHHOCTH YeTOBEYECKHUX TOMYIISINH.

* ['eHeTHUYECKMIi IPY3 YEJIOBEUECKUX IIOITY-
JISIITAH.

* [lomynsMOHHO-CTAaTUCTUIECKUI METO/I K €T0
3HAYCHHE B F€HETHKE YEJIOBEKA.
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Hpakmuqecmﬂ n0020MosKa.

11

MynsTH(aKTOpH-
anpHBIe  3a0o0reBa-
HUSL.

* PoJnb reHEeTHYECKUX U BHEIIHE - CPETOBBIX
($aKTOpOB B pa3BUTHH JJAHHOW TPYIIIBI ATO-
JIOTHH.

* ONUAEMHOJIOTHYECKHE XapaKTePUCTHKH
M®3.

* Mopenu HacnenoBanus. Koaddunuent Ha-
CIIETyEMOCTH.

* 3HaYeHHE KJIMHUKO-TEHEAJIOTHIECKOTO METO-
Jla ¥ aHaJIU3 POJOCIOBHBIX mpu MdD3.

* OO0nacT¥ MPUMEHEHUS TOIMYISIIMOHHO-CTATH-
CTHUYECKOTO M OJM3HEII0BOTO METOIOB MCCIIENO-
BaHMSL.

* Ilpodmmakrnka M®3. ['pymmser prcka u reHe-
TUYECKUE MapKepbl NPEAPACTIONOKEHHOCTH K
Pa3BUTHIO OOJIC3HM.

* (DapMaKOreHeTHKAa U HKOJIOTUYECKAs I'eHETH-
Ka.

Ipaxmuueckas nooeomoska.

12

Opdanneie 3aboie-
BaHWUs.

* OnpeneneHue 1 001Ias XapaKTEPUCTHUKA
op(haHHBIX 3a00JICBAHHI.

* 3aKOHOJATEbHbIEC aKThl, BKIIOYAOLINE
BOIIPOCHI, Kacarouecs ophaHHOM MaTOIOTHH.

* ['pymnmbl 3a001€BaHuUi, BXOASIIHX B [IEpEUCHb
opthaHHBIX OONE3HEH.

* Menuko-counanbHble BOIPOCHI, CBI3aHHBIE C
JIeYeHHuEeM opQaHHbIX 00JIe3HEH
Ipaxkmuueckas noozomoska.

13

OHKOIr'eHETHKA.

* OHKOTeHBI U UX ONOJOTHYECKAast POJIb.

* ['eHeTHUECKHE aCTICKTHI KaHIIEPOTeHE3a.

» OOmwe npeacTaBIeHHs 0 3HAUCHUHU HACIIE/I-
CTBEHHBIX (DAKTOPOB B BO3HUKHOBECHUH pakKa.

* @akTOpbI BHEIHEN CPeibl, ACCOLUUPYIOIIIHE-
s C pakoM (KaHIIEPOTEHBI).

* BupycHble U KJIETOUHbIE OHKOTCHBI.

» Ou3HONIOrHYecKast POk KJIETOYHBIX IPOTOOH-
KOTECHOB.

* MexaHu3MBbl IPEBPALICHUS TPOTOOHKOT'€HOB B
OHKOTEHBI.

* ['eHbI-Cympeccopbl OIyX0JIEBOTO POCTa.
Ilpakxmuueckasn noo2omosxa.

14

[IpodunakTuka Ha-
CIIE/ICTBEHHBIX 3a200-
JICBaHUHU.

* OCHOBHBIC YPOBHH M ITyTH NMPO(YUIAKTUKN Ha-
CJIEICTBEHHBIX 3a00J1€BaHHA.

e Ilemu u 3agaun MI'K.

» [loxazanwus ansg Hanpasnenus Ha MI'K.

e [IpuHIUIBI OIEHKA TE€HETHYECKOTO PHUCKA B
pPa3IUYHBIX TPYNNaX HACJIEACTBEHHOM MaTo-
JIOTHH.

Ipaxmuueckasi nooeomoska.

15

[IpenaranbHas
JNarHOCTHKA

* [lpenaranpHasi ¥ MPEeNMIUTAHTAIIMOHHAS
JIMarHOCTHKA: ITOKa3aHUsl, BO3MOKHOCTH.

* Meroabl TpeHaTAIbHON AUArHOCTHKHU.

* DTHYECKHE BOIPOCHI TPEHATAIBHOM IUarHo-
CTHKH.

* DOKO kak mMeToa npopuIaKTHKH HACIE-
CTBEHHBIX 0OJIE3HEH.

* [IpuHUUIEI JIeYeHUs HACIEeICTBEHHBIX 00JIe3-
HEW.

14




Hpakmuqecmﬂ n0020MosKa.
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KomnbrorepHas
JIMarHOCTHKA Ha-
CIECTBEHHBIX 3200-
JICBaHHUH.

* Pa0ota c KOMIBIOTEPHOW ANATHOCTUYECKON
MporpamMMoi (3HAKOMCTBO ¢ HHTEpdeiicom
MporpaMmbl, POPMHUPOBAHKE 33JTaHHOTO TI0
KapTOYKE CUMIITOMOKOMIUIEKCA, TOCTaHOBKA
MPEeIBapUTEIHHOTO JUAarHO3a HACTIEICTBEHHOTO
3a00J1eBaHus, TPOCMOTP doTorpaduii 60THHBIX
C JJAaHHBIM 3200JIeBaHHEM, 3HAKOMCTBO C OMO-
JIMOTEKOHN CUHJPOMOB).

» IlonsTre o GMOMEIUIIMHCKOM Oa3e JaHHBIX.
* Knaccudukanus OnoMeTUIIMHCKHUX 0a3 TaH-
HBIX.

» HammonansHsiii Lientp Ononndopmatuxu
(NCBI).

» baza mannpix "MeHieneBckoe HacleT0OBaHNE
y uenoseka" (OMIM).

* basa TaHHBIX TCHETHYECKUX ITOCIICIOBATEIIb-
Hocteit (GenBank).

* baza jaHHBIX paclIMPEHHON METMIIMHCKON
mutepatypsl (PubMed).

« Human Gene Mutation Database (HGMB).

* basa 1aHHBIX TOCIIEA0BATCIBHOCTEH OCIIKOB
(UniProt)

» baza naHHBIX MOCBSIIEHHAS OeITKaM
(PROteinSITES)

» basa maHHBIX HAaCJIECTBEHHBIX OOIE3HEH
(GeneTests)

* basa nannsix o rerax genoseka (GeneCards).

Hpakmuqecmﬂ n0020MosKa.
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3a4eTHOE 3aHATHE

e HTOrosnlii TeCcT
» Co0ecenoBaHue 110 BOIIPOCAM 3a4eTa.

Hroro:

36

3.6. CamocTosiTeJibHAsA padoTa 00y4arouerocs

No
/1

No
ceMecTpa

HanmeHnoBanue pasnena auc-
LUIUIMHBI (MOZYJIST)

Buner CPC

Bcero
qacoB

1

2

4

1

6

BBenenne B METUIIMHCKYIO T€HE-
THKY.
HacnencTBeHHOCTD U MATOJIOTHS.

[ToaroroBka K 3aHATHAM, MOJATOTOBKA K
TEKyLIeMy M IPOMEKYTOUHOMY KOHTPO-
JI10, MIOJrOTOBKA pedepaToB/ TOKIAI0B.

I'enom uyenoseka. CTpykTypa u
¢dbyHKIMM reHoB. Perymsius sxc-
MIPECCHU TCHOB.

IToAroToBKa K 3aHATHSIM, MOATOTOBKA K
TEKyIIEMYy U NPOMEXYTOYHOMY KOHTPO-
JI10, MIOArOTOBKA pedepaToB/ A0KIIAI0B.

T'enusie Oo0e3HM.

IToaroroBka k 3aHATHAM, MOATOTOBKA K
TEKYLIEMY U IPOMEKYTOUHOMY KOHTPO-
JI10, IOJTOTOBKA pedepaToB/ TOKIAI0B.

XpOMOCOMHasI TaTOJIOTUS

IToaroToBKa K 3aHSATHSAM, MOJTOTOBKA K
TEKYyIIEeMY U TIPOMEKYTOUHOMY KOHTPO-
JI10, TIOAIrOTOBKA pedepaToB/ AOKIIAI0B.

MynbTudakropuanbhele 3a007e-
BaHUSI.

IToaroToBKa K 3aHATHSM, MMOJTOTOBKA K
TEKYIIEMY ¥ MPOMEXKYTOUHOMY KOHTPO-
JI10, TIOArOTOBKA pedepaToB/ A0KIIAI0B.

[Ipodumnakruka
3a00JICBaHUM.
Mennko-reHeTHIeCKOe KOHCYJIBTH-

HaCJICACTBCHHBIX

HOJIFOTOBKa K 3aHATUAM, IIOATIOTOBKA K
TCKYHICMY 1 MTPOMEIKYTOUYHOMY KOHTPO-
JIXO.

15




| | posanmue.

Hroro vacoB B cemecTpe:

24

Bcero 4yacoB Ha caMOCTOSITEJILHYIO padoTy:

24

3.7. JIabopaTopHbIii NPAKTHKYM — Y4€OHBIM IIJIAHOM HE MPEAYCMOTPEH.

3.8. IIpuMepHasi TeMaTHKA KyPCOBBIX IPOEKTOB (PadoT), KOHTPOJIBHBIX Pad0T — YIeOHBIM IUIAHOM

HE MPEyCMOTPEHBI

Pa3nen 4. [lepeyenb y4eOHO-MeTOAMYECKOI0 H MATEPHAIBLHO-TEXHHUYECKOT0 00ecnevdeH s Juc-

HUILTHHBI (MOTYJIS)

4.1. IlepeyeHb OCHOBHOM H IONIOJHUTEJIbHOH YU4eOHOI JIuTepaTypbl, He00X0AMMOH 1JIs1 0CBOCHUS

AMCUUIJIMHBI (MOIYJIs1)

4.1.1. OcHoBHas JIUTEpaTypa
Ne
n/ HaumeHnoBanue ABTOpP(BI) T'oa, mecTo U3nanust Koa-o swsemmns- Hanuuyue B 96C
o PoB B OM0JIMOTEKe
1 2 3 4 5 6
1 | Knunnueckas rede- | boukos M.: TIDOTAP-Menua, 190 +
Ttuka: yueOnuk s | H.II. 2011-2018, 480 c. ObC
BY30B. «KoHCynbTaHT
CTyZIEHTa»
4.2.2. lonoTHUTeILHAS JINTEpaTypa
KoJu-Bo 3k-
Ne TI'oa, mecTo H31a- Haau4yue B
wn HaumeHnoBanue ABTOP(BI) st 3ng'IJ1ﬂp0B B 3EC
uoInoTEKe
1 2 3 4 5 6
1 | Mpenaranbuas auarnoctu- | Kossonun B.A., | Kupos: 2011.-88 50 +
Ka HaclIeACTBEHHBIX 3a00- | Kochix AA. | c., wo. 9BC Kupos-
JeBaHUA U BpOXAECHHBIX | Pomguna H.E. ckoro I'MY
MIOPOKOB pa3BUTHS: y4eO-
HOE ITocooue
2 | Obmas renetvka u rene- | E.B. Konenaesa, | Kupos, 2016. — 69 40 +
ThKa 4denoBeka: yueOnoe | H.E. Pomuna. C. 9BC Kupos-
nocobue ckoro 'MVY
3 | Knunanyeckass  rederuka. | [.P. MyToBuH M.: I'S0TAP- +
I'eHOoMHMKA UM TIPOTEOMHKA Memma, 2010. - 9BC
HACJIEICTBEHHOM aTo- 832 c.: un. «KoHcysbran
JOTUN [DNEeKTPOHHBIN pe- T CTYJICHTa»
cypc]: yueOHOe ocodue
4 | MonekynsipHast Ouosiorusi: | MyikambapoB M.: MUA, 2016 - 25 -
VYueb. Ilocobme mms crty- | HH., Ky3nenos | ¢.85-117.8B men.By-
JIEHTOB ME/I.BY30B CJL 30B; M.:. MHUA,
2016 - ¢.85-117.
5 | 'eneruka B ximuuueckoi | B.H. I'opbynoBa, | CI16.:  Cremyur, 5 -
mpakTuke:  pykoBojcTBo | M.A. Kopxenes- | 2015.
JUTsI Bpaden cKast
6 | Padouas Terpans mo amc- | E.B.Konemaea, | Kupos: ®I'BOY 5 +
mumnHe  «Megumuackas | FO.H.Ony4unHa, BO Kuposckuit 9BC Kupos-
T'CHETHUKA. Yactb 1: | B.A.Ko3BoHMH, I'MY Munzapasa ckoro I'MY
yaeOHO-MeToaudeckoe mo- | E.B.Crapkosa, Poccun, 2021.-110
cobue. A.A bepecHesa C.
7 | Pabouas terpanp mo muc- | E.B. KonenaeBa, | Kupos: ®I'BOY 5 +
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nUTIIHE «MeTuITHCKAast 10.H.Ony4umna, BO Kuposckwuit 9bC Kupos-
TEHETHUKA. Yacte 2. | B.A.Ko3BoHuH, I'MV  Munzapasa ckoro I'MVY
yaebHo-MeToauueckoe nmo- | E.B.Crapkosa, Poccun, 2021.-112

cobwue. A.A.bepecuena c.

4.2. HopmaTuBHasi 6a3a — HE UMeEeTCs

4.3. TlepeyeHb pecypcoB MH(POPMALHOHHO-TeIeKOMMYHUKANMOHHOM ceTH «HTepHeT», HE00XO-
AMMBIX JJIS OCBOEHM S TUCUMILJIMHBI (MOXYJIs1)
1. The Human Gene Mutation Database at the Institute of Medical Genetics in Cardiff — http://
www.hgmd.cf.ac.uk/ac
2. The National Center for Biotechnology Information advances science and health by providing

access to biomedical and genomic information — https://www.ncbi.nlm.nih.gov/
3. Online Mendelian Inheritance in Man® An Online Catalog of Human Genes and Genetic Disorders —

http://omim.org/
4. >xypHan o penkux 6onesnsx — http://journal.rare-diseases.ru/

4.4. TlepeyeHb WH(OPMALMOHHBIX TEXHOJIOTMii, MCIIOJb3yeMbIX [JIsl OCylLIeCTBJIeHUsI 00pa3o-
BaTeJbHOIO Mpouecca Mo JUCHUILVINHE (MOAYJII0), IPOrPAMMHOI0 obecre4eHUs 1 HH(POPMALIMOHHO-
CIIPABOYHBIX CHCTEM

Hcnonb3oBanue IMpoCcMOTpa y‘IC6HLIX (1)I/IJ'H>MOBZ «Penkxue HacnenCTBEHHbBIC I1aTOJIOIuN», «HpeHa-
TaJlIbHass JUAarHOCTUKaA)).

B ydeOHOM mporiecce nenob3yeTcst IUIEH3MOHHOE IPOTPaMMHOE 00eCIIeUeHNE:

1. Torosop Microsoft Office (Bepcust 2003) Ne0340100010912000035 45106 ot 12.09.2012r.
(cpok nelicTBUS JOTOBOpa - OECCPOUHBIIT),

2. HoroBop Microsoft Office (Bepcust 2007) Ne0340100010913000043 45106 ot 02.09.2013r.
(cpok nelicTBUS JOTOBOpa - OECCPOUHBIIT),

3. HoroBop Microsoft Office (Bepcus 2010) Ne 340100010914000246 45106 ot 23.12.2014r.
(cpoxk neicTBHSI 1OroBOpa - 0€CCPOUHBI).

4. orosop Windows (Bepcus 2003) Ne0340100010912000035 45106 ot 12.09.2012r. (cpox
JEICTBHS 10r0BOpa - 0ECCPOUHBIN)

5. HoroBop Windows (Bepcust 2007) Ne0340100010913000043 45106 ot 02.09.2013r. (cpok
JEICTBUS 10roBOpa - 0ECCPOUHBIN),

6. Horoop Windows (Bepcust 2010) Ne 340100010914000246 45106 ot 23.12.2014r. (cpok
JEICTBUS 10r0BOpa - 0ECCPOUHBIN),

7. JloroBop AntuBupyc Kaspersky Endpoint Security mis Gusneca — CrangapTHbiii Russian
Edition. 150-249 Node 1 year Educational Renewal License, cpox ucnonb3oBanus ¢ 29.04.2021 o
24.08.2022 r., nomep nuren3uu 280E-210429-102703-540-3202,

8. Memummuckas wHpopmanmonHas cuctema (KMUC) (cpok aeicTBusi 1oroBopa - Oeccpod-
HBIH ),

9. ABroMaTH3upoBaHHas cuctema TectiupoBanus Indigo Jorosop Ne J153783/2 or 02.11.2015
(cpok neiicTBus OecCpoUHbIH, 1 ro/1 TEXHUYECKON MOAIEPIKKH),

10. TIO FoxitPhantomPDF Cranpapt, 1 iuneHsus, OeccpouHas, jara MpPHOOpETECHHs

05.05.2016 .

OOyuaromyecs: 00eCIeYeHbI T0CTYIOM (yJaeHHBIM JOCTYIIOM) K COBPEMEHHBIM IpodeccHoHab-
HBIM 0a3aM JaHHBIX U HHPOPMAIIMOHHO-CIIPABOYHBIM CHCTEMAaM:
1) Hayunas snextponHas oubnmoteka e-LIBRARY. Pexxum nocryna: http://www.e-library.ru/.
2) CnpaBouno-nouckosas cucrema Koncynperant [Tnroc — OO0 «KoucynbTanTKHpoB».
3) «OnektpoHHO-OMONMMOTEYHas ~ cuctema  Kupockoro  I'MVY». Pexum  gocryma:  http://
elib.kirovgma.ru/.
4) 3BC «Koncynbrant crynerray - OO0 «UITY3». Pexum nocryna: http://www.studmedlib.ru.
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5) DBC «YumBepcurerckas oubanoreka omnaitn» - OO0 «HekcMeamay». Pexxum mocrtyma: http://

www.biblioclub.ru.

6) DBC «Koncyaprant Bpaua» - OO0 I'K «I'DOTAPy. Pexxum moctyma: http://www.rosmedlib.ru/
7) DBC «Aiidyke» - 000 «Aiibyke». Pexxum noctyna: http://ibooks.ru.

4.5. OnucaHue MaTepUAJbLHO-TeXHHYECKOH 0a3bl, HeOOXOAMMOI IS OCylleCTBJIEHUs 00pa3o-
BaTeJIbHOI0 MpoLecca Mo JUCHUIINHE (MOAYJII0)
B mpouecce npernonaBaHusi TUCHUIUIMHBI (MOAYJISI) UCHOJB3YIOTCS CIEAYIOIINE CIElHalbHbIe

INOMCIICHUA

HaumenoBanue cnenuanusupo-
BaHHBIX IIOMEILICHUMN

Howmep kabuneTa, agpec

ObopynoBaHue, TEXHUUECKHE CPEACTBA O0YUeHUS,
pa3MeIICHHBIC B CTICIIHAIN3NPOBAHHBIX IOMEIICHH-
SIX

yuebHbvle ayoumopuu 018 npoge-
OeHust  3aHaAmul  J1eKYyuoHHO20
muna

Ne 803,819 2. Kupos, yu.
K.Mapxca,112 (3 kopnyc)

CrneunanbHble TOMEIIEHHs YKOMIUIEKTOBAaHbI CIIeIIUalIH-
3UpPOBaHHONH MEOENbI0 M TEXHHYECKHMH CPEACTBaMH
0o0y4YeHHsI, CIyKaIlUMHU ISl TPEICTaBICHUS ydeOHOU
nH}opManny OONBIIOH ayIUTOPHH.

yuebHvle ayoumopuu 071 npoge-
OeHUsl 3aHAMUL CeMUHAPCKO20
muna

Ne 602,604,608 2. Kupos,
ya. KMapxca, 112 (3

Kopnyc)

Croenuaau3upoBaHHasi ydyeOHasi Medeqb B y4eOHOH
aymuropusx: 602, 604, 608 (crox u ctynm mpenonasare-
7, CTONBI co ckameiikamu (20mT.) B KaXXIOW ayauTo-
pun), uHMOPMAIIMOHHO-MEJIOBas TOCKa, IKad I xpa-
HEHHS MUKPOCKOIIOB, MUKpockonbsl MBP-1 (15 mT.)

yuebHbvle ayoumopuu 071 npoge-
OeHUsl 2PYNNOGbIX U UHOUBUOY-
ANLHBIX KOHCYIbIMAYULl

Ne 602,604,608 2. Kupos,
ya. KMapxca, 112 (3

Kopnyc)

Croenuanu3upoBaHHasi y4de0Hasi Me0edb B y4eOHBIX
aymuropusx: 602, 604, 608 (crox u ctynm mpenonasare-
71, CTONBI cO ckameiikamu (20mT.) B KaXao0il ayauTo-
pun)), HHGOPMAIIMOHHO-MEIIOBas 10CKa, mKad i Xpa-
HEHHsI MEKPOCKOTIOB, MUKpOCKoTbl MBP-1 (15 mit.)

yuebHbvle ayoumopuu 071 npoge-
OeHust meKyuje2o KOHmMpOs U
APOMENCYMOYHOU ammecmayuul

No 604 2. Kupos, VL.
K.Mapxca, 112 (3 kopnyc)

Croenuaau3upoBaHHasi yuyeOHasi MeOedb B Y4COHBIX
aynuropusax: 604 (cTon W CcTyn HpernoaaBaTelis, CTOJBI
co ckaMeiikamu (20mT.) B KaXIOW ayIUTOPHH)),
UH()OPMALMOHHO-MEIIOBasl JOCKa, IIKad AJsi XpaHeHUs
MHKpPOCKOTIOB, MUKpockonsl MBP-1 (15 mt.)

nomewenuss Ol
menbHOU pabombl

camnocmorsi-

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

Muxpockonnsl: «Mukmen-1» c nmoxacserkoit 20 mr., 1
Jlocka, 8 cTonoB, 12 cTynbeB

[Tomernenust AJis CaMOCTOSITENIHHOM PabOTHI 00YUYaAIOIMIUXCA OCHAIIEHBI KOMITBIOTEPHOW TEXHH-
KOH C BO3MOXHOCTHIO TOJKIIOUeHUs K cetu "VHTepHeT" u olecrmeueHbl JOCTYIOM B JIIEKTPOHHYIO

UH()OPMaAITMOHHO-00Pa30BATENHHYIO CPEly YHUBEPCHUTETA.

Pa3nen 5. Meroanueckune peKOMeHAAIUM 110 OPTAaHU3ALMHM U3YUYeHH S JUCHUILINHBI (MOIYJIs1)
IIponiecc n3yueHust TUCHMILIMHBI NIpeycMaTpUBaeT: KOHTAKTHYIO (paboTa Ha JIEKLUAX U Hpak-

TUYECKUX 3aHSITUSX) U CAMOCTOSITENIbHYIO padoTy.
OcHoBHOE yueOHOE BpeMsl BBIJICINISETCS Ha CAMOCTOSATENIbHYIO Pa0oTy.

B kauecTBe OCHOBHBIX (pOpM OpraHmsalnu y4eOHOro Ipoliecca MO AUCHUILUIMHE BBICTYHAIOT
KJIACCUYECKHE JIEKIIMOHHBIE U NPAKTUYECKHUE 3aHATHS (C UCIOJIB30BAHUEM MHTEPAKTUBHBIX TEXHOJIOTUN
00y4deHus), a Tak’Ke caMOCTOsITeNIbHAsl paboTa 00yyaroIuXcsl.

[Tpu n3ydeHnn y4eOHON AUCHUIUIMHBI (MOIYIsI) 00Oy4YaroMmMUMCsT HEOOXOIMMO OCBOUTH MPaKTH-
YecKue yMeHus Mo paboTe ¢ yueOHO-MeTOINYECKUMHU MaTepuaiaMu, HaydyHoU JuTepatypoid, MHTepHer-
pecypcami, peIIeHNI0 T'€HETUUECKHUX 3a]a4, COCTABICHUIO POJIOCIOBHBIX, METOAAM IHArHOCTUKH, JIeUe-
HUS ¥ IPOPHIAKTUKY HACTIEICTBEHHOMN MaTOJIOTHH.

ITpu mpoBeneHnu yueOHBIX 3aHATUH Kadeapa oOecreunBaeT pa3BUTHE Y 00yUarOIUXCsS HAaBBIKOB
KOMaHAHON paboThl, MEXJINYHOCTHOM KOMMYHMKAIIUH, IPUHATHS PEIICHUH, TUIEPCKUX KauecTB (IyTeM
IIPOBEJCHUS NHTEPAKTUBHBIX JIEKIM, TPYIIIOBBIX TUCKYCCUM, POJIEBBIX UI'P, TPEHUHIOB, aHAJIN3a CUTYa-
UI ¥ UMUTAIIMOHHBIX MOJENIEe!, MpenoiaBanus AUCIMIINHBL (MOIYyJsl) B popMe Kypca, COCTaBIEHHOTO
Ha OCHOBE pE3yJIbTaTOB HAYYHBIX HUCCIIEOBaHU, IPOBOAUMBIX YHUBEPCUTETOM, B TOM UHUCIIE C YUYETOM
PErHOHANIBHBIX OCOOEHHOCTEN MpodeccroHaNbHOM N1eATeNbHOCTH BBITYCKHUKOB M MOTpeOHOCTEN pa-
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Ooromareneii).

Jleknuu:.

Knaccuyeckas snekiusi. PekoMennyercsa npu u3ydeHun tem: «BBegeHne B MEAUIIMHCKYIO reHeTuKy. Ha-
CJIEJICTBEHHOCTD U maroyiorus. ['eHom», «CeMHOTHKa HACIeICTBEHHBIX 3a00eBanuii», «MOHOTCHHAs Ta-
TOJIOTUS», «XPOMOCOMHas MaTojorusy», «MysnbTudakTopuaabHbie 3a0oneBaHus», «lIpodunakruka Ha-
CJIEJICTBEHHBIX 3a00JeBaHU. MeINKO-TeHETHIECKOE KOHCYIbTHPOBAHHEY.

Ha nexumsix uznararorcsi TeMbl JUCHUILUIMHBI, TPEIyCMOTPEHHbIE pabouell mporpaMMoii, aKiieH-
TUPYETCS BHUMaHWE Ha HauOoJiee NPHUHIMUIUMAIBHBIX M CIIOKHBIX BOIMPOCAX IUCIMIUIUHBI, YCTaHAB-
JUBAIOTCS BOMPOCHl MJII CaMOCTOSITeNbHON mnpopaboTku. KoHcmekT nekuuii sBisercs 6a3oif mpu
MOJITOTOBKE K MPAKTUYCCKUM 3aHSITHM, K 3a4€Ty, & TAKXKe JIJISI CAMOCTOATEIBbHOU PabOTHI.

W3noxeHne JIEKIIMOHHOTO MaTepuajia PeKOMEHAYeTCsl MPOBOJUTH B MYJIbTUMEIUIHON (opMme.
CMebIciiOBas Harpy3ka JICKIIMM CMEIIAeTCS B CTOPOHY OT HM3JIOKEHHUS TEOPETUYECKOro MaTepuaia K
(GbOpMHUPOBAHNIO MOTHUBAIIMU CAMOCTOSTEILHOTO 00YUYEeHHsI Yepe3 MOCTaHOBKY MpoljeM 00ydeHHs U Mo-
Ka3 MyTel pemieHus: NpodeCCHOHATBHBIX MPOOJIeM B paMKaxX TOW WM WHOW TeMbl. [Ipyu 3TOM OCHOBHBIM
METOJIOM BEJICHUS JIEKINH SIBJIAETCS METO]] MPOOJIEMHOTO U3JI0KEHUS MaTepuara.

IIpakTuyeckue 3aHATHA:

[TpakTHdeckue 3aHATHS MO JUCIHUILTAHE TPOBOISTCS C IEJIBI0 TPHUOOPETEHUS MTPAKTHICCKUX Ha-
BBIKOB B O0JIACTH MOJIEKYJIIPHBIX OCHOB HACIEJICTBEHHOCTH, METOJIOB T'€HETHKU YEJIOBEKA, JICUYCHUS U
npo(UTAKTUKNA HACIIECTBEHHBIX 3a00J€BaHUI, STHOJIIOTUU U TMATOreHe3a MOHOTEHHOM, XpOMOCOMHOM U
MYJIbTU(AKTOPHATLHOM MATOJIOTHH, PEIIICHHH CUTYallMOHHBIX T€HETHYCCKHX 3a7ad.

[IpakTuueckue 3aHATHA TMPOBOAATCA B BUAE coOeceoBaHUM, 0OCYXKJICHUU, TUCKYCCHI B MUK-
porpyImnax, UCIOJIb30BaHUs HATJISIHBIX MOCOOWIA, PEIICHHS CUTYAaIlMOHHBIX 3a/1a4, TECTOBBIX 3aJIaHUH,
COCTaBJICHUS POIOCIOBHBIX.

BeimonHeHne TpakTHUECKOH pabdoThl oOydaromuecss MPOU3BOJAT KaK B YCTHOM, TaK U B
MUCbMEHHOM BHJIE, B BIJIE IPE3CHTALINN U JOKIAJ0B.

[IpakTHdeckoe 3aHsITHE CIIOCOOCTBYET OoJiee TITyOOKOMY MOHUMAHHUIO TEOPETHIESCKOTO MaTepHa-
Ja y4eOHOro TUCIUIUIMHBI, a TaKKe Pa3BUTHIO, (OPMHUPOBAHUIO U CTAHOBJICHUIO PAa3IMYHBIX YPOBHEU
COCTaBIISIONTUX MPO(ECCHOHATBHON KOMIIETEHTHOCTH 00YYaIOIUXCS.

[Ipu n3yueHun IUCHUIUIMHBI UCIIONIB3YIOTCS clieAyroue GopMbl MPaAKTUIECKUX 3aHSATHIA:

- CEeMHHAp TPAIUIIMOHHBIA 10 TeMaM «Hacredcmeennocmos u namonoeusny», «Xpomocomuas na-
monoeus. Knunuuecxue ghopmor.

- koHbepeH1wus 1o Teme « Opghanuvie 3a601e6aHUsLY.

- yueOHO-poJieBast Urpa no teme «/Ipogunakmuxa HacieocmeenHbix 3a601e8aHUILY.

- IpaKTUYECKHE 3aHATHA 10 TeMe «I eHom uenosexa. Cmpykmypa u @yukyuu 2enos. Pecynayus
akcnpeccuu 2eHosy, « Cemuomuxa HaciedcmeeHnvlx s3abonesanui. Knunuxo-eeneanocuyeckuii memooy,
«l'ennvie b6onesnu. dmuonozus, namozenes, Kiaccuguxayus, memoosl ouacHocmuxkuy, «Monozennvie 3a-
bonesanus, Kiunuveckue gopmol. Hacneocmeennvie Oonesnu obmena eewecms (HBO)», «Mu-
mMoxoHOpuanvHas namono2usy, «0owas xapaxmepucmuka XpoMOCOMHOU namono2uuy, «Bpooxcoennvie
nopoxku paszsumusy, « bauzneyoeswiti memoo uzyuenus cenemuxu uenosexa. llonynayuonnas cenemuxay,
«Mynomughakmopuanvnvle  3aboneeanusny,  «Ounkocenemukay»,  «llpenamanvnas — Ouacnocmuxay,
«Komnwvromeprnas ouazHocmuka HaciedCmeeHHbIX 3a001e6aHULLY.

CamocrosiTebHasa padora:

CaMocTosiTenbHast paboTa CTyIEHTOB MOpa3yMeBaeT MOATOTOBKY MO BCEM pa3/ieinaM TUCITUTLIN-
Hbl «MeIUIMHCKasT TeHETHKAa» M BKIIIOYAET MOATOTOBKY K 3aHSTHSIM, HamucaHue pedeparoB W 3alIUTy
JTOKJTAJIOB, IMTOATOTOBKY K TEKYIIEMY KOHTPOJTIO U TIPOMEKYTOYHOMY KOHTPOJTIO.

PaGora ¢ yueOHOI nuTepaTypoil paccMaTpuBaeTcsi Kak BUA y4eOHOH paOoThl MO AUCHUTUIMHE
«MemunHCKas TeHETHKA» M BBITOJHICTCS B TPEJeIax 4acoB, OTBOJMMEIX Ha ¢€ m3ydeHue (B pasjelie
CPC). Kaxnplit o0y4arommumiics o0ecredeH T0CTYIOM K OMOIMoTeYHbIM (POoHIaM YHUBEpCUTETa U Kaden-
pul. Bo BpeMs M3ydeHus TUCIUTUIHHBI 00yJaromuecs (1101 KOHTPOJIEM MPET0IaBaTeIs) CaMOCTOSTSIIEHO
MPOBOST pabOTy MO COCTABJICHHUIO POJOCIOBHBIX, PEIICHHIO 33714, 0(hopMIIsIOT pedeparThl U MpeacTaB -
JSI0T WX Ha 3aHATHsAX. Hammcanuwe pedepara, crmocoOCTBYIOT (hOPMHUPOBAHHUIO HABBIKOB HMCITOJIb30BAHHUS
yueOHOM M HAyYHOU JIUTEPaTyphl, TI00aTHHBIX WH(OPMALIMOHHBIX PECYPCOB, CIIOCOOCTBYET (OPMUPOBA-
HUIO KIIMHUYECKOTO MBIIUIeHHS. Pabota oOydaromerocs B rpyrie GOpMHPYET YyBCTBO KOJICKTUBH3MA H
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KOMMYHHKa0enbHOCTh. OOydeHue CrocOOCTBYET BOCIHMTAHHIO y OOYYarOUMIUXCS 3THKO-JACOHTOJIOTHYE-
CKHUX HAaBBIKOB OOMICHHs C manueHTamMu. CamocTosiTenbHas padoTa B MaJbIX TPYIIMAaxX CIOCOOCTBYET
(bOpMHUPOBAHUIO TOJKHOTO C 3TUYECKOM CTOPOHBI MOBEACHUS, aKKYPaTHOCTH, TUCIUIUIMHUPOBAHHOCTH.

VcxonHblii ypoBEHb 3HAHMHM OOYYarOIUXCs ONpEAETsieTCs TeCTHPOBAHUEM, COOECEOBAHUEM.

Texyiuii KOHTPOJIb OCBOCHUS AUCHUILTUHBI TPOBOAUTCA B (hOPME YCTHOTO ONPOCa B XOJI€ 3aHS -
TUH, PELICHNs] CUTYallMOHHBIX 3a/1a4, TECTOBOTO KOHTPOJIS, IIOATOTOBKU pedepaToB/IOKIaI0B U pHeMa
MPAKTUYECKUX HABBIKOB.

B KOHIIC U3Y4YCHHUA OUCHUIIIIMHBI (MOHyHSI) IMPOBOAUTCH MMPOMEIKYTOUHAA aTTCCTAINA C UCIIOJIb-
30BaHUEM TECTOBOIO KOHTpPOJS, cobecenoBanus. JlJis TEKyIIEro KOHTPOJIS OCBOEHUS AMCLMILIMHBI UC-
IIOJIB3YETCS] PEUTHUHIOBast CUCTEMA.

Bonpoce! o aucuuiiimHe BKIIIOUEHBI B TOCYJApPCTBEHHYIO MTOTOBYIO aTTECTAIMIO BBITYCKHU-
KOB.

5.1. MeToauka npuMeHeHNsl 3JIEKTPOHHOT0 00y4eHUs U JMCTAHIMOHHBIX 00Pa30BaTeIbHBIX TEXHO-
JIOTH NIPH NMPOBeIeHUHU 3aHATUI M HA ITANAX TEKYLIEero KOHTPOJIS U MPOMEKYTOYHOM aTTecTalMu
o AUCHHUIIIHHE

[IpumeneHue >7IeKTPOHHOTO 00yUYEHHUs U JTUCTAHIIMOHHBIX 00pa30BaTEIbHBIX TEXHOJIOTUH 0 JIHC-
[UIUTMHE OCYIIECTBISIETCS B COOTBETCTBUU ¢ «llopsiakom peanmszanuu 3JIEKTPOHHOTO OOYYEHHS U
JTUCTAaHIIMOHHBIX 00pa3oBaTenbHbIX TexHOJoruk B ®I'bOY BO Kuposckuiit IMY Munszapasa Poccuny,
BBeeHHBIM B nierictBre 01.11.2017, nmpuka3z Ne 476-O/1.

JluctaHIIMOHHOE 00yYeHHUE peaTn3yeTcsi B 3JICKTPOHHO-MH(OPMAIIMOHHON 00pa3oBaTeIbHOM cpe-
ne YHUBEpPCHUTETa, BKIIOYAIONIEH JJIEKTPOHHBbIE HH(OpPMAIMOHHBIE M 00pa3oBaTENbHBIE PECYpCHI,
I/IH(l)OpMaLII/IOHHI)IG U TCJIICKOMMYHHUKAIIMOHHBIC TCXHOJIOTMHU, TCXHOJIOTMYCCKHUEC CpCACTBA, U oOecrre-
YUBAIONIEH OCBOEHHE OOY4YaIOIIMMUCS MPOTrpamMMbl B MOJHOM O0BEME HE3aBHCHMO OT MECTa Haxoxie-
HUsL.

OnektponHoe oOyuenue (D0) — opranuzanus 00pa3zoBaTeNbHON NEATENBHOCTH C MPUMEHEHHEM
cojepxamieiics B 0a3ax JaHHBIX M HCIOJNB3YyeMOW IpH peaju3alid 00pa30oBaTEIbHBIX IPOrPaMM
uH(pOopMaluu U o0ecrieunBaoInX ee 00paboTKy HHOOPMALIMOHHBIX TEXHOJOTHM, TEXHUYECKUX CPE/ICTB,
a TaKxe I/IH(pOpMaHI/IOHHO-TGJ'ICKOMMYHI/IKaIII/IOHHI)IX ceTeﬁ, 066CH6‘~II/IB&I—OHH/IX nepeaavyy mo JUHUAM CBA-
3 YKa3aHHON MH(OpMAIINH, B3aUMOJICHCTBUE 00yUYaIONINXCS U TPernoaaBaTers.

Hucrtanumonnsie oopazoBatenbHbie TexHonoruu (JIOT) — oOpa3oBaTenbHbIe TEXHOJIOTUH, PEATH-
3yeMbl€ B OCHOBHOM C NpPUMEHEHUEM MH(POPMAIIMOHHO-TEIEKOMMYHHUKAIIMOHHBIX CETeil Ipu omocpeno-
BaHHOM (Ha PacCTOSHWM) B3aUMOJICHCTBUU O0YJarOIIMXCs U MpernojaBaTens. Juctanionnoe oobydeHue
—3TO 0JHa U3 popM O0yUeHUS.

[Tpu ucnonpzoBanuu D0 u JJOT kaxnapiit o0ydaronuiics o0ecrnednBaeTcst TOCTYIOM K CpefcTBaM
3JIEKTPOHHOI'0 OOYyYEHHsI U OCHOBHOMY MH(OPMALIMOHHOMY Pecypcy B oObeMe 4acoB y4eOHOIo IUIaHa,
H€06XOI[I/IMI)IX AJIs1 OCBOCHUSA IPOrpaMMBL.

B mpakTrke mpuMeHeHHs AMCTAHIIMOHHOTO OOYYEHHS 10 JAUCIUIUINHE WUCIONB3YIOTCS METOIUKU
CUHXPOHHOT'O M aCHHXPOHHOI'0 O0Y4EHUsI.

Metoanka CHHXpOHHOTO JUCTaHIIMOHHOTO 00Y4YEeHUS MpeycMaTpruBaeT oOIeHne 00yJaromerocs
U TIPEToJIaBaTelis B peKUME PealbHOro BpeMeHH — ON-line obmienue. Mcnonap3yroTes ciaenyronue TeXHo-
joruu on-line: BeOMHaph! (MM BUIEOKOHPEPEHIINN), ayTMOKOH(PEPEHIINH, YaThI.

Metoanka aCHHXPOHHOT'O JUCTaHIIMOHHOTO OOy4YeHMs NMPUMEHSETCs, KOT1a HEBO3MOXKHO 001ie-
HUE MEX]y MperojaBareieM U o0ydaroluMcsl B pealbHOM BpeMeHHM — Tak HaszbiBaeMoe off-line oOrre-
HHE, OOIEHHE B PEXHUME C OTIOXKEHHBIM OTBeTOM. Mcmomnp3yroTcs cienyromue texHonoruu off-line:
DIIEKTPOHHASI TTOYTA, PACCHIIKH, (POPYMEI.

Haubounbmas 3¢ ek THBHOCTh NpU AUCTAHIIMOHHOM OOYYE€HUH JOCTUTAETCs MPU UCTIOIb30BaHUH
CMEIIaHHBIX METOJHK JUCTAHIIMOHHOTO O0YYEHHs, IPU ATOM TOAPA3yMEBAETCs, YTO porpaMmMa o0yde-
HUS CTPOUTCS KaK U3 HJIIEMEHTOB CHHXPOHHOM, TaK M U3 2JIEMEHTOB aCHHXPOHHOW METOAMKH OOyUEHHUSI.

20



VY4eOHBIH MpolecC ¢ WCIOJb30BAaHHEM JAHCTAaHIIMOHHBIX O0pa30BaTEIbHBIX TEXHOJOTHH OCY-
IIECTBIIAETCS MIOCPEACTBOM:

— pa3MernieHus yaeOHOTO MaTepralia Ha 00pa30BaTeIbHOM CaliTe Y HUBEPCUTETA,;

— COIPOBOXKICHUS AIEKTPOHHOTO O0YUCHHUS;

— OpraHu3aIfy U MPOBEICHUS KOHCYJIBTAIMKN B pekuMe «on-line» u «off-liney;

— OpraHu3aiuy 0OpaTHOH CBSA3M C 00yJaIOIUMHUCS B pexxuMe «on-line» u «off-liney;

— o0OecrieyeHUs] METOJMYECKOW TOMOIIM OOYyYaroIIuMCsl Yepe3 B3auMOJCHCTBHE YYaCTHUKOB
y4eOHOT0 Ipolecca C HCHOJB30BAHUEM BCEX JOCTYIMHBIX COBPEMEHHBIX TEJICKOMMYHUKAIIMOHHBIX
CpPEe/CTB, OJJOOPEHHBIX JIOKATLHBIMH HOPMATHBHBIMH aKTaMH,

— OpraHM3allu CaMOCTOSTEIBHON pabOTHl O0YJarOIUXCs MyTeM O00ecleUeHus: YAaJIeHHOTO J0-
cTyna K oopa3oBarenbHbIM pecypcaM (DBC, MaTepuanaMm, pa3MelieHHbIM Ha 00pa30BaTeIIbHOM caiiTe);

— KOHTPOJISI TOCTHXKEHUS 3aIlJIAHUPOBAHHBIX PE3Y/IbTaTOB O0YyUYCHHS 1O JAUCIHUILTHHE 00yYaroIu-
MHCS B pexuMe «on-line» u «off-liney;

— UJIeHTU(UKAUY TUIYHOCTH 00YYaIOIIEroCs..

Peanuzanus nporpaMMel B 3J€KTPOHHOM (oOpMe HauMHAeTcs C MPOBEAECHUS OpPraHU3alMOHHOU
BCTPEYH C 00YJAIONMIMMHUCS TOCPEICTBOM BUICOKOH(EepeHnn (BeOHAapa).

[Tpu 3TOM IpenoaBaTenb HHPOPMUPYET 00YHAIOIIUXCSA O TEXHUUYECKHX TPeOOBaHUAX K 000py10-
BAaHUIO U KaHAJIaM CBS3U, OCYLIECTBISAET MPEABAPUTEIbHYIO MIPOBEPKY CBA3HM C O0YYaIOLUIMMMUCS, CO3/1a-
HHUE ¥ HAaCTPOWKY BeOmHapa. [IpenogaBarens Takke CBEpseT NPEeABAPUTEIBHBINA CITMCOK 00YJarOIIUXCS C
(akTHUECKH MPUCYTCTBYIOIIMMHU, UHQOPMUPYET UX O pEXUME 3aHATUH, OCOOEHHOCTAX 00pa3oBaTellb-
HOTO IIpoliecca, IpaBmiIax BHYTPEHHETO paclopsiika, rpaduke yueGHOro mporecca.

[Tocne mpoBeneHUsT YCTAaHOBOYHOI'O BeOMHapa yueOHBIN MPOLEeCC MOKET OBbITh pealn30BaH aCHUH-
XpOHHO (00y4YaroIMiicss OcBauBaeT y4eOHBII MaTepuall B 1I000€ yI0OHOE Uil HEro BpeMst M 00IIaeTcs ¢
IPEenoJiaBaTesieM C MCIOJIb30BAaHUEM CPEJICTB TEIEKOMMYHHKAIMH B PEXHME OTJIOKEHHOI'O BPEMEHH)
WIA CHHXPOHHO (TIPOBENEHHE YUYEeOHBIX MEPONPUATHI M oOmeHne 00yJaromerocs: ¢ mpenoaBareieM B
pEeKUME PeaTbHOI0 BPEMEHH).

[IpenogaBaTens caMOCTOSATEIBHO ONPEAEIIIET HOPAIOK OKa3aHUs yIeOHO-METOANYECKON TOMOIIH
00yyaroImumMmcsi, B TOM 4ucie B (hopMe MHAUBUIYAIbHBIX KOHCYJIbTALUI, OKa3bIBAEMbIX AUCTAHIIMOHHO C
UCTIOJIb30BaHUEM WH(OPMAIIMOHHBIX U TEJIEKOMMYHUKAITMOHHBIX TEXHOJIOTHH.

[Tpn nucTaHIMOHHOM OOYYEHHM BaXKHBIM AaCIEKTOM SIBJIsIeTCSI OOIIEHHE MEX1y yYacTHHKaMU
ydaeOHOro mpoliecca, o0s3aTeNbHbIe KOHCYIbTalluu mpenojaBarens. [Ipu stom oOmieHue Mexmay o0y-
YaIOLMMHKCA U TPEeNnoaBaTeieM IPOUCXOJUT yIaIeHHO, TOCPEICTBOM CPE/ICTB TEIEKOMMYHUKALIUH.

B conepxanue KOHCYIbTAIMI BXOJISAT:

— pa3bsACHEeHHE 00yJaronMcs 001Ier TexHoaoruu npuMmenerus nemenToB 0 u J1OT, nmpuemon
U CI0co00B paboThI C MPEAOCTABIECHHBIMU UM Y4€OHO-METOANYECKMMH MaTepraiaMu, IPUHIMIIOB CaMO-
OpraHu3anuyu yueOHOro npoiecca;

— COBETHl U PEKOMEHJALNU M0 U3YyYEHHIO MPOrpaMMbl JTUCIHMIIMHBI U HOATOTOBKE K IMPOMEXKY-
TOYHOM aTTECTAIHUH;

— aHaJIM3 NOCTYIMUBIINX BOIIPOCOB, OTBETHI HA BONPOCHI 00YYAIOIIUXCS;

— pa3paboTKa OTAENBHBIX PEKOMEHIAINN 110 U3YYSHHIO YacTel (pa3/ienoB, TeM) AUCIUTUIHHEL, 1O
MIOATOTOBKE K TEKYIIEH U TPOMEKYTOUHOM aTTECTALUN.

Taxke OCYIIECTBIISIOTCS WHAWBUIYAIbHBIE KOHCYJIBTAIUH OOYYAIONMXCS B XOJ€ BBITIOJHEHHUS
UMU TTUCHbMEHHBIX PaboT.

OO0s3aTebHBIM KOMIIOHEHTOM CHCTEMBI JUCTAHIIMOHHOTO OOYYeHHs MO JUCIMILIMHE SBISETCS
AIIEKTPOHHBIN yueOHO-MeTonnyeckuil koMiuieke (QYMK), KoTophlif BKIIIOYAeT AJIEKTPOHHBIE aHAIOTH
MEYaTHBIX Y4eOHBIX M3AaHMN (y4eOHHKOB), CAMOCTOSITENIbHBIE JJIEKTPOHHBIC yueOHbIe m3naHus (y4eo-
HUKH), TUTAKTAYECKUE MAaTEepUaNbl TSl IOATOTOBKH K 3aHITHSAM, TEKYIIEMY KOHTPOIO U TPOMEXYTOU-
HOW aTTecTaluu, ayJuo- U BUAEOMATEpHaibl, JPyrue CHelHaTu3upOBAaHHbIE KOMIIOHEHTHI (TEKCTOBBIE,
3BYKOBbIe, MyibTUMenuiiHpie). DYMK oOecneunBaeT B COOTBETCTBUU C MPOTrpaMMON OpraHU3alUIO
00y4YeHHsI, CAMOCTOSITENIbHON pabOThl 00yHarOIUXCs, TPEHUHTH ITyTeM MPEeA0CTaBICHHS 00yJaroUMCs
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HEOOXOIMMBIX YYEOHBIX MaTEpPHAJIOB, CICIHMAIBHO pPa3pabOTAaHHBIX ISl PEATH3ALUHN SJIEKTPOHHOTO
o0yueHust, KOHTpoJb 3HaHUi. DYMK pasmermmiaercst B 3JIeKTpOHHO-OMOIMOTEYHBIX CUCTEMaxX U Ha o0pa-
30BaTEILHOM CaTe Y HUBEPCUTETA.

Hcnonb3yembie Bubl yaeOHOM paboThl o Aucuuiinde npu npumenernnu 30 u JIOT:

Ne | Buowi sausmuti/ Buowl yuebnoii pabomwr obyuarowuxcs

n/n pabom Koumaxmmnas paboma Camocmosamenvhas paboma
(on-line u off-line)

1 Jlekun - BeO-nexkumu (BeOMHAphI) | - paboTa C apXUBaMHU MTPOBEICHHBIX 3aHATHI

- CeMUHapBI-POPYMBI
- BEO-TPCHHUHTH

- BUJICOJICKIINH - paboTa ¢ OOPHBIMU KOHCIIEKTaMH JICKIUI
- JICKLIUU-TIPE3CHTALIUN - BBIIIOJIHEHUE KOHTPOJIbHBIX 33JaHUI
2 [TpakTuyeckue, - BUJICOKOH(EPEHINH - paboTa ¢ apXx1BaMH NPOBEICHHBIX 3aHATHI
CEeMHMHApCKHe 3a- | - BeOMHAPHI - CaMOCTOSITENIbHOE M3Y4YeHHE Y4eOHBIX U Me-
HATHS - CEMHHApHI B yare TOAMYECKUX MaTepUaIoB
- BUJICOJOKJIIA b - pellieHre TEeCTOBBIX 3aJlaHUil U CUTYallMOH-

HBIX 3a1a4
- pa60Ta 10 TIJIaHaM 3aHSITHM

(rpynmnoBsle U UH-
JMBHIyalIbHbIC)

- BEO-KOHCYJIbTAIllUU
- KOHCYJIbTAI[MH B YaTe

- BUJCO3auTa pa60T - CaMOCTOSTEIILHOC BBIIIOJHCHHE 3aJaHUM U
OTIIpaBKa UX Ha IMPOBEPKY MPECIIOAaBaTCIIIO
= BBIIIOJTHCHUEC TCMATUYCCKUX pe(bepaTOB
3 KOHCYJ’ILTaHI/II/I - BUACOKOHCYJIbTalluN - KOHCYJ’ILT&HI/II/I'(bOp}/MBI (I/IJ'II/I KOHCYJIbTallUU

B UaTe)
- KOHCYJIBTAIIMH TTOCPEACTBOM 00pa3oBaTelib-

HOT'O caiita
- paboTa ¢ apXuBaMH MMPOBEACHHBIX 3aHATHUN

4 KOHTpOJ'ILHLIe, - BUACO3allIUThI BBIIIOJI-

IIPOBCPOYHELIC, HCHHBIX pa60T (rpynr[o- - CAMOCTOATCIIBHOC HU3YUCHUC y‘IC6HBIX n M¢E-
CaMOCTOATCIIbHBIC BbIC U I/IHI[I/IBI/II[yaJII)HLIG) TOANYCCKUX MATCPUAIOB
pa6OTLI. - TCCTUPOBAHUC - pCIICHUC TCCTOBBLIX BaﬂaHI/Iﬁ U CUTyalluOH-

HBIX 3aJ1a4
- BBIMTOJTHEHUE KOHTPOJIbHBIX / IPOBEPOY-
HBIX / CAMOCTOSITEIbHBIX padOT

[lpu peanu3zanuu NpPOrpaMMbl WIIM €€ YacTeld C NPUMEHEHHEM JJIEKTPOHHOTO OOYYeHHs W
JMCTAaHIIMOHHBIX TEXHOJIOTHH Kadeapa BeIeT ydeT U XpaHCHHE Pe3yIbTaTOB OCBOCHUS OOYYarOIIUMHUCS
TUCHUIIIIMHBI Ha OyMa)XHOM HocutTesnie W (WiIHM) B DJIEKTpOHHO-IMppoBoil popme (Ha oOpazoBaTeITbHOM
caiite, B cucteme INDIGO).

Tekymmit KOHTPOJIb YCIIEBAEMOCTH U IPOMEXKYTOUHASI aTTeCTals 00yJarOIUXCs 0 y4eOHO# auc-
numnae ¢ npumenerreM D0 u JIOT ocymecTBisiercs: mocpeacTBoM cobecenoBanus (on-line), KOMITbIO-
TEPHOTO TECTUPOBAHHUS HJIH BBIMOJIHEHHUS MMChbMEHHBIX paboT (on-line wiu off-line).

Pa3nesn 6. Meroanyeckue ykazanus Ajs 00y4aromuxcs 10 0CBOCHHUIO M CUMIIMHBI (MoayJis1) (mMpH-
JIOKeHHe A)

N3ydyeHue TUCHUIUIMHBI cleAyeT HauMHATh C MPOpabOTKHU JaHHOW pabodeil mporpaMMbl, METO-
JMYECKUX YKa3aHUH, MPOMHCAHHBIX B IMporpamme, 0co00oe BHUMaHUE YAETseTCs LesM, 3a1a4aM, CTPYK-
Typ€ U COAEPKAHUIO TUCLIUIUINHEL.

YcnenHoe U3y4eHHue JUCHMILIMHBI TpeOyeT OT 00yYarolmuxcs MOCEIIEeHHs JIeKIMH, aKTUBHON
paboThl Ha MPAKTUYECKUX 3aHATHIX, BBHIIOJHEHHS BCeX Y4EOHBIX 3a/laHUl IpernojaBaTelis, 03HaKoMIIe-
HUS ¢ 0a30BBIMM y4eOHUKAMH, OCHOBHOM M JOMOJIHUTENBHOM JuTepaTypoil. JIeKIuu UMEIT B OCHOBHOM
0030pHBIA XapakTep M HalEJIEeHbl Ha OCBEIlleHHWE Haubosiee TPYAHBIX BOIPOCOB, a TaKXKe MPU3BAHbBI
CrocoOCTBOBaTh (POPMUPOBAHUIO HABBIKOB PabOTHI C HAy4HOH JuTeparypoil. Ilpeanonaraercs, 4ro o0y-
yaromyecs NPUXOIAT Ha JIEKLUHU, IPEeIBAPUTEIbHO MPOpadoTaB COOTBETCTBYIOLIUN yueOHBIH MaTepHal
10 UCTOYHUKAM, PEKOMEHYEMBIM POTrPaMMOH.
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OCHOBHBIM METOOM O0Y4EHHUs SIBISETCA CaMOCTOATENbHas paboTa CTYIEHTOB ¢ y4eOHO-METO-
JUYECKUMU MaTepuajgaMu, Hay4HOH JMreparypoii, larepuer-pecypcamu.

IIpaBunbHas opraHu3alsl CaMOCTOATENbHBIX YUEOHBIX 3aHATUH, UX CUCTEMaTHYHOCTh, LIEJIECO-
o0pa3Ho€ MJIaHUPOBAaHUE PAOOYEro BPEMEHHU MO3BOJIAIOT 00yJarolMMCs pa3BUBaTh YMEHHUS U HAaBBIKU B
YCBOEHHMHM U CUCTEMaTH3alluy IPUOOpeTaeMbIX 3HaHUH, 00ecIieunBaTh BEICOKUI YPOBEHb YCIIEBAEMOCTH B
nepuoJi 00y4eHus, MOIYYUTh HABBIKHU MOBBIIICHUS TPOPECCHOHATHHOTO YPOBHSI.

OcHoBHOM (hOpMOI NTPOMEKYTOUHOTO KOHTPOJISI U OLIEHKHU pe3ysibTaTOB OOY4EeHHUs IO JHcC-
LUIUIMHE sBIsieTcs 3adeT. Ha 3auere oOyuaroluecs I0JKHBI IPOJEMOHCTPUPOBATH HE TOJIBKO TEOPETH-
YECKUE 3HAHUS, HO U NIPAKTUYECKUE HABBIKY, IIOJIyYEHHBIC HA IPAKTHYECKUX 3aHATHAX.

[TocTrosiHHAsE aKTMBHOCTb Ha 3aHATHSX, TOTOBHOCTh CTaBHTb M OOCYXJaTh aKTyaJbHbIE IPO-
0J1eMbl IUCIUIUIMHBI - 3aJI0T YCIIENIHON paboThl U MOJIOKUTEIBHON OLEHKH.

[TonpoOHbIE METOANYECKNE YKA3aHUS K MPAKTUYECKUM 3aHITHUSIM U BHEAYAUTOPHON CaMOCTOSI-
TEJIBHOM padoTe Mo KaX10M TeMe AUCLUIUIMHBI IPEJCTABICHbI B IPUIIOKEHUU A.

Paznen 7. OueHo4Hble cpeACTBa A5 NIPOBEIeHUs TEKYILIero KOHTPOJIsS M IPOMEeKYTOYHOM aTTecTa -
UM 00YYAIOIIUXCSH M0 JUCHMILUIHHE (MOXYJI0) (mMpuJio:keHue b)

OneHouyHble cpeicTBa — KOMIUIEKT METOJWYECKUX MaTepUualioB, HOPMHUPYIOLIUX MPOLEAYpPbI
OLICHUBAHMSI PE3yJIbTaTOB OOYUYECHHS, T.€. YCTAHOBIICHHUS COOTBETCTBHS YYEOHBIX JOCTHIKCHHN 3aIlIaHU-
pPOBaHHBIM pe3yJbTaTaM 00y4deHHs U TpeOOBaHUAM 00pa30BaTeNbHOI MporpamMMbl, paboyeil mporpaMmbl
JUCLUIIINHBIL.

OC kak cucTeMa OLIEHUBAHUS COCTOUT U3 CIEAYIOIINX YaCcTEH:

1. TlepeuHs KOMIETEHIUI C yKa3aHHEM HTANoOB X (JOPMHPOBAHUS B TIPOIIECCE OCBOCHUS 00pa-
30BaTEJIbHON IPOTPaMMBl.

2. Tloxa3zaTeneil u KpUTEPHUIl OIICHUBAHUS KOMIIETEHIIMI Ha Pa3IMYHBIX 3Tanax ux (opMupoBa-
HUS, ONIMCAHUE IIKAJ OLIEHUBAHUS.

3. TUMOBBIX KOHTPOJILHBIX 3aJJaHIH U HHBIX MaTEPUAJIOB.

4. MeToauuecKkux MaTepuasoB, ONPEIESIONIMX IMPOLEAYphl OLIEHUBAHMS 3HAHUM, yMEHHI,
HaBBIKOB U (WJIM) OMBITa NMPO()ECCHOHAIBHON NEATEIbHOCTH, XapaKTePU3YIOIIUX ATAIbl (POPMHPOBAHUS
KOMIIETEHIIUIA.

OneHoyHble CPEACTBA JJIsl IPOBEACHUS TEKYIIETO KOHTPOJIS U MPOMEKYTOUHON aTTeCTalluyu 1O
JUCLIUIUINHE TIPECTABIIEHBI B IPUIIOKEHUH b.

Paznen 8. OcodennocTu yqeﬁno-MeTonnqecm)ro o0ecneyeHu 06pa3OBaTean0r0 npomecca 1mo auc-
MUIIJIHHE NJI1 THBAJIU/I0B H JIMIl ¢ OrPAaHUYICHHBIMHA BO3MOKHOCTAMM 310POBbS

8.1. BbiOop MeT0/10B 00y4eHus

Bo160p MeTo10B 00yueHHUs OCYIECTBIISIETCS, UCXO/I U3 UX JAOCTYIHOCTH /ISl MHBAJIUIOB U JIUI] C
OTPaHUYEHHBIMU BO3MOXXHOCTSMHU 3/J0POBBSI.

Br100op MeTo10B 00yUeHHS ONpeeNnsieTcs coiepKaHueM 00y4deHus, ypoBHEM MpodecCuoHaTIbHOM
HOJArOTOBKM TE€JaroroB, METOJUYECKOr0 M MaTepUalbHO-TEXHMUYECKOrOo 00OecreueHHs, 0COOEHHOCTIMU
BOCIIPUATHS Y4eOHOW HMHpOpMaMK OOYYAOMIMXCI-UHBATUAOB M OOYYAIOMIMXCS C OTpaHUuYCHHBIMU
BO3MOXHOCTSIMM 3710pOBbsi. B 00pa3oBaTeNbHOM Mpoliecce HCIONb3YIOTCS COLMAIbHO-aKTUBHBIE U
pedIieKCUBHBIE METO/bl 00YYEHHMsI, TEXHOJIOTUU COIMOKYJIbTYPHON peabMIUTAIlMK C LENbI0 OKa3aHWs
MOMOIIIM B YCTAHOBJICHUH TTOJIHOLIEHHBIX MEXIUYHOCTHBIX OTHOIICHUH C APYrUMH OOydYaroIIUMUCS, CO-
3JTaHUU KOM(POPTHOTO MCUXOJIOTMUECKOr0 KJIMMaTa B Irpyre.

B ocBoeHNM QUCHUIUIMHBI UHBAIMAAMHU M JIUIIAMU C OTPAHUYCHHBIMUA BO3MOXHOCTSIMU 3/I0OPOBbS
OosbIIOe 3HaYeHHE MMeeT MHAuBHAYyallbHas padota. [loag uHIMBHUIYanbHOM paboOTON MoApazyMeBaIOTCs
nBe GOpMBI B3aUMOJICHCTBHUS € MperoiaBaTeNieM: HHIUBUAyadbHas yueOHast paboTa (KOHCYJIbTAIMH), T.€.
JIOTIOTHUTEIbHOE pa3bsiCHEHHE Y4eOHOro maTepuana U yriyOJeHHOe M3ydeHHe MarepHaia ¢ TeMu o0y-
YaIOLMMHCS, KOTOPbIE B 3TOM 3aUHTEPECOBaHbI, U HHAMBUyalbHasl BOocUTaTeabHast padota. MuauBumy-
aJIbHbIE KOHCYJIbTALlUU 10 MPEAMETY SIBJISIOTCS BaKHBIM (PaKTOPOM, CIIOCOOCTBYIOIIUM MHAMBHAyalIn3a-
UM O0Y4eHHUS M YCTAaHOBJIEHUIO BOCIIUTATEIBHOIO KOHTAKTa MEXIY IperojaBaTesieM U 00ydarolumces
MHBAJINIOM WM 00Y4YaIOLUIMMCS C OTPAaHUYEHHBIMH BO3MOXKHOCTSMH 3/I0POBBSI.
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8.2. ObecneyeHne 00y4arOLUXCsl HHBAJIUAOB M JIMI C OTPAHUYEHHBIMH BO3MOKHOCTSIMH 310POBbSI
NeYaTHHIMH U JIEKTPOHHBIMH 00pa30BaTe/IbHBIMH pecypcaMu B (opmax, aJanTHPOBAHHBIX K
OrpaHMYEHUSAM HX 3/10POBbS

[ToxgOop u pazpaboTka y4eOHBIX MaTEpUaIOB IPOU3BOAITCS C YIETOM TOTO, YTOOBI ITPEIOCTABIATh
3TOT MaTepUal B pa3IMyHbIX POpPMAax TaK, YTOOBI MHBAIUIBI C HAPYIICHUSAMH CITyXa MOIy4ain nHdopma-
IO BU3YaJbHO, C HAPYUICHUSIMH 3PEHUS — ayJHajIbHO (HApHMEp, C MCHOIb30BAaHUEM IPOrpaMM-CHH-
TE3aTOPOB PEYH) WU C MOMOIIBIO TU(DIOMH(DOPMAITMOHHBIX YCTPOUCTB.

Y4ueOHO-METOJMUECKHE MaTepHalbl, B TOM YHUCIE JUISI CaMOCTOSTEIbHOM paboThl 0OydJarommxcs
U3 YUCIIa WHBAINIOB M JIUI] C OTPAaHUYEHHBIMU BO3MOYKHOCTSIMH 37I0POBbSI, IPEJOCTABIIAIOTCS B (OpMax,
aIaTHPOBAHHBIX K OTPAaHMUYCHUSM HMX 3JI0POBbS M BOCHPUATHS HH(POpMAUH:

Kamezopuu ooyuarowguxcsa Dopmui
C HapymieHueM ciryxa - B IedaTHOU opme
- B (hopMe 251eKTPOHHOr0 TOKYMEHTa
C HapymeHueM 3peHus - B [Ie4aTHOHM (popMe yBETUICHHBIM MIPH(TOM

- B (hopMe AIIeKTPOHHOTO TOKYMEHTa

- B hopme ayanodaiina

C orpaHnueHueM JABUTATENHHBIX (DyHKIINI - B IedaTHOU opme

- B (hopMe AIIeKTPOHHOTO TOKYMEHTa

- B hopMme ayanodaiina

JlaHHBIH TepeueHb MOXKET ObITh KOHKPETH3UPOBAH B 3aBHCHMOCTH OT KOHTUHTCHTA 00YJYarOIIUXCS.

8.3. IlpoBeeHue TeKylIero KOHTPOJISA U MPOMEKYTOUYHOMH aTTeCTALMM € YYeTOM 0CO0eHHOCTel HO-
30JI0TM i MHBAJM/IOB M JIUI C OTPAHUYEHHBIMHM BO3MOKHOCTSIMH 3/10POBbS

Jlis ocyiiecTBiIeHHs IPOLEAYyp TEKYLIEro KOHTPOJISI YCIIEBAEMOCTH U NMPOMEKYTOUYHOW aTTecTa-
MU 00YYaIOIIUXCsl CO3/IaHbl OLICHOYHBIE CPEJICTBA, aJalTUPOBAHHBIC JUISI MHBAIUIOB U JIUI] C OTPaHU-
YEHHBIMH BO3MOKHOCTSIMHM 3JI0pPOBbS U IO3BOJISIIOIIME OLIEHUTH JOCTM)KEHME UMH 3aIUIaHHPOBAHHBIX
pe3ynbTaToB OOy4YeHUss W YpOBEHb CGHOPMHUPOBAHHOCTH KOMIIETCHLMH, MPEIyCMOTPEHHBIX pabouyeii
IPOrpamMMON TUCIHUIUIAHEI.

®opma MpoBeIeHUs] TEKYIIEro KOHTPOJIS U MPOMEKYTOYHON aTTeCcTallly Uil 00ydJaroluxcs -uH-
BaJMJIOB YCTAHABIMBAETCA C YYETOM HHAMBHUIYAJIbHBIX MCUXO(U3NUECKUX OcoOeHHOCcTeH (YCTHO,
NUCbMEHHO Ha Oymare, MMCbMEHHO Ha KOMIbIOTEpe, B (popMe TecTupoBaHus U T.1.). [Ipu HeoOXxoanmo-
CTH 00ydaroleMycsi-MHBAJIMY NPEAOCTaBIsETCS JAOMOJIHUTEIbHOE BpeMs ISl MOATOTOBKM OTBETa Ha
JTane NpOMEKyTOUHOUM aTTeCTaluu.

s oOyyarommxcsi ¢ OrpaHUYE€HHBIMH BO3MOKHOCTSIMHM 3[IOPOBBSI TIPEAYCMOTPEHBI CIEAYIOLINE
OLICHOYHBIE CPEACTBA:

Kamezopuu ooyuarowuxca Buowt ouenounvix cpeocme Dopmvr  KOHmMPONA U OYEHKU
pe3ynvmanmos o0yueHus

C Hapy1eHueM cilyxa Tect MIPEUMYIIIECTBEHHO NMChMEHHAS
NpOBEpKa

C HapylIeHHEeM 3peHHUs ColGecenoBanue MPEUMYIIECTBEHHO YCTHasl NMPOBEPKa
(MHAMBHIYaAJIbHO)

C orpaHuueHNEM JBUraTeIbHbIX | PELICHWE NUCTAHIMOHHBIX T€- | OpraHU3allMs KOHTPOJSA C IIOMOLIbIO

(dbyHKIUH CTOB, KOHTPOJIHBIE BOIIPOCHI anektpoHHot  obomoukn  MOODLE,
MUCbMEHHAs MPOBEpKa

8.4. MaTepuajibHO-TEXHHYECKOE o0ecTieueHne 00pa30BaTeIbHOTO Mpouecca 1J1si HHBAJIUI0B U JIN
€ OTPAHMYCHHBIMH BO3MOKHOCTSIMH 310POBbS

1) mns weBanuoB ¥ smi ¢ OB3 1o 3peHu:o:

- obecreueHue J0CTyna oOydyaromierocs, SABISIONIETOCs CIENbIM U UCHOJb3YIOLIEro codaKy-
MOBOJIBIPS, K 3/TaHUI0 Y HUBEPCUTETA;

- IPUCYTCTBUE aCCUCTEHTA, OKA3bIBAIOIIETO 00YJaroIEeMycsi HEOOXOAMMYIO TOMOIIIb;

- HaJTM4Ke aTbTePHATUBHON Bepcur o(pHUIIMATBLHOTO caiiTa YHUBEpcUTeTa B ceT «HTepHET» I
00y4aroIuXxcsl, SBJISIOMUXCS CIENbIMUA WIH CIa00BUISIINMY;
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- pa3MeleHne ayIuTOPHBIX 3aHATUI MPEUMYIIECTBEHHO B ayIUTOPUSAX, PACIIONOKEHHBIX Ha Mep-
BBIX 3Ta)KaX KOPITYCOB Y HUBEPCUTETA;

- pa3MelIeHne B JOCTYIHBIX i1 0Oydaroluxcsl, SBISIOUIMXCS CIACTBIMU WM CJIa0OBUIAIIUMU,
MECTaxX U B aJJaiTUPOBAHHON (popme (C y4eToM MX 0COOBIX MOTpeOHOCTEH) CIIpaBOYHOM WH(OPMALIUU O
pacnucaHuy y4yeOHbBIX 3aHITHI, KOTOpas BBINOJHAETCS KPYIHBIM pelbe(HO-KOHTPACTHBIM IIPUPTOM Ha
6enoM win xentoM Qoue u xyomupyercs mpudrom bpaitns;

- IPEIOCTaBIIEHUE JOCTYyNa K y4eOHO-METOJUYECKMM MaTepuaiaM, BBIIOJHEHHBIM B allbT€pHA-
TUBHBIX (popMaTax MeyaTHBIX MaTepPHaIOB WIK ayJu0o(haiiios;

- HaJM4Yue DIJIEKTPOHHBIX JIyI, BUJCOYBEIMUYUTENCH, MPOrpaMM HEBU3YyaJIbHOIO JOCTyMa K
uHpOpMaLIUU, TPOTPaAMM-CHHTE3aTOPOB PEUM M JPYTHX TEXHHYECKHUX CPEACTB NpHeMa-Tiepenadn y4eo-
HOM HH(OpMAaLIMK B JOCTYMHBIX IS 00YYarOMIMUXCS C HApYLICHUSIMU 3peHus (popmax;

- IPEIOCTABIIEHUE BO3MOKHOCTH IPOXOKJIEHHUS MPOMEKYTOYHONH aTTECTALlMU C IPUMEHEHUEM
CHEIHAIbHBIX CPEJCTB.

2) s maBanuaoB u il ¢ OB3 mo ciyxy:

- IPUCYTCTBUE CYypAONEPEBOTUMKA (IPH HEOOXOIUMOCTH ), OKa3bIBAIOLIET0 00yyaromeMycs Heoo-
XOJIUMYIO TIOMOIIb TIPU MIPOBEJICHUU ayJIUTOPHBIX 3aHATHI, IPOXOKICHUH TPOMEXKYTOUHOM aTTecTaluy;

- nyOnrpoBaHUe 3BYKOBOM CIIPABOYHOM MH(GOpPMAIMU O PACHHCAHUU YUYCOHBIX 3aHSATHI BU3Yallb-
HOM (ycTaHOBKa MOHMTOPOB C BO3MOKHOCTbIO TPAHCIIALIUU CYyOTUTPOB);

- HaJu4ue 3BYKOYCWIMBAIOIICH ammapaTypbl, MYJIbTUMEIUWHBIX CPEACTB, KOMIIBIOTEPHON TeX-
HUKH, ayAUOTEXHUKH (aKyCTUUYECKHE YCUJIUTEIH U KOJIOHKU), BUACOTEXHUKH (MYJIbTUMEIUNHBIN MPOEK-
TOp, TENIEBU30D), HIEKTPOHHAS IOCKA, TOKYMEHT-KaMepa, MyJIbTUMEIUITHAs cUcTeMa, BUIeOMaTepralbl.

3) mas maBaIUI0B 1 ki ¢ OB3, MMEIONUX OrpaHUYeHUS IBUTATEIbHBIX (DYHKITHIA:

- obecrnieueHrne qocTymna O0y4aromierocsi, MMEIIero HapyluIeHUsl OMOPHO-ABUTaTEIbHOIO arma-
para, B 3JaHHE Y HUBEPCHUTETA,

- OpraHuzalvs MPOBEACHUS AyAUTOPHBIX 3aHSATUI B ayAUTOPUSX, PACIIOIOKEHHBIX TOJIBKO Ha
NEPBBIX 3TaXaX KOPILYCOB Y HUBEPCUTETA;

- pa3MelIieHue B JOCTYIHBIX JJIs 00y4YaromuXcs, HIMEIOIIUX HAPYIICHUS OMOPHO-ABUTaTEIbHOTO
anmapara, MecTax ¥ B aJanTHPOBaHHOW (opMe (C y4eTOM HX OCOOBIX TOTPEOHOCTEH) CIpPaBOYHOU
uH(pOpMallMM O pACHUCAaHMM Y4YEOHBIX 3aHATUH, KOTOpas pacrojlaraercsi Ha ypOBHE, YIOOHOM IS
BOCHIPUATHS TAKOTO 00y4aroLIerocs;

- IPUCYTCTBHE ACCHCTEHTA, OKa3bIBAIOLIETr0 00ydJaroneMycsi HeOOXOJUMYIO TIOMOIIb IPU MPOBe-
JIEHUU ayIUTOPHBIX 3aHITHH, MPOXO0KICHUH MPOMEKYTOYHOM aTTECTAlIUH;

- HaJU4he KOMIBIOTEPHOW TEXHUKH, aJalTUPOBAHHOW [JI1 HWHBAJIUIOB CO CHEIHAIbHBIM
MPOrpaMMHBIM 00ecrieYeHHeM, allbTePHATUBHBIX YCTPOUCTB BBOAA MHGOPMAIIUU U APYTUX TEXHUUYECKUX
CpPEeACTB TpHueMa-Tiepenauyn ydyeOHOW HHGOpPMAIMK B JOCTYIMHBIX IS OOYYarOUIUXCS C HApYIICHUSMHU
OTIOPHO-ABUTAaTEIHHOTO anmnapara ¢popMmax;

4)_nns wHBanuaoB U auil ¢ OB3 ¢ ApyruMu HapyIIEHUSIMHU WK CO CIOKHBIMHE JieheKTaMH - Ompe-
JIeseTCsl UHAUBUIYANIbHO, C YYETOM MEeIUIMHCKUX Nokazanuil u UTTPA.
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JlomosiHeHsI U MI3MEHEHUsI B pa0doyeil mporpaMmme yueOHO# JUCIUIIIMHBI

«MeIHUHMHCKAS TEHETHKA»
Crermansaocth 31.05.02 IMemuatpus (PIOC 3++)

Hanpasnennocts (nmpoduis) Heauatpus

®opma 00ydeHMs OUHas

Kadenpa _buomnorumn

Astop (b1) _Konenaera E.B. Ko3ponun B.A.

Ha 2025 / 2026 yueOHbIii o1 B pab04yIo IpOorpaMMy BHOCSTCS CIEAYIOIINE JOMOTHEHUS 1 H3MCHEHMS:

1. [Tynkt 4.1 «IlepeyeHb OCHOBHOM M IOTIOJTHUTEJIbLHOM JIUTEPATYPbl, HE00X0IMMOIi 1JIs1 0CBOEHUSI
AUCHUIINHBI (MOAYJIs1)» U3MEHUTH U YUTATh B CIECTYIOIIEH PEIAKLIUN:
4.1.1. OcHoBHas aUTEpaTypa

Ne I'ox, mecto Kon-so
HaumenoBanue Astop (bI) ’ 3K3EeMILISIPOB B Hamuuue B ObC
w/n 3 AaHA oubnroTexe
1 2 3 4 5 6
1 | KnuHanueckas reHeTHUKa: Boukop H.IT.u | M.: I'DOTAP- 30 + 9BbC «KoncynbTant
y4eOHUK JUIs BY30B. Ap. Menua, 2018, CTYJIEHTa
2 | Knuanyeckas reHeTuka BoukoH.I1.u | I'DOTAP- + 9BbC «KoncynbTant
[DnexTpoHHBIN yUeOHHK ] ap. Menmua, 2023 CTYICHTa»
YUeOHUK
4.1.2. JlonoJIHUTEIbHAS JINTEpATypa
No Kon-Bo
1'[/1_'[ Haumenosanue ABTOp (BI) I'on, MecTo m3ganms | sx3emiusipoB | Hanmaue B ObC
B OnbIoTEKe
1 2 3 4 5 6
1 | IpenaranbHas TMarHOCTHKA Koszsonnn B.A., Kupos: 2011.-88 c., 50 + ObC
HacJeJCTBEHHBIX 3a00ieBanuii 1 | Kockix A.A., WL Kupogckoro
BpPOKJICHHBIX IOPOKOB pa3putus: | Ponuna H.E. My
yueOHOe Tiocobue
2 | OOmias TeHeTHKA U TeHETHKA E.B. Konenaena, Kupos, 2016. — 69 40 + ObC
4enoBeKa: yaeOHoe mocooue H.E. Ponuna. C. Kupogckoro
™My
3 | Knmunuyeckas reHeTHKa. I'.P. MytoBuH M.: ID0TAP- + OBbC
I'enomuka u nporeomMuxa Menwma, 2010. - 832 «KoHcynbTaHTt
HaCJIEICTBEHHOM MaTOJIOTHH C.: WL CTyIEHTa»
[DnexTpoHHBIH pecypc]: yaeOHoe
nocooue
4 | MonekynspHas Oouonorus: Yue0. | Mymikambapos M.:. MUA, 2016 - 25 -
[Tocobue JUTST crynentoB | HH., Kysnenos | ¢.85-117.8
MEJI.By30B CJL ME/I.By30B; M.:
MUA, 2016 - c.85-
117.
5 | I'eneTnka B KIIMHUYECKON B.H.TopOynosa, | CII6.: Cnewur, 5 -
MIPAKTHKE: PYKOBOJICTBO JIJIS M.A. 2015.
Bpauei Kopxenesckas
6 | Pabouas rerpanps no qucimmviae | E.B. Konenaesa, Kupos: ®I'bOY BO 5 + OBC
«MeaunnHCKas TeHETHKay. 10.H.Onyuuna, Kuposckuit ITMY Kuposckoro
UYactb 1: yueOHO-MeTOINYECKOE B.A Ko3BoHUH, Munzapasa Poccun, My
nocobue. E.B.Crapkoga, 2021
A.A.bepecHeBa
7 | Pabouas Terpanp o mucrmmuinHe | E.B. Konenaena, Kupos: ®I'6OY BO 5 + OBC
«MenuurHCcKasi TeHETHKAY. 10.H.Onyuuna, Kuposckuit IMY Kuposckoro
Yacthp 2: yueOHO-METOINYECKOE B.A.Ko3BoHUH, Munsapasa Poccun, MY
mocoOue. E.B.Crapkoga, 2021.
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| | A.A.bepecuesa | | |

2. B nynkre 4.4. «llepeyeHb MH(POPMALMOHHBIX TEXHOJOTHii, HCMOJb3yeMbIX AJS OCYLIECTBJIEHHUS
o0pa30oBaTeJbLHOr0 MpoLecca MO0 JAUCHUIIMHE (MOAYJI0), MPOrpaMMHOr0 olecne4yeHUs M
HH()OPMANMOHHO-CIIPABOYHBIX CHCTEM»:

1. 7. \3BMEHUTD U YUTATh B CICIYIOMIECH PeIaKIIiH:

7. Horosop AntuBupyc Kaspersky Endpoint Security nns 6uzneca — Crangaptaeiii Russian Edition. 150-249
Node 1 year Educational Renewal License, cpok ucrnonb3oBanus ¢ 11.08.2025 mo 09.09.2026 r., HOMEp
munen3un 2B1E-250808-154818-2-497-4841

3. [Iynkt «4.5. Onucanne MaTepUaJIbHO-TEXHHYECKOH 0a3bl, HEOOXOAUMOI ISl OCyIIeCTBJIEeHHs
00pa30BaTeIbLHOIO NMPoIecca Mo AUCHUILINHE (MOIYJIK0)» U3MEHUTh U YUTATh B CIEAYIOLIEH peAaKIUu:
B nporiecce npenogaBanus IUCHUILUIMHBI (MOJYJIs) UCIIOJIB3YIOTCS CIAEAYIONIUE ClIelUaIbHble TOMEIIECHUS:

HanmenoBanwne Homep xabunera, anpec O6opynoBaHue, TEXHHUECKUE CPEACTBA 00yUeHUS,
CTICIMATI3UPOBAHHBIX pa3MeICHHBIC B CTICIHATN3HPOBAHHBIX TOMEIICHHIX
MIOMEIICHHI
yuebnote ayoumopuu | Ne 803,819 2. Kupos, ya. CrieruasbHbIe MTOMEIIICHHSI YKOMIUIEKTOBAHBI
07151 npo8eoeHUs Bnaoumupcras, 112 (3 kopnyc) | crielMain3upOBaHHOW MeOENIbI0 W TEXHUYCCKHMH
3aHAMULL TEKYUOHHOO cpencTBaMu o0y4eHus, CITYKaIUMH TSt
muna npecTaBiIeHUs] y4eOHOH uHpopManuu OONbIION
ayIUTOPUH.
yuebHvle ayoumopuu | Ne 602,604,608 2. Kupos, yn. CnennaJn3upoBaHHas yueOHasi MeOesIb B yucOHOM
0J1s1 NPOBeOeHUs. Braoumupckas, 112 (3 kopnyc) | aynutopusx: 602, 604, 608 (cTon u cTyn
3aHAMUL MIPEeToiaBaTesl, CTOJbI co ckameiikamu (20mT.) B
CEMUHAPCKO20 MUna Ka)XJIOH ayTUTOPHH ), UHPOPMALTUOHHO-MEJIOBas JOCKA,

mkad 11 XpaHeHHS MUKPOCKOIIOB, MHKPOCKOITBI
MBP-1 (15 mrt.)
KomnbroTtep ¢ BeixogoM B IHTEpHET.

yuebHvle ayoumopuu | Ne 602,604,608 2. Kupos, yn. Cnennajau3upoBaHHasl yueOHasi MedeJIb B yueOHBIX
0151 NPOBeOeHUs. Braoumupckas, 112 (3 kopnyc) | aynutopusx: 602, 604, 608 (cTon u cTyn

2PYNNosuIX U MIperoAaBaTes, CTOMBI co ckaMmelikamu (20mT.) B
UHOUBUOYATILHBIX KKIOU ayTUTOPHH)), THHOPMAITHOHHO-MEIOBAs
KOHCYTbmayuil J0CKa, IKad 11 XpaHEHHsI MUKPOCKOTIOB,

mukpockorsl MBP-1 (15 mr.)
Kommsrorep ¢ BoIx0710M B MIHTEpHET.

yuebnoie ayoumopuu | Ne 604 2. Kupos, yn. Cneuuanu3upoBaHHas yyeOHasi Me0eJib B yIeOHBIX

07151 nPo8eOeHUs Braoumupcras, 112 (3 kopnyc) | aynuropusix: 604 (cToJ U CTyII IperogaBatesisi, CTOJbI

mexyuieco KOonmpos co ckaMmeiikamu (20mIT.) B KaX/10i ayAUTOpUN)),

U NPOMEICYMOYHOU UHQOPMAIIOHHO-MEN0BAas JIOCKa, MKaQ /I XpaHSHHUS

ammecmayuu MHUKPOCKOMOB, MUKpockornsl MbP-1 (15 mrT.)
KomnbroTep ¢ Beixogom B IHTEpHET.

nomeujeHus 01 Ne 601 2. Kupos, ya. Mukpockonbl: «Mukmen-1» ¢ noaceerkoii 20 mt., 1

CamMocmosamenbHou Braoumupcras, 112 (3 kopnyc) | nocka, 8 cronos, 12 crynbes

pabombl Yumanvnuiii 3a1 bubauomexu Kommnerorep ¢ Beixogom B IHTEpHET.

2. Kupoe, yn. Braoumupckas,
137 (1 kopnyc)

[Tomemienuss A camMOCTOSITENTbHOW pPabOTHl OOYYarOIIMXCs OCHAILICHbl KOMIIBIOTEPHON TEXHUKON ¢
BO3MOXHOCTBIO HOAKIIOUEHHS K ceTH "MHTepHeT" u o0ecnedeHbl 10CTyIOM B 3JIEKTPOHHYIO HH(POPMAIMOHHO-
00pa3oBaTeNbHYIO Cpelly YHUBEPCUTETA.

JlonoHeHnsT 1 N3MEHEeHHs B paboyvell mporpaMMe pacCMOTPEHBI Ha 3acelaHuy Kaderpbl
“08” cents0pst 2025 r. IIporoxom Ne 2
3ag. kadenpoit Konenaera E.B.

BHecenHble N3MEHEHUS U JOTIOJIHEHUS YTBEPKIAIO:
N.o. mpopekTopa no yuebHoit padore M.I1. Pazun
18 centsiOps 2025 r., mpotokon Ne 1
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JlonoyiHeHHMsI M U3MEHeHHusI B padoyeil nporpaMmme y4eOHOM AU CHHUIIIMHBI
«MeaHIMHCKAsA FeHEeTHKA)
Cneunanbaocts 31.05.02 Ieauarpus (PI'OC 3++)
Hanpasnennocts (npoduns) [enuatpus

®opma 00yueHus: ouHas
Kadenpa buosnoruu

Astop (b1) Konenaesa E.B

C 2025 /2026 yuebHOrO roaa B pabo4yro IporpaMMy BHOCSTCS CIIEAYIOLIHE JOMOJHCHHS U H3MEHEHUS:

1. [TyskT «3.5. TemaTu4ecKuii NJaH NPAKTHYECKUX 3aHATHH (CEMHUHAPOB)» JIOMOJHUTH M YUTATh B CICIYIOIICH

penaKuuu:
3.5. TemaTnuyecKuil IVIaH NPAKTHYECKUX 3aAHATHI (CEMHMHAPOB)
Ne Ne paznena Temaruka Coaep:xanue NpakTHYECKHX (CEMUHAPCKHUX) Tpynoemro
o/ | AMCUHILIAH npalucanecmlx SAHSTHIA cTh (4ac)
bl 3aHATHI (CEMHHAPOB) ceM. Ne 6

1 2 3 4 5

1 1 HacnencreeHHOCTE U e IIpeaMer U 3a1aud MEIULIMHCKON reHeTHKU. OObEKT 1
MATOJIOTHSL. W3YYeHUSI.

e (OCHOBHBIE 3Tallbl Pa3BUTUS MEAULIMHCKON N'€HETUKH.

e OCHOBHBIE TOCTUXCHHUSI COBPEMEHHON MEAUIIMHCKOMN
TeHETHKH.

e Ponp HaclnenCTBEHHBIX (aKTOPOB B  IATOJIOTHUH
YeJI0BeKa.

o Kitaccudukanus HaclieICTBEHHOM MaTOJIOTHH.

e OOmas XapaKTepUCTUKa HacJIeICTBEHHOM
MATOJIOTUH. 1
IIpaxmuueckasi no020mosKa.

2 2 I'enom yenoBexa. o [loHsTHE TeHOMA ¥ TEHOMUKH. 1
Crpykrypa u pyHKUMH | ¢ CTpyKTypa U (yHKIIHH T€HOB.
reHoB. Perymsanms e BHereHHbI€ 3J1€MEHTHI. THUIBI MyTalUi T€HOB.
9KCIpecCcHn rCHOB e [Iporpamma «['eHOM dYellOBEeKa», LEIM W 3aJadu

MPOrPaMMBI.

e DBHOTEXHOJOTHS.

o Tpanckpunuus nadopmarmu ¢ JJHK na uPHK;

e [lonsaTne TpaHCKpPUNITOMa, €ro CTPYKTypa H
(GyHKITHSL.

e MeToapbl UcCaeI0BaHUS TPAHCKPUIITOMA. 1
e CrialicCHHT —peryJsnusl.

Ipaxmuueckast no020mosKa.

3 3 Cemunotuka e KimHUKO-reHeamorn4ecKuit METOJ, ero 1
HacCJIEJCTBEHHBIX BO3MOXXHOCTU M 3HAQUYEHHUE B MEIUKO-TECHETUYECKOM
3a0oeBaHUi. KOHCYJIbTHPOBAHHM.

Knunuko- o JJokazaHus IS IIPOBEACHUS KJIMHUKO-
TEHEAIOrnIECKUM TeHEATOTHYECKHUX MCCIICIOBaHHH.
METOX. e Omnpenenenne HACJEACTBEHHOIO Xapaxkrepa
MATOJIOTHH.
e OmpeneneHye TUIa HacJaeA0BaHusl.
Ipakxmuueckas nod2omoska.

4 3 I'ennblie Oone3HU. e  DTHOJIOTHS, TATOreHEe3, MPUHIUIIBI KJIACCU(PUKAIIH
Otnosnorus, MOHOTE€HHOM MATOJIOTUH. ONuaeMHOIOTHYECKHE
MaToreHes, XapaKTePUCTUKHU.

KHaCCH(bI/IKaHHﬂ, e Twumbl HacjaeIOBaHUS MOHOI'€HHBIX OOJIE3HEN.
MCTOABI IMArHOCTHKH. | o  KnMHWYECKUH MONUMOPGU3M M TeHeTHYecKas
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reTepoOreHHOCTh. | eHOMHBIM UMIIPUHTHUHT .

e PemeHne TeMaTHYECKHUX 3a7a4, pa30op UCTOpUiA
0O0JIE3HU C COCTABIICHHEM U aHAJTU30M POJIOCIOBHBIX.
e bHOXMMHYECKHE METObI, UX 3HAUCHHUE.

e Meroasl JJHK-quaranoctuku.

e MeTo/ TeHETUKN COMAaTUYECKUX KIIETOK.

e (CyIHOCTh MOJIEKYJISIPHO-TEHETHUECKOT'0 METO/1A.
Ero 3HaueHne B TUarHOCTUKE.

e [IpuHIMUIIEI JIEUCHUSI.

Ipaxmuueckas noo2omoska.

MoHnoreHHsle e OOImas XxapakTepUCTHKA U KJIaCCU(DUKALHS
3a00s1eBanys, e Cunapom Mapdana, Maptura-benn,
KIIMHAYECKHUE (POPMBI. Helipohudbpomaros
Hacnencraennsie e JlnarsocTuka u jedeHue (peHnIKETOHYpHUHT
bone3nn obMeHa e JlMarHOCTHKA W JICYEHHE MYKOBHUCIHI03a |
serects (HBO). CEMENHOM TUIEPX0JIeCTEPUHEMHN
e HBO u npusHaku, MO3BOISIOIINE X 3aMI0JI03PUTh.
e [IpuHIUNOBI paHHEH OUATHOCTUKH M MPOQPUIAKTHKH
HEBO.
e [lepBuuHble ¥ BTOpUYHBIE 3PPEKTHI MyTaHTHBIX
aJuIeNIeH.
¢ AnbOMHHU3M, T'aJaKTO3EMHS, TOMOLIMCTUHYPUS,
AIKANTOHYPHSL.
IIpaxkmuueckas no020mosKa.
MuroxonapuanbHas e ['eHOM MHUTOXOHIPHIA.
[aTOJIOTUsL. e Oco0EHHOCTH MUTOXOHAPHAIBLHOTO HACIICIOBAHNUS.
e DTHOJIOTHUS U MMaTOT€HE3 MUTOXOHAPHUAIBHBIX
3a0oseBaHui
o Kraccuduxarys MUTOXOHIPHIFHON ATOIOTHH.
e OCHOBHBIE KIIMHUYECKHUE MTPOSABICHUS
MUTOXOH/IPUABHBIX 3a00JIeBaHU.
e OCHOBHBIE KIMHUYECKHUE MTPOSABICHUS
MUTOXOH/IpUANLHBIX CHHIIPOMOB 1 0oJsie3Hel (aTpodus
JICKOB 3pHUTENIbHBIX HepBOB JleOepa, cunnpom Jles,
MUTOXOHJPHUAJIbHBIE [IUTOTIATHH).
e Kuimnuueckuil monuMopdusM 1 ero NpuIuHAbI,
THOMHBIA UMIIPHUHTHHT.
IIpaxkmuueckas no02omosKa.
OOuas o CTpyKTYpHO-(OYHKIIMOHATIbHAS OpraHMu3aIys
XapaKTepUCTHKA XPOMOCOM.
XPOMOCOMHOM e XpOMOCOMHBIE MyTauuud. Buabpl XpOMOCOMHBIX
MaTOJIOTHUH. IIEPECTPOEK.
e [leprogsl ramMeToreHesa M PHUCK BO3HUKHOBEHMS
XPOMOCOMHBIX MyTallUH.
o Krnaccudukanus XpoOMOCOMHOH MATOJOTHH IO THITY
MyTaluH.
e Oco0eHHOCTH MAaTOreHe3a XpPOMOCOMHBIX OOJIe3HEH.
e OCHOBHBIE KJIMHUYECKUE MPOSIBICHUS.
e Dranbl U BO3MOXHOCTH MHTEp(a3HBIX U MeTadazHbIX
[UTOTEHETUYECKIX METOOB B TEHETHKE YEJIOBEKA.
IIpaxkmuueckas no02omosKa.
XpoMocoMHast e [IpocTeie  BapuaHTBl  ayTOCOMHBIX  TPUCOMMII.
MaTOJIOTHS. Cunpnpowmsl: layna, [laTay, DaBapaca.

Knnandeckne GpopMsl.

e Mozannusm.
o CUHIPOMBI, 00YCIIOBIEHHBIE CTPYKTYPHBIMHU
nepectpoiikamu. Cunapomsl: Boabda-XupixopHa,
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«KOIIIaYbero KPUKay.

e Hapymenuss B cucTeMe IOJOBBIX  XPOMOCOM.
Cunapomel Knaitngensrepa, Illepemesckoro-Tephepa,
TpUIuio-X.

IIpaxkmuueckas no02omoska.

IIpuMeHUTH MeTOAbI HCKYCCTBEHHOT0 HHTEIJIEKTA
(MN) nas anaan3a KApuOTUIIOB 00JIbHBIX C
HAacJIeACTBeHHbIMH NaTOJIOTUsIMU: cHHAPOM JlayHa,
IllepemeBckoro-TepHepa, [latay, Cungpoma
«Komaubero Kpuka» u T.J1.

BpoxneHnsie mopoku
pa3BUTHSL.

o CTUrMBI AUCOIMOpPUOTEHE3a, MaJIble aHOMAJIUU
pa3BUTHSL.

e Onpenenenue u knaccudukanus BIIP.

e Kpurnueckue v TEpMHHALIMOHHBIE IEPUOBI
aMOpuoreHesa, cBsa3b ¢ BIIP.

e DtHojnorus u natoreHe3 BIIP, mekapcTBeHHBIH
MyTareHes.

o Tunst BIIP (mu3pymius, Mmanshopmarts,
nedopMarus, TUCTUIa3us ).

e BpokJieHHbIE IOPOKHU Pa3BUTHS, TOAJICIKAIIUE
00s13aTeTbHON PETUCTPAIIHH.

e Bapuantel koppekunu BIIP.

IIpaxmuueckasi no020mosKa.

10

bau3nenoBeI MeTO
U3Y4YEHUS TEHETUKHU
YeoBeKa.
Ionynsaumonnas
TCHETHKA.

e Bxitam B OTHOJOTHIO 3a00JleBaHUN  UelIOBEKa
TCHETUYECKUX U CPEIOBBIX (PaKTOPOB.

e biu3HenoBBId MeTOA. OTanmbl W BO3MOYKHOCTH
OJIM3HEIOBOTO METO/IA.

e OrmpeneneHne 3UTOTHOCTH OJM3HEOBBIX Tap.

o Pacuer ko3 duiirieHTa HacIeIOBaHMYSI.

e Oc0oOEHHOCTH YeI0BEUYECKUX TOMYIISINH.

e ['‘eHeTHYECKU Ipy3 YEIOBEUECCKUX MOMYJIALIMIA.

e JlonmynsilMOHHO-CTATUCTUUECKU METOJT U €r0
3HAYCHHE B FT€HETHKE YEJIOBEKA.

Ipaxmuueckas nodcomosxa.

PaccMoTpeTh BO3MOKHOCTH TPUMEHEHHS
nporpammHoro odecnedenusi U (LAI-Net, SALAI-
Net, evoNet) 111 00padoTKH MONYJIAMOHHO-
reHeTHYeCKHX MACCHBOB JaHHBIX 10 0YaramM
ayTOCOMHO-TOMUHAHTHBIX U ayTOCOMHO-
pelecCUBHBIX HACHEACTBEHHBIX 3200/1eBAHMIA.

11

MynbTudaxTopuanbH
bI€ 3200JIeBaHNSI.

e POJIb FeHETHUYECKHUX M BHEIIHE - CPEIOBBIX (haKTOPOB
B Pa3BUTHH JAaHHOM TPyl HATOJIOTHH.

¢ DnuaeMHoNornyeckue xapakrepuctuku MO3.

e Mopenu HaCJIeZIOBaHUSI. Koaddumment
HacJeyeMOCTH.

e 3HayeHHE KIMHUKO-TEHEATOIMYECKOT0 MeToja H
aHaJIN3 poJOCIOBHBIX Tpu M®3.

e Obnactu MIPUMEHEHUS MOMYJIALIMOHHO-
CTaTHCTUYIECKOTO u OJIM3HEIOBOTO METO/0B
UCCJICI0OBAHUS.

o [Ipodpmnaktuka  MD3. I'pynner pucka u
TEHETHYECKUE MAapKepbl IMPEApAcloNOKEHHOCTH K
Pa3BUTHIO OOJIC3HM.

e dapMaKOTreHETHKa U SKOJIOTHYECKasi TEHETHKA.
IIpaxkmuueckas no02omosKa.

12

Opdanubie
3a00JIeBaHUS.

¢ Omnpeznenenue u o0mIas XapaKTepUCTUKA OphaHHBIX
3a00JIeBaHUH.
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® 3aKOHOJIATEIILHBIC AKThI, BKIFOYAIOIINE BOTIPOCHI,
Kacatomuecst op(haHHON MaTOIOTHH.

o ['pymmsl 3a00I€BaHM, BXOISIINUX B TIEPEUCHB
ophaHHBIX OOJIE3HEH.

® MenuKo-COIMalIbHBIC BOTIPOCHI, CBSI3aHHBIC C
nedeHrueM ophaHHbIX 00JIe3HeH

Ipaxmuueckas nod2omoska.

13

OHKOreHeTHKA.

e OHKOTEHBI U UX OMOJIOTHYeCKas pOJIb.

o ['eHEeTHYECKHE acTIeKThl KaHIIEpOTeHEe3a.

e OOmrHe mMpencTaBIeHNs O 3HAYSHUH HACIIEICTBEHHBIX
(hakTOpOB B BOSHHUKHOBEHUU paka.

e DaKTOpPHI BHEUIHEHN Cpeibl, ACCOLMUPYIOLIUECS C
paxoM (KaHLEPOTEeHBI).

e BupycHbIC U KJIETOUYHBIC OHKOTCHBI.

o Ou3MOIOTHYECKast POJIb KICTOYHBIX TPOTOOHKOTEHOB,
e MexaHU3MBI IPEBPAIICHUS IPOTOOHKOTCHOB B
OHKOTEHBI.

o ['eHBI-CYIIpECCOPHI OITyXO0JIEBOTO POCTA.
IIpaxmuueckasi no020mosKa.

14

[MpodunakTrka
HACJIeJCTBEHHBIX
3a00JeBaHU.

e OCHOBHBIE YPOBHU H ITyTH MPOMUITAKTHKHI
HACJIEICTBEHHEIX 3a00IeBaHUIA.

o [lenmn m 3agaun MI'K.

o [lokazanus mns Hampasienus Ha MI'K.

e [IpuHIIMIIBI  OIEHKKA T'CHETUYSCKOrO pHUCKA B
Pa3IMYHBIX TPYIIIaX HACIEICTBEHHON MaTOIOTHH.
Ilpaxmuueckas noocomoska.

15

IIpenaTtanbHas
JINarHOCTHKA

e [IpenaranpHasi 1 IpEeUMILIAHTALOHHAS
JUArHOCTHKA: [TOKa3aHUsl, BO3MOYKHOCTH.

e MeTozs! NpeHaTaIbHOW JHArHOCTHKH.

e DTHUYECKHUE BOMPOCH IPEHATAIBHON TUArHOCTHUKHU.
¢ DJKO kak metona mpoHITaKTHKH HACIEICTBEHHBIX
Ooe3Hen.

o [IpuHIIUIIBI JICUCHUS HACIICICTBEHHBIX OOJIC3HEH.
IIpaxkmuueckas no02omosxa.

IIpuMeHUTH METObI HCKYCCTBEHHOI'0 MHTE/LJIEKTA
(M) nisa anaIM3a reHeTHYeCKOr0 PHCKa POKIEHHUSA
pedeHKa ¢ XxpOMOCOMHBIMH 3200/1¢BAHUSIMH.

16

KomneroTepnas
JIMarHOCTHKA
HACJIE/ICTBEHHBIX
3a0oeBaHUi.

e PaboTa c KOMIBIOTEPHOH JHArHOCTUYECKOH
IPOrpaMMoii (3HAKOMCTBO ¢ MHTEp(]eHcoM MporpamMmsl,
(bopMHpOBaHKE 33JaHHOTO 110 KAPTOYKE
CUMITTOMOKOMIUIEKCA, TOCTAHOBKA MPEIBAPUTEILHOTO
JMarHo3a HacJIeJCTBEHHOr o 3a00eBaHUs, IPOCMOTP
¢dotorpaduii OOIBEHBIX C JAaHHBIM 3200JI€BaHUEM,
3HAKOMCTBO ¢ OMOJIMOTEKON CHHAPOMOB).

e [loHsTHE O OMOMEIUIIMHCKON 0a3e JaHHBIX.

o Kiaccudukaius OMOMEIUIIMHCKUX 0a3 TaHHBIX.

e Hamnmonansnsiit Lleatp ouonnpopmaruku (NCBI).
e baza nannbix "MeH/eneBcKoe HacIe0BaHUE Y
gyenoseka" (OMIM).

e baza jaHHBIX TeHETHYECKHX TOCIIEI0BATENILHOCTEH
(GenBank).

e ba3za 1aHHBIX pacIIMPEHHON METUIIMHCKON
nmutepatypsl (PubMed).

e Human Gene Mutation Database (HGMB).

¢ ba3za naHHBIX MOC/IEIOBATENHHOCTEN OETKOB
(UniProt)
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o baza nanubix, nocesmenHas Oenkam (PROteinSITEs)

e ba3a naHHBIX HACIEACTBEHHBIX OOIE3HEN
(GeneTests)

e baza manHbIX 0 reHax genoBeka (GeneCards). 1
IIpaxkmuueckasi no020mosKa.
17 3adeTHOE 3aHATHE e UToTrOBHIl TECT 1
e CobecemoBaHMe IO BOIPOCAM 3a4€Ta.
Ipaxkmuueckasi no020mosKa. 1
Hroro: 36

JlomoyiHeHUsT 1 UI3MEHEHUS B paboyeil mporpaMme pacCMOTPEHBI Ha 3aceiaHnu Kadenpsl
“10” ¢eBpans 2026 r. Ilpotokon Ne 2
3aB. kadenpoit Konenaena E.B.

BHeceHnHbIe N3MEHEHUS U JOTIOJIHEHUS YTBEPHKIAI0:
[TpopexTop no yuebHoii pabore E.H. Kacarkun
«19» despans 2026 r., mpoTokoin Ne 3
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denepanbHOE rOCyIapCTBEHHOE OI0/PKETHOE
00pa3oBaTeNIbHOE YIPEKICHUE BHICIIIETO 00pa30BAHUS
«KupoBckuii rocyjapCTBEHHbIN MEAULIMHCKUIM YHUBEPCUTET»
MunuctepcTsa 3apaBooxpaneHus Poccutickoit deneparuu

Kadenpa BUOJIOT'IU
Ipuiaoxenne A k padboyeil nporpaMmme JTUCHUILVIMHBI

MeToauuyecKue YKazaHus AJast 06yqalomnxm 10 OCBOCHHUIO JTUCHUITJIMHBI
«MeaumUHCKAS TeHETUKA»

CrneunansHocts 31.05.02 IlenuaTtpus
Hamnpasnennocts (mpodus) OITOIT [lequaTpus
®opma 00ydeHus: ouHas

Pasznen 1. BBenenne B MeIMIMHCKYI0 reHeTuKy. HacsieICTBEHHOCTh U MATOJIOTUSl.
Tema 1.1. HaciiencTBEeHHOCTH M NATOJIOT M.

Hean: [late npencraBieHne 0 MEAUIIMHCKON T€HETHKE KaK BaXHOM HAMpaBIICHUH COBPEMEHHOMN
MEIMIIMHBI, TO3BOJSIONIEM PACKPBITh OSTHOJOTUIO, TATOTeHe3, JUArHOCTHKY W NPO(UIAKTUKY
HACJICACTBCHHBIX OOJIE3HEH YCI0BEKA.

3apaum: M3yunuth nenu v 3aJaud MEJULUMUHCKOM T'€HETHKH, 3Tallbl €€ Pa3BUTUS U JIOCTUKECHUS,
B3aUMOCBSI3b C JPYTUMH HaykamH. M3yduTh OCOOCHHOCTH 4YeJIOBEKa KaK OOBEKTa TIe€HETHYECKUX
MCCJICIOBAHUI M POJIb HACIICICTBEHHBIX (DaKTOPOB B MATOJIOTHH YEJIOBEKA.

OO0yuarommiicsi 10/I2KeH 3HAThD.

CoBpeMeHHOE TNPEJCTaBICHUE O T'€HOME YEJIOBEKa, MOJIEKYJSIPHbIE OCHOBBI HACJIEICTBEHHOCTH, PO
HACJICJCTBEHHOCTH B ONIPEICIICHUH 3/I0POBbsI U MATOJIOTUH; COBPEMEHHBIE METO/Ibl TEHETHKHU YEJIOBEKA.
Oo0yuarommiicsi 10/2KeH yMeThb.

WNHuTtepnipeTupoBath pe3yiabTaThl TEHETHMUECKOTO aHaliu3a, pe3yJbTaThl Ja0OpPAaTOPHBIX METOJIOB
JMArHOCTHKH HACIEJCTBEHHBIX 0OJNie3HEe! y YeloBeKa.

Oo0yyaromumiics 10J:KeH BJIAJAeTh.

Menuko-61oI0TMUecKUM TOHSATUHHBIM arnapaToM. MeToaMy U3ydeHUsl HACJIeICTBEHHOCTH YeIOBEKaA.
HaBbikamu moucka MenuUMHCKONW uHpopmanuu B y4eOHOM, HAydHOW IWTEepaTrype, B TOM YHCIE C
WCIIONb30BaHUEM CceTH VIHTepHeT; HaBBIKAMHU TMPEJCTaBICHUS U OOCYXICHHUS MEIUIIMHCKOU
uHpopmanuu. ba3oBbIMH TEXHONOTHSMHU MpeoOpa3oBaHus HWH(GOPMALMU: TEKCTOBBIE, TaOIUYHBIC
penaKkTopsl, MOUCK B ceTh HTepHeT.

CamocTosiTeJIbHAS Ay TUTOPHAS Pad0oTa 00yUAIOIIMXCSI MO TEMe:

1. OTBeTUTH HA BONPOCHI 110 TeMe 3aHATHS.

Bormpocs! s codeceioBanus:

[TpenMer u 3aga4u MEIUIIUHCKOM reHeTUKU. OOBEKT N3ydeHUsI.
OCHOBHI)Ie OTallbl paSBI/ITI/ISI Me)II/IHI/IHCKOI\/II TCHCTUKU.
OCHOBHBIE JOCTHUKEHHSI COBPEMEHHOM METUIIMHCKON T€HETHUKH.
Posb HacneIcTBEHHBIX (DaKTOPOB B MATOJIOTUHN YEITOBEKA.
Knaccudukanus Hacae1cTBEHHOMN MaTONIOTHH.

OO01mas xapakTepruCTHKA HACIICICTBEHHOM MaTOJIOTHH.

ok wndE

2. IlpakTHyeckasi MOATOTOBKA.
Pa6ora 1. Knaccupukanusi HacjieACTBEHHOI MaTOJIOTHHU.
Lenv pabomei: I3yduTh CTPYKTYPY HACJICICTBEHHBIX 3a00JICBAaHUI.
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Hcnonw3yst maTepuaiibl ydeOHUKA W JICKIIUH, COCTaBbTE B pabouel TeTpaau cXemy KiacCHU(pUKAIUH,
HAITAIIUTE IPUMEPBI TATOJIOTUMA.

Brimonnaenue paboTel BeneTcs B GpopMe 00CYKACHUS BMECTE CO CTYACHTAMH MMEIONIUXCS JAaHHBIX IO
HaCJICJICTBEHHOM MaTOJIOTHH.

Pa6ora 2. Mosieky/JISIpHO-TeHEeTHYeCKHE MeTOAbI TUATHOCTUKM.
Lenv pabomwi: N3yunts paznuanabie Metoapl JJHK-nmuarnoctuky.
[Tepenecure B pabouyro TETpajb U 3aM0JHUTE CICTYIONIYIO TAOIHUILY.
Ha3Banue Marepuan OOBexT 1s Oranel | JloctoBepHocTh | [IpuMepsl
ULt HCCTIIOBaHMS | METO/ | METoja JIMarHOCTUPYEMBIX
WCCIICIOBAaHU a 3a0oseBaHUI
s

[Tonumepasznas
LETHAs PEAKLIHsI
(I1L1P)
[Tomumopdusm anuH
PECTPUKIIMOHHBIX
dbparmMeHTOB
(IIAP®-ananus)
CekBeHUpOBaHUE
MukpounnupoBaHue

Bemonaenue paboTsl Beercs B popme 00CyKISHUST BMECTE CO CTYJICHTAMHU.

3. PemnTh cUTYallMOHHBIE 32/1a4H.
Perrenue cuTyaliMoHHBIX 337a4 BeneTcs B (opMe oOCYKICHHS BMECTE CO CTYICHTaMH HMMEIOIIMXCS
YCIIOBHIA BOBHUKHOBEHUS HACIIEICTBEHHOM MATOJIOTHH, TIEPEIaud €€ MOCIIESIYIOIINUM ITOKOJICHHUSM.
[To 3ajaHHBIM YCIIOBHSIM HEOOXOIUMO ONPEACITUTh K KAaKOW TpYIe HACICICTBEHHOW IMaTOJOTHH
OTHOCHTCSI JaHHOE 3a00JIeBaHNE.
1) Anaroputm pazbopa 3amad

1. Kakoii TuI MyTaluu JISKUT B OCHOBE 3TOM TPYMIIBI 3a00JIeBaHUN?

2. IlpuBeauTe mpUMepbI 3a001€BaHUM.

2) [pumep 3agaun ¢ pa3dOPOM IO ANTOPUTMY
3anava. B yenoBeueckux MomysslUsSX CHUXKEHA POJIb €CTECTBEHHOrO 0TOOpa. B oTinune oT *UBOTHBIX
YEJIOBEK JIydllle OOeCleuyrnBaeT ce0s TMOJHOIEHHOW muIiled, OOoratod NUTATEIbHBIMU BEIECTBAMH,
BUTAaMMHAaMHU U MHHepajamMu. B pe3ynbTare He0OXOAMMOCTh B HEKOTOPBIX (epPMEHTAX, CUHTE3UPYIOIIUX
9TH BEILECTBA, OTHata. ['eHbl, KOHTPOJUPYIOUINE CUHTE3 3TUX (PEPMEHTOB, B YEJIOBEUECKOW MOMYIISIIIUU
ObUIN yTEPSHBI.
[TpumepHsIit pa3dop 3agauu:

1. Tun myTanuu — reHHble.

2. Tlpumep 3aboneBanust — aBuTaMuHO3 C.

3) 3amaum U1 CAMOCTOSITEIBHOTO pa30opa Ha 3aHATHH.
3amava 1. J)KuBOoTHBIE HE BOCHPUUMYMBBI K HEKOTOPBIM MH(EKIHAM, T.K. Y HUX OTCYTCTBYIOT
KOMITOHEHTBI MeMOpaH KJIETOK, OOECIIEYMBAIOIINX BOCHPHUATHE HEKOTOPBIX MATOTEHHBIX (pakTopoB. B
npoliecce 3BOJIONHMU B pe3yibTaTe MyTallMOHHOTO Mpoliecca YesIOBeK MpuoOpes el ps MPU3HAKOB
MaTOJIOTMYECKHX, T.K. Y HETO 3TH KOMIIOHEHTHI €CTh, U OH K HUM OKa3aJICs BOCIIPHAMYHB.
1. Kaxoii TUII MyTalluu JISKUT B OCHOBE ATOM I'PyMIIbI 3a001€BaHUN?
2. [lpuBenTe IpUMEpPHI 3a00ICBAHHIA.
3agava 2. JlybnupoBaHHMe TIeHETHYeCKOM HHpopMmanuu obecrneunBaeT roMeocTa3 BHYTpEHHEH
cpensl opran3Ma. K ¢akropam moanep)kaHus TOMEOCTa3a OTHOCSITCS JUIDIOMIHOCTh, 00ECTICYMBAIOIIAs
PEKOMOMHALIMIO TE€HETUYECKOr0 MaTepualia, aJJIeIbHOCTh T'€HOB, KOHTPOJHUPYIOIIUX OJUH MPU3HAK,

34



IBYXCIIHPaTbHOCTh MoJieKysl JIHK u MmaTpuunbIii cHHTE3, 00€CTIeYnBaIOIINN TOYHOE BOCITPOU3BEICHNE
TeHETHYECKOW NH(POpMALIUU B PSTY TTOKOJICHUH.

1. Kakoii TUIT MyTaIuu JISKUT B OCHOBE 3TOM TPYMIIBI 3a00JIeBaHU?

2. IlpuBenTe mpuMepbl 3a00IeBaHUNA?

4. BoIcTyIUIeHHE C IOKJIAaMM:
Bxuan B pazsutue meauuunckon renetuku C.H. JlaBunenkosa.

CamocTosiTesibHAsi BHeayIMTOPHasi padoTa o0y4aommXxcs mo remMe:
3aoanus ons camocmosmenvHou 8HeayOUMOPHOU pabomvl CIYO0eHmo8 No YKA3aHHOU meme:
1) O3HaKOMHTBHCS C TEOPETHUSCKHM MAaTEPHAJIOM IO TEME 3aHITHS C MCIOJIb30BAHUEM KOHCIIEKTOB
JEKIUHA W/WIKM PEKOMEHTyeMOH yueOHOM TUTepaTyphl.
2) OTBETUTH HA BOIIPOCHI JJIsi CAMOKOHTPOJIS:
* Tlpenmer u 3a1a4u MEAUITMHCKOM TeHETUKH. OOBEKT U3yUCHHSL.
* OCHOBHBIE ATAIbI PA3BUTUS MEAUIIMHCKON T€HETHKH.
* OCHOBHBIE IOCTHKECHHUS COBPEMEHHOW METUIIMHCKON TeHETHUKH.
* Ponb HacnenCTBEHHBIX (PAaKTOPOB B MATOJIOTHH YEIIOBEKA.
* Knaccudukamnus HacIeICTBEHHOW TATOIOTHH.
* OOwas xapakTepUCTHKA HACIEICTBEHHOM MaTOJIOTHH.
3) IIpoBepuTh CBOM 3HAHUS C UCIIOIH30BAHUEM TECTOBOTO KOHTPOJIS
1. Beibepume o0un npasuibHbuili omeem.

OOBbeKTOM H3yueHUsl KIMHUYECKON TeHETHKH SBISAIOTCA: a) OOJIbHON 4enoBek; 0) OoNbHOU U
00JIbHBIC POACTBCHHHUKH; B) OOJILHOM M BCE WICHBI €0 CEMbH, B TOM YHCJIC 370POBHIE.
2. Bvlbepume 00un npasuibhslii omeem.

B kakoMm Bo3pacTe MOTYT HpOSIBISTHCS HACIEACTBEHHbIE 3a00JeBaHHS: a) B YMOPHOHAIEHOM
nepuoe; 0) B IETCKOM BO3pacTe; B) B 3pEJIOM BO3PAcTe; T') B MOKUIIOM BO3pacTe; 1) B JItoOOM BO3pacTe.
Omeemot 1- B; 2 - ).

4) IToarotoBuTh pedepar 1o CiIeayonM TEMaM:
Bxuan B pazButue meauuunckoi renetuku C.H. JlaBunenkosa.
5) BbIMOIHUTD APYTHE 3aaHus, IPEAyCMOTPEHHBIE paboUeli MporpaMMoii IO TUCITUTLTHHE.
JlaTh onpeieieHust CIICTYIOIINM TePMIHAM:
MenunuHcKasi TeHeTUKa —
I'enomuka—
IIporeomuka —
HacnenctBenHoe 3aboneBanue —
Bpoxnennoe 3aboneBanue —
ITeneTpaHTHOCTH—
DKCHPEeCCUBHOCTH —
I'enokonuu —
deHokonuu —
KomnaynaHas rerepo3urora —
OHJIOHYKJIEa3bl —
Pectpukrassl —

CoNoOr~LWNE

e
N = o

Pexomennyemasi imreparypa:
OcHoBHas:
1. boukoB H.II. Knuandeckas reHetrnka: yaeOHuK 11s1 By30B/ M.: TDOTAP-Menua, 2011-2018, 480c.
JlonomHUTEIHHAS
1. Ko3sonnn B.A., Koceix A.A., Pomuna H.E. IlpenatanpHass auarHOCTHKa HACJIEICTBEHHBIX
3a00J1eBaHU M BPOKACHHBIX MIOPOKOB pa3BUTHs: yueOHoe mocooue  Kupos: 2011.-88 c., n.
2. Konenaesa E.B., Onyunna 10.H., Ko3sonun B.A., CtapkoBa E.B., bepecneBa A.A. Pabouas TeTpanan
no aucuurnHe «MeauiHckas reHetukay. Yacte 1 u 2: ydyeOHO-meToamueckoe mocooue. - Kupos:
OI'bOY BO Kuposckuiit 'MY Munszapasa Poccun, 2021.-110 c. u 112c.
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3. Konenaesa E.B., Poguna H.E.. OGmas reHeTnka u reHetrrka 4esnoBeka: ydeOHoe mocobue/ Kupos,
2016. - 69 c.
4, MyrosuH I'.P.. M. Knnandeckas reHeTnka. ['eHOMUKAa W TIPOTEOMHUKA HACJIEACTBEHHOM IMAaTOJIOTHUH
[DnexTpoHHEIH pecypc]: yaeoHOoe mocobue/ TDOTAP-Meaua, 2010. - 832 c.: u.
5. I'op6ynoBa, B.H., KopxxeneBckas M.A.. ['eHeTHKa B KIIMHMYECKOW IMPAKTHUKE: PYKOBOICTBO IS
Bpaueit/CI16.: Cneryut, 2015.-329 c.
6. Mymxkam6apo H.H., Ky3nenos C.JI. MonekynspHas Ouonorus: Yue6. [TocoOue mans cTyneHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
7. DIEKTPOHHBIE PECYPCHI:

1) http://omim.org/

Paznen 2. 'enom vesioBeka. CTpykTypa u pyHKIIUM reHOB. Peryisinus 3xkcnpeccun reHos.
Tema 2.1. 'enom yesnoBexka. CTpyKTypa H (PYHKIMH I'eHOB. Pery/sinus 3kcnpeccuu reHoB.

Heab: M3yuuTh CTPYKTypy M (QYHKIHMIO TE€HOMa uYelOBeKa, M 3HAU€HUE TEeHOMHUKH Ha
COBPEMEHHOM 3Tale pa3BUTHUSI METULHBI.

3apaum: PaccMOTpeTh OCHOBHBIE TEPMHUHOJOTHUECKHE MOHSATUS T€HOMHUKH, CTPYKTYypy I'€HOMa
YeloBeKa U ero 0COOEHHOCTH MO CPAaBHEHUIO C TEHOMOM JPYTUX OPraHU3MOB.
Oo0yuaromuiicsi 10/12KeH 3HATb.
CtpykTypy reHoma uejoBeka U ero (yHKIUIO, OCOOCHHOCTH CTPOEHHUS T€HOMa YeJIOBEKa, METOIbI
M3y4eHHs TeHOMA YeJI0BEKa, 3HaUeHNE TeHOMUKH U IPOTEOMHUKH JIJIsl pa3pabOTKH METOIOB TUAarHOCTUKH,
JIeYeHUs U IPO(UIAKTUKU HACIIECACTBEHHBIX 3a00I€BaHUIA.
OOyuaromuiicsi 10/I2KeH YMeTb.
CocTaBisiTh TeHETUUECKHUE KAPThI; IPABUIIbHO UCIIOJIb30BAaTh COOTBETCTBYIOILYO TEPMUHOJIOTHIO.
Oo0yuaroimuiicsi 10/2KeH BJIa€Th.
Meanko-0uoIorn4eckuM MOHATUWHBIM anmapaToM. MeToJaMu U3ydeHus HaclaeICTBEHHOCTH YelOBeKa.
HaBbikamMu moucka MeIWIMHCKONW uHpopMmamuu B y4eOHOW, HAYYHOW IJMTEpaType, B TOM YHCIE C
UCIIONIb30BaHUEM ceTH VIHTepHeT; HaBbIKaMH TPEIACTABICHUS U  OOCYXKIEHUS MEIUIIMHCKOM
nHpopmanuu. ba3oBeiMH TexHOJOTMsAMHU IpeoOpa3oBaHMsl HH(GOPMALMU: TEKCTOBbIE, TaOJINMYHbIE
PENAKTOPBI, IOUCK B ceTu IHTEpHET.

CamocTrosiTe/ibHAA Ay AUTOPHAsA padoTa 00y4yarommxcsi 1o Teme:
1. OTBeTUTH Ha BONIPOCHI 110 TeMe 3aHATHA.

Bomnpocs! aiist cobeceioBaHust:

[TonsiTHe TeHOMA ¥ TEHOMMKH.

CrpykTypa U (pyHKIIMH T'€HOB.

Bnerennsble 351eMeHThI. TUIIBI MyTalHil T€HOB.
IIporpamMMma «I'eHOM uenoBeka», LIeNU U 3aJa4l IPOrPaMMBI.
buorexnomnorus.

Tpanckpunius napopmanuu ¢ IHK na nPHK;

[ToHsATHE TPAHCKPHUIITOMA, €T0 CTPYKTYpa U (PYHKIIHS.
MeTtobl MccieA0BaHNS TPAHCKPUIITOMA.

CrnnaiicuHr — perysnus.

CoNoOk~wWN P

2. IlpakTHyeckKasi NOATOTOBKA.

Padora 1. CTpykTypa reHoma 4ejioBeka.

Llenv pabomei: U3ydnTh 0COOEHHOCTH CTPOEHHS TeHoMa yenioBeka. OIeHUTh (PyHKIIMOHAIbHOE 3HAUEHHE
OTJEJIBHBIX CTPYKTYPHBIX JJIEMEHTOB I'€HOMA.

[lepenecure naHHyIO CXeMy B pabOUyIO TETPab.
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I'enoMm 4yes10BeKka

3000 Mb
I'eHbI 1 CBSI3aHHBIE C TCHAMHU MTOCIIEI0BATENBHOCTH JHK, ne BXoas11ast B COCTaB T€HOB
1000 Mb 2000Mb
~ 22000 renos Ces13aHHBIE C TEHAMH JucneprupoBaHHbIe Tannemuble
55 Mb MOCJIEI0BATENLHOCTH nosTopsl 1400 Mb obisactu
945 Mb 600 Mb
LINE SINE LTR TpaHco30HBI
640 Mb 420 Mb 250 Mb 90Mb
v \

MHTPOHHDI, [ceBmorenHst
HeTpaHC/IMpyem ~ 20000 Mb
ble 06/1acTH
Mukpo- Apyrue
CaTEIIINTEI obacTH
90 Mb 510 Mb
3anoixHuTe CASAYIOUTYIO TabIHILy.
®dpaknus reHoMa OyHKIMOHATIbHBIE IMocnencrBus M3MEHEHNH
0COOCHHOCTH reHoMa
T'enn1
IIceBmorensl
JucrieprupoBaHHbIE TOBTOPHI
TpaHcno30HbI
TannemHbIc00IACTH

Brimmonnenue pa®oTsl BeneTcss B popMe 00CYkAEHHUSI BMECTE CO CTYAEHTaMU MMEIOIIUXCS JaHHBIX IO
CTPOEHHUIO T'€HOMa.

PaGora 2. CpaBHeHHe IreHOB Pa3HbIX OPraHU3MOB.
Lenv pabomulr: U3yunThb pa3nudus B CTPOCHUH T€HOMOB.
Ha pucynke npencraBieHbl XpOMOCOMHBIE KapThl PA3JIMYHBIX OpraHu3MoB. Onpenenure XxapakTepHbIE

pasiiniusa rCHOMOB 3THUX OPraHU3MOB U I'€HOMA YCJIOBCKA.

Puc. ILIOTHOCTH T€HOB Y UETBIPEX OPraHU3MOB.
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a) Baktepus E. coli

r) Kyx 3a

Jeg Ll Adh1-F

3 & Tk i | T I T ey i T T Crgi T L T T T T T ]
(0] 10 20 30 40

a) 50 TeIc. 1.H. yyacTok Hayana reaoma E. Coli;
0) y4acTOK XpPOMOCOMEI 3 JAPOKIKEH;

B) 50 TBIC. I1.H. Y4aCTOK XpOMOCOMBI / YEJIOBEKa, TJIe PACOJIO0KEH I'eH, KOAUPYIOIIUNA PEeLenTop

KJIETOYHOM ITOBEPXHOCTH;
I') y4aCTOK FreHOMa KyKypy3bl, okpykarouuii red Adh 1-F.

Taobu1. CpaBHI/ITeHLHa XAPAKTCPUCTHKA 'CHOMOB PA3HBIX OPIraHU3MOB.

Opranusm Pasmep renoma Yuci10 reHos
(Mera6asml)
Escherichiacoli 4,64 4397
Bacillussubtilis 4,21 4212
Rickettsia prowazekii 111 834
Mycoplasma pneumonie 0,82 710
S. cerevisiae (apoxxn) 12 6548
P. falciparum (mansipuitHblii rIa3MO/THIA) 30 6500
C. elegans (nemaTona) 97 Bbonee 20000

D. melanogaster (rogoBast MyIka) 170 ~ 16000

Z. mays (KyKypy3a) 2500 ~ 20000

H. sapiens (uenoBek) 3300 ~ 35000

[Ipoananu3upyiiTe BbIllIe IPEICTABICHHbBIE CXEMY U TaOJIUILy U OTBETHTE HA BOIIPOCHIL:

1) OcoOGeHHOCTH CTPOCHNUS TEHOMA ITPOKAPHUOT;
2) OCOOCHHOCTH CTPOCHHUS TEHOMOB 3YKapHOT.

Brinonsenue pa6OTBI BCACTCA B (bopMe O6CY)I(I[CHI/I$I BMECTC CO CTYACHTAMU HMCIOMIUXCA HAaHHBIX ITO

CTPOCHUIO TCHOMA.

Padora 3. 'eHeTnueckasi KapTa XpOMOCOM.

lle]lb pa60mbz: I/I3y“II/ITB KapTUPOBAHUC XPOMOCOM Ha MIPUMEPEC XPOMOCOMBI 3 yenoBeKa.

PaccMoTpuTe  TeHEeTHYECKyr0  KapTy XpOMOCOMBI 3  UEIIOBEKA.
MATOJIOTUYECKUX MYTallUi, KOTOPBIE BEAYT K HACIECACTBEHHBIM OOJIE3HSIM.
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Cungpom don Xurmensi—JluHay
Pe3ucTeHTHOCTb K THPEOHIHOMY TOPMOHY

/ MeIKOK/IETOYHAs KAPLUMHOMA JIETKUX
/ [cesnocunnpom Llemtsperepa

GM | -raHriMo3ua03

Curapom Mopkuo, Tun B
21 /Lﬂyablp\{arblﬁ UCTPOGDMYECKHIT IMHMACPMONH3

HemocratoyHocTb 6enka S

/ [eMOTUTHYECKAS aHEMUs B Pe3yIbTaTe
HeJOCTATOYHOCTH TJTYTaTHOHTIEPOKCHAA3DI
R Bonesus Rh-Homb
/
OpoTHKaLMAypHst

TMpomHoHaLmaeMus, peeB-Tn
/ AtpaHcheppuHEMHs!
| THrouepyOMUTA3MHHEMHUST, HACTIEACTBEHHA
TTUrMEHTHBIN PETHHHUT-S

IlocTaHecTe3MYecKoe anmHol

/ HenepeHOCHMOCTD Caxaposbl

Brehapodymo3s, 06paTHbIH SMUKAHT U NTO3

TpomBodunus B pesynbrate u36prka HRG

Hea0CTaTOYHOCTh THPOTPOIMH-PUIHIUHI -
ropMOHa

3anoiaHuTe CASAYIOUTYIO TabIHILy.
ITaronmornueckoe Homep [Tneqo YyacTok CermeHTt
COCTOSIHUE XPOMOCOMBI
MenkokieroyHas
KapLIMHOMA JIETKUX
[Tocranecre3nuecko
€ arHod
Kapnunoma kinerox
NEEEE
TpomOodunus u3-3a
HEI0CTaTOYHOCTH
Oenka S
I'emonmuTnueckas
aHeMus

Brimmonnenue pa®oTsl BeeTcsi B popMe 00CYkAEHHUSI BMECTE CO CTYAEHTaMU MMEIOIIUXCS JaHHBIX IO

TEHOKapTUPOBaHMIO.

PaGora 4. CTpoeHue reHa 3yKapHoT.

Lenv pabomur: I3yanTh 001Iee CTPOCHUE TEHOB YEIOBEKA W 3aBUCUMOCTH BITUSTHHSI MyTaIlil HA CHHTE3
0eJKa OT UX JIOKAJIN3alluH B I'eHE.

1) TIpoananu3upyiiTe CTPyKTYpy O€Ta-rIOOMHOBOTO T'eHa YelloBeKa. [lepeHecuTe JaHHYIO CXEMY B
pabouyro TeTpaab. Ha pucynke 0603HaubTe CTPYKTYPHBIE SJIEMEHTHI T'eHa.

Puc. Ctpykrypa 6era-rino6uHoBoro rena uenoseka (o 'mioeprt C., 1995).
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Cawr Canr

MHULMaLMK UHULMaumu Cawur
TPaHCKpUNuUUU TpaHcnauum TepMuHauum
(kan-cawr) aal TPAHCNALMM (o
aa aa aa aa aa\ nonuageHWnMpoBaHus
A 30 31 104 10514¢ Caiit
Lt

TepMUHaLK
TpaHCKpUNLWK

7 l WHTpOH2

L | 9Kaon1| Skaon2 i
5-anemeHTbl\ 1 nan YHTpoH 1 Tpeiinep
npomoropa

TATA
60Kc

DTO caMblii KOPOTKHK TeH y uenoBeka: 1100 m.H, oopa3yrommx 3 sk30Ha (90, 222 u 126 n.H.) u 2
uHTpoHa (116 1 646 n.H.). OH BKIIFOYAET:

- [Ipomortop (TATA-G0kc — OCTAaTKH TUMHHA U aJICHUHA) U JIp. BOKCHI pacmionokeHbl Iepel TOUKOH
WHULMAIUH (K3I1-CalT).

- Komn-caiit — ocHoBHo# unumaropusiii kommieke (OUK) mis npucoeaunenns PHK-nonimepass
.

- DK30HEKI U pasaciAromue nX UHTPOHBI.

- CpG — ocTpoBKH (IMHYKJICOTHABI) WIH YYaCTKH, pa3esioliie 3K30Hbl U HHTPOHHI (aa3 1, aal04,
aal05, aal46).

- 5" u 3’ - HeTpaHCIMpPyeMbIe OOJIACTH.

- Tpeiinep - konueBas yactb Moiyekyiasl MPHK, BkiIrodaromas HOHCEHC-KOJAOH M TONU-A
MOCJIEA0BATEIBLHOCTD.

- HebGonbime peryiastopHsle cailTbl, yuacTByrouiye B HHUIMAUK (kogoH ATT) uinu tepMuHanuu
TpaHciasauuu (koxoH TAA).

- HebGonpime peryiasTopHble y4acTKH, HEOOXOIUMBIE AJISl YCUJICHUS (IHXAHCEPHI), OCIa0ICHUS
(caityieHCcephl) U TEPMUHALIMK TPAHCKPUIIIIUH.

- Y4acTok curHai€a nojauaeHUINPOBaAHHSL.
2) Tlepenecute B pabouyro TETPaab CICAYIOIIYIO CXEMY.

/ MyTauHﬂ \

AHOMAIBHBIH OEITOK H3MeHeHue KO cTBa Oelka

CHuxeHnue QyHKIUU
VBennuenue GpyHKIUU

[osiBneHre HOBOM YHKITNH
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3) 3amnoHHUTE CIEIYIONTYI0 TAOIHUITY.
Tabn. MyTanuu B pa3IM4HbIX Y4acTKax reHa.

Y4acTok resa [MocnencTBus nuid cuHTE3a OeIKa [TocnencTBus, BeIpakaromuecs
B U3MEHEHHU (YHKIHHU

TATA-0Ookc
Kom-caiit

CaliT nHULM AU
TPAHCISIUU
OK30HBI

HNuTtponsl

CpG — ocTpoBkH
5u3’ -
HETpaHCIUPYyEMbIe
obnacTu
Honcenc-komoH
ITom-A
ITOCJIEIOBATEILHOCTh
CailT TepMuHanu
TPAHCKPUILIUU
DHXaHCePbI
CaiineHcepsl

Boinonnenue pabotsl Beaercs B popme 00CYXKJIEHUS BMECTE CO CTYIEHTaAaMH MMEIOIUXCS JaHHBIX O
CTPOECHHUH I'€HOB U MEXAHU3MAaxX BO3ZHUKHOBEHUS MyTalUi.

Padora 5. Peryasinus 3Kkcnpeccuy reHOB 3YKapHoT.

Lenv pabompi: I3y4nTh 3aKOHOMEPHOCTH SKCIIPECCUH T€HOB SYKAPUOT U €€ PETYIIIHH.

Ha cxeme npezacraBieH MexaHu3M dKcripeccuu reHoB. OnpeennTe OCHOBHBIEC 3BEHbsI SKCIIPECCHH T€HOB
B SIIpE€ U IUTOIUIa3ME KIETKH.

Puc. Mexanusm skcripeccuu reros (o B.2mmor, [1.9mmuor, 2002).

Herpanckpubupyemuiii Konen
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- Anpo kiaerkm: pacrierenne Huted Moiekynsl JIHK, tpanckpunuus MPHK ¢ momombio PHK-
nosinMepassl II, IpoLecCuHr u CrulalicuHr (Co3peBaHue).

- IlmTonmnazma kJjeTKkH: TpaHcmopT co3peBmeii MPHK ot sapa x pubocomam, mepeBof
(rpancmsimms) ¢ nmomompbio pPHK u TPHK wmHpopmanmm o mocienoBaTelbHOCTH HYKJICOTHIOB B
monekyine MPHK B nocienoBaTenbHOCT, aMUHOKHCIIOT B MOJIEKYJIe Oelika.

Onummre B pabouell TeTpaan PeryIsaLuI0 IKCIIPECCUN T€HOB /IS KaXKJI0T0 3BEHA.
Breimonnenue pabotel Beaercs B (GopMe 00CYXKAECHHUS BMECTE CO CTYIEHTAaMH HMEIOIIMXCS JaHHBIX O
CHHTE3€e OerKa.

Padora 6. PHK-unTepdepenuus.

Lenv pabomor: N3yunts Mmexanusm PHK-unTepdepenium.

Ha cxeme mpencraBnen mexanusm PHK-unrepdepenunu. ®@epment Dicer paspesaeT ABYIETIOYESUHYIO
PHK. Ilpu stom o6pa3sytorcsa siRNA. O3tu nponecccupoBannblie PHK cBsI3bIBalOTCS ¢ KaTaauTHYECKU
akTuBHBbIMU Oenkamu Hykieazamu — RISC (RNA-induced silencing complex). Kommieke RISC u siRNA
(short interfering RNA) ciennduuecku pazpymaer mRNA u npegoTBpamaet TpaHCISIHIO.

HCFCHCCI/ITC I[aHHﬁ CXGM% B %aGoqﬁ TETPAOb.
nBytenodeunas PHK

LOLCLUCL L

1 : (Gepment Dicer

SRNA T 'mTTrT T

P

@ s

it

-
-~ -
L a3

»
Jierpajanms
KOMILIEMEHTapPHOM

LIETOYKH /

mRNA LU

KOMIIJIEKC
AHTUCMBbICIIOBOM
uenouxku u RISC

pazpe3anue mRNA

LU LU

Bemmumure B pabouyro TeTpaab BO3MOXKHOCTH Hcmoib3oBaHus MerofoB PHK-untepdepennum B
MEIULIMHE.

3a otkpeitne PHK-untepdepenniun amepukanckue uccienoBarenu Iuapro Daiip u Kpeitr Memio Obun
ynoctoenbl HobGeneBckoit mpemun no ¢usnonoruu u meauiuae B 2006 r. Ha ocHOBe oMmMCaHHOTO UMH
MeXaHu3Ma pa3paboTaHbl METO/Ibl HAIPABJIEHHOTO MO/IaBJICHUSI aKTUBHOCTH T€HOB C MOMOIIBIO KOPOTKUX
cunternueckux PHK nymnexcos. Takue nymiexkchl MoOryT ObITh co3faHbl HpoTuB Joboit MPHK
Omarosmaps TOMY, 4YTO IIOCIEIOBATEIbHOCTh I'€HOMAa MHOTMX OPraHM3MOB, BKIJIIOYas YEJIOBEKa, YXKe
u3BecTHa. B Hacrosimee Bpemsi wu3ydarorcs nepcnektuBbl npumeHeHuss PHK-unrepdepenunun B
MEIULUHE U1 JeYeHUs HHPEKIIMOHHBIX, OHKOJIOTHYECKUX U JPYTrUX 3a001eBaHUM.

Jlns nocraBku cuHTeTndeckux PHK nyniekcoB B KIETKM IIMPOKO MCIIOJIB3YIOTCS MOJIXOJBI HA OCHOBE
HaHoOHOTexHoJorui. Cpeau HUX: JHIIOCOMBI, YIJIEpOJHBbIE HAHOTPYOKH, CaMOOPIaHU3YIOIIHUECs
MTOJIMMEPHBIE HAHOYACTUIBI HAa OCHOBE UUKIOACKCTpUHA M Jp. IloBEpXHOCTP 3THX HAHOYACTHIL
MOJIUGUIMPYIOT aHTUTENaMU M Jp. ¥ BEKTOpPaMHU JJISl HalpaBJIEHHOW JOCTaBKM B PAaKOBbIE KIIETKHU, K
oyaraM BHYTPHCOCYAMCTOTO MOPAXKEHUS U T. II.
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Brimonnaenune paboThl BeeTcs B hopme 00CYKISHUSI CO CTYICHTaMHU.

Pa6ora 7. JHK-auarnocruka.
Lenv pabomei: TlozHakoMuThCs ¢ pUHTEppUHTHHTOM — MeTooM JIHK-mnarnoctuku.

a) Ha Puc.1 mokazansl pe3ynbrarsl ¢punrepnpuaTuara npod JJHK ot marepu (M), npeamonaraeMoro
otua (F) u pebenka (C). Y pebenka umeercs 6 Moyioc, aHAIOTUYHBIX MATEPUHCKUM U 11 — aHATOTHYHBIX
OTITOBCKHM, a TaK)Ke 5 00IIUX IOJIOC.

= Marepunckas nonoca
e OTUDBCKAS MoONoca
Monoca or no6oro
u3 poautenei

HeonpepneneHxaa nonoca
e O6wan ana poputenei
nonoca

Marb
PebeHok
lMpeanonaraembini oTeL,

;

—n0O<Z

ee

JO0m ouwmoooonmoi=

Il o 0 vl

Puc. 1. Pesynbratel punrepnpuntuara npod JJHK ot marepu (M), npeanonaraemoro otia (F) pedbenka
©

6) ®unrepnpunt JJHK Bropoit matepu (M2), pebenka (C2) u npeanonaraemoro orua (F) mokazansl Ha
cnenytomet cxeme (Puc.2). B atom cinydae y pebeHka 8 MaTepUHCKUX MOJOC, 15 OTHOBCKUX, 6 00LIMX
IUIL MaTepu W TIpEAroyiaraeMoro oTma u 1 mosioca He oOHapyKWBaeTcst HM y mMarepd, HU y orna. Kak
OOBSICHUTh Hanuuue 3ToH mojockl? OOOCHYHTE OTBET, aHAIM3HUPYS IPEICTABICHHbIE HAa PHCYHKE
(UHTEePIIPUHTBI.
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Puc. 2. ®unrepnpunt JJHK Bropoit matepu (M2), pedenka (C2) u npeamnonaraemoro ortua (F2).

OTBeTbTE Ha BONPOCHI, aHATU3UPYsI IIPEJICTaBICHHbIE HA PUCYHKE (DUHT€PIPUHTBHI.
1. MokHO 11 Ha OCHOBaHHMM 3TUX JaHHBIX CJ€JIaTh BBIBOJ 00 OTIIOBCTBE MY)KUMHBI B IEPBOM Cilydae?
2. Kak OOBSICHUTh HAIWYHME OJHOM TOJOCHI, HECOBMAJAIOUICH C OTHOBCKUMH M MaTePHHCKHUMU
II0JIOCAMH BO BTOPOM ciIy4ae?
Beinonnenue paboTsl Beercs B popme 00CykKIeHUsI BMECTE CO CTYJICHTaMHU.

3. BeicTymieHue ¢ I0KJIaaMM:

1. Pozanuna ®@pankinuH — BKJIaa B uccienoBanue moaenu JJHK.

2. MexaHu3Mbl BOZHUKHOBEHUS SKCIIAHCHH TPUHYKJICOTHUIHBIX MOBTOPOB. BOJIe3HH, BBI3BAaHHBIC
JUHAMUYECKUMU MYTaLUSAMH.

3. IIpuonnsie 6011e3HU.

4. Ocobennoctu PHK-unTepdepeHny y npokapuoT U dyKapuoT. 3HaYEHUE OTKPBITHUS ITOTO
MeXaHu3Ma JUIST METUITUHEL.

CaMocTosiTe1bHAsi BHEayIUTOPHasi pa6oTa 00y4aroIuxcs 1o reme:
3aoanus ons camocmosmenvhotl 6HeayOUumopHoU padomul CIyO0eHmos no YKA3aHHOU meme:
1) O3HaKOMHTBHCS C TEOPETHUSCKHM MaTEpPHAJIOM IO TEME 3aHSTHS C MCIOJIb30BAHUEM KOHCIICKTOB
JIEKIUHA W/WIIM PEKOMEHTyeMoi yueOHO TUuTeparyphl.
2) OTBETUTH Ha BOIIPOCHI ISl CAMOKOHTPOJIS:

* [lonsiTHe reHOMa M TEHOMUKH.

* Crpykrypa U QyHKIUHU TCHOB.

* BHereHHsble 2eMeHTHI. THUIIBI MyTaIMil T€HOB.

* IlIporpamma «I'eHOM YenOBEKaAY», LEIN U 3a]1a4H [IPOTPaMMBbI.

* buorexHomorus.

*  Tpauckpumnuus napopmarnuu ¢ IHK na uPHK;

* [lonsiTHE TpaHCKPUIITOMA, €70 CTPYKTYpPA U (PYHKIIHUS.

*  Meroabl uccie0BaHMs TPAHCKPUIITOMA.
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*  CrutaliCuHr — peryJssusl.
3) [IpoBepuTh CBOM 3HAHUS C UCTIOJIL30BAHUEM TECTOBOT'O KOHTPOJIS
1. Buibepume o0un npasuivHblil omeen.

MenuiuHcKast TeHETHKa U3y4aeT: a) KIMHUYECKne 0COOEHHOCTH HaCIeICTBEHHBIX Ooe3Hel; 0)
STHOJIOTHIO,  TATOT€HE3  HACIEACTBEHHBIX  Ooye3Heili W Oone3Hell ¢ HACJIEICTBEHHOIO
MIPEIPacIoIOKEHHOCThIO; B) MyTH NPOGUIAKTHKY HACIEICTBEHHBIX 0OJIE3HEH; I') POJIb HACIEICTBEHHBIX
(aKkTOpPOB B MATOJIOTUHU YEIOBEKA.

2. Bvibepume 00un npaguibHslii Omeem.

HazoBute n3BecTHOE YMCIIO HacleACTBeHHBIX 3a0oneBanuii: a) 1500; 6) 3500; B) 5000; r) 15
000.

3. Bvibepume 00uH npaguibHulll Omeem.

[Ipoueccunr obOecneunBaeT: a) TPAHCKPUIIHUIO; 0) TPAHCIALMIO; B) “BbIpe3aHHe’” MHTPOHHBIX
obnacreil.

4. Bvibepume 00uH npasuivbHulil omeen.

[lonatue reHa BKIIOYAeT B ceOs: a) TOJIBKO MHTPOHBI; 0) TOIBKO SK30HBI; B) YacTh 3K30HHBIX
yuacTkoB TeHa; r) yudactok JIHK, oTBercTBeHHBII 3a cHMHTE3 MNONUNENTHAA; 1) y4YacTKU Oenka,
OTBETCTBEHHBIE 32 CHHTE3 CIIO)KHOTO OElIKa.

5. Bvibepume 00un npasuibhslii Omeem.

Bribepute npaBuibHOE ONpeEfesieHUue MOHATUS “T€HOM’ YelOBEKa: a) COBOKYIHOCTb SJEPHOMN
JIHK; 6) xpomocomHBI HabOp OpraHus3Ma; B) COBOKYHMHOCTh TpaHciaupyembix ydactkoB JIHK; r)
COBOKYITHOCTb SIIEPHOM U nurorasmatuyeckoit JTHK.

Omeemut 1- 0); 2-0); 3-B);4-1);5-1).
4) IToarotoBuTh pedepatr/aoKiai 1Mo CIeAYIOICH TeME:

1. Pozanunpa ®@pankinuH — BKiax B uccienoBanue moaenu JJHK.

2. MexaHu3Mbl BOSHUKHOBEHHUS HKCIIAHCUU TPUHYKICOTHIHBIX MOBTOPOB. bosie3HH, BHI3BaHHBIE

JTUHAMUYECKUMU MYTaIHSIMU.
3. IlpuonHbIC OOIE3HU.
4. Ocobennoctn PHK-uHTEpdepeHIIMM y NMPOKAPHOT W IYKApUOT. 3HAYCHHE OTKPBITHS STOTO
MeXaHHU3Ma JIJIs1 MEIULIUHBI.
5) BbInonHUTE Ipyrue 3alaHus, MPEAyCMOTPEHHBIC pabodeil MporpaMMoil o JUCIUTLTHHE.
B paGoueii TeTpaan 3amoIHUTh TEPMUHOIOTMYECKHH CIOBaph.
Tepmun

I'enom —
['eHOMHBIN UMIIPUHTHHT —
I'enetnueckuit monumMophusm —
[IproHHbIe Oone3HN —
bonesnu HakorneHns —
DKCHaHCHs TPUHYKIICOTHIHBIX MTOCIIE0BATEILHOCTEH—
AHTHIIETIaNA —
Yuukanensie nocneaoarenpbaoctu JHK —
Cpenne nosropstouuecs nocnegoarenbHoctu JJHK —
Bricoko noBropsttonuecs nocinenoarenbHoct JJHK —
IIceBmorens! —
TpaHcno30HbI —
AnbTEpHATUBHBIN CIUIAHCUHT —

CoNooabhwnE

e S g e
wh e o

Pexomennyemas iureparypa:
OcHoBHa4:
1. boukoB H.II. Knuandeckas remetrka: yaeOHuK 1i1s1 By30B/ M.: TDOTAP-Menua, 2011-2018, 480c.
JIOmOIHUTEIbHAS:
1. Kossonun B.A., Koceix A.A., Ponquna H.E. [IpenaranpHas IUarHOCTHKA HaCJIeICTBEHHBIX
3a00JIeBaHUN U BPOKICHHBIX IIOPOKOB pa3BUTHsL: yueOHoe nocooue Kupos: 2011.-88 c., ui.
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2.Konenaera E.B., Onyunna FO.H., Kozsonun B.A., CrapkoBa E.B., bepecneBa A.A. Pabouas TeTpanb
no aucuumuHe «MenunuHckas reHeTikay. Yacts 1 u 2: yuebHOo-MeTonndeckoe nocodue. - Kupos:
®OI'bOY BO Kuposckuit 'MY Munsapasa Poccun, 2021.-110 c. u 112c.

3. Konenaesa E.B., Pogquna H.E.. O0mas renetnka u reHeTHKa 4yenoBeka: ydeOHoe mocodue/ Kupos,
2016. - 69 c.

4. MyroBuH I'.P.. M. Kniunnueckas reneruka. ['eHoMHMKa U IPOTEOMMKA HACJIEICTBEHHON NATOJIOTHU
[DnexTponHsbIi pecypc]: yueobnoe mocodue/ [DOTAP-Menua, 2010. - 832 c.: ui.

5. T'opbynoBa, B.H., KopxeneBckas M.A.. I'eHeTHKa B KIMHMYECKOH IpaKTUKE: PYKOBOJCTBO JUIS
Bpaueit/CII6.: Cnerymur, 2015.-329 c.

6. Mymxkambapo H.H., Kysnenos C.JI. MonekynspHas O6uonorusi: Yue6. [locobue st cTyneHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.

7. DNeKTpOHHBIE PECYPCHI:

1) http://omim.org/

Pasznea 3. I'ennsnie 00s1€3HM.
Tema 3.1. CeMHOTHKA HACJEICTBEHHBIX 3200/1eBanuil. KJIIMHUKO-TeHeaI0rn4ecKuii MeTo/.

Heab: M3yunTh KIMHUYECKHE OCOOEHHOCTH TEUYEHMsI HACIEACTBEHHBIX 3a0onieBaHuid. M3yduthb
3HAYEHHE KIMHUKO-TEHEATIOTMYEeCKOr0 METO0J1a, €ro OCHOBHBIE IENH M 3a1a4yu. HayuuTbcs mpaBHIIBHO
HCII0JIb30BaTh COOTBETCTBYIOUIYIO TEPMHUHOJIOTHIO.

3apaum: PaccMOTpeTb OCHOBHBIE TEPMHUHOJIOTHYECKUE TIOHSTHS MEIUIIMHCKON T'e€HETUKH,
OOyYUTh CTYAEHTOB TMPUMEHEHUIO KIWHUKO-TEHEAJIOrHYeCKOro MeETOo/a, H3Y4YUTh OCOOEHHOCTH
HaCJICACTBEHHOM IIAaTOJIOTHH.

Oo0yuarommuiicsi 10/I2KeH 3HATb.

Oco0eHHOCTH KIIMHUYECKHUX TPOSBICHHUA HACIICICTBEHHOM MMAaTOJIOTHH, OOIIME TPUHIIMITH KITMHHYECKOM
JMArHOCTUKHU HACJIEICTBEHHBIX OOJIe3HEW, MPUYMHBI MPOUCXOKACHUS U AUATHOCTUYECKYIO 3HAYUMOCTD
MOP(OTreHETUYECKNX BAPUAHTOB, 3HAUYEHHE W OCHOBBI KIMHUKO-TEHEAIOTHYECKOTO METOo/a JUIst
JMArHOCTHUKH, HACJICICTBEHHOW MaTOJIOTHH, THIIBI HACIEI0OBaHMS 3a00JICBaHUH U IPU3HAKOB YEIOBEKA.
Oo0yuarommiicst 10/12KeH YMEThb.

OO6cnenoBaTh OONBFHOTO Ha BBISIBICHHUE HACIEICTBEHHOU MATOJOTHH, PACHO3HAaBaTh OOIIHE MPOSBICHUS
HACJIEJACTBEHHON MAaTOJIOTHH, JUAarHOCTHUPOBAaTh BPOXKJIEHHbIE MOP(POTCHETUUECKHE BapUaHTHI,
MPaBUJIbHO MCIOJB30BaTh COOTBETCTBYIOLIYID TEPMHUHOJIOTHIO NPH ONUCAHUU KIMHUYECKOW KAPTUHBI
(penoruna) OosbHOTrO; cOOUpPATh aHAMHECTHMUYECKHE JaHHbIE M TEHEaJIOrH4ecKylo HH(OpMaINIo,
COCTaBJISATh POJOCIOBHYIO, MPEACTABIATh €€ B rpauueckoM BUJE U aHAIM3UPOBATH HACIIETOBAHHE
3a0071€BaHUs UK TIPU3HAKa O00JIE3HU B CEMBE.

Oo0yuarommuiicsi 10JI2KeH BJIaETh.

Menuko-01oI0rMuecKM MOHSATUWHBIM arrnapaToM. MeTolaMu U3y4eHHs] HACIEACTBEHHOCTH YeJIOBEKa.
HaBbikamu moucka menuuuHCKOW uHpopMmamuu B y4eOHOM, HaydyHOW JIuUTeparype, B TOM 4YHUCIE C
WCIIONb30BaHUEM CceTH VIHTepHeT; HaBbIKAMH TIPEJACTABICHHUS W  OOCYXIEHUS MEIUITUHCKOU
uHpopmanuu. ba3zoBeiMu TexHOMOTHsAMHU TMpeoOpa3oBaHUs HHGOPMALMU: TEKCTOBBIE, TaOIUYHbBIE
penaKTopsl, MOUCK B ceTh HTepHeT.

CamocrosiTe/IbHAA Ay AUTOPHAsA padoTa 00y4ar0IMXCsl M0 Teme:
1. OTBeTHTL HA BOIIPOCHI 110 TEME 3aHATHUS.
Bompocsr aiis cobeceoBanus:
1. KinHHKO-TeHeaJIornuecKuin METO/J, €0 BO3MOKHOCTH M 3HAYCHUEC B MCIHUKO-TCHECTHYCCKOM
KOHCYJIbTUPOBAHUH.
IToxazanms AJIA ITPOBEACHU A KIIMHUKO-TCHCAJIOTHYCCKUX HCCHG}IOB&HHﬁ.
CocraBieHue KapTsl (peHoTHMA.
CocraBieHune poJoCIOBHOM.
Onpenenenne HacIEeICTBEHHOTO XapaKTepa MNaTOJI0THH.
Onpenenenve TUIAa HacJIeIOBaHHUS.

o UTAwWN
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2. IlpakTHYecKkasi MOAT0TOBKA.

Padora 1. OnpenesieHue TUIIA HACIETOBAHMSI.

Llenb pabomsi: I3ydnTh OCHOBHBIE 3aKOHOMEPHOCTH HACJICJOBAHHS.

W3yunte npencTaBieHHbIE HUXKE rpaduueckre n300pakeHust poJOCIOBHBIX, IEPEHECUTE X B pabouyIo

TeTpab.
1. Ompenenute xapakTep HacleAOBaHUS AyTOCOMHOT'O MPU3HAKA U PaCCTaBbTE T'€HOTHUIIBI BCEX YJICHOB
POIOCIOBHOM:

) e
© 0 mlo

[ ]
'E{F

1 @& &

2. TlpoBenute aHAIU3 POJOCIOBHON CeMbU € OMM30pYyKOCTBIO. OmpenenuTe THI HACIICIOBAHHS
MpH3HAKa, TEHOTUITBI BCEX YWICHOB POJOCIOBHOM. BBIUMCIMTE BEPOSATHOCTh POXKIACHUS OIU30PYKHUX
neTelt B ceMbe OT Opaka 3 u 6.

1@ H:
6 3 4 (75

bi cHoeem

¢ 11 12 13 15 16 17 1§ 19

=3

3. Tlo xapaktepHbIM (EHOTHIHMYECKUM TpU3HAKaM W (hparMeHTy pOJOCIOBHON MpOoOaHIa ONpEaesuTe
3a00JIeBaHNE U TUI HACJIEJOBAHUS.
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° 4
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4. TlpoBeauTe aHAIN3 POAOCIOBHOHN CeMbH C anbOMHM3MOM. OnpeaenuTe TUIl HACIEI0BaHUS IPU3HAKA,
TCHOTHITBI WICHOB POJIOCIOBHOM. BhIumcinTe BepOsSTHOCTh POXKICHHS OOJBHBIX JAeTel oT Opaka 1 u 2

().
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5. PomocnoBHas cembu ¢ BUTaMuH D-pesucteHTHBIM paxutoM. ONpenennuTe BEPOSATHOCTh POXKICHHUS
310poBbIX Aeteii ot 6paka 3 (II) co 3m0poBOI KEHITUHON.
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2 3 4 5 6 7 8 9 10 1]

Puc. 3.33. PofocnosHas ¢ X-CLemnieHHbIM LOMUHAHTHBIM TUMOM HacnenoBaHUsA
(BUTaMWH D-pPe3nCTEHTHbI paxur)

Puc. 3.34. Pe6eHok 7 net ¢ BUTamuH D-peancTeHTHbIM paxuToM
(Ha popoenoBHoi = II1-9). TunnHbIe BaPYCHLIG nedopMaLmn HUKHUX KOHEHHOCTE,
X-CLENNEHHbIA JOMUHAHTHBIA T HACNeA0BAHUA
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6. IlpoanamusupyiiTe poJOCIOBHYIO ceMbH ¢ remoduauei. Onpeaenure TAM HACIEIOBAaHUS MPU3HAKA,
T'€HOTHUIIbI YJICHOB pOHOCHOBHOﬁ. Brruncnure BCPOATHOCTD POKACHUA 60J'H>HI:IX " 310POBBIX ,Z[GTCI\/'I oT
Opaka 1 u 2.

1B (2

3&) 74 8 s 0 G

i OO O

11 12 13 14 15 16

7. TlpoaHanu3upyiTe pOJOCIOBHYIO CEMbH ¢ THHEpTpuxo3oM. OmpenenutTe TUI HACIEAOBAHUSA,
TCHOTHIIBI WICHOB POJIOCIOBHOW. BBIUMCINTE BEPOATHOCTh POKICHUS ACTEH C TMIIEPTPUXO30M OT
Opaka | u 2 (II). Onpenenute MOI ITUX AETEH.

O

' m
e
BONEO
Ty O

] 2

4/5 6

1 2 3 1

— - -~ s

Breimmonnenue paboTsl Benetcs B popMe OOCYKIACHHUS BMECTE CO CTYAEHTaMH HMMEIOLUXCS JaHHBIX IO
TUIIAM HACJIEJOBAHU.

Pa6oTa 2. DTanbl KIMHHYECKOI0 MOUCKA.

Llenv pabomwi: V3yunTh NOCAEAOBATENIBHOCTh MPUMEHEHHUS METOJOB JTHArHOCTHMKH B TEHETHKE.
Hcnone3ys nannabie pedepaTUBHBIX COOOIIEHUH, OXapaKTePU3YITE ITAIbl JUATHOCTHYECKOTO TOUCKA JITIs
KOHerTHBIX KIIMHNYCCKUX cnyqaeB.

[Tepenecute B paboUyr0 TETPaIb U 3aIIOJHUTE CICTYIONTYIO TaOIHITY.
Ortan Ha3Banwe srana IIpumensiemele | Mcnonb3oBanue | Jluarxos, Knuangeckuit
METO/Ibl ANEKTPOHHBIX YCTaHABJIMBAEMbI | IPUMED
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IMArHOCTUKH 0a3 JaHHBIX B pe3yJbTaTe
(ma/uer) HUCCIIEIOBAHUA

| Kimuanyeckuii

I [TapaknuHryecku

nu

Brimonnenue paboTel BeneTcs B popme 00CYKACHHUS BMECTE CO CTYJICHTaMU MMEIOIIMXCS JaHHBIX 110
METOAAaM JHAarHOCTUKH.

3. PemnTh cUTyallMOHHBIE 321a4H.
1) AnropuTm pazbopa 3aad.
1. Onpenenure TN Hacae10BaHUS PU3HAKa.
2. Ompenenute reHOTHIBI BCEX YWICHOB POJIOCIIOBHOM.
3. Beluncnute BEpOSITHOCTb POXKICHUS I€TEH C MAaTOJIOTNYECKUM IPU3HAKOM.
2). Ilpumep 3a1a4u HA aHAIKU3 POJOCIOBHBIX C Pa300POM IO AITOPUTMY
1. Onpenenure THN Hacae10BaHUS PU3HAKA.
2. Ompenenute reHOTHIBI BCEX YWICHOB POJIOCIIOBHOM.
3. Beruncnute BEpOSTHOCTb POXKIEHUS JeTel C NaTOJIOTMYeCKUM IPU3HAKOM B ceMbe OT Opaka 8 u 6.

U B
1. Tun HacnenoBaHMs NPU3HAKA — 8YyTOCOMHO-JIOMUHAHTHBIH.
2. I'eHOTHITBI BCEX YJICHOB POJOCIOBHOM.

Aa Aa
' e
, I,

aa \ aa Aa aa Aa Aa
]|

3 4 7 5 8 6
m AA/Aa AA/Aa aa

1 1

3. BeramcneHue BepOSTHOCTH POXKICHHUS JIETEH ¢ TATOJIOTHYSCKUM TIPU3HAKOM.
P: Aax Aa—3A: 1la

3
BeposiTHOCTh JOMHHAHTHOTO TIpU3HAKa B ceMbe OT Opaka 6 u 8 paBHa ~ (2 3akoH MeHnpens).
4
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3) 3agaun 11 CaMOCTOSITENBHOTO pa30opa Ha 3aHATHU:

3amaua 1. XenmmHa ctpamaer Qocdar-nuadberom (X-CHETUICHHBIM TOMWHAHTHBIA THI
HACJICJIOBAHMSI ), IBE €€ CECTPhI U OTeIl TaKKe 0ONbHBL. BoJbHAsS TETKa 3aMyKeM 3a 3JJ0POBBIM MY KUNHOM
U UMEET MATEPHIX JIeTel; JABE JOYEPH, OJUH ChIH - 3JI0POBBI; OJIUH ChIH U J0Yb - 00JibHBL. COCTaBbTE
pomocnoBHyw. Onpenenute BEpOSTHOCTh POXACHHUS OOIbHOro pebeHka y mpoOannma. Ecau ceiH y
npobana Oyaer 00JeH, KaKOH MPOTHO3 IS €T0 ACTEH?

3amaua 2. IlpoGana — OGonpHOM Muomnarued [romenHa manpuuk. [lo naHHBIM aHamHe3a —
pOIMTENN W JBE CECTphbl mpobOanma 310poBbl. I10 OTIOBCKOM JIWHWUW JaBa I14, TETKa, jaen U Oabka
npoOaH/1a 310pOBHI. /[Be ABOIOPOIHBIE CECTPBI OT 1M U ABOIOPOIHEIN OpaT OT TeTH npodaHaa 310POBHIL.
[To nuuum MaTepu npobOaHIa OJWH U3 ABYX JAsIei OoJien Muonatueid. Bropoi msas — 310poBbIi — UME
IBYX 3JIOPOBBIX CBIHOBEHW W 3/J0pOBYyI0 104b. Ters mpobOanma mmena OonbHOro cbiHa. Jlem m Oabka
310poBbl. COCTaBbhTE POJAOCIOBHYIO U ONPEASITUTE THIT HACISTOBAHUS.

3anaga 3. [TocTpoiiTe pogOCIOBHYO, HA KOTOPO ObLTH OBI MOKAa3aHbl BAYKHEHIIINE OCOOEHHOCTH
ayTOCOMHO-PEIECCHBHOTO TUIIA HACIICOBAHUS B TPEX MOKOJIECHUSIX BOOOpAKaeMOI CEMbH.

3amaua 4. K Bpady - CcTOMATOJIOTY OOpAaTHJIUCh POJIUTEIN MajlbuhKa 3 JIET, HWMEIOIIETo
BPOXKICHHYIO PACIISIIMHY I'yObl 1 HeOa, ¢ MPOCchOOi 00 OMEepaTUBHOM JICUSHUU 3TOTO IMOPOKA PA3BUTHSL.
Hx Takke MHTEpECOBaJl PHCK MOBTOPHOTO POXKIACHHUS peOCHKa C MOJ00HOW aHOMAaJIHMEH B 3TOH CEeMbeE.
ITocne ocMoTpa peOeHka Bpad OCMOTpEN pOaUTeacH. Y poauTelied KIMHHUYECKUE IPOSBICHHS
3a00JIeBaHUs BBISBJICHBI He ObuTH. Maibuuk ObLT Ha3HAYCH HA OMEPAIUIo I yCTpaHEHHS Ie(EeKTOB
ryosl 1 Heba. B cBs3M ¢ Tem, uTo y poauTeneil He ObLIIO OOHAPYKEHO MPOSBICHUI 3a00JeBaHus, Bpay
pacteHm 3a0oJieBaHUE PEeOCHKA KaK HEHACJICJICTBEHHOE, CBA3aHHOE C KAaKUMHU-TO HEOIArompUsTHBIMU
dakTopamu BO Bpemsi OepeMeHHOCTH. [IporHo3 B OTHOIIEHMH POXKACHUS MOCIEAYIONINX JETed B ATOU
ceMbe, 0 CJI0BaM Bpada, ObLI OnarompusTHBIA. [IpaBuiIbHA JIM TAaKTHKA Bpada B OTHOIICHUU peOCHKA H
MPOrHO3a OyIyIIero noToMcTBa?

3amaga 5. K Bpauy-tepaneBTy oOparuiach keHimuHa 19 ner ¢ xamodbamu Ha 00ib B 00JacTH
cepaua. [Ipu obcinenoBanuu y Hee ObLT BBISIBJICH MOPOK cepAta. boiapHyI0 Takke HHTepecoBaj MIPOTrHO3 B
OTHONICHWU OYAYIIero MOTOMCTBA, T.K. OHA HEJAaBHO BBIIUIA 3aMYX H XOUeT HWMETh nereid. [lpwm
oOcnenoBanuu ee myxa 20 JeT U3MEHEHUU CO CTOPOHBI cepjia He BbIsiBIeHO. M3 paccmpoca 60nbHOM
BBISICHWIIOCh, YTO €€ MaTh CTPaJaeT HIIEMHUYECKOW OOJIe3HBIO cepiala, a OTel[ - TUIMEePTOHUYICCKOU
O0one3npto. Ha ocHOoBaHMM aHamHe3a JedalIMii Bpad Jajd 3aKIIOUYEeHHE O HaCJIEICTBEHHOM
MIPOUCXOXJICHUN TOPOKA CEpAla y 3TOH KCHIIWHBI, T.K. €€ POJUTEIN TaKXKe CTPATar0T CepJeUHO-
COCYAMCTHIMH 3a00J€BaHUSMHU U OINPEACTUI BBICOKUN PHUCK pOXKIEHHUS y Hee OonmpHBIX Aereil. Kak
PaCIICHHUTD MOJIYIEHHOE 3aKITFOYCHHE U TI0YeMy?

4.BpicTyniieHue ¢ 0KJIaaMu:

1. Meton FISH —npuniun, o61acts mpuMeHEHHSL.

2. BbrortmHr — KimaccuUKaNMs W MPUHIUIB Pa3IMYHBIX METOJOB OJIOTTHHTA, 00JIACTH
MIPUMEHEHHSL.

3. DTHonorus, KIMHUYCCKUE CHMIITOMBI, JHATHOCTUKA W OCHOBHBIC TPHUHIIUIIBI JICUCHUS
docdar-nuabdera.

4. DTHoNOorus, KIMHUYCCKUE CHMIITOMBI, JHATHOCTUKA W OCHOBHBIC TPHUHIIUIIBI JICUCHUS
remodmius A u B.

CamocrosiTesibHAsi BHeayAMTOPHAasi pad0oTa 00y4alIMXxcs Mo TeMe:
3aoanus ons camocmosamenvHou 8HeayOUMOpPHOU pabomvl CIYO0eHmo8 No YKA3aHHOU meme:
1) O3HAaKOMHTBHCS C TEOPETHUSCKHM MAaTEPHAJIOM IO TEME 3aHATHS C MCIOJIb30BAHUEM KOHCIIEKTOB
JIEKIMH W/WIIKM PEKOMEHTyeMoi yueOHO TUTeparyphl.
2) OTBETUTH HA BOIIPOCHI JIJIs1 CAMOKOHTPOJIS:

*  KumHHKO-TeHeaJoru4ecKuii MeToJl, ero BO3MOXXHOCTH U 3HaUY€HUE B MEIUKO-TE€HETUYECKOM
KOHCYJIbTUPOBaHUH.

»  Tloka3zanus A NpOBEAECHUS KIMHUKO-TE€HEAJOTHUECKUX HCCIeJOBAHUH.

*  CocraBnenue KapTsl (peHOTHIIA.
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*  CocraBieHHUE POAOCIOBHOM.
*  OmnpezaeneHue HaClIEICTBEHHOTO XapaKTepa MaToJIOTuu.
*  OnpezneneHue TUIA HACIIETOBAHUSI.
3) [IpoBepuTh CBOM 3HAHUS C UCTIOJIL30BAHUEM TECTOBOT'O KOHTPOJIS
1. Beibepume 00un npasuibHulli omeem.
@uibTp - 3TO: a) pa3Mep HOCOBOTO X0/1a; 0) pacCTOSTHUE OT OCHOBAHHUS HOCA JI0 KPACHOW KalMbl
ryObl; B) OTHOILIEHUE JJIMHBI HOCA K IIMPUHE €r0 HUKHEH YacTH.
2. Bvibepume 08a npaguibHulx omeemd.
[TonoxxeHusAMH, XapaKTEpPU3YIOIIMMU ayTOCOMHO-PELECCUBHBIA THI HACJIEIOBaHUS, SBIISIOTCS:
a) 3a0o0JieBaHME OJMHAKOBO YacCTO BCTPEUACTCS Y MYXKXYMH U JKCHINWH; 0) JKCHIIMHBI OOJCIOT dYalie
MYKYMH; B) BBICOKAas 4YacTOTa KPOBHO-POJCTBEHHBIX OpakoB; T') 3a0ojeBaHUE MPOCICKHUBACTCS IO
TOPU30HTAIIN
Omeem:1 - 6), 2 —a), 1).
4) TTonroToBUTH pedepart/aoKiIa Mo CICAYIOUIM TEMaM:
5. Meton FISH —mipunnum, o61acTh mpuMeHEHUS.
6. braortMHr — KiaccupuUKaUsA W TPUHLIUINBL PA3IHMYHBIX METOJOB OJOTTHHTra, 00JIacTh
MIPUMEHEHHSL.
7. DTuonorus, KIMHUYECKHUE CHMIITOMBI, TUAarHOCTUKA W OCHOBHBIC NPUHIMIIBI JICYCHUS
dhocdar-muadera.
8. DOruonorus, KIMHUYECKHUE CHMIITOMBI, JHATHOCTUKA W OCHOBHBIC NPUHIUIBI JICYCHHUS
remoduins A u B.
5) BeinosnHUTE Apyrue 3aiaHus, IpeaycMOTPpEHHbIC pabodel IporpaMMOii 1Mo AUCIUILIHHE.
B paboueii TeTpaau 3aroIHUTh TEPMUHOIOTUYECKUH CIIOBAPb.
Tepmun

1.  Bnor-rubpunuzanus no CayzepHy —
2.  CpaBHUTeNbHasi TEHOMHAs THOOUIU3ALINS —
3. Hozepu-6noTTHHT —
4.  Mable aHOMalTUU Pa3BUTHUS—
5.  Burumuro—
6. Tuneprenopusm —
7.  T'unotenopusm —
8. T'umeprtpuxo3—
9. Tunorpuxos—
10. Tupcyrusm—
11. Jwmactema—
12. Makpotus —
13. MukpoTusi—
14  Muxkporenus
15 Mukpornarus
16 «MBbIC BIOBBI»
17 Tlporenus
18 TIIporHarus
19 Cunodpus
Pexomenayemasi mureparypa:
OcHoBHas:
1. boukos H.II. Kiinnuueckas reneruka: yueOnuk ais By3os/ M.: I'90OTAP-Meaua, 2011-2018, 480c.
JlononHuTenpHas:
1. Kossonuu B.A., Koceix A.A., Poguna H.E. [IpenaranbpHas UarHOCTHKA HACJIEICTBEHHBIX
3a0071€BaHU U BPOXKJICHHBIX TIOPOKOB PA3BUTHS: YdeOHOE 1Tocobue Kwupos: 2011.-88 c., ni.

2. Konenaesa E.B., Onyunna FO.H., Ko3Bonun B.A., Crapkosa E.B., bepecneBa A.A. PaGouas teTpaap
no aucuuiuiiHe «MeaunuHcKas reHeTnka». Yacte 1 w 2: yueOHO-MeTonudeckoe mocoome. - Kupos:
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OI'bOY BO Kuposckuit MY Munznpasa Poccun, 2021.-110 ¢. u 112c.
3. Konenaera E.B., Pogura H.E.. O0mas reHeTrika u TeHETHKA YeloBeka: yueOHoe mocobue/ Kupos,
2016. - 69 c.
4. MyrtoBuH I'.P.. M. Kiinnnyeckas resetuka. ['eHOMUKa U NpOTEOMHUKA HACJIEACTBEHHOM IaTOJIOTUU
[DnekTponHsbIi pecypc]: yueonoe mocodue/ [DOTAP-Meaua, 2010. - 832 c.: ui.
5. I'opobynosa, B.H., KopxeneBckas M.A. 'eHeTHka B KIMHUYECKOH NpPAaKTUKE: PYKOBOJCTBO JUIS
Bpaueit/CI16.: Cnerymut, 2015.-329 c.
6. Mymkam6apoB H.H., Ky3nenos C.JI. Monekynspuas ouonorus: Yue6. [TocoOue st CTyeHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.B men.By30B; M.: MUA, 2016 - ¢.85-117.
DNEKTPOHHBIE PECYPCHI:
1) http://omim.org/

Pasznea 3. I'ennsbie 00/1€3HM.
Tema 3.2. 'eHHble 00/1€3HH. ITHOJIOTHSA, IATOTeHe3, KJIaccuPUKANNS, METOAbI THATHOCTUKH.

Heanb: M3yuuTh TUNBI MOHOTEHHBIX MYyTallMid, MEXaHU3Mbl WX BO3HUKHOBEHHUS B IEPUOJ
ramMeToreHes3a, J3THOJIOTUIO, MAaTOT€HE3 W KIMHUYECKYI) KAapTHHY HaumOoJIee€ 4YacTO BCTPEYAIOLIUXCS
FEeHHBIX 0OJIE3HEI.

3agaum: PaccMOTpeTh OCHOBHBIE TEPMUHOJIOTHYECKUE TIOHATHS MOHOTEHHBIX 00JIe3HEH, 00ydInTh
CTYJIEHTOB PUMEHEHHUIO KIMHUKO-T€HEAIOrMYEeCKOT0 METOa ISl ONPEIETICHUs pUCKa MOSBIICHUS JIeTel
C MOHOT'CHHOM ITaTOJIOTHCH.

Oo0yuarommiicsi 10/2KeH 3HATD.

Jlo u3ydenust Tembl (0a3MCHBIC 3HAHUSI) — THUIBI T€HHBIX MYTallMid, MEXaHW3Mbl MX BO3HHUKHOBEHHUS B
MEepUO/JI raMeTOreHe3a.

[Tocne u3ydeHusi TeMbl — STHOJOTHUIO W THUIBI MOHOTEHHBIX OOJie3HEH, KJIacCU(PHUKAIUIO0 MOHOTEHHOU
MATOJIOTUH, T[aTOT€He3 TEeHHBIX OoNe3Hed, KIMHUYECKUH MOMMMOPPU3M U  TEeHETHYECKYIO
reTePOreHHOCTh, TEHOMHBIM UMIIPUHTHHT.

Oo0yuarommiicsi 10/2KeH yMeThb.

Hcnonp30BaTh KIMHUKO-TEHEATOTHYSCKUM METOMA ISl OMpENeNeHUsT PUCKAa MOHOT€HHOM MaTOJIOTHH.
Pemate 3amaun Ha onpeaesieHHE BEPOSTHOCTU TOSIBICHUS MATOJIOTMM B 3aBUCUMOCTHM OT THIIA
MOHOTE€HHOW MyTaruu. HayuyuThcs paBUiIbHO UCIIOJIB30BATh COOTBETCTBYIONIYIO TEPMUHOJIOTHIO.
Oo0yuarmmiicsi 10JI2KeH BJIaJeTh.

Menuko-01MoIOTHUeCKUM TTOHSATUWHBIM armmapaToM. MeTolaMu U3y4eHHs] HACJIEACTBEHHOCTH YeJIOBEKa.
HaBbikamMu moucka MenuuuHCKONW HH(opMmamuu B y4eOHOM, HayyHOW nuTepatrype, B TOM YHUCIE C
WCIIONb30BaHUEM CceTH VIHTepHeT; HaBbIKAMU TMPEJCTABICHUS H  OOCYXICHUS MEIUIIMHCKON
uHpopmanuu. ba3oBeiMH TexHONMOTHSMHU mpeoOpa3oBaHus HHGOPMALMU: TEKCTOBBIE, TaOIUYHbBIE
penaKkTopsl, MOUCK B ceTh HTepHeT.

CamocTosiTe/ibHAsA ayAUTOPHAsI Pa00Ta 00y4aloUIUXCH MO TeMe:
1. OTBeTHTH HA BONIPOCHI 110 TeMe 3aHSATHS.
Bomnpocsr ans cobecenoBanus:
1. DOtmomorus, naToreHes, MIPUHLIUTIIBI KIaccuuKanuu MOHOT'CHHOM MMaTOJIOTHH.
DONHUIEeMHOJIOTUYECKHUE XapAKTEPUCTUKH.
Tume! Hacneq0BaHUSI MOHOTEHHBIX OOJIE3HEN.
Knunandeckuiit monuMophusm U reHeTUYeCcKasi TeTePOreHHOCTh. | €eHOMHBIN HMITPHUHTHHT.
BbrnoxnMmueckue MeToIbI, MX 3HAUCHHE.
Metoasl JJHK-nrarsoctuxu.
MeTo TeHETHKH COMaTHIECKNX KIIETOK.
CymHocTh MOJIEKYJIIPHO-TEHETUUECKOT0 MeToa. Ero 3HaueHne B TUarHoCTHKE.
[TpuHIUIIBI TEYEHUS.

©ONDUAWN

2. IlpakTHYecKkas MOAr0TOBKA.
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Pao6ora 1. IlaTorene3 MOHOreHHbIX 3200 1€ BaHHH.

Lenv pabomoi: I3ydnTh OCHOBHBIC 3BEHbS TATOT'CHE3a TEHHBIX OOJIE3HEH.

Hcnonw3yst maHHble pedepaTHBHBIX COOOIICHUH, BBIACIUTE OCHOBHBIC ASTallbl Pa3BUTHS TCHHBIX
3a00JICBaHUM.

[lepenecuTe B TETpaib ¥ 3aMOTHUTE CIASAYIOIIYIO TAOJIHILY.

Tabn. ITaTorenes reHHbIX 3a001€BaHUN

Ha3Banue I'en Jlokamuzany | U3menenu | M3menenue | [Ipomexxytoun | OCHOBH
3aboJieBaHUs us reHa Ha | A1 B BBINIOJIHSIEM | bl COOBITUSA B | BI€
XpoMocoMe | oOpa3oBaH | Ol pa3BUTHH CHMITTOM
uu 6enka | QyHKIUH 3a00JIeBaHUs BI
AHupuus PAX6
bone3nb RET
['mpumpynsra
Pak monounoit BRCA
JKEIE3bI 1,
BRCA
2
Cewmeiinas LDLR
TUIIEPXOJIECTEPUHEM
ust
Hacnencrsenssiii MSH?2,
HEMOJIUTIO3HBIN paKk MSHS6,
TOJICTOT'O MLH1,
KUIIIEYHUKA MLH3,
PMS1,
PMS2
Menymspras RET
KapIMHOMa
[IIUTOBUIHOU
JKEIe3bl
Buramun I- PHEX
PE3UCTEHTHBIA PaXUT
lemodunus A, HEMA
remounus B ,
HEMB

Brinonaenue paboTel BeneTcs B popMe 00CYX ACHUSI BMECTE CO CTYACHTAMH MMEIOIIUXCS JAaHHBIX 10
MOHOT€HHBIM 3200JIEBAHUSIM.

Padora 2. JInarHocTuka MOHOTE€HHBIX 3200J1eBAHUIA.

Llenv pabomul: VI3yduTh OCHOBHBIE METOIbI JTUATHOCTHKW TEHHBIX Oosie3Hed. Vcmonb3ys maHHBIC
yueOHMKa U pedepaTUBHBIX COOOIICHMIA, 3aII0IHUTE B paboueii TeTpaau CIeAYIOIIY0 TaOIuILy.

Tab6n. /lmarHocTrka reHHbBIX 3a00ICBaHUM.

HazBanue buoxnmuyeckue CrerpuyHocTh JIHK- Crnenuduvnocts

3a00s1eBaHMs MOKa3aTeNu u MeToAa JTUAarHoOCTHKa | MeToja
OKUJJaeMble (BBICOKAs/HU3KAsA) (BBICOKAs/HU3KAsA)
M3MEHEHHUS

AHupUIUs

bonesns

['mpmmpyHra
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Pak monounon
JKEJIe3bl
Hacnencrennsii
HETIOJIUIIO3HbIN paKk
TOJICTOTO
KHILICYHUKA
MenynnsipHas
KapLUuHOMA
IIUTOBUJIHOU
KeJle3bl
Buramun /I-
PE3UCTEHTHBIN
paxur
I'emodmus A,
remoduins B

Brimonaenue paboTel BeneTcs B opMe 00CYKACHHUS BMECTE CO CTYJACHTAMH MMEIOIIUXCS JaHHBIX 110
MOHOT'€HHBIM 3a00JIEBaHUSM.

3.BbicTyniieHue ¢ qOKIag1aMu:

bonesns ['mpumpynra (RET-nnpoTooHKoren).

Cungpom MEN2 (MenynisipHas KapiiHHOMA IIUTOBUIHOM KeIe3bl).
BRCA 1 u BRCA 2 —accounupoBaHHBII paKk MOJIOYHOM JKEJIE3bl.
HacnencTBeHHBbII HEMOMUITO3HBII paK TOJICTOTO KUIICUHUKA.
Anupunust (mytarmu PAX 6).

Cewmeitnas runepxosnecrepunemust (LDL-myranum).

ocoarwnhE

CamocrosiTe/ibHAsI BHeayAUTOPHAasi padoTa 00y4arommXxcs 1o reme:
3aoanus Onst camocmosamenbHolU 8HeayOUmopHoU pabomul CMy0eHmo8 no YKA3aHHOU meme:
1) O3HaKOMHTBHCS C TEOPETHUSCKMM MAaTEpPHAJIOM IO TEME 3aHITHS C MCIOJIb30BAHUEM KOHCIIEKTOB
JIEKUUN /WA PEKOMEHTyeMOol y4eOHO! JInTepaTyphl.
2) OTBETUTH HA BOIPOCHI JUIsT CAMOKOHTPOJIS:
* DTHOJIOTHS, TATOTEHE3, PUHIUIIBI KJIACCH(PUKAITUN MOHOTEHHOW MATOJIOTHH. DIHIEMUOJIOTHICCKUE
XapaKTEPUCTHUKH.
* Turmbl HaceIOBaHKS MOHOTCHHBIX OOJIC3HEH.
» Knuanueckuii monmuMoppu3M 1 TeHeTHIeCcKasi FeTeporeHHOCTh. [ e HOMHBIM UMIPUHTHHT.
* buoxmmmueckne METOIbI, UX 3HAYCHHUE.
* Meronsr IHK-auaraocTuku.
* MeToJI TeHETHKY COMAaTHYECKUX KJIETOK.
* CyIIHOCTh MOJIEKYISIPHO-TEHETHYeCKOro MeTo1a. Ero 3HaueHne B AMarHOCTHKE.
* [IpuHUUMBI JIEUEHUS.
3) I[IpoBepHUTH CBOM 3HAHUS C UCTIOJIL30BAHUEM TECTOBOT'O KOHTPOJIS
1. Beibepume 00un npasuibHulli omeem.

YKaKuTe BEPOSATHOCTH TOBTOPHOTO POXKJIEHHUS OONBHOTO peOeHKa y CYyNpPYyroB, HMEIOIIUX
00JIbHYIO JI€BOUKY C (PEHWJIKETOHypHell (ayTOCOMHO-pelecCHBHBIA TUI HacienoBaHus): a) 50%; 0)
oym3ko k 0%; B) 75%; 1) 25%.

2. Bvibepume 06a npaguibHulx omeemd.

BepositHOoCcTh  pokaeHHss OONBHOTO pebOeHKa B CeMbe, B KOTOpOM MaTh OoOJbHA
(EeHWIKETOHYpUEH, a OTeI| SABJISCTCS TeTEPO3UTOTHBIM HOCHUTENIEM T'eHa (PEHHIIKECTOHYPHH, COCTABJISCT
npumepHo: a) 0%; 6) 25%:; B) 50%:; 1) 75%.

Omeem:1 -1), 2 —B).
4) TToarotoBuTh pedepat/IoKIIaI Mo CICAYIONMM TEMaM:
1. bonesns ['upmmpynra (RET-npoTooHkoren).
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Cunapom MEN2 (MenynmsipHast KapIimHOMa IIUTOBUIHOM KEJIE3bl).
BRCA 1 u BRCA 2 —acconunpoBaHHBI pak MOJIOYHOH JKEJIE3bl.
HacnencTBeHHBII HEMOIUMIO3HBIN pak TOJICTOrO KUIIIEYHUKA.
Anupuaus (mytanuu PAX 6).

Cewmeiinas runepxonecrepunemus (LDL-myrarum).

SER A

Pexomenayemasi iureparypa:

OcHoBHast:
1. boukos H.I1. Kinandeckas reneruka: yueOHuk s By3oB/ M.: TDOTAP-Menana, 2011-2018, 480c.

JlononHuTenpHas:

1. Ko3Bonnn B.A., Koceix A.A., Pomuna H.E. IlpenatanpHas JguarHOCTHKa HACJICACTBEHHBIX
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6. MymkambapoB H.H., Ky3nemnoB C.JI. Monekynspuas Ouonorusi: Yue6. Ilocobue st CTyAeHTOB
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DNEeKTPOHHBIE PECYPCHI:
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Pa3nen 3. 'enHble 00J1€3HU.
Tema 3.3. MoHorennble 3a00jieBaHusi, KiuHnyeckue popmbl. HacieacrBennbie 00Jie3HH 00MeHA
Bemtects (HBO).

Heab: W3yunTh OCHOBHBIE KIMHHYECKHE MPOSBICHUS HauboJiee YacTO BCTPEUAIOLIMXCS
MOHOT'€HHBIX CUHJPOMOB U 0O0JIE3HEH.

3agaun: CdopmupoBaTh NMOHATHE HACIEACTBEHHBIX Oose3Hel oOMmeHa BemiecTB. PaccMoTperhb
ATHOJIOTHUIO, NTaTOTE€HE3, KIMHUYECKUE MPOSIBICHUS, IPUHIIUIIBI TUATHOCTUKU U JIEUEHUs] HauboJjee 4acTo
BCTPEYAIOLIUXCS MOHOTEHHBIX CHHIPOMOB U Ooje3Heil (cunapom Mapdana, ¢eHUIKeTORYpus,
MYKOBHCIIMI03, CEMelHas runepxosiecrepuHemusi, cuaapoM Maptuna-benn (Fra-X). U3yunts ocHOBHBIE
MIPUHIUIIBI TEPAIUU TeHHBIX 0O0JIEe3HEH.
O0yyaromuiics 10/15KeH 3HATh.
OTHONIOTHIO M TaroreHe3 cuHApoma MapdaHa, (QEHWIKETOHYpUH, MYKOBUCIHI03a, CEMEHHOMN
rHIIepXoJiecTepuHeMun, cuaapomMa Mapruna-bemn (Fra-X).
OOyuyaromuiics 10/IZKeH yMeThb.
Pemrate 3a7aun Ha onpeiesieHne BEPOSATHOCTH MOSBJICHUS HACIEACTBEHHBIX 00JIe3HEeH oOMeHa BEIeCTB B
3aBUCHUMOCTH OT THIIa MOHOTE€HHOM MyTaluu, ompenensrbh rno ¢ororpadusiM (HEeHOTHNBI OOJIBHBIX C
reHHbIMU MyTarmsiMu: @KV, axonaporuiasus, cuaapom Mapdana, cemeiiHas runepxoiecTepuHeMusl.
Oo0yyaromumiics 10J15KeH BJIAJAeTh.
Menuko-01M0IOTHYeCKUM TTOHSATHWHBIM armapaToM. MeTolaMu U3yd9eHHs] HACIEACTBEHHOCTH YeJIOBEKa.
HaBpikamMu moucka MenuIMHCKONW HH(poOpMalMu B y4uyeOHOM, HaydyHOW IuTepaType, B TOM 4YHCIE C
UCIOJIb30BaHWEM ceTH lHTepHeT; HaBbIKaMU TPEJICTaBICHUS U  OOCYXKIEHUS METUIUHCKOM
uHpopmanuu. ba3oBBIMH TEXHOJIOTUSMH TNpeoOpa3oBaHUs HHPOPMALMHU: TEKCTOBbIE, TaOJIMUHBIE
penaKkTophl, MOUCK B cetu MHTEepHeT.

CamocrosiTe/ibHAsi ayAUTOPHAasi pa0doTa o0y4yarouuxcs mo Teme:
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1. OTBeTHTH Ha BONIPOCHI 10 TEMe 3aHATHS.

Bompocsr asis cobeceoBanus:

OO6m1ast xapakTepuCTHKA U KiIaccupuKarus

Cungpom Mapdana, Mapruna-benn, neiipogudpomaros.

JluarHocTyka u jgedeHue GeHUIKETOHYpHH

JInarsocTrka u JiedeHue MyKOBUCLU03a U CEMEUHON THIIEPX0JIECTEPUHEMUH
HBO u npuzHaku, Mo3BOJISAIOMIME UX 3aI10103PUTh.

[Tpununs! panHei quarHocTky U npogunaktuku HBO.

IlepBuunble 1 BTOpUUHBIE 3P PEKTH MyTaHTHBIX AJLIETICH.

AnbOMHU3M, raJIakTO3eMHMsI, TOMOLIMCTUHYPHSI, AJIKAIITOHYPUSI.

NGO~ wdE

2. IlpakTHYecKasi MOATOTOBKA.
Pa6ora 1. ®eHoTunuYeckne U3MeHEeHHUs PU FeHHbIX 3200/1eBaHUSIX.
Llenv pabomwvi: VI3yunth (eHOTHIIMUECKHE H3MEHEHHUs Ipu Haubojiee paclpOCTPaHEHHBIX TI'EHHBIX
3aboneBanusx. [lo mpencraBieHHBIM (oTorpadusM OONBHBIX C MOHOT€HHOW MATOJOTHEH OIpenenuTe
3a00JIeBaHuUS.
OTtBeThbTE B paboueil TeTpaau Ha CIe1YIOIINE BOIPOCHI:

1) Ha3zBanwue 3a00eBaHusl.

2) DeHOTUNUYECKHE MTPOSIBIICHUS (TEPMUH U €r0 ONPEICIICHHUE).

3) TlpuMepHBIi BO3pACT, KOTIa MOSBIISIFOTCS JAHHBIC PU3HAKH.
Beimonnenue pabotel BeneTcs B Gpopme 00CYKACHHUS BMECTE CO CTYJCHTaMU HUMEIOIIUXCS JIaHHBIX 110
MOHOTI'€HHBIM 3200JIEBaHUSIM.

PadoTra 2. DTHOIOTHS ¥ MATOTreHe3 MOHOTEHHBIX 3200J1€BaHMIA.

Lenv pabomsi: U3yunTh OCHOBHBIC IPUYMHBI BOBHUKHOBEHUS U Pa3BUTHUS TeHHBIX Oose3Heil. Mcnonb3ys
NaHHble y4yeOHHMKAa H pedepaTHUBHBIX COOOIIEHUMN, BBIJCIUTE MPUYUHBI W MEXAHU3MBl Pa3BUTHUSA
HEKOTOPBIX TEHHBIX 3a00JICBAaHUM.

[lepenecure B TETpaJb U 3aM0JHUTE CIEAYIOLIYIO TaOIUILY.

Tabn. DTHONOrHUS U MaTOreHe3 TeHHbBIX 3a00JIeBaHU.

HazBanne
3a00JI€BaHU

I'en, ero
JIOKan3a
0058

IIponykr
T'eHa, ero

byHKIHS

Tun
HacJieqoBa
HUSA

DTHosorus 3a00JIeBaHUI

CrpykTypH
bIe
M3MEHEHHUSI
B JIHK

H3meHeHu
e
byHKIUN
MPOIYKTA
reHa

OcHOBH
bIC
JTaIlbI
pa3BUTHS
0oie3HH

OCHOBHEI
e
CHMIITOM
bl

Heitpogubpomaros

Cunnpom
Mapdana

Cunnpom
Mapruna-bein

CemMelinas
THITEPXOJICCTEPHHE
MU

DEeHWIKETORYpUS

MyxoBucrenos

AJEOMHU3M

T"amakTo3zemusa

l'omouucTurypus
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AJKanToHypHs

BeimonHenue pa®oTel BeeTcss B popMe 0OCYICHHS BMECTE CO CTYJACHTaMH MMEIOIIUXCS JaHHBIX 10
MOHOTEHHBIM 3a00JIEBAHUSIM.

Padora 3. /lnarHocTuka reHHbIX 3200/1€eBaHU .

Llenv pabomovi: VI3yduTh OCHOBHBIE METOJIbI JTUATHOCTHKU TeHHBIX OoJe3Hed. Mcmonb3ysi TaHHBIC

y4eOHHMKA U peepaTHBHBIX COOOIIECHUH, 3aII0OTHUTE B paboyeii TeTpaau CICIYIONIYIO TaOIUITy.
Tabu. JlnarHocTrKa reHHBIX 3a00JICBaHMIA.

HasBanue
3a00J1€BaHUs

Manudecrart
ust
3a00JIeBaHU

Knmuanueck
e JaHHbIe

brnoxummuec
KHe
MOKa3aTeIIv 1
OKHJTaeMBIEe
N3MCHEHHS

JHK-
JIMAarHOCTUK
a

Hpyrue Metosl
JIMATHOCTUKU

Heiipopubdbpoma
TO3

Cunzpom
Mapdana

Cungpom
Mapruna-benn

CemMmelinas
TUIEPXO0JIECTEPU
HEMUS

DEHUIKETOHYPH
b

MyxkoBucnenos

AJb0MHU3M

I"'amakTo3zemus

I'omonmcTnHypH
s

Ankantonypus

Brinonaenue paboTel BeneTcs B popMe 00CYX ACHUSI BMECTE CO CTYACHTAMH MMEIOIIUXCS JAaHHBIX 10
MOHOTEHHBIM 3a00JIEBAHUSIM.

Pa6ora 4. Il puHuMnbl JiedeHUs FeHHbIX 3200/1eBaHMIl.

He]lb pa6omb1: I/I3y‘{I/ITB OCHOBHBIC IMOAXOAbI K JICUCHHUIO T'CHHBIX OoJIe3HEH. HCHOJ’I]&BYH JaHHBIC

y4ueOHMKa U peepaTUBHBIX COOOIIECHUH, 3alIOTHUTE B paboyeil TeTpaau CIEIYIONIYIO TabIuILy.
Ta6n. [TpuHIMIIBI IeYeHNs TeHHBIX 3a00J1€BaHUM.

Haszpanue OTHOTPOITHOE IlaTorenernaeckoe Cumnromarnueck | Xupypruue
3a00J1eBaHMs J€YECHUE JICUECHHE 0¢ JICYEHHE CKOe
» " D JIeYeHNE
2 o o o 2 s =
R
w g = = s = 5 = = 5
< =B O Q 0] s E SN
O | H S SR SO S = g = Z 0 s
s | EE| S| EE&| 28| ELE |28 | B, <
El © 3) 3) 3) S v 3 =
= 58 Zw | 28| E 2|25 5y = 2 o)
[5) Q 5) o < TEE O O O &, < O H (=8
~ 2l | X2 | He | HE| == T 3 =
Heiipopubpomaros
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Cunnpom Mapdana

Cunapom MaptuHna-
bemn

CeMelinas
THITEPXOJICCTEPHHEM
Hsi

DeHUIKETOHYpUS

MyxkoBucuenos

ALOUHN3M

T"anakro3zemus

I'omouucTunypus

AJKanToHypHs

Breimonnenue paboTsl Bemercss B (popme oOCYKISHHUS BMECTE CO CTYIEHTAMU MMEIOIIUXCS JaHHBIX IO
MOHOTEHHBIM 3a00JIEBAaHUSIM.

3. PemInTh CUTYallHOHHbIE 321a4H.
1) Anroputm pa3dopa CUTYallMOHHBIX 3a/1a4:
[IpenBapuTenbHblii TUarHo3?
Ortuonorus?
Kakoii Tun HacnenoBanus?
Kaxoii MeTo/] FeHETUKH UCIIOJIB3YETCS JUIsl JUATHOCTUKU?
. HanpaBnenus neuenus?
2) [Ipumep 3agaun ¢ pa3dOPOM IO AITOPUTMY
Tspkemass yMCTBEHHAsi OTCTAJIOCTh Y JeTed NMpH (EHUIKETOHYPHH PA3BUBACTCS TOJNBKO NMPH HATMYUU
aMMHOKHUCIIOTHI (eHunanaHuHa B nuuie. /luera, O6eqHas (eHMIaTaHMHOM, 00eCHeunBaeT HOPMAalbHOE
pa3Butue pedeHka. B pongome BbISIBIEHO 3 HOBOPOXKICHHBIX peOeHKa ¢ (eHmnkeToHypued. OnuH u3
HUX C TEpBBIX JHEH JKU3HM Haxoquics Ha Juere Oe3 (eHunanaHuHa; BTOPOH JieUWscs JIMIIb
ANU30/IMYECKH, a TPETUH MNuTancs Kak OObIYHBIN 310poBblii peOeHok. Kakoil Tum HacienoBaHus
¢denunkeronypun? Kakoil MeToJ I€éHEeTHKH HCHOJIb3YyeTcs I AMAarHOCTUKM (eHunkeTonypun? Kakoe
JIeYE€HNE BO3MOKHO PUMEHUTH?

1. denunkeroHypus.

2. Myranus B rene PAX, xomupyromem depmeHT Gernnananuaruapokcmiazy (PAI), orBevaromuit
3a mpeBpalleHne (peHuIalaHuHa B TUPO3UH.

3. Twum Hace0BaHUS AyTOCOMHO-PEIIECCHBHBIN.

4. JInsi TUarHOCTUKU MCIIONB3yeTCs OMOXMMHYECKUH MEeTOJ]l (MacCOBBIM CKPMHUHT, YTOUHSIOILAS
OMOXMMHYECKas TUarHOCTHKA, MOJIEKYJISIPHO-T€HETUYECKas IUarHOCTUKA).

5. Jleuenune ¢enunkeronypun (PKY) — Ha3HaueHwe aueTsl (He Mo3AHEE 2 MecsAlla >KU3HHU):
orpaHuyeHue OeIKOBBIX MPOAYKTOB JJIsi MPEIOTBPALECHUS HAKOIIEHUSI CyOCTpaTa U ero Mpou3BOAHbIX,
BOCIIOJIHEHHE OellKa C MOMOIIIbI0 aMUHOKHUCIIOTHBIX CMECEH.

agkrownE

4) 3amaum 1751 CAMOCTOSATENFHOTO pa3dopa Ha 3aHATHH.
3anada 1. /[ByxJIeTHHMII Malb4MK HAMNPABIICH B KIMHUKY Ul OLIEHKH IIPUYMH 33JEPKKU pocTa. B paHHEM
JeTCTBE y peOeHKa OTMeYalld MOHOC U KOJIMKU B JKMBOTE, YTO Pa3pelIwIoch IMOCIE 3aMEHbI JIeTCKON
cmecu. Kora B panmon 1o0aBuiiv 0OBIYHYIO MUY, Y peOeHKa TOSIBUIICS 3JI0BOHHBIN CTYJ, COJIEP KA
HEelNepeBapeHHbIe YacTUIlbl MUIK. Ha BTOPOM roy *KM3HM Majb4MK IUI0X0 poc. OTMeUeHa NOBBILIEHHAS
3a0051eBa€MOCTh peCcNUpaTOpHbIMU HUHGEeKIusMU. B cemMbe HUM y Koro He OBUIO HH3KOrO pOCTa,
HapyLEHUs] MUTaHUs WM XPOHMYECKHUX JIETOYHBIX 3a0osieBanHuil. Ilpu ocMoTpe OoTMeueHbl CHHXEHHE
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Macchl Tejla U POCTa, pacCesHHbIE XPUIIBI U HEOONBIIOE pacHIMpeHre HOITeBBIX (anaHr. B octaibHOM
JIaHHbIe ocMOTpa Oe3 martonoruu. Kakoe 3abosieBaHne MOXKHO NpeanonoxkuTh? Kakosa ero stuonorus?
Kaxk nacnenyercs nannoe 3a06osieBanue? Kakue CyIecTByrOT METOAbl JUArHOCTUKH? JleueHne?

3anava 2. Manbuuk Jl. mectu jeT, HanpaBjeH B AETCKYIO0 00JIACTHYIO KJIMHUYECKYIO OOJBHUILY B CBSI3U C
YMCTBEHHOU 3a/ICP)KKOM M TUTIEPAKTHUBHOCTHI0. OH HE CMOT MMOCEMIaTh JETCKUH Cajl, TOCKOJIbKY Bel cels
arpeccuBHO, 10 OTHOIICHHIO K CBEPCTHUKAM, HE B COCTOSIHUU OBLI BBHINOJIHUTH 3aJaHHe, UMeJ OelHbIe
pedeBble U JBUTAaTEIbHbIC HaBbIKU. B aHaMHe3e — 3anepikka pasButus: cunen k 10-11 mecsnam, Hagan
xo1uTh K 20, Mecsmam, TOBOPHJI 2 Wi 3 SICHBIX ciioBa K 24 mecsiiaM. B octansHOM pebeHok 310poB. Ero
MaTh M TETS MO MATCPUHCKON JIMHUM HMMETU HEOOJNbINHEe MPOoOJIeMbl OOY4YeHHsI B JETCTBE, IS IO
MAaTepUHCKOW JIMHUU YMCTBEHHO 3ajaepskaH. [IpeaBapurenvubiii nuarno3? [lpuunna ero passutusa? Tum
HacnenoBanus? [IpeasioxkuTe METO bl TUarHOCTUKU U HAIIPABJICHUE JICUCHUS.

3amaga 3. Ilpu oOciemoBaHWM 310pOBOTO 16-JI€THEr0 YYCHWKA IIKOJBI BBISBICHO: ACTCHUYECKOE
TEJIOCIIOKEHHEe, HeOombInas 1edopManus TPYJUHBI 110 TUIY «KYPUHOW» TPy, apaxHOJAKTHIIUS, CTPUU
Ha IUledyax W Oeapax, ayCKyJNbTaTUBHBIM IIyM, CBUACTEIBCTBYIOIIMNA O AUCPYHKIMH aOPTAIHLHOTO
KjanaHa. OXokapauorpadus BbISBUIA PpAacUIMPEHUE KOPHS aopThl C aopTaJbHOM perypruranueil.
OdTranpmornoruueckoe 00CIeIOBaHUE MOKA3aJI0 JIETKOE JBYCTOPOHHEE CMEIICHHE XPYCTaJHKa KBEpXY.
Kakoe 3aboneBanue BbisiBIeHO y moapoctka? Kak ono Hacnenyercs? KakoBa 3THONOTHsS JaHHOM
natonorun? Kak ycraHaBnuBaercs auarHo3 (kputepuu)? HampaBineHust jiedeHHsT U NPOQPHUIAKTUKU
OCJIO’)KHEHU I ?

3anava 4. Manpumk 2 JeT, IPOXOAUT 0O0CIeI0OBaHUE B CBSI3U ¢ OOHAPY)KEHHEM S5-U MATEH I[BeTa «Kode ¢
MOJIOKOM», TpU U3 HUX Oonee 5 mm B nauamerpe. [Ipm ocMoTpe He ObUIM BBISBIIEHBI BECHYLIKH B
MOJMBIIIEYHBIX WM TAaXOBbIX 00JacTSIX, MOPOKA Pa3BUTHS KOHEYHOCTEH U HEHpopuOpPOMBI.
KiuHudecknii ocMOTp O0OHMX pOJIUTENC HE BBISBIII TNPU3HAKOB HeWpopuOpomaroza. MOXHO U
yCTaHOBUTH MArHo3 Heiipopubdbpomarosza? KakoBbl ero nuarnoctuueckue kputepuu. Kak nHacnemyercs
naHHoe 3aboneBaHue? KakoBa ero stuosorus. TpeOyerca iau B JaHHOM ciydae JiedeHue? BpaueOHoe
HaOronenue?

3anava 5. Ponurenu 1eBOYKM 0OpAaTUIINCh K Bpady € »Kajno0amMu Ha HaJu4ue y peOeHKa 3yIaIuX KOKHBIX
BBICHIMTIAHUN M TIJI0X0e mpubaBineHue B Bece. [locne Hauvana BCKapMIMBaHMS y Hee IOSBHUIIOCH
HIeNylIeHne U TUIepeMHs] KOXH IIeK, KOHEYHOCTeH, compoBoxaaromuxcs 3yaoM. [locie Hauana
IPUKOPMA 3TH TPOSBICHUS YBEJIWUYMIINCH, MOSBUINCH CPBITMBAHUA, IUIOXOM COH. PebeHok cran
OecrnokoiHbIM. Bpau — nepmMartosior pacieHw1 3TH U3MEHEHHS! KaK SKCCY/IaTUBHBIM IMATe€3 W Ha3HAYWII
BHYTpPb AHTUTMCTAMMHHBIE NpenapaTbl U MECTHO — LMHAON (HOJCYIIMBAIOLIEE, AHTHCENTHUYECKOE
cpenctBo). Jleuenne sddexra He mano. HalGmromaercs Muxpoiedanusi, MOBBIIIEHUE CYXOXHUIBHBIX
pediiekcoB, runepkuHespl, cynopord. OTMedaercss CHM)KEHHE MUTMEHTAluU KOXKH, Bojioc. PamykHble
0000ukH TOJyOOrOo I1BeTa. Bamn mnpeamnosoXuTeNnbHbld auarHo3? Otuonorus? Tun HaclnegoBaHUS
naHHoro 3aboneBanus? Kakue ucciaenoBanus Heooxonumo npoectu? HarmpasneHus neueHus?

3agaua 6. Ha koHCynbTanuio HampaBjieH MalbuUK 7 JIET MO MOBOJY IPEkKAEBPEMEHHOIO IOJOBOIO
co3peBaHus. [Ipu ocMOTpe BBISBICHBI YBEIWYEHHBIE T€HUTAJIMM, HA4yaBILIEECs OBOJOCEHHE JIOOKOBOIA
o0jacTy, MUTMEHTAllUs MOUIOHKH. Manpuuk otcraer B pocrte, Hapymenus [IHC kak npuunna
IIPEKIEBPEMEHHOTIO CO3pEBAaHUS HCKIOUeHbl. Kakoil QuarHo3 MOXHO MPEANOI0XKUTh? ODTHOJIOTHA
naHHoro 3a0oneBanusa? Tun HacienoBaHus AaHHOM marosnoruu. Kakue nOMonHUTENbHBIE UCCIIEIOBAHUS
HeoOxoaumo npoectu? Jleuenue?

3anaga 7. Ha xoHCysnbTaluioo oOpaTHiiach CeMbsl, B KOTOpOHl BTOpPON peOEHOK, /1eBOYKa, POAMIIACH C
MIOPOKOM Pa3BUTHUS JIEBOW pPYKH — Jy4eBOM KocopyKkocTelo. [Ipu peHTreHorpaduu oOHapyx eHa
runomiaszust JydeBol koct. Ilpm ocMoTpe OblI 3amof03peH BpOKACHHBIM HOPOK cepiaua, a Ipu
MIPOBE/ICHUU JIOTOJHUTENbHBIX MCCIEOBAHUIN MOJATBEPKAEH Ne(PEKT MEXOKETYA0UKOBOH MEperopoakH.
ITomumo 9TOro, y I€BOYKH OTMECUYAIOTCA KIIMHOJAKTHUIINA 5-ro naJjb1ia, HeOOonbIIas THITOIUIA3Us KJIYOYHII.
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[Ipu ocmotpe poauteneit y orna peOCHKa BBISBIEHA THIOIJIA3Usl TEPBOTO Taiblla TPABOM PYKH,
BOPOHKOOOpa3HOE BJIABJICHHE TPYAHMHBI JIETKOW CTENEHH, MPOJjanc MUTPAIbHOrO KiamaHa. MaTh H
crapmuii OpaT JeBOYKM 370poBBI. Bam awmarro3? K kakoil rpymnme NaTOJOTMH OTHOCHUTCS 3TO
3aboneBanue? Druonorus? Tun HacinenoBaHus? MeToabl TUATHOCTUKH U JICUCHHUS?

3amaga 8. Y BTOporo pedGeHKa MOJOJBIX, 3[I0OPOBBIX POIUTENICH HAOIIOMACTCS KENTyXa C MEPBBIX THEH
XKU3HU, HenpsaMoil Oounupyoun no 30 mr%, yBenuyenue nedeHu. [lepBoiii pebeHOK morud B pe3yibTaTe
aHAJIOTUYHOTO 3a00JieBaHUSI B Bo3pacTe 4-X JieT (IBYCTOPOHHSS KaTapakTa, YBEIMYCHUE ICUCHH,
KENITYIIHOCTh KOXKHBIX TOKPOBOB, CYIOpPOXKHBIN cuuapoM. [Ipenmonoxxkurensusiii nuaruos? Ilpuunna
BO3HUKHOBEHMUs 3a00JeBanus? KakoBa TakTuKa Bpaya B OTHOLIEHUHU 3TOr0 pedeHka?

3amaua 9. YV peOeHka B pOJAMILHOM JIOME BBISBIICHA MOJIOKUTENbHAS PEaKIMsg MOYHM Ha XJIOPUJ XKeje3a
(1. Kakoe 3aboneBanre MOXKHO mpeanookuTh? Kak ono nacneayercs? Kakosa qanbHeiiinas TakTHKa
Bpaya B OTHOIIEHUH 3TOro pedeHka?

4.BpicTynieHHe ¢ JOKJIaTaMM:

I'eppon Apunbaiiba ¥ €ro KOHUEHIHUS «METa00INYECKOro OI0Kay.
Anxantonypus (myTtaruu HGD -rena okcuia3pl TOMOT€THH3MHOBOW KUCIIOTHI).
AnpObunHM3M. MyTanuu reHa THpO3UHKUHA3bI U TUIIBI ATbOMHU3MA.
Huctunypus. Myranuu rena SLC3AL v TUITBI UCTUHYPUH.

lNanakro3eMus u MyTanus ranakto3o-1-bocdarypuaunrpancdepasbl.
I'enbi-moaynsTopsl. Kitaccuduxarms u pyHKIUm.

ogakrwnE

CamocrosiTe/ibHAS BHeayIMTOPHAs padoTa 00y4aommXxcs 1o remMe:

3aoanus onsa camocmosamenvHou 8HeayOUmMopHOU pabomvl CIyO0eHmo8 no YKA3aHHOU meme:

1) O3HaKOMHTBHCS C TEOPETHYSCKHM MAaTEpPHAJIOM IO TEME 3aHSTHSI C MCIIOJIb30BAHUEM KOHCIICKTOB
JIEKIUH W/WIIM pPeKOMEHTyeMoi yueOHO TuTeparyphl.

2) OTBETUTH Ha BOIIPOCHI JJIsi CAMOKOHTPOJIS:

* O011as xapakTepuCTHKa U KilacCuUKaLUs

» Cunapom Mapdana, Maptuna-bemn, netipogudbpomaros.

* JInarHocTHKa U JeyeHne PeHUIKETOHYPUU

* /IlnarHocTyka ¥ JIeUeHHE MYKOBUCLIA103a U CEMEWMHON TMIIEPX0JIECTEPUHEMUN

* HBO u npu3Haku, No3BOJISIOIINE UX 3aM10J03PHTh.

* [IpuHimns! panHeit quarnoctuky u npoguiaktuku HBO.

* [lepBrynbIe 1 BrOpuUHbIE 3P PEKTH MyTaHTHBIX aJlJIeIeH.

* ATbOMHM3M, TaJIAKTO3EMHUSI, TOMOIIMCTHHYPUS, ATKATOHYPHSI.

3) [IpoBepuTh CBOM 3HAHUS C UCTIOJIL30BAHUEM TECTOBOT'O KOHTPOJIS
1. Bvibepume HeckonbKO NpABUILHBIX OMBENO8.

Ha3zoBure 3a00neBaHNs, STHOJIOTHYECKUM (DAaKTOPOM KOTOPBIX SIBJISETCS MyTalus TUNA "IKCHaHCUs
TPUHYKJICOTUIHBIX MOBTOPOB': a) CEpHOBUAHO-KIETOYHAs aHeMMsl; 0) TanacceMus; B) MUOAMCTPOPUs
Hromenna-bekkepa; r) cunapom Fra-X; o) xopes ['eHUHTTOHA; €) MyKOBUCITHI03.

2. Bvibepume 00uH npaguibHulll Omeem.

VYKaxure BepOsATHOCTh MOBTOPHOTO POKACHUS OOJIBHOrO peOeHKa B CeMbe, B KOTOPOH POAMUTENN
3I0POBBI M HWMEIOT OOJNIBHYIO JEBOYKY C CHHApoMoM MapdaHa (ayToCOMHO-TOMHUHAHTHBIA THIT
HacnenoBanusi): a) 50%; 6) 6nuzko k 0%; B) 100%; r) 75%.

Omeem:1—r), n), 2 —0).
4) TTonroToBUTH pedepar 1o CIeTyouM TeEMaM:
7. Teppon Apunbanba U €ro KOHLENIHUS «METab0INIecKOoro OJI0Kay.
8. Aunxantonypus (myranuu HGD -rena okcuia3bl TOMOT€THH3UHOBOM KUCIIOTBI).
9. AnpOnHU3M. MyTanuu reHa THPO3WHKUHA3BI M THITHI AIbOMHU3MA.
10. [uctunypust. Myrtauuu rena SLC3AL 1 TUITBI IUCTUHYPUH.
11. l'anakTo3eMus U MyTalus rajgakTo3o-1-pocharypuaniarpancdepassl.
12. T'ensi-moaynstopsl. Knaccudukarus u GyHKuum.
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Pexomenayemas 1ureparypa:
OcHoBHas:
1. boukoB H.I1. Knuandeckas renetuka: yaeOHuk s By308/ M.: [DOTAP-Menua, 2011-2018, 480c.
JlonomHUTEbHAS:
1. Ko3Bonnn B.A., Kocbix A.A., Pomuna H.E. IlpenaranbHas JauarHoCTHKa HAaCJIEACTBEHHBIX
3a0071€BaHU U BPOXKJICHHBIX IIOPOKOB PA3BUTHs: YIeOHOE ITocoOue Kwupos: 2011.-88 c., ni.
2. Konenaesa E.B., Onyunna FO.H., Ko3sonun B.A., CrapkoBa E.B., bepecueBa A.A. PabGouas teTpans
mo auctuiimHe «MeauruHckas reHeTukay. Yacte 1 u 2: ydyeOHO-MeToamdeckoe mocobue. - Kupos:
®I'bOY BO Kuposckuiit 'MY Munszapasa Poccun, 2021.-110 c. u 112c.
3. Konenaesa E.B., Poquna H.E. O0miast renernka W reHeTHKa 4esoBeka: ydeOHoe mocobue/ Kupos,
2016. — 69 c.
4, Myroun I'.P. M. Knunnueckas reHeTuka. ['eHOMUKAa ¥ NMPOTECOMHMKA HACIEICTBEHHOW MAaTOJOTHUU
[DnexTpoHHEIH pecypc]: yaeoHOoe mocodbue/ TDOTAP-Meaua, 2010. - 832 c.: u.
5. 'opbynoBa, B.H., KopxeneBckas M.A. I'eHeTHKa B KIMHUYECKOW IPAKTHUKE: PYKOBOACTBO ISt
Bpaueit/CI16.: Cnerygmut, 2015.-329 c.
6. Mymkam6apoB H.H., Ky3nemoB C.JI. Monekynspuas Ouomnorusi: Yue6. I[locobue isi cTyneHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - c.85-117.
DNEeKTPOHHBIE PECYPCHI:
1) http://omim.org/

Pasznea 3. I'ennbie 001€3HM.
Tema 3.4. MUTOXOHAPHATbHAS MATOJIOTHS.

Henb: M3yunth TUIBI MUTOXOHJPHUAJIBLHOW MATOJIOIMM, STUOJOTHUIO, MAaTOTE€HE3 U KIMHUYECKYIO
KapTUHY HanboJiee 4aCcTo BCTPEYAIOLIUXCS CHHIPOMOB.

3agauu: PaccMOTpeTb OCHOBHBIE TEPMUHOJIOTMYECKUE IMOHSITHS MUTOXOHJPHAJIbHBIX OO0JIE3HEM,
c(OpMHUPOBATH HABBIKK IO MPUMEHEHUIO KIMHHUKO-T€HEAJOTHYeCKOr0 METOAa JJIs ONpe/eeHusl pucka
MOSIBJIGHUSI JIeTel ¢ MUTOXOHJAPHUAIBbHOM MaTolOorvei, pa3oOpaTb OCHOBHBIE CHHAPOMBI IpPU JaHHOU
MIATOJIOTHH.
O0y4yaromuiics 10/15KeH 3HATh.
Crpoenre M (QyHKIIMM MHUTOXOHJAPHHA, OCOOCHHOCTH MHUTOXOHJPHAIBHOIO F€HOMa DTHUOJIOTUIO M THUIbI
MUTOXOHJIpHAJIbHbIX ~ Oosie3Hei. Krnaccudukamuioo MHUTOXOHApUANbHOM marosiornu. Ilarorenes
MUTOXOH/pHANbHBIX  Oone3Heil. KimHuueckume mposiBieHUss Haubosiee 4YacTo BCTPEYAIOLIMXCS
MUTOXOH/IPHAJIbHBIX CUH/IPOMOB.
OOyuyaromuiics 10/IZKeH YMeEThb.
Hcnons30BaTh  KIMHUKO-TEHEAJIOTUYECKUM METOJ JUIS  OINpPENENICHUS pUCKAa MHUTOXOHJAPHUAIBHOU
NATOJIOTUH, IPU HAIMYMU ONPEACTICHHOTO CUMIITOMOKOMIIJIEKCA 3al0/J03pUTh 3a00JIeBaHNE, CBA3aHHOE C
MaTOJIOTUEN MUTOXOHAPUM U Ha3HAYUTH 00CIICIOBaHUE.
Oo0yuarmuiicsi 10JI2KeH BJIaETh.
Menuko-01oI0rMuecKM MOHSATUHHBIM arnapaToM. MeTojaMyu U3yd4eHUs] HACIeACTBEHHOCTH YeJIOBEKa.
HaBbikamMu moucka MenuIMHCKONW HH(pOpMalMu B y4uyeOHOM, HaydyHOW IuTepaType, B TOM 4YHCIE C
UCIOJIb30BaHWEM ceTH lHTepHeT; HaBbIKaMU TPEJICTaBICHUS U  OOCYXKIEHUS METUIUHCKOM
uHpopmanuu. ba3oBBIMH TEXHOJIOTHUSIMH TpeoOpa3oBaHUs HHQPOPMALMHU: TEKCTOBBIE, TaOIWYHbIE
penakTopsl, NOUCK B cetn VHTepHeT.

CamocTrosiTe/IbHAA Ay AUTOPHAsA padoTa 00y4al0IMXCs M0 Teme:
1. OTBeTHTH Ha BONIPOCHI IO TeMe 3aHSATHS.
Bompocsr aiis cobeceoBanus:

1. T'eHOM MHUTOXOHIPHIA.

2. Oco0EHHOCTH MUTOXOH/IPHAIBHOTO HACIIEAOBAHUS.

3. DTHOIOTHS ¥ TATOTE€HE3 MUTOXOHIPUATEHBIX 3a00IeBaHHIA
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Knaccudukamnmst MUTOXOHIPHIIBHOM MaTOJIOTHH.

OcHOBHBIE KITMHUYECKHE MPOSBICHISI MUTOXOHIPUATBLHBIX 32a00JICBAaHHIA.

OCHOBHBIE KIMHUYECKHE TPOSBICHUS MUTOXOHIPHAIBHBIX CHHAPOMOB M OoJie3Hel (arpodust
JTMCKOB 3pUTENLHBIX HEPBOB JleGepa, cunapom Jles, MUTOXOHIpHUATbHBIC ITUTOMATHH ).

7. KinuHuuyeckuit momuMopdU3M U €ro IPUIHUHbBI, THOMHBIA UMITPHUHTHHT.

ook

2. IIpakTHYecKkasi MOATrOTOBKA.

PaGora 1. CTpoeHue MUTOXOHAPHIA.

L]ens pabomsi: I3yunTh 0COOEHHOCTH CTPOCHHS OPraHOM/IA.

Hapucyiite u B paboueii TeTpaay MOAMUIINTE CTPYKTYPHBIEC DJIEMEHTHI MUTOXOHIPUH.

Brimonnenue pa6OTLI BCACTCA B (bopMe O6CY)KI[6HI/I$I BMECTE CO CTYACHTaMU NUMECIOIINXCA JaHHBIX.

Pa6ora 2. CTpyKTypa MUTOXOHAPHAJIBHOI0 FeHOMA.

Lenv pabomui: I3yunTh CTPYKTYPY MUTOXOHJPUAIIBHOIO F€HOMA, €r0 OTIIMYUS OT sifiepHoro. Mcenonb3ys
IIPETIOKEHHYIO CXEMY, IPOAHAIU3UPYUTE OpraHU3alui0 FeHOMa MUTOXOHIPHH.

Ilepepucyiite naHHyI0 cXeMy B pabOUyI0 TeTpab.

pPHK S | D-tieras
V=2 Kommekce 11

Kommnexe |

Komrexkc |

Kommneke IV

Kommneke V Kommeke 1V
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Beimumure Tetpaas (GYHKIHHA MPOAYKTOB 3KCIPECCHH BCEX YKA3aHHBIX T€HOB U PETYISTOPHBIX
o0acTen.
Brimonaenue paboTel BeaeTcs B hopMe 00CYkKIEHUS BMECTE CO CTYACHTAMH UMCIOIIUXCS JaHHBIX.

Pa6ora 3. MUTOXOHAPHAJIBLHBIN THII HACJIEIOBAHMSI.

Lenv pabomor: U3yunTh OCHOBHBIE XapAKTEPUCTUKH JIAHHOTO THIIA HACJICIOBAHUSI.

[Ipoananu3upyiTe pOJOCIOBHYIO, OIPEACITUTE XapaKTepHbIe OCOOCHHOCTH, JIEMOHCTPHUPYIOIIHE
MUTOXOHJIpHAIbHOE HACJIEA0OBaHUE 3a00JIEBaHMUS.

[Tepenecute B pabodyro TeTpaab TaHHYIO CXEMY.

Cxema. MUTOXOHApUATBHBIN THUI HACTIETOBAHUS.

2 3 14

|
2 1 9*5?7143
09 wae

b

~[H

IV

OTBeThTE Ha CIEAYIOUINE BOIIPOCHI:

1) BcrpedaeMOCTb MpU3HAKA B TOKOJICHUSIX?

2) 3a00JeBaeMOCTb CPEIN MYKUUH U JKSHIIH?

3) Hanuuwue npusHaka y aereit 6015HOT0?

4) Hanuuue npu3Haka y aeTeil 00JbHON MaTepu?

5) BeposTHOCTH Hacle0BaHUS Y IEBOYEK?
Beimonnenue pabotel BeneTcs B Gpopme 00CYKACHHUS BMECTE CO CTYJCHTaMU HMMEIOIIMUXCS JIaHHBIX 110
MUTOXOH/IPHAJIbHOMY THITY HacJI€JJOBaHMUSI.

Padora 4. MutoxoHApuaabHAs NATOJIOTHS.

Lenv pabomul: N3yunTh Haubosiee pacpocTpaHeHHbIE 3a00J€BaHNs, CBSI3aHHBIE ¢ MUTOXOHIPUAIbHBIM
TUTIOM HacyieoBaHus. Mcronb3ys naHHble pedepaTHUBHBIX COOOIIEHUH, pa300paTh TE€HETHYECKHE
MEXaHU3MBbI U OCHOBHBIE KIIMHUYECKUE CUMIITOMBI MUTOXOHIPUAIbHON ITATOJIOTUH.

HepeHCCI/ITC B pa6oqylo TETpaab U 3alIOJIHUTC CIICAYIOIIYTO T3.6J'II/II_[y.

3aboneBaHue Kimanueckas xapakTepucTuka Tun HacienoBanus
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1 2 3

ATtpodus TuCcKOB
3pHUTENBHBIX HEPBOB Jlebepa

Cunapowm Jles

Brimonnenue pa6OTBI BCACTCA B (bOpMC O6CY)I(I[€HI/I5I BMECTE CO CTyACHTaMU HMCIOMIUXCI NJaHHBIX ITO
MHTOXOHHpHaHLHOﬁ I1aTOJIOTHH.

3.BbICTyILIEHHE € TOKJIAAMH:
1. Cungmpom Jles (momoctpasi HEKpOTH3UpPYIOMIAs JHICPAIOMHOINATHS) W MYyTaIHH
IIUTOXPOM C-OKCHIa3bI.
2. ATtpodus nuckoB 3puTeIbHBIX HEPBOB Jlebepa.
3. Cungpom MELAS.

CaMocTosiTeIbHAsI BHEAyIUTOPHasi padoTa 00y4yaroluxcs 1o reme:
3aoanus Onst camocmosmenbHol 8HeayOUMoOpPHOU pabomvl CMyOeHmo8 no YKA3aHHOU meme:
1) O3HaKOMHTBHCS C TEOPETHYSCKHM MaTEpPHAJIOM IO TEME 3aHSTHSI C MCIIOJIb30BAHUEM KOHCIICKTOB
JIEKUUN /WA PEKOMEHTyeMOl y4eOHOM TuTepaTyphl.
2) OTBETUTH Ha BOIIPOCHI JJIsl CAMOKOHTPOJIS:
* ['eHOM MHUTOXOHIPHIA.
*  Oco0eHHOCTH MUTOXOHIPUAIILHOTO HACJICIOBAHHUSL.
e DTHUONOTHS ¥ TATOTe€HEe3 MUTOXOHIPHANIbHBIX 3a00J1eBaHU
* Kraccudukanys MUTOXOHIPUIBHON MATOIOTUH.
*  OCHOBHBIE KIIMHUYECKUE TPOSBICHUS MUTOXOHIPHAIIbHBIX 3a00JIEBaHUIA.
*  OcHOBHBIC KIIMHUYECKHE TPOSBICHUS MUTOXOHIPUAIBHBIX CHHAPOMOB M Oone3Heil (arpodus
JIVICKOB 3pUTEIHLHBIX HEpBOB Jlebepa, curmpom Jlesi, MUTOXOHApHAIbHBIC ITUTOIATHH).
*  Kinununyeckuii nonumMophusm 1 ero npuuuHbl, THOMHBIA UMIIPUHTHHT.
3) [IpoBepHUTh CBOM 3HAHUS C UCIIOJIB30BAHUEM TECTOBOTO KOHTPOJISL.
1. Buibepume HeckonbKO NPABUTLHBIX OMBENO8.

YKaXuTe TpU3HAKH, XapaKTEPHU3YIOIIME MUTOXOHAPUANBHBINA THUI HACIEIOBAHUS: a) POJIUTENH
pebeHka (heHOTUTTMYECKH 3I0POBBI, HO aHAJIOTUYHBIC 3a00JIEBaHUSI BCTPEUAIOTCSl Y CHOCOB MpobOaHa; 0)
ChIH HHMKOT/Ia HE HacienyeT 3a0ojieBaHME OT OTIAa; B) OJMHAKOBO YacTo 3a00JieBaHHE BCTPEUYaETCs Y
MYXXYHH W Y JKEHIIWH; POAUTENH OONBHOrO peOeHKa 30POBHI; T) 3a00JeBaHNE BCTPEUACTCS B KAXKIOM
MOKOJICHHH.

2. Bvibepume 06a npaguiibHulx omeemd.

OTHOJOTMUYECKUMH (DAaKTOpaMU MOHOTEHHOH HACJIEICTBEHHOM MaTOJIOTHM SBISIOTCS: a) MEpPEeHOC
yJacTKa OJHOH XpOMOCOMBI Ha JApyrywo; ©0) wusmenenue ctpykrypsl JIHK; B) B3aumopeicTtBue
TCHETHYECKUX W CPEIOBBIX ()aKTOPOB; T') MyTallMd TEHOB; 1) NENeIUs, MYIUIMKALWs, TPAaHCIOKAIUs
YYaCTKOB XpPOMOCOM.

Omeem:1 —0), B), T); 2—0), T).
4) TToaroToBUTH pedepar/aoKIa MO CISAYIOIINM TEMaM:

1. Cunapom Jles (momoctpas HEKPOTHU3HpYOIas SHIE(DATOMUONATHS) U MYyTallUd LIUTOXPOM C-

OKCH/Ia3bl.

2. ATpodus AMCKOB 3pUTENbHBIX HEpBOB JlebGepa.

3. Cunapom MELAS.
5) BeInoaHUTE Apyrue 3alaHus, peayCMOTpEHHbIE paboueit mporpaMMoii 1O TUCIIUILTHHE.
B paGoueii TeTpaau 3ar0JIHUTh TEPMUHOJIIOTUYECKUH CIIOBApb.

Tepmun

1. MuToxoHIpHaTbHOE HACIEA0BAHUE —
2. HacnemoBanue MaTepuHCKOE —
3. Tomorurazmmst —
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4. Tereporuiazmus —
5. PemuexaTuBHas cerperamnus —
6. Oddext OyTUTOYHOTO rOPJIBIIIKA —

Pexomenayemasi iureparypa:
OcHoBHast:
1. boukos H.I1. Knnandeckas reneruka: yueOHuk 11t By3oB/ M.: TDOTAP-Menaua, 2011-2018, 480c.
JlononHuTenpHas:
1. Ko3Bonnn B.A., Koceix A.A., Pomuna H.E. IlpenatanpHas JguarHOCTHKa HACJIEACTBEHHBIX
3a00JIeBaHUI U BPOXKICHHBIX TOPOKOB pa3BUTHs: yaeOHOe mocodue  Kupos: 2011.-88 c., w.
2. Konenaesa E.B., Onyunna FO.H., Kossonun B.A., CtapkoBa E.B., bepecueBa A.A. PaGouas terpaan
no aucnuriimHe «MeauiuHckas reHetukay. Yacte 1 m 2: ydeOHO-meroamueckoe mocooue. - Kupos:
OI'bOY BO Kuposckuii 'MY Munsapasa Poccun, 2021.-110 c. u 112c.
3. Konenaesa E.B., Poquna H.E. O0mas reHetuka um reHeTHKa 4elloBeka: yueOHoe mocobue/ Kupos,
2016. - 69 c.
4. MyrtoBun ['.P. M. Knunuueckass reHetuka. ['eHOMHKa U MPOTEOMHKA HACJIEICTBEHHOW MATOJIOTHU
[DnexTpoHHEIH pecypc]: yaeoHOe mocodoue/ IDOTAP-Meaua, 2010. - 832 c.: ui.
5. T'opbynoBa, B.H., KopxxeneBckass M.A. I'eHeTHKa B KJIMHHYECKOH MpPAKTHKE: PYKOBOJICTBO JUIS
Bpaueit/CI16.: Cneumnut, 2015.-329 c.
6. MymkambapoB H.H., Ky3nemoB C.JI. MonekynspHas Owonorusi: Yue6. Ilocobue st cTyaeHTOB
Mea.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
DNEeKTPOHHBIE PECYPCHI:
1) http://omim.org/

Pa3jnen 4. XpomocoMHasi aToJIOrusl.
Tema 4.1. O01mas XapaKTePUCTUKA XPOMOCOMHOM MATOJIOTHH.

Heab: M3yunth TUIBI XPOMOCOMHBIX MYTallMi{, 3THOJIOTHIO, TATOI€HE3 U KIIMHUYECKYIO KapTHHY
HauboJjIee YacTo BCTPEUAIOUINXCS XPOMOCOMHBIX CUHJIPOMOB.

3agauu: PaccMOTpeTh OCHOBHBIE TEPMMHOJIOIMUYECKHE IOHSTHUS XPOMOCOMHBIX Oo0Jje3Hel,
O0y4YHTbH CTY/AEHTOB NPUMEHEHHIO IIUTOJIOTUYECKUX METOJOB Ul OINpe/esIeHUs] prcKa MOSBIEHUS AeTei
C XpOMOCOMHOM naronoruer (MHTep¢azHbiii 1 MeTada3Hblii METObI).
Oo0yuarmuiicsi 10/2KeH 3HATb.
1. Jlo usydyeHuss Tembl (Oa3uCHbIE 3HAHUSI) — CTPOEHHE XPOMOCOM U METOJbl MX HW3YyUEHUS; THIIbI
XPOMOCOMHBIX MyTaluil.
2. Ilocie n3yueHust TEMbI — MEXaHU3MbBI BOSHUKHOBEHHSI XPOMOCOMHBIX MYTAIIMiA B TIEPHOJT TAMETOTeHE3a
U UX TOCIEACTBUS; KIacCU(UKAIMIO XPOMOCOMHOM MaTOJIOTHUH; ATUOJIOTUIO, KIMHUYECKUE MPOSBICHUS
HauboJjIee YacTo BCTPEUAIOUINXCS XPOMOCOMHBIX CUHJIPOMOB.
OOyuaromuiics 10/IZKeH YMeETb.
OnpenensTb TUI XPOMOCOMHOM MyTaluu 1o ¢ortorpaduu U Mo MUKpOMNpenapary KapuoTUIa yeloBeKa.
OnpenensaTh TUIBI FaMeT, 00Pa3yIOMIMXCS MPU Pa3IMUHBIX XPOMOCOMHBIX MyTalusax. Pemars 3a1aun Ha
OTpe/ieNIeHUEe BEPOSITHOCTU TMOSIBJICHUS NATOJOTHM B 3aBUCUMOCTH OT THUIIA XPOMOCOMHOM MyTaIluH.
IIpaBHIIbBHO UCTIOIB30BaTh COOTBETCTBYIOLIYIO TEPMHUHOJIOTHIO.
O0yuyaromumiics 10/15KeH BJIAJAeTh.
Menuko-01MoIOTHYeCKUM TTOHSATHWHBIM armapaToM. MeTolaMu U3y4eHHs] HACJAEACTBEHHOCTH YeJIOBEKa.
HaBpikamMu moucka MenuIMHCKONW HH(poOpMalMu B y4uyeOHOM, HaydyHOW IuTepaType, B TOM 4YHCIE C
UCIOJIb30BaHWEM ceTH lHTepHeT; HaBbIKaMU TMPEJNCTaBICHUS M OOCYXACHHUS MEIUIIUHCKON
uHpopMmanuu. ba3oBBIMH TEXHOJIOTHSMH TNpeoOpa3oBaHUs HHPOPMALMHU: TEKCTOBbIE, TaOJIUUHBIE
penaKkTophl, MOUCK B ceTu MHTEepHeT.

CamocrosiTe/ibHAsi ayAUTOPHAasi pa0doTa o0y4yarouuxcs mo Teme:
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1. OTBeTHTH Ha BONPOCHI 10 TeMe 3aHATHS.

Bompocsr asis cobeceoBanus:

CTpyKTypHO-(QYHKIIMOHAJIbHASL OPraHU3alHs XPOMOCOM.

XpOMOCOMHBIE MyTallUX. Bl XpOMOCOMHBIX IIEPECTPOEK.

Ileproasl rameToreHesa 1 pucK BOSHUKHOBEHHS XPOMOCOMHBIX MYTalUi.

Knaccugukanus XpoMOCOMHOM aTOJIOTUH MO THITY MyTaLlUH.

Oco6eHHOCTH ITaTOreHe3a XPOMOCOMHBIX O0s1e3HeH.

OcCHOBHbIE KIIMHUYECKUE IIPOSIBIICHUS.

Otanbl U BO3MOKHOCTU MHTEp(a3HbIX U MeTaa3HbIX LUTOTCHETUYECKUX METOAOB B I€HETHUKE
YeJI0BEKa.

Nooohk~ownE

2. IlpakTnyeckasi NOATOTOBKA.
Pa6ora 1. HapymieHusi HOpMAJbLHOT0 KAapHOTHUIIA.
Llenv pabomwi: V3yunth W3MEHEHHS KapHOTUIIOB NpU HanboJiee pPACIpPOCTPAHEHHBIX XPOMOCOMHBIX
3aboneBanusx. [lo nmpeacraBienHsiM GororpadusM KapuoTuna OOJBHBIX ¢ XPOMOCOMHOM MaTOJOTHEH
OTIpECTTUTE TUIl XPOMOCOMHBIX MYTAIlHi.
OTtBeThbTE B paboueil TeTpaau Ha CIe1YIOIINE BOIPOCHI:

1) Tun XpoMOCOMHOM MyTallUy.

2) MexaHu3M BO3HUKHOBEHHSI MyTaI[HH.

3) HasBanwue 3a00seBaHus.

4) TIOBTOPHBII PHUCK POXKICHUS OOJILHOTO peOCHKA B CEMBE.

5) TlpodunakTuyeckue MEpOIPHUSITHSL.
Breimmonnenue pa®oTsl BeeTcss B popMe 0OCYk ACHHUST BMECTE CO CTYACHTaMU MMEIOIIUXCS JaHHBIX IO
XPOMOCOMHOM NaTOJOTHH.

Padora 2. HaciencrBeHHble 3200JIeBaHHA, CBA3aHHbIE ¢ MUKPOCTPYKTYPHBIMH HAPYIICHUSIMU
XpOMOCOM.

Lenv pabomul: N3yunTh 0COOCHHOCTH KIMHUYECKUX MPOSBICHUIN HACIEICTBEHHBIX 3a00JICBaHMIA,
pa3BUTHE KOTOPHIX BBI3BAHO MHUKPOCTPYKTYPHBIMU HAPYIICHUSMHU.

[Tepenecute Tabnuily B pabouyro TeTpaib.

Hacnencreennsie Obnactp Yacrota B nonynsuuu | OCHOBHBIE CUMITOMBI
CHHJIPOMBI MUKpPOJICNICIIMA WA
TYTUTHKAIAN
XPOMOCOMBI
Mukponenenuun
Cunapom  Ilpanmepa- | del(15)(ql1-13) 1:20 000-1:25 000 YMCTBEHHAs OTCTAJIOCTD,
Bumm B XpOMOCOME OT OTIIa OXXMPECHUE, MAJICHbKUE KUCTH
W CTOIIbI, THIIOTOHUS
Cunipom del(15)(q11-13) 1:20 000 3HaunWTeIbHA ~ YMCTBCHHAs
AHrenpmana B XpOMOCOME  OT OTCTaJIOCTh, 33JCPIKKa PEUH,
Marepu aTaKCHsl, IIPUCTYIIBI CMeXa
Cunapom Bumesimca | del (7)(q11.23) 1:20 000-1:50 000 YMmcTBEeHHas OTCTaJOCTh,
cnenugpuIecKoe JINTIO,
BPOXJICHHBIC TIOPOKHU CEep/IIa
Cungpom  Bombda- | del(4)(pl6) 1:100 000 l'unotpodus,
XupIxopHa MUKpotehams,
BBICTYIAIOINE  HAJI0POBHBIC
IYTH, BBICOKUH JI00, STUKAHT,
TO3, THIIEPTEIIOPH3M,
KJTFOBOBH THBIM HOC,
MHUKPOTHATHS,  YMCTBEHHas
OTCTaJIOCTh
Cunmpom  Jlanrepa- | del (8)(q24) 1:30 000 YMcTBeHHas OTCTAJIOCTh,
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I'mneona XPAILLEBBIEIU30CTO3BIL,
CBOCOOpa3HOE JIULIO,
IPYLIEBUIHBIN HOC

Mukpoayrukanuu

Cungpom Kopuemnu | dup(3)(g25-g29) 1:10 000-1:30 000 Huskuii  poct,  JHIEBBIC

ne Jlanre MHKPOaHOMAJINH, MOPOKH
cepaia, BBIPKEHHAS
YMCTBEHHAS OTCTAJIOCTh

Cungpom  Beksura- | dup(11)(pl5) I'pbIka IMyImoYHOro KaHATHKA,

Bujemanna MaKpOIJIOCCHS,  TMTaHTH3M,
TUTIOTIHKEMHS,

MUKpoI1iedas, BpoKIeHHbIE
IIOPOKU BHYTPEHHUX OPraHOB

I[To npencraBiaeHHbIM GoTOrpadusM OOIBHBIX ¢ MUKPOXPOMOCOMOH MaTOJIOTHEN OMpeaesIuTe BEPOSTHBIN
JMarHo3.
Brimonnenue paboTel BeneTcs B popMe 00CYKACHHUS BMECTE CO CTYJCHTAMU UMEIOIIUXCS JaHHBIX 110
XPOMOCOMHOM MaTOJIOTUH.

Pa6ora 3. AHOMaJIMM MO MOJIOBBIM XPOMOCOMAM.
Lenv pabomei: I3yunTh HHTEP(A3HBIA METO ] JUATHOCTHKH XPOMOCOMHBIX 3a00JIeBaHU.
[lepenecure crenyomyio Tabauiy B pabouyro TETpab.

I'enotun I'enotun I'enotun Hazsanue Yucno
SMUEKJIETKHA MO | COEPMATO30MIA | 3UTOTHI o | CUHJIpOMa TIIBI00K
OJIOBBIM o OJIOBBIM | IIOJIOBBIM I1I0JIOBOT'O
XpOMOCOMaM XpOMOCOMaM XpOMOCOMaM XpOMaTHHA
XX X
0 X
XX Y
0 Y
3. BeicTymiieHue ¢ I0KJIaaMM:
1. MuxkpounnupoBanue. [IpUHIMOBI  TEXHOJOTUM  HCIOJIB30BAaHHUS ~ OMOIOTHYECKUX
MHUKPOYUIIOB.
2. Dtuueckre MpoOIeMbl NPOPUIAKTUKH, JUATHOCTHKH U JIEYEHUS XPOMOCOMHBIX
0OoJIe3HEN.

CaMocTosiTe1bHAsi BHeayIUTOPHasi pa06oTa 00y4arouxcs 1o reme:
3aoanus ons camocmosmenvhot 6HeayOumopHoU padomul CIyOeHmos no YKA3aHHOU meme:

1) O3HaKOMHTBHCS C TEOPETHUSCKHM MaTEpPHAJIOM IO TEME 3aHSTHS C MCIOJIb30BAHUEM KOHCIICKTOB
JIEKIMHA W/WIIKM pPeKOMEHTyeMoi yueOHO TuTeparyphl.

2) OTBETUTH Ha BOIIPOCHI ISl CAMOKOHTPOJIS:
CTpyKTypHO-(pYHKIIMOHAIbHAS OpTaHU3aIHsI XPOMOCOM.
XpOMOCOMHBIE MyTallU. Bubl XpOMOCOMHBIX ITEPECTPOEK.
Ilepnonbl rameToreHe3a U pUCK BOSHUKHOBEHUS XPOMOCOMHBIX MYTaLIUN.
Knaccudukanus XxpoMOCOMHOI MaTOIOTUU 1O TUITY MYTaI[Hii.
Oco0eHHOCTH MaTOreHe3a XPOMOCOMHBIX 00JIe3HEH.
OCHOBHBIE KIIMHUYECKHUE MTPOSIBIICHUSI.

Oranbl ¥ BO3MOXKHOCTH MHTEp(]a3HbIX U MeTada3HbIX IUTOTCHETUYECKUX METOJIOB B I€HETHKE

YCJIOBCKaA.

3) I[IpoBepuTh CBOM 3HAHUS C UCIIOIB30BAHUEM TECTOBOTO KOHTPOJIS.
1. Beibepume 06a npasuibHblX 0OMeEemos.
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Kakue BUABI XPOMOCOMHBIX aHOMAJWH HE BCTPEYAIOTCS Y >KUBOPOXKACHHBIX: a) TPUCOMHH IO
ayrocomam; 0) TPUCOMHUHU MO MOJIOBBIM XPOMOCOMAaM; B) MOHOCOMHHU IO ayTOCOMaMm; I') MOHOCOMHUHU TIO
X-XpOMOCOME; JT) HYJJTUCOMHUS 10 X-XpPOMOCOME.

2. Bvibepume 08a npaguibHulx omeemd.

Kakue myranum oTHOCSTCS K T€HOMHBIM: @) UHBEPCHH, TPAHCIOKAIIUH, TYIUTUKALUH, JAeJeuu; 0)
MOJIMIUIOUJNH, AHEYIUIOWAMM; B) TPHUIUVIOWAMM, TETPAIJIOWIUU; T) BHYTPUXPOMOCOMHBIE U
MEXXPOMOCOMHBIE TTEPECTPOIKH.

Omeem:1 —B), n); 2 — 0), B).
4) TTonroToBUTH pedepat/aoKIa Mo CICAYIOUIM TEMaM:
1. MuxkpoununupoBanue. [[puHIUIIBI TEXHOIOT MU UCTIOIH30BAHUS OMOIOTUYECKIX MUKPOUHUIIOB.
2. Otuydeckue npodiaeMbl NPOPUITAKTHUKY, TUATHOCTUKY U JICYCHHSI XPOMOCOMHBIX OOJIE3HEH.
5) BeInosHUTE Ipyrue 3aiaHus, MPpeAyCMOTPEHHBIC padovell MporpaMMoii o JUCIUILTHHE.
B paboueii TeTpaau 3a110JHUTh TEPMUHOJIOTUYECKUH CIIOBApb.
Tepmun
WuTepcTuninanbHas Aeaenus —
TepmunanbHas nenenus —
Nxoxpomocoma —
[TapanenTpuyeckast UHBEPCUS —
IlepuuenTpudeckas HHBEPCHS —
PobGeprconoBckast TpaHCIIOKaLUS —
Mozaummsm —
AHeyronaus —
IMonmunmonnust —
Bbpaxunedanus —
ONUKaHT —
Maxkpornoccus —
Knunonakruus —
Muxkpounn —
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Pexomenayemasi mureparypa:

OcHoBHas:
1. boukoB H.I1. Knunnueckas renetuka: yueOHuk i By30/ M.: [DOTAP-Menua, 2011-2018, 480c.

JononHuTenpHas:
1. Kozgonun B.A., Koceix A.A., Poguna H.E. IlpenatanbHas auarHocTHka HAacIeICTBEHHBIX
3a0071€BaHU U BPOXKJICHHBIX MIOPOKOB pa3BUTHs: yueOHOoe mocooue  Kupos: 2011.-88 c., w.
2. Konenaesa E.B., Onyunna }0.H., Ko3sonun B.A., CrapkoBa E.B., bepecneBa A.A. Pabouas terpaas
no auctuimHe «MeaunuHckas reHeTrka». Yacte 1 u 2: ydueOHO-MeToamdeckoe mocodue. - Kupos:
®I'bOY BO Kuposckuii 'MY Munszapasa Poccun, 2021.-110 c. n 112c¢.
3. Konenaesa E.B., Poquna H.E.. OOmias reneTrika u reHeTHKa 4enoBeka: ydyeObHoe mocobue/ Kupos,
2016. - 69 c.
4. MyrtoBun I'.P.. M. Knuauueckas reHetuka. I'eHOMHKa M NMPOTEOMHUKA HACJIEICTBEHHOW MaTOJIOTUU
[DnexTpoHHBIH pecypc]: yuebHoe nocodoue/ [ DOTAP-Menua, 2010. - 832 c.: ui.
5. 'opOynoBa, B.H., KopxeneBckas M.A.. ['eHeTuka B KJIMHMYECKOM NpPaKTHKE: PYKOBOJICTBO JJIst
Bpaueit/CII16.: Cnerytut, 2015.-329 c.
6. Mymkambapo H.H., Ky3nemoB C.JI. Monekynspuas Ouomnorus: Yue6. I[locobue isi CTyIeHTOB
Mea.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
7. DIEKTPOHHBIE PECYPCHI:

1) http://omim.org/

Pa3nen 4. XpomocomMHasi aToJIOrusl.
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Tema 4.2. Xpomocomuas narosorusi. Knuanuyeckue gopmbi.

Heab: M3y4nTh TUIIBI XPOMOCOMHBIX MYTallMil, STUOJOTHIO, NATOT€HE3 U KJIMHUYECKYI0 KAPTUHY
Ham0OoJIee YaCcTO BCTPEUAIONTUXCS XPOMOCOMHBIX CHHIPOMOB.

3apaun: PaccMOTpeTh OCHOBHBICE TEPMHUHOJIOTHYECKHE IIOHSATHS XPOMOCOMHBIX OOJIe3HEH,
OOyYUTh CTYJICHTOB MPUMEHEHHIO ITUTOJIOTHYECKUX METOJOB ISl OMpEACNICHUS THIAa XPOMOCOMHBIX
MyTaIui, pa3o0paTh OCHOBHBIC CHHIPOMBI IIPH JTAHHOW MATOJIOTHH.
Oo0yuaromuiicsi 10/12KeH 3HATb.
1. Jlo usydyeHust Ttembl (Oa3uCHBIC 3HAHWSA) —CTPOCHHE XPOMOCOM M METOABl WX H3YYCHHS; THIIBI
XPOMOCOMHBIX MYyTalLUi.
2. Tlocne n3ydyeHus TeMbl —ME€XaHU3Mbl BOZHUKHOBEHHUSI XPOMOCOMHBIX MYTalliid B TIEPHO]I TaMETOTEeHE3a
U WX TIOCJIEICTBUS; KIACCU(DUKAIMIO XPOMOCOMHOMN MATOJIOTHUH; STHOJOTHIO, KIMHUYECKHUE MPOSBICHUS
Han0o0JIee YaCTO BCTPEUAIOIIUXCS XPOMOCOMHBIX CHHIPOMOB.
OOyyaromuiicst 10/I2KeH yMeTb.
OnpenensaTh TUI XPOMOCOMHON MyTauu 1o (ortorpaduu U Mo MUKpOIpenapary KapruoTUIa YeI0BeKa.
Ornpenenarh TUIBI TaMeT, 00Pa3yIOUIUXCS MPU Pa3IMYHBIX XPOMOCOMHBIX MyTanusaxX. Pemares 3agaun Ha
OTpe/ieJICHUE BEPOSITHOCTU TOSBIICHUS IATOJIOTUM B 3aBUCHMOCTH OT THUIIA XPOMOCOMHOM MYTaIlHH.
[IpaBUIBEHO UCTIOJIB30BATh COOTBETCTBYIOINIYIO TEPMUHOJIOTHIO.
Oo0yuarmuiicsi 10J2KeH BJIaJETh.
Menuko-0uoIOTHYeCKIM TTOHSITUWHBIM armapaToM. MeTolaMu U3Y4YeHHs HACIIEJICTBEHHOCTH YeIOBEKa.
HaBpikamu moucka MenuuuMHCKONW HH(popMmamuu B y4eOHOM, HAydyHOW JMUTEparype, B TOM 4YHCIE C
WCIIONb30BaHUEM CceTH VHTepHeT; HaBbIKAMU MPEJCTABICHUS H  OOCYXICHHS MEIUIIMHCKOM
nHpopManuu. ba3oBbIMH TEXHOJOTHSIMH IpeoOpa3oBaHusi HHGOPMAIMHM: TEKCTOBBIC, TaOJIUYHBIC
penakTopsl, MOUCK B ceTu HTepHeT.

CaMocTosiTeIbHAsI ayTUTOPHAs padoTa 00y4aloIUXCA M0 TeMe:
1. OTBeTHTH HA BONIPOCHI 110 TeMe 3aHSATHS.
Bormpocs! s codeceioBanus:
1. TIIpocteie BapuaHThl ayTocOMHBIX TpricoMuil. Cunnpomsl: [layna, [Tatay, DaBapaca.
2. Mozaumnmsm.
3. Cunzapombl, 0O0yCNOBIEHHbIE CTPYKTYpHbIMH  TepecTpoiikamu. Cunapomsl:  Bonbda-
XUPIIXOpHA, «KOIMIAYhETO KPHKAY).
4. Hapymenus B cucteMe mojoBbix xpomocoMm. Cunapomsl KnaitHdensrepa, [lepemeBckoro-
Tepuepa, Tpumio-X.

2. IlpakTHYecKasi MOATOTOBKA.
PaGora 1. @eHoTUNNYeCKUE U3MEHEHHUS IPH FeHHBIX 3200/1eBaHUX.
Lenv pabomei: 3yunTh GEHOTUIIHMYECKIE H3MEHEHUS TIPU HanboJiee pacpoCTPAaHEHHBIX XPOMOCOMHBIX
3aboneBaHusx. [lo mpeacraBieHHbIM (oTorpadgusM GOJBHBIX C XPOMOCOMHOM MATOJOTMEN ONpesennuTe
3a00JeBaHuUs.
OtBeTbTe B paboyell TeTpa Iy Ha cJeIyIOIUe BOIPOCHL:

1) Ha3zBanwue 3a00eBaHusI.

2) DeHOTHNUYECKUE MPOSBICHHUS (TEPMUH U €r0 ONpPEICIICHHE).

3) MeToabl AMarHOCTHKH.

4) Merto/bl JCUCHHS.
Brimonnenue paboTel BeneTcs B Gopme 00CYKACHHUS BMECTE CO CTYJCHTaMU HUMEIOIINUXCS JTaHHBIX 110
XPOMOCOMHBIM 3a00JIEBAHUSIM.

3. PemnTh CUTYallHOHHbIE 321a4YH.

1) Anroputm pazdopa 3amgad:

[TocTaBbTe MpeBAPUTEIBHBIN AUATHO3.

3anuumTe KapuOTHIL.

KaxoB MexaHn3M BOZHUKHOBEHHUS ATOT0 3a00J1€BaHus?
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Kaxkoii 0CHOBHOI1 METO TUArHOCTUKH TOT0 3a00JieBaHus?

Hanpasnenus neuenus?

2) Ilpumep 3amaun ¢ pa3d0OpOM IO AITOPUTMY.

[Tpu BHEmIHEM OCMOTpE MalbyMKa 3-X JIET Bpad ONpeNeNuil Halnu4yue Opaxuiedanu, MOHTOJIOUIHIO
paspesa ria3, 31uKaHTa, Ae(opMaluy YIIHbIX PAKOBHH, MAKPOIJIOCCUH, KIIMHOAAKTUIIMS HA KUCTSIX.

Pemenue:

1. Cunnpom tpucomuu 1o 21 xpomocome.

2. 47 XX (+21), 47 XY (+21)

3. LluToreHeTH4YECKHil METO.T

4. HepacxokJIeHHE XpOMOCOM B Mei03e

5. CHUMIITOMaTHYECKOE, XUPYPIHUUECKOE JICUCHHE.

3) 3amauu 11 CaMOCTOSITEIEHOTO pa30opa Ha 3aHSTHH.

3amaga 1. B cembe y 3M0pOBBIX poauTenell poawics OONbHON peOeHok. Bec mpu poxaeHun — 2 Kr,
OKPY’KHOCTb Yeperna yMEHBIIEHA, 100 CKOIICHHbIM U HU3KUH, BYCTOPOHHUE PACIIEIMHBI BEPXHEH I'yObl
1 HeOa, HU3KO PacIioyioKeHHbBIE U 1e()OPMUPOBAHHBIC YIITH, Ha 00euX pykax — nonuaaktuins. [loctaBpTe
[IpeIBAPUTENIbHBIN quarHo3. 3anumure Kapuotun. Kakoil OCHOBHON MeETOA JMarHOCTUKH 3TOTO
3aboneBanus? KakoB MexaHM3M BO3ZHUKHOBEHHUs 3TOro 3a0oneBanus? Hanpasnenus eueHus

3amaya 2. Y MyxuuHsl B 70% KIETOK JMUTENUS CIU3UCTON MIEKHM OOHAPYKEHO 2 TIIBIOKU MOJIOBOTO
xpomaTtuHa. IlocraBbTe mnpeaBapuTenbHBIA AMArHo3. 3anuiuuTe Kapuotur. Kakoil OCHOBHOM MeToj
JTUArHOCTUKH 3TOro 3aboneBanusa? KakoB MexaHW3M BO3ZHMKHOBEHHUS ATOTO 3a0ojeBanus? HanpapieHus
JIEYEHUS

4. BpIcTyIJIeHHe B TOKJIAaMM:

1. Cunapowm Jlayna. OTHosorus, naToreHe3, KIMHUKA, TUATHOCTHKA, TPUHIIUIIBI JICYCHHUS.

2. Cunapom DaBapjica. DTHOJIOTHS, TATOTCHE3, KIIMHUKA, TUAarHOCTHKA, TPHHIIATIBI JICUCHHUS.

3. Cunapowm IlaTtay. DTuonorus, narorenes, KIMHUKA, JUArHOCTUKA, TPUHIIUIIBI JICYCHHUS.

4. CUHAPOM «KOIIAYBEro KpHUKa». DTHOJOTHS, MAaTOT€HE3, KIWHUKA, TUArHOCTUKA, MPUHIIMITHI

JICYEHUSI.

5. Cunapom Bonbda-XupmxopHa. DTHOJIOTHSA, TATOT€HE3, KIMHUKA, JUArHOCTUKA, TTPUHITUTIBI
JICYEHUSI.
Cunnapom Knaitndenbrepa. DTHOIOTHS, TATOT€HE3, KIIMHUKA, TUAaTHOCTUKA, TPUHITUIIBI JICUEHUSI.
7. Cungapowm lllepemeBckoro-TepHepa. DTHONOTHS, TATOT€HE3, KIMHUKA, TUaTHOCTUKA, IPUHIIUTIBI

JICUCHUSL.

o

CamocTrosiTe/IbHAS BHeayIMTOPHAas padoTa 00y4yalommxcs 1o remMe:
3aoanus ons camocmosmenvholl 61HeayOUmopHoU padomul CIyO0eHmos no YKA3aHHOU meme:
1) O3HaKOMHTBHCS C TEOPETHUSCKHM MaTEpPHAJIOM IO TEME 3aHSTHSI C MCIOJIb30BAHUEM KOHCIICKTOB
JIEKIUHA W/WIIK pPeKOMEHTyeMoi yueOHOH TuTeparyphl.
2) OTBeTHTH HA BOIPOCHI ISl CAMOKOHTPOJISL:
* IIpocteie BapuaHThl ayTOCOMHBIX Tpucomuil. Cunapomsr: [layna, [1atay, DnBapaca.
*  Mo3zauuusm.
*  Cunzapomsbl, 00yCIOBIEHHbIE CTPYKTYPHBIMH nepectpoiikamu. Cunapomsl: Bonbsda-XupiixopHa,
«KOIIIAYbETO KPUKAY.
* Hapymenus B cucreme mojioBbix xpomocoMm. Cunapomsl Knaitndensrepa, HlepemeBckoro-
Tepnepa, Tpuruio-X.
3) [IpoBepuTh CBOM 3HAHUS C UCTIOJIL30BAHUEM TECTOBOT'O KOHTPOJIS
1. Buvibepume o0un npasuivHulil omeen.
VYkaxuTe Il KaKoro XpOMOCOMHOTO CHHJpOMa XapakTepeH Habop CHMIITOMOB, BKJIIOYAIOIIMX
YMCTBEHHYIO OTCTaJIOCTh, Jojuxouedaniio, AepOpMUPOBAHHBIE YIIHbIE pPAKOBHHBI, (HIEKCOPHOE
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TOJIOXKEHUE TANBIICB PYK, BPOXKICHHBIN MOPOK cepama: a) CHHApoM JDaBapica; 0) cunapom [latay; B)
cunapoM JlayHa; r) cuHAPOM "KOIlIaybero Kpuka'.
2. Bvibepume 00un npaguibHblii Omeem.

Kakue myranum OTHOCSTCS K T€HOMHBIM: a) HHBEPCHH, TPAHCIOKAIUH, TYIUTUKALUH, JCTCIUH; 0)
NOJIUIUIONINH, AHCYIUIOMIUHN; B) TPUIUIOWAWHW, TETPAIUIOWIAMH; T) BHYTPUXPOMOCOMHBIC U
MEXXPOMOCOMHBIE IEPECTPOUKH.

Uro siBisieTcss BEAYIIMM B KJIMHUYECKOM IPOSBICHWU XPOMOCOMHBIX OOJIE3HEH: a) 3ajiep)KKa B
NICUXWYECKOM Pa3BUTHM Yy JI€TeH MIIJIIEro BO3pacTa M yYMCTBEHHAs OTCTAJIOCTh Yy JIeTeH CTapIero
Bo3pacta; 0) HapymieHHe (U3NYECKOTO Pa3BUTHSA; B) CHCTEMHOCTh IOPAKCHHs; T) HapYIICHHE
YMCTBEHHOTO Pa3BUTHS B COUETAHHUH C TOPOKAMU Pa3BUTHS U MUKPOAHOMATHSIMHA Pa3BUTH.

Omeem:1 —a); 2 —1).
4) TTonroToBUTH pedepar/oKiIaj Mo CASAYIOUMM TeMaM:

1. Cunapowm [layHa. DTHONOTHS, TATOT€HE3, KIIMHUKA, THATHOCTUKA, TPUHIIUIIBI JICUCHHUSI.

2. Cunapom DaBapjca. DTHONOTHS, TATOTEHE3, KIIMHUKA, THarHOCTHKA, IPUHITHUITBI JICYCHUSI.

3. Cungpowm [laTay. DTHonorHs, MaTOreHe3, KINHUKA, JUArHOCTUKA, IPUHIUIIBI JICICHHUS.

4. CUHIPOM «KOIIAYBETO KPUKA». DTHOJIOTHS, TTATOreHE3, KIIMHUKA, TUarHOCTUKA, IPUHITHUITHI JICYCHUSI.
5. Cungpom Bomnbsda-XupuixopHa. ITHONIOTHSA, TATOTeHE3, KIMHHUKA, JHUATHOCTUKA, TPUHITUIIBI
JICYCHUSI.
Cunnpom Knaitngenbrepa. OTHONOTHS, TATOT€HE3, KIMHUKA, AMATHOCTUKA, TIPUHIUIIBI JICUEHUSI.
7. Cunapom IlepemeBckoro-TepHepa. DTHONOTHS, MATOTEHE3, KIMHHUKA, JUATHOCTHKA, TTPHHIIUAIIBI

JICYCHUSI.

o

Pexomenayemas Jiureparypa:

OcHoBHas:
1. boukoB H.I1. Knununueckas renetuka: yueOHuk i By3os/ M.: [DOTAP-Menua, 2011-2018, 480c.

JononHurenpHas:
1. Ko3sonnn B.A., Koceix A.A., Pomumna H.E. IlpenaranpHas JIuarHOCTHKa HAaCJICACTBEHHBIX
3a00JIeBaHUI U BPOXKICHHBIX TIOPOKOB pa3BUTHS: yaeOHOe mocodue  Kupon: 2011.-88 c., w.
2. Konenaesa E.B., Onyunna FO.H., Ko3sonun B.A., Crapkosa E.B., bepecueBa A.A. PaGouas tetpaap
no aucuuranHe «MeaunuHckas reHetuka». Yacte 1 u 2: yueOHO-MmeToanueckoe mocobue. - Kupos:
®I'bOY BO Kuposckuii 'MY Munzapasa Poccun, 2021.-110 ¢. u 112c.
3. Konemaesa E.B., Pomuna H.E.. O0mas remetnka U reHeTHKa 4ejoBeka: ydeOHoe mocobue/ Kupos,
2016. - 69 c.
4. MyroBun I'.P.. M. Knuauueckas reseruka. ['eHOMUKa ¥ NMPOTEOMHKA HAcl€ACTBEHHOM MaTOJIOTHU
[DnexTpoHHbIH pecypc]: yuebHoe nocodoue/ [DOTAP-Menua, 2010. - 832 c.: ni.
5. 'opOynoBa, B.H., KopxxeneBckast M.A.. ['eHeTHKa B KIMHUYECKOM IMpaKTHUKE: PYKOBOJCTBO IS
Bpaueit/CI16.: Cneryut, 2015.-329 c.
6. Mymkam6apoB H.H., Ky3uerno C.JI. MonekynspHas Ouosorus: Yue6. [locoOue miist CTyaeHTOB
Mea.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
7. DIEKTPOHHBIE PECYPCHI:

1) http://omim.org/

Pasnen 4: XpomocomHasi naToJiorus.
Tema 4.3. BposkieHHbIe IOPOKH Pa3BUTHS.

Heab: W3yunth STHOJOTHIO, MEXaHU3Mbl (OPMHpPOBAHHS U OCOOEHHOCTH KIMHHUYECKHX
MPOSIBJICHUH BPOKACHHBIX MMOPOKOB PA3BUTHUSA, UX KJIACCHU(UKALNIO M METOABI TuarHoctuku. Hayuutses
MPaBWJIbHO UCIIOIb30BaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO.

3agaum: PaccMOTpeTb OCHOBHBIE TEPMUHOJIOTMYECKHE TIOHATUS TEpPATOJOTUH, BPOKICHHBIE
nopoku pazsutus (BIIP), mansie anomanuu passutus (MAP), tepatorennsie (axkTopsl, chopMUpOBaTh
HaBbIKM II0 TPHUMEHEHHUI0 TE€HETUYECKMX METOJOB JIUAarHOCTHKM BpPOXKJIEHHBIX IOPOKOB DPa3BUTHS,
M3YYUTh METOJIbI MPO(PUIAKTUKY BPOXKIEHHBIX TOPOKOB PA3BUTHUS.
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Oo0yyarommiics 10J15KeH 3HATh:

1. Jlo wusyueHuss Tembl (Oa3ucCHBbIE 3HAHMS) — TEOPETHUYECKHME OCHOBBI MyTareHesa M CTaJHH
SMOPUOHAIILHOTO Pa3BUTHS YEIIOBEKA;

2. Tlocne u3y4eHHuss TEMbI — OCOOCHHOCTH KJIIMHUYECKUX MPOSBICHUN BPOXKICHHOW MATOJOTHH, OOIIHE
NPUHLIMIBL  KJIMHUYecKoW auarHoctuku BIIP, npuuymHbl NpOUCXOXKIEHUS W JAUArHOCTHYECKYIO
3HAYUMOCTh MOP(OTECHETHYECKUX BapPHAHTOB, 3HAYCHHUE M OCHOBBI KJIMHHKO-TEHEAIOTHYECKOTO U
[IATOr€HETUYECKOr0 METOAOB I JuarHocTuku BIIP.

OOyuyarommiicst 10JIKeH yMeThb:

BoisBiisate  BIIP, pacnosnaBath oTnuumrtenbHble ocobenHoctn BIIP m MAP, nuarHoctupoBath
BPOXKJCHHBIE MOP(OrCHETHUECKUE BAPUAHTBI, TMPABUIBLHO  HCIOJIB30BaTh  COOTBETCTBYIOIIYIO
TEPMHUHOJIOTHIO IIPU OMHCAHUU KIIMHUYECKOW KapTUHBI (peHoTumna) 00JIbHOTO.

Oo0yuaromuiicsi 10/I2KeH BJIaJ€Th:

ba3oBbIMu TeXHOJOTHSAMH MpeoOpa3oBaHus HUH(DOPMALIUU: TEKCTOBbIC, TAOIHYHBIE PEJAKTOPHI, MOUCK B
cetu MutepHet. HaBbikamu nmovcka MeIMIMHCKON nH(GOpMaluu B yueOHOM, HAy4HOH JIuTepaType, B TOM
YHUCJIE€ C MCMOJb30BaHUEM ceTu WHTepHEeT; HaBBIKAMHM NPEJICTABICHUS U OOCYXIEHUS MEIUIIMHCKOMN
uHpopmManuu, MEAUKO-OHMOIOTHYECKUM MOHSTUWHBIM anmnapaTom, METOJaMH  HU3y4YCHUS
HAaCJIEJACTBEHHOCTH Y€JI0OBEKA, HABHIKAMH MUKPOCKOITUPOBAHHUSI.

CamocrosiTe/ibHAsA Ay AUTOPHAasi pa00Ta 00y4aloUuXcs Mo TemMe:
1. OTBeTUTH HA BONPOCHI 1O TeMe 3aHATHS.
Bormpocs! aiis codeceioBanus:
1. TlonsiTHE BPOXKACHHOTO, CEMEHHOTO M HACJIEJACTBEHHOTO 3a00JICBaHUSI.
['eHeTHYECKUE U BHEIITHUE CPEAOBBIC IPUUMHBI TEpaTOTeHe3a. TepaToreHHble GaKTOPhI CPEIbl.
[TonsiTue BpoxaeHHOro nopoka pa3sutus (BIIP) u manbix anomanuii pazsutust (MAP).
Pob TpaHCKpUTIIIIMOHHBIX (haKTOPOB B IIPOIIECCaX Pa3BUTHS, CEMEHCTBA SMOPHOHAIBHBIX T€HOB.
Knaccudukanus BITP.
Kputnueckue nepuoibl pa3BUTHSL.
[ToHsTHE TEPATOr€HHOrO TEPMUHALIMOHHOTO IEPUOJIA.
Jlnarnoctuka BIIP. Mcnons30BaHne KIMHUKO-TE€HEAIOTMYECKOr0 MeTo1a B 1uarHoctruke BIIP.

Nk~ WN

2. llpakTHYecKasi MOAT0OTOBKA.

Pa6ora 1. Ilpusnaxu guzmopgdorenesa.

Llenv pabompi: I3yunTh 4acToO BCTpEUalOIMecs B KIMHUUECKON nmpakTuke MAP.

Onpenenuts npusHaKu au3mMopdoreHesa npu Haubdosee yacto Berpedaromuxcs BIIP, no pororpadpusm
OOJIbHBIX.

3anoiaHUTh B TETPAIU TEPMUHOJIOTHYECKHM CI0Baph.

Brinonnenue paboTel BBeAeTCs B popMe 00CYkIEHUS BMECTE CO CTYJEHTAMU UMEIOLIUXCS TAHHBIX 10
BPOKJICHHBIM ITOPOKaM.

PaGora 2. OnpenesieHne KPpUTHYECKHUX TEPMUHAIIMOHHBIX MIEPHO/I0B.

Llenv pabomul: 3yduTh BO3ZMOXHOCTH OIpPENEICHUS] KPUTUUECKUX MEPHUOAOB MpPHU BO3JECHCTBUU
HEKOTOPBIX JIEKAPCTBEHHBIX CPEJICTB HA PA3IUYHBIX CTAIHUIX SMOpHOreHesa.

Onpenenuth mpeneabHblE CPOKU JEHCTBUS MAaTOr€HHBIX (PAKTOPOB, CHOCOOHBIX MPUBECTH K
(bopMHPOBAHHIO TTOPOKA PA3BUTHSA, MCIIONIB3YSl TaOJIUIly TEPaTOTC€HHBIX TEPMUHALIMOHHBIX MEPHUOIOB U
BIIP ¢ yka3zaHueM mpelenbHBIX CPOKOB JIEHCTBHUSI MATOr€HHBIX (DAaKTOPOB M TaOIUIly TEpaTOr€HHOCTH
JIEKAPCTBEHHBIX IIPETIApaTOB.

Tabn. TepaToreHHbIE TEPMUHAIIIOHHBIE IEPUO/IBL.
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D2TaNBHEN MePHOR (Ham) ~—

3nbproranerent nepuog (Hax)

1 2

16 32

Tepuon mensuua
SHTOTH K

JeterTet HepEHOM TPYORH
I JedbeKTE meperoponoK I |
LA-:xmxpouamx l BepxHie KOHSYHOCTH I
: r A-/mepouanua j Hicgrus KOHEYHOCTH I |
‘ I Pr l Bepxuaz rvba | ‘
[ ebooweuns v oaxoss  rvora I Vo |
[ Muvobramo arzoums maviowa | [naza
= : A |l'unommsnu 3IMATH [ 3vou
o TOuKH neHCTEMA ] !
TepaTorsHa | | Pacmenusa H2ba l Hebo l
ﬂ Megee uyeeT. neproxn [Macx_wmmsamu e l s
He uyecreuranzn I:] Bricoko 4yECT. mepuon
*“krTeparorsmam
T 2ubpuonz Kpynzte nopoxi passutus SYHKUHOHATEHE N2hSKTE  MaTTle ZHOMATHE
_cnoETaEHEE abooT

Tabs. TepaToreHHOCTb JIEKAPCTBEHHBIX MPENAPATOB.

IIpenapar Ipdext

Terpanukiux ['unormiasus u U3MEHEeHue [BETa SMalH

CrpentoMuiuH [loTeps ciyxa npu AIUTENTBHOM BO3JEHCTBUU

deHuTonH 3anepxKa BHyTpHYTPOOHOTO pa3BUTHSI, YMCTBEHHAS! OTCTAIIOCTh, MUKpOLE(aTus,
BPO’KJCHHBIE TIOPOKH CEpALa

Kap6amazenun JedbexT HepBHOI TpyOKu (1%), Mukporedaus, rUnomIa3us Horren

Banenpoesas k-ta

Hedext HepBHOI TPyOKH

Tpumeranuox 3anepxKa BHyTpUYTPOOHOTO pa3BUTHS, pacIlieIMHa I'yObl H/1iu HeOa,
MUKpoIiedausi, YMCTBEHHAs! OTCTAJIOCTb, JIMIIEBbIC U JIP.

Janazon Bupunuzanus ;k€HCKHUX TJI0/I0B
IIcuxotpornHeie

JIntnit Bposxnennsie nopoku cepaua, [{THC anomanuu
[Ipoune

Tamuomun ITopokn KOHEUHOCTEN, yXa, BpOXKIEHHBIE IOPOKH CEPALA

Buramun A MHUKpOTHSI, MUKPO(QTAIbMHUSI, pacIlie]nHa I'yObl H/UiH Heba

(petuHON)

N3orpernnonn MuxkpoTus, MUKpO(TaTbMHUS, paciienHa ryobl 1/ vin HeOa, BPOXKIEHHBIE TOPOKH
cepaua

MusonpocTon PenykumoHHbIe TOPOKU KOHEYHOCTEN, apTPOTPHUIIO3, BPOKICHHBIE TOPOKH CEPILIA

[lepenectu B TeTpaib U 3aMOIHUTH TAOIUILY:
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JlexapcTBeHHBIN Cucrema opraHos, Kputnueckuii Teparorennoe | OyHKIHMOHAJIBHBIE

npernapar YYBCTBUTEIbHAS K TepPMUHAIIMOHHBIA | JCHCTBUE M3MEHEHUS
JIEVCTBUIO JAHHOIO nepuos (Hex.)
mperapara

Brimonnenue paboTel BeneTcs B opMe 00CYKACHHUS BMECTE CO CTYJICHTAMU MMEIOIINUXCS JaHHBIX 110
BPOXKICHHBIM ITIOPOKaM.

Pa6ora 3. 3aBuCHMOCTB pe3yJibTaTa /IeliCTBUSI TEPATOTeHOB OT 3Taa 3MOpHoOreHesa.

Llenb pabomsi: I3ydnTh OCHOBHBIE ITOCIIEACTBUS ICHCTBHUS TEPATOr€HOB B SMOPHOTEHESE.

Hcnonb3ys TaOauIbL, ONpeIeIuTh OCHOBHBIE COOBITHS SMOpPHOreHe3a U UX BPEMEHHbIE pAaMKH, OLICHUTh
BO3JICHCTBUE TePATOreHHBIX (PAKTOPOB HA HUX.

[lepenecTu B TeTpajb U 3aMOJHUTH TAOJIUILY:

Dransl OCHOBHEIE IT'ne Hauano coboertust | IlocnencrBus neicTBus
COOBITHS IIPOUCXOMAT (orcuer ot TepaTOreHHbIX (PaKTOPOB
Jrama OBYJISILIVN)

[Tpem>mOpuorenes

1)

2)

OMOpuorexes

1)

2)

3)

4)

Brinonsenue pa6OTLIBe,I[eTC$[ B (bopMe 06CY)I(I[CHI/I}I BMECTC CO CTYACHTAaMH HMCIOMIUXCA NAaHHBIX I10
BPOXKACHHBIM ITOPOKaM.

PaGora 4. CemeiicTBa 3MOPHOHAIbHBIX T€HOB.
Lenv pabomer: I3y4uTh OCHOBHBIE CEMENCTBA IMOPHUOHATIEHBIX TE€HOB.
3acnymaTh pedepaTUBHBIE COOOIIEHHUS MO MPEAT0KEHHBIM TEMaM.
Hcnonp3ys naHHble pedepaTuBHBIX COOOMICHWH ONMpEeNeTnTh OCHOBHBIE CEMEHCTBa IMOPHOHAIBHBIX
T'€HOB, OLICHUTh UX POJIb B MOp(doreHese.
1. Onpenenute Mo puCyHKY coObITHE IMOpUOreHe3a. [lepepucyiite B pabouyro TeTpaab. YKaXUTe
AHATOMUYECKHUE CTPYKTYPhI, 00pa30BaBIIMECS HA ITOM JTarle.

2. Onpe;[eJmTe 0 PUCYHKY OCHOBHBLIC KOMIIOHCHTBI, Y4YaCTBYIOIIUC B (I)OpMI/IpOBaHI/II/I
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TPaHCKPUIIIMOHHOTO KoMIuiekca. [lepepucyiite B pabouyio TeTpab U HOAMUIIHUTE.

3. TlepenecTu B TeTpaib U 3aMOJHUTH CIEIYIOIINE TAOTHIIBL:

Tab6u1. ['eHpl MpoCTpaHCTBEHHOM OpPTraHMU3aIUH.

I'pynna renos

Beinonusemas pyHkuus

I'eHnl cermenTanun

T'enn1 KOMIIapTMCHTAaJIU3alln

I'eHb1 rOMEO3UCHBIE

Tab:. [TpoayKThI TeHOB, OTBETCTBEHHBIE 33 «OpKECTp» MopdoreHesa, 3aIUIINTe X B pabouyro TeTpab:

Hazsanue

IIpumepsl reHOB

Eal IR I

Tab6s. Ocu smOpuorenesa.

Ne | Ha3Banue ocu sMmOpuorenesa [Tpumepsl TeHOB, YYaCTBYIOIINX B (GOPMHPOBAHHU OCH
1. | Kpanuo-kaynansHas

2. Jlopco-BeHTpaibHas

3. bunarepanpHas

Tab6n.CemelicTBa TPaHCKPHUMITMOHHBIX (DAKTOPOB SMOpHOTEHE3a:

CewmelicTBa reHOB HazBanue OCoOEHHOCTH CTPOSHUS OyHKuMs B sMOpHOreHes3e
ceMeiicTBa TeHOB TPaHCKPUTIIIMOHHOTO
daxTopa
HOX
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PAX

Paznuunsie
TPAHCKPHUIIIMOHHBIE
daxropsl,
coaepaxarre Zinic
Fingers

SOX

BeimonHenue pabothbl Begetcss B hopMme 0OCY)KICHUS BMECTE CO CTYACHTaMH MMEIOIIUXCS JaHHBIX I10
ceMeiicTBaM reHOB YMOpPHOTEHEe3a.

PaGora 5. Biusinne HapyuieHUsl TeHHBIX H KJI€TOYHBIX MEXaHM3MOB IMOpHOreHe3a HA pa3BUTHE
BIIP.

Lenv pabomul: U3ydnTh OCHOBHBIE MEXAaHU3MBI PA3BUTHUS TIOPOKOB B SMOpUOTEHE3E.

Onpenenutb MEXaHU3MbI TepaToOreHe3a Mpu Haubosee yacTo BeTpevatomumxcs BIIP.

[lepenectu B T€Tpa b U 3aMOJTHUTH TAOIHILY:

CobbITHE HSMOpHOreHes3a ['ennbie Knerounsie ITopoku pa3BuTus
MEXaHU3MbI MEXAaHU3MbI

1. | dpoOGnenue
2. | Tactpymnsimmst 1)
2)
3)
3. | Heitpymsmus 1)
2)
3)
4)
5)
4. | I'ucro- u opraHoreHes 1)
2)
3)
4)
5)
BeimonHenue paboTeiBeneTcss B opMe OOCYXKICHHUS BMECTE CO CTYACHTAMH HMMEIOLIMXCS JaHHBIX I10
ceMeNCcTBaM reHOB HYMOpHOTreHe3a.

3.BbICTyIUIeHHE C TOKJIAaMU:

1. T'ensl oceii aMOpHoreHe3a, reHbl, OTBETCTBEHHBIE 32 (DOPMHUpPOBAHHE MEPBUYHOM TMOJIOCKU H
TPE3X 3apOABIIIEBLIX JIUCTKOB, MOHATHE O TOMEO3UCHBIX TeHaxX.

2. Jlaitonu3zanus X-XpOMOCOMBI.

CamocrosiTesIbHAS BHeayIMTOPHAs padoTa 00y4alommXxcs 1o TemMe:
3aoarnus Onst camocmosamenbHol 8HeayOUMopPHOU pabomul CMyOeHmo8 no YKA3aHHOU meme.
1) O3HaKOMHTBECS C TEOPETHYECKHM MaTepHajOM MO TEME 3aHSTHUSI C UCIIOJIb30BAHUEM KOHCIIEKTOB
JIEKUUN W/WIH PEKOMEHTyeMOol y4eOHOM InTepaTyphl.
2) OTBETUTH Ha BOIIPOCHI ISl CAMOKOHTPOJIS:
*[ToHsATHE BPOXKIEHHOTO, CEMEHHOTO M HACIIEICTBEHHOTO 3a00I€BaHMSL.
*['eHeTHyecKue U BHEIIHUE CPeIOBbIE IPUYUHBI TepaToreHe3a. TeparoreHHble (PakTopbl CPeibl.
*[TonsTue BpoxaeHHoro nopoka passutus (BIIP) u maneix anomanuii pazsutust (MAP).
*Ponb TpaHCKPUNIIMOHHBIX (PaKTOPOB B MpOIIECcCax pa3BUTHs, CEMENCTBAa SMOPHOHAIBHBIX T€HOB.
*Knaccugukanus BITP.
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*Kputnueckue nepuoapl pa3BUTHSL.

*[ToHsATHE TEPATOTEHHOTO TEPMUHAIIMOHHOTO MIEPUOIA.

* JImarnoctruka BIIP. Mcnionp30BaHne KIMHUKO-TEHEAIOTHYECKOTO MeTo1a B auarHoctuke BITP.
3) IIpoBepuTh CBOM 3HAHUS C UCIIOIB30BAHUEM TECTOBOTO KOHTPOJIS
1. Buibepume o0un npasuivHblii omeen.

[IporHatuss — 3TO: a) HENOpAa3BUTHE HWXXKHEH 4YEIOCTH; O) JarepajbHOE WM MEIHabHOE
WCKPUBJICHHE TAJbIIa; B) YPE3MEPHOE Pa3BUTHE BEPXHEH YENOCTH; T) BBICTYMAIONIAs BIIEPE] BEPXHSS
YEeJIFOCTh 10 OTHOIIECHHIO K HYDKHEH.

2. Bvibepume 00uH npasuibHulli OmMeemn.

Agonerus - 3T0: a) U30BITOYHOE OBOJIOCEHHUE 10 MY)KCKOMY THIY Y JKEHIIUH; 0) pelAKHe CyXHe
JIOMKHE BOJIOCHI; B) MOJTHOE WJIM YaCTUYHOE OTCYTCTBHE BOJIOC.

Omeemot 1-1; 2 - B).
4) IToarotoBuTh pedepar 1o CiIeyonIM TeMaM:

1. T'ensl oceil aMOpUOTeHe3a, TeHBI, OTBETCTBEHHBIC 32 (POPMUPOBAHUE MEPBUYHON TOJOCKU U
TPE3X 3apOABIIICBBIX JIUCTKOB, MOHATUE O TOMEO3UCHBIX TeHaX.

2. Jlationu3anust X-XpoOMOCOMBI.

Pexomenayemas iureparypa:

OcHoBHas:
1. boukoB H.I1. Knuandeckas reaetuka: yueOHuk s By30e/ M.: [DOTAP-Menua, 2011-2018, 480c.

JlonomHuTETHHAS:
1. Ko3onnn B.A., Koceix A.A., Pomuna H.E. IlpenaranbHas auarHocTHKa HACJIEACTBEHHBIX
3a005IeBaHUI U BPOXKICHHBIX TOPOKOB Pa3BUTHS: yueOHOE TocoOue Kupos: 2011.-88 c., nii.
2. Konenaesa E.B., Onyunna FO.H., Ko3sonun B.A., Ctapkosa E.B., bepecaeBa A.A. Pabouas terpaap
no aucuurnHe «MeaunuHckas reHetuka». Yacte 1 u 2: yueOHO-MeToanueckoe mocobue. - Kupos:
®I'bOY BO Kuposckuiit 'MY Munszapasa Poccun, 2021.-110 c. u 112c.
3. Konenaesa E.B., Ponuna H.E.. O0mas reHeTuka u reHeTHKa udeioBeka: yuyeOHoe mocobue/ Kupos,
2016. — 69 c.
4. MyrtoBun I'.P.. M. Knunuueckas reHetuka. ['eHOMHKa M MPOTEOMUKA HACIEICTBEHHOM MAaTOJIOTUU
[DnexTponHsbIit pecypc]: yueoHoe nmocodue/ I'DO0TAP-Menaua, 2010. - 832 c.: ui.
5. I'opbynosa, B.H., KopxxeneBckas M.A.. ['eHeTMka B KJIMHUYECKOH MNpPaKTUKE: PYKOBOJCTBO JUIs
Bpaueit/CI16.: Cneumnut, 2015.-329 c.
6. Mymkam6apos H.H., Ky3nenos C.JI. Monekynspnas Ouonorus: Yue6. IlocoOue ans cryneHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
7. DIEKTPOHHBIE PECYPCHI:

1) http://omim.org/

Pazgen 5: MyabTH(dakTopuaibHbie 32a00/1eBaHUSA.
Tema 5.1. Ban3Hen0BbIi MeTO/ N3yYeHHUs TeHeTUKHU YesioBeka. [lonmyisinnoHHasi reHeTHKA.

I_Ie.m): I/ISqu/ITI) 6JIH3H€IIOBI)II>1 nu HOHy.]'IfIHI/IOHHO-CTaTI/ICTI/I‘-IeCKI/Ie METOAblI IT'CHETHUKHN YCIOBCKA,
3HaUEHUE ATHUX METOAOB [UJIl JUArHOCTHKHU, MPOTHO3UPOBAHMS W TMPO(UIAKTUKH HACIEICTBEHHBIX
0oJIe3HEH.

3agauu: PaccMOTpeTh OCHOBHBIE TEPMHUHOJOTHYECKHE TMOHATHS MYJIbTU()AKTOPUAIBHOM
IaToJIOIuu, I/I3y‘-II/ITI) MCXAHU3MBI 06p330BaHI/I5I MOHO3UTOTHBIX nu JOU3UTOTHBIX 6J'II/13HGHOB.
[To3HAaKOMUTBCS € SMUAEMHUOIOTHYECKUMH OCOOEHHOCTSMHU YacThiX (opM MynbTH(HAKTOPHAIBHOM
IaToJIOIuu, COBpeMeHHBIMI/I BO3MOXHOCTSIMHA YCTaHOBJ'IeHI/IH 9THUOJIOI'NHU, ITaTOICHE3Aa, HapaKHHHquCKOﬁ
JMArHOCTHKH, a TaKXe IMOAXOJOB K JIedeHHIo W peabuiutanuu. OIEHUTh TeHETUYECKYIO CTPYKTYPY
YCJIIOBCUCCKUX HOHYHSIHHI;'I 110 HeKOTopBIM YAaCTHBIM HO30JIOTHUYCCKUM (I)OpMaM Ha OCHOBE€ JaHHBIX
MOMYJSIIIHOHHO-CTaTUCTHYeCcKoro Metofa. CdopmupoBaTh HaBBIKM O TPUMEHEHHUIO OIM3HEIOBOTO
METo4a u HOHYHHHI/IOHHO-CTaTI/ICTI/I'-IeCKOFO MEeTOaa. OBJ'Ia}IeTB HaBBbIKaAMH pemeHI/m CI/ITyaIII/IOHHI:IX
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TEeHETUYECKUX 3a/lad C KCIOJb30BAaHUEM IaHHBIX OJIM3HEOBOTO U MOMYJIALHOHHO-CTaTUCTHYECKOTO
METOJIOB.

Oo0yyarommiics 10J15KeH 3HATh:

1. lo uzydeHust TeMbl — OCOOCHHOCTHU Y€JIOBEKa KaK 00BbEKTa T€HETUYECKUX MCCIICTOBAaHHMA, TPHHIIAIIBI
Y BO3MOKHOCTH HCITIOJI30BaHUS OJIM3HEII0BOTO U MOMYISIIUOHHO-CTATUCTUYECKOTO METO/IOB.

2. Tlocme w3ydeHHsT TeMbl: — OCOOEHHOCTH OOJIe3HEH C HACJIEICTBEHHOW MPEAPACIIONOKEHHOCTHIO;
KJIacCU(PUKALNUIO MYIbTH(PAKTOPUATBbHBIX 3a00J€BaHUM, NPUYMHBI DPA3IUYHOW TEHETPAHTHOCTH M
9KCIIPECCUBHOCTU T'€HOB; OCOOEHHOCTH YEJIOBEYECKMX IOMYJALUNA, HUX TEHETUYECKYIO CTPYKTYpY;
MEXaHU3Mbl PAaBHOBECHS TI€HOB B MONYJSALMIX; MEXAHU3MBbI, HapyllalOllMe pPaBHOBECHE TI'€HOB B
MOMYJISIUKM; POJIb MYTAlIMOHHOTO Tporecca M OJU3KOPOACTBEHHBIX OpaKoB; 3Tambl MOMYJISLIHOHHO-
CTaTUCTUYECKOTO METO/A; €r0 BO3MOKHOCTH U 3HAUYEHHE B T'€HETHKE YEJIOBEKA; F€HETUYECKUE ACIIEKThI
HamOoJee pacIpPOCTPAHEHHBIX MYIbTH(PAKTEPHATHLHBIX 3200JICBAHUH.

Oo0yyaommiics 10J15KeH yMeTh:

PaccuntbiBaTh K03((PUIIMEHT HACTENYeMOCTH; pelIaTh 3aJaud Ha OIpe/ieJIeHHE BEPOSATHOCTU MOSBICHUS
[IaTOJIOTUM B 3aBUCUMOCTH OT HaJIM4YUs KOMILJIEKCOB TI'€HOB IPEAPACIIOIIOKEHHOCTH; OIPEAEIATh
TEeHETUYECKYI0 CTPYKTYpY UEJIOBEUECKHMX TOMyJIslUMiA Ha OCHOBe 3akoHa Xapnau-BaitnOepra wu
KOd(QPHUIHEHT MHOPUIAMHTA [Tl MAJIBIX MOMYJISIUI; peIaTh 3a/1a4H Ha ONpeesIeHNe YaCTOThHl HOCUTEIEH
PELIECCUBHBIX MATOJOTMYECKMX TE€HHBIX MyTalUMi C HCIOJb30BaHUEM ypaBHeHUs Xapau-BaitnOepra;
Hay4UTbhCs IPABUIIBHO UCIIOJIB30BATh COOTBETCTBYIOLIYIO TEPMHUHOJIOTHIO.

Oo0yuarouuiicsi 10/2KeH BJIa€Th:

bazoBbIMU TeXHOJOTHAMH MpeoOpa3oBaHus MH(OPMALIUU: TEKCTOBBIE, TAOIHUYHBIE PEJAKTOPHI, MOUCK B
cetn MaTepHEeT. HaBplkamu moncka METUITMHCKON MH(GOPMAIUU B YIeOHOM, HAYIHOH JIUTEpaType, B TOM
Yyclie C HCIOJb30BaHHEM ceTu VIHTepHeT; HaBbIKAMU MPEJCTABICHUS U OOCYXKIEHUS MEAUIIMHCKON
nH(popManuy, MEIUKO-0MOJIOTUUECKIM MOHATUHHBIM anmnapaTom, METOJAMH  HM3YYCHHS
HAaCJIEACTBEHHOCTH Y€JIOBEKA, HABBIKAMU MUKPOCKOIIMPOBAHUSI.

CamocrosiTe/ibHAsA ayAUTOPHAasi pa00Ta 00y4arouuxcs Mo TemMe:

1. OTBeTUTH HA BONPOCHI 10 TeMe 3aHATHS.

Bormpocs! aiis cobeceioBanus:

Bxuan B aTHONOTHIO 3200/1€BaHN YETIOBEKA FTEHETUUECKUX U CPEIOBBIX (DAKTOPOB.
Bnu3HenoBkIi MeTOA. DTarbl U BO3MOXKHOCTH OJIM3HELIOBOTO METO/IA.
Ornpezenenne 3uroTHOCTU OJIM3HEIOBBIX Tap.

Pacuer koo durmenTa Hacne10BaHHUSL.

Oco0eHHOCTH YeI0BEYECKUX MOIMYJISIHM.

['eneTnueckuii rpy3 4€NO0BEYECKUX MOIYIIALUM.
[TonmynaMOHHO-CTATUCTUIECKUNA METO/I U €T0 3HAUCHHE B TCHETHKE YEJIOBEKa.
OrnpezenieHne reHeTUYECKON CTPYKTYPbI UETTOBEUECKUX MOMYJISALUMA.

ONoGa~WNE

2. IlpakTHYecKasi MOAT0OTOBKA.

Pa6ora 1. Mexanu3m o6pa3oBaHusi MOHO3UIOT.

Llenv pabomvi: I3ydnTh pa3inuyHble BAPHAHTHI 00pa30BaHUsS MOHO3ZUTOT.

Vcnonb3yst NpeayioKeHHYIO CXEMY, ONpeAeINTe OCHOBHBIC NMPHUYMHBI BOSHUKHOBEHHS BapHUaHTOB
MOHO3HTOT.

[lepepucyiite B pabouyto TeTpaab U MOANHUILNTE YKa3aHHbIE CTPYKTYPBIL.
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[lepenectu B TETpaab U 3aMI0JHUTH TAOJHILY:
Tabn. CpaBHUTEIbHAS XaPAKTEPUCTHUKA BHJIOB MOHO3UIOT.
Ha3Banue KosimyecTBO XOpHOHOB KonnyecTBo aMHHOHOB

A
B
C

Brimonnenue pa6OTH BCACTCA B (bopMe O6CY)I(I[€HI/IH BMECTC CO CTYACHTAMHU HMMCIOMIUXCA HAaHHBIX ITO
3M6pI/IOFCHC3y MOHO3HI'OT.

PaGora 2. CpaBHHMTe/IbHASI XaPAKTEPUCTHKA MOHO- M IU3HUIOT.
Lenv pabomer: I3yunTh pa3nuyHbie BApUAHTHI 00pa30BaHUsI OJIM3HEIOB.
[lepenectu B TeTpap U 3aM0JHUTH TAOIHILY:

Tabn. CpaBHUTEIbHASI XapAaKTEPUCTUKA MOHO- U IU3HTOT.
XapaKkTepucTUKa MOHO3HUTOTHI Jn3urorel
KonunuecTBo siiniekneTok
KonnuecTBo criepMaro3onioB
CX0XecTh T€HOTUIIOB
CX0XecTh YCIOBHI pa3BUTHUS
Mexanu3m 00pa3zoBaHus

Brimmonnenue pa®oTsl BeeTcsi B popMe 00CYkAEHHUSI BMECTE CO CTYAEHTaMU MMEIOIIUXCS JaHHBIX IO
IMOpPUOTEHE3y MOHO3UIOT.

3. PemnTh cCUTYallMOHHBIE 321a4H.

1) Anroputm pa3dopa 3aaad (OM3HEIOBBIA METON):

IToncTaBbTe U3BECTHBIEC 3HAUSHHSI M B MATEMATHUECKYIO (POPMYITy OITpeIeIIEHUs] HACIEeAYyEMOCTH.
BrimorHNTE MaTeMaTHYECKHE PACUEThl, HCXOS U3 ATON (OPMYIIHI.

Omnpenenute OTHOCUTEIBHYIO POJIb HACIEACTBEHHOCTH U cpelibl B (GOPMUPOBAHUU IPU3HAKOB.

2) [Ipumep 3amauu ¢ pa3d0pOM IO ATOPUTMY.
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OmnpenenutTe OTHOCUTEIFHYIO POJIb HACTICICTBEHHOCTH U CPelibl B JOPMHUPOBAHUY Pa3BUTHS HAPAIICHUS
BEpXHEU T'yObl, €CITM U3BECTHBI KOHKOPAAHTHOCTH MOHO3UTOT. (95%) 1 nusurot (67%).
Pemenue:
1. Maremaruueckas popmyia pacuera Ko3ppuureHT HaciaeyeMoCcT!
(XombimHTEpA).
H=(Kwm3 — Kn3)/(100-K13) * 100%,
rae KM3 — KOHKOpIaHTHOCTh MOHO3UTOT, K13 — KOHKOPIaHTHOCTBAU3UTOT.
2. MareMaTu4ecKue pacyeThl:
H=(95 - 67)/(100-67) * 100% = 28/33* 100% = 84%
3. OmnpenensieM OTHOCUTEILHYIO POJIb HACICCTBEHHOCTH M Cpelibl B (DOPMUPOBAHUH
MIPU3HAKOB.
Tax xak 3nagenne H 6ombie 70%, permaroniyto posib B pa3BUTHH IPU3HAKA UTPAIOT
TeHETUYECKUE (PaKTOPHI.

3) Bamaun 1 CaMOCTOSATEIBHOIO pa3dopa Ha 3aHITHH:
Onpenennure OTHOCUTEIBHYIO POJIb HACIEICTBEHHOCTH W Cpelbl B (DOPMUPOBAHHH CIICTYHOIINX
COCTOSIHHM:

3aboneBaHus [Toka3zaTenu KOHKOPAAHTHOCTH Y OJIM3HEIOB
MZ Dz
CaxapHblii tuader 65 18
Onunerncus 67 3
BpokieHHBII CTEHO3 IPUBPATHUKA 67 3
KeTyaKa
Pacmennna neba 33 5)
BpoxenHas koconamnoctb 32 3
PeBmatizm 47 17
Kops 98 94
Koxuror 97 93
ONuaeMUYeCKU TapoTUT 82 74
Tyb6epkynes 67 23
HNmemuueckas 00y1e3Hb cepaia 67 43
PeBmaruzm 37 7
S3BeHHas 60J1e3Hb KEmyaka U 50 14
JIBEHAIATUTNIEPCTHON KHUILIKU
HIuzodpenus 67 18
dopma rpyaHOMi KIETKH 96 60
OHAEeMUYECKHi 300 71 70
JloGpokauecTBeHHas OIyX0JIb 20 12,7
CaxapHnblii tuader 84 37
Paxut 88 22

Chenaiite 3akmoyeHre 00 OTHOCHTENBLHOW POJHM HACIEICTBEHHOCTH M (DAKTOPOB Cpelbl B Pa3BUTHUHU
YKa3aHHBIX B Ta6m/1ue HOPMAJIbHBIX IIPHU3HAKOB YCJIOBCKA (YKaSaH MMPOUHCHT AJHUCKOPAAHTHOCTHU
OJIM3HEIIOB).

JluckopmanTHOCTH (%) 10 CIIeayONMM PU3HAKaM
bimzuensl Hauano xoxneHus LBer dopma [TarmumispabIe
(Bo3pacr) I'maz | Bonoc | Koxu Bonoc | Hoca | nmunumn
Mz 33 0,5 3 0 0 2 8
Dz 70 72 77 55 21 80 60

1) Anroputm pa3dopa 3a1a4 (HOMYJIAIUOHHO-CTATHCTHYECKUH METO]T):
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[ToacTaBbTe N3BECTHBIC 3HAYCHUS B MATEMaTHIECKYIO (hOpMyITy 3aKkoHa Xapau-BaiinOepra.
BrImonHuTe MaTeMaTHYECKHE PACYETHI, UCXOIS U3 3TOU (hOPMYIIBL.

Omnpenenure reHETHYECKYIO CTPYKTYPY HOMYIISIUH.

Ornpenenure KOJIMYECTBO T€TEPO3UTOTHBIX HOCUTENCH B MOMYIISILIUH.

PonE

2) Ipumep 3amauu ¢ pa300POM IO AITOPUTMY.

AnBOMHU3M HaCJIeIyeTcsl Kak ayTOCOMHBIA Mpu3HaK. 3aboijieBaHuMe BcTpedaercs ¢ yactoror 1:20000.
CocTraBbTe reHeTUYECKYIO0 CTPYKTYPY MOMYJISLIUKA U ONPEACIIUTE KOJIUYECTBO T€TEPO3UTOTHBIX HOCUTEIIEH
B MOMYJISILIUH.

ano: Pemenue:

A —HOpMa 4. Maremartnueckasi popmyra 3akoHa Xapau-BaitHOepra
A —ampbunmsm | p +q=p2+2pq + g° =1;

g?=1: 20000 5. MaremaTuyeckue pacyeThl:

1 140 140, 196

221 - 20000: q = \T: 20000 ——, 1.~ == o 2y A0

a 0 4= Y P=1-"” 1 P T 0 00
pg =2+ 140w o
141 141 70

6. T'enermueckas CprKTO)q)a HOMYJISIUHN

p+q=p°+2pq+q’= R Lt
141 141 200 70 20000
7. OmpenenseM KOJIMYECTBO T€TEPO3UTOTHBIX HOCUTENIEH

2
2Aa=2pq * 20000 = 80_, 20000 = 280 umu 1,4%
20000

3) Bajaun 171 CaMOCTOSTEIHHOTO pa30opa Ha 3aHITHH:

1. B paiione ¢ nacenennem 10000 uenoBek HaOmromaercs 5 dYenoBeK ¢ (peHUITKETOHYpHUEU
(ayTOCOMHO-pelLieCCUBHBIN THUIT Hace10BaHus). ONpeneanTe YUciio reTepo3UroT B MOMYIISIIUHU.

2. Tanmaktozemusi (060€3Hb C OTCYyTCTBHEM (EPMEHTa, PACIICIUISIONIEr0 MOJIOYHBIN caxap)
BcTpevaetcs ¢ yactoroi 7: 1 000 000 u HacieayeTcss MO ayTOCOMHO-pELeCCUBHOMY TUIy. Onpenenute
YHUCJIO TETEPO3UTOT B TIOMYJISIUH.

4. BpicTynuieHHe ¢ JOKJIaJaMu:

1. CpaBHeHUE POJIM CPEOBBIX U TEHETUYECKUX (DAKTOPOB B Pa3BUTUU MHCYIMHO3aBUCUMOIO U
MHCYJIMHHE3aBUCHMOI'0 CaXapHOro auadera.

2. OTHOCHTENbHAS POJIb HACTIEICTBEHHOCTH U (haKTOPOB CPe/bl B pa3BUTHH MIM30(peHUN.

3.Bo3MoxHOCTh TPOGUIAKTUUECKOTO BIMSHUS HA pa3BUTHE MYJIbTH(PAKTOPUATbHON NaTOJIOTHH
Ha IpuMepe MpeaynpexkaeHns: BOSHUKHOBEHUS SHJIEMUYECKOI0 300a.

CamocTrosiTe/IbHAS BHeayIMTOPHAs padoTa 00y4alommXxcs 1o TemMe:
3aoanus Onst camocmosamenbHolU 8HeayOUMopHoOU pabomul CMyOeHmo8 no YKA3aHHOU meme.
1) O3HaKOMHTBCS C TEOPETHYSCKUM MAaTEPHAIOM IO TEME 3aHSTHS C HCHOJIb30BAHHEM KOHCIIEKTOB
JEKUUN /WA PEKOMEHTyeMOl y4eOHOH JInTepaTyphl.
2) OTBETUTH Ha BOIIPOCHI ISl CAMOKOHTPOJIS:

*  Bxkuag B 9THOJIOTHIO 3200JIEBAHHI Y€IOBEKA TeHETUUECKUX U CPEJIOBBIX (DaKTOPOB.

*  bau3HenoBsli METO. DTarbl U BO3MOXKHOCTH OJIM3HELIOBOIO METOIA.

*  OrmpeneneHue 3UroOTHOCTU OJIM3HELIOBBIX Tap.

* Pacuer koo punreHTa HacIeJOBaHHS.

*  Oco0eHHOCTH YEJIOBEUECKUX MOMYIIALUH.

e T'eHeTnueckuii rpy3 4€JIOBEYECKUX MOITYJIALIAMN.

* [lonynsuOHHO-CTAaTUCTUYECKHI METO/I M €r0 3HaU€HHE B TeHETHKE YeJIOBEKa.

* OrnpeneneHne reHeTHYECKON CTPYKTYPBI UEIOBEUECKUX OIS,
3) [IpoBepuTh CBOM 3HAHUS C UCTIOJIL30BAHUEM TECTOBOT'O KOHTPOJIS
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1. Beibepume 00un npasuibHuili omeem.

['eHOTHNIMYECKUH COCTAaB MOMYNALUMN M (PAKTOPOB, BIUSIONIMX HA W3MEHEHHE ATOTO COCTaBa B
MPOCTPAHCTBE W BPEMEHH, M3y4yaeT: a) MOMYJAIMOHHAs TEHETHKAa; 0) IKOJOTHYEeCKas TCHETHKA; B)
HBOJIIOIIMOHHAS TCHETHKA.

2. Bvibepume 06a npasuibHbix omeema.

K wmexanmzmam, NOJAEPKUBAIONIMM pPABHOBECHE TE€HOB B MOMYJSIIUHA, OTHOCSATCS: a)
MYTaIlMOHHBIM TIporiecc; O) apelid TeHoB; B) OECKOHEYHO OObINAas YUCICHHOCTh MONYJSALHUH, T)
MAaHMUKCHUS; JT) €CTECTBEHHBIA 0TOOP; €) MUTPAIIHS.

Omesem:1 - a), 2 — B), T).
4) TTonroToBUTH pedepar/aoKiIa Mo CICAYIOUMM TeMaM:
1. CpaBHeHHE pOJIU CPEIOBBIX U T€HETUYECKUX (PAKTOPOB B Pa3BUTUU UHCYJIMHO3ABUCHUMOTO U
WHCYJIMHHE3aBUCHUMOTI'0 CaxapHOro auadeTa.
2. OTHOcUTENbHAST POJIb HACIEACTBEHHOCTH M (DAKTOPOB cCpellbl B Pa3BUTUU HIM30(PEHUU.
3.Bo3moxHOCTh TPO(DUIAKTHUECKOTO BIUSHUS Ha pa3BUTHE MYIbTHU(HAKTOPUATIBLHOM MaTOIOTUN
Ha TIpUMepe MPeaynpexACHNs BOSHUKHOBEHHS YHEMHYECKOT0 300a.

Pexomenayemas tureparypa:

OcHoBHas:
1. boukoB H.I1. Knunnueckas renetuka: yueOHuk i By3os/ M.: [DOTAP-Menua, 2011-2018, 480c.

JononHurenpHas:
1. Ko3sonnn B.A., Koceix A.A., Pomumna H.E. IlpenaranpHas JauarHOCTHKa HAaCJICACTBEHHBIX
3a00JIeBaHUI U BPOXKJICHHBIX TIOPOKOB pa3BUTHS: yaeOHOe mocodue  Kupon: 2011.-88 c., w.
2. Konenaesa E.B., Onyunna FO.H., Ko3sonun B.A., Crapkosa E.B., bepecueBa A.A. PaGouas tetpaap
no aucnurumHe «MeauiuHCcKas reHetukay. Yacte 1 u 2: yueOHO-Meroamueckoe mocobdme. - Kupos:
®I'bOY BO Kuposckuii 'MY Munsznpasa Poccuu, 2021.-110 c. u 112c.
3. Konenaesa E.B., Poquna H.E.. OOmas reneTnka u reHeTHKa 4enoBeka: ydyeObHoe mocobue/ Kupos,
2016. - 69 c.
4. MyrtoBun I'.P.. M. Knunuueckas reHetuka. I'eHOMHKa M MPOTEOMHUKA HACJIEICTBEHHOM MaTOJIOTUU
[DnexTpoHHBI pecypc]: yueOHoe mocodbue/ IDOTAP-Meaua, 2010. - 832 c.: ui.
5. 'opOynoBa, B.H., KopxeneBckas M.A.. ['eHeTHka B KJIMHHUYECKOM NpPaKTHKE: PYKOBOACTBO JIJIst
Bpaueit/CII16.: Cneryut, 2015.-329 c.
6. Mymkam6apos H.H., Ky3nenos C.JI. Monekynspnas Ouonorus: Yue6. IlocoOue anst cryneHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.

DNEeKTPOHHBIE PECYPCHI:
1) http://omim.org/

Pazgen 5: MyabTudaxkropuajibHbie 3a601eBaHUA.
Tema 5.2. MyabTudakTopuaibHbie 320071€BaAHUS.

Henapb: [1o3HaAKOMUTBCS € SMUIEMUOIOTUYECKUMU U KIMHUKO-TEHETHYECKUMHU OCOOCHHOCTSIMU
4acTeIX (GOpM MyJIbTU(HAKTOPUATBFHONW MAaTOJIOTUH, COBPEMEHHBIX BO3MOXKHOCTEH YCTaHOBJIEHUS
ATHOJIOTUH, TIaTOreHe3a, NapakIMHUYECKOW [HWarHOCTUKU, a TakkKe TMOAXOAOB K JICUEHUIO H
peadHIInTaIIHH.

3agauu: PaccMoTpeTb OCHOBHBIE TEPMHUHOJIOIMUYECKHE TOHATUS MYJIbTHU(QAKTOPUATBHON
NaToJIOTUM, CcHOPMUPOBaTh HABBIKM MO TNPUMEHEHHUIO KIMHUKO-TEHEAaJOrMYecKoro, OJM3HEL0BOrO
METOJla M TMOMYJISLUOHHO-CTATUCTUYECKOTO METO/AOB Ui ONpEIeNIeHUs pHUCKa TMOSABICHUS JeTell C
MYJIbTH()AKTOPUATBHOM MAaTOIOTHEH.

Oo0yyarommiics 10/15KeH 3HATh:

3HayeHHe KIMHUKO-TEHEAIOTHYECKOT0 METO/Ia U aHaIM3 POAOCIOBHBIX pu M®P3; 06acTh MpUMEHEHUs
MOMYJISIIMOHHO-CTATUCTUIECKOTO U OJIM3HEIIOBOTO METOJ0B MCCIIEIOBAHUS, OCOOCHHOCTH OO0JIe3HEH C
HACJIE/ICTBEHHON MPeApacloyioKEHHOCThIO; KIaCCU(PUKALNI0 MYIbTH()AKTOPUAIBHBIX 3a00JI€BaHHIHA,
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MPUYUHBI PA3TUIHON MTEHETPAHTHOCTH U AKCIPECCUBHOCTU TeHOB; npoduiakTuky M®3; rpymnmsl pucka
U TeHeTHYecKkre Mapkepsl npeapacnonoxennoctu (HLA) k pa3Butuio 60s1e3HH.

Oo0yyaommiics 10J15KeH yMeTh:

PaccunteiBaTh KO3((OUIIMEHT HACIEIYEMOCTH; PEIIaTh 3a/1a4i HA OMPE/ICIICHUE BEPOSITHOCTH MOSBICHUS
MaTOJIOTUM B 3aBUCHUMOCTH OT HaJW4Usl KOMIUIEKCOB T€HOB IMPEIPACHOJIOKEHHOCTH; I0JIb30BAThCS
Ta0JIMIIaMH pacyeTa SMIIMPUYECKOTO pPHUCKA ISl ONPEISICHUS BEPOSTHOCTH BO3HHKHOBeHHS MD3;
Hay4UThCs IPABUIIBHO UCIIOJIB30BATh COOTBETCTBYIOLIYIO TEPMHUHOJIOTHIO.

OOyuyamomuiicss 10/KeH BJaaeTb: MeauKo-OMOIOTHYECKUM MOHSITUWHBIM amnmnapaTtoM. Merogamu
M3Y4YEHUs] HACJEICTBEHHOCTH 4YelloBeKka. HaBblkaMu moucka MeIUIMHCKON HHpopManuu B y4eOHOM,
Hay4YHOU JIUTEpaType, B TOM YHUCJE C UCIOJIb30BaHUEM ceTh HTepHeT; HaBbIKAMHM NPE/ICTABICHUS U
oOCyXXIeHUsT MEIUIMHCKOM HHpopManuu. ba3oBbIMH TeXHONOrHsIMH TpeoOpazoBaHUs HH(DOpPMALIUU:
TEKCTOBBIE, TAOJIMUHBIE PETAKTOPHI, TOUCK B ceTu MHTEepHeT.

CamocrosiTeqbHast AyJUuTOpHAsA paGOTa oﬁyqamumxcﬂ o TeMe:
1. OTBeTHTD HA BOIIPOCHI IO TEME 3aHATUSA.

1. Ponb reHeTHYECKUX U BHEIIHE - CPEOBBIX (DAKTOPOB B Pa3BUTHUU JAHHOMW TPYIIBI MATOJIOTUH.

2. DNuaeMHOIOTHYecKue XapakTepucTuku Md3.

3. Mogenu HacnenoBanus. KoadduimeHT HacieyeMoCTH.

4. 3HayeHHe KIMHUKO-TEHEAIOTHYECKOro METO/1a U aHallu3a POAOCIOBHbBIX ipu MD3.

5. Obmactu  TPUMEHEHHS]  MOMYJISIIMOHHO-CTaTUCTHYECKOTO U ONM3HENIOBOTO  METOOB
HCCIIEIOBaHUS.

6. Ilpodpwmmaktrika M®@3. ['pynmbel pucka W TEHETUYECKHE MapKephl MPEIpaciiOIOKCHHOCTH K

pa3BUTHIO OOJIE3HHU.
7. dapmakoreHeTuKa 1 IKOJIOTNYEeCKasi FTEHETHKA.

2. [IpakTHYecKas MOATOTOBKA.

Pa6ora 1. I'eneTuvyeckune nMoJuMoppu3mabi.

Lenv pabomei: VI3y4uTh BUIBI TCHETUYECKUX MIOJTUMOP(PU3MOB.
[lepenectu B TeTpaab U 3aMOTHUTD CIEIYIOIIYIO TaOIUILY:

[Tommumopduzm Bapbupyrommii N3meHeHus B [TarorennocTh
AJIEMEHT TEHOME VU3MEHEHUN

OIHOHYKJIEOTHIHBIN
[Tomumopdu3M JUIMHHBIX U
KOPOTKHX MOCJEI0BATEIIbHOCTEN
NHceprmoHHO-AeIeUOHHBIN
OJUMOPHU3M

[Tomumopdu3m uncaa Konun

Beimonnenue pa®otsl Begetcs B popme 00CyKISHHUSI UMEIOIIUXCSI JAHHBIX 110 MYJIbTH(QAKTOPHATIBHBIM
3a00JIeBaHUSAM BMECTE CO CTYJCHTaMH.

PaGora 2. Acconmanuu MyJbTH(PAKTOPHUATBHBIX 32001eBAHNT.
Lenb pabomei: I3yauth BO3MOKHOCTH COYETAHHBIX MTATOJIOTHA.
Ilepenecure B amb00M M 3aM0JHUTE CIEAYIOUTYIO TaOIHILY:

Onpenenenue [Tpumepsr

CunTponus

Jucrponus
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Brimonnenue paboTel BeaeTcs B popMe 00CYKIEHUS UMEIOIIMXCS TAaHHBIX BMECTE CO CTYACHTAMHU.

Padora 3. CUHTpONMA apTePHAILHOI rUNePTEeH3NH.
Lenv pabomul: U3yduTh aJIUTUBHYIO MOJIEIb BOSHUKHOBEHHS MYJIbTU(AaKTOPHAIbHBIX 3a00JI€BaHUI Ha
IIpUMEpE Pa3BUTHS apTepUaIbHON TMIIEPTEH3UU.
1. Ucrionp3yst Tabnuibl U JaHHbIE 3JIeKTpoHHOU 0a3sl OMUM, pa3o0paTh TeHETHYECKHE MEXaHH3MBbI
BJIMSIHUS OTJEJIBHBIX T€HOB CHHTPOIIMYU Ha pPa3BUTHE apTePUATIbHON THUIIEPTEH3UH.

[lepenectu B TeTpaib U 3aOTHUTH TAOIUILY:
Ta0n. I'eHbl CMUHTpONIUM apTEpUATbHON THIEPTEH3UMU.

I'en Xpomocoma,

IJIEY0,
CEerMeHT

DKCIpecCupyeMblit
0eJoK

Knetku

OyHKIUS MecTo BeIOTHEHNS

AKCIPECCUPYIOIINE Oenka GyHKIINH B

0eJIoK

OpraHmusme

ACE

ADRB2

AGT

AGTR1

APOA1

APOE

IL-6

TNF

PAI1

2. CocTaBbTe B TETpa/lu CXEMY pa3BUTH 3a001€BaHMS.
Beinmonuenue pabotel BeneTcs B Gpopme 00CYKACHHUS BMECTE CO CTYJCHTaMU HMMEIOIIUXCS JIaHHBIX 110
MYJIbTH()AKTOPHBIM MATOIOTUSIM.

Padora 4. 'eneTnKa ayTOMMMYHHOM NATOJIOTHH.
Llenv pabomvi: I3yunTh MEXaHU3Mbl BO3HUKHOBEHUS ayTOMMMYHHBIX 3a00JIeBaHUM.
[lepenectu B TeTpaab U 3aMOJIHUTH TAOIUILY:

Ta6n. Xapakrepuctuka reHoB HLA-cucTeMsl.

Knacc

Jlokychl

Kaxumu kimetkamu
AKCIIPECCUPYIOTCSI

Ponns B HMMYHHOM OTBCTC

3acnymaTh pedepaTuBHbIE COOOLIEHMS 1O IPEIOKEHHBIM TEMaM.
Hcnonb3ys naHHble pedepaTUBHBIX COOOLIEHMH COCTaBUTh M 3apUCOBATh B pabodeil TeTpagu cXemy
KJICTOYHOI'O W T'yMOpPaJIbHOI'0O MMMYHHOI'O OTBECTA. Bremmcate BO3MOKHBIE INPUYUHBI ayTOMMMYHHBIX

HapyLICHUMN.

[lepenectu B anp00M TabNIUILY:

ACCOUMALUMM HEEOTORER HEMH ek UMOHHER: BONesHed ¢ cHcTeroR SHTMReHoE HLA

Bonezms A xTHTEH Bemrora o THOCHTe B HOTO DECEA, e
A IO 23D IO TUIRDT CIIOEQTEOTECT E27 20
Bomezrm Pafrrepa BE27 37
[leopraz DE? 43
oot o ¥EGT e EMATORGTERIR A T HT D/DES 5
Wy assrsvErt o akapeent gredeT DE3A 33
Azzeromnt vommer mbonesss Epona DE2 10-30
Hemearz DES 17

Breimmonnenue paboThl BeaeTcs B GpopMe 0OCYXKIAEHHUS BMECTE CO CTYIEHTaMU MMEIOIIMXCS JAaHHBIX I10
MYJIbTH()AKTOPHBIM MATOJIOTUSM.
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3. BpIcTymIeHHeE € IOKIAJaMH:
1. 'eHeTHKa IMMYHHOTO OTBETA.
2. Acconmanus cucrembl HLA ¢ pa3BuTHEeM ayTOMMMYHHBIX 3a00JI€BaHUH.

CamocTosiTe/IbHASI BHEAYIUTOPHAS padoTa 00y4alommXxcs mo TemMe:
3aoanus Onst camocmosmenvHol 8HeayOUMoOpPHOU pabomul CNMyOeHmo8 no YKA3aHHOU meme:
1) O3HaKOMHTBHCS C TEOPETHYECKHM MaTEpPHaJOM IO TEME 3aHSTHUSl C UCIIOJIb30BAHUEM KOHCIICKTOB
JIEKIMHN W/WJIH PEKOMEHTyeMOU YIeOHOU JTUTEPATYPHI.
2) OTBETUTH HA BOIPOCHI JIsI CAMOKOHTPOJIS:
* Ponb reHeTnyeckux M BHEIIHE - CPEAOBBIX (DaKTOPOB B Pa3BUTUU JAHHOM IPYIIIbI HATOJIOTHH.
*  DnuaeMHosIorndeckue xapakrepuctuku MO3.
* Mopnenu HacnenoBanus. KoadduimeHr HaciaeyeMocTu.
* 3HavyeHHe KIMHUKO-TEHEAIOTHIECKOTO METOa ¥ aHATIN3 POJIOCIOBHBIX pu MP3.
e OOnacth  TPUMEHEHHUsS  TOMYJSIMOHHO-CTATUCTUYECKOTO M OJHM3HEHOBOTO  METOJIOB
MCCIICTOBAHUSL.
* Ilpodpwmnaktnka M®P3. ['pynmsl pucka U TEHETHYECKHE MapKephl MPEIPacioiOKEHHOCTH K
pa3BUTHIO OOJIE3HHU.
* @dapMakoreHeTHKa U SKOJIOTUYECKask TCHETHKA.
3) [MoarotoBuTh pedepat/moKIa Mo CICAYIOUMM TEMaM:
1. 'eneTnKa UMMYHHOI'O OTBETA.
2. Accounanus cucrembl HLA ¢ pa3BuTHEM ayTOMMMYHHBIX 3200J1€BaHUM.

Pexomenayemas iuteparypa:
OcHoBHas:
1. boukoB H.II. Knuandeckas reaeruka: yaeOHuk aiist By3oB/ M.: [DOTAP-Menua, 2011-2018, 480c.
JlononmHUTEIbHAS:
1. Ko3onnn B.A., Koceix A.A., Pomuna H.E. IlpenaranbHas [IuarHoCcTHKa HAaCJIEACTBEHHBIX
3a005IeBaHUI U BPOXKICHHBIX TOPOKOB Pa3BUTHS: yueOHOE TocoOue Kupos: 2011.-88 c., ni.
2. Konenaesa E.B., Onyunna 10.H., Ko3sonun B.A., Crapkosa E.B., bepecueBa A.A. Pabouas Terpanp
no aucturnHe «MeaunuHckas reHeTukay. Yacte 1 u 2: ydueOHO-MeToamdeckoe mocodue. - Kupos:
®I'bOY BO Kuposckuii 'MY Munszapasa Poccun, 2021.-110 c. n 112c¢.
3. Konenaesa E.B., Poquna H.E.. OOmas reneTrika W reHeTHKa 4ejoBeka: yueOHoe mocobue/ Kupos,
2016. - 69 c.
4. MyroBun I'.P.. M. Knuaunueckas reHeTnka. [ eHOMHKa M MPOTEOMHUKA HACIEICTBEHHOW MaTOJIOTUU
[DnexTponHsbIit pecypc]: yueobHoe nmocodue/ ' DOTAP-Menaua, 2010. - 832 c.: u.
5. I'opbynoBa, B.H., Kopxenesckas M.A.. ['eHeTMka B KJIMHUYECKOM NpakTHKE: PYKOBOJCTBO s
Bpaueit/CI106.: Cneumnut, 2015.-329 c.
6. Mymkam6apos H.H., Ky3nenos C.JI. Monekynspnas Ouonorus: Yue6. IlocoOue ans cryneHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
DNEeKTPOHHBIE PECYPCHI:
1) http://omim.org/

Paznen 5: MyabTu(dakTOopuaiabHbie 3a00/1€eBaHNSI.
Tema 5.3. Oppannbie 3a00/1eBaHUSA.

Heab: [103HAKOMUTBHCS C IMUAEMUOJIOTMUYECKUMU M KIMHUKO-TEHETUYECKUMH OCOOEHHOCTSIMU
OpCb&HHOﬁ MaTojJoruu, COBPEMCHHBIMHM BO3MOXHOCTAMH YCTAHOBJICHHA O3THUOJIOTHH, IIATOTCHE3a,
MapaKIMHUYECKON TUArHOCTHKH, a TAK)Ke MOIXO/I0B K JICYCHHUIO M peabUITUTAIIIH.

3apaun: CdopmynupoBaTh OCHOBHBIC TEPMHHOJOTUYECKHE TOHATHA Op(aHHOW MAaTOJIOTHH,
pPaccMOTPEeTh MEUKO-COIIMATBHBIE BOIIPOCHI, CBSI3aHHBIE C JIeYeHHEeM Op(aHHBIX 0ONe3HEH.
O0yyarommiics 10J15KeH 3HATh:
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Ocobennoctu opdaHHBIX 3a00JieBaHUM, TMepedeHb OpdaHHBIX 3a00JeBaHWN, TEHETHUYECKHE AaCICKThI
opdaHHBIX 3a00J1€BaHUH, TPUHLUIIBI JICYCHUSI OPPAHHOM MATOIOTUH.
Oo0yyaommiics 10J15KeH yMeTh:
[TpaBUIBHO MCHOJB30BATH COOTBETCTBYIONIYIO TEPMHHOJIOTHIO TPH OMUCAHWU KIMHUYECKOW KapTHHBI
(benoTuna) OONMBHOTO, OMPEACNATh HEKOTOphIC OpdaHHbIE 3a00JIeBaHHUSA 1O CHEHU(PUYHBIM I HHUX
CUMITOMaM, IIPUMEHSTh METOJIbI TUATHOCTHKHU OphaHHOU MATOJIOTHH.
O0yyammiics 10/2KeH BJIAAeTh:
Mennko-0noJIOrHYECKUM TOHSATHHHBIM armnapaToM. MeTonaMi U3y4eHHs HAcCJIeICTBEHHOCTH YeJIOBEKa.
HaBpikamu moucka MenuuMHCKONM HH(opmanuu B y4ueOHOM, HAydyHOW JMTEpaTrype, B TOM YHUCIE C
UCIIONb30BaHUEM ceTu  VIHTepHer;

penakTopsl, HOUCK B cetu HTepHeT.

HaBBIKAMHM  TIPEACTABJICHUS
unpopmanuu. ba3zoBeiMu TexHONIOTHMAMU TNpeoOpa3zoBaHus HH(OpPMALUU:

CamocTrosiTe/IbHAS Ay TUTOPHAS PadoTa 00yYAIOIIMXCS 110 TeMe:
1. OTBeTHTH HA BONPOCHKI N0 TeMe 3aHATHS.
Bompockr aiist cobecenoBaHust:

1. Omnpenenenue u 0011asg XapaKTepUCTUKA Op(HAHHBIX 3a00ICBAHMIA.

2. 3aKkoHOIATEJIbHBIC aKThI, BKIFOUYAIOIIIE BOTIPOCHI, KAaCAIOIIHECcs OpPaHHON MaTOIOTHH.
3. T'pynmsi 3a601eBaHMii, BXOIAIINX B IEpeUeHb OpPaHHBIX OOTE3HEH.
4,

U 00CyXIeHus
TEKCTOBBIE,

Menuko-coruanbHbIe BOMPOCHI, CBA3aHHBIC C IeYeHUEM Op(aHHbIX 00JIe3HEN

2. IlpakTHYecKasi MOAT0TOBKA.
Padora 1. DTHoN0rNsA, KIMHNYECKAS KAPTHHA, IPUHUMIBI JiIedeHUs1 OpPaHHBIX 3200/1eBAHUIA.

MEIUIMHCKON

TaOJINYHEBIE

Llenv  pabomwl: VI3yduTh OSTHOJOTHIO, KIMHWYECKYIO KapTUHY, NPUHIUIBI JIeUeHHUs OphaHHBIX
3a00JIeBaHU.
Hcnonb3yst maHHble pedepaTUBHBIX COOOIICHUM, pa300paTh TeHETUYCCKHE MEXaHW3MbI, OCHOBHBIC
KIIMHUYECKHE CUMIITOMBI, IPUHIUIIBI JIeueHus1 OpaHHBIX MpPErapaTos.
[lepenecTu B T€Tpab U 3aMOJIHUTH TAOJIUILY:
Tabn. Opdannbie 3a001€BaHMs.
Hazpanue 3a60neBanus I'en, ero Tun Hedextapiit | OCHOBHBIE Jleuenne ¢
JIOKaIW3alysl | HaclleloBaHUs | Oemok KIIMHUYECKUE | yKa3aHUEM
CUMITTOMBI ophanHOTO
npemnapara

Myxkononucaxapuo3sil, Il
THUIIOB

bonesns ®abpu

bonesns Humana-IIuka, Tun
C

[TpormnoHoBas auuaeMus

MernnmanoHoBas
anuaeMU

Tupoznnemus

Bbone3ns Bunbcona-
Konosanosa

Hecosepiiennsbrit
OCTEOTreHE3
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BrimonHenue paboTel BeneTcs B hopMe 00CYKACHHUS BMECTE CO CTYJACHTaMU WMEIOIIUXCS JTaHHBIX 110
ophaHHBIM 3200JICBaHHSIM.

3. 3amaHus 1JIsl TPYNIOBOIi padoThl.
[IpocmoTp yueGHOTO hunbma: «Penkre HacaeICTBEHHbIE TAaTOIOT .
[Tocie mpocMOTpa OTBETUTH HA CIEAYIOIINE BOIPOCHL:
1. Kakue opdannpie 3a007eBaHns ObUIA TPEICTABICHBI B (PristbMe?
2. Kak npoucxoauia JuarHOCTHKA JaHHBIX 3a0071€BaHMA?
3. Kakoe neuenue noaydaroT MalueHThI?
4. Kakoit 3¢ ekt nmeno npoBoauMoe JieueHue?

4. BpIcTyIjIeHH e C IOKJIAJaMH:

1. Myxononucaxapuao3ssil, Il Tumos.
bonesnp @abpu.
bonesur Humana-IIuxka, Tum C.
[IponnmonoBas anuaeMus.
MeTunmanoHoBasi aluIeMusl.
Tuposnnemusi.
bonesns Bunibcona-KonoBanosa
HecoBepuieHnslil ocTeoreHes.

O N O~ WD

CamMocTosiTeIbHAsI BHEAYUTOPHAas padoTa 00y4yalomuxcs 1no reme:

3aoanus ons camocmosamenvHou 6HeayOUMoOpHOU pabomvl CIyO0eHmo8 no YKA3aHHOU meme:

1) O3HaKOMHUTBCS C TCOPETUUCCKUM MATEPHUAIOM I10 TEME 3aHSITHS C HCIOJIb30BAHUEM KOHCIICKTOB
JICKIMHA W/WIA PEKOMEHIyeMOH yu4eOHOM JTUTepaTyphl.

2) OTBEeTUTH HA BOIPOCHI JIsI CAMOKOHTPOJIS:

* Omnpenenenue 1 001as XapaKTePUCTHKA OphaHHBIX 3a00JICBAaHHIA.

* 3aKoHOJATEeIbHBIE aKThI, BKIFOYAOIINE BOPOCHI, Kacarourecs op(paHHOi NaTOIOTHH.

* ['pynmsl 3a00j1€BaHNM, BXOSIINX B IEPEYCHb OphaHHBIX OOJIC3HEH.

*  Meauko-conuabHbIC BOIPOCHI, CBA3aHHBIC C JICYCHUEM OppaHHBIX 0OJIe3HEH

3) IToaroroBuTh pedepat/moKIa Mo CICAYIOIIUM TEMaM:

1. Myxononucaxapuao3sil, |l Tumnos.
2. bone3nr @abpu.
3. bone3nr Humana-ITuka, tumn C.
4. ITponroHOBas AlUIEMHUSL.
5. MeTrunmanoHoBas aIrfuIeMHSL.
6. Tuposzunemus.
7. bone3np Bunbcona-KonoBanosa
8. HecoBepliieHHBIH OCTeOreHes.
Pexomenayemas mureparypa:
OcHoBHas:
1. bouxos H.II. Knunnueckas renetrka: yueOHuk aisi By308/ M.: TD0OTAP-Menua, 2011-2018, 480c.
JlononHuTenpHas:

1. KozBonnn B.A., Koceix A.A., Pomuna H.E. IlpeHatanpHas IUarHOCTHKa HACIEACTBEHHBIX
3a0071€BaHU U BPOXKJICHHBIX MIOPOKOB pa3BUTHs: yueOHOe mocoone  Kupos: 2011.-88 c., ww.

2. Konenaesa E.B., Onyuuna lO.H., Ko3sonun B.A., Crapkoa E.B., bepecueBa A.A. Pabouas Terpanp
mo auctuimHe «MeaumuHckas reHeTukay. Yacte 1 u 2: ydgeOHO-MeToamdeckoe mocodue. - Kupos:
®I'bOY BO Kuposckuiit 'MY Munszapasa Poccun, 2021.-110 c. u 112c.

3. Konenaea E.B., Pomuna H.E.. O0mas reHeTnka M reHeTHKa dYenoBeka: ydeOHoe mocodue/ Kupos,
2016. - 69 c.

4. MytoBuH I'.P.. M. Kinnnyeckas reHeruka. ['eHOMUKa U MpOTEOMHKA HACJI€CTBEHHOW MATOJIOTUU
[DnexTpoHHbIH pecypc]: yuebHoe nocooue/ [DOTAP-Menua, 2010. - 832 c.: ui.
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5.Topoynora, B.H., KopxeneBckas M.A.. ['eHeTHKa B KIWHUYECKON MPAKTHUKE: PYKOBOJICTBO IS
Bpaueii /CI10.: Cnemut, 2015.- 329 c.
6. MymkambapoB H.H., Ky3zaenos C.JI. Monekynsapuas Ouonorus: Yue6. [locobue st cTyneHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
7. DIEKTPOHHBIE PECYPCHI:

1. http://journal.rare-diseases.ru/

2. http://omim.org/

Pazjnen 5: MyasTudakropuanbHbie 3a00/1eBaHUS.
Tema 5.4. Ouxoreneruka.

Hen: N3yuynTh TpUYMHBI 1 MEXaHU3MBI OITYX0JIEBOM TpaHCPOopMaIuy KIETOK (KaHIIEpOTreHe3a).

3agaun: M3yunTh NpUYMHBI BO3HUKHOBEHHS U OCOOCHHOCTH 3JI0KQY€CTBEHHBIX OIMYXOJICH, TCHETHUYECCKUE
OCHOBBI U CTa/IMH OMYXOJIEBOUW TpaHCHOpPMAINH KIETOK, H3Y4UTh POJIb BUPYCOB B KaHIIEPOTEHE3E.
Oo0yyarommiics 10J15KeH 3HATh:

'mmoTe3bl  BO3HUKHOBEHHUS — 3JIOKAYECTBEHHBIX  OMYXOJeH, HX MOPQOIOTHUYECKHE OCOOCHHOCTH,
TCHETUYECKUE OCHOBHI OITYXOJICBOM TpaHCHOPMAIIUU KIIETOK, CTaJIMU OIYXOJIEBOU TpaHC(HOpMAaIlUU KIIETOK,
POJIb BUPYCOB B KaHIIEPOI'€HE3E.

OOyyarommiicst 10JIKeH yMeThb:

[TnanupoBath NPOGUIAKTUUECKHUE MEPOMPHUATHS MO MPEIyNPEKICHUI0O OHKOJOTHYECKHX 3a00JIeBaHMUIA,
MPaBUIILHO MCTOIB30BaTh METO/IbI INArHOCTHKHU.

Oo0yuarmuiics 10/I2KeH BJIaJeTh:

Menuko-0uoIOTHYECKIM TTOHATUWHBIM armapaToM. MeToaMu U3ydeHHUs HACJICICTBEHHOCTH YEIOBEKa.
HaBpikamu moucka MenuuuMHCKONW HH(OpManuu B y4eOHOH, HAydyHOW JIuUTepaTrype, B TOM 4YHUCIE C
WCIIOIb30BaHUEM CceTH VIHTepHEeT; HaBbIKAMHU TMPEACTABICHUS W  OOCYXKIEHUS MEAUIIUHCKOU
nHpopManuu. ba3oBbIMH TEXHOJOTHAMH TIpeoOpa3oBaHMs HMHPOPMALMHU: TEKCTOBBIC, TaOJIUYHBIC
penakTopsl, MOUCK B ceTu HTepHeT.

CamocrosiTesIbHAA Ay IUTOPHAsI pa00Ta 00y4aI0IIMXCS 10 Teme:

1. OTBeTHTH Ha BONPOCHI 10 TeMe 3aHATHUS.

Bormpocs! s codeceioBanus:

OHKOTeHBbI U UX OHOIOTHYecKas pPoib.

I'eneTnueckue acleKkThl KaHIEPOTreHe3a.

OO1u11e npencTaBleHUs O 3HAYEHUHU HACIIEACTBEHHBIX (DaKTOPOB B BOSHUKHOBEHHUHU pakKa.
@daxTophl BHEIIHEN CPE/Ibl, ACCOLIMUPYIOIIUECS C PAaKOM (KaHLIEPOTEHBbI).
BupycHbIE 1 KIIETOUHBIE OHKOTEHBI.

duznonornyeckas POJIb KIICTOYHBIX IPOTOOHKOICHOB.

MexaHu3Mbl IPEBPAILEHUS IPOTOOHKOTEHOB B OHKOTEHBI.
I'enbI-cynpeccopbl OIMyX0JI€BOro pocTa.

NGO~ wWdE

2. [IpakTHyecKkas MOArOTOBKA.

Padora 1. 'eHeTnuyeckue NPUYMHBI ONYX0JI€BOii TpaHchopMAIIUH.

Lenv pabomul: U3yduTh OCHOBHBIE XaPAKTEPUCTUKU T€HOB U T€HETHYECKHE MEXaHU3MBI, BIUSIONINE Ha
pPa3BUTHE OITYX0JIEBOM TpaHCHOPMAIIHH KIETOK.

[lepenecute B pabodyro TETpaab CXEMbl MEXaHHU3MOB IMPEBpPAILICHUS MPOTOOHKOT€HA B OHKOTEH U3
TaOJIAIIBI.

‘ Mexanusm ‘ Cxema ‘ Onucanue
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IIpucoenunenue k
IIPOTOOHKOT€HY
IIPOMOTOpPA

AHK kneTtku

L]
NPOTOOHKOreH
L LTR
MpoBupyc
/\A
/\/\

"~ T *TpaHCHO3UpYIOLIUE

MPHKnpoTooHKoreH

B/IHK kneTku BcTpanBaeTcs aKTUBHBIN y4acTOK, €
koTtopbIM cBs3biBaeTcsa PHK-nonmmepaza. On
WHULMUPYET TPAHCKPUIMIUIO TEHETHYECKOM
nHdopmaruy BUpyca (B cirydae BUPYCHON HHBA3UHN)
U IPOTOOHKOT'€HA, PACIIOI0KEHHOTO
HEIOCPEJICTBEHHO 3a HUM.

IIpomoTopsr:

*OoubIe TepMUHAIBHBIE TOBTOPHI (LTR),
coJiepKallrecs B MpoBHUpyce (TeHOME BUpYca,
00BEIMHEHHOM C TEHOMOM KJIETKU-XO035IMHA);
JJIEMEHTHl ~ THOMa  —
aMOOWJIbHBIE T€HETUYECKHE DJIEMEHTHI, CIOCOOHBIE
nepeMemaTbCsi MO0 TEHOMY W BCTPauBaTbCsi B
pa3IUYHbIE €0 YYaCTKU.

BcraBska B renom
KJIETKH HXaHcepa

L]
NPOTOOHKOreH

——

LTR
MNpoBupyc

LTR

/\/\
/\/\
/\/\

MPHKnpoTooHKoreHa

B renom knetku BCTPAaUBaACTCA aKTUBHBIN y4acCTOK

AHK k1 e, ciocoOHBII aKTUBU3UPOBATH PabOTY

CTPYKTYPHOI'O I'CHA, KOTOpHﬁ MOXCT HaXOJUTHCA
PAAOM HUIIM Ha PAaCCTOAHUH MHOTHX TBICAY IIap
HYKJICOTHUAOB OT HCTO. 9Hxchep MOXKET
AKTUBU3HUPOBATH IIPOTOOHKOI'CH, JaKC€ €CJIN
OKa3bIBACTCA PACIIOJIOKCHHBIM B XpOMOCOMC 34
HHM.

DHXaHCEepHI:
snnoaBkHbIe TeHbL(LTR) JIHK-konwmii.

XpOMOCOMHBIE
ab6eparnyu ¢
SIBJICHUAMU
TPaHCIIOKAIUH

[Ipn penMnpOKHON TPaHCIOKALMKU IIEPBUYHO

=

MPHK akTuBHOro reHa
MPHKnpoToo

1 — aKTUBHDbIN T'eH
2 — NPOTOOHKOreH

HEaKTUBHBIN IIPOTOOHKOT€H BCTPAUBAETCSI BCIIE] 32
AKTUBHBIMH T€HaMH (KOJIUPYIOIIUMH, HAIIPUMED,
TSDKEIIbIE 1IeTIH MOJIEKYJI UMMYHOTJIOOYJTMHOB).
DTOT NPOTOOHKOT'€H MOMA/IaeT MO KOHTPOJIb X
JHXAHCEPA U AKTUBU3UPYETCS.

[Ipumepsr:

* npu muMpome bepkuTra KOHEI JITMHHOTO T1eda

XpPOMOCOMBI 8, cojepkaliel MPOTOOHKOTeH myc,

TpaHCJIOLMpYeTCsl Ha XpoMocoMmy 14 mon neicTBue

9HXaHCEPA UMMYHOTJIOOYJTHHOB.

* TpaHCIOKausa Mexnay 9-il u 22-ii XxpoMocoMamu
MPUBOJIUT K (HOPMHUPOBAHMIO XHMEPHOTO TeHa
HR6BrAa B L ¢ THpO3HHKHHA3HOW aKTHBHOCTBIO, UTO
MOXET CTaThb NPUYUHOM Pa3BUTHS XPOHUYECKOTO
MHEJIOHUTHOTO JeHKO03a.
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Toueunsle IIpoayKT aKTUBHOI'O MPOTOOHKOI€HA U3MEHSETCS
MyTaluu BCEro Ha | aMUHOKUCIIOTY.
IIPOTOOHKOT€HA
éﬂpnMep:

* Ilpu BO3HMKHOBEHMH TOYEYHOW MYTallMU TI'EHA,

oenok Ras He cmocoben aedochopummupoBaThCs.

[ToatToMy  OH  TOCTOSIHHO  HAaxOJUTCA B

aKTUBUPOBAHHOM COCTOSIHUM, YTO TPUBOJUT K

YCUJICHHOM nposudepanun KIeTok.

MyTauma NpoTooHKOoreHa
Awmrurduranys YMHOXEHHE TPOTOOHKOT€HOB, 00JIaJal0IIUX B
MIPOTOOHKOTEHOB AHK KkneTku HOpMeE HeOOJBIION CIeI0BOI aKTUBHOCTHIO,
] 00ycaBIMBaeT yBeIUUeHHE UX 0011el aKTUBHOCTH
MPOTOOHKOTEH JI0 YPOBHS, IOCTATOYHOT'O JJI1 MHUIAIINH
OITyXO0JIEBOU TpaHC(OpMaLIUH.
]
/V\
/\/\
/\/\
MPHKnRNpoTooHKoreH |a

[lepenecuTe B TETpab U 3aMOJHUTE CAEAYIOLIYIO TaOIUILy:

Tab6n. CpaBHeHHE TPOTOOHKOTSHOB U CYIIPECCOPOB OMYX0JIEBOT0 POCTA.

XapaKkTepucTUKa [TpoTOOHKOTEHBI

I'enbI-cynpeccopsbl

OyHKIMS Oenka

AKTUBHOCTH B
reTepPO3UTrOTHOM
COCTOSTHUH

AKTUBHOCTDH B
TOMO3UTOTHOM
COCTOSTHUH

[Tpumep Genka

Boimmonnenue pa®oTsl BeneTcss B popMme 00CYkASHHUSI BMECTE CO CTYACHTaMU MMEIOIIUXCS JaHHBIX IO

OHKOJIOTHYECKHAM 3a00JIEBAaHUSIM.
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Pa6ora 2. Dk30reHHbIe U IHA0T€HHbI MIPUYHUHBI BOSHUKHOBEHHUS HEOIIa3HIid.
Lenv pabomoi: VI3yuuTh T€OpUH BOZHUKHOBEHUS U Pa3BUTHS OMYXOJIEBOM TpaHCHOpMAIIUK KIETOK.
3anoJHUTE TaOIHITY:
[IprurHBI BOBHUKHOBEHUS HEOTUTA3U M [Tpumepnt
XpOMOCOMHBIE aHOMAJIUHU
Hedexrsl penapanuu JJHK
HenocraTouHOCTh MMMYHHOTO HaJ130pa
AHoManuu MeTadoIn3Ma KaHIIEPOT€HOB
MyTanuu B COMaTHYECKUX KIETKax
NHTerpaius OHKOr€HHBIX BUPYCOB

Brimonnenue paboTel BeneTcs B popMe 00CYKACHHUS BMECTE CO CTYJICHTAMU MMEIOIIMUXCS JaHHBIX 110
OHKOJIOTUYECKUM 3200JI€BAHUSM.

Pa6ora 3. Ctaanu onyxoJieBoii TpancopMaiu KJIETOK.

Llenv pabompi: I3y4nTh OCHOBHBIE CTAJIMH KaHIIEPOTreHe3a.

Hcnonb3ys Tabnuiibl, pa3depute cxemsl mpoiiecca (CTaauii) omyxoieBoil Tpanchopmaiuu KIeToK.
[lepenecure B TETpaab CXEMBbI CTANM KaHIIEpOTre€HEe3a U 3alI0JIHUTE TaOIHILy:

Tabn. Craguu KaHueporeHesa.

Ha3ssaunwue cragun CoOBbITHS, TPOUCXOAAIINE B KIIETKaX OOpaTuMOCTh CTaIUU

Mannmanus

IIpomonmst

[Tporpeccus

Brimonaenue paboTel BeneTcs B popMe 00CYKACHHUS BMECTE CO CTYJACHTaMU MMEIOIIUXCS JaHHBIX 110
OHKOJIOTHYECKUM 3200JI€BAHUSM.

Pabora 4. AHTHO1aCTOMHAS PE3UCTEHTHOCTb.
Llenv pabomvi: U3yunTh OCHOBHBIE MEXaHU3MBbI aHTHOJIACTOMHOM PE3MCTEHTHOCTH.
Ilepenecure B TeTpab U 3alOJHUTE CIEAYIOIYIO TAOJINILY:

MexaHu3Mbl 3HaueHue [Ipumep
AHTUKaHIIEpOTE€HHbIE
AHTHUTpaHC)OPMAITMOHHBI
e

AHTULEIUTIONSPHBIE

Bremmonnenue pabotsiBeneTcss B (hopMe OOCYKIACHHS BMECTE CO CTYACHTaMU MMEIOIIMXCS JaHHBIX 10
OHKOJIOTHYECKAM 3a00JIEBAaHUSM.

CamocTosiTeIbHasi BHeayTUTOPHasi pa6oTa 00y4aroumxcs no Teme:
3aoanus ons camocmosamenvHou 8HeayOUMOpPHOU pabomvl CIYO0eHmo8 No YKA3aHHOU meme:
1) O3HaKOMHTBHCS C TEOPETHUSCKHM MAaTEpPHAJIOM IO TEME 3aHATHS C HCIOJIb30BAHUEM KOHCIIEKTOB
JIEKIUHA W/WIIKM PEKOMEHTyeMoi yueOHO TuTeparyphl.
2) OTBETUTH HA BOIIPOCHI JIJIsi CAMOKOHTPOJIS:
*  OHKOreHbI M X OMOJIOTHYECKAs! POITb.
* TeHeTHuecKHe aCMeKThI KAHIIEPOTeHE3a.
*  OOmue npeacTaBiIeHUs 0 3HAYCHUU HACIIEICTBEHHBIX ()aKTOPOB B BOSHUKHOBEHUH PakKa.
*  DakTOpbI BHELIHEH CPeIbl, ACCOIUUPYIOIIUECS C pakoM (KaHIIEPOTeHBbI).
* BupycHble 1 KJIE€TOYHBIE OHKOT€HBI.
*  Du3noIOruYecKas poJib KICTOUHBIX MPOTOOHKOTCHOB.
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*  MexaHU3MBI MPEBPAIECHUS IPOTOOHKOTEHOB B OHKOT€HBI.

» T'enbl-cympeccopbl OMyX0JeBOr0 POCTa.
3) I[IpoBepuTh CBOM 3HAHUS C UCIIOIB30BAHUEM TECTOBOTO KOHTPOJIS.
1. Beibepume 00un npasuibHulli omeem.

3HaueHue MPOTOOHKOTC€HOB B HOPMAJIBHBIX KJIETKAX: a) B HOPMaJbHBIX KJIETKAaX MPOTOOHKOI'€HOB
HeT; 0) MMEIT ONM3KOoe POJCTBO € (aKTOpaMU POCTa KIETOK M UX PEIENTOpaMU; B) YYaCTBYIOT B
nponudepannu u qudepeHranm KIeToK.

2. Bvibepume 08a npaguibHulx omeemd.

K dakropaM, MOBBILIAIONIMM PHUCK MYJIbTU(AKTOPHAIBLHON OOJE€3HH, OTHOCSTCS: a) HaIU4due
AHAJIOTUYHOW OOJIE3HU y KPOBHBIX POJICTBEHHHUKOB; 0) T€TEPO3UTOTHOCTH MO ayTOCOMHO-PEIIECCUBHOMN
0oJie3HM; B) BpeaHbIE (haKTOPBI OKPYXKAIOIIEH Cpeibl; T) OOJIBIIIOE YHUCIIO JIETEH B CEMbE.

Omeem:1 - B), 2 — a), B).

Pexomenayemas tureparypa:
OcHoBHas:
1. boukoB H.II. Knuanueckas renerrka: yaeOHuK st By3oB/ M.: [DOTAP-Menua, 2011-2018, 480c.
JlonomHUTEIbHAS:
1. Ko3onnn B.A., Koceix A.A., Pomuna H.E. IlpenaranpHas [auarHoCTHKa HACJIEACTBEHHBIX
3a005IeBaHUI U BPOXKICHHBIX TOPOKOB Pa3BUTHs: yueOHOE mocodue Kupos: 2011.-88 c., ni.
2. Konenaesa E.B., Onyunna 10.H., Ko3sonun B.A., Crapkosa E.B., bepecaeBa A.A. Pabouas terpanb
no aucuurnHe «MeaunuHckas reHetuka». Yacte 1 u 2: yueOHO-MeToanueckoe mocobue. - Kupos:
®I'bOY BO Kuposckuiit 'MY Munszapasa Poccun, 2021.-110 c. u 112c.
3. Konenaesa E.B., Ponuna H.E.. O0mas reHeTuka M reHeTHKa uyernoBeka: yueOHoe mocobue/ Kupos,
2016. — 69 c.
4. MyrtoBun I'.P.. M. Knunuueckas reHetuka. ['eHOMHKa M MPOTEOMHUKA HACIEICTBEHHOW MaTOJIOTUU
[DnexTpoHHEIH pecypc]: yaeoHoe mocooue/ IDOTAP-Meaua, 2010. - 832 c.: ui.
5. 'opOynoBa, B.H., KopxeneBckas M.A.. ['eHeTuka B KJIMHUYECKOM MpPAaKTHKE: PYKOBOJCTBO MJIs
Bpaueit/CI16.: Cneryut, 2015.-329 c.
6. MymkambapoB H.H., Ky3nenos C.JI. Monekynspuas Ouosnorusi: Yue6. Ilocobue st cTyneHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
7. DIEKTPOHHBIE PECYPCHI:
1) http://omim.org/

Paszpnen 6: IIpopuiakruka HaCJIEACTBEHHBIX 3a00JieBaHMH. Mennko-reHeTn4ecKoe
KOHCYJIbTHPOBAaHMeE.
Tema 6.1. IlpopunakTuka HacIeICTBEHHbIX 3200/1eBAHUI.

Heab: M3yunth OCHOBHBIE MOAXOABI K MpOo(UIAKTUKE HACIEACTBEHHBIX 3a00NIEBaHUM, LENU H
3aJ1a4l MEIUKO-TeHETUYECKOT0 KOHCYIbTUPOBAHUS, 3TAIbl KOHCYJIbTUPOBAHUS CeMEll ¢ HaCJIeICTBEHHOU
MaTOJIOTHEN.

3apaumn: PaccMOTpeTh OCHOBHBIE TEPMHUHOJIOTHYECKHE TOHSTHS, TPUMEHSEMbIE TPH MEIUKO-
TeHETHYECKOM KOHCYJIbTHUPOBAHUU CeMeH, OOYUHTh CTYJEHTOB OIPEICIIEHUI0 T€HETUYECKOIO PUCKa B
CeMbE Ha OCHOBAHUHU TEOPETHUECKUX PACUETOB U SIMIUPUUYECKUX JaHHbBIX.

Oo0yuaromuiicsi 10/12KeH 3HATh:

OcHOBHBIE  ypOBHM H  NyTH  NpOPUIAKTHKH  HACJICACTBEHHBIX  3a00JI€BaHU;  TOHSTHE
MEPUKOHIICTIIIMOHHON TpoduiIakTuky; nenn u 3agadyn MI'K; moka3aHusi K MeIUKO-TEHETUYECKOMY
KOHCYJbTUPOBAaHUIO; 3Tallbl MEIUKO-TEHETUYECKOT0 KOHCYJIbTHPOBAHUS; MpPO- U PETPOCIEKTHUBHOE
KOHCYJIbTHUPOBaHKE; 3THUECKHE acrekTsl MI'K.

Oo0yuaromuiicst 10J15KeH YMeThb:

Hcnonb3oBarh  KIMHUKO-TEHEATOTUYECKUI METOJN Uil ONpENEeNeHUs pPHUCKAa HACJIEACTBEHHBIX
3a00JIeBaHU; HAa OCHOBAaHUM IPOBEACHHBIX HCCIIEIOBAaHUI BBIACNSTH MAlMEHTOB TPYIIBl PHUCKA;
Hay4MUThCs IPABWIIBHO UCIIOIB30BATH COOTBETCTBYIOLIYIO TEPMUHOJIOTHIO.
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OO0yyaommiics 10/2KeH BJIAAeTh:

M€I[I/IKO-6I/IO.HOI‘I/I‘-I€CKI/IM HOHATUHUHBIM arrapaTom. MGTOILaMI/I HU3YUCHUSA HACICACTBCHHOCTU YCJIOBCKA.
HaBpikamu moncka MeIMIMHCKON HH(pOpMAMK B ydeOHOH, HAyYHOW JUTEpaType, B TOM YHUCIE C
HUCITOJIB30BaHUEM CETHN I/IHTepHeT; HaBbIKaMU  IIPCACTABJIICHUA U 06cy>1<;[eH1/151 MGIII/H_[I/IHCKOI;'I
unpopmanuu. ba3oBeiMH TexHONOTHSAMHU MpeoOpa3oBaHus HH(GOPMALUMU: TEKCTOBbIE, TaOJIMYHbIC
penakTopsl, HOUCK B cetu HTepHeT.

CamocTosiTe/ibHAsA ayAUTOPHAsI Pa60Ta 00y4aloUIUXCs MO TeMe:
1. OTBeTHTH HAa BONPOCHI 110 TeMe 3aHATHsI
Bormpocs! aiis codeceioBanus:
1. OcHoBHBIC YPOBHU U ITyTH MPOGUIAKTUKN HACIEICTBEHHBIX 3a00JICBaHU.
2. llenu u 3amaun MI'K.
3. Tlokazanus nns Hanpasienus Ha MI'K.
4. TIpuHIUIIBI OIEHKH T€HETHYECKOTO PUCKA B PA3IMYHBIX TPYyNMax HACJAEACTBEHHOH IMMAaTOJIOTHHU.
Mertob! ero pacuera.

2. [IpakTHYecKas MOATOTOBKA.

Padora 1. Odopmienue kapThl heHOTHIIA.

Lenv pabomul: I3yunTh BONPOCHI MPAaBUIBLHOTO cOOpa aHAMHE3a U MOMCKA KIMHUYECKUX CUMIITOMOB.
Odopmute kapTy GEHOTHUIIA TIO TTPEITIOKESHHBIM 33JaHUSM ¥ HMEIOIIUMCs (POTOrpadusiM MarueHTOB.

Breinmonnenue paboTsl Beaercs B Gpopme 00CYkIIEHHS BMECTE CO CTYAECHTAMH HMMEIOIIUXCS TaHHBIX
HACJICICTBEHHOM MAaTOJIOTHH.

Padora 2. Ouenka pucka npu MOHOT€eHHbIX 3200/1€BaHUAX.

Lenv pabomor: 3yunTh pa3inyHble BAPUAHTHI OIIEHKH pUCKa TP MOHOT€HHOW MaTOJIOTUH.

OneHuTe BO3MOXKHBIA PUCK pa3BUTHA 3a00JIEBaHUIN MO MPEATOKEHHBIM POIOCTOBHBIM.

Brinonnenue pabotsl BeneTcss B popMe 0OCYKACHHUS BMECTE CO CTYJIEHTaMH MMEIOIIMXCS JTAHHBIX
HAaCJIEACTBEHHOMN NaTOJOTUH.

Pa6ora 3. OneHka YMOMPHUYECKOT0 PUCKA.

L]env pabomul: OLIEHUTH BEPOATHOCTh BOSHUKHOBEeHUSI MD3.

[Tepenecute B TeTpanpb rpaduueckoe N300pa>keHue pOJOCIOBHON CEMbH:
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C moOMOMmIBI0 TaOJIUIBl AMIIMPUYECKOTO PHUCKA Pa3BUTUS MYJIbTH()AKTOPHAIBHBIX 3a00JCBAaHUN U
MPEJICTABJICHHON POJIOCIOBHOW OIpENeUTe: PUCK KaKoro 3a0ojieBaHUs (ATOMUYECKUN EPMATUT WITU
OpoHXHMabHAS aCTMa) MOXET Pa3BUTHCS Y ACTeH mpobaHaa ¢ 6oJblIel BEpOSTHOCTHIO?

Nna/n 3abonepaHus, NOPOKK Puck ana cubeos
(¥ B OTAEAbHAIX CAVYASX A4 110OTOMCTRA)

1. AHsHuedanua 2-5%
2, Bpoxaennsie nopoku ccpaua 2 - 4 % (B 3aBMCHMOCTT OT OpMBE)
3. Kocoaanocts 2%
4- Ouyxoas Buabmca 5%
5. Pak MonouHOM Keneant 6-7%
6. Jnunencus 3-12%
7 Iinsodpenns:

€Ay Gonctt ONMM M3 POIUTCACH; 10%

ccan GonpHbl 062 POAUTENH; 40%

118 ¢HOCOR R CIOPAAHYECKHX CYHAAX 12,5 - 20%
8. HHeocnoxHenHas MHONKA BLICOKOH CTENENH 10 - 15 % (ana nevedt u cubeos)
9 PepMaTonanblii aprpur 5%
10. NMcopuas 16% (nas cubeon)

20 % (ana pervedi npobansa)

11 Sapennas 6oneaus xenyaxa 15%
12. ATONHYECKHH NepMaTUT 16%
13. bpouxuasbHan actma 8 -9%

Beinonnenne paboTel Berercs B (HopMe 00CYXKICHUS UMEIOLIMXCS JaHHBIX 10 MYJIbTH()AKTOpHATBHBIM
3a00JIeBaHUSAM BMECTE CO CTYACHTaMH.

Pabora 4. Hanummure MeTO bl AMArHOCTUKH (C 0KM1a€MbIMU U3MEHEHUSMH ), HATIPABJICHUSI JICUEHUS U
pOoGUIAKTUKY AJIS CIEAYIOIUX 3a00JIeBaHUMI:

Buramun /[-pe3ucTeHTHBIN paxuT.

I'emodunus A u B.

bosiesnp ['upmmpynra.

BRCA 1 u BRCA 2 —acconmupoBaHHBINA paK MOJIOYHOM KeJIE3bI.
HacneacTBeHHBIN HEMTOIMIIO3HBIN PaK TOJICTOTO KUIIEYHUKA.
Anupuust (mytaru PAX 6).

CemeitHast TUTIEPXOJIECTEPUHEMHUSL.

Cunapom Mapdana.

Mapruna-benn.

0. Heitpoubpomaros.

1. ®eHmkeToHypHsI.

12. MykoBHCIIII03.

13. AbOuHM3M.

14. TanaxkTozemus.

15. 'omomcTuRypuUs.

16. AnxantoHypwus.

17. Cunnpowm Jles.

18. Atpodust 1ucKoB 3puTeNbHBIX HEPBOB Jlebepa.

19. Cungpom MELAS.

20. Cungpowm: JlayHa.

21. Cuagpowm Ilaray.

22. Cunapom DiBapca.

23. Cunapom Bombda-XuprrxopHa.

24. CUHIPOM «KOIIIAYbero KPUKay.

25. Cunapom Knaitadenbrepa.

26. Cunapom Illepemesckoro-Tepuepa.

27. CuHapoM TpHUILIO-X.

RBooo~NoOwNE
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28. Muoauctpodus [lymenna-bekkepa.

3. PelIuTh cCUTyallMOHHBIE 3a1a41
1) AnropuTm pazbopa 3aiau
1. Onpeaenute NpuuMHY BO3HUKHOBEHUS IATOJIOIUH.
2. B cnyyae HacnenCTBEHHOH MATOJIOTHH, ONPEACITUTE TUIT HACIEAOBAHUSI.
3. Omnpenenute NPOrHO3 Ui JaHHOH CEMbH.
4. JlaiiTe peKOMEHJalHH.

2) ITpumep 3amauu ¢ pa3d0POM IO AITOPUTMY
3anaya 1. B Meauko-reHeTUYECKYI0 KOHCYIbTALMIO 00paTuiach CymnpysKeckas mapa, y KOTOpOi 4eTbIpe
0epeMEHHOCTH 3aKOHYMJIMCh POXKIACHHEM MEPTBBIX MJIAJICHIICB C MHOTOYHMCICHHBIMA AaHOMAJHSIMH
paszButue. M3BeCTHO, YTO OTEI] 3TOM CEMBbHU SBJISICTCS JIMKBUATOPOM aBapuu Ha YepHoObLibckon ADC.

1. TlpuunHa BO3HUKHOBEHHUS MATOJIOTUN — IK30TCHHBIE TEPATOTEHHBIC (DaKTOPBI.

2. Tlaromorwus HE yHACIEIOBaHA.

3. HeOnarompusaTHbIi.

4. Tlocne netanbHOTO 00CIeI0BaHUS 000UX POTUTENICH, CKOpEe BCEro, OyAyT JaHbl peKOMEHIAuU

110 OTPAHUYCHUIO 3a4aTHsI.

3) Bajaun 11 CaMOCTOSTEIIHHOTO pa30opa Ha 3aHITHH.

3amada 1. B MeIuKO-reHEeTHYECKYI0 KOHCYJIbTAIMI0 00paThiachk ceMeiHas mapa 1o MmoBoAy OeCIUIous.
OOcrieioBaHMe y CICHUAIUCTOB HE OOHAPYXKMJIO KaKUX-TMOO OTKIOHCHUH B 370poBbe. Jlumib mpu
J€TAILHOM ONpOce OBUIO BBISIBICHO, YTO JKCHIIMHA JUTUTEIBHO MPUACPKHBACTCS MPEUMYIIECTBEHHO
MOJIOYHOU JUCTHBI C IPAKTUYCCKHU IMOJIHBIM OTCYTCTBUCM OBOHICﬁ B paniMoOHC. Kakosa BCPOATHAA IPpUYIMHA
oecrutoaus? KakoB mporHo3 st 3TOi ceMbH B OTHOIIICHUU JETOPOKAeHUs? J[aliTe peKOMEHIaIkH.

3amaua 2. IlpoGanx - 370poBas JKEHIMHA MMEET 4YeTblpex OpaTheB, JBa M3 KOTOPBIX OOJBHBI
AJIKaNITOHYpUeH (OTCYTCTBHE (pepMEHTa, OKUCISIONIET0 TOMOTEHTHM3HHOBYIO KUCIIOTY). MaTh mpobania
310pOBa U MMEET JABYX 310pOBBIX OpaTbeB. Orer mpobOanaa Oosen ankantoHypued. OH HpUXOAUTCS
JBOIOPOJIHBIM OpaTOM CBOEH K€HE. Y HEro ecTh 3J0pOBBIN OpaT W 370poBasi cectpa. babka mo nuHUN
oTua Obuta OONBHOW M COCTOsUIa B Opake CO CBOMM JIBOIOPOJAHBIM 370pOoBbIM Oparom. baOka u aen
npobaHIa TO JUHWMA MaTepu 3J0poBBL. OmNpelenuTe THIT HACIEJOBAHWUS W BEPOSATHOCTH POXKIACHUS
OOJIbHBIX JeTel B ceMbe NMpoOaHia NIpU YCIOBUHU, €CIIM OHA BBIMJIET 3aMyX 3a 3J0POBOTO MYXUYUHY, MaTh
KOTOpOTO CTPa/a alKanTOHYPUEH.

3anava 3. JleBouka, 15 nmet. Poguiack oT nepBbIX CPOYHBIX poJoB ¢ Maccod Tena 2700r, mmHOM Tena -
47cm. Ponpl mpotekanu 0e3 ocoOeHHocTel. [Ipu mepBoM OcMOTpe BBISBICHO: KOPOTKas Iles, HU3KOE
pacrioyio’keHe YIIHBIX paKOBUH, TUMdaTudeckuil orek kuciei u cron. K rpyau 6bu1a npuioxeHa Ha 2-e
cyTku. Ha rpyaHoM BckapmiMBaHWM 10 Toja. B mncuxoMoTOpHOM pa3BuTMHM HE otTcraBana. [Ipu
HACTOAIIEM OCMOTpPE BBISIBICHO: HHU3KOPOCIOCTh (Macca Tema 46 kr, nouHa Terna 130 cwm).
AHTHMOHTOJIONJHBIA Pa3pe3 TIIa3HbIX LIEIeH, HU3KOE PaCIoIOKEHNE YIIHBIX pakoBUH. KopoTkas mes ¢
KPBUIOBUJHOM CKJIAQAKOM KOXXM, HU3KHH pPOCT BOJIOC Ha miee, KIMHOAAKTWINA. KoHTakTHas, Ha
HECJIOKHBIE BOMPOCHI OTBEUAET KOPOTKO (11a, HET) U a/ieKBaTHO. J[aHHbIe TabOpaTOPHBIX HCCIEI0BAaHUMN
06e3 OTKJIIOHEHUH OT HopMbl. IIpenmonoxutenbHb nuarHo3? JlampHeWmuii mporHo3 Qgpu3uyeckoro u
HEPBHO-TICUXMYECKOTO pa3BUTHs pedeHka? BapuaHTsl JedeHus.

3amaua 4.K Bpauy megmatpy oOpatmiach xeHIIMHA ¢ pedeHkoM 10 JieT 3a KOHCyIbTAIMeH MO TTOBOIY
OTCTaBaHUsi B (PU3UYECKOM pa3BUTUU OT CBEPCTHUKOB. Kpome TOro, Majgp4uMK IUIOXO YyCBawBal
IIKOJIGHYIO MPOTPAaMMY M OTCTaBaJl B WHTCIUICKTYaJbHOM DPa3BUTHH. PoauTenw 370pOBBI, HO BO BpeMs
OepeMEeHHOCTH JKEHIMHA TMepeHeclia ocTpoe BupycHoe 3aboneBanue.llpm ocMoTpe y pebenka
OTIPENEISAI0OTCS TUNOTPO U, MUKpOIIe(aTrs, BRICTYAOIINE HATOPOBHBIC TYTH, BEICOKUH JI00, STIMKAHT,
NITO3, TUIIEPTEIOPU3M, KIIOBOBHIHBI HOC, MUKPOTHATHUSl, YMCTBEHHAs OTCTAJIOCTh. Bpau 3amomo3pui
HacJeJACTBEHHOE 3a0oJieBaHne W HarpaBuil pedenka B MI'K, rae Obul yCTaHOBJIEH MUArHo3: CHHAPOM
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Bonsda-Xupmixopuna. Omnpenenure BeposTHYHO NpuuuHy 3a0oseBaHus. Kakume wuccnemoBaHus
HEO0OXOIMMO MPOBECTH JUIsl YTOUHEHUs AuarHo3a? Ompenenure pUCK IS POXKIACHHS APYTUX JETeH C
MOO00OHBIM 3a00JIEBAHHEM.

4. 3ajaHus 1AJ1s1 TPYNNOBOi padoThl.

HenoBasi (pojaeBasi) urpa: MeauKO-TEHETHYECKOE KOHCYJIBTHPOBAHUE OOJIBHBIX C MOHOTEHHOM
MaTOJIOTUEH.

Lens. I3yunth paboTy MEIUKO-TEHETUUECKOH KOHCYIbTannu. CTyAEHTaM MpeaaracTcs npeicTaBuTh Ha
3aHATUA MOJIONYIO CYNPYKECKYI0 Mapy, y KoTopbix | wmecsn Hazaa pomwica pebeHok. I[Ipu stom
COCTOSIHME peOCHKAa HAYMHACT YXYALIAThCS, YTO TPOSBISETCS B HApaCTAaHUU MBIIICYHOTO TOHYCA,
HacToslIee O0pallleHue K MeUaTpy B CBA3H C MPUCTYIIOM KJIOHUYECKUX CYJOpor. Y pebeHKa OTMeuyaeTcs
HEOOBIUHBIN 3amax, OJISAHOCTh KOXHBIX TOKPOBOB. 3-Mil CTYACHT WrpaeT pojb Bpada-Tieauarpa,
HaIPaBJSIONIETO CYIPYXKECKYI0 IMapy ¢ PeOCHKOM K Bpaudy-TeHeTHKY (4-biii ctyneHT) B MI'K mis
WCKITIOYCHHS] HACJIE/ICTBEHHBIX OoJie3HeW W emie | Tpynma CTyJIEHTOB HWIpaeT poiu JabOpPaHTOB-
reHeTUKOB. «Bpau-neauarp» noKeH 000CHOBAaTh HamlpaBlieHHE peOeHKa Ha MpUEM K Bpauy-TeHETHKY.
«Bpau-reHeTuk» J0JIKEH MPOBECTH KOHCYIHTUPOBAHUE U MMOCTABUTH MPEABAPUTEIbHBIN Auarno3. C 3Toi
[ENbI0 OH JOJDKCH MPEUIOKUTh OMOXUMHYECKoe oOcienoBaHue. «J1abopaHT-IIUMTOTEHETHKY JTOJDKEH
MPOBECTH HCCICAOBaHWE W WIACHTU(DHUIMPOBATh HACJICJICTBEHHBIM CHHIpPOM (ecau OH ecTh). Ha
OCHOBaHUU OMOXMMHUYECKOTO aHAIN3a «Bpay-T€HETHUK» YTOUHSET JUAarHo3 y peOeHKa, aeT 3aKI0ueHHe
1 OOBSICHSIET TAKTUKY JICUCHHS POIUTEISIM.

CamocTosiTe/IbHAS BHEAYIUTOPHAs padoTa 00y4alommXxcs Mo TemMe:
3aoanus ons camocmosamenvHou 6HeayOUMoOpHOU pabomvl CIyO0eHmo8 no YKA3aHHOU meme:
1) O3HaKOMHUTBCS C TCOPETUUCCKUM MATEPHUAIOM IO TEME 3aHSITHS C HCIOJIb30BAHUEM KOHCIICKTOB
JICKIMHA W/WIA PEKOMEHIyeMOH yu4eOHOM JTUTepaTyphl.
2) OTBEeTUTH HA BOIPOCHI JIsI CAMOKOHTPOJIS:
* OCHOBHBIEC YPOBHH U ITYTH MPO(PUIAKTUKHA HACIEICTBEHHBIX 3a00JICBAaHHIA.
* Ilenu u 3anaun MI'K.
» [lokazanus qis HanpasiaeHust Ha MI'K.
* [IpUHIUIIBI OTICHKU T'€HETHYECKOTO PUCKA B PA3JIMYHBIX TPYIAaX HACICICTBEHHOW MATOIOTHH.
Mertob! ero pacuera.

Pexomenayemas mureparypa:
OcHoBHas:
1. bouxos H.II. Knunnueckas renetuka: yueOHuk ais By3os/ M.: TDOTAP-Menua, 2011-2018, 480c.
JononHuTenpHas:
1) Kossouun B.A., Koceix A.A., Pomguna H.E. IlpeHaTanbHas IUArHOCTHKA HACJIEIACTBECHHBIX
3a0071€BaHU U BPOXKJICHHBIX MIOPOKOB pa3BUTHs: yueOHoe mocooue  Kupos: 2011.-88 c., w.
2) Konenaesa E.B., Onyunna FO.H., Ko3zsonnn B.A., Crapkosa E.B., BepecueBa A.A. Pabouas terpaip
no auctuimHe «MeaunuHckas reHeTrka». Yacte 1 u 2: ydueOHO-MeToamdeckoe mocodue. - Kupos:
®I'bOY BO Kuposckuiit 'MY Munszapasa Poccun, 2021.-110 c. n 112c¢.
3) Konenaera E.B., Ponuna H.E.. OOmmias reHeTrka ¥ reHETHKa uelioBeKa: ydueOHoe mocobue/ Kupos,
2016. - 69 c.
4) Myroun I'.P.. M. Kiununueckass reHeTnka. ['eHOMHKa U MPOTEOMHUKA HACJIEJICTBEHHOM MATOJIOTHH
[DnexTpoHHBIH pecypc]: yuebHoe nocooue/ [ DOTAP-Menua, 2010. - 832 c.: ui.
5) T'opoynosa, B.H., Kopkenesckas M.A.. ['eHeTHKa B KJIMHHUYECKOH MpAKTHUKE: PYKOBOJCTBO JIISI
Bpaueit/CII16.: Cnerytut, 2015.-329 c.
6) Mymkam6apos H.H., Kysuernos C.JI. Monekynspuas Ouonorus: Yue6. [locoOue mis CTYAEHTOB
Mea.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
7) DeKTPOHHBIE PECYPCHI:
1) http://omim.org/
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Pasznen 6: IMpodpuaaxkruka HACJIeICTBEHHbIX 3a00J1eBaHMId. Meauko-reHeTu4ecKoe
KOHCYJIbTHPOBAHME.
Tema 6.2. [IpenaTanbHasi AMATHOCTHKA.

Hean: VM3yynTh OCHOBHBIE METOJBI M 3aJaud, STalbl JTUATHOCTUYECKOTO IOMCKA MpeHATaIbHON
JUArHOCTHKH.

3agaum: PaccMOTpeTh OCHOBHBIC TEPMHHOJOTHYECKUE IOHSTHS, IMPEHATAIBHOW JHATHOCTHKH.
ITo3HakKOMHUTRLCS C OCOGGHHOCTHMI/I CKPUHUHI'OBBIX MCETOHOB JUAIrHOCTHKH, COBPCMCHHBIMU MCTOdaMU
MpPEeHATAILHOW JIMarHOCTHUKH, a TAKXKE IMOJIX0JJaMH B JICYCHUU TIOJA.
Oo0yuarouiicsi 10/12KeH 3HATD:
OCHOBHBIE DJTallbl JUATHOCTUYECKOTO TIIOMCKAa B TIPEHATaJbHON JIMAarHOCTHKE, IIOKa3aHWs K HE
HWHBA3MBHBIM U WHBA3WUBHBIM MCTOJaM IWArHOCTUKHU, CPOKH, MCTOAUKY HX IMPOBCACHHA WU BO3MOKXHBIC
OCJIO’KHCHHSI.
OOyyarommiicst 10JIKeH yMeThb:
HayunTtbes mpaBHIBHO HMCIIONIB30BaTh COOTBETCTBYIOUIYIO TEPMHUHOJIOTHIO. Ha ocHOBaHMU pe3yiabTaToB
MIPOBE/ICHHBIX CKPUHUHIOBBIX HCCIICOBAHUH BBIACIATH MAIMEHTOB C TMOKa3aHUSMU JJISl YTOUYHSFOIIEH
JUArdHOCTHKH. OIICHI/IBaTI) COOTHOLICHUEC pHUCKa MHNPOBCACHHA HWHBA3HMBHBIX MCTOAOB AWMAIrHOCTUKH C
PHICKOM C HAacCJICJICTBEHHBIX 3a00JIEBaHUM.
OO0yuarommiicsi 10JKeH BJaAeTb: Meauko-OMOIOrHYecKUM IOHATUHHBIM amnmnapaToM. Mertonamu
W3Y4YEHUsI HACJIEICTBEHHOCTH 4esloBeka. HaBblkaMu moucka MEIUMLIMHCKON HH(pOpManuu B y4eOHOH,
HAYYHOH JIUTepaType, B TOM 4YHCJEC C UCIOJIb30BaHHWEM ceTH HTepHeT; HaBBIKAMHU TPEACTABICHUS U
00CyXIIeHUs] MeIUIUHCKOW uH(popMmanmu. ba3oBBIMH TEXHOJIOTHSIMH TpeoOpa3oBaHMs HHPOPMAILIUU:
TEKCTOBBIC, TAOJIMYHBIC PEAAKTOPHI, TOUCK B ceTH MIHTEpHET.

CamocrosiTe/IbHAsA ayAUTOPHAasi pa00Ta 00y4aloUuXcs M0 TemMe:
1. OTBeTHTH HAa BONPOCHI 110 TeMe 3aHATHUS
Bormpocs! aiis codeceioBanus:
1. TlpenaranbHas ¥ IpEeUMIUIAHTAIIMOHHAS TUArHOCTUKA: TTOKA3aHUsI, BO3BMOKHOCTH.
2. MeTopl IpeHaTaIbHOW TUAarHOCTHKH.
3. DTudYeckue BOMPOCH MPEHATATHLHOM JUATHOCTHKH.
4. 3KO kak MeToJ MpoPHIaKTUKN HACTIEICTBEHHBIX 00NE3HE.
5. IlpuHUuMIBI IeYeHHs HACIEICTBEHHBIX OOJIE3HE.

2. [IpakTHYecKkas MOATOTOBKA.

Padora 1. CKpuHHHIOBBIE METOAbI NPEHATAJIbHON THATHOCTUKH.

Lenv pabomui: I3yunTh XapaKTepHbIE THATHOCTUYECKHE YEPThI HEKOTOPHIX YaCTHBIX MMAaTOJIOTHH.
Hcnone3yss Tabnuibl ¢ OMOXMMHYECKUMHU TOKazaTensMud u cHUMKU Y3U, obcyauth XapakTepHbIE
JTMAarHOCTUYECKHE YepThl cuHapoma [layna, DaBapca, [laray.

[lepenectu B TETpaab U 3aMOJIHUTE CIEAYIONIYIO TAOIUILY:

Hazpanue cungpoma | OTKIIOHEHHE OMOXMMUYECKUX TIOKa3aTenen V3U-kapTtuHa
Cunpapom Jlayna
Cunnpowma Ilaray

Cungpom DaBapiaca

Breimmonnenue pa®oTsl BeneTcss B popMe 00CYkACHHUSI BMECTE CO CTYAEHTaMU MMEIOIIUXCS JaHHBIX IO
METOJIaM MPEHATaJIbHON IUarHOCTUKH.
3. 3apanus ISl TPYNNOBOI padoThl.
[TpocmoTp yuebHoro ¢punbMma: «IIpeHaranbHas AMarHOCTHKAY.
[Tocne mpocMoTpa OTBETUTH Ha CIEAYIOIINE BOIIPOCHI:
1. Kakue MeToibl mpeHaTaabHOM JUAarHOCTHUKY OBLIIHM MpeACTaBIeHbl B (huiibMe?
2. Kakuie MeTo/ bl OTHOCHITUCH K He HHBa3UBHOW CKPUHUHTOBOM JTUArHOCTHKE?

10C



3. Kakne MeTo/ipl TMarHOCTUKU OTHOCHIIUCH K YTOUHSIOUIMM HE MHBAa3UBHBIM?
4. BozmoxHoCcTH MeTo1a Y 3M-1uarHoCTUKY U CPOKH BBITTOJTHEHUS 00CIe10BaHUs?
5. YcnoBus mpoBeieHUs THBA3UBHBIX UCCIICIOBAHUNA?

CamocTosiTesibHAsi BHeayIMTOPHasi padoTa o0y4aommXxcs mo remMe:
3aoanus ons camocmosmenvHou 8HeayOUMopPHOU pabomvl CIMyO0eHmo8 No YKA3aHHOU meme:
1) O3HaKOMHTBHCS C TEOPETHYSCKHM MAaTEpPHAJIOM IO TEME 3aHATHS C MCIOJIb30BAHHEM KOHCIIEKTOB
JEKIUHA W/WIKM PEKOMEHTyeMOH yueOHOM TUTepaTyphl.
2) OTBETUTH HA BOIIPOCHI JIJIsi CAMOKOHTPOJIS:
* [IpenaranpHas ¥ MPEUMILIAHTAIIMOHHAS TUATHOCTUKA: TIOKa3aHUS, BO3ZMOXXHOCTH.
*  MeTo/1bI IpeHATAIBHON TUArHOCTUKHY.
e DTHYECKHE BOMPOCHI MPEHATATHHON TUATHOCTUKH.
*  OKO kak meTo1 mpoUIaKTHKX HACIIEICTBEHHBIX O0JIC3HEH.
* [IpuHNUNIBI TEYCHUS HACIEACTBEHHBIX OOIC3HEH.
3) [IpoBepUTh CBOM 3HAHUS C UCTIOJIb30BAHUEM TECTOBOT'O KOHTPOJIS
1. Beibepume 00ur npasuibHulli omseem.

OnTuManbHBIME CPOKaMH MPOBEACHUSI OMOIICHHM XOpUOHA sBisOTCA: a) 12 — 14nen.; 6) 8 —
12Hen.; B) 4 — 6He .

2. Bvibepume 00uH npaguibHbulll Omeem.

[TpexoHuenuroHHasi MpoQUIIaKTUKa — 3TO: a) yIpPaBICHUE SKCIPECCHE TeHOB; 0) YMUMUHAIIS
SMOpPUOHOB U TUIOJIOB C HEOHATAJIHHOW IMATOJIOTHEH; B) TeHHAs WH)XCHEPHUS Ha YPOBHE 3apOIbIIIECBHIX
KJIETOK; T') TUIAHUPOBAHUS CEMbU M MEPOTIPUSATHUS IO ONTUMU3AINH U PA3BUTHUS 3UTOTHL.

Omeem:1 - 0), 2 —1).

Pexomenayemasi iuteparypa:
OcHoBHas:
1. boukoB H.II. Knuandeckas reaeruka: yaeOHuk aiist By3os/ M.: [DOTAP-Menua, 2011-2018, 480c.
JlononHuTEeNbHAS:
1) Kozsouun B.A., Kocwix A.A., Poguna H.E. IlpeHaTtanbHas IUarHOCTHKAa HACJIEACTBCHHBIX
3a00J1eBaHU M BPOKACHHBIX IOPOKOB pa3BUTHsL: yueOHoe mocooue  Kupos: 2011.-88 c., n.
2) Konenaesa E.B., Ouyunna }0.H., Ko3ponun B.A., Ctapkosa E.B., bepecueBa A.A. Pabouas TeTpaan
o JUCHMIUIMHE «MeaunuHckas reHetuka». Yacte 1 u 2: yyeOHO-meronmueckoe nocodue. - Kupos:
®I'bOY BO Kuposckuiit 'MY Munszapasa Poccun, 2021.-110 c. u 112c.
3) Konenaesa E.B., Poxuna H.E.. OGmmas reHeTvka ¥ reHETHKA yelloBeka: ydueOHoe mocobue/ Kupos,
2016. - 69 c.
4) MytoBun ['.P.. M. Kiununueckasi reHeruka. [ eHOMHKa M MPOTEOMHKA HACIEACTBEHHOI MATOIOTUH
[DnexTponHsbIit pecypc]: yueoHoe mocodue/ ' DOTAP-Menaua, 2010. - 832 c.: ui.
5) I'opoynosa, B.H., KopxeneBckas M.A.. ['eHeTHKa B KIIMHUYECKOIl MPAKTHUKE: PYKOBOACTBO IS
Bpaueit/CI106.: Cneumnut, 2015.-329 c.
6) Mymkam6apoB H.H., Ky3nenos C.JI. MonekynsipHast 6uonorus: Yued. [Tocobue amsi cTyqeHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
7) DeKTpOHHBIE PECYPChI:
1) http://omim.org/

Pasznen 6: IIpopunakruka HaCJIeICTBEHHbBIX 3a00/1eBaHMI. Meauko-reHeTH4ecKoe
KOHCYJIbTHPOBAaHMeE.
Tema 6.3. KoMnbloTepHasi AMArHOCTHKA HACJIeCTBEHHBIX 3200/1eBaHMIA.

Heanb: ChopmupoBaTh yMEHHUS MOJIH30BATHCSI HHTEPHET-PECypcaMu ¢ OMOMEIUIIMHCKUMU Oa3zaMu
JTAHHBIX JUISI TUAarHOCTHUKY TeHETUYECKUX 3a00JIeBaHUN.

3apaumn: M3yunTh 0COOCHHOCTH pa3WUHBIX 0a3 JaHHBIX. [[03HAKOMHTHCS C TIPOIIECCOM TMOMCKA
uHpopManui Ha OMOMEAMIIMHCKOM pecypce. OCyIIecTBUTh TOUCK TE€HETUYECKOro 3a00JIeBaHUs C
noMouipio nopraia OMIM.
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Oo0yyarommiics 10J15KeH 3HATh:

Jlo u3ydeHuss TeMbl (0a3uCHBIC 3HAHMS) — TEHETHMUYECKUU KO, CTPOCHHE TeHAa, TEeHETUYECKHI JIOKYC,
MyTaIusi, HacJIeICTBeHHbIC 3a00JeBaHus, 0a3a TaHHBIX.

[Tocre w3yueHuss TeMbl — TMOHATHE O OMOMEAMIIMHCKHX 0a3aX MaHHBIX, OCOOCHHOCTH pa3jMyYHBIX 0a3
JAHHBIX, TTOUCK HH(OpMAIUK B OMOMEAUITMHCKON 0a3e JaHHBIX.

Oo0yuawmuiicss gokeH ymerb: llonb3oBathesi mouckoBbiMU MHTepHET-pecypcamu. CoCTaBlATH
Ta0IUIly IO OMOMEIUIIMHCKUM 0a3aM JaHHBIX, UX OCOOCHHOCTSM, cojepkanuio. C IMOMOIIBIO MopTajia
OMIM ocymiecTBIsATh MOUCK TEHETHIECKOT0 3a00JIeBaHMS.

Oo0yuawmuiicsi J0/keH BjaaeTb: MeauKo-OMOJIOrHYeCKUM TOHATHHHBIM amnmapaToM. MeTtomaMmu
W3YYCHHS HACJICICTBEHHOCTH 4YeloBeKa. HaBbIkaMu TMoOWCKa MEIUIMHCKONH WH(pOpManuu B y4eOHOMH,
HAay4YyHOH JUTEparype, B TOM YHUCJIE C HMCIOJIb30BaHHMEM ceTH WMHTEpHET; HaBbIKAMHU MPEICTABICHUA U
OOCYXKICHUSI MEIUIIMHCKOW WH(popManuu. ba3oBEIMU TEXHOJOTHSAMH IPeoOpa3oBaHus HHQPOPMAIIIH:
TEKCTOBBIC, TAOJIMYHBIE PEIAKTOPBI, TIOUCK B ceTh VIHTEepHeT.

CamocTosiTeibHAsI ayIMTOPHAsI padoTa 00yYarommXxcs 1o Teme:

1. OTBeTHTH HA BONPOCHI MO0 TEMe 3aHATHSI.

Bormpocs! s codeceioBanus:

AHalu3 reHeTHYeCKUX 0a3 TaHHBIX.

[TonsTHE O OMOMETUIIMHCKOM 0a3e TaHHBIX.

Knaccudukanms 6GuomeauimHckux 0a3 JaHHBIX.

Hanwonanesusiii Henatp 6unounndopmaruku (NCBI).

baza nanubix "MenzeneBckoe HacienoBanue y yeioseka" (OMIM).
baza manHbIX reHeTHUECKHX mocieaoBarenpHoctei (GenBank).
ba3za manHbIX pacuMpeHHON MeaUuIMHCKOM uTeparypsl (PubMed).
Human Gene Mutation Database (HGMB).

baza mannbix nocienosarensHocteit 6enkon (UniProt)

10 baza nanubix, nocssiiennas 6enkam (PROteinSITES)

11. ba3a naHHBIX HacaeACTBEHHBIX OosesHel (GeneTests)

12. basa nanHbIX 0 renax yenaoseka (GeneCards).

CoNoR~LNE

2. [IpakTHyecKkas MOArOTOBKA.
Pa6ora 1. CocraButh Tabauiry «OcoOEHHOCTH OMOMETUITMHCKUX PECYPCOBY.
HazBanue pecypca OcoleHHocTH pecypca Kakyro nnhopmaiinio coaepx ur

Pa6ora 2. [ToznakoMuThCsl ¢ mporpamMmmoit «SynDiagy 1 ocymecTBUTh MOUCK JIF000T0 HAC/IEACTBEHHOT'O
3a00J1€BaHUs Ha BBIOOD IO QJITOPUTMY.

Oo6pa3zen pa6oTtsl ¢ nporpammoii «SynDiag» na npumepe cunapoma Jlayna.
1. 3axonuM B mporpammy.
2. [lepen HaMu BCIUTBIBAET MEHIO IIPOTPAMMBI.

| Main Menu | ﬂ
JNuarnocruka:
1. Cunppomm MBINP
2. CKENETHHIE AHCNAASHU
3. IkTOAEPMANLHBIE AHCNAASHH
o 4. HexoToprie ApYrye KOMNABKCH,
S CHMCTEMHBIE AHOMANKH H BoNesHH
Aprope: E.I'. Wnbuna, a.m.n. u C.B.Konocos, k.¢.-M.H.
Apnpec: benapycs. r Munck. nfo 136. afa 140
Ten.: [0172) 37-05-25, 58-13-42
Pakc: [0172) 37-85-13. 37-06-85
C Bepcua 2.0
uuﬂuaz 1997 (c)
Huarnos, Cnpaska
e (o = o
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3. lanee BBIOMpaeM BKIIAIKy THArHO3.
4. OTKpBIBAaETCsI TJIABHOE MEHIO, B KOTOPOM YTO OBl OCYIIICCTBUThH MOUCK 3a00JICBAHUS 110 CUMIITOMAM
HY»XHO Ha)XaTh Ha KHOMKY «BBIOOP CHUMITTOMOBY.

Briop cHMNTOMOE

Ypanenue BCex CHMNTOMOB

Ypanenve oTM. CHMNTOMOB

MoKck BeposTHOrO AUarHosa

MoKck aMar. no npusHakam

5. Ilocne HaXkaTusl HaM BCIUIBIBAET MEHIO C CHCTEMOM, B KOTOPOM JIOKAJTM30BaH CHMIITOM.

6. BeiOupaem HY>KHBIN HaM pa3Jie U KIHKacM.

B cnygae ¢ cunpomom JlayHa Mbl IM€eM CIIEAYIOIINE CUMIITOMBL: TUTIOTOHMSI, MOHTOJIOUIHBIN pa3pes
ria3, OpaXxUIaKTUINS KHCTH, TUIOCKOE MEPEHOCHE.

JI1si MOHTOJIOMTHOTO Pa3pe3sa Iia3 HaM Hy)KHO nepeity B paszen «llepuopOuTanbHas 061acTb.
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7. MBI nonagaeM B MEHIO, I'ie Mbl IOJDKHBI BBIOPATh OpraH, B KOTOPOM JIOKaIM30BaH CUMIITOM.
JU7st MOHTOJIOMTHOTO paspesa Tja3 HaM HY)KHO KIMKHYTh «Beku/TiiazHble menn» U BhIOpaTh HY>KHBIH

HaM CUMIITOM, Ha)XaB Ha HEro OJUH pas.

7| Comanromen x|
Homep K

Cumnmome

H

bonbwke rnasHbie wenu
MuHpanesuaHbIE FNaSHEE WEend
5-06pasHbIe rNasHbIe WeaH

B nedapo®HMo3/Y3KHE rNasHLIE WENH
JHodTanLmM

Ir30PTanbM

Mros sex

YposeeHb 3

Panee Bpfpano cHMMTOMOB
TenexaHT
0 Jnukant
O6paTHef 3nuKaHT
Mineprenopusm
[ HnoTenopHam
AHTHMOHIONOMAHBIA Pa3Pes rnas
Konodoma Bex

Opran

Bexu/rnasHuie menn

‘ Brixoa

B £ £ 0 G0 b L1 3 £ B B0 0

Y . i G G G g g g g g
L e T T I o N =T - - 11, L) X

N N N N

Annasua/ruNonnasua/arpopusa BeK
AnkunoGnedapon/kpunTodTansm
Hasonansne6pansHas aunoma
Kucra sera

NarodTancm

JKTPONHOHS3HT PONHOH
MunepnnasualoTek BEK

B neqpapoxanasHon
Mepuop6uTanbHas “NPHNYRAOCTL™
Mopranue Tuna “mopckan BonHa™

I

1
2
3
]
5
6
7
8
]

10
1
12
14
15
16
17
18
19
20
21
22
23
24
%

9 B0 L33 1 L 80 03 0 B0 LI LI

8. Ilocie HaxkaTHs HA HY)KHI)II\/JI HaM CUMIITOM, MBI BO3BpaliacMcCsa B MCHIO BI)I60pa CUCTEMBI, IJId 3TOTO
KJIMKAaCM IBa pa3a Ha KJIaBUIILY ((BBIXOI[».

ITouck Il&JIBHGﬁHIHX CHUMIITOMOB OCYHICCTBJIAACTCA aHAJIOTHYHBIM METOAOM.

9. Ilocie TOro Kak Mol BLI6paJ'II/I BCC CUMIITOMBI, Mbl BO3BpalllacMcCs B I'NITaBHOC MCHIO ITPOI'paMMBI.

7 | Mnarnoctaka _lo ﬂ
Homep Kon CuMmomMbl
1 3. 1.13| MoHrosouaHuiA paspes rnas
PaHee BHIGPaHO CHMITTOMOE: 2 19 1. 1| bpaxMaakTHAMA KMCTH
3 3 1. 3. 3| TunoToHua

Boiop cHMNTOMOB

YaaneHue 0TM. CHMNTOMOB

YaaneHue BCEX CHMITOMOB |
Nouck cumnTomMa |

MoKCK BEPOATHOND AMArHOSa

MoMck aMar. No NpHaHakaMm

10. [lyist morcka BepOSTHOTO TUArHO3a KIIMKaeM Ha KHOTIKY «[IoMCK BEpOSTHOTO AHArHO3a.

PesynbTaT noucka anarHoza ﬂ
Pesynabrar noMcka gHarHosa no II' aM CcpegM 1965
Hahgeno CHHAPOMOB, BEPOATHOCTL KOTOPLIX Soabwe | 10.00%
Hom. Hom.B 6uGn. BeposarHocTe Hma

1 688 95.41% Nayna [rpucomun 21] cuHapom

JluarHocTuseckux 0B B

| Bcero lIl W3 nux cosnano

B TEALHLIX O B

| Bcero W3 Hux cosnano IIl

WatnoH MpusHakH

a oB

| Beero | 3 | M3 mux we cosnano | 0 |

B IIOABUBIIEMCA MEHIO MBI BU/ITUM, HCKOMLH71 HaMU JUarHo3 — CHH)IpOM JlayHa.
11. Yto OB MOCMOTPETHh KAKUE €IIe CUMITOMBI COOTBETCTBYIOT JaHHOMY 3a00JE€BAaHHUIO KJIMKAEM Ha
kiapuiry «llla6mon» u B mosiBuBmeMcs MeHio «lllabmon cuaapomMay.
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| WaBnow cuHgpoma: dayHa (Tpucomma 21) cungpom [m] ﬂ

Homep Kon Mpuahaku

TunoTonusa

(Ll
-
-
N

Mnocroe/sanaswee nepeHocLe
PAXMILAKTHIIHA KHCTH

5 3anepxKa HHTENNEKTYaNbH. PASBHTHA

1] b /i FATHINDK

7 Muk T

8 b fyskue r. e 60
9 InuEaHT 20
10 1 Funeprenopusm

Narna Epymdunsaa

M aneHLKMA Hoo

Pot “"rapna™

Makpornoccua

BHCYHYTHIA ASLIK

ManeHLKMe YWHBIE PAKOBHHEI
Mpoune AMCNAZSHH YUIHBIR PAKOBHH

=
]
PILECE N N T @ T e L L Lo N =

I T R 1=
]
=

N N G [ e e G
L S0 e I I o O L e e

18 JederTH CEpASYHOR NEPEroponKH 20
19 Mep p Bor npoToKa 20
20 12 1 Kpunropzusm 20
21 13 Hanusm 50
22 13 lNpeHarancHan runonaasua 50
23 14 KopoTkan wea 30
24 14 lleAnbie crnanku 30
25 17 I'WNeps NacTHYHOCTE CYCTABOB 50
26 18 Monepeynan aunuA nanonu 50
27 18 KopoTkan KHCTb 20 hd

12. JInsa Toro, uToObl mocMoTpeTh pororpaduu momydeHHoro 3abosneBanus kimkaeM «lllabmon» nmanee
«DoTtorpadun.

Pa6ora 3. 3anoaHUTh TAa0NHIly C TOMOIIBIO TPOTrpaMMBbI «SynDiagy.

Hcxonneie cumnToMel  |/luarnos no nporpamMe [HYacrora BecrpeyaeMoCTH |HacTo BCTpeYaroIuecs
«SynDiag» CUMIITOMOB JTOTIOJTHUTEIIbHBIC
CUMIITOMBI

I'nnoronus Cunnpom Jlayna 75% IInockoe nepeHocke
MOHTOJIOUAHBIN pa3pe3 90%
ra3
bpaxugakTunus Kuctu 70%

Mukpornedanus
bonbuioi HOC
IIInpokoe nepeHocse
Pacmiennna HeOa
IlocrakcuanbHas
NOJIMIAKTUIINS KUCTU
[ 'unepanacTu4HOCTH
CyCTaBOB

[ 'unepanacTuyHas koxa
PyO1p1 KOXH
[Iposanc MUTpaIbHOTO
KJIaraHa

Ara3ust pajly’KKu
Hanusm
AHOpEKTaJIbHbIE
MIOPOKH

Jlucruia3um ymHsIx
paKOBHUH

3anepkka
WHTEIUIEKTYAJIbHOTO
pa3BUTHS
Jlomuxouedanus
brnedapodumos
Mukpocromust
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Hanauzm
Croma-kaJaika
IIpenaranbHas
THIIOILIA3HS

OKTOMNUs XpyCcTaanuka
AHeBpU3Ma

Bricokuii poct
ApaxHOIAKTHIIHS
Muornms

ATnta3us MaTKu
I'nmornasus SMYHUKOB
Hanwnszm

Koporkas mes
I1leiHbIid NTEPUTHYM
Hetipodhudpombr
[TaTHa «KOde ¢
MOJIOKOM))
["amapTpoma panyxku
Hanmsm

Becnyniku

ATl1a3us ssuuex
EBnyxonnnoe
CIIO’KCHHE
['nnonnasus mojaoBoro
qIeHA

3anepxkka
MHTEJUIEKTYaJIbHOTO
pa3BUTHS

Pa6ora 4. I[IpocmoTpets GoTorpadun OOIBHBIX ¢ JaHHBIMH 3200J€BaHUAMU B ITporpamme «SynDiagy.
BeusiBuTh qricMopu3Mbl XapakTepHbIE 111 HACTIeICTBEHHBIX 3a00JI€BaHU.

Padora 5. [Ilo mporpamme  «Poroki» 03HaKOMHUTBCSI C KIMHUYECKOM KapTHHOH XPOMOCOMHBIX
3a00J1€BaHU.

CamocTrosiTe/IbHAS BHeayIMTOPHAs padoTa 00y4alommXxcs 1o TemMe:
3aoanus Onst camocmosamenbHoU 8HeayOUMopHoOU pabomul CMy0eHmo8 no YKA3aHHOU meme:
1). O3HaKOMHUTBCSI C TEOPETUUECKUM MATEPUATIOM 110 TeME 3aHSATHS C HCIOJIb30BAHUEM KOHCIICKTOB
JEKUUN U peKOMEHAYeMOM yueOHO! JTUTepaTyphl.
2). OTBETUTD Ha BOMIPOCHI JIJIsi CAMOKOHTPOJIS:

* AHanu3 reHeTHYecKux 0a3 TaHHBIX.

* TloHsATHE 0 GUOMETUIIMHCKOM 6a3e JaHHBIX.

* Krnaccudukarus OnoMeTUIIMHCKIX 0a3 TaHHBIX.

*  Hanmonansuenii Lentp ononnpopmaruxu (NCBI).

* baza nansbix "Mennenesckoe HacienoBanue y uenoneka’ (OMIM).

* basa qaHHBIX FreHeTHYECKUX mocienoBarenbHocTel (GenBank).

* bBaza maHHBIX pacmmpeHHoi MmenuiHcKoi aurepatypsl (PubMed).

* Human Gene Mutation Database (HGMB).

» basa gannbIxX nocienoBatenbHocTeit 6enkon (UniProt)

* baza nannsix, nocsinenHas o0eiakam (PROteinSITES)

* ba3sa jaHHBIX HacaeACTBEHHBIX Oose3nei (GeneTests)

* ba3za manHbIxX 0 reHax vesnoBeka (GeneCards).
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Pexomenayemasi iureparypa:
OcHoBHas:
1. boukoB H.I1. Knuanueckas reneruka: yueOHuk 11t By3oB/ M.: TDOTAP-Menua, 2011-2018, 480c.
JlononHuTenpHas:
1) Koseonun B.A., Koceix A.A., Pomuna H.E. IlpenaranpHass JHAarHOCTHKA HACJIEICTBEHHBIX
3a00JIeBaHUI U BPOXKICHHBIX TIOPOKOB pa3BUTHs: yaeOHOe mocodue  Kupos: 2011.-88 c., w.
2) Konenaesa E.B., Ouyunna }0.H., Ko3ponun B.A., Crapkosa E.B., bepecueBa A.A. Pabouas TeTpaas
no aucuurnHe «MeauiuHcKas reHetukay. Yacte 1 u 2: yueOHO-Meroamueckoe mocobdme. - Kupos:
OI'bOY BO Kuposckuii 'MY Munsapasa Poccun, 2021.-110 c. u 112c.
3) Konenaera E.B., Pomuna H.E.. OOmas reHeTrka M reHETHKa uelioBeka: yueOHoe mocobue/ Kupos,
2016. - 69 c.
4) Myrosun I'.P.. M. Knnnunueckas reHeTnka. ['eHOMUKa ¥ MPOTEOMHUKA HACJICACTBEHHOW MATOJIOTHH
[DnekTponHbIi pecypc]: yueonoe nmocodue/ I'DOTAP-Meaua, 2010. - 832 c.: ui.
5) l'opoynoBa, B.H., KopxeneBckas M.A.. ['eHeTMKa B KIMHUYECKOW IPAKTUKE: PYKOBOJCTBO ISt
Bpaueit/CI16.: Cneryut, 2015.-329 c.
6) Mymkambapos H.H., Kysuenos C.JI. Momnekynsapuas Ouonorus: Yue6. [locoOue misi CTYAEHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
7) DIEeKTPOHHBIC PECYPCHI:
1) http://www.hgmd.cf.ac.uk/ac
2) https://lwww.genetests.org/
3) https://www.ncbi.nlm.nih.gov/
4) http://omim.org/

Pazgen 6: IIpopuiaakruka HacJIeACTBEHHBIX 3200/1eBaHUM. Menuko-reHeTnueckKoe
KOHCYJIbTHPOBaHHMeE.
Tema 6.4. 3aueTHoe 3aHATHE.

Hean: IIpoBeputh TEOPETUYECKYIO IOJATOTOBKY CTYJEHTOB 10 pa3Aeny «MEAUIIMHCKAs TeHETUKA
U YMEHHME HCIOJIb30BaTh TEOPETHUUECKHUE JaHHBIE JJIsl PEIIECHUS KOHKPETHBIX CUTYallMOHHBIX 3ajad U
TECTOB.

3agauu: OULEHUTH YpOBEHb TEOPETUYECKUX W MPAKTUYECKUX 3HAHUN CTYAEHTOB IO pa3leny
«MeauiuHCKas FeHETUKa.
Oo0yyarommiics 10J15KeH 3HATh:
ITonsATHE MEAUIIMHCKON T€HETUKU. XapaKTEPUCTUKY HACIIEICTBEHHOCTH U NAaTOJI0Tuu. 'eHOM denoBeka.
Crpykrypa u ¢pyHKIUU TeHOB. Perynsuus skcrpeccun reHoB. I'eHHble 60s1e3HH. XpOMOCOMHas
natosnorus. MyneTu-(axkropuanbHble 3a0oneBanus. [IpodunakTika HaciIeJCTBEHHbBIX 3a001€BaHUI.
Menrko-reHeTH4ecKkoe KOHCYJIbTUPOBAHHUE.
OOyyarommiics 10JIKeH yMeTh: PemaTs cuTyallnoOHHBIE TEHETHUECKHE 3a0a4H.
OOyuyarommiics  JgoskeH BJaageTb: [IpyUMeHSITh HaBBIKM HCHOJB30BaHUS HMH(DOPMAIMOHHBIX,
Ooubnuorpaduyeckux pecypcoB ¢ LENbI0 MOJydyeHUs] HaydyHOW HHGOpMAIMM U OCYILECTBICHUS
KOMMYHHKAIUU B METUIIUHCKOM COOOIIECTBE.
Hcnonb30BaTh KOMIBIOTEPHBIE MPOrpamMMbl ISl 0OpabOTKM MEIMKO-T€HETHYECKUX HCCIIEIOBaHUI.
Menuko-reHeTH4eCKOM TEpMUHOIOTHEN. PeieHneM CUTyallMOHHBIX T€HETUYECKHX 3a/1a4.

CamocTrosiTe/IbHAA Ay AUTOPHAsA padoTa 00y4al0IMXCs M0 Teme:
1. UtoroBblii TeCT — MpUMEpPHbIE 3a/1aHUS TIPECTABIECHbI B IPUIIOKEHUHU b
2. CobeceroBanme 1o BONpocaM — IpUMEpHbIE 3aaHus PE/ICTaBIEHBI B IPUIIOXKEHUN b

CamocrosiTesibHAS BHeayIMTOPHAs padoTa 00y4alommXxcs 1o TemMe:

3aoanus Onst camocmosamenbHol 8HeayOUMopHoOU pabomul CMyO0eHmo8 no YKA3aHHOU meme:

1) [logmopumv meopemuyeckuti Mamepuail ¢ UCNOIb308AHUEM  KOHCHEKMO8  JeKyuu  u/uiu
PEeKOMeHOYeMOll Y4eOHOU TUmepamypbl.
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2) I1oo2omoeumubcsi Kk 3a4emnoMmy 3aHIMUI0
3) IIposepums c6ou 3HaHUSL C UCNOIBLIOBAHUEM MECHOB020 KOHMPOJI.
1. BeiGepute o1MH TPaBUIILHBIN OTBET.

Urto Takoe MOJISKYJISIPHBIN 30H: a) KoMIuieMeHTapHbIi ydactok JIHK; 0) mpoTsKeHHBIN y4acTOK
JIHK, xommuiementapubiii mocienoBatenbHoctr JJHK, comeprkaiieid MyTaHTHBIN T€H; B) CHHTETHYECKAs
OJIMTOHYKJICOTH]IHAs ~ MedeHass  (pagHoaKkTUBHO  WIM  (DIFOOPECLUEHTHO)  IOCIIENOBATEIBHOCTD,
KOMIUIEMEHTapHasi MyTaHTHOMY UJIM HOPMAJIbHOMY TeHY.

2. BeiOepuTe 0JTMH PAaBUIIbHBII OTBET.

Amndaukanus TeHOB - 3TO: a) HACHTHU(UKAIMSA TocienoBaTeabHocTH ocHoBanmii JIHK; 0)
MHOTOKpaTHOE TOBTOpeHue kakoro-nubo ydactka JJHK; B) Beynenenue gparmenta JJHK, conepikariero
M3y4aeMBbIil TeH.

3. BeiOepuTe 01MH PaBUIIBHBII OTBET.

Kak Ha3bIBaloTCS XpOMOCOMBI C KOHIIEBBIM PAaCIOIOKEHHEM IEHTPOMEpBI: a) MeTaleHTpuyeckue; 0)
aKpOLIEHTPUUECKHE; B) CYOMETALICHTPUYECKHE; I') TUIECHTPUKH.

4. BoiOepuTe 1Ba IpaBUIbHBIX OTBETA.

Ji1g mpoBeieHH s IUTOT€HETHYECKOT0 aHAIIN3a UCTIONIb3YIOTCA: ) MBIIIEYHbIE KJIETKHU; 0) SpUTPOLUTHI; B)
OuonTaT XOpMOHa; T) SMOPUOHATbHAS TKAHb.

DTa0HbI OTBETOB:

1.—B);2.—0);3.—0); 4. — B),1).

Pexomenayemas imreparypa:
OcHoBHas:
1. boukoB H.I1.Knnnnyeckas renetuka: yueouuk s By3o8/ M.: I'DOTAP-Meaua, 2011 -2018, 480c.
JononHurenpHas:
1) Koseonun B.A., Koceix A.A., Poguna H.E. IlpeHartanbHast JUarHOCTHKA HACjEICTBEHHBIX
3a00JIeBaHUI U BPOXKICHHBIX TIOPOKOB pa3BUTHS: yaeOHOe mocodue  Kupon: 2011.-88 c., w.
2) Konenaesa E.B., Onyunna F0.H., Kozsonun B.A., Crapkosa E.B., bepecueBa A.A. PaGouas TeTpajp
no aucnuruimHe «MeauiHCcKas reHetukay. Yacte 1 u 2: yueOHO-Meroamueckoe mocodbme. - Kupos:
®I'bOY BO Kuposckuii 'MY Munsznpasa Poccuu, 2021.-110 c. u 112c.
3) Konenaera E.B., Ponuna H.E.. OOmias reHeTrka M reHETHKA uelioBeKa: ydueOHoe mocobue/ Kupos,
2016. - 69 c.
4) MytoBun ['.P.. M. Kinnnudeckasi reHeTHka. [ eHOMHKA U MPOTEOMHKA HACIIEJCTBEHHOW MATOJIOTHH
[DnexTponHsbIit pecypc]: yueonoe nmocodue/ ' DO0TAP-Menaua, 2010. - 832 c.: ui.
5) I'opoynoBa, B.H., KopxxeneBckas M.A.. ['eHeTHKa B KIMHHYECKOW MPAKTHUKE: PYKOBOJACTBO JUIS
Bpaueit/CI106.: Cneumnut, 2015.-329 c.
6) Mymkam6apo H.H., Ky3uernor C.JI. MonekynsipHas Ouonorus: Yue6. ITocoOue mmsi CTyIeHTOB
Mea.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
ONEKTPOHHBIE PECYPCHI:
1) http://omim.org/
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«KupoBCcKuii TOCy1apCTBEHHBIN MEIUITUHCKUN YHUBEPCUTET
Munucrepcrsa 3apaBooxpanenus Poccuniickoit enepanuu

denepaibHOE TOCYAAPCTBEHHOE OI0KETHOE
00pa3oBaTeNbHOE YUPEIKICHHE BBICIIIETO 00pa30BaHUs

Kageapa BUOJIOT'N

IIpuioxenne b k padoueii nporpaMMe IHCHUTIINHBI

OLHEHOYHBIE CPEACTBA
AJIsl NIPOBeJeHNs] TEKYIIero KOHTPOJISI M IPOMEeKYTOYHOI aTTecTAUN 00y4YaloMXCcsl
1O JUCHUIINHE

«MeaMIHUHCKAS TeHETHKA»

CnenuanbHocts 31.05.02 [lenuarpus

Hanpasnennocts (mpoduis) OIIOIT [equatpus
dopma 00ydeHHs OUHAS

1. lMoka3aTe/iu U KpUTEPHUU OLleHUBAHKUS KOMIIETEHINI HA Pa3IMYHBIX ITaNax UX (pOpMHUPOBa-
HHS, ONMCAHME IIKAJ OLleHUBAHUS

Ilo-
Ka3aTelu
OIlEHUBA-

HUS

Kpurepuu u mkainbl OLeHUBaHUS

OneHoyHoe CpesicTBO

He 3aureno

3ayTeHo

3aureHo

3aureHo

JUTS TEKY-
ILETro
KOHTPOJIS

I
MIPOMEXKY-

TOYHOM aT-
TECTallH

IMPOLECCChI B OpraHrU3ME YCJIOBCKA IJId PCHICHU A HpO(bGCCI/IOHa.HBHI)IX 3aga4

OIIK-5. Cnocob6eH onieHnBath MOPGOoPyHKIIMOHAIBHBIE, (PU3HOTOTHUYECKHE COCTOSIHUS M TATOJIOTHYECKHe

NJT OIIK-5.1. IIpumensieT OCHOBHBIE (PU3HKO-MaTeMaTHYECKHIE, €CTECTBEHHOHAYYHBIC TIOHSATHS K METOIbI
UCCIIEIOBAaHUM MTPU peLIeHnH NPo(ecCHOHANBHBIX 331a4.

3HaTh

@parMeHTapHbIE
3HAHMS MaTeMa-
THYECKUX METO-
JIOB peIleHUs
HHTEIUIEKTYyaJIb-
HBIX 33Ja4 1 UX
MIPUMEHEHNE B
MEJUIIMHE; TeO-
peTuueckue
OCHOBBI
WHPOPMATHKH,
cOop, XpaHeHHe,
MIOUCK, Tlepepa-
0oTKa, npeodpa-
30BaHHe, pac-
HPOCTpaHEHHE
nHdopmanum B
MEIUIMHCKHUX H
OUOJIOr4YeCcKUX
cucremMax, uc-
MOJIb30BAHHUE
nH(OpMaLNOH-
HBIX KOMITBIO-
TEPHBIX CUCTEM

OOmue, HO HE
CTPYKTYpHUPO-
BaHHBIC 3HAHHMS
MaTeMaTHYEeCKUX
METOZIOB  pellie-
HHUS  MHTEJUICK-
TyalbHBIX 3ajlad
U UX TpUMEHe-
HHE B MEIUIIHU-
HE, TeopeTHye-
CKHe OCHOBBI
WH(POPMATHUKH,
cOop, XpaHeHHE,
MOUCK, Tiepepa-
0oTka, mpeodpa-
30BaHUE,  pac-
MpoCTpaHeHne
nHbOpMaIUK B
MEJUIIUHCKUX H
OHMOJIOrMYECKUX
cucreMax,  Hc-
M0JIb30BAHUE
nHpOPMAILINOH-
HBIX  KOMIIBIO-

Cdopmuposan-
HBIE, HO CO-
JiepKalue oT-
JIeNbHBIC TIpo0e-
JIB6I 3HAHUS
MaTeMaTHYEeCKUX
METOJIOB peliie-
HUS MHTEJUICK-
TyaJIbHBIX 33/1a49
U UX TPUMEHE-
HHE B ME/IUIIU-
HE; TeOpeTHYe-
CKHE OCHOBBI
uH(pOpMaTHKH,
cOop, XpaHeHHe,
TIOVCK, Tiepepa-
0oTKa, mpeodpa-
30BaHHe, pac-
MpOCTpaHEeHHe
uHpopmauu B
MEMIIMHCKHX U
OMONOrMYECKUX
cucTeMax, uc-
TIOJIb30BaHUE

CdhopmupoBan-
HBIE CHCTEMATH-
YeCKHe 3HaHUS
MaTeMaTHYECKUX
METO/IOB pellie-
HUS MHTEJUICK-
TyaJbHBIX 33/1a4
U UX TIPUMEHe-
HHE B MEIUIIH-
HE; TeOpeTHYe-
CKHE OCHOBBI
WHPOPMATHKH,
cOop, XpaHeHue,
TIOHCK, Iiepepa-
0oTka, npeodpa-
30BaHUE, pac-
NpOCTpaHEeHHE
uHpopmanuu B
MEMIIMHCKUX 1
OMOJIOrMYECKUX
cucTeMax, uc-
MI0JIL30BaHUE
uHpopManmoH-
HBIX KOMITbIO-

Ycrabiin
orpoc, Te-
CTHPOBA-
HHUE.

Cobeceno-
BaHUeE.
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B MEIULIMHE U

TEPHBIX CUCTEM

nH()OPMAITHOH-

TEPHBIX CUCTEM

3/IpaBOOXpaHe- B MEIUIMHE U HBIX KOMIIBIO- B MEIUIMHE U
HUU. 31paBoOXpaHe- TEPHBIX CUCTEM | 3IpaBOOXpaHe-
HHU. B MEIULIMHE U HHU.
3paBOOXpaHe-
HUH.
VYmers YactruHo B uenom ycriemn- | B nenom yenemn- | Copmuporan- | Pedepar/ | Tecrupo-
OCBOEHHOE yMe- | HO€, HO HE CH- HO€, HO CO- HOE YMEHHE JIOKJIas, BaHMHE.
HHE [I0JIb30BaTh- | CTEMAaTHYECKH Jepaxariee ot- MI0JIb30BAThCA pelieHue
csl yueOHOM, Ha- | OCYIIECTBIIS- JeNbHbIe Tpole- | yaeOHOMW, Hayd- | CHUTyaIlu-
YYHOM, HAyYyHO- | €MO€ yMEHHE JIBl yMEHHE HOM, Hay4HO- OHHBIX 3a-
HOITYJISIPHON JIU- | MOJIb30BAThCS I10J1b30BATHCS HOMYJIAPHON TU- | Jau.
Teparypoii, ce- y4eOHOH, Hayd- | yd9eOHOM, Hayd- | Teparypoil, ce-
Tbr0 HTEpHET HOH, HAy4HO- HOH, HAY4YHO- Tbr0 IHTEpHET
Ut poeccuo- | MOMyJISIPHOM TU- | TOMYJAPHOM Iu- | AJis mpodeccHo-
HaJIbHOMU J1esi- TepaTypou, ce- TepaTypou, ce- HaJIbHOM J1esi-
TEJBHOCTH. Tht0 HTEpHET Tht0 HTEpHET TEJIBHOCTH.
Ui ipodeccro- | st mpogeccro-
HaJIBHOU fed- HaJbHOM Aesl-
TEJILHOCTH. TEJIbHOCTH.
Bnanerr | ®parmenrapHoe | B nmemom ycnemr- | B memom ycnem- | Yememmnoe ucu- | IIpaktu- CobGecemo-
NpUMEHEHHUE Ha- | HOE, HO HE CH- HOE, HO CO- CTEMaTHYECKOe YeCKHUe BaHMUE.
BBIKOB ITOMCKa CTeMaTH4YecKoe JieprKaiiee oT- MPUMEHEHHUE Ha- | HaBBIKU.

MEIULNHCKON
nH(pOpPMAIUH B
yueOHO, Hay4-
HOM JIUTEpaTypE,
B TOM YHCJIE C
HCIIOJIb30Ba-
HueM cetu Un-
TEPHET; HaBbI-
KaMH MPeJCTaB-
JIeHUs1 1 00Cy K-
JEHHS MeIULH-
HCKOM nHpOpMa-
HH.

pUMEHEHHUE Ha-
BBIKOB IIOMCKa
MEIUIMHCKOM
WHPOpMAIUH B
y4eOHOU, Hay4-
HOU JIUTEpaTypeE,
B TOM YHCIIE C
UCTIONIb30Ba-
HueM cetu Un-
TEPHET; HABBI-
KaMU MPeJCTaB-
neHus u 00Cyx-
JICHHST MeJTUTIH-
HCKOH HH(pOpMa-
LIHN.

JeNbHEIE Tpo0e-
JIbl IPUMCHEHHE
HaBBIKOB TIOMCKA
MEJIUIIMHCKON
nH(pOpMauu B
yueOHOM, HayU-
HOH uTeparype,
B TOM YHCIIE C
HCIIOJIB30Ba-
HueM ceru Un-
TEPHET; HaBbI-
KaMU MpeJICTaB-
JIEHHUS ¥ 00CyXK-
JICHUST METUIIH-
HCKOI nH(pOpMa-
UL

BBIKOB ITOMCKA
MEIULUHCKON
WHPOpPMaLUH B
yueOHOM, Hay4-
HOH uTepartype,
B TOM YHCJIE C
UCTIONb30Ba-
HueM cetu Un-
TEpHET; HaBbI-
KaMU TMpeJICTaB-
TeHus 1 00CyxK-
JICHUS] ME/TUTIN-
HCKOH nH(popMa-
K.

OIIK-5. CniocoGen orieHuBaTh MOPPOPYHKITMOHATHHBIE, (PU3HUOTOTUUECKHE COCTOSIHHS U MTaTOJIOTHIECKUE
MIPOLIECCHI B OpraHU3Me YeJI0BeKa JIJIsl pelieHus MpoecCUOHANBHBIX 3a/1a4

NI OIIK-5.2.MHTepripeTupyeT pe3ynbTaThl PU3HUECKUX, MATEMATHYECKUX U HHBIX €CTECTBEHHOHAYYHBIX
UCCIIEIOBAaHUM TPU pelIeHUH MPOoPeCcCHOHATBHBIX 33/1a4.

3HaTh

®parmeHTapHbIE
3HAHUS
©CTECTBCHHOHA-
YYHBIX IOHATUH
Y METOJIOB UC-
CIIeJIOBaHUI re-
HETUKHU YEJIOBE-
Ka ¥ TOITYJISAIH-
OHHOM TeHe-
THKH, KJIETOY-
HOW OMOJIOTHH
TIPH pEIIeHUN
npodecCHoHaNb-
HBIX 3a]1a4.

OOmue, HO He
CTPYKTYpHUPO-
BaHHbIE 3HAHMS
©CTeCTBEHHOHa-
YYHBIX TOHATUHI
W METOJIOB HC-
CIEIOBAaHUN Te-
HETHUKH 4YeJIOBE-
Ka W TIOIYJISIIIH-
OHHOM reHe-
THKH,  KJIETOY-
HOIi  OMoJOrHu
Npyd  PEIICHUH
mpodeCcCuoHab-

Cdopmupoan-
HBIE, HO CO-
JiepIKaliue oT-
JeTIbHBIE IPo0e-
JIbl 3HAHUS
€CTECTBEHHOHA-
YUYHBIX TOHATHN
U METOJIOB UC-
CJIeI0BaHUH Ie-
HETHKH YeJI0Be-
Ka U MOMYJISLH-
OHHOM reHe-
THUKH, KIIETOY-
HOM OHonorun

Cdopmupoan-
HBIE CUCTEMATH-
YecKue 3HaHWUA
€CTECTBEHHOHA-
YUHBIX TOHSITHH
Y METOJIOB HC-
CIEIOBAHUH re-
HETHKH YeJIoBe-
Ka ¥ TTOMYJISIIH-
OHHOM reHe-
THKH, KJIETOY-
HOW GMOJIOTHH
NpU pelIeHUuH
npogeccHOHAIb-

VcTHBIN
orpoc, Te-
CTHPOBa-
HHE.

Cobeceno-
BaHUE.




HBIX 3a7a4. IIPU PELICHUN HBIX 33/1a4.
npoeccHoHAITb-
HBIX 3a]a4.
YmeThb YactuuHO B nenom ycnemn- | B memom yenem- | CpopmupoBan- Pedepar/ | Tectmpo-
OCBOCHHOE yMe- | HOE, HO HE CH- HOE, HO CO- HOE YMCHME MH- | JIOKJaf, BaHMUE.
HUE UHTEpIIpe- CTEMaTHYECKU JieprKaiiee oT- TEpIPETUPOBATh | pEIICHHUE
THPOBATh OCYLIECTBIIS- JeNbHbIC IPO0e- | €CTECTBEHHOHA- | CUTYalH-
€CTECTBEHHOHA- | €MOE€ yMEHHE JIbl YMEHHME UH- | YYHbIC IOHATHA | OHHBIX 3a-
VUHBIC TIOHSITUSL | MHTEPIPETHPO- | TEPIPETHPOBaTh | W METOJBI UC- Jiau.
Y METOABI HC- BaTh €CTECTBEH- | €CTECTBEHHOHA- | CJEIOBaHHI re-
CJICZIOBAHUM I'e- | HOHAyYHbIC [10- | YYHBIC IIOHSITHUSA | HETUKU YeJIOBe-
HETHUKHU Y€JI0Be- | HATHS M METOIBl | M METOABI HUC- Ka ¥ MOIyJISLH-
Ka U TOMyJSALU- | UCCIEeIOBaHUMN CIIEIOBaHMI I'e- | OHHOM reHe-
OHHOW IeHe- TeHETHUKH Ye- HETHKH 4eJIOBe- | THUKH, KJIETOY-
THKH, KJIETOY- JIOBEKa M [IOIly- | Ka U HOMYJLIUK- | HOW OMoJjoruu
HOU Ouonoruu JIILUOHHOM re- OHHOM reHe- IIpU PELICHUN
NpY pelICHUH HETHKH, KJI€TOY- | THUKHU, KIETOY- npogecCHOHAITb-
npodecCHOHANb- | HOM OHOJIOTHH HO¥ OMOI0THH HBIX 3a/1a4.
HBIX 3aJa4. IIPH pEIIEHUHU MY PEIIEHUN
npodeccroHans- | mpodeccroHaNb-
HBIX 3a]a4. HBIX 3aJad4.
Bnanerr | ®parmenrapHoe | B nenom ycnem- | B memom ycnemr- | Yememnoe ucu- | IIpaktu- CobGecemo-
NPUMEHEHHUE Ha- | HOE, HO HE CH- HOE, HO CO- CTEMaTHYECKOe YeCKHUe BaHME.
BBIKOB MHTCP- CTEMATHYCCKOC AcpiKalee OoT- IMPUMCHCHUC HA~ HaBBbIKHU.

npeTanu
PEe3yIbTaTOB UC-
CIIeIOBaHMIA, T10-
Jy4eHHBIX METO-
JaMH T€HETHKU
YeJ0BeKa U Io-
ITyJIILUOHHOM
TeHETHUKH, KJle-
TOYHOH OHO-
JIOTHH TIPU
peleHny po-
(heccroOHATBHBIX
3aj1ad.

MIpUMEHEHHUE Ha-
BBIKOB HHTEP-
MpeTanun
pe3yIbTaTOB HC-
CJIeIOBaHMM, IT0-
Jy9eHHBIX METO-
JIaMU T'€HETUKU
yeJIoBeKa U I10-
MyJISIUUOHHOM
IeHEeTUKH, KJIe-
TOYHOI OHO-
JIOTUH TIPU
perieHuu mpo-
(hecCHOHAIBHBIX
3a7a4.

JIeNIbHBIE po0e-
JIbl IPUMCHEHHE
HaBBIKOB HHTEP-
MpeTanun
pe3yIbTaTOB UC-
CIIeIOBaHUM, IT0-
Jy4EHHBIX METO-
JaM{ TEHETUKU
YeJI0BEKa U I10-
IyJIILUOHHOM
TCHETHKH, Kie-
TOYHOU OMO-
JIOTHH TIPU
pelIeHn: npo-
(heccnoHANBHBIX
3ajau.

BBIKOB MHTEP-
MpeTanuu
pe3yIbTaTOB HC-
cIIeIOBaHMIA, T10-
Jy9eHHBIX METO-
JIaMU T'€HETUKHU
yeJIoBeKa U 110-
MyJISILMOHHOMN
FeHETUKH, KJIe-
TOYHOI OHO-
JIOTUH MPU
pelIeHny Ipo-
(heccroHaIbHBIX
3az7ad4.

OIIK-5. CniocoGen orieHuBaTh MOPPOPYHKITMOHATHHBIE, (PU3HUOTOTUUECKHE COCTOSIHHS U IMaTOJIOTHIECKUE
MIPOLIECCHI B OpraHU3Me YeJI0BeKa JIJIsl pelieHus MpoecCUOHANBHBIX 3a/1a4

NJI OIIK 5.3. Perraet cranmapTHeIe 3a/1a4u TPO(ECCHOHANBHOM AEITETHHOCTH C HCITOb30BAaHHEM
ME/IMKO-OMOJIOTHYECKOM TePMUHOIOT U

3HaTh

®parmMeHTapHbIE
3HaHUSI OCHOB
aHanam3a yae0-
HOM, HAy4YHOM,
Hay4YHO-TIOIY-
JSIpHOM JuTepa-
TYPBI C UCTIOJTb-
30BaHUEM
MeIUKO-0Ho-
JIOTUYECKOMN
TEPMHUHOJIOTHH
JUTSI BBITIOJTHEHIIST
3as1a4 npodec-

OOmue, HO HE
CTPYKTYpHpPO-
BaHHBIE 3HAHUA
OCHOB  aHajIM3a
yueOHOi, Hayy-
HOM, HAy4HO-
MONYJIIPHON JIH-
Teparypbl ¢ Uc-
MOJIb30BaHUEM
MEINKO-0Ho-
JIOTUYECKOMN
TEPMUHOJIOTUN
JUIS BBITIOJIHEHUSI

Cdopmupoan-
HBIE, HO CO-
JiepIKaIiue oT-
JIeJIbHBIE po0de-
JIbl 3HAHUS
OCHOB aHanu3a
y4eOHOH, Hayd-
HOM, Hay4YHO-
HIOTTYJIIPHOM -
TepaTyphl C UC-
TMOJIb30BaHUEM
MeInKo-01o-
JIOTHYECKOU

Cdhopmupoan-
HBIE CUCTEMATH-
YecKHe 3HAHUS
OCHOB aHaJIn3a
yueOHOM, Hay4-
HOM, Hay4HO-
MOMYJISIPHOU JIU-
TepaTypbl C Uc-
TIOJIb30BaHUEM
MeJIUKO-010-
JIOTUYECKON
TEPMUHOJIOTUU
JUIS1 BBIIOJIHEHUSI

YcTHBIN
ompoc, Te-
CTUpPOBa-
HHE.

Cobeceno-
BaHUeE.
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CHOHAJBHOMU fie- | 3amad  mpodec- | TepMUHOIOTHH 3amad npodec-
SITETLHOCTH. CHOHAJIBHOU Je- | AJIs BBIOJIHEHUS | CHOHAIBHOM Jie-
SITEIIBHOCTH. 3amay npogec- SITEBHOCTH.
CHOHAJILHOM Jie-
SITETILHOCTH.

YmMeThb YactuuHO B nemom ycnemr- | B mienmom yenemr- | CpopmupoBan- Pedepar/ | Tecrupo-
OCBOEHHOE yMe- | HO€, HO HE CH- HO€, HO CO- HOE YMEHHE JIOKIIA, BaHUE.
HUE TI0JIb30BaTh- | CTEMAaTHYECKU JieprKaiiee oT- TMOJIb30BAThCS pelieHue
csl yueOHOM, Ha- | OCYIIECTBIIS- JeNbHEIE Tpo0e- | yaeOHOMW, Hayd- | CHUTyaIlu-

YYHOH, HAYYHO- | €MOE YMEHHUE JIbl YMEHUE HOH, HAy4HO- OHHBIX 3a-
MOMYJISIPHOM JI- | TIOJB30BAThCA TIOJIb30BaThLCS MOMyYJISIPHOM JIH- | Jad.
Teparypoii c uc- | yaeOHOH, Hayd- | y4eOHOH, Hayd- | Teparypoil ¢ uc-
MOJIb30BAHUEM HOH, HAy4HO- HOH, HAy4YHO- MIOJI30BAaHUEM
ME/IUKO-0H0- MOMYJIIPHOM JIU- | TIOMYJIAPHOM JIU- | MEIUKO-OHO-
JIOTUYECKOU TEpaTypo Cc UC- | TEpaTypoOM C UC- | JIOTUUECKOU
TEPMUHOJIOTHH MOJIb30BAaHUEM [I0JIb30BaHUEM TEPMUHOJIOTHH
JUTS BBITIOJTHEHHUS | MEIMKO-OHO- MEIUKO-0H0- JUTSI BBITTOJTHEHUST
3aga4 npodec- JIOTHYECKON JIOTHYECKON 3aga4 npodgec-
CHUOHAJIBHOU Je- | TEPMUHOJOTUU TEPMHUHOJIOTUU CHOHAJIBHOU Jie-
SITEIbHOCTH. JUISI BBITTOJTHEHUS! | JUIS BBIIOJTHEHUSI | SITEJIBHOCTH.

3aja4 nmpodec- 3anay npodec-

CHOHAQJIBHOM JIe- | CUMOHAJIBHOM Je-

SITEIBHOCTH. SITEIIBHOCTH.

Bmagerr | ®parmenrapnoe | Buenom ycnemr- | B nenom ycnem- | Yenemnoe ucu- | Ipaktu- CobGecemo-
MPUMEHEHHUE Ha- | HOE, HO HE CH- HO€, HO CO- CTeMaTH4YecKoe Yyeckue BaHMHE.
BBIKOB UCIIOJIb- | CTEMATUYECKOE JieprKalee otT- MPUMEHCHUE HA- | HABBIKU.
30BaHUs NpYMEHEHUE Ha- | AENbHbIE IPO0E- | BBIKOB MCIOJIb-

MeITUKO-0HO- BBIKOB HCIIOJIb- | JIBI IPUMEHEHHUE | 30BAHHUSA
JIOTUYECKOU 30BaHUs HaBBIKOB HC- M€ IUKO-O0HOo-
TEPMUHOJIOTHU MeINKO-0HO- T10JIb30BaHUs JIOTUYECKON

JUIS BBITIOJTHEHUA | JIOTHYECKOM MeIMKO-01O- TEPMHUHOJIOTMH
3aga4 npodgec- TCPMHUHOJIOTHH JIOTUYECKOM JIJIS1 BBITIOJIHCHU S
CHUOHAJILHOU J€- | IJIs BRINOJHEHUS | TCPMHUHOJIOIUU 3a1a4 npoq)ec—
SATEJIbHOCTH. 3aJa4 npO(bec— JUIA BBIIIOJIHEHUS | cHOHAJILHOU Je-

CUOHAJILHOU Je-
SITEJILHOCTH.

3amay pogec-
CHUOHAJIBHOU 1€~
SITEIIbHOCTH.

SATCIIBHOCTH.

OIIK-5. CniocoGen orieHuBaTh MOPPOPYyHKITMOHATHHBIE, (PU3HUOTOTUUECKHE COCTOSIHHS U IMaTOJIOTHIECKUE
MIPOLIECCHI B OpraHU3Me YeJIOBeKa JJIsl pelieHus MpogeCCHOHANbHBIX 3a/1a4.

N OIIK 5.4. Ananu3upyeT 3aKOHOMEPHOCTH (YHKIIMOHUPOBAHMSI PA3JIMUYHBIX OPTraHOB U CUCTEM JUIS
OLIEHKU MOP(HOPYHKIIMOHATBHBIX M (U3HOJIOIMYECKHX COCTOSHHM, MaTOJOrMYECKUX MPOLIECCOB B Opra-
HU3ME YEJIOBEKa

3HaTh

®parmeHTapHbIE
3HAHUS 00X
3aKOHOMEPHO-
cTel npouc-
XOXKJICHHSI M pa3-
BUTHS J)KU3HH,
CBOICTBa OMO-
JIOTUYECKHX CH-
CTEM, UHIIVBH-
JTyalbHOTO pas-
BUTHS Y€JI0BEKa.
CoBpeMeHHbIE
METO/TbI TeHE-
THUKH YEJIOBEKa U
MIpe/ICTaBICHUE

OOmue, HO HE
CTPYKTYpHUPO-
BaHHBIE 3HAHHUS
o01uX 3aK0-
HOMEpPHOCTEN
MIPOUCXOMKICHUSI
1 Pa3BUTHS JKU3-
HH, CBOMCTBA
OHOJIOTMYECKHX
CHCTEM, MHIUBU-
JIyaJbHOro pas-
BHTHS YCJIOBEKa.
CoBpeMeHHbIE
METOABI TCHE-
THKH YeJIOBeKa U

Cdopmupoan-
HBIE, HO CO-
JiepIKaIue oT-
JICJIbHBIC TPOo0e-
JIbI 3HAHUA
00mIMX 3aKO0-
HOMEpHOCTEN
IIPOUCXOKIACHHUA
Y pa3BUTHS KH3-
HH, CBOMCTBa
OHMOJIOTHUECKUX
CHUCTEM, HH/IMBH-
JyaJabHOTO pas-
BUTHS YEIIOBEKA.
CoBpeMeHHbIE

CdhopmupoBan-
HbIE CUCTEMATH-
YEeCKHE 3HAHMS
00IIMX 3aK0-
HOMEpPHOCTEN
MIPOUCXOMKICHUSI
1 Pa3BUTHS JKH3-
HH, CBOMCTBa
OHMOJIOTHUYECKUX
CHCTEM, HHIMBH-
JIyaJIbHOTO pas-
BUTHS YEJIOBEKA.
CoBpeMeHHbIE
METO/TbI TeHE-
THKH YEJIOBEKA U

YcTHBIN
ompoc, Te-
CTHpOBa-
HHE.

Cobeceno-
BaHUeE.
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O IrcHoM¢ 4¢-

IIpEACTAaBJICHUC

MCTOJBI I'CHC-

IIpEACTABJICHUC

JIOBEKa, MoJie- 0 TeHoMeue- TUKY YEJIOBEKA U | O TCHOME Ye-
KyJISIDHBIE OCHO- | JIOBEKa,  MOJIe- | TIPEACTaBIEHHE | JIOBEKa, MOJie-
BEI HAaCJIe/I- KYJISIpHBIE OCHO- | O T€HOME Ye- KYJISIpHBIE OCHO-
CTBCHHOCTH, BBI Hacllesl- | JoBeKa, MoJie- BBI HAaCJIe/I-
poJu Hace - CTBEHHOCTH, KYJISIPHBIC OCHO- | CTBEHHOCTH,
CTBEHHOCTH B ponmu  Hacned- | BBl Haclea- poiu HacTen-
onpeaeIeHuN CTBCHHOCTH B | CTBCHHOCTH, CTBEHHOCTH B
3/I0pOBbS U Ta- | OTIPEIEIICHUHN poJu HacTe - OTpeIeIICHUH
TOJIOTHH. 3JI0pOBBSl U Ma- | CTBEHHOCTH B 3[IOpOBBS U T1a-
TOJIOTHH. OTIpeIeNICHAN TOJIOTHIH.

3I0POBBS U Ma-

TOJIOTHIH.

VYmMmers YactruHo B nenom ycnem- | B menom ycnem- | Copmuporan- | Pedepar/ | Tecrupo-
OCBOEHHOE yMe- | HOe, HO He CH- HOE, HO CO- HOE YMEHHE WH- | JTOKIIaJ, BaHMHE.
HUE UHTEpIIpe- CTeMaTHYECKU JeprKaliee oT- TEPIIPETUPOBATH | pPEIICHHUE
TUPOBATh OOIINE | OCYIIECTBIIS- JenbHBIe Tpobe- | obiIue 3aKo- CUTYyalH-
3aKOHOMEPHOCTH | €MOe YMEHHE JIBI yMEHHE UH- | HOMEPHOCTH OHHBIX 3a-
MIPOMCXOXKICHHUS] | WHTEPIIPETHUPO- TEPIPETUPOBATh | MPOUCXOXKACHUS | Jad.

Y Pa3BUTHS )KM3- | BaTh OOIIME o01iue 3aKo- Y Pa3BUTHSI )KU3-
HHU, CBOMCTBa 3aKOHOMEPHOCTHA | HOMEPHOCTH HHU, CBOMCTBA
OMOJIOTUYECKUX | TMPOUCXOXKICHHUS | TPOUCXOXKIECHUS | OMOIIOTHIECKUX
CHUCTEM, MHAWBU- | W Pa3BUTH )KHU3- | W Pa3BUTH )KHU3- | CHUCTEM, HHIWBH-
JyaJbHOTO pa3- | HHU, CBOHCTBa HU, CBOHCTBA JTyaJIbHOTO pas-
BUTHS Y€TIOBEKA. | OMOJIOTUYECKHX | OMOJIOTUYECKUX | BUTHS YEJIOBEKa.
CoBpeMeHHbIE CHUCTEM, HHINBH- | CUCTeM, HHAuBH- | COBpEeMEHHEIE
METO/Ibl TeHe- JyaJbHOTO pa3- | AyaJbHOIO pa3- | METOJbl FeHe-
THKH YCJIOBEKA M | BUTHUS YCJIOBEKA. | BUTHS YCJIOBEKA. | TUKH YCJIOBEKA U
MIpeICTaBICHUE CoBpeMeHHEbIE CoBpeMeHHBIE MIpeJICTaBICHUE
0 reHoMe Ye- METO/IbI TeHe- METO/Ibl TeHe- 0 TeHOME 4e-
JIOBEKa, MoJie- THKH YeJIOBEKa U | TUKU YeJIoBEeKau | JIOBEKa, MoJie-
KYJISIpDHBIC OCHO- | TIPEICTaBICHUE TIpeCTaBICHNE KYJISIpHBIE OCHO-
BEI HacTe/I- 0 TeHOME 4e- 0 TeHOME Ye- BEI HACTIe/I-
CTBEHHOCTH, JIOBEKa, MoJie- JIOBEKa, MoJIe- CTBEHHOCTH,
poIU HacTe - KYJISIpDHBIC OCHO- | KYJISIpHBIE OCHO- | POJIH HacCle[-
CTBEHHOCTH B BEI HAaCTIe/I- BBI HaCTIel- CTBEHHOCTH B
OTIpeJIeIEHIH CTBEHHOCTH, CTBEHHOCTH, ompeeIeHuN
3JIOPOBBS M 11a- | POJIH Hacie.- poJu HacTe - 3JIOpOBBS U Ta-
TOJIOTHH. CTBEHHOCTH B CTBEHHOCTH B TOJIOTHIH.

OTIpeIeIEHIH oTIpeIeNIeHNN

3/I0pOBBS U Ta- 3II0pOBBS U 1a-

TOJIOTHH. TOJIOTHIH.

Bmageres | ®parmenrapnoe | B uenom ycnem- | B nenom ycnem- | Yenemsoe u cu- | Ipaktu- Cobeceno-
BJIaJICHHE HOE, HO HE CH- HOE, HO CO- CTeMaTHYEeCKOe YecKue BaHMUe.
MeINKO-010- CTEeMaTHUYECKOE JieprKaliee oT- BJIaJICHHE HaBBIKH.
JIOTUYECKHUM T0- | BJIaJIeHHE JIeNbHBIE TTPo0e- | MeIuKo-01o-

HATUHAHBIM aria-
paTom, MeTo-
JlaMA U3YICHUS
TeHETHKH Ye-
JIOBEKa.

MeIUKO-0H1O0-
JIOTHYECKHM I10-
HSATHHHBIM alla-
paTom, METo-
JlaMU U3YYECHUS
T€HETHKH Ye-
JIOBEKaA a.

JIBI BJIAJIEHUE
M€EIUKO-0HO0-
JIOTUYECKHM I10-
HATUHHBIM aria-
paToM, MeTo-
JaMU H3YYCHHS
T€HETUKH Ye-
JIOBEKA.

JIOTHYECKHM I10-
HATUHHBIM aIlia-
paTom, MeTo-
JlaMU U3YYCHUS
TCHETHKH Ye-
JIOBEKA.

OIIK-5. CniocoGen orieHnBaTh MOPPOPYHKITMOHATHHBIE, (PU3HOTOTUUECKIE COCTOSIHHS 1 MTaTOJIOTHIECKUE
MIPOIIECCHI B OpraHU3Me YeJIOBeKa JIJIsl pelieHs MPoecCHOHANBHBIX 3a/1a4

NI OIIK 5.5. OuenuBaet MoppoyHKIIMOHAIBHBIE U (PU3NOJIOTHUECKUE COCTOSIHUSA, TaTOIOTHUYECKHUe
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MMpoNHeCCChl B OpraHrU3ME YCJIOBCKA HA KJIICTOUYHOM, TKAHCBOM, OPIraHHOM YPOBHSX.

3HaTh O®parmentapaeie | O0mue, HO HE CdopmupoBan- ChopmupoBan- | YCTHBIN Cobecemo-
3HAHUS MOJIe- CTPYKTYpHUPO- HBIE, HO CO- HBIE CHCTEMAaTH- | ONpOC, Te- | BaHHE.
KYJISIDHOTO, TCH- | BaHHBIC 3HAHWA | JeprKallue OT- YecKHe 3HaHUs CTHPOBa-
HOTO, MOJICKYJISIPHOTO, | JIENbHBIC TPOOe- | MOJISKYJISIPHOTO, | HHE.
XPOMOCOMHOTO TeHHOTO, JIBI 3HAHUS MO- TCHHOTO,
¥ TEHOMHOT'O XPOMOCOMHOTO JIEKYJISIPHOTO, XPOMOCOMHOTO
yYpOBHEH Hapy- " TEHOMHOTO | TEHHOTO, Y TEHOMHOT'O
LICHUS Hacled- | YPOBHEH Hapy- | XpOMOCOMHOIO YPOBHEU Hapy-
CTBEHHOI'O MaTe- | LIEHWs Haclel- | ¥ TeHOMHOTO LICHUS HACHE-
puana mpu Bo3- | CTBEHHOI'O MaTe- | ypOBHEH Hapy- CTBEHHOT'O MaTe-
HUKHOBCHWH Ia- | pHaja MpH BO3- | IICHHS HAce[d- | puaia Ipu BO3-
TOJIOTHYECKUX HUKHOBCHUH Ta- | CTBCHHOTO MaTe- | HUKHOBCHHH I1a-
MPOIIECCOB B TOJOTUIECKHX puayia mpu BO3- | TOJOTHUECKUX
OpraHusMme ye- TPOIIECCOB B | HUKHOBEHHH a- | MPOIICCCOB B
JIOBEKA OpraHm3Me  4Ye- | TOJOTHYECKHX OpraHu3Me ue-
JIOBEKa MIPOLIECCOB B JIOBEKa
OpraHu3Me ue-
JIOBEKa
YMmeTh YactruHo B nenom ycnem- | B menom yenem- | Chopmuporan- | Pedepar/ | Tectupo-
OCBOCHHOE yMe- | HOE, HO HE CH- HOE, HO CO- HOE YMCHUE olle- | JTOKJa, BaHHE.
HHUC OIICHUBATh | CTEMATHYCCKH Jiepkariee or- HUBATh HApyIlle- | pelieHue
HapylIeHUs Ha- | OCYILECTBIISI- JenbHbIe Tpobe- | HUs Hacien- CHUTYaIH-
CJIC/ICTBEHHOTO eMoe YMCHHE JIBl YMEHHE Olle- | CTBEHHOI'O MaTe- | OHHBIX 3a-
MaTepuasa npyd | OIICHWBATh HAPY- | HUBATh HApyllle- | pyaya Mpu Bo3- | Jad.
BO3HUKHOBCHUUN I€HWA HaCJICA- HUA HacJIea- HUKHOBCHHWHU I1a-
IaTOJIOTNYCCKUX CTBEHHOI'O MaTe- CTBCHHOI'O MaTec- TOJIOTHYCCKHX
MPOIIECCOB B puana mpu Bo3- | pualia MpH Bo3- | MPOIIECCOB B
opraHusme 4e- HUKHOBCHHHU I1a- HHUKHOBCHUWU I1a- OopraHnnu3Me 4e-
JIOBEKa Ha MOJIE- | TOJIOTHYECKUX TOJIOTUYECKHX JIOBEKa Ha MOJIe-
KYJISIPHOM, T€H- | MPOIIECCOB B MPOIIECCOB B KYJIIPHOM, T€H-
HOM, XPOMOCOM- | OpTaHU3ME Ye- OpraHusme ye- HOM, XPOMOCOM-
HOM M TCHOMHOM | JIOBEKa Ha MOJIe- | JIOBeKa Ha MOJie- | HOM M TeHOMHOM
YPOBHSIX. KYJIIPHOM, T€H- | KYJIAPHOM, T€H- | YPOBHSX.
HOM, XpPOMOCOM- | HOM, XpOMOCOM-
HOM U T'€HOMHOM HOM U T'€HOMHOM
YPOBHSIX. YPOBHIX.
Bmagerr | ®parmenrapuoe | B menmom ycnem- | B rmenom ycnem- | YcnemHoe ucu- | Ipaktu- Cobecemo-
NPUMEHEHHUE Ha- | HOE, HO HE CH- HOE, HO CO- CTeMaTHYECKOEe YecKue BaHME.
BBIKOB UCIIOJIb- | CTEMaTUYECKOE Jiepkariee or- MPUMEHEHHUE HAa- | HABBIKH.

30BaHUA MECTO-
A0B U3y4YCHUS

[IPUMEHEHUE Ha-
BBIKOB HCIIOJIb-

JIeJIbHBIC TIPO0e-
JIbI IPUMECHEHHE

BBIKOB HCIIOJIb-
30BaHUA MCTO-

HACJIEJICTBEHHO- | 30BaHUS METO- HAaBBIKOB HC- JIOB U3Y4YEHHUS
CTH YEJIOBEKa HA | JI0B U3YUYEHUS I10JIb30BaHUs HACIIEICTBEHHO-
MOJICKYJISIDHOM, | HACIEICTBEHHO- | METOJOB M3yde- | CTH Y€JIOBEKa Ha
TEHHOM, CTHU YEJIOBEKA HA | HUSA HACJEH- MOJIEKYJIIPHOM,
XPOMOCOMHOM M | MOJIEKYJIIDHOM, | CTBEHHOCTH 4Ye- | [€HHOM,
T€HOMHOM YPOB- | T€HHOM, JIOBEKA Ha MOJIE- | XPOMOCOMHOM H
HSIX. XPOMOCOMHOM U | KYJISIDHOM, T€H- | T€HOMHOM YPOB-

T€HOMHOM YPOB- | HOM, XPOMOCOM- | HSX.

HSIX. HOM Y T€HOMHOM

YPOBHSIX.

OIIK-5. CniocobeH orieHuBaTh MOpPoyHKIIMOHATBHEIE, (GPU3UOJIOTHUECKHE COCTOSIHUS 1 TTATOJIOTHIECKUE
MIPOLIECCHI B OPTaHU3ME YeJIOBEKa I pelieHust MpodeCCHOHAIBHBIX 3a/1a4

N OIIK 5.6. Ucnonb3yeT coBpeMeHHbIE METO/Ibl (DYHKIIMOHAIBHOM THarHOCTUKU, HHTEPIPETUPYET
pe3yJbTaThl JAOOPATOPHBIX U MHCTPYMEHTAJIBHBIX METOI0B JUATHOCTUKY JUIsl OLIEHKH MOP( O] yHKIIHO-
HAJIbHBIX U (DU3HOJIOTHYECKUX COCTOSIHHM, MATOJIOTHYECKUX MPOLIECCOB B OpraHU3Me YeJIOBeKa
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3HaTh O®parmentapaeie | O0mue, HO HE Cdopmupoan- ChopmupoBan- | YCTHBIN Cobecemo-
3HaHUS METOAOB | CTPYKTYpPHpPO- HBIE, HO CO- HBIE CHCTEMAaTH- | ONpOC, Te- | BaHHE.
TeHETHYECKOTO BaHHBIC 3HAHUSA | JepiKallue OT- YeCKUe 3HAHUS CTHpOBa-
aHanm3a. JIabo- | METOHOB reHeTH- | JeNbHBIE MPoOe- | METOIOB FeHETH- | HUE.
paTopHbIE METO- | YECKOTO aHalM- | JIbl 3HAHWS METO- | YECKOTO aHalu-

Ibl IMarHOCTUKK | 3a. Jlaboparop- | 1OB reHeTuye- 3a. Jlabopatop-
HACJICZICTBCHHBIX | HBIC METOZBI | CKOTO aHAJIN3a. | HBIE METOJIBI
Oonesnent mis JarHOCTHKH JlaGopaTopHble | TUATHOCTHKH
BBISBJICHHS TIa- | HACJICACTBEHHBIX | METOJBI JUAarHO- | HACIEACTBEHHBIX
TOJIOTHYECKIX Oone3Helt Ui | CTHKHM HAclen- OomnesHeit st
IPOLIECCOB B BBISBIICHUS I1a- | CTBEHHBIX 00- BBISIBIICHHS T1a-
OpraHusme ye- TOJIOTUIECKHX Je3Hen s TOJOTUIECKHX
noBeka. L{uTo- HPOIIECCOB B | BBUIBJICHHUS [T~ | MIPOLIECCOB B
JIOTUYECKHE U OpraHm3Me  dYe- | TOJOTHYECKUX OpraHu3Me 4e-
COBpPEMEHHbBIE noBeka. Lluto- | mpoueccoB B noseka. [{uto-
MHUKpPOCKOIIMYE- | JOTMUYECKHE U | OpraHu3Me ue- JIOTHYECKHE U
CKHE METOIBI COBpPEMCHHBIC noBeka. Luro- COBPEMCHHBIC
n3y4yeHus ono- MHUKpPOCKOIIMYE- | JIOTHYECKHE U MHUKPOCKOIIHYE-
JJOTHYECKHUX CKHE METOABI | COBPCMCHHBIC CKHE MCTOAbI
00BEKTOB. U3ydeHus OWO- | MUKPOCKOIIMYe- | W3ydeHHus Ouo-
JOTHYECKUX CKHE METOJIbI JOTHYECKUX
00BEKTOB. M3y4CHUs OHO- 00BEKTOB.
JIOTUYECKUX
00BEKTOB.

Ymerb YactraHO B nenom ycneur- | B nenom yenem- | Chopmuposan- | Pedepar/ | Tectupo-
OCBOCHHOE yMe- | HOE, HO HE CH- HOE, HO CO- HOE YMCHHE MH- | JIOKJa, BaHHE.
HHE HHTEPIIpe- CTEMaTHYECKH JeprKariee oT- TepPIPETHPOBATh | PEIICHUE
TUPOBATh OCYILECTBIIA- JeNbHBIE IPO0e- | pe3yNbTaThl Te- CUTyalu-
PE3YJIbTAThI I'C- €MOC YMCHHEC JIbl YMCHUEC UH- HETHUYECKOI'O OHHBIX 3a-
HETHYECKOTO MHTEPIIPETUPO- | TEpHPEeTHpOBaTh | aHamm3a. MHTEep- | mad.
aHanu3a. lHTep- | BaTh pe3yibTaThl | pe3yJabTaThl re- | MPETHPOBATH
NPETUPOBATH TeHETUYECKOTO HETUYECKOTO pe3yibTaThl Jia-
pe3ynbTaThl 1a- | aHanuza. MHTep- | ananmsa. HTEp- | GOpaTOpHBIX Me-

OOpaTOpHBIX Me- | MPETHPOBATH NPETUPOBATh TOJIOB TMAarHO-
TOJIOB JIHAarHO- pe3yibTaThl JIa- | pe3yNbTaThl Ia- | CTHKH Hacie.l-
CTHKH Haclea- 0OopaTOpHBIX Me- | OOpaTOPHBIX Me- | CTBEHHBIX 0O-
CTBEHHBIX 00- TOJIOB TMAarHO- TOZOB JJHAarHO- Je3Hel s
Je3HeH s CTHKH HaCleJ- CTHKH Hacle[- BBISIBIICHHS T1a-
BBISIBJICHUA I1a- CTBEHHBIX 00- CTBCHHBIX 60' TOJIOTHYCCKHUX
TOJIOTHYECKHX Je3HeH s Je3HeH s MPOLIECCOB B
HPOLIECCOB B BBISIBJICHHS T1a- | BBISABIICHMS [1a- | OpraHU3Me ue-
OopraHu3mMe 4e- TOJIOTHYCCKHX TOJIOTHYECKHUX JIOBCEKaA. I/IHTep-
noBeka. MHTep- | mpoleccos B MIPOIIECCOB B MPETUPOBATH 11~
IPETHPOBATH U~ | OpraHU3Me ue- OpraHu3Me 4e- TOJIOTUYECKHE U
ToJIOTMYEeCKKe U | JoBeka. MiHTep- | noBeka. lHTEp- | coBpeMeHHBIE
COBPEMCHHBLIC IIpETUPOBATH 1N~ MMpETUPOBATH M- MUKPOCKOIHNYC-
MHUKpPOCKOIIMYE- | TOJIOTMYECKHE U | TOJIOTHYECKHE U | CKHE METO/BI
CKHE METObI COBpPEMEHHbBIE COBPEMCHHBIE n3y4yeHus ovo-
HN3Yy4YCHUA ono- MUKPOCKOIINYC- MHKPOCKOIINYC- JIOTUYCCKHX
JIOTMYECKUX CKHE METObI CKHE METOABI 00BEKTOB.
0OBEKTOB. n3y4yeHus ono- u3yueHus ouo-

JJOTUYECKHX JIOTHYCCKUX

00BEKTOB. 00BEKTOB.

Bnaners | ®@parmenraproe | Buenom ycnem- | Buenom ycnem- | Ycememnoe ucu- | [Ipaktu- CobGecero-
NpUMEHEeHHe Ha- | HOe, HO HE CH- HOE, HO CO- CTeMaTHYeCcKoe yecKue BaHHE.
BBIKOB UCIIOJIb- | CTEMAaTHYECKOE | JepiKallee OT- IOPUMEHEHUE Ha- | HaBBIKU.

30BaHUA MECTO-
0B U3YUYCHUA U

MMPUMCHCHUC HA~
BBIKOB HCIIOJIb-

JenbHBIE Tpo0de-
JIbI IPUMCHCHUE

BBIKOB HCIIOJIb-
30BaHUA MECTO-
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JIMarHOCTHKHU 30BaHUS METO- HaBBIKOB HC- JTIOB U3YICHHS U
HACJICICTBEHHBIX | JOB U3YUYCHUS U | MOJIB30BAHUS IMArHOCTHKHU
3a00JIeBaHUI Ue- | JUArHOCTHKH METOJOB M3y4e- | HACICICTBCHHBIX
joBexa. HaBeI- HACJEACTBEHHBIX | HUS M JHArHO- 3a00J1eBaHuli ue-
KOB MHKPO- 3a00JIeBaHul Ye- | CTUKH HACIEd- JIoBeka. HaBbI-
CKOITUPOBAHMSL. JIoBeka. HaBbl- CTBEHHBIX 3200- | KOB MUKpPO-
KOB MHKPO- JIEBaHUH YeJI0Be- | CKOIMPOBAHUSI.
CKOITUPOBAHMUSL. ka. HaBbIkoB
MHUKPOCKOIIAPO-
BaHUs.

2. Tunosbie KOHTPOJIbHBIC 3aTAaHUA U HHBIC MATCPHAJIbI

2.1. IlpumepHBIii KOMILUIEKT TUMOBBIX 321aHUIi IS OLEHKHU C(POPMHUPOBAHHOCTH KOMIIETEHIIHIA,
KPUTEPHUHN OLEHKH

Koo komne- Komnnexm 3adanuii 0na oyeHKu chopmupoeaHHocmu KoMnemeHyuil
menyuu
IIpumepHbIe BOIPOCHI K 3a4eTy
OIIK-5 (c Nel mo Ne57 (moJiHbIi mepevyeHb BOMPOCOB — CM. 11. 2.2))

1. Myrarenes. Kinaccuduxauus myranuil. ['eHepaTuBHbIE 1 COMaTHYECKHE MYyTaIUH.
CroHTaHHBIN U MHAYLIMPOBAaHHBIA MYTAallMOHHBIN ITpoLiecc. BrisgBieHue u konnye-
CTBEHHBIN y4eT MyTaluil.

2. T'eHermueckuii KOHTPOJIbP MYTAIIMOHHOTO Iporiecca. PanuanuoHHbBId 1 XUMUYCCKHIMA
MmyTareHe3. MytareHsl okpysxatouiei cpebl. @akTopbl, MOIUPHIHPYIOIIME MyTalll-
OHHBIH ITPOIIECC.

3. T'enomuka - Hayka o reHoMax. CTpyKTypHasi OpraHu3alys TeHoMa IMPOKapuoT U 3yKa-
puotr. Kraccudukanus MOBTOPSIOMMXCS 3JIEMEHTOB TeHOMa. MEXTyHapO HbIH
IpoeKT «I'€eHOM YesloBeKay.

4. TlomynsauMOHHO-CTaTUCTUYECKUN MeTon. ['eHeTnueckas CTpyKTypa momyiasinuu. Ya-
CTOTHI TEHOB M T€HOTHUTIOB. 3akoH Xapau-BaitnOepra. ['eneTnueckuii rpys.

5. @akTopbl TMHAMHUKHM F€HETUYECKOr0 COCTaBa MOMYJISALMU: JApeiid reHoB, MyTallMOH-
HBIH [TpoLiecc, MUTPAlUY, U30MpaTeIbHOE ClIapUBaHNE 0CO0EH, eCTECTBEHHBIN 0TOOP.

6. Ilonarue o eBrenuke. [lo3uTHBHAs U HEraTUBHas €BI€HMKA: COLMAJIbHBIE ACIEKTHI.

CoBpeMeHHbIE ITHYECKHE MPOOIEMbl METUIIMHCKON T€HETUKH (KJIOHUPOBAaHUE U Te-

HEeTHYecKasl MaclopTU3aLus).

MeTto1b1 MONIEKYNIIpHOM AMAarHOCTUKH. OO1Iue MOHATHS.

8. TNomumepasznas nennas peakuus (ITL[P), ocHOBHBIE TOHATHS (TIPUHIIHIL, TEMIIEPATYp-
HBIE PEKUMBI, cocTaB Oydepa).

9. Uemu n npunnun nposeaenus peakuu [IJIPD (momumopdusm MH peCTPUKITNOH-
HBIX (pparMeHTOB).

10. AHanu3 oAHOICTIOYEYHOr0 KoHpopMmannonuoro noiaumopdusma (SSCP), menu u
IIPUHLINI IPOBEACHUS.

11. CexBenupoBanue no CaHrepy - 1eJ1d ¥ MPUHIIMIT TPOBEICHUS pEaKIUH.

12. PecTpUKIIMOHHBIN aHAIIH3.

13. I'enorepanusi, mporpamMma, [eJH, MOAX0/bI. Y CTICITHBIE TPOSKTHI TEHHON TEparvy.

14. Tlonsitue o papmakoreHetrke. OCHOBHBIE LIEJIM U 33/1a4H.

15. Muorodaxkropusie (MmyiabTHuakTopuaibable, BHIT) 601e3nu. ['enernueckue u cpeno-
BbI€ (haKTOPBI PHUCKA.

16. BM3HEOBBIN METO/T, TIEJIH, 3TAITbI, pacdeT KodpduImeHTa XoJIbIIHHTEpA.

17. HacnencTBeHHbIE OO0JIE3HU: ATHOJIOTHS, KJIAaCCU(UKALIMS, TUITBI HACIEIOBAaHUS, OCO-
OEHHOCTH KIMHUYECKUX MPOSIBICHUH.

18. CemmoTHKa HACIeICTBEHHBIX 3a0oneBanuil. [TorsaTre cuaapoma. OO0IIas XapakTepH-

~
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19.
20.
21.
22.
23.
24.
25.
26.
27.
28.
29.

30.
31.

32.
33.
34.
35.
36.
37.
38.
39.
40.
41.

42.

43.
44,

45.

46.

47.

48.

CTHKa HACJIEACTBEHHOM MAaTOJOTUU. TepMUHONIOT U

MuxkpoaHoOMaluu pa3BUTHA (CTUTMBI TU39MOpPHOTeHe3a), ONpeesieH e, IeJb BhISBIIC-
HUS, 0COOEHHOCTH KIIMHUKO-MOP(OIOTHYECKOT0 OCMOTPa BPayOM-T€HETUKOM.
THIIBI TeHHBIX MYTallUi, HOHCEHC, MUCCEHC, CIBUT PAMKH CYMTBHIBAHUS, CIUTAWCHHTO-
Bble MyTalui. MexaHu3Mbl TeHHBIX MYTalIUH.

['ennbie 60ne3un. O6mue nouarus. Knaccugukarus. [Ipumepst.
Knunuko-reneanornueckuit meroa. Tumel HacneaoBanus. Kinnnuueckue npumepsl.
Oco0eHHOCTH ayTOCOMHO-TOMHUHAHTHOTI'O TUIIA HacienoBaHus. CocTaBUTh POJOCIIOB-
Hyto. [Ipumepsl 3a001eBaHUT.

Oco0eHHOCTH ayTOCOMHO-PELIECCUBHOTO TUIIA HacienoBanus. COCTaBUTh POIOCIOB-
Hyto. [Ipumepsl 3a001eBaHUT.

OcoOenHocTH Y CLEIIEHHOT O TUIIA HaclieoBaHus. CocTaBUTh poJociaoBHYt0. [Ipu-
Mepbl 3a00JIeBaHUM.

Oco0enHocTy X-CLEMIIEHHOT0 JOMUHAHTHOIO THNa HacienoBanus. CocTaBUTh poJIo-
cioBHy. [Ipumepsl 3a001eBaHMiA.

Ocobennoctu X-CIEMIEHHOTO PEIECCUBHOIO THIIA HACIICOBAHMS.

CoctaBuTth poocinoBHy0. [I[pumMepsl 3a001eBaHMiA.

[{uTonnazMaTuyecKuii UM MaTepUHCKUHN TUI HachaeaoBaHusi. COCTaBUTh POIAOCIOB-
Hy1o. [Ipumepsl 3ab601eBaHMiA.

HacnencrBennsie 6one3nn oOmena. OO0mias XxapakTeprCcTUKa U KIacCH(PUKAITHSL.
MyKoBHCIINI03: TEHETHKA, IEPBUYHBIN reHETUUECKU 1e(DeKT, KIMHHUKA, TaTOTeHE3,
JMarHOCTHKA, JICYEHHUE.

DEeHUIKETOHYPUS: TeHETHKA, IEPBUYHBINA OMOXUMUYECKUH 1e(heKT, KIMHUKA, HEOHA-
TaJbHBIA CKPUHUHT, IATOT€HE3, TUATHOCTHKA, JICYEHHUE.

CungpoMm Mapdana: Tun HacjaenoBaHUSs, MaTOTEHE3, TUArHOCTUKA, KIMHUYECKHE
IIPOSIBJICHUS, JIEYUEHHUE.

bonesnu skcnancuu, cunapom MaprtuHa-benna, reHeTuka, KIMHHUKA, TATOTCHES,
JMArHOCTHKA, JICYEHHUE.

OO61mas xapakTepucTUKa MUTOXOHIPHANIbHOM naTooruu. OcOOEHHOCTH TeHOMA MHU-
ToxoHpuil. [Ipumeps! 3a601eBaHUi.

Opdannsle 3a00neBanust. Ooume noustus. [Ipumepsl. Peectp opdannbix 3a6051eBa-
HUU.

OO0111as1 XapakTepUCTUKA K MEXAHU3Mbl XPOMOCOMHOM MaTOJIOTHH.

['eHOoMHBIE U CTPYKTYpHBIE abepparuu xpomocoM. Knaccudukanus. [Ipumeps.
Knaccudukanus u MexaHu3Mbl XpOMOCOMHBIX MyTalui, cOalaHCUPOBAHHbBIE U
HecOalaHCUPOBAHHBIE CTPYKTYPHBIE IEPECTPONKH.

Hacnencreennsie 6051€3HU, 00YCIIOBIEHHBIE aHOMAJIUSIMHU TOJIOBBIX XPOMOCOM, OCO-
OEHHOCTHU TEYEHMS], IPUMEPBHI.

BpoxnéHHble MOPOKHU pa3BUTHUS: ONpeleneHHe, Kilaccu(uKalus, 3THOIOTHS, TYTH
npo(UIAKTUKY.

MeTtonpl aHanu3a KapuoTHNa (IUTOTEHETHYECKHE, MOJIEKYISIpHO-IIUTOTeHETHYE-
CKH€), IPUHIMIBI U AUArHOCTUYECKHUE 33Jauu.

[ToxazaHus 1715 HUTOTEHETHYECKOT0 00CIeIOBaHUS B TIOCTHATAILHOM IIEPUO/IE.
Cunapom JlayHa: TUII MyTaIiy, MaToreHe3, AMarHoCTUKa, KIMHUYECKUE MTPOSBICHUS,
JIeYyeHHe.

Cunapom DBap/ca: THII MyTalluy, TaTOTEHE3, AMAarHOCTUKA, KIIMHUYECKHUE TTPOSBIIe-
HUS, JIEYCHHE.

Cungapowm Ilaray: Tun MmyTaruu, matoreHes, AMarHOCTUKA, KITMHUYECKUE MPOSBICHHUS,
JIeYyeHHe.

Cungapowm lepemeBckoro-TepHepa: TUII MyTallMy, IaTOTEHE3, AMATHOCTHUKA, KIIUHU-
YEeCKHUE MPOSIBICHHUS, JICUCHUE.

Cunapom KnaitHdensrepa: TN MyTaluu, naToreHes, AMAarHOCTUKA, KIMHUYECKHUE
POSIBJICHUS], JICUSHHUE.




49.

50.

51.

52.

53.

54,

55.

56.

S57.

Yactuuneie aneymionnuu (cuaapoM Bombda-XupuixopHa, «KOMIaubero KPHKay),
TUIT MyTalluH, IaTOICHEC3, TUArHOCTUKA, KIIMHUYCCKUC MTPOABJICHUS, JICUCHUC.
[TpodunakTrka HacIeACTBEHHBIX 3a00I€BaHUM, YPOBHH, MOAX0b1. [ToHsATHE «TTepH-
KOHIICTIITUOHHON TPOQHIAKTHKI.
Menuko-reHeTuYecKoe KOHCYJIbTUPOBaHUE. XapaKTEPUCTUKA POJIM Bpaua TeHETUKA B
NPaKTUYECKOM 37PaBOOXPAHEHUH.
Menuko-reneTuueckas ciry:x0a: 1einp, 3aaa4uu. [lepedncianTs nokasanus i HampaB-
JICHUA Ha KOHCYJIbTAIIUIO K Bpady I'CHCTUKY.
[IpenaranbpHas auarHoctuka. O0Imas XxapakTepucTuKa, 1ejib IPUMEHEHUs, METO/bI,
CpPOKH.

HeunBazuBHble METOJIbI MPEHATAIBHON AUATHOCTUKH (OMOXWMUYECKUN CKPUHUHT,
V3U1). Obmas xapakTepuCcTUKa, 11€Jb IPUMEHEHUS, METO/IbI, CPOKH.
WHBa3uBHBIE METOMBI MPEHATaIbHOM AMarHOCTUKU. OOIas xapaKTepUCTHKA, LENlb
MMPUMCHCHUA, MCTO/AbI, COOKH.
CoBpeMeHHbIE MOAXOAbl B HEMHBA3UBHOM IMpEHATaJbHOW AMArHOCTHUKE (aHAIIU3
XPOMOCOMHOM aTOJIOTUHU IO KPOBU MAaTEPH, IPEUMIUIAHTALlMOHHAS JUarHOCTHUKA).
KomnbioTepHble TMarHOCTHYECKHE TPOrpaMMBbl. 3a[1auu, periaeMble ¢ UX MOMOUIBIO.
IIpumeps! mporpamm.

IIpumepHbIe BONPOCHI K YCTHOMY ONPOCY TEKYIIEro KOHTPOJIS

(c Nel mo Ne27 pa3zmen 1 m 2, ¢ Nel mo Ne20 paznen 3, ¢ Nel mo Nel9 pasnei 4, ¢ Nel no
Ne22, pazaen 5, ¢ Nel mo Nel8 pa3nen 6 (moJiHblIii mepeyeHb BONPOCOB — CM. 11. 2.2))
Pa3zpean 1 u 2.

1.
2.

3.

B

10.

11.
12.

13.
14.
15.

16.
17.
18.
19.
20.
21.

Hamnpasnenus reHOMMKHY U BX LEIH.

[IpoekT «I'eHOM YesioBeKa»: CTPaHbl-y4aCTHUIIbL, BPEMEHHbBIE PAMKH, LIETU MIPOEKTA U
€ro 3Ha4YCHHUE.

Knaccudukanus 3a6o1eBaHmil B 3aBUCUMOCTH OT POJIM HACTIEACTBEHHOCTH U CPEJIbI B
UX Pa3BUTUH, IPUBEAUTE NMPUMEpPHI. JlaliTe onpeneaecHue TEpMUHaM:
HaCJIeICTBEHHBIE O0JIE3HU, BPOXKIEHHBIE 3a00JIeBaHUs, CEMEITHbIE O0IE3HU.
[Toxazanus 1151 OMOXMMHYECKUX METOAOB IUarHOCTUKH.

BricokoadexTrBHas KUIKOCTHAs XpoMmaTorpadus: MaTepual i 00bEKT
WCCJIEI0BAHMS, BOSMOKHOCTH U OTPAHUYEHUS METO/1A.

["a3oBas xpomarorpadus: MaTepual 1 0ObEKT UCCIIEAOBAHUS, BO3SMOXKHOCTH
OTpaHUYEHUS METOAA.

TannemMHas Macc-CIIEeKTPOMETPHS: MaTeprall U 00BEKT HCCIeI0BAHNUS, BO3SMOXHOCTH
Y OTPAaHUYEHUS METOMA.

[TLIP: maTepuan 1 0ObEKT HUCCIEOBAHNUS, BOBMOKHOCTH U OTPaHUYEHHSI METO/1a.
[TAP®: maTepuan u 00BbEKT HCCIIEIOBAHHUS, BOSMOXHOCTH U OTPAHUYCHHS METO/1A.
CekBeHHpOBaHHe: MaTepuai U 00BEKT UCCIIEJOBAHNUS, BOZMOYKHOCTH M OTpaHHYEHHS
METO/a.

NGS: maTepuan 1 00BEKT UCCIIEIOBAHNS, BO3SMOKHOCTH M OTPaHUYEHUS METO/Ia.
[{uToreneTnueckuii METOA: MaTepuai U 0ObEKT UCCIIEOBAHUS, BOSMOXKHOCTH U
OTpaHUYEHUS METOAA.

FISH: maTepuan u 00beKT UCCIIeIOBaHMS, BO3MOXHOCTH M OTPAHHYEHUS METOI.
Cytb MeToa Xpomarorpapum.

[Tonmumepasnas uennas peakuus (I[1LP): mpuHumm, TeMnepaTypHble peKUMBbI, COCTaB
Oydepa.

Oco0eHHOCTH FeHOMA MPO- U SYKAPHOT.

['eneTnueckuii noaumopdusm: onpeaeneHue, Tuns noaumopdusma JHK.
OAHOHYKJICOTH/IHBIE TOIUMOP(U3MBIL: OIpeieNieHne, KiaccuuKaius, 3HaueHue.
[ToBTOpSsitOLIMECS TOCTEI0BATEILHOCTH T€HOMA: KJIacCU(pUKaIKs, 3HaUCHHE.
Knaccugukarus reHoB, IpuBEAUTE IPUMEPHI.

Crpoenue rena. CailTsl IpoMOTOpa, TEPMUHATOPA, 3K30HBI, UHTPOHBI, UX POJIb B
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CHHTE3€ OernKa.

22. OcOOEHHOCTH PETYIIAINHA OMOCHHTE3 OeKa y MPo- U SYKapHoT.

23. AnbTEpHATUBHBIN CIUTAMCHHT: OTIpe/IeTICHUE, CYTh ITpoIlecca, 3HaYCHHUE.

24. Kimrouebie coObitusi PHK-unTepdepeniun. Poss pepmenta Diser u 6enxoBoro
koMmiuiekca RISC.

25. Memunuackoe 3nauenne PHK-untepdepenmmm.

26. AHanu3 OHOIEIOYEeYHOro KoH(GopMarmonHoro nmoaumopdusma (SSCP), nenu u
MIPUHIIUAII TTPOBEICHUS.

27. CeKBeHUPOBAHUE - LIEJIU U IPUHIIUI TPOBEICHUS PEAKIIIH.

Paszngea 3.

1. Tennsie 6one3nu. O6mue noustus. Kinaccupukanus. [pumepsr.

2. HacnencrBennsie 60me3Hu 0OMeHa. OO0I1as XapaKTEepHUCTHKA.

3. Temodwunus: Ha3BaHUE TeHA, OeNIKa, THIT HACTIEOBAHUS, ICPBUYHBIN TCHETUYCCKUIT
nedeKT, maroreHes, KIMHUKA, TUarHOCTHKA.

4. ®ocdar-nuaber: Ha3BaHUE reHa, OeTTKa, TUI HACJICIOBAHHUSI, TICPBUYHBIN
T€HETUYCCKUN e(DeKT, MaToreHes3, KIMHUKA, THarHOCTHKA.

5. AHupuaus: Ha3BaHUE reHa, OeJIKa, TUT HACJICJOBAHMSI, TICPBHYHBIA T'€HETHICCKHIMA
nedeKT, maroreHes, KIMHUKA, THarHOCTHKA.

6. Bonesns ['mmmpyHra: Ha3BaHUE TeHA, OCJIKa, THIT HACTICTOBAHUS, [ICPBUIHBIN
TEHETUYCCKUN Ie(DeKT, MaToreHes3, KIMHUKA, THarHOCTHKA.

7. CewmeifHasi THTIEPXOJIECTEPUHEMHUSI: Ha3BaHUE I'eHa, OeJIKa, TUII HACJIeJOBAHU,
MIePBUYHBIN FreHETUYECKHIA Te(DEeKT, maToreHes, KIMHUKA, THarHOCTHKA.

8. Heiipodgubpomaros: Ha3BaHUE T'eHA, OCIIKA, TUIT HACIICIOBAHUS, ICPBHYHBIHA
T€HETUYCCKUN e(eKT, MaToreHes3, KIMHUKA, THarHOCTHKA.

9. Cunapom Mapdana: Ha3BaHHE TeHa, OCIIKa, TUIT HACTICTOBAHUS, IICPBUIHBIN
TEHETUYCCKUN e(eKT, MaToreHes3, KIMHUKA, THarHOCTHKA.

10. MuoTonuveckas TUCTpoQusi: Ha3BaHUE T'eHa, OeJIKa, THIT HACTICTOBAaHUS, [ICPBUIHBIN
T€HETUYCCKUN e(DeKT, MaToreHes3, KIMHUKA, THarHOCTHKA.

11. MykoBHUCITU03: Ha3BaHUE reHa, OeJKa, TUII HACJIeIOBAHHUS, TIEPBUYHBIN
TeHETHUYECKUN Ae(EKT, MaToreHes3, KIMHUKA, TUarHOCTHKA.

12. Cunnpom Maptuna-benna: Ha3BaHue reHa, OeTKa, TUT HACIeI0BaHUS, IEPBUYHBIHA
TeHETHUYECKUN Ae(EKT, MaToreHes3, KIMHUKA, TUarHOCTHKA.

13. AnpeHoreHeTanbHbIN CUHIPOM: Ha3BaHKE reHa, OeTKa, TUI HACJIeJOBaHMUS,
MIEPBUYHBIN T'eHETHYCCKHUI JePEKT, MaTOreHe3, KIIMHUKA, JMATHOCTHKA.

14. ®enunkeToHypus: Ha3BaHUE T'eHa, OeNKa, THIT HacTIeI0BaHus, TEPBUYHBIN
TeHETHUYECKUN Ae(EKT, MaToreHes3, KIMHUKA, TUarHOCTHKA.

15. Muonuctpodus Jromenna-bekkepa: Ha3BaHUe TeHa, OeNka, TUIT HacleI0BaHus,
MIEPBUYHBIN T'€HETHYCCKHUI JeEKT, MaTOreHe3, KIMHUKA, JMAaTHOCTHKA.

16. Atpodus 3putensHoro HepBa JleGepa: Ha3BaHue reHa, 6eJKa, TUIl HaclIeJ0BaHus,
MIEPBUYHBIN T'eHETHYCCKHUI JePEKT, MaTOreHe3, KIIMHUKA, JMATHOCTHKA.

17. Cunnpowm Jles: Ha3BaHUE TeHa, OeNKa, THIT HACJIEJOBAHUS, IEPBUYHBINA IT'€HETHYECKHIA
nedeKT, maToreHes, KIMHUKA, JHarHOCTHKA.

18. MERRF: Ha3Banue rena, 6enka, TUIT Hacle0BaHNUs, IEPBUYHBIN TeHETUUECKUN
nedekT, maToreHes, KIMHUKA, JHarHOCTHKA.

19. MELAS: na3zBanue reHa, Oenka, TUIT HacIeI0BaHUsl, IEPBUYHBIN TeHETUUECKUN
nedekT, maToreHes, KIMHUKA, JHarHOCTHKA.

20. KnuHuKO-TeHeanorn4eckuii MeTo1. Itansl. TpyAHOCTH B MPOBeACHUU. THIIBI
HaCJIeJOBaHUSI.

Paznen 4
1. OGmiast xapakTepUCTUKa XPOMOCOMHOMN MaTOJIOTHH.
2. Ywucnosble (MMOJUTUTONINS U aHSYTUTOUANHN (HYTHCOMUS, MOHOCOMHS, TPHCOMHS)) U
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CTPYKTYpHBIE abeppaliiy XpOMOCOM (JeJIeuu, AYTUTUKAI[UN, UHBEPCUU, KOJIbIIEBBIE U
TUIEHTPUIECKIE XPOMOCOMBI, H30XPOMOCOMBI, POOEPTCOHOBCKHE, PELIUIIPOKHBIC U
HEpeUMIIPOKHBIE TpaHcIoKauu). [Ipumepsi.

3. CoOanmancupoBaHHBIC U HeCOATaHCUPOBAHHBIE CTPYKTYPHBIC IIEPECTPONUKH.

4. Cunapom JlayHa, TUII MyTallUy, THAarHOCTHKA, KIMHUYECKUE MTPOSBIICHUS, JICUCHHE.

5. Cunapom DnBapjica, TUIl MyTallUU, IMArHOCTUKA, KITMHUYECKUE MPOSIBIICHUS,
JICUEHHUE.

6. Cunapowm Ilaray, THII MyTaluy, AMArHOCTHUKA, KIMHUYECKUE MIPOSBICHHUS, JICUCHHE.

7. HacnenctBennble 6051€3HU, 00YCIOBIEHHBIE AHOMATHSIMU TIOJIOBBIX XPOMOCOM,
0COOEHHOCTH TE€UEHUS, IPHUMEPHI.

8. Cunapom llepemenckoro-TepHepa, TUIT MyTalllH, TUarHOCTUKA, KIMHUYECKUE
MPOSIBJICHUS, JICUCHUE.

9. Cunapom KnaitHdenbrepa, TNl MyTalluy, AMATHOCTUKA, KIIMHUYECKUE IPOSIBICHUS,
JICYCHHE.

10. Yactuunsie aneymionanu (cuaapom Bonbda-XupuxopHa, «Komaubero KpuKay,
cunapom [Ipagepa-Bumnu, cunapom Axrensmana, cuaapom duJl>xopmku), Tum
MYyTalll{, AUATHOCTHKA, KIMHUYECKHUE MPOSIBICHUS, JICUCHHE.

11. KnuHuueckas IUTOTeHETHKA KaK pa3aes MeIUIIMHCKON TeHETUKH (OTIpeieIeH e,
o0acTy MPUMEHEHUS METOJIOB aHalln3a KapUOTHUIIA).

12. Tloka3zaHus UIsi IUTOTEHETUYECKOTO 00CIeIOBaHNS B IOCTHATAIBHOM MIEPHO/IC.

13. Ilurorenernyeckue METO bl aHANIM3a KaproTuna (MeTtadasHblid, IOUCK ITOJIOBOTO
XpOMaTHHa), MPUHIIMITEI U TUATHOCTUYECKHE 3a0a4H.

14. Moneky/sIpHO-IIUTOTeHETHYECKUE MeTO TbI aHau3a Kapuotuna (FISH), npunuumne: u
TMAarHOCTHYECKUE 3a/1aUH.

15. BpoxnéHHble MOPOKH Pa3BUTHS: OMPEIeIeHHE, KIaCCU(PUKALINS, STUOJIOTUS, TYTH
PO(UITAKTUKH.

16. Teparorennsie ¢hakTopsl cpenbl. Kputnueckue nepruoabl pa3BuTHsL.

17. [lonsiTHE TEPATOT€HHOTO TEPMUHAIIMIOHHOTO [IEPUOJIA.

18. Ponb nponudepariyu, anonTos3a, MUTPALAH KIETOK, AUhHepeHIIUPOBKH, COPTUPOBKHU
U aJIT€3HUH KJIETOK B PEryJISINU SMOpHUOTeHe3a, K KAKIM HapYIISHHUSIM TPHBOJIST.

19. Ponb XpOHOT€HOB ¥ '€HOB MPOCTPAHCTBEHHOM OpraHu3auy (Fr€eHOB CerMEHTAallNH,
KOMITAPTMEHTAIIN3AINHU, TOMEO3HCHBIX TEHOB) B PETYIISIIMU SMOpHUOTEHE3A.

Paznea 5.

1. Ponb reHeTHYECKUX U BHEUTHECPEAOBHIX (DAaKTOPOB B Pa3BUTUH IaHHOU TPYIIIbI ATO-
JIOTHH.

2. DnuaemMuonorudeckue xapakrepuctuku Md3.

3. Mogenu HacnenoBanus. KoaddummeHT HacieyeMoCTH.

4. 3HavyeHHEe KIMHMKO-T€HEaIOTHYeCKOro METO/a U aHaJIN3a POA0CIOBHBIX pu M3,

5. O6nacTu NpUMEHEHUs TONMYISIMOHHO-CTATUCTUYECKOT0 U OJIN3HEII0BOTO METO/10B
WCCIICTOBAHUSL.

6. IIpodunakruka MD3. ['pynmbl pucka u reHeTHYeCKre MapKephbl TPeIpacioIoKeHHO-
CTH K Pa3BUTHIO OOJIE3HM.

7. ®dapmakoreHeTHKa M SKOJIOTHYecKasi TeHeTHKa.

8. Kimuuko-reHerndeckue ocobeHHOCTH OphaHHBIX 3200I€BaHU.

9. /lmarHoCTHKA M JIedeHHE Op(aHHBIX 3a00JICBAHUIM.

10. Onpenenenue u obmast XapakTepuCcTUKa ophaHHbIX 3a00JeBaHUIA.

11. T'pymimiel 3a601€BaHUiA, BXOIAIINX B IEPEUYCHb OpPaHHbIX OOJIE3HEH.

12. Menuko-counanbHble BOIIPOCH, CBA3aHHBIE C JIeUeHHEM Op(haHHBIX OOJIE3HEH.

13. OHKOTeHBI K X OHOJIOTHYECKAs POJIb.

14. I'eneTnyeckue acreKThl KaHLIEPOTeHe3a.

15. O6mue npeacTaBiIeHUs O 3HAYCHUH HACTIEACTBEHHBIX ()aKTOPOB B BOSHUKHOBEHUH

paka.
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16.
17.
18.
19.
20.
21.
22.

@DakTOphI BHENIHEH CPEIbl, ACCOIMUPYIOMIHUECS C PAaKOM (KaHIIEPOTEHBI ).
BupycHbie 1 Kl1€TOUYHbIE OHKOT€HBI.

®uznonoruyeckasi poJib KIETOUHbIX TIPOTOOHKOT€HOB.

MexaHu3MbI IPEeBpAILEHUS TPOTOOHKOTCHOB B OHKOTEHBI.
['enbI-cynpeccopbl 1 MEXaHU3MBI CYIIPECCHH OITYXO0JIEBOTO POCTA.
Tpancdopmarus KIETOK U IPOIECC OIyX0JIC00pa30BaHUsL.
OC0OEHHOCTH «PaKOBBIX)» CEMEH.

Pasnea 6.

1.
2.

»ow

~

10.
11.
12.

13.

14.
15.

16.
17.
18.

OcHOBHBIE YPOBHU ¥ TTyTH MPOGUITAKTHKU HACICICTBEHHBIX 3a00ICBaHUIA.
[TonsTe «nepukoHIeNIMOHHAs TpoduiakTuKay. [lokaszaHus, nepedeHb Meponpus-
THMN.
Lenu u 3amaun MI'K.
ITokasanus i HanpaBinenus Ha MI'K.
[IpuHUKMIIBI OLIEHKN FEHETUYECKOTO PUCKA B PAa3JIMUHBIX IPyINIIaX HACIEACTBEHHOM a-
TOJOTUH. METOMBI €ro pacuera.
DTuYecKue, IPaBOBbIE U COIMANIbHBIE TPOOIEMbI MEAUIIMHCKON TeHETUKH
[TonsiTne npeHaTaabHON AUArHOCTUKH U ITOKA3aHUS ISl €€ IPOBEICHHUS.
Meroabl npeHaTaabHON IUarHOCTUKHU:
- HenHBaszuBHbIC (Y3U, onpenenenrne OMOXUMUYECKUX MapKEPOB);
- UHBa3UBHBIE (XOPMOHOHUOIICHS, AMHUOIICHTE3, KOPJOLIEHTE3, PETOCKOIH)
[Tokazanus K HUM U CPOKH MTPOBEACHUS, TEXHUKA MAHUTTYJIALNI (OCHOBHBIE MOMEH-
ThI), BO3MOKHBIE OCJIOKHEHHS
[Tonsitue ckpununra. [IporpaMMbl CKpUHHHTA Ha HACTIEACTBEHHBIE 3a00JI€BaHMUS.
[Ipodunaktrka HacneACTBEHHOM natonoruu npu mnposeaeHun IKO.
HoBble MeTOuKN TMarHOCTUKY HAcaeACTBeHHBIX 3a0oneBanmii (HUIIT - ananus
JIHK kneTok mnosia BbIICTIEHHON U3 KPOBH MaTEpH).
OcHOBHBIE TPUHIUIIBI JICUCHUSI HACIIEACTBEHHBIX 3a00JICBaHUI:
- CUMIITOMaTH4Y€CKOE;
- IaTOTEHETUYECKOE;
- 3THOTPOITHOE;
- XUpYpruyeckasi KOppeKusi.
DTHUYECKHEe BOMIPOCH MPEHATATBLHON THAarHOCTHKHY.
J171s1 4ero HyHbl KOMITBIOTEPHBIE IMATHOCTUYECKHE IPOrPAMMBI B METUIIMHCKOM re-
Hetuke? 1o kakoMy NpUHLKITY OHH pabOTa0T?
[Tporpamma SinDiag, ee kpaTkas XxapakTepUCTHKA.
[Tporpamma Possum, ee kpaTkasi XapakTepUCTHKA.
ITporpamma Poroki, ee kpaTkast XapakTepHCTHKA.

Tecmoesvie 3a0anus (paznoyposnegwie) 011 MeKyuie20 KOHMpPOJiA U RPOMENCYmOUHOU
ammecmayuu

1 yposens:

1. Myranun "cBUT paMKH CUUTBHIBAHUS" BOZHUKAIOT B PE3yJIbTaTe:
a) OKCIIAaHCUU TPUHYKJICOTUAHBIX TOBTOPOB;

0) BbIMAICHHSI OJJTHOT'O MJIM HECKOJIBKUX Map HYyKJIEOTUIA0B;*

B) BCTaBKU HYKJIEOTHIOB;*

I') 3aMEHBI Nap HYKJICOTHIOB.

2. K (hakTopam, MOBBIIAIONIUM PUCK MYJIbTH(HAKTOPHATIBLHON 00JI€3HH, OTHOCSTCS:
a) HaJIM4Ke aHAJIOTMYHOM 0O0JIe3HU y KPOBHBIX POJACTBEHHUKOB;™
0) TeTepO3UTOTHOCTH IO AYyTOCOMHO-PEIIECCUBHOM OOJIE3HU;
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B) BpeaHbIE (haKTOPBI OKPY’KaIoLIeH cpebl;™
) OOJIBIIIOE YHCIIO ACTEH B CEMbE.

3. st npoBeieHUS IIMTOT€HETUYECKOT0 aHAIIN3a UCTIOJb3YIOTCS:
a) KJICTKH KOCTHOT'O0 MO3ra;*

0) KJICTKH TICYCHU;

B) TUM(OLUTHI TepudepruuecKoil KpoBH;*

I') KOCTHasl TKaHb.

4. Kakasi Tepanuisi HacJICJICTBEHHBIX OOJIE3HEH B HACTOSIIECE BPeMsI IPUMEHSICTCSI Hau-
Oosee gacTo:

a) CUMIITOMaTH4ecKast;*

0) maroreHeTHYecKas;*

B) DTHOTPOIHAS

r) ¢pusnoneyeHue

5. K coBpeMEHHBIM ITUTOTEHETHYSCKUM METOMKAM OTHOCSITCSI:
a) UcciIeI0oBaHus OJIOBOIO XpOMaTHHA; ™

0) MeTada3HbIil aHATH3 XPOMOCOM;*

B) MOJICKYJISIpHO-TIuTOreHeTHYeckuii meron (FISH);*

I') METOJl PYTUHHOW OKpacKH.

2 yposens:
1. YcraHOBHTE COOTBETCTBHE MEXK/TY HACIEICTBEHHBIM CHHAPOMOM U TUTIOM MYTAITHii:
1 cuaIpoM Mapdana [a] reHHBIE
2 curapom Knaiingenrtepa [6] reHoMHbIE
3 reMopuIns [B] xpoMocoMHBIE
4 (heHMIKEeTOHYpUs
) CHH/IPOM KOIIaubero Kpruka

2.YCTaHOBHUTE COOTBETCTBUE:
YHCIJIEHHOCTE He Oostee 1,5 TrIC. [a] M3onupoBaHHas TTOMYIISIIIHS

4acTOTa BHYTPUTPYNIIOBBIX OPaKOB MEHEe
90%

OO0JIbIIIast YUCIICHHOCTh HACEICHUS [B] Hembr

[6] UneanpHas MOMYIISIIIS

ITaHMHUKCHA

HE JIEWCTBYET €CTECTBEHHBIN 0TOOD

BBICOKHM IPOIIEHT I'OMO3UT OTHEIX
HOCHTCJICHU TIaTOJIOIMYCCKOI'0 I'CHa

o Ol W N

3 yposens:

Manbuuk MATH JIET OTCTaeT B YMCTBEHHOM U (M3MYECKOM pa3BUTHUU. PocT HU3KUH, yme-
pEeHHasl TY4HOCTb, KOHEYHOCTH KOPOTKHE ¢ KOPOTKUMH, IIUPOKUMH JIaJOHSIMH, CTOIIAMH,
MaJbpllaMH, Ha JIAJOHAX MOIepedHas JaJoHHas CKiaaka. [IATeIi manern pyku He JOCTUraeT
OCHOBaHHs HOTTeBOH (pananru yerBeproro. bpaxunedanus, mes KOpoTKas, TOJICTas, YN
MaJIeHbKHE, HU3KO PACIIOIOKEHHBIE, pa3pe3 ria3 KOCOU, ¢ SIMMMKAHTOM, SI3bIK OOJIBIION, HE
nomemaercs Bo pry. Kpunropxusm.

Haubonee BepoATHBIN qUarHO3:
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a) cuaapom JlayHa

0) cunapom Mapdana

B) cunapoM llepemesckoro-TepHepa
T) runou3apHbId HAHU3M

Kaxkoit MeToz mabopatopHoro odciieioBanus Harnbosee 1eecoodpaseH:
a) MUKPOOHOIOTHYECKHIA TTOCEB MOKPOTHI

0) IUTOreHETHYECKUI (KapUOTUITHPOBAHUE)

B) PEHTI'€HOJIOTMUYECKU

r) Y31

Haubornee BeposTHAs HAXO/IKA TP XPOMOCOMHOM aHAIN3€ Y OOJIBHOTO:
a) 46, XY

0) TpucomMusE XpoMOCOMBI 21

B) TpucoMusi Xxpomocomsl 20

r) 45, X0

Jleuenue OOJILHOTO BKIIFOYAET:

a) mpenaparbl, CTUMYJIHPYIOIIHEe OOMEH BEUIECTB B HEPBHOU TKaHU, Koppekiuio BITP
0) mpemnapartsl A CHUKEHUS apTepUaIbHOTO AaBIICHUS

B) 3aMECTUTEIHHYIO TEPAIUIO MOJIOBBIMU TOPMOHAMHU

') KOPTHKOCTEPOU/IBI

[Tporuo3 3aboseBaHmMs:

a) 11 )KM3HU HEOIaronpusTHBINA

0) nmoxHast peaObUIUTALMS B pE3yJIbTaTe Tepanuu

B) HEKOTOpAsi KOPPEKIHSI CAMITOMOB, YMCTBEHHAS! OTCTAIOCTh COXPAHSETCS
T') CHIDKEHHE CJIyXa B 3peJiOM BO3pacTe

1) pa3BUTHE aTaKCUH B 3pEJIOM BO3pACTE

IIpumepHbIe cUTyallMOHHBIE 32/1a4H

1. B knuHuKy o0patuiach ceMbsi ¢ O0IbHBIM peOeHKOM. BosIbHOM BBICOKOIO pOCTa, C
€BHYXOMIHBIMH NPONIOPLUAMU Tela. Pa3zBUTHE CKEETa 110 )KEHCKOMY TUITY — Y3KHE ILIe-
Yy, MHAPOKUK Ta3. Takke MO KEHCKOMY THILYy OTKIAQABIBAECTCS XUP C BBIPAKECHHOU
HAKJIOHHOCTBIO K OKMPEHHIO U TMHeKoMacTHel. PocT Bosoc Ha snie cinabo BhIpaXkeH, B
obnactu j100Ka — MO KEHCKOMY THIY B (hopme TpeyroibHuka. [lojgoBoil unmeH umeer
HOpMaJlbHbIE pa3Mephl. B ki1eTkax OyKKaJbHOIO SMUTENHs olpeieNneHsl Tenbla bappa. ¥V
00JBLHOTO OMPEIENIEHO 3aMEeIJIEHHOE YMCTBEHHOE Pa3BUTHE M OTCTaBAHUE B MHTEIUIEKTE.
Kakoe 3abosieBanne Hanbosnee BepossTHO? Kakue MeToabl TMarHOCTUKU MOTYT OBITh HC-
MOJIb30BAHBI JIJIs1 IOJTBEP K ACHUS ruarno3a? OO0Iias TaKTUKa BEICHHS TaHHBIX OOJbHBIX?

2. Maypuuk 12 net, mOCTyNHII B CTallMOHAP C Kalo0aMy Ha HATMYNE KPOBOTCUCHHSI
U3 MOJOCTU pTa. M3 aHaMHe3a yCTaHOBJIEHO, YTO HEOJHOKPATHO HAOIIOATNCh MAaCCHUB-
HbIE KPOBOTEUEHUS TOCIIE yAaJeHHs 3y00B, reMapTpo3 MpaBoro KojaeHHoro cycrana. [1pu
ocMOTpe: 3y0 MMeeT OOMBIIYI0 KapuO3HYIO TOJOCTh, KOTOpas TPaBMUPYET OCTPBIMU
KpassMH CIIM3UCTYIO 00071049Ky JiecHBI. [lepudepudeckune numdarndeckue y3iabl HE YBEIH-
4yeHbl. TOHBI cep/ilia pUTMHYHBI, HeXKHBIA CUCTOTMYECKHI IIIyM Ha BEpXYIIKe U B 5 TOUKe.
JKuBoT npu manemanuu MATkuid, 6e30071e3HeHHBIN. [leueHs u cene3eHka He MaTbIMUPYIOT-
cs. Anamu3 kpoBu: HB - 77 r/m; Op. - 2,5X1012/1; .. - 0,9; Jletik. - 7,0X109/1; >- 2%,
- 5%, c- 59%, 1- 25%, M-9; COD - 15 mm/4, TpombonuThl - 270,0X109/1. Bpems cBep-
TeiBaHus 10 Jlu-Yaiity - 30 mun. Kakue nomonHUTENbHBIE UCCIETOBAaHUS HEOOXOIUMO
NPOBECTH U HMX OXxHaaeMble pe3yibTarbl? [locTaBpTe KiImMHUYeckuil auarHo3. Kaxoit
MPOTHO3 [Tt Oyymux cuOcoB u neTeit mpodbanaa? Tum Hacne0BaHUS.
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IIpuMepHBbIi epeYeHb NPAKTHYECKUX HABBIKOB

1. Vcnonb30BaTh KIMHUKO-TE€HEATIOTUUECKUH, IUTOT€HETHUYECKUHN U JPYTHe METOAbI 1151
orpezieNieHUs] HacIeACTBEHHOMN MaTOJOTHH.

2. CoOpaTh aHAMHECTUYECKHE JAHHBIC ¥ TeHEATOTHYECKYI0 HH(POPMAIIHIO.

3. Odopmuts kapty (eHoTuma npodaHma Mpu MOJO3PEHUM Y HETO HACJIEICTBEH -

HOTO 3200JIeBaHUS.

CocTaBUTh POJOCIOBHYIO, PEACTABUTH €€ B Tpa)udeckoM BUJIE.

[Ipoananu3upoBath Hacjae10BaHUE 3a00JI€BAHUS WM MPU3HAKa O0JIE3HU B CEMbBE.

Paccunrtarh pruck BOSHUKHOBEHHSI HACIIEACTBEHHOM MTaTOJIOTUH, UCTIOIb3YsI METOIbI

(hopMabHOM TeHETUKH U YMITUPUUYECKUE JTaHHEIC.

7. Tlo pe3ynbraTam UcCCieI0BaHUI JaTh 3aKJIIOUEHUE O BO3MOKHOCTH JETOPOKICHUS C

HACJIEACTBEHHOM NaTOJIOTUEN B JAHHOMU CEMBE.

[IpaBmiIbHO KCIIONIB30BATH COOTBETCTBYIOIIYIO TEPMHUHOJIOTHIO.

9. C nomourpo MoUCKa METUIIMHCKON HHPOpPMAaLMU B y4eOHOH, HAyYHOH JUTeparype, B
TOM YHUCJIE C UCIOJb30BaHueM ceTu VHTepHeT HanucaTh pedepar U clienarb JOKIa
Ha MPEIJIOKEHHYIO TEHETHUECKYIO TEMY.

o ok

oo

IIpuMepHbIe 3a1aHus ISl HAIMCaHUsA (M 321U ThI) pedepaToB

1. Bxunap B pazButue MeauuuHckoi renetuku C.H. JlaBunenkosa.

2. Ocobennoctn PHK-unTepdepeHnm y npokapuoT 1 3yKapuoT. 3HaYE€HHE OTKPBITHS
3TOr0 MeXaHU3Ma Uil MEIULUHBI.

3. CyTbh MeTO/1a CEKBEHHPOBAHUS U €T0 POJIb B peasIM3alliy IporpaMMbl «I eHOM 4yenoBe-
Kay.

4. DTHOJNOTHS, KIMHUYECKUE CHMIITOMBI, INarHOCTUKA ¥ OCHOBHBIE PUHIIUIIBI JICUCHUS
docdar-muadera.

5. Dtuonorus, 0cOOEHHOCTH HACICAOBAHMUS, KIMHUYCCKHE CHUMIITOMBI, TUAarHOCTUKA U
OCHOBHBIE IPUHLIUIIBI JIeYeHUs: reMopuiun A u B.

6. Bosesns ['uprinpynra (RET-pOTOOHKOT€H): 3THOJIOTHS, TATOr€HE3, KIIMHUYECKast
KapTHHA, TUarHOCTHKA, JICUCHHE.

7. Anupuus (rer PAX 6): aTHONOTMS, TATOTeHE3, KIIMHUYECKast KApTHHA, IUarHOCTHKA,
JIeYEHHe.

8. Cewmeitnas runepxonecrepunemusi (red LDLR): sTrosnorus, narorenes, 0COOEHHOCTH
KJIMHUYECKON KapTHHBI Y TOMO- U T€TEPO3UTOTHBIX HOCUTENIEH MyTalluu, AUarHOCTHKA,
Je4eHHe.

9. DOruonorus, xapakTepHble KIMHUYECKHE MTPOSBICHUS, METO/Ibl TMATHOCTHKY U Jieue-
HUS aJIKANTOHYPHU.

10. Dtuonorus, XxapakTepHble KIMHUYECKHE IPOSIBIECHUS, METOIbl IMArHOCTUKH U JIeye-
HUS TAJIAKTO3EMHH.

11. DtHonorus, XapakTepHble KIMHUYECKHE IPOSIBIECHUS, METOIbl IMATHOCTUKH U Jieye-
HUSI TOMOIIMCTUHYPHH.

12. Dtnonorus, XxapakTepHble KIMHUYECKHE TPOSIBIECHUS, METOIbl IMArHOCTUKH U JIeye-
HUS aIbOMHU3MA.

13. Cunapowm Jles (mogocTpast HEKpPOTU3UpPYIOLIast SHIEPATOMUONATHS): STHOIOTHSI, Ma-
HU(ecTaIus, KITNHAYECKUE MTPOSBICHHUS, THarHOCTUKA U JICUCHHE.

14. Atpodus 3putenbHbIX HepBOB JIebepa: 3TnoIOorHs, MaHupecTalus, KIMHUHIECKHe
TIPOSIBJICHUS], TUATHOCTUKA U JICUCHHE.

15. Cunapomet MELAS/MERRF: stnonorus, Manugecranus, KIMHUYECKHE TPOsIBIIE-
HUSI, TUaTHOCTHKA U JICUYCHHE.

16. Cunapom 9p+: aTHONOTHSL, OCOOEHHOCTH (PEHOTHIIA, TUATHOCTHKA, JIEUeHUE, TPOodH-
JaKTHKA.

17. Cunapom JIuJopKu: STHOIOTHSL, OCOOCHHOCTHU (DEHOTHUIIA, TUATHOCTUKA, JIede-
HUE, NPOQUIAKTHKA.
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18. Cunnpom Kopuenuu ne Jlanre: atuonorus, ocobeHHOCTH PEHOTUTIA, UATHOCTHKA,
JedYeHue, npopuIakTUKa.

19. MukpouunupoBanue. [[pHHIUITBI TEXHOJIOTUH MUKPOMATPHI] B TUATHOCTHKE MUKPO-
CTPYKTYPHBIX HapYIICHUH XPOMOCOM.

20. Cunnpom Bapkanu (Tpucomus 8). DTHONOTHS, TATOreHE3, KIIMHUKA, TUarHOCTHKA,
MPUHIIMIIBI JICYCHHUS.

21. Tpucomus 9. DTHONOTHS, TATOTEHE3, KJIMHUKA, TUATHOCTUKA, TPUHIIUIIBI JICUCHHUS.
22. Tpucomus 22. ITuonorusi, naToreHe3, KIMHUKA, TUarHOCTUKA, IPUHIUIIBI JICYEHUSI.
23. Cunapom TpucomMun o X-xpomMocome (TpUIio-X). ITHOIOTHS, TATOTeHE3, KITMHU-
Ka, AMarHOCTHKA, TPUHIIUIIBI JICYCHHUS.

24. Cunapowm SkobOca (mucomus o Y XpoMocoMme). DTHOJIOTHS, TaTOTeHe3, KIIMHUKA,
JTUArHOCTHUKA, IPUHITUIIBI JICYCHHUSI.

Kpurtepun oueHkn 3a4eTHOro codeceJ0BaHUs, YCTHOTO OIIPOCA TEKYIETr0 KOHTPOJISA:

OueHka «3a4TeHO0» BBICTABIIACTCS 00yJalOIEeMycs €clii OH OOHApYKMBAET BCECTOPOHHEE, CHUCTEMa-
TUYECKOE M TIIYOOKO€ 3HaHHE y4eOHO-TIPOrPaMMHOTO MaTepurasa, yCBOMJI OCHOBHYIO U 3HAKOM C JIOTIOJHU -
TEJIbHOU JIUTEpaTypol, PEeKOMEHJOBAHHOW MPOTrpaMMOil; YCBOWJI B3aMMOCBS3b OCHOBHBIX IOHSTHH JUC-
LUUIUTMHBI B UX 3HAYEHHUH I MpuodperaemMor npodeccuu, MposiBUII TBOPUYECKUE CIIOCOOHOCTH B MOHUMA-
HUU, U3JI0)KEHUH U UCTOJIb30BAaHUHU YUYEOHO-TIPOrPaMMHOTO MaTepuaa; BiajaeeT He0OXOAUMbIMU YMEHUSIMH
Y HABBIKAMU TIPY BBHITIOJHCHUH CUTYAIIMOHHBIX 3aJaHHK, 0€30IIMO0YHO OTBETHJI HA OCHOBHOM W JIOTIOTHH-
TEJILHBIC BOTIPOCHI HA 3a4eTe.

OneHka «He 3a4TEHO» BBHICTABIISCTCS OOYYAIOIMIEMYCsl €CIIM OH OOHApYKWJI MPOOENbl B 3HAHUSIX
OCHOBHOTO y4€OHO-TIPOrPaMMHOT0 MaTepHasia, JOMYyCTHI TPUHIIUITHATIBHBIE OIIMOKH TPH OTBETE HA OCHOB-
HOM M JIONOJHUTENIbHBIE BOMPOCH]; HE MOXKET MPOJIOIKUTH O0y4eHUE WU MPUCTYNUTH K MPOQeCcCHOoHAIb-
HOM JeATEIbHOCTH MO0 OKOHYAHUU O0pa3oBaTEIbHOW OpraHU3alMu 0€3 JOMOJHUTEIBHBIX 3aHSATUH IO IHUC-
LUIUIHHE.

Kpurepun oieHKHM TeCTOBbIX 3aJaHNH !
«3a4TeHO» - He MeHee /1% npaBUIIbHBIX OTBETOB;
«He 3auTeHo» - /0% u MeHee MPaBUIIbHBIX OTBETOB.

Kpurtepnu oneHKH cHTYallHOHHBIX 32/124:

«3a4TEeHO» - 00yYarOIUNCS eIl 3ajauy B COOTBETCTBUH C QJITOPUTMOM, JaJl MOJIHBIE U TOUHbIE
OTBETHI Ha BCE BOMNPOCHI 3a7jauu, IPEACTABUI KOMIIJIEKCHYIO OLICHKY IIPEJI0KEHHONW CUTYallH, CAEJal Bbl-
BOJIbI, TIPUBEJ JIOTIOJIHUTEIbHBIE aPTyMEHTHI, IPOJAEMOHCTPUPOBAJl 3HAHUE TEOPETHUYECKOTO MaTepuaia C
YYETOM MEXIUCHMITTIMHAPHBIX CBSI3€H, HOPMAaTHUBHO-TIPABOBBIX aKTOB; MPEUIOKUI aIbTEpPHATHUBHBIE BapHu-
aHTBI pEeLICHUS POOIEMBI;

«He 324TeHO0» - 00YJaIOIUICs HE CMOT JIOTHYHO ¢(hOpMYIUPOBATh OTBETHI HAa BONPOCHI 3a/1a4H, CJie-
JIaTh BBIBOJIbL, IPUBECTH JIONOJHUTENbHBIE IPUMEPH] HA OCHOBE MPHUHIIMIIA MEKIIPEIMETHBIX CBSA3EH, Mpojie-
MOHCTPUPOBAJ HEBEPHYIO OLIEHKY CUTYal1H.

KpuTtepun oneHkH NpakTH4YeCKUX HABBIKOB!

«3a4TeHo» - o0yyaronuiicss 001aaeT TEOPETUUECKUMU 3HAHUSIMH U BJIaJIe€T METOIMKOM BBITIOJHE-
HUS MPAKTUYECKHX HABBIKOB, JIEMOHCTPUPYET MX BBIOJHEHHE, B Clydae OUIMOKM MOXET MCIPABUTH INPH
KOPPEKIMU UX MPENoaBaTesIeM;

«He 3a4TeHO» - oOyuarouuiics He o0JiajjaeT JOCTaTOYHBIM YPOBHEM TEOPETHUYECKUX 3HAHUU (He
3HA€T METOAMKHU BBITIOJHEHHS MPAKTUUYECKUX HABBIKOB, MOKa3aHWN M MPOTHBOIOKAa3aHUI, BO3MOXKHBIX
OCJIOKHEHUH, HOPMATUBBI U MPOY.) U/UIH HE MOXKET CaMOCTOSATENIBHO MPOJAEMOHCTPUPOBATEH NMPAKTHUECKUE
YMEHHUSI UM BBITIOJHSIET UX, JOMyCKasi TpyOble OMIMOKH.

Kpurtepun oneHkn HanucaHus (4 3alIMTHI) pedepaTos:
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«32a4YTE€HO0» — OOOCHOBAaHA AKTYAIILHOCTh MPOOIEMBI U TEMBI, COJCP)KaHHE COOTBETCTBYET TEME U
iany pedepara, IOJHO U TITYOOKO PAaCKPBITHI OCHOBHBIE MOHSATHS MPOOIEeMbl, OOHAPYKEHO JOCTATOYHOE
BJIJICHUE TEPMHHOJIOTHEH, IPOIEMOHCTPUPOBAHO YMEHHE PabOTaTh C JIUTEPATypOil, CHCTEMAaTH3UPOBATh H
CTPYKTYpUPOBaTh MaTepuall, yMEHHE 000011aTh, COMOCTABIIATH Pa3IMYHbIC TOYKU 3PEHUS M0 paccMaTpuBa-
eMOMY BOIIPOCY, apI'yMEHTHPOBATh OCHOBHBIE ITOJIOXKEHHUS M BBIBOJBI, K aHAIN3Y IPUBIICYECHBI HOBEHIINE
paboThl o mpobaeme (KypHaJIbHBIE MTyOIMKAKUU, MaTepHalibl COOPHUKOB HAyYHBIX TPYAOB U T.1.), TOJHO-
CTBIO COOJIOJICHBI TpeOoBaHus K oopmiieHHIO pedepara, rPaMOTHOCTh M KyJIbTypa U3JI0KEHHs MaTepuaa
Ha BBICOKOM YPOBHE.

«He 3aYTeH0» — He 000CHOBaHa WK cJ1a00 00OCHOBAaHA aKTYaJIbHOCTH MPOOIEMBI U TEMBI, CO/IEpKa-
HUE HE COOTBETCTBYET TeME U IUIaHy pedepara, oOHapyKEHO HEIOCTATOYHOE BIIAZICHUE TEPMUHOIOTHEH U
MNOHSATHHHBIM aNIapaToM MpoOiIeMsl, HE IPOJIEMOHCTPUPOBAHO YMEHHE paboTaTh C JIUTEpaTypoM, CHCTEMa-
TU3UPOBATh U CTPYKTYPHUPOBATh MaTepHaj, yMeHue 00001aTh, COMOCTABIATh Pa3IMYHbIC TOYKU 3PEHUS I10
paccMaTpuBacMOMY BOIPOCY, apryMEHTHPOBAaTh OCHOBHBIC IIOJIOKEHUS M BBIBOJBI, HCIIOJIB30BaH OYEHBb
OTpaHUYEHHBIN KPYT JTUTEPATYPHBIX UCTOYHUKOB IO MpobOieMe, He COOII0eHBI TPeOOBaHMS K 0(hOPMIICHUIO
pedepara, OTCYTCTBYET rpaMOTHOCTb U KYJIBTYpa U3JI0KEHHS MaTepuaa.

2.2. IlpuMepHbIe BONPOCHI K 3a4eTy

1. Myrarenes. Knaccudukanus myranuii. ['enepatuBHbie 1 comatnyeckue MmyTanuid. CIIOHTaHHBINA 1 HH-
JyLUPOBAHHBIN MYTAallMOHHBIN Npoliecc. BhIsABIEHNE U KONMYECTBEHHBIN yUET MyTalui.

2. T'enermueckuii KOHTPOJIb MYTAIMOHHOTO TIpolecca. PanmuanoHHBIE U XUMHUYECKUI MyTareHe3. My-
TareHsl okpyskatouien cpepl. akTopsl, MOAU(PULIKPYIOIIKE MYTallMOHHBIH IpoLecc.

3. T'enommuka - Hayka o reHoMax. CTpyKTypHasi OpraHu3aiys reHoMa MPoKapuoT U dykapuoT. Knaccudu-
Kallys MOBTOPSIOIIUXCA JIEMEHTOB reHoMa. MexX1yHapoIHbIi NPOEKT «I'€HOM uenoBeKay.

4. TlomynsiMOHHO-CTaTUCTHUECKUN MeTOo. ['eHeTHuecKkas CTpyKTypa nonyasiuuu. YacToTel FEHOB U T'€HO-
TUmoB. 3akoH Xapau-BaitnOepra. ['enetuueckuii rpys.

5. ®akTopbl IMHAMUKHA T'€HETHYECKOI'0 COCTaBa MOMYJSALUU: Apeiid reHoB, MyTallMOHHBIN Mpoliece,
MUTpaluu, U30uparesbHOE CllapuBaHue 0COOeH, eCTeCTBEHHBIH 0TOOpP.

6. Ilonsarue o eprenuke. [lo3uTHBHAS M HETaTHBHAS €BICHUKA: COLMANIbHBIC acTieKThl. COBpEMEHHBIE ATH-

yeckue Npo0IeMbl MEAMIIMHCKON FeHeTUKH (KJIOHUPOBAaHUE U T€HeTHUYEeCKasl MaclopTU3aLus).

MeTto1b1 MOJIEKYIAPHON AMAarHOCTUKH. OO1IMe MOHATHSI.

8. Tlomumepasnas nenHas peakuus (IIL[P), ocHOBHble NMOHATHS (IPUHIIMII, TEMIEPATypHbIE PEXKHUMBI,
coctaB O0ydepa).

9. Lenu n npunuun nposeaeHus peakuu [JIP® (monumopdusm UIMH peCTPUKIIMOHHBIX (PPArMEHTOB).

10. AHamu3 OfHOIIETIOYEYHOr0 KOH(popMannoHHoro nojaumopdusma (SSCP), nenu ¥ MpUHIMIT TPOBEIC-
HUSL.

11. CexBenupoBanue no CaHrepy - ey U IPUHIINI IPOBEICHUS PEAKIIHH.

12. PecTpUKIIMOHHBIN aHAIN3.

13. I'enoreparnusi, mporpamMMa, e, MOAX0bI. Y CTIeITHBIE IPOSKTHl TeHHOM Teparmy.

14. Tlonsitue o papmakoreHetrke. OCHOBHBIE LIENIH U 33/1a4H.

15. Muorogakropusie (MmynabTudakropuanbusie, BHII) Oone3nu. I'enetndeckue u cpeosbie GakToOpbl puc-
Ka.

16. bau3HenoBkIi METO, LIEIH, ITAIbI, pacueT Ko pureHTa XoablHuHTepa.

17. HacnencTBeHHbIE OOJI€3HU: STHOIOT U, KIIacCH(PUKAIN, TUITbI HACTIeI0BaHUs, 0OCOOEHHOCTH KIMHUYe-
CKHX MPOSIBICHUH.

18. CemmoTnka HacleACTBEHHBIX 3a0oiyieBanui. [TonsTHe cuuapoma. OOmas XapakTepUCTHKA HaCIe-
CTBEHHOM nartosoruu. TepMuHOIOTHS.

19. MukpoaHoMaiuy pa3BUTHS (CTUTMBI AMU33MOpHOTEHEe3a), ONpeIeTICHHE, I BBISIBIICHHS, 0COOCHHOCTH
KIIMHUKO-MOP(OIOrHYECKOr0 OCMOTPa BPauOM-TE€HETUKOM.

20. Tumbpl TEHHBIX MYTallui, HOHCEHC, MUCCEHC, CIIBUT PAMKH CUWTHIBAHUS, CIUIAHCHHTOBBIC MYTAIIHH.
MexaHnU3MBbl TEHHBIX MyTalUi.

21. T'ennsie 6one3nn. Oo6mme nmoustus. Kinaccuduxarus. [Tpumeps.

22. Knunuko-reneanoruueckuit Meto1. Tunel HacnenoBanus. KinuHu4yeckue npuMepsl.

~
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23.

24.

25.
26.

27.
28.
29.

30.
31.

32.

33.
34.

35.
36.
37.
38.
39.
40.

41.
42.

43.
44,
45.
46.
47.
48.
49.
50.
ol.
52.

53.
54.

55.

Oco0eHHOCTH ayTOCOMHO-IOMUHAHTHOTO TUIa HacieAaoBaHusa. CocTaBUTh poJociaoBHYIO. [IpuMepsl 3a-
OoneBaHUi.

Oco0eHHOCTH ayTOCOMHO-PEIIECCHBHOTO THIA HaclienoBaHus. CocTaBUTh poaocioBHY0. [IpumMepsr 3a-
OoseBaHuUi.

OcoOenHoctu Y cliemyieHHOro Thna HacienoBanus. CocTaBUTh poJociaoBHYI0. [Ipumepsl 3a00aeBaHMiA.
OcoOeHHocTH X-CLEMIIEHHOT0 JOMUHAHTHOrO TUIa HacienoBaHus. CocTaBUTh poAocioBHYH0. [Ipume-
pBI 3a00JIEBaHUIA.

Ocobennoctu X-CIEMIEHHOTO PELIECCUBHOTO TUIIA HACJICOBAHMSI.

CocraBuTth pos1ocioBHYIO. [Ipumepsl 3a001eBaHMiA.

[{uronnazMaTuyecKuil UM MaTEPUHCKUN TUT HacienoBanus. CocTaBUTh poaocioBHY0. [Ipumepsr 3a-
OosieBaHuUi.

HacnencrBennsie 6o0se3nn oOMeHa. OO011as XapakTeprCcTUKA U KITacCU(DUKAIIHSL.

MykoBHCIIN/I03: TEHETUKA, IEPBUYHBINA T€HETUUYECKUI 1e(heKT, KIMHHUKA, TaTOTeHe3, IUarHOCTUKA, Jie-
YEHHUE.

DEHWIKETOHYPUS: TEHETHKA, IEPBUYHBIN OMOXUMHYSCKUN Te(PEKT, KITMHUKA, HEOHATATBHBIA CKPUHUHT,
MIaTOT€HE3, TUArHOCTUKA, JICUCHHE.

Cunapom Mapdana: Tun HacIe10BaHUs, IATOTCHE3, IUATHOCTUKA, KIMHIUYECKUE TPOSIBIICHUS, JICUCHHE.
bone3nu skcnancuu, cuaapom MaprtuHa-benna, reHeTvka, KJIMHHUKA, [1aTOTE€HE3, TUAarHOCTHKA, Jeue-
HHUE.

OO0m1as xapakTepucTUKa MUTOXOHIpHAIbHON 1MaTtoioruu. OCoOOEHHOCTH TeHOMa MUTOXOHApuid. [Ipume-
pBI 3a00JIEBaHUIA.

Opdannsie 3a6oneBanus. O6mue noustus. [Ipumepst. Peectp opdanHbIx 3a0051€BaHU.

OO61mas xapakTeprucTUKa U MEXaHU3Mbl XPOMOCOMHOM MaTOJIOTUH.

['eHoMHBIE U CTPYKTYpHBIE abeppaunu XxpomocoM. Kinaccuduxanus. [Ipumeps.

Knaccudukanus u MexaHu3Mbl XpOMOCOMHBIX MYyTallHii, cOalaHCUPOBaHHBIE U HecOaTaHCHPOBAaHHbBIC
CTPYKTYPHBIE IEPECTPONKH.

HacnenctBennsie 60s1e3H1, 00yCIOBICHHBIE aHOMAIUSAMHU MOJIOBBIX XPOMOCOM, OCOOEHHOCTH T€UEHHUS,
MIPUMEPHI.

BposxnéHHble MOPOKU pa3BUTHA: ONIpeAeTIicHUE, KIIacCCU(PUKAIUS, STUOJIOTHUS, TyTH MPOPUIAKTUKH.
Meroasl aHanu3a KapuoTuna (IIUTOTEHETUYECKHE, MOJICKYJIAPHO-IIUTOTEHETUYECKUE), TIPUHIIUIBI U
JIMarHOCTHYECKHUE 3aJa4H.

[ToxazaHus 17151 HUTOTEHETUYECKOT0 00CIe0BAHNS B TOCTHATAILHOM HIEPUO/IE.

Cunapom [layHa: TUII MyTaluu, NaTOT€HE3, JUarHOCTUKA, KIMHUYECKHUE MPOSIBJICHUS, JICUEHHUE.
CunnpoM DnBapzca: TN MyTalllu, TATOT€HE3, IMarHOCTUKA, KIMHUYECKUE MTPOSIBIICHUS, JICUCHHE.
Cunapowm [laray: Tun MyTanuu, naToreHes, IMarHoCTUKa, KITMHUYECKUE MPOSBICHNUS, JICUCHHE.
Cunnpom Illepemesckoro-TepHepa: TMI MyTanuu, NaTOT€HE3, TUATHOCTHKA, KIMHUYECKUE IPOsBIIE-
HUs, JICUCHHE.

Cunnpom KnaitHdenbrepa: TNl MyTaliuy, MaTOreHe3, TUarHOCTHKA, KIMHUYECKUE MPOSBIEHUS, Jieue-
HUE.

YacTtuunsie aneymionauu (curapom Bonbda-XupuixopHa, «Komaybero KpUuKay), T MyTalluH, 1aTo-
reHe3, TUarHOCTUKA, KITMHUYECKUE MTPOSIBICHUS, JICUEHUE.

[TpodunakTuka HacneACTBEHHbIX 3a00JIeBaHUM, YPOBHH, MOAX0bl. [IoHATHE «TI€PUKOHLIETIIMOHHON
pOGUIAKTUKIY.

Menuko-reHeTuYecKoe KOHCYJIbTUPOBaHUE. XapaKTEpPUCTUKA POJIM Bpaua FeHETHKa B MPAKTHUYECKOM
3/IpaBOOXPaHEHUH.

Menuko-reneruueckasi ciyx0a: 1enb, 3anadd. I[lepeuncnuTh mnoka3zaHus AJs HaNpaBiIeHUS Ha
KOHCYJIBTAILIMIO K Bpauy I'€HETHUKY.

[IpenaranbpHas AuarHoctruka. O01as XapaKTepUCTHKA, 11€7b IPUMEHEHHU S, METO/IbI, CPOKH.
HewnHBa3uBHBIE METOBI MPEHATATHHON AUATHOCTUKH (OMOXUMHUYECKU CKpuHUHT, Y 3U1). O6mas xa-
paKTEepUCTHKA, I1eJTb TPUMEHEHHUS, METOIbI, CPDOKH.

HuBa3uBHBIE METOBI TPEHATANIBHOMN MuarHocTUku. OOIas XxapakTepruCcTHKa, 1IeTTh MPUMEHEHUs, METO-
JIbI, CPOKH.
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56.

57

CoBpeMeHHBIC TIOJIXO0/IbI B HEMHBA3UBHOW MPEHATATBHOW MUArHOCTHKE (aHAJIW3 XPOMOCOMHOM Iaro-
JIOTUH 1O KPOBU MATCPU, NPCUMILIIAHTALITMOHHAA I[I/IaFHOCTI/IKa).

. KomnprorepHble 1HarHOCTHYECKHE MPOTrpaMMBbl. 3a/ayu, pellaeMble ¢ UX momoluisio. [Ipumepst

IPOrpamM.

[IpumepHbIe BONPOCHI K YCTHOMY ONPOCY TEKYIIEro KOHTPOJIs

Paszgenn 1 u 2.

1.
2.
3.

&

8.
9.

10.
11.
12.
13.
14.
15.
16.
17.
18.
19.
20.
21.
22.
23.
24.
25.
26.

27.

HanpapneHnusi reHOMHUKY U UX LIEJIH.

[TpoexT «I'eHOM YenmoBeKa»: CTpaHbl-y4aCTHHIIbI, BPEMEHHBIE PAMKH, LIE€JIH IPOEKTA U €ro 3HaYCHHE.
Knaccudukanus 3a6oaeBaHuil B 3aBUCUMOCTH OT POJIHM HACJIEICTBEHHOCTH U CPEJIbl B UX Pa3BUTHH,
npuBeauTe npuMepsl. JlaliTe onpeneneHre TepMUHAM: HacleICTBEHHBIE 00JIE3HHU, BPOXKIACHHBIC
3a00s1eBaHus, CEMEHbBIEe 00JIE3HH.

[Toxazanus 17151 OMOXUMHUUECKUX METOAOB TUATHOCTHUKH.

BricokoadexTrBHas KUAKOCTHAS XpoMaTOrpadusi: MaTepuall U 0ObEKT UCCIICAOBAHMS, BO3SMOXXHOCTH
U OTPaHUYEHUS METOAA.

["a3oBas xpomarorpadusi: Marepuan 1 00bEKT UCCIEIOBAHUS, BOSMOKHOCTH U OTPAaHHMUYCHHSI METO1A.
TanneMHas Macc-CIIEKTPOMETPHS: MaTepHall U OObEKT UCCIIEIOBAHMSI, BO3SMOKHOCTH M OTPaHUYCHUS
METO/A.

[1L[P: maTtepuan u 0OBEKT UCCIIETOBAHMS, BO3SMOKHOCTH M OTPAaHUYEHHUS METO/IA.

[TJIP®: maTepuan u 0ObEKT UCCIIEI0OBAaHUS, BOSMOKHOCTH M OTPAHUYEHUS METOIa.
CekBeHHpOBaHME: MaTepHall U OOBEKT UCCIICAOBAHMS, BOSMOXHOCTH M OTPaHUYEHUS METO/Ia.

NGS: maTtepuan u 00beKT UCCIIEIOBaHUSI, BOZMOKHOCTH U OTpaHUYCHHS] METO/Ia.
LluToreneTnuecKuii METO: MaTepruai u OOBEKT UCCIIETOBAHMS, BO3SMOKHOCTH M OTPaHUYEHUS METO/1a.
FISH: maTepuan u 00beKT uccienoBaHus, BO3MOKHOCTH U OTPaHUYCHHS METOIa.

Cytb MeTO1a XpOoMaTorpagpuu.

[Tonumepasnas uennas peakuus (I1L[P): mpunun, TemneparypHblie peKuMbl, cocTaB Oydepa.
Oco0OeHHOCTH T€HOMa [IPO- U HYKAPHOT.

I'eneTnaeckuii monumopdu3M: onpeaenenue, Tunb noaumopdusma JJHK.

OAHOHYKJICOTUAHBIE TTOJIMMOP(U3MBIL: OIpeiesieHne, Kiaccu(uKkanus, 3Ha4eHUe.

[ToBTOpsitoLIMECS ITOCTIEI0BATEIBLHOCTH T€HOMA: KIacCU(UKaLUs, 3HAaUCHHE.

Knaccugukarus reHOB, IPUBEAUTE TIPHMEPHI.

Crpoenue reHa. CaliTbl IpOMOTOpA, TEPMUHATOPA, SK30HBI, HHTPOHBI, UX POJIb B CHHTE3€ OeKa.
OcoOeHHOCTH perymsaiuy OMOCHHTE3 OeNKa y Ipo- U DYKapHOT.

ANbTepHATUBHBIN CIUTAWCHHT: ONpe/ieJIeHNe, CYTh Ipoliecca, 3HaYeHHeE.

Knrouebie coobiTrst PHK-untepdepennmu. Ponb Gpepmenta Diser u 6enkoBoro komiiekca RISC.
Menununckoe 3Hauenue PHK-untepdepennmu.

AHanu3 oJTHOIeTIOYeyHOro KoH(popMmarmonHoro noaumopdusma (SSCP), uenu u mpuHIMI
HPOBEICHUS.

CekBEeHHUpOBaHUE - 1IEJTU U PUHIIUTT IPOBEICHUS PEAKIIHH.

Pazgen 3.

1.
2.
3.

I'ennble 6one3nu. O6mue nouarus. Knaccupukanus. [pumepsr.

Hacnencreennsie 6ose3nn oomena. OO01ast XapaKTepUCTHKA.

I'emodunus: HazBaHME TeHa, OEJIKa, TUT HACIICIOBAHHS, TICPBUYHBINA TeHETUUECKHN e()EeKT, TaTOTeHE3,
KJIMHHMKA, TMarHOCTHUKA.

®docdar-nuader: Ha3BaHHUE TeHa, OSJIKa, TUIT HACJICIOBAHUS, TEPBUYHBIN TCHETUIECKUN TEPEKT,
MaToreHe3, KIMHUKA, TUarHOCTHKA.

AHUpUUS: Ha3BaHUE reHa, OeJIKa, TUIT HACJIeI0BaHMS, TEPBUYHBIN TeHETHYECKUH Ne(PEeKT, maToreHes,
KJIMHHMKA, TMarHOCTHUKA.

bonesns ['mmmpyHra: Ha3BaHue reHa, 6enka, TUI Hacle0BaHus, IEPBUYHBIN T€HETUYECKUH Te(eKT,
MaToreHe3, KJIMHUKA, TUarHOCTHKA.
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7. CemMeiiHasi THTIEPXOJIECTEPUHEMHS: HA3BaHHUE TeHA, O€JIKa, TUI HAaCIeOBaHUSs, IEPBUYHBII
TeHETUYECKUH Te(PeKT, maToreHes3, KIMHUKA, TMarHOCTUKA.

8. HeitpodubpomaTo3: Ha3BaHME I'eHA, OCJIKA, TUIT HACJICIOBAHUS, IEPBUYHBIA TCHETHUECKUH Te(DEKT,
MaTOreHe3, KJIMHUKA, TUAarHOCTHKA.

9. Cunnpom MapdaHna: Ha3BaHHE IreHa, O€Ka, TUIT HACJICI0BAHMS, IEPBUYHBIN T€HETUICCKUN AeeKT,
MaTOreHe3, KJIMHUKA, TUarHOCTHKA.

10. Muoronundeckas AucTpodus: Ha3BaHUE TeHa, Oelika, TUI Hacle0BaHUs, IEPBUYHBIN I€HETHYCCKUM
nedeKT, maTorenes, KIMHUKA, THarHOCTHKA.

11. MykoBHCIIII03: Ha3BaHKE T€HA, OeJIKa, TUI HACJIeIOBAHUs, ICPBUYHBIA T€HETUUECKHH Te(EKT,
MaTOreHe3, KJIMHUKA, TUarHOCTHKA.

12. Cungpom Maptuna-benna: Ha3BaHue reHa, OeKa, TUIT HACJIeI0BaHUsI, TIEPBUYHBIN T€HETUICCKUI
nedeKT, maTore’es, KIMHUKA, THarHOCTHKA.

13. AnpeHoreHeTanbHBIN CHHIPOM: Ha3BaHUE T€HA, OeJIKa, TUI HACJIeIOBAHUS, IICPBUYHBINA T'€HETHYECKUN
nedeKT, maroreHes, KIMHUKA, TUarHOCTHKA.

14. ®enmnkeTonypusi: Ha3BaHUE reHa, OeTKa, TUIT HACTIeI0BAaHUs, IEPBUYHBINA TeHETHUECKUN Te(EKT,
IaToreHe3, KIIMHUKA, TUarHOCTHKA.

15. Muonucrpodus romenna-bekkepa: Ha3BaHue reHa, 0eka, THI HaCJIeJOBaHUS, IEPBUYHBIH
TCHETUYECKUH Te(EeKT, maToreHes3, KIMHUKA, THarHOCTHKA.

16. Atpodus 3putensHoro HepBa JleOepa: Ha3BaHME reHa, OeIKa, THI HACAeA0BaHMSs, IICPBUYHBIN
TCHETUYECKUH Te(PEeKT, maToreHes3, KIMHUKA, THarHOCTHKA.

17. Cungpowm Jles: Ha3BaHUe TeHa, OeliKa, TUIT HACJICIOBAHUS, ICPBUYHBIA TCHETHYCCKUH Te(EKT,
MaTOreHe3, KJIMHUKA, TUarHOCTHKA.

18. MERRF: Ha3Banme rena, 6enka, TUIT HACJIeIOBaHUS, TIEPBUYHBIN IEHETUYCCKUHN AePEKT, TaTOTeHe3,
KJIMHHMKA, TMarHOCTHUKA.

19. MELAS: na3BaHue rena, Oeika, TUIT HAaCJIeIOBaHUS, IEPBUYHBIN TCHETHYECKUH AeEKT, MaTOreHe3,
KJIMHHMKA, TMarHOCTHUKA.

20. KnnHuko-reHeanoruueckuii Metos1. Jtansl. TpyIHOCTH B IpOBeIeHUH. TUIIBI HACTIEIOBAHUS.

Paznen 4

1. OOGmiast xapakTepuCTHKAa XPOMOCOMHOM MaTOJIOTHH.

2. YucnoBele (MOJUIUIONIUS U aHEYIUIOUINU (HYJTUCOMUS, MOHOCOMUS, TPUCOMHUSI)) U CTPYKTYPHBIE

abeppaliuy XpoMOCOM (JIelelMH, TyTUIMKAllui, THBEPCUH, KOJIbIEBBIE U JUILIEHTPUUYECKHE XPOMOCOMBI,

H30XPOMOCOMBI, pOOEPTCOHOBCKHE, PELIUIIPOKHBIEC U HEPELUNPOKHBIE TpaHcaoKauum). [Tpumepsr.

COanancrupoBaHHbIE U HecOaTaHCUPOBAaHHBIE CTPYKTYPHBIE EPECTPOIKH.

Cungpom [layHa, TUII MyTallu, AMarHOCTUKA, KITMHUUYECKUE MPOSIBIICHHUS, JICYUEHUE.

CunapoM DnBapzca, TUIl MyTallliH, AMarHOCTUKA, KITMHUYECKHUE IPOSIBICHMSL, JICUEHNUE.

Cunpgpowm Ilaray, Tun Myranuu, JUarHOCTUKA, KIMHUYECKHUE IIPOSIBICHUS, JICUCHHUE.

HacnencrBennsie 0one3Hu, 00yCIOBIEHHbIE aHOMAJIUSMU IOJIOBBIX XPOMOCOM, OCOOEHHOCTH TEUEHUS,

MIPUMEPBI.

Cunpgpowm lllepemeBckoro-TepHepa, TN MyTalluu, TUarHOCTHKA, KIMHUYECKHUE TIPOSIBICHMUS, JICUEHHUE.

9. Cunapom KnaitudenbTepa, TUIl MyTaLluu, AMATHOCTHKA, KIMHUYECKUE TPOSBICHNUS, JICUCHHUE.

10. Yactuunsle aneyruionanu (cuHapoM Bonbda-XupuixopHa, «Komagbero Kpukay, cuaapom IIpamepa-
Bunnu, cunapom Anrensmana, cuaapoM Ju/lxopaku), TUI MyTalluH, JTUarHOCTHKA, KITMHUYECKUE
MIPOSIBJICHUS, JIEUCHHUE.

11. KnuHuyeckasi HUTOT€HETHKA KaK pa3/ie] MeIUIIMHCKON TeHeTUKH (Ompeienenne, 001acTi MPUMEHEHHS
METO/IOB aHAJIW3a KapUOTHIIA).

12. Tloka3aHus Ui HUTOTEHETUYECKOTO 00CIeJOBaHUS B IOCTHATAIbHOM TIEPHOIE.

13. [luroreHeTHYECKHE METOJIbI aHAIM3a KapruoTHITa (MeTada3HbIi, TOMCK ITOJIOBOTO XpOMAaTHHA),
IIPUHLIMIIBI U TUaTHOCTUYECKUE 3aJa4H.

14. MonekyssIpHO-IIUTOTeHETHYECKHE METO 1bl aHann3a kaproTuma (FISH), mpuHIKITEl 1 AHAarHOCTHYECKHE
3aJauu.

15. BpoxaénHble MOpOKU pa3BUTHSL: ONIpeieNieHUE, KiIacCU(PUKAIUs, STUOJIOTUS, TyTH TPOPUIAKTUKH.

16. Tepatorennsie hakTopsl cpezpl. Kpurnueckue nepuoisl pa3BUTHS.

No ok ow
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17. TlonsiTe TepaTOT€HHOTO TEPMUHAIIMOHHOTO TIEPHO/IA.
18. Pons mponuepannu, anonrto3a, MUrpalui KJIETOK, U GepeHIIMPOBKH, COPTUPOBKH U air€3UH KIETOK

B peryJsluy YMOpUoOreHes3a, K KaKuM HapyIIeHUSIM MPUBOIST.

19. Posb XpOHOT€HOB U T'€HOB MPOCTPAHCTBEHHOM OpraHu3aiy (reHOB CETMEHTAIINH, KOMITAPTMEHTAIN3a-

OHMH, TOMCO3HNCHBIX I‘CHOB) B peryIsiiuu 3M6pHoreHe3a.

Pa3znea 5.
1. Ponb reHeTUYECKUX U BHEIIHECPEIOBBIX (PAKTOPOB B pa3BUTHH JAHHOW TPYIIITHI MATOJIOTHH.
2. DIUaeMHOJIOTHYECKHE XapakTepucTuku Md3.
3. Mopenu nacnenoanus. KosdduimeHT Hacae1yeMOCTH.
4. 3HavyeHHEe KIMHUKO-TEHEaJOTHYeCKOro MeTo/1a U aHaJIu3a POA0CIOBHBIX pu MD3.
5. Ob6nactu mprUMEHEHHs TOMYISIIMOHHO-CTATUCTUYECKOT0 U OJIM3HELOBOT'O METOOB UCCIIEIOBAHUSL.
6. IIpodumnakruka M®3. I'pynmsl pucka U reHeTUYECKHUE MapKephl MPEPacioNoKEHHOCTH K Pa3BUTHIO
00se3HHU.
7. ®dapmakoreHeTHKa U 3KOJIOTHYecKast TeHeTHKA.
8. Kiunuko-reHeTnyeckrne ocOOCHHOCTH OphaHHbIX 3a00ICBaHHIA.
9. JlmarsocTuka u JedeHue OppaHHbIX 3a00ICBaHHH.
10. Omnpenencnrie u 00Mmas XapaKTEPUCTHKA OpPaHHBIX 32a00JICBAaHHIA.
11. I'pynmsl 3a0051eBaHui, BXOISIIUX B IepedeHb Op(haHHbBIX Oose3HEH.
12. Menuko-connaibHbIe BOIIPOCH, CBS3aHHBIC C JIeYeHUEM Op(haHHBIX OOJIE3HEM.
13. OHKOreHbl ¥ X OMONIOTHYECKas POJIb.
14. T'enernueckue aclieKThl KaHIIEPOTeHE3a.
15. OGmue npeacTaBneHus 0 3HAYEHUU HACIEACTBEHHBIX ()aKTOPOB B BOSHUKHOBEHUHU PaKa.
16. ®akTopbl BHENTHEH CPEJIbl, aCCOIUUPYIONTUECS ¢ PAKOM (KaHIIEPOTCHBI).
17. BupycHble U KJIETOYHbIE OHKOTEHBI.
18. ®usnonornyeckas poiib KICTOYHBIX IPOTOOHKOTECHOB.
19. MexaHu3Mbl peBpalieHus IPOTOOHKOTEHOB B OHKOT€HBI.
20. I'enbI-cyTmIpeccopbl 1 MEXaHU3MBI CYIIPECCUHU OITyXO0JIEBOTO POCTA.
21. Tpancdopmarlius KJIETOK U IPOIECC OMyX0JIe00pa3oBaHHUsL.
22. OcOOEHHOCTH «PAaKOBBIX» CEMEHA.
Paznen 6.
1. OcHoBHBIC YPOBHHU U MyTH MPOMUIAKTUKY HACTIEACTBEHHBIX 3a001€BaHU.
2. TlonsaTue «mepuKOHIETIIMOHHAS TPodHIakTHKay. [loka3aHus, nepedeHb MEPOTIPHUSITHIL.
3. Lemu u 3amaun MI'K.
4. Tlokazanus s Hanpasienus Ha MI'K.
5. TIpUHIUIIBI OLIEHKH T€HETUYECKOTO PUCKA B PA3TUYHBIX TPYIINAX HACIEICTBEHHOMN MaToI0Tuu. MeTo bl
€ro pacyera.
6. DTuyeckue, MPaBOBBIC U COLIMATBHBIC MPOOIEMbI METUIIMHCKON TeHETUKU
7. TloHaTne mpeHaTaTbHON TMATHOCTUKU M TIOKA3aHUS JUTSI €€ TIPOBEICHHUSL.
8. Meroabl mpeHaTaIbHON AUAaTHOCTUKH:
- HeunBasuBHbIe (Y3, onpenenenne ONOXUMUIECKUX MAPKEPOB);
- UHBa3UBHBIC (XOPUOHOMOIICHS, AMHUOIIEHTE3, KOPIOIIEHTE3, PETOCKOITHS)
9. Tloka3zaHus K HUM U CPOKH MPOBEICHUS, TEXHIUKA MAHUTTYIISAUN (OCHOBHBIE MOMEHTHI), BO3MOYKHBIE
OCJIO)KHEHHS
10. [MonsiTue ckpuauHra. [IporpaMMbl CKpUHUHTA Ha HACIIEJICTBEHHBIE 3a00JICBaHMSL.
11. [IpodunakTrka HacAEACTBEHHOH maTosioruu npu nposeneHuu IKO.
12. HoBble METOIMKYU TMArHOCTHKH HacieacTBeHHbIX 3a0oneBanuii (HUIIT - ananus JIHK kimerok miona
BBIJICIIEHHON M3 KPOBU MaTEPH).
13. OcHOBHBIE IPUHIIMITBI ICYCHUS HACTIEACTBEHHBIX 3a00I€BaHU:
- CHMITTOMAaTH9YECKOE;
- IaTOT€HETHYECKOE;
- THOTPOITHOE;
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- XUpyprudeckasi KOppeKIus.

14. DTrueckue BONpOCkl IPEHATAIbHON INAarHOCTUKH.

15. JInst yero Hy>KHBI KOMITBIOTEPHBIE TMATHOCTUYECKUE MPOrPpaMMbl B MeTUIIMHCKOM Tenetuke? [1o ka-
KOMY IIPUHIIMITY OHU paboTaroT?

16. ITporpamma SinDiag, ee kpaTkast XapaKTepPUCTHKA.

17. Ilporpamma POSSUM, ee kpaTKas XapaKTepUCTHKA.

18. ITporpamma Poroki, ee kpaTkast xapakKTepHCTHKA.

3. MeToauyeckue MaTepuasibl, ONpeaesiionue Npoueaypbl OleHUBAHUS 3HAHMIL, yMeHMUIi, Ha-
BbIKOB M (MJIH) ONBITA NPO(PECCHOHATILHOM 1eATeILHOCTH, XaPAKTEPU3YIOIIMX 3TaNbl ()OPMUPOBAHUS
KOMIIeTeH U

3.1. MeToauka npoBeeHusi TECTUPOBAHUA

Hesabl0 3Tana npoMeXKyTOYHOW aTTECTallMd MO AMCUUIUIMHE (MOJIYJII0), MPOBOAMMOW B (opme
TECTUPOBAHUS, SIBJIAETCS OLEHKA YPOBHS YCBOCGHHs OOYy4aroIIMMUCS 3HaHWH, NpUOOpETEeHHs] yMEHHH,
HAaBBIKOB U C(HOPMHUPOBAHHOCTH KOMIIETEHIMM B pe3yjibTaTe M3y4EHUs Y4eOHON NHUCUUIUIMHBI (4acTH
JUCIUTUIAHBI).

JlokaJibHbIe HOPMATHBHBIE aKThl, PerJIaMEHTHPYIOIIHE IPOBEAeHUE PO eayPbI:

[IpoBeneHne mNPOMEXYTOUHOM arTecTauuu oOywaroumxcs persiaMmentupyercs Ilonoxenuem o
TEKYyILEM KOHTpOJIE YCIEBAEMOCTH U MPOMEXYTOYHOM aTTecTalluy OOydaroLIUXCsl, BBEJJICHHBIM B JieicTBUE
npukazoM ot 08.02.2018 Ne 61-O/1.

Cy0beKThbl, Ha KOTOPBIX HAIIPaBJIeHA IPoLeAypa:

[Tpouenypa oueHMBaHMS JOJDKHA OXBaThIBaTh BCEX OOYYaIOLIMXCS, OCBAMBAIOIIMX JUCUUILUIMHY
(Monynp). B ciyuae, ecnu oOydaromuiicss He MPOXOAMI HPOLEAypYy 0€3 yBaKUTEIbHBIX NMPHUYUH, TO OH
CUMTAETCS] UMEIOIIUM aKaJIEeMUUYECKYIO 3a/10JKEHHOCTbD.

Ilepuon npoBeneHust npoueaypsbl:

[Ipouenypa oLEHHMBAHHUS TPOBOAUTCA 10 OKOHYAHUU H3YYEHMs] AUCUMIUIMHBI (MOAYJS) Ha
IIOCJIEAHEM 3aHATUU. B ciydyae npoBeAcHMs] TECTUPOBAHUS HAa KOMIIBIOTEPAX BPEMS U MECTO IPOBEIEHUS
TECTUPOBaHUs MpenojaBaTenu Kadeapsl coriacyroT ¢ HH(QOPMAalMOHHO-BBIYMCIUTENIBHBIM IIEHTPOM H
JIOBOJIAT /10 CBEJICHUS 00yYarOIIUXCsL.

TpeGoBannss K NOMelIeHMSAM H MAaTepHATbHO-TEXHHYECKHUM CpeacTBaM /AJsl INpPOBeJeHUs
NMpPOLEeRYPHI:

TpeboBaHust K ayauTOpUM JUIsL TPOBEICHHS MPOLEAYpPbl M HEOOXOAUMOCTh MNPHUMEHEHHS
CHELHATM3UPOBAHHBIX MaTEPUATIbHO-TEXHUUECKUX CPEICTB ONPENEISIIOTCS MPENO01aBaTEIeM.

TpeOoBanus k KaApOBOMY 00ecCIeYEeHHUIO POBEACHUS NPOLEYPbI:

[Ipouenypy npoBoauT mpenoaaBaresb, BEAYIINH JUCIUILITUHY (MOIYIIb).

TpeOoBanns Kk 0aHKY OLCHOYHBIX CPEICTB:

o Havasia mpoBeIeHUs TIPOLIEYPHI MIPENoaBaTeIeM MOAr0TaBINBaETCS HE0OX0 UMbl OaHK TECTO-
BbIX 3anaHuil. IlpenonaBarenu kadeapsl pazpabaThIBalOT 3aJaHUs Ul TECTOBOIO 3Tama 3a4éra, yTBep-
KIAIOT UX Ha 3aceaHuM Kadeapsl U NMepeaoT B MH(POPMAMOHHO-BBIUNCIUTEIbHBIA LEHTP B 3JIEKTPOHHOM
BUJIE BMECTE C KOMHUeH pereH3u. MUHMMalbHOE KOJIMYECTBO TECTOB, COCTABIAIONUX (DOH/T TECTOBBIX 3a/1a-
HUHN, pacCUUTHIBAIOT MO (hOpMyJie: TPYIOEMKOCTh AUCIMUILINHBI B 3.€. YMHOKUTH Ha 50.

TecTsl BKITIOYAIOT B ce0s 3a/1aHus 3-X YPOBHEH:

- T3 1 ypoBHs (BBIOpaTh BCE MPaBUIIbHBIE OTBETHI)

- T3 2 ypoBHS (COOTBETCTBUE, ITOCIIEIOBATEILHOCTE )

- T3 3 ypoBHs (cUTyallMOHHAas 3a/1a4a)

CooTHoOLIEHHE 32JaHNI PA3HBIX YPOBHEH U NPUCYAKAaeMble 0a/1/IbI

Bun mpoMexyTo4HOM aTTectanuu
3a4eT
Komuuectso T3 1 ypoBHs (BBIOpaTh Bce MPAaBUIBHBIE OTBETHI) 18
Ko:-Bo 6ansioB 3a npaBUIbHBINA OTBET 2
Bcero 6anioB 36
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KomuuectBo T3 2 ypoBHs (COOTBETCTBHE, ITOCIE0BATEIBHOCTB) 8
Koun-Bo 6ai110B 3a MpaBUIILHBIN OTBET 4
Bcero 6amnoB 32
Kommaectso T3 3 ypoBHS (cuTyalimoHHAas 3a/1a49a) 4
Kon-Bo 6a1oB 3a MpaBUIILHBIN OTBET 8
Bcero 6amnos 32
Bcero TectoBbIX 3ananuii 30
Htoro 6annos 100
MuH. KoardecTBO 0aJUIOB IS aTTECTALNU 70

Onmncanne npoBeeHUs: NPOLEAYPbHI:

TectupoBaHue sBISETCS O00SA3aTENBHBIM 3TAllOM 3a4éTa HE3aBHCUMO OT PE3YyJIbTAaTOB TEKYIIETO
KOHTPOJIS ycrieBaeMocTu. TecTupoBaHue MOXKET IPOBOAUTHCS Ha KOMIIBIOTEPE MM Ha OyMa)KHOM HOCHTEJIE.

TectupoBanue Ha OyMa>KHOM HOCHTEIIE:

Kaxnomy oOydaromemycsi, IpUHUMAIONIIEMY YYacTHE B MpPOLEAype, MPEernojaBaTeNieM BbIIACTCS
OJaHK MHIMBHMIyaJbHOro 3aaaHus. [locne momyuyeHus OaHKa MHAMBHYalbHOTO 3a/aHUsl 00ydaroIuics
JIOJDKEH BBIOpATh MTPAaBHIILHBIC OTBETHI HA TECTOBBIE 3a/IaHUS B YCTAaHOBIICHHOE MPETOAaBaTEIeM BPEMSI.

OOyyaromemycs nmpearaercsi BBIMOIHUTD 30 TECTOBBIX 3aJJaHUI pa3HOIO YPOBHS CJIOKHOCTH Ha 3a-
yere. Bpems, oTBoMMOE Ha TECTUPOBAHKE, COCTABIIAET HE O0JIee OJJHOrO aKaJeMUYECKOro yaca Ha 3a4ere.

TecTupoBaHue Ha KOMIBIOTEPAX:

Jlis npoBeneHus TectupoBanus ucnonb3yercs nporpamMa INDIGO. OGyyaromemycst npeaiaraercs
BBIMOHUTH 30 TECTOBBIX 33/1aHUI Pa3HOTO YPOBHSI CJIOXKHOCTH Ha 3a4eTe. Bpems, oTBOAMMOE Ha TECTUPOBA-
HUE, COCTaBIIAET He O0siee OJTHOrO aKaJIeMUYECKOr 0 yaca Ha 3aueTe.

Pe3ysbTaThl npoueaypsbl:

Pe3ynbpTaThl TECTUPOBAaHUS HA KOMIIBIOTEPE WM OyMa)KHOM HOCHUTENE UMEIOT KAUeCTBEHHYIO OLICHKY
«3aYTEHO» — «HE 3auTeHO». OIEHKH «3aYTEHO» 10 Pe3yJbTaTaM TECTUPOBAHMS SBISIOTCS OCHOBAHHEM JIJIS
J0IycKa oOydarouuxcsi Kk codbecesoBanuio. [Ipy NMoaydeHUH OLIEHKH «HE 3aUTEHO» 3a TECTUpOBaHHE 00Y-
YAIOMIUICS K COOECEeOBaHUIO HE JIOMYCKACTCS M IO pe3yiabTaraM HMPOMEKYTOYHOW aTTeCTAl[UH I10 JHC-
LUIUTHHE (MOYIII0) BBICTABIISIETCS OLIEHKA «HE 3aUTEHO».

PesynbraTel ipoBeneHus MPOLEAYPHl B 00s13aTEIFHOM MOPSAKE MPOCTABIISIIOTCS TPENoaBaTeeM B
3a4€THBIC BEZIOMOCTH B COOTBETCTBYIOIIYIO rpady.

3.2. MeToanka npoBeieHUsI MPUEMA MPAKTHYECKUX HABBIKOB

Leapb 3Tana mpoMeXyTOUHOM aTTeCTAIMH 110 AUCHUTIINHE (MOIYIIO), TPOBOAUMON B (hopme mprema
MPAKTUYECKUX HABBIKOB SIBIIIETCA OIICHKA YpPOBHSA MPHOOPETEHHUS OOydYalOIMMCS YMEHUW, HABBIKOB M
c(hOpMUPOBAHHOCTH KOMITETEHIUI B pe3ylbTaTe N3yueHus: yueOHON AUCIUTIINHBI (YaCTH AUCIUTUIMHBI).

JlokabHbIe HODPMAaTHBHBIE AKThI, perJiaMeHTHPYIOLIIHe NTPOBeAeHe MPOLeAyPbI:

[IpoBeneHne MPOMEKYTOUHON aTrTecTaluu OO0ydJarommxcs periaMmeHtupyercs IlojoxeHuem o
TEKYIleM KOHTPOJIC YCIIEBAEMOCTH M MPOMEKYTOUHOMN aTTECTAI[MU OOY4YarOIINXCs, BBEJACHHBIM B JICUCTBUE
npukazoM ot 08.02.2018 Ne 61-O/1.

Cy0beKThbl, HA KOTOpPbIE HAMIPABJIeHA NMpPoleypa:

[Tpouenypa oleHMBaHUS [OJDKHA OXBAaThIBaTh BCEX OOYYAIOIIMXCS, OCBAMBAIONIMX AUCIUILIHHY
(Monmynp). B cnmydae, ecnu oOydaromuiicss HE MPOXOIWI MPOILENypy O0€3 yBaXHUTEIbHBIX NMPUYHH, TO OH
CUMTAETCS] UMEIOLIUM aKaIEeMUUECKYIO 33JJ0JKEHHOCTb.

Ilepuoa npoBeneHusi NpoueaypbI:

[Ipouenypa omeHHBaHHWS TPOBOAMUTCA IO OKOHYAHMM M3yYEHUS JTUCIUIUIMHBI (MOIynsl) Ha
MOCJICTHEM 3aHSTHH IO TUCHUTUINHE (MOYJII0), WUIH B ICHb ITPOBEACHUS COOCCETOBAHMS, UITU MOXKET OBbITh
COBMEIIEHA C 3aUeTHBIM cOOeCeJOBaHUEM 0 YCMOTPEHUIO Kadeaphl.

TpeOoBanusi K NOMeNIEeHUSIM M MaTePHAJTbHO-TEXHUYECKHMM CpPeICTBAM /IJI1 NpPOBedeHHs
Npoueayphbi:

TpeGoBanusi K ayauTOpUHM Il TIPOBEICHUS TMPOIEAYPHl W HEOOXOJAUMOCTh TPUMEHEHUS
CHEeIUAaTU3UPOBAHHBIX MAaTEPUATbHO-TEXHUUECKUX CPEACTB ONPEAEISIIOTCS MPENOIaBaTEIIEM.
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TpeOoBaHHs K KaAPOBOMY 00ecCle4eHHIO POBeAEeHUS NMPOUeayPbI:

[Ipouenypy npoBOAUT MPENOAaBATENb, BEIYIIHI JUCHUIIIUHY (MOIYJIb).

TpeOoBaHusi K 0aHKY OLIEHOYHBIX CPEJICTB:

Jlo Havana mpoBeleHUs MPOIEIyphl MpermoaaBaTesieM MOArOTaBINBACTCS HEOOXOAMMBIA OaHK oIle-
HOYHBIX MaTepHajioB JJIsl OIICHKH YMEHUW M HAaBBIKOB. baHK OLIEHOYHBIX MaTE€pHaliOB BKIIIOYACT MEpEUYCHb
MPAKTUYECKUX HABBIKOB, KOTOPBIC JOJKCH OCBOMTH OOYYarOIIUUCS At Oyaymied mpodecCHoHaNbHON aes-
TEJIBbHOCTH.

Onucanue npoBeaeHNns NPOLEAYPHI:

OreHka ypoBHSI OCBOCHHUS NMPAKTUYECKUX YMEHHUI U HAaBBIKOB MOYKET OCYILECTBIISATHCS HA OCHOBAaHUU
IMMOJIOKHUTCIIBHBIX PE3YJIbTATOB TCKYLICT'O KOHTPOJIA IMPU YCIIOBUU 0053aTeJIbHOr0 IIOCCIIICHUA BCEX 3aHATHI
CEMHHApPCKOT0 THIIA.

Jis mpoXOXKIOeHHs dTara MPOBEPKU YPOBHA OCBOCHHS INPAKTHUYECKUX HABBIKOB OOYyYarOIIMKCS
JOJDKEH OBJIAJIETh BCEMHU MPAKTUYECKUMHU YMEHUSMU W HaBBIKAMH, MPEIyCMOTPEHHBIMH MPOTpaMMOn
JUCHUTUTUHB (MOAYJIS).

Pe3yabTaThl npoueaypsi:

Pe3ynbrarhl mpoBEepKH YPOBHS OCBOEHUS IMPAKTHUECKUX YMEHUN UM HABBIKOB UMEIOT Ka4€CTBEHHYIO
OIICHKY «3aYTEHO» — «HE 3a4TeHO». OLIEHKHU «3aUTEHO» MO PEe3yJIbTaTaM MPOBEPKU YPOBHS OCBOCHHS IpaK-
TUYECKUX YMEHUW W HABBIKOB SBJISIIOTCS OCHOBAaHUEM JUIsl JIOMyCKa oOydaromuxcsi kK cooecenoanuto. [Ipu
MOJIYYEHUHU OIICHKU «HE 3aUTEHO» 33 OCBOCHME MPAKTUYECKUX YMEHUIN W HABBIKOB OOydarouiuiics k cobe-
CEZIOBAHUIO HE JIOMYCKAETCA W MO pe3yjbTaTaM MPOMEXKYTOYHOW aTTECTAlMM MO IUCHUIUIMHE (MOMYJIIO)
BBICTABIISICTCS OLICHKA «HE 3aYTEHO.

PesynbTaTel ipoBeeHUST TIPOLICYPHI B 00A3aTEILHOM MOPSAKE MPOCTABIISIFOTCS TIPEIOIaBaTeieM B
3a4eTHBIC BEJOMOCTH B COOTBETCTBYIOIIYIO Irpady.

3.3. MeToauka npoBe/ieHUs1 yCTHOTO codece10BAHUSA

Heanio npoueaypbl TPOMEKYTOUHON aTTECTAIIMU IO AUCIHUIUIUHE (MOIYJIIO), TPOBOIMMOM B (hopme
YCTHOTO coOecenoBaHus, SBISETCS OLEHKAa YpPOBHS YCBOGHHS OOydYalOIIMMHUCS 3HAHUM, MPUOOpETEHUS
YMEHUH, HABBIKOB U CHOPMUPOBAHHOCTH KOMIETCHIIMH B pe3yJbTaTe M3y4eHUs Y4eOHON IMCIUIUIMHBI
(4acTu TUCIIUTIIIUHBI).

JlokanbHbIe HOPMAaTUBHBbIE AKThI, perJiaMeHTHPYIOIIe NPoBeAeHNe MPoLeayphl:

[IpoBeneHne MPOMEKYTOUHOM arTecTaluu oOydarommxcs periaMmeHtupyercs I[lonoxeHuem o
TEKYIIeM KOHTPOJIC YCIIEBAEMOCTH M MPOMEKYTOUHON aTTECTAIllMu O0YyJaronIuXcsi, BBEJCHHBIM B JICHCTBUE
npukazoM ot 08.02.2018 Ne 61-O/1.

Cy0beKkThbl, HA KOTOpPbIE HANIPABJIeHA NpoLeaypa:

[Tpouenypa oleHMBaHMS JOJDKHA OXBaThIBaTh BCEX OOYYAIOIIMXCS, OCBAMBAIONIMX AWCHUIUIMHY
(Monynb). B cnmydae, ecnu oOydaromuiicss He MPOXOIUI TPOLENypy O0€3 yBaKHUTENIbHBIX NMPUYHH, TO OH
CUHUTAETCS UMEIOIIUM aKaJIeMUYECKYIO 3a/I0JDKEHHOCTD.

Ilepuoa npoBeneHus NpoueaypbI:

[Ipouienypa oOlleHUBAaHUS TPOBOAMUTCA [0 OKOHYAHMM W3YYEHHs] JUCHUIUIMHBI (MOAYNs) B
COOTBETCTBUU C PACIHCAaHUEM yUeOHBIX 3aHATUN (€CIM MPOMEXYTOYHAsl aTTeCTallds MPOBOAUTCS B (hopme
3aueta). Jlekanarom (akyiapbTeTa MOXET OBITH COCTaBICH WHIAMBUAYAIbHBIH TpaduK MPOXOXKICHUSI
MIPOMEXKYTOUYHON aTTECTAIIMHU TSI 00yUar0IIerocs IPH HATMYUHU OTPEIETICHHBIX 00CTOSATEILCTB.

TpeGoBanusi K NOMeLIEHHMSIM H MAaTePUATbHO-TEXHHYECKHM CpeIcTBaM Jisi TNPOBeIeHusl
npoueayphbi:

TpeOGoBanusi K ayaUTOPUH JUIS TPOBEACHHS TPOUEAYPHl U HEOOXOIMMOCTh TMPUMEHEHHS
CHEIUaTU3UPOBAHHBIX MaTEPHUATLHO-TEXHUUECKUX CPEICTB ONPEICISIFOTCS MPENO aBaTeIIeM.

TpeGoBanus K KaApoBOMY 00ecrie4eHNI0 TPOBeAeHUS MPOLEAYPbI:

[Iponienypy MpoBOAMT MPEMOaBaTEh, BEAYIIHN AUCITUIUTHHY (MOYJIb), KaK MPaBUIIO, TIPOBOISIITHI
3aHATUS JTEKIIMOHHOTO THIIA.

TpeOoBaHus kK 0aHKY OLIEHOYHBIX CPEACTB:

Jlo Hauana mpoBeAeHHs MPOLEAYPHl MPENoaBaTeieM MOATrOTaBINBACTCS HEOOXOAUMBINH OaHK oOlle-
HOYHBIX MaTepUaJIOB JJIsi OIICHKW 3HAHWW, YMEHHH, HAaBBHIKOB. BaHK OIIEHOYHBIX MaTEPHAIOB BKIIIOYAET
BONPOCHI, KaK MPaBUIIO, OTKPHITOTO THIIA, IEPEYEHb TEM, BRIHOCUMBIX Ha OIPOC, THUIOBLIE 3a1anus. 13 6an-
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Ka OLICHOYHBIX MaTepHayioB (GOPMUPYIOTCS MeYaTHbIC OJaHKK WHAMBUAYATbHBIX 3adaHuil (Ounetsr). Komu-
9EeCTBO BONPOCOB, MX BHJ (OTKPBITHIE WA 3aKPHIThIC) B OJIaHKE MHIWBUIYATHHOTO 3aJaHUS OMPEIEIsIeTCs
MPEToIaBaTeNIEM CaMOCTOSITEIIHHO.

Onucanue NpoBeieHUsI MPOIETYPHI:
Kaxnomy oOyuaromemMycs, IpUHUMAIOIIEMY Y4acTHE B MPOIEAype, MPEIOaaBaTeieM BbIIACTCS OJIaHK WH-
TUBUAYAIBHOTO 3amanus. [locie monydeHus OJlaHKa WHAWBHIYAJTLHOTO 33JaHUS U MOATOTOBKH OTBETOB
00y4YaroIuiCs JODKEH B MEPY UMEIONIMXCSl 3HAHUH, YMEHUH, HABBIKOB, CPOPMHUPOBAHHOCTH KOMIICTECHITHH
JaTh YCTHBIC Pa3BEPHYTHIC OTBETHI HA IMOCTABICHHBIC B 3aJaHWH BOIMPOCH M 3aJaHUS B YCTAHOBICHHOE
npernoasatTeneM BpeMs. [IpogoInKUTEIbHOCTh MPOBEACHHS MPOLEAYPHI OIpPEICNIIeTCs MpenoaBareieM
CaMOCTOSITENTLHO, UCXOJS U3 CIOKHOCTH WHIWBUIYaTbHBIX 3a/JIaHUN, KOJUYECTBA BOMPOCOB, 00BEMa OIle-
HUBAEMOT'0 YyU4eOHOTO MaTepualia, o0ield TPYJA0EMKOCTH H3y4aeMOU JTUCIUILTUHBI (MOTYJIs) M APYTUX (aK-
TOPOB.
CobecenoBaHre MOXKET MPOBOJUTHCS IO BOIpocaM Owmiiera W (WJIM) MO CHTYallMOHHOM(BIM) 3amade(am).
Pesynbprar cobecenoBanusi Mpy NPOBEICHUHM MPOMEXYTOYHOW arTecTaliui B Gopme 3auéra onpenensercs
OIICHKAMH «3a4TCHO», «HE 3aU4TEHOY.
Pe3yabTaThl MpoueTypbI:
Pe3ynbrarhl ipoBeeHUS TIPOIEAYPHl B 00S3aTEIIHHOM IMOPSJIKE MPOCTABIISIOTCS MPEIOIaBaTeIeM B 3a4eT-
HBIC KHI)KKU 00YUJaromuXcsi M 3a4ETHRIC BEOMOCTH | TIPECTABIIIOTCS B JICKaHAT (aKyJIbTeTa, 32 KOTOPhIM
3aKperieHa 00pa3oBareibHas IPorpaMMa.
[To pesymbraraM TpoBeIEHUS TPOIEAYPHl OLICHUBAHUS IPEIoaBaTelieM JCNaeTCsl BBIBOJ O Pe3yibTaTax
MIPOMEKYTOUHOM aTTECTAIMH IO JUCIUTUINHE.

3.4. MeToanka NpoBeAeHNus 3alIUTHI peepaToB/I0KIAT0B.

Leabo mpoueaypbl MOATOTOBKH W 3aIIUTHI pedepara SBISCTCS OLEHKA yYPOBHS YCBOCHHS 00Y-
YaOIIMMUCS 3HAHHM, TPUOOPETEHUSI YMEHUN, HABBIKOB U C(HOPMHUPOBAHHOCTH KOMIETEHIIMI B PE3yNIbTaTe
W3YYCHHUS YYCOHOW MUCIUIUIMHBI (YaCTH IUCIUIUIMHEI), OICHKA CIIOCOOHOCTH O0YydYaromierocss K Hay4IHO-
UCCIIEIOBATENLCKOMN IeITETbHOCTH.

JlokajibHbIe HODPMaTHBHBbIE AKThI, perJiaMeHTHPYIONIHe TPOBeAeHne MPOLEeAYyPbI:

[TpoBeneHne MpoMEXYTOUYHOM aTTecTaluy o0y4aroumxcsa pernameHtupyercs I[lomoxkeHuem o Teky-
[[eM KOHTPOJIE YCIIEeBAaEMOCTH U MPOMEKYTOYHOMN aTTecTally 00ydJaroluXxcsi, BBEJICHHBIM B JEHCTBHE MIPH-
ka3zoMm ot 08.02.2018 Ne 61-O/1.

Cy0beKThbl, HA KOTOpPbIE HAMPaBJIeHA NMpoleaypa:

[Tpouienypa oIleHMBaHUS JOJDKHA OXBAThIBaTh BCEX OOYYAIOMIMXCS, OCBAWBAIOIIUX JUCHUIUIMHY
(MOJyJib), IO KOTOPOU MPEAYCMOTPEHO BBHIMIOJHEHNE U HanKrcaHue pedepara. B ciydae, ecnu oOyuaromuiics
HE MPOXOAUI MPOLEeNypy 0€3 YBOKUTENbHBIX MPUUUH, TO OH CYUTACTCS UMEIOIIUM aKaJIeMUYECKYIO 33101~
KEHHOCTb.

Ilepuon npoBeneHusi NpoUeIypbI:

[Ipouienypa orileHUBaHMs MPOBOJUTCSI B COOTBETCTBUU C YUE€OHBIM IJIAHOM M paclUCaHUuEM y4eOHBIX
3aHATHIA.

TpeOoBanuss K TNOMENIEHUSIM W MATePUATbHO-TEXHHYECKHUM CpPeICTBAM [Jisi NPOBEAEHUs!
Nnpouexyphbi:

TpeOoBaHMsI K ayTUTOPUH IS IPOBEICHUS MPOIICTYPhI H HEOOXOUMOCTh IPUMEHEHUS CIICITUAITA3H-
POBaHHBIX MAaTEPUATHLHO-TEXHUUYECKUX CPEJCTB ONPEICIISIFOTCS MPEMO1aBaTeIIeM.

TpeOoBaHuMs K KaAPOBOMY 00ecCle4eHHIO POBeAeHUs NMPoUeayPbI:

[Tpouieaypy NpoBOIUT IPETIOAaBaTENh, BEAYIINI JUCIHUILTUHY (MOIYIb).

TpeOoBaHusi K 0aHKY OLIEHOYHBIX CPEJICTB:

Jlo Hauana mpoBeACHUs TPOIEAYPHI MpernoaBaTelieM MOATrOTaBINBACTCS HEOOXOIUMBIA OaHK TeM
pedepatoB. OOyuaromuiics BHIOUPAET CaMOCTOSATEIRLHO TeMY pedepara.

Onucanue npoBeaeHNs NPOLEAYPHI:

3aKOHYEHHYIO pa0dOTy CTYACHT CIaeT Ha Kadenpy B OyMakHOM H SJIEKTPOHHOM BH/IC.

Pedepar moayiesxut mpoBepke Ha HAJTMYKE 3aMMCTBOBAHMM U TIJIaruara. 3aTeM padoTa HarpaBIseTcs
Ha pelieH3UpOBaHUE.

Penien3upoBanue BKITIOUAET: BBISIBJICHHE ONMTHOOK M HEJIOUETOB B paboTe.
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PerieH3eHT BBISICHAET COOTBETCTBHE PAaOOTHI IMOCTABICHHOMY 33JaHUIO, aKTYaJbHOCTH TEMBI, CaMO-
CTOSITENIFHOCTh BBITIOJIHEHUS Pa0OTHI, CTETIEHb MPUMEHEHHS TEOPETUUECKUX 3HAHUHM HA MPaKTHKE U MPaKTH-
YeCKyI0 3HAYMMOCTh PabOThI, aHATM3UPYET IOJIOKUTEIbHBIE CTOPOHBI, HEOCTATKA W OUIMOKH, OIIEHUBACT
CTHJIb M3JIOKEHUS U 0POPMIICHHUS.

OcHoBaHUeM JUIA IONTyCKa K 3aluTe pedepara sBIsIOTCS:

- opopmiieHre paboThl B COOTBETCTBUU C MPEAbABISEMBIMU K HaNMCaHUIO pedeparoB TpeOOBaHU-
SIMU;

- peLieH3Ms PYKOBOIUTENS M €T0 OIHICH Ha TUTYJIHHOM JIUCTE.

CrynenT 3apaHee ToToBHT Jokaax Ha 8-10 MuHYT, BEIOMpast OCHOBHBIE MOMEHTHI B paboTe, COXpaHssi
IIPU 3TOM CTPYKTYpY paboThl. B BRICTYIIJIEHHHU CIieyeT OTpa3uTh MOTHUBBI BEIOOpA TEMbI, OOBEKT, MPEIMET,
IeTb, 33/1a4M HMCCIICIOBAHUS, OCHOBHOE COJIep)KaHUe, BBIBOABI U WX oOocHOBaHHUe. [1oArOTOBUTH MyIbTH-
MEIUHHYIO TPE3CHTAIHIO, TOMOTAIOIIYIO PACKPBITh OCHOBHBIE MOJIOKEHHUS PAOOTHI.

CTyzeHT B CBOEM JI0KJIa/ie JOJDKEH PACKPBITh CIEAYIOIINE BOIPOCHL:

- aKTYaJIbHOCTh TEMBI, LIeJIb U 3aJa4d pabOThl, 0COOCHHOCTH HOPMAaTHBHOTO PETYIHMPOBAHUS HC-
CJIElyEMBIX BOIIPOCOB;

- COCTOSIHHE U OCOOEHHOCTH HCCIIElyeMOM MPOOIeMBl;

- IOJTyYCHHBIE Pe3yJIbTaThl, BEIBOJBI U MPEITIOKEHHS, CTEIICHh X HOBU3HBI.

2) OTBETHI CTY/ICHTA HAa BOTIPOCHI PELICH3CHTA U WICHOB KOMHCCUH, TIPHCYTCTBYIOLINX.

3) 3axiIr0ueHHE MPETIoJaBaTEls C OLICHKOI pabOThL.

Pe3yabTaThl Ipouenypsl:

Pedepar onienuBaeTcs no npeio)KkeHHOMY OLEHOYHOMY JIUCTY:
OIEHOYHBIN JIUCT PE®EPATA 110 TEHETUKE

Crynenra daxynbTeT Kypc
Tema pedepara
Kputepuu onieHku
Ne | OuenuBaemsbie kpurepun bamn ot MakcumanbHO HaGpannslit
0102 | BO3MOXKHBIN a1 Oau1
A CooTBercTBHE COepKaHUs TeMe™* (Tema pa- 0
) 00TBI BBIOMpAETCS CTYACHTOM B TEUEHHE 1 2
ceMecTpa 1 He JyOnupyeTcs BHYTpU IPYyIIIbl) 2
YpoBensb anau3a npodsemMbl (MCIOIb30Ba- 0
HUE HAyYHO-TIOMYJISIPHBIX TaHHBIX; MH(opMa-
b) | mus u3 cnenuanu3upOBaHHBIX HCTOYHUKOB; 1 2
caMble COBPEMEHHbIE U aKTyaJIbHbIE HAyYHbIE
JTaHHBIE) 2
CamocTosITe/IbHOCTH BbINOJHEHHS (CO0- 0
B) CTBEHHO ITPOaHAIM3UPOBAaHHBIN 00bEM MaTe- 1 9
puana; 3HaHWE U YMEHHUE M0JIb30BAThCS 2
MEIUKO-TEeHETUYECKON TEPMUHOJIOTHEH U T.11.)
3aKoHYEHHOCTH PadoThI U YMeHHeE 1eJ1aTh 0
aJleKBaTHbIe BHIBO/JbI M 3aK/II0YEHHE 1
I') | (ycBOeHHME MaTepHalia Tak e JOJKHO TOJI- 2 2
TBEP>KJAThCsl OTBETAMHU Ha JIOTIOJIHUTEIbHBIE
BOIPOCHI)
KauectBo oopmiuenus (ymerne ohopMuTh 0
0 paboTy B MOJIHOM COOTBETCTBUU C TPEOOBaHU- 1 9
SIMU - CTPYKTYpa, TUIaH, TEXHHIeCcKoe o(opM- 2
JICHUE).
WUTOT'OBBIN BAJLT

O 02/1J10B — 110JIHOE HEBBINOJHEHUE KPUTEPHUs
1 6ays1 — yacTHYHOE HEBbINOJIHEHHE, BHINIOJTHEHHE € OLIMOKAMHU
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2 0ajy1a - KpUTepHii BHINOJTHEH NMOJTHOCTHIO

«3aurteno»: 6-10 6amI0B
«He 3auTeHo»: 5 u MeHee 6a/110B
!*HeBbInojiHeHHE KPUTEPHsi A) aBTOMATHYECKH BeJeT K OllEHKE «He 32a4TEHO0)

3AKJIFOUEHHUE: pedepar 3auTeHo / He 3a4TeHO

IIpenogaBarennb / Hara
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