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Pa3nen 1. [lepedyeHs MiIaHUPYEMbIX Pe3yJIbTATOB 00YUYEeHHUS MO IUCUUILIHHE (MOYJII0), COOTHECEH-
HBIX C IVIAHUPYeMBbIMH pe3yjbTaTamu ocsoeHusi OITOII

1.1. llesan u3yyeHusi AUCHUNTHHBI (MOLYJI51)

OcBoeHus y4eOHON TUCIUTIIMHBI (MOAYIs1) «MeIUIMHCKas TeHETHKA» COCTOUT B OBJIAJCHUU O0IIIe-
TEOPETUIECCKIUMH 3HAHUSAMU B 00JIACTH METUITMHCKON TeHETHKH U B (POPMHUPOBAHUH CITIOCOOHOCTH Yy CTY-
JICHTOB IMPUMEHSTh OCHOBHBIC ITOHATHS B 00J1aCTH MEIUIIMHCKON T€HETUKH, HEOOXOIUMBIE JIJIs peanu3a-
MU KJIMHUKO-TEHETHYECKOTO MOX0a MPH TUATHOCTHKE, ICICHUH U IPO(UITAKTUKE HACIEACTBCHHBIX
3a00JIEBaHHM.

1.2. 3agayu u3y4eHusi TMCHUNIUHBI (MOTYJI5)

- OOy4uTh HaBBIKaM 110 GOPMHUPOBAHUIO Y HACEIICHUS, TTAITMCHTOB U YWICHOB UX CEMEH MOTHBAIIUH,
HaIlpaBJICHHON Ha COXPAHEHHUE U YKPEILJIEHUE CBOETO 3/I0POBBS U 3/I0POBbs OKPYKAIOIIUX;

- ChopmupoBaTh 3HAHUS O TEHOME YeJIOBEKA, IPUPOE OCHOBHBIX TPYIIN HACIEACTBEHHOM MaTOIO-
THH YeJI0BEKa: 3THOJIOTHH, MEXaHH3MOB TAaTOT€HEe3a, MPUYHUH KIMHUYECKOTO MOTMMOP(PHU3Ma U UCTIOTIB30-
BaHME 3TUX 3HAHHUH 7151 A depeHInaTbHON TMarHOCTUKH 3a00JI€BaHUM.

- ChopmupoBaTh HaBBIKH MPABUIHLHOTO cOOpa TEHEATOTHYSCKUX JAHHBIX, COCTABJICHHS M aHAIN3a
POJIOCIIOBHBIX; cOOpa aHAMHE3a U OCMOTpa OOJBLHOTO C IEJBI0 OMHUCAHUS (PEHOTHUIIA JIJISI CHHIPOMOJIOTH -
YEeCKOIr'o aHaJIh3a.

- OOy4HTh HaBBIKAM I10 TIPOBEICHUIO aJCKBATHBIX MPOMUIAKTUICCKIX MEPOIIPHUSATHI: BHISBICHHIO
«TPYIIII MOBBIIIEHHOTO PUCKa» CPEAH HACEICHUS U X JUCIIaHCEPU3AIIH.

- JlaTb mipeicTaBiIeHHE O TEHETHYECKUX OCHOBaX MHAMBUIYaTbHOTO OTBETA HA JIEKAPCTBEHHOE BO3-
JIEUCTBUE.

- O0y4uTh CTYACHTOB 3JIEMEHTAPHBIM MPAKTUUECKUM HaBbIKaM B 00JIACTH MOJIEKYJISIPHO-TEHETH-
YECKOH, IATOTCHETUYECKON, OMOXUMHUYECKON W TIPEHATAIbHOW JUArHOCTHUKH, a TaKKe MOKa3aHUSIM K UX
MIPOBEICHUIO.

- AHanu3 Hay4YHOW JMTEpaTypbl, MPOBEICHNUE HAYYHO-CTATUCTHUUYECKOTO aHalu3a U IMyOJIWYHOe
MPEACTABICHUE MOJTYYCHHBIX PE3yJIbTATOB.

1.3. Mecrto tucuumimHbl (Moay.s) B crpykrype OINOII:
Hucnurnnuna «MenuuuHcKas TeHeTHKay OTHOCUTCS K 0yioky b 1. Jluciumiauasl (Moaynu) 00s13a-

TEJIbHOU YaCTH.

OcHOBHBIE 3HaHUS, HEOOXOIUMBIEC JIJIs1 U3yUEHUS TUCIUTUTHHBI (POPMUPYIOTCS IPU U3YUYECHUU JIHC-
LUTLTUH:

- Ucropus

- DKOHOMHKA

- JlJaTUHCKHI A3BIK

- MeauuuHckas nuHbopMaTuka

- O61mas 1 GuoopraHuvecKast XuMHs

- buonorus

- OCHOBBI XUMHUU

- NHOCTpaHHBIH A3bIK

SBasercs npeeCTBYIOMEHN 1 U3yYEHUS TUCLUILINH:
- buoxumus

- Hopmanbhas ¢usnonorus

- MukpoOuosnorus, BUpycoaorus

- UmMMyHODOTHS

- ®apmakosorus

- [Tatoduznonorus, KIMHUYECKask NMaTO(GU3NOIOTUS

- HeBpomnorus, Helipoxupyprus

- [lcuxuatpusi, MeAMIIMHCKAS ICUXOJIOTHSI

- AKyIIEpCTBO U TMHEKOJIOTUS



- [lennarpus

- JlepmaroBeHepOnIOrus

- Odrampmomnorus
- OHKonorus
- 'emaTomorus

1.4, O0bexTHI podecCHOHATLHOM 1esITeIbHOCTH
O0bexTamu TpoQecCHOHATBHOM JeSITeIbHOCTH BBITYCKHUKOB, OCBOUBIINX PA00YYIO IIPOTrpaMmMy
JTMCUIUTUTAHBI (MOMYJISA), SIBIISTFOTCSI:

busznveckue auna (MarrueHThl)
HACeJICHHE;
COBOKYITHOCTB CPEJICTB ¥ TEXHOJIOTHI1, HAIIPABJICHHBIX HAa CO3/ITAHKUE YCIIOBHH JIUIsl OXPaHbI 3I0POBbS
rpaK/IaH.

1.5. Buabl npogeccuoHAIbHOM 1eSITeJIbHOCTH
M3ydenune qaHHOW TUCIMILTHBI (MO/TYJIS) HAIIPABJICHO HA TOJI'OTOBKY K CIIEIYIOIIMM BUAaM Ipodec-
CHOHAJIbHOW JIESATEIIBHOCTH
- MEIUIIUHCKHH.

1.6.[lnanupyemblie pe3yabTaThbl OCBOCHHS MPOIrPaAaMMbl - KOMIETEHIIUH BbIMYCKHUKOB, MJIAHUPYe-
Mble pe3yJbTaThl 00yYeHHs N0 AUCHUIINHE (MOAYJII0), o0ecreduBaIOIIMe TOCTUKEHUE MJIAHM -

PYeMBbIX pe3yJIbTATOB OCBOEHHS IPOrPaMMbl

[Tporecc n3yueHus TMCUUILTMHBI (MOJIYJIs) HAaIlpaBlieH Ha (JOpMUpOBaHME Y BHIITYCKHHUKA CIIETY-
IOLIMX KOMIIETEHIUI:

Pe3yuib- Ne pas-
AL OCEO- [lepeueHb MIIaHUPYEMBIX PE3YJIHLTATOB OneHouHble eI JIHC-
- Vinukatop 00y4eHUS IO JUCHUTIIIMHE (MOIYIIIO) cpencTBa up;\rrin?im,
Ne OIIOII JOCTHKE- Jlnsinpo- | Mectpa, B
wn | (MHAEKC W | HUS KOMIIe- Jst Teky- Mexy- KOTOPBIX
cozepxka- TEHLIUU 3HaTh YMerb Bnaners IEro KOH- | TOuHOH | (opmupy-
HUE KOMIIe- TPOJIS aTTecTa- CTCsl KOM-
T eHL[I/H/I) hig%05¢ IIETCHI U
1 2 3 4 5 6 7 8 9
1. | OIIK-5. MJI OIIK- | Maremaruue- | IToxs3o- Hasbikamu YCTHBIH Cobece- | Pazmen Ne
CnocooOeH 5.1.ITpume- | CKHE MCTOIBI | BAaThCH yueb- | momcka  Me- | OTPOC, Te- | NOBAaHME. 123456
OLIEHUBATH | HAET OCHOB- | PEIICHUS MH- | HOH,  Hayd- | JHMIMHCKOH CTHpOBE Tectitpo- ﬁfgecrp
Mopdo- HBIE (bu- | TEIVIEKTYasIb- | HOH, HayHHO- I/IH(l)OpMa]_H/H:I g:f/;[ I(’)e_ e- | BaHme. 0
dyHKIHO- 3UKo-Mare- | HPIX 337a4 M | NONYIGIHOA | B yqefiHOI/I, Knan, pe-
HAJTbHBIE, MaTHIe- MX HPUMEHE- | JIMTEPATYPOH, | HAydHOH ju- | .-
dbrsmono- | ckme, ecte- HHE 1.3 Mezu- | cethio M- | Tepatype, B | ryaiuon-
eCKHe crBerHona- | [WAHE: TEOpe- | TEPHET  JULA | TOM WHCNE € |y sazay,
TUYECKHE OC- | MPOo(eccho- | MCHOJb30BA- | mpakrhde-
COCTOSHISL | YIHBIC 1O~ | yoppr upgpop- | HANBHOI e~ | HMEM  CETH | cue
H  TaTOJIO- | HATHA U MC- | yayky, TEJILHOCTH. UnTtepHeT; HaBBIKH
T'MYCCKUC TOABL ~ HC- | cHop, xpaHe- HaBbIKaMU
IponeCcChl CJieioBa- HUE, TIOUCK, NIpEeACTABIIE-
B opra- | HUM IpU pe- | nepepaboTKa, HUS U 00Cy K-
HM3ME dYe- | IIEHHH Ipo- | Npeodpa3oBa- JCHUST MU~
JIOBEKa I (I)CCCI/IO' HHUE, pacipo- HHHCKOf/i UH-
penieHus HAJIbHBIX Cqu?HeHHe (bopmaryn,
; nH(pOpMaIUH
modeeer .| W
CKUX U OHoO-
3anat JIOTHYECKUX
CHCTEMaX,




HCIOJIb30Ba-
Hue uHpop-
MAIMOHHBIX
KOMITBIOTEP-
HBIX CUCTEM B
MEIUIMHE U

3paBOOXpa-
HEHHH.
NI OIIK- | EcrectBen- Wntepnperu- | UuTepnpera- | YcrHbiii Cobece- | Pazmen Ne
5.2.Wurep- | HOHayuHbie | poBaTh ecTe- | IMEH pesyms- | Ompoc, Te- | fosamne. | 123456
npetupyer | MOHATHS W | CTBSHHOHA- | TATOB HCCIIE- ;Ezp‘)‘;z; N BT:I‘{’;ZIPO' f{fl‘;ecm
pe3ympTaTpr | MCTOMB  HC- | YHHBIC TOHs- | TOBAHMA, 1O~ paT/,)I 12)_ : -
(buse- CIEOBAHUM | THS M METOMBI | JIyYEHHBIX Knan, pe-
TeHETHKH Ye- | HCCIIen0Ba- METO/IaMH T'e-
CKHX, MaTe- - LIICHHE CH-
. JIOBEKA M 1O~ | HMIi  TeHE- | HETHKH HENO~ | rvoion.
TyJISIIIOH- TMKM ~ 4eo- | BEKa M MOMY- | ypix sanau,
CKHX M| Hoit  Teme- | Beka M MOMy- | JAIMOHHOI TpaKTHIe-
WHBIX €CTC- | tygy,  Kie- | JAIUOHHOU TEHETHKH, CKHE
CTBCHHOHA- | TOYHOW OHO- | T'€HETHKH, KJICTOYHOU HaBBIKH
YYHBIX MC- | JIOTHM  TPH | KJIETOYHOM Ouooruu
cleoBa- pEIICHHN OUOIIOrH| [PH PEIIECHUH
HUI IpY pe- | TPOQECCHo- | MPH PElIeHnH | TIPOdeccro-
IIIEHUH [Ipo- | HAIBHBIX 3a- | MNPOpeccno- | HalbHBIX 3a-
deccuo- Jau. HaJbHBIX 3a- | Jau.
HAJIbHBIX Aat.
3ajad.
HNJI  OIIK | OcHoBsl aHa- | Iloab30- Haspikamn VerHblid Cobece- | Pasmen Ne
5.3. Pemaer | MM3a  ydeO- | BaThca yueO- | Mcmosiwp3oBa- | Ompoc, te- | jgosanme. | 1,2,3,4,5,6
Cruap | Wy | i sy | e | | oo | G
Hble 3anauy | HOW, HAYHHO- | HOF, HayuHO- 61/10)}01"1/1%— paT/,Z[ f(’)_ : .
npodeccro- g;:g/ﬂﬂpﬂou HOMYJAPHOR | CKOH TepMu- | o pe-
HAUTbHOR paTypbl | IMTEpATYpoi | HoMorMM I | oo
CATCIBHO- C  MCIONB30- | € MCIIONB30- | BBIIONHEHHS | oo
o c - BaHMEM Me- | BAaHUEM Me- | 337ad  MPO- | ypix 3amau,
JUKO-O0MO0JI0- | IMKO-0MONIO- | (DECCHOHANb- | mpakTiye-
[I0JIb30Ba- THYECKOMN THYECKOMN HOWU JiesTenb- | ckue
HACM  MC- | TepMHHOJIO- TEPMHUHOJIO- HOCTH. HaBbIKH
JUKO-OWO- | ruM AJIs BBI- | TUM JJIsS BbI-
JIOTUYECKOW | MOJHEHHMS 3a- | MTOJHEHHS 3a-
TEPMHUHO- nmad mpodec- | mad mpodec-
JIOTHH CHOHAJIBHOM | CHOHAJILHOU
JIeSTEbHO- JIeTEbHO-
CTH. CTH.
Ml  OIIK | O6mue 3ako- | MuTepnpern- | Memuko-6mo- | YcTHbIH CobGece- | Pazuen Ne
5.4. Agagu- | HOMEPHOCTH poBath  00- | JIOTHYECKUM ompoc, Te- | nosanue. | 1,2,3,4,56
supyer 3a- | MPOMCXOXJE- | LIME 3aKOHO- | MOHATHIHHBIM ;;tpozze_ BT;;ZIPO ﬁfl\;ecm
KOHOMED- HUsSI ¥ Pa3BH- | MEPHOCTH arnmnapaTrom. ; P - : .
TUS  JKU3HM, | OPOUCXOXIe- | MeromamMu patiao
HOCTH . KIan, —pe-
CBOWCTBa HMS U Pa3BH- | U3ydeHHMs Ie-
ynkmo- Ouosornye- TUS  JKU3HHU, | HETUKU 4ejo- :JZHI;Z}CI?_
HUPOBAHMA | cppx cucrem, | cBoiictBa BEKa. H};DI: sazau
PasiIUYHbIX | yHnuBHIy- Ouonoruye- npaKTme-’
OpraHOB M | ajgbHOIO pa3- | CKUX CUCTEM, CKHe
CHCTEM JUISL | BUTHS YeENO- | MHIUBUJLY- HABBIKH

OLICHKU

Beka. Cospe-
MEHHBIC Me-
TOJIBI

aJIbHOTO pPa3-
BUTHSI YEJIO-
BEKa.




Mopdo-

T'CHCTHUKH YC-

CoBpeMeH-

dyHK1IHO- JIOBEKa U | HBIC METOJBI
HATBHBIX 1 | MPEACTaBlIe- | TEHETHKM Ye-
bu3mono- HHUE 0 TCHOME | JIOBEKa u
YeI0BEK: T TaBJIe-
THYECKUX CIIoBeKa, PCACTABIIC
. | MONEKyJsIp- | HHE O TeHOME
COCTOSIHH,
HbIE€ OCHOBBI | YEIIOBEKa,
farojora HACJECTBEH- | MOJIEKYJISIp-
HCCKHX HOCTH, POJNK | HBIE OCHOBBI
HPOUECCOB | gacnmencTBEH- | HACIEACTBEH-
B opra- | moctu B | HOCTH, pOJIXA
HU3ME 4Ye- | OMpeeSCHHH | HACIEACTBEH-
JIOBEKA 30POBbSI W | HOCTH B
[ATOJIOTHH. OIpeICICHUU
3I0pOBbS  H
[ATOJIOTHH.
N  OIIK | Monekymsp- | OueHuBaThb Mertomamu VerHblid Cobece- | Pazmen Ne
5.5. OrieHu- | HbIiA, TeHHBI, | HAPYLICHHUS U3ydYeHHs ompoc, te- | nosanue. | 1,2,34,5,6
- | Xxpomocom- HACTICJICTBEH- | HACleCTBeH- | CTHPOBa- Tectupo- | Cemectp
BaeT  MOp HHE, pede- | BaHHE Ne 3
bodyHkiu- | HPIF HTEHOM- | HOTO MaTepH- | HOCTH Helo- P : -
YHIEH Wbl YPOBHH | ana mpi Bo3- | Beka ma mo- | PATAO"
OHAJIbHBIE U YPOBH P Knam, —pe-
A HapyIIeHHH HUKHOBEHMH | JICKYISIDHOM, | - -
eCKIIe HACIICNICTBCH- | MATONOTHYE- | TCHHOM, XPO- | ryaiyon-
HOTO MAaTepH- | CKHUX MPOLEC- | MOCOMHOM H | ppix 3anau,
COCTOAHUA, | 473 ipy BO3- | COB B Opra- | FeHOMHOM npaKTHye-
HIATOJIOTH- | HYUKHOBCHWUH | HU3ME YEJIO- | YPOBHSIX. CcKHe
YCCKHUC naTojoruye- | Beka Ha MO- HaBbIKU
MPOLIECCHI B | CKMX MPOLEC- | JEKYIAPHOM,
OpraHu3Me | COB B Opra- | I€HHOM, XpO-
yeJioBeKa HHU3ME 4YCJI0- MOCOMHOM H
Ha KIeToy- | BEKa TEeHOMHOM
HOM, TKaHe- YPOBHSIX.
BOM, OpraH-
HOM ypOB-
HSX.
HNJI  OIIK | Meroasl re- | Murepnperu- | Metonamu VerHelit CoGece- | Pasnen Ne
5.6. Hc- | HeTuueckoro | poBaTh  pe- | m3ydeHus u | Ompoc, te- | gosanme. | 1,2,34,5,6
aHanmza. Jla- | 3ymbraTel re- | auarHoctukp | CTHPOBa- Tecrupo- | Cemectp
TONB3YeT HUe, pede- | BaHHE Ne 3
_ | bopaTopHble | HETUUYECKOTO | HACIICJCTBEH- P : -
COBpPEMEH pat/o-
METOJIbl ua- | aHanusa. UH- | HBIX 3a0oJe-
HBIC MC- . K1am,  pe-
THOCTHKH TEPIPETUPO- | BaHHWH YeNO-
TOJIbI PyHK- LIEHHE CH-
HACTICJICTBEH- | BaTh pe3ysib- | Beka. HaBbl- )
[IHOHAJTE- Tyal1oH
N HbIX  Gones- | TaTblabopa- | KaMU MHKPO- | ppix sajau,
HOM  JIHA" | peji nng BBI- | TOPHBIX Me- | CKOIHPOBA- TpaKTHde-
T'HOCTHKH, SBJIIEHUS Na- | TOOOB  JWa- | HUS. CKHe
HUHTCpPIIpEC- TOJIOTAYE- THOCTHUKH HaBBIKU
THUPYET PE- | CKHUX IpOIeC- | HACIEeICTBEH-
3yJIbTAThI COB B opra- | HeIx Ooses-
naGoparop- | HM3Me 4eno- | Hel s Bbl-
HBEIX W uH- | BeKka. Iluro- | saBjenus ma-
CTpyMeH- JIOTHYECKUE U | TOJIOTHYE-
BpEMEH- KHX II -
TATEHEIX coBpeMe c potiec
HBIE MHKPO- | COB B Opra-
METO/IOB
CKOITMYECKHE | HU3ME Yelo-
AHArHO- METOABI u3y- | Beka. HTEp-
CTURM UL | yemyg Guono- | MpeTUpOBaTh
OIICHKH TUYECKUX




mMopo- 00BEKTOB.
byHKIHO-
HAIBHBIX U
buznono-
THYECKUX
COCTOSIHHU,
MaTOJIOTU-
YEeCKHX
MIPOIIECCOB
B opra-
HU3ME 4e-
JIOBEKa

LIATOJIOTHYE-
CKHE 1 COBpE-
MEHHEIE MUK-
POCKOMHYE-
CKHE METOIbI
M3YUCHHUSI
Ouosoruye-
CKHUX O0BEK-
TOB.

Pa3nen 2. O0beM TUCHUILTHHBI (MOYJIsI) U B

HabI Y4eOHOil padoThI

OO01mast TpyA0€MKOCTh JUCIUTIIMHBI COCTABIISCT ___ 2 3a4eTHBIX €AWHHMIL, _ /2 4Yac.
. CemecTtphbl
Bun yaeOHo# paboThl Bcero vacos N3
1 2 3
KonrakTHas padoTa (Bcero) 48 48
B TOM YHCJIC:
Jlexuuu (JI) 12 12
[TpakTnueckue 3ansarus (I113) 36 36
Cemunapsi (C)
JlaGopaTopHsbie 3ansaTus (JIP)
CamocrositenbHas paboTa (Bcero) 24 24
B TOM YHCJIC:
- [ToAroTOBKY K 3aHSTHSIM 7 7
- [loAroToBKy K TeKyIeMy KOHTPOJIIIO 9) 5
- [ToAroToBKY K MPOMEKYTOYHOMY KOHTPOITIO 4 4
- Pedepar/noxnan 8 8
By npoMexyTOouHOM arrecTanun 3a4er 3a4er 3a4er
OO6m1ast Tpy10€MKOCTH (Yachl) 72 72
3a4eTHbIC ETUHULIBI 2 2

Pa3znen 3. Conep:kanne TUCHMILIAHBI (MOAYJIs1), CTPYKTYPHPOBAaHHOE 10 TeMaM (pa3aeam)

3.1. Conep:xanue pa3nejioB TUCHUILIHHBI (MOTYJIs1)

No | Koxxomne- | HaumeHoBaHue paznena
Copepxanue paznena
/1 TEHITNH JIMCITATITAHBI (MOJTYJIST)
1 2 3 4
1. | OIIK-5 Beenenne B MeauumH- | Jleknus: «BBegeHne B MeAMIMHCKYIO TeHeTHKY. Hacnen-
OIIK-10 CKyI0 TeHeTHKy. Haciema- | CTBEHHOCTD M maToiorus. ['eHom
CTBEHHOCTH U martoiyorusi. | llpakruueckoe 3aHsaTHe. «HaciaencTBEeHHOCTs M MATOJO-
THS»
2. I'enom uwenoseka. Ctpyk- | Jleknus: «BBefenne B MeIMIIMHCKYIO TeHeTHKY. Hacnen-
OIIK-5 Typa u (QYHKIUH TE€HOB. | CTBEHHOCTH M MaToJIoTus. [ eHOMY
OIIK-10 Perymamua  okcnpeccun | Ipakrtuyeckoe 3andrue: «I'eHoM yenoBeka. CTpyKTypa U
TECHOB. ($yHKUMY TeHoB. Perymsiuus skcnpeccuy reHoBY
3. | OIIK-5 I'ennbie Oone3Hu Jleknun: «CeMHOTHKA HACIEICTBECHHEIX 3a00JICBaHMI,
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OIIK-10

«MoOHOTreHHasI TIATOJIOTHS.

[pakrrdyeckre 3auaTusd: «CeMHOTHKA HACACACTBCHHBIX 3a-
6oneBanuii. KiIMHUKO-reHeasornyeckui Merony, «I eHHbie
OoJie3HH. DTHOJIOTHS, TTaTOTeHe3, KiTacCH(DUKAITIs, METOIBI
JINArHOCTHKHY, « MOHOTEeHHBIEC 3a00JICBaHMSI, KTMHUIECKUE
dopmel. HacnenctBennele 0Ooyie3HH OOMEHa BEINECTB
(HBO)», «MuToX0oHApHATHHAS TaTOIOTHDY

OIIK-5
OIIK-10

XpOMOCOMHaﬂ I1aTOJIOIr st

Jleknus: «XpoMOCOMHas! MaTOJIOT s

[Ipaktrdeckue 3auaTus: «O0MIast XapaKTePUCTHKA XPOMO-
COMHOM MaToJIorum», «XpoMocoMHas naronorus. Kinuau-
yeckue Gopmey, «BposkeHHbIE TOPOKH Pa3BUTHSDY

OITK-5 3a00J1€BaHUSL.

OIIK-10

MynbTudakTopraibHble

Jlexrus: «MynbpTH(QAKTOPHATEHBIE 3200JICBAHISDY
[pakTuyeckue 3aHaTUs: «BIM3HEOBBIN METOI N3YUCHUS
TeHETHKH 4YeoBeKa. [lomynsannonHas reHetukay, «Myib-
TU(aKTOpuanbHble 3a0oneBanus», «Opdanuble 3aboneBa-
HISD», «OHKOT€HETHKA»

[IpodunakTuka

OIIK-5
OIIK-10

KOHCYJIbTUPOBAHHE.

HacaeI-
CTBEHHBIX 3a00JIEBAHUIA.
Menuko-reHeTHYECKOE

Jlexmms: «IIpodumakTrka HacIEeACTBEHHBIX 3a00JI€BaHUI
[paxruaeckne 3ansaTus: «lIpodrmakTrka HacIeICTBEHHBIX
3aboneBanuiiy, «lIpeHaTaibHas AUarHOCTHKa», «Komrbio-
TepHas AMArHOCTHKA HACIEICTBEHHBIX 3a00IeBaHN, «3a-
YETHOE 3aHSITHUE

3.2. Pa3nenbl JMCHMIIMHBI (MOIYJISI) M MEKTUCIUIIJIMHAPHBIE CBSI3H C 00ecnedynBaeMbIMU (TMOCJIe-
AYIOIMMH) THCHUIIJIMHAMH

No HaumenoBanue oOecrieunBae- Ne No paznienoB naHHOM TUCIMIUIAHBI, HEOOXOIUMBIX IS
m\i MBIX M3Y4EHHUS 00eCcTIeunBaeMbIX (TIOCIEIYIOMINX ) AUCIUTUINH
(mocneayrommx ) TUCUUTIIIH 1 2 3 4 5 6
1 | Hopmanbnas ¢usnonorus + + + + + +
2 | MukpoOuosnorus, BUpyCOJIOTHS + + + + + +
3 | UmmyHonorus + + + + + +
4 | ®apmakosorus + + + + + +
5 | [Tarodusnonorus, KIMHUYECKAS + + + + + 4
aToPU3NOJIOTUS
6 | HeBpomorwus, Heiipoxupyprus + + + + + +
7 | Ilcuxuarpus, MEIUIIUTHCKAS TICH- + + + + N N
XOJIOTHUSI
8 | AKyIIepcTBO MU TMHEKOJIOTHs + + + + + +
9 | Ileguatpus + + + + + +
10 | JlepmaTtoBeHepooTHs + + + + + +
11 | Odransmonorus + + + + + +
12 | buoxumus + + + + + +
13 | Oskonorus + + + + + +
14 | T'emaronorus + + + + + +
3.3. Pazaennl AMCOMIUIMHBI (MOYJIs1) U BUIBI 3aHATHIA
Ne Bceero
HaunmenoBanme pa3aena TuCIUTLTAHBI (MOTYIIS) J |13 | JI3 | Cem | CPC
n/n 4acoB
1 2 3 4 5 6 7 8
1 | BBenenue B MeIUIIMHCKYHO TeHETHKY. Hacnencreen- 1 5 2 5
HOCTB M MATOJIOTHSL.
2 | I'enom yenoseka. CTpykrypa u GyHKIMU TeHOB. Pe- 1 2 5 5
TYJISIUS SKCIPECCUU T€HOB.
3 | I'ennble 6one3HM. 4 8 5 17




4. | XpomocomHasi NaToIOTUs 2 6 4 12
5. | MynbsTudakropuaabHbie 3a00J1€BaHUS. 2 |10 7 19
6. | IIpodunakTrka HaCIEACTBEHHBIX 3a00JICBAHHIA. 5 8 4 14
Menuko-TeHETUYECKOE KOHCYJIbTUPOBAHUE.
Bua npoMeKyTOYHOH aTTecTaluu: | 3a4er 3a4er
| Hroro: 12 | 36 | ‘ | 24 72
3.4. TemaTuueckuii NJIaH JeKUIMIi.
Ne Ne pazpena Temartuka jex- . Tpynoemrocte
1/ ) ConeprKaHue IeKIuii (uac)
o | AMCLMILIHHEI 1002071 cont. No 3
1 2 3 4 5
1 1-2 Beenenue B Meau- | o [IpeaMerT v 3a0a4u MEUIMHCKON T€HETHKY.
OUHCKYI0  TeHe- | OOBbEeKThl U3yUYeHUs..
THKY. Hacnen- | ¢ OcnoBuble 3Tamnsr pa3BUTHS MEIULUHCKON
CTBCHHOCTb M IIa- | TeHEeTUKHU.
Tonorus. I'eHom. e  OCHOBHBIE TOCTHKESHHS COBPEMEHHON Me-
JUIAHCKOM IeHEeTUKH.
e [JlonsaTHE BPOXACHHOTO, CEMEHHOr0 U
HaCJIEICTBEHHOTO 3a00JICBaHHSI.
e  OcHOBHBIC IPU3HAKH HACIICJICTBECHHBIX 3a-
OoseBaHMil. 2
e  Poub HaciieACTBEHHBIX (PaKTOPOB B MATOJIO-
TUU YeJIOBeKa.
e B3anMOCBS3bp MEOUIIMHCKON T'€HETUKU C
JIPYTHMU KIIMHUYECKUMU TUCITUTUIHHAMM.
e  MeToapl MEIUIIMHCKON T€HETHUKH.
e XapakTepHuCTHKa FeHOMa YeslOBeKa.
e CrpykTypa v QyHKIMH TCHOB.
e Perynsusi 3KCIpecCHU I'€HOB Ha TpaH-
CKPHIIIIUOHHOM ¥ TMOCTTPaHCKPHUITIIUOHHOM
YPOBHSIX.
3 CemuoTnka e (Oco0EHHOCTH KIMHUYECKUX MPOSBICHUN
HaCJICACTBCHHBIX HacJIeJICTBEHHOMN MaTOJOTUH
3a00J1€BaHUIL. e OOmme MPUHLIUIIBI KITMHUYECKON TUarHo-
CTHKH HaclleICTBEHHBIX OoJe3HeH
2 e  OcMoTp 1 00CJIeIOBAaHKE MAITUECHTOB U UX 2
POICTBEHHHUKOB
¢  KIMHHUKO-TeHEATOTHYECKUIT METO/
e (CocrapneHue poI0CIOBHON
I'eneanornueckuii ananus
3 MoHorenHass 1a- | ¢ (OCHOBHBIE THITBI TeHHBIX MyTaIlUi.
ToJIornA e Kiaccudukanus reHHbIX 0OJe3HEeH Mo THITy
HacJeIOBaHus, KIMHUYECKOW KapTHHE U MaTore-
HE3y.
3 e [larorenes reHHeix Oone3nei. [lepBuynbie u 5
BTOpHYHBIE () (HEKTH MYTaHTHBIX AJIJICTICH.
o Twuribl HacICIOBaHNS MOHOTEHHBIX OOJIC3HEH.
e MuTOXOHApUAIBHOE HACIEIOBAaHHE.
o KnuHnyeckuii monmuMopdusM u ero mnpu-
YHHEI.
4 XpoMocoMHas 1a- | e  DTHOJOTUSA — XPOMOCOMHbIe MyTaiuu. [le-
4 TOJIOTHS PHOJIBI TaMETOI'€HE3a M PUCK BO3HUKHOBEHUS 5

XPOMOCOMHBIX MYTalIUH.
o Kraccugukarms XpoMOCOMHO# NaTOJIOTHH
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110 TUIYy MyTaIluii.

e OcoOEHHOCTH TATOreHe3a XPOMOCOMHBIX
OoesHel.

e  OcCHOBHBIE KITMHHYECKHE TPOSIBICHHSI.

e 3HavyeHHWE IUTOTCHETHYECKOTO METOoAa B
JIMATHOCTHKE XPOMOCOMHOH ITaTOJIOTHU.

e MenuKko-TeHETHYECKOE KOHCYJIbTHPOBAHUE
ceMeill, IMEIOINX POJICTBEHHUKOB C XPOMOCOM-
HOH maTojoruen.

Mynbrrdakropu-
anbHbIE 3a00€Ba-
HUS.

e DOtuonorus MP3.

o [lonsaTHe GEHOTHITNYECKON JUCIIEPCHUU TIPH-
3HAaKA.

e Mopenu NOAUreHHOr0 HaclleI0BaHuI.

o [lonsrtue u pacuer k03 HUITMCHTA HACTIEAyE-
MOCTH.

e dopmuposanue rpymnm pucka no M®3 u nep-
BHYHAs MTPOPIITAKTHKA.

e dapmakoreHeTHKa M 3KOJIOTHYECKas reHe-
THKA.

e OHKOreHbI U X OMOIOTHYECKas POJib.

e ['eHeTHYECKHE aCIICKTHI KAHLIEPOTE€HE3A.

e ['eHeTHKa NOJIOBOTO Pa3BUTH.

[podumakTrka
HAaCJICACTBECHHbIX
3a00JICBaHUI.

e YpoBHU MPOGUIAKTHKH HACIICACTBCHHBIX 3a-
00JIEBAaHUH.

o (OCHOBHBIE TOAXO0/IbI K TPO(HITAKTHKE.

e 3ajauu MEIUKO-TCHETUYECKOTO KOHCYJIbTH-
pOBaHMsL.

e DOrtans MI'K.

o [IpenaranpHas ¥ IpEeUMIUTAHTAIIIOHHAS THA-
THOCTHKA: ITOKA3aHUSA U METOEI.

e OOmmWe TPUHIUIBI JICYCHNUS TeHETUISCKNX
0oJIe3HEN.

Hroro:

12

3.5. TemaTuyeckuii NJIaH NPAKTHYECKUX 3aAHATHH (CEMHUHAPOB)

No

/1

Ne paznena
JTUCIUILIAHBI

Temaruka npakTu-
YECKUX 3aHATUI
(ceMuHapoB)

Coneprkanue MpakTUYECKUX (CEMUHAPCKUX )
3aHATUHN

Tpynoemkocts
(4ac)

ceM. Ne 3

[y

2

3

4

5

1

HaCJ’IeZ[CTBeHHOCTI) n
maToJIOT .

e [IpenMer u 3ajauu MEIUIIMHCKOW FE€HETHKHU.
OOBEKT N3yueHHUS.

e OCHOBHBIC 3TAIBl PA3BUTHS METUITMHCKOM T'e-
HETHKH.

e OCHOBHBIE JOCTUKEHUSI COBPEMEHHOU MeIH-
IIMHCKOM T'€HETUKH.

e PoJjib Hac/ieACTBEHHBIX (haKTOPOB B MATOJIOTUU
YeJIOBeKa.

o Krnaccuduxarwsi HACIEICTBEHHON aTOJOTHH.
e (OOmIas xapakTepUCTHKA HACIIEACTBEHHOM 1a-
TOJIOTHU.

Ipaxmuueckas noocomosxa.

1

T'enom YeJIOBEKA.

Crpyktypa U QyHK-
K T'€HOB.

e [Jousgrue reHOMa ¥ TEHOMUKH.
e CTpykTypa ¥ (yHKIMH T'€HOB.
e BHereHHbI€ 3JIEMEHTHI. TUIBI MyTalUi T€HOB.
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Perynsuums skcnpec-
CHU TCHOB

e [Iporpamma «I'€eHOM uenOBEKay, LU U 3a-
Ja4d IPOrpaMMBl.

e burortexHomorus.

e Tpanckpunuusi uapopmanuu ¢ JHK Ha
nPHK;

e [loHATHE TpaHCKpPUIITOMA, €r0 CTPYKTypa U
(hyHKIHS.

e MeTozp! HCCIIEN0BAHNS TPAHCKPUAIITOMA.

o CruraliCHHT —peryIsiusl.

Ipaxmuueckas no02omogka.

CeMuoTHKA HacCIe-
CTBEHHBIX 3a0oJieBa-
muii. Knmanko-rene-
AJIOTMYECKUN METO/I.

o KinHWKO-TeHEaJIOTHYECKUM METOJ, €ro BO3-
MOXKHOCTH M 3HAUCHHE B MCAUKO-TCHETHUYECCKOM
KOHCYJBETUPOBAHUH.

o [lokazanus I IPOBENEHUS KIMHUKO-TCHEa-
JIOTUYECKHUX MCCICIOBAHUM.

e OrmpezelieHre HACICACTBEHHOTO XapakTepa
ITaTOJIOTHH.

e OmnpeneneHne THIA HACTIEIOBAHMSL.
Tpaxmuueckas nooeomoska.

I'ennnie 0O0JIC3HH.
ITHONOTHSA, IIaTore-
He3,  Kiaccuduka-
ysA, METOAbl Jua-
THOCTHKH.

e DTHONOTHS, MATOTEeHE3, MPHUHIIUIIBI KIIACCH-
(pMKalMM MOHOTEHHOMW IMaTOJIOTUU. DIHIEMHO-
JIOTUYECKUE XapaKTEPUCTUKH.

e Tunel HacllemoBaHHST MOHOIEHHBIX 00JE3-
HEH.

o KimHuuyeckuléi monuMopdusM U TEHETH4Ye-
CKasi reTepOreHHOCTh. | €HOMHBIII UMIPUHTHHT.
e Pemenne TemaTHUeCKUX 3a/1a4, pa30dop HCTO-
puii 00JIE3HU C COCTABJICHUEM U aHAJIM30M POJIO-
CJIOBHBIX.

e buoxmmmdeckue MeTObI, UX 3HAUCHHE.

e Meroasl JIHK-guarnoctukm.

e MeToJ I'eHeTUKH COMaTHYECKHX KIIETOK.

e (CyIIHOCTh MOJNEKYJIAPHO-TEHETUUECKOTO Me-
Toxa. Ero 3HaueHune B JUarHOCTHUKE.

o [lpuHIUTIBI TEUEHMS.

Tpaxmuyeckas nooeomoska.

MoHoreHHbIE 3200-

JICBAHUA, KIIMHU4Ee-
CKue (bOpMEL.
Hacnencrennbie

0ose3Hu 0OMeHa Be-
mectB (HBO).

e OOI1as XxapaKTepUCTHKA U KJIaCCUDUKAIHSI

e Cunapom Mapdana, Maptuna-bem, Heiipo-
¢hubpomaros

e JlnarHocTHKa u JeueHne (QEeHMIKETOHYPUU

e JlMarHocTHKa W JIeUeHHE MYKOBHCLHUI03a U
CEMEUHOH TUnepxojaecTepUHEMUN

e HBO u npuzHaky, MO3BOJISAIONINE UX 3aI10J10-
3PHTb.

e [IpuHIUNIBI paHHeW NTUArHOCTHKH U Mpodu-
naktuka HBO.

e [lepBuunble 1 BropuuHbIE 3P PEKTHI MyTaHT-
HBIX aJUIeJIeH.

¢ AnpOMHU3M, TaTaKTO3EMHSI, TOMOIICTHHY-
pHsl, QJIKAIITOHYPHSL.

IIpaxmuueckas no02omosxa.

MI/ITOXOH}_IpI/IaJ'ILHaH
I1aTOJIOT .

e ['eHOM MHUTOXOHJIPUI.

e  OcoOEHHOCTH MHTOXOH/IPHAIIBHOTO HACIIe-
JIOBaHHUS.

e DTHOJIOIYsA U aTOreHE3 MUTOXOHpHAIIb-
HBIX 3a00JIeBaHuit
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e Kraccubukaliiys MUTOXOHIPUIBHOM HATOJIO-
THH.

e OCHOBHbIE KJIMTHIYECKUE TPOSIBICHUS MUTO-
XOHJIpUAJIHHBIX 3200JICBAaHUM.

e OCHOBHBIC KJIMHUYECKUE TIPOSIBIICHUS MUTO-
XOHJIPUATHHBIX CHHIPOMOB U 0OJIe3HEH (aTpo-
(hust TUCKOB 3pUTETHHBIX HepBOB Jlebepa, cuH-
npoMm Jlesi, MUTOXOHIPHATTLHBIC ITUTONIATHH).

o KimHuueckuii mosuMopQpu3M U ero mpu-
YUHBI, THOMHBII HMIIPUHTHHT .

Tpaxmuueckast no02omoska.

OO6mas xapakTepu-
CTHKa XPOMOCOMHO#
MATOJIOTHH.

o CTpyKTypHO-(DYHKIIMOHATBHAS OpTaHU3AIHs
XPOMOCOM.

e XpOMOCOMHBIE MyTalMH. Buasl XpoMocom-
HBIX [IEPECTPOEK.

e [leprozpl raMeToreHe3a 1 puck BO3ZHUKHOBE-
HUSL XPOMOCOMHBIX MYTaITHA.

e Kiaccuduxanus XpoOMOCOMHOM MATOJOTHUH 110
TUITY MyTaluH.

e Oco0eHHOCTH MaToreHe3a XPOMOCOMHBIX 00-
JIe3HEH.

e OCHOBHBIE KIHHUYECKHE IIPOSABJICHUA.

e DrTambl ¥ BO3MOXKHOCTH WHTep(a3HBIX U MeTa-
(1)33HI)IX HUTOI€HETHYCCKUX METOA0OB B TCHECTUKE
YeloBeKa.

Tpaxmuyeckas nooeomoska.

XpoMocoMHas maro-
snorus. Kimmanaeckue

(hopMBIL.

e [IpocThle BapHaHTBl ayTOCOMHBIX TPUCOMMII.
Cunnpowmsl: ayHa, [1aTay, DnBapaca.

e Mo3auuusm.

o CHHAPOMBI, 00YCJIOBJICHHBIE CTPYKTYPHBIMU
nepectpoiikamu. Cunapomsl: Bonbsda-Xupii-
XOpHa, «KOIIa4ybero KpUKay.

e HapymieHus B cCUCTEME IOJIOBBIX XPOMOCOM.
Cunnpomsl  Kunaitndensrepa, Illepemesckoro-
Tepnepa, Tpurio-X.

Ipaxmuueckas no02omoska.

BpoxaeHHsle T0-
POKH pa3BUTHSI.

e CTurmsl AUCAIMOpHOTeHe3a, MaJible aHOMAJINU
pa3BUTHAL.

e Omnpenenenue u kiaccuduramnus BITP.

e Kputnueckue 1 TEpMUHALMOHHBIE TIEPHUOIBI
amOpuoreHesa, cBs3b ¢ BIIP.

e Otuonorus u natorenes BIIP, nekapcTBeHHbII
MyTareHes.

o Tunet BITP (nu3pynuus, Mmansdopmarus, nie-
(hopmarus, TUCIUTA3HS).

e BpoxieHHbIE MOPOKU Pa3BUTHSL, TOAJIEKALIUE
00s3aTeIHHON perucTpamny.

e BapuaHnTel koppekiuu BIIP.

Ipaxmuueckas no02omoska.

10

bran3HenoBeI MeTON
U3yYEHUS TE€HETHUKH
yenoBeka. [lomyns-
[IMOHHAS TEHETHKA.

e Bxman B sTHONOrHIO 3a00JI€BaHUIl YeIOBEKA
TEHETUIECKUX U CPEIOBEIX (DAKTOPOB.

e Bim3HenoBbIil MeTOA,. DTAllbl 1 BO3SMOKHOCTH
OJIM3HEI[OBOTO METO/A.

o OmpeneneHre 3UroTHOCTH OJIM3HEIIOBBIX Tap.
e Pacuer koauieHTa HaCIETOBAHNS.

e OcoOEeHHOCTH YeNTOBEYECKUX TOMYIISIINH.
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e ['eHeTHueCcKUl rpy3 YEIOBEUECKUX MOIYIIS-
IUH.

o TlonmynsIMOHHO-CTATUCTUUECKUM METO/ U €T0
3HAYCHHUE B TCHETHUKE YCIIOBEKA.

Tpaxmuueckas nooeomoska.
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Mynbrrdakropu-
anpHBle  3a0orneBa-
HHSL.

e Poib reHeTHYECKHUX U BHEIIHE - CPEJOBBIX
(akTOPOB B Pa3BUTUH TaHHOH TPYIIIBI TATOO-
THM.

® DIUIeMHOJIOTHYECKUE XapAKTEPUCTUKU

M®3.

e Monenu HacnenoBanws. KoagdumnmueHnt Hacie-
JYEMOCTH.

e 3HaueHHE KJIMHUKO-TEHEAJOIHYECKOTO Me-
TOJIa ¥ aHAJIHU3 POJIOCIOBHBIX ITpu MD3.

e OOnacTu NpUMEHEHHs MOMYJIALUOHHO-CTATH-
CTUYECKOI'0 M OJIN3HEIIOBOIO METOIOB HMCCIIEAO-
BaHMSI.

o lIpodpummakruka M®3. ['pymier prcka u reHe-
TUYECKHE MapKepbl NPeApacloIOKEHHOCTH K
Pa3BUTHIO OOJIE3HMU.

o (QdapmakoreHeTHKa W 3KOJOTMYecKas TIeHe-
THKA.

Ipaxmuueckas no02omogka.

12

Opdannbie 3aboite-
BaHUI.

e OmnpeneneHue U 001as XapaKTEPUCTHKA Op-
(haHHBIX 3200JICBaHUH.

e 3aKOHOJATEIIbHbIE AKTHI, BKIIIOYAOLINE BO-
MPOCHI, Kacaromuecst OphaHHOM MaTOJIOTHH.

e ['pymnmsl 3a00J1€BaHuUi, BXOISIINX B [IEpEYCHb
ophaHHBIX OoNe3HEH.

e Meauko-counanbHbIE BOPOCH!, CBSI3aHHBIE C
JieueHueM opdaHHBIX 0oJe3HEH
Ipaxmuueckas no02omoska.

13

OHKOIreHETHKA.

e OHKOT'eHBI M UX OMOJIOTHYECKast POJib.

e ['eHeTHUYECKHUE aCIICKThI KaHIIEPOreHe3a.

e O01ue npencTaBIeHHs 0 3HAYCHNH HacTIe -
CTBEHHBIX (DAKTOPOB B BOSHUKHOBEHUH paKa.

o DakTOpHI BHEITHEH CPeIbl, ACCONUUPYIOTIHU-
€csl ¢ pakoM (KaHIIEPOTCHEI).

e BupycHble U KJICTOUHBIC OHKOTCHBI.

o Ou3HoJIOTHUECKAs POJIb KJIICTOYHBIX ITPOTOOH-
KOTCHOB.

e MexaHn3MBbl IMpeBpaAlICHUA IPOTOOHKOICHOB B
OHKOTCHBI.

o ['eHBI-CYIIPECCOPHI OMYyX0JIEBOTO POCTA.
Tpaxmuueckas no02comoska.

14

IIpodunakruka
HaCIIe/ICTBEHHBIX 3a-
0oJIeBaHUI.

e OCHOBHBIE YPOBHU U ITyTH MPODUITAKTHKH
HACJIeJCTBEHHBIX 3a00JIEBaHUI.

e Ilenu u 3amaun MI'K.

e Ilokazanus nns HanpasieHus Ha MI'K.

e [IpuHIMIBI OLEHKH TE€HETHYECKOTO pPHUCKA B
pa3IMYHBIX TPYIIax HACJIEICTBEHHOW MAaToNo-
THH.

Tpaxmuyeckas nooeomoska.

15

IlpenartansHaa nua-
THOCTHKA

e [IpenaTanbHas ¥ IpeUMILIAHTALMOHHAS AUA-
THOCTHKA: TTOKa3aHUsI, BO3MOKHOCTH.
e MeTo/1bl TpEHATAILHON IMarHOCTUKH.
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¢ DTHYECKHE BOMPOCHI MPEHATAIBHON AHArHO-
CTHKH.

e DOKO kak MeTox mpodUIaKTUKHA HACIIC -
CTBEHHBIX 0OJIC3HEH.

o [IpuHIUIIBI JJCUEHUS HACIICACTBEHHBIX 00JIE3-
HEH.

Ipakxmuueckas noocomoska. 1

16 6 KomrproTepHas 1ua-
THOCTHKA  Hacuexd-
CTBEHHBIX 3a00JeBa-

HUH.

e PaboTa c KOMIBIOTEPHOU AUATHOCTUYECKOM 1
MIporpamMMoOi (3HAKOMCTBO ¢ HHTEPGEHCOM Tpo-
rpaMMel, ((POpMHUPOBAHHUE 33ITaHHOTO IO Kap-
TOYKE CUMITOMOKOMIIJIEKCa, IIOCTAHOBKA MPE/-
BapHUTEJILHOTO AMAarH03a HACIEeCTBEHHOT 0 3200-
JIEBaHWMsI, POCMOTP (oTorpaduii GOIBEHBIX ¢
IaHHBIM 3a00JIEBAaHUEM, 3HAKOMCTBO ¢ OHOJIHO-
TEKOH! CHHIPOMOB).

e [lonsaTue o GMOMEeUIMHCKON Oa3e JaHHBIX.

o Kiraccudukanus OnoMeUITMHCKAX 0a3 qaH-
HBIX.

o Harmmonanpasiii LleaTp 6ronapopMaTHKH
(NCBI).

e baza nanueix "MeHaeneBcKoe HaclIeJOBaHUE
y genoseka" (OMIM).

¢ ba3a JaHHBIX TeHETHYECKUX MOCIIEI0BATEIb-
Hoctelt (GenBank).

e baza naHHBIX paCIIMPEHHON MEULIUHCKON
nmutepatypsl (PubMed).

e Human Gene Mutation Database (HGMB).

¢ baza naHHBIX IOCIIEIOBATEILHOCTEH OCITKOB
(UniProt)

¢ basa naHHBIX IOCBSIIEHHAS OeIKaM
(PROteinSITEs)

e basa maHHBIX HaCNIEACTBEHHBIX OOJIE3HEH
(GeneTests)

¢ basa manHbIX 0 reHax yemoseka (GeneCards).
Tpaxmuyeckas nooeomoska. 1

17 | 6

e UTOroBeIii Tect 1
e CobecemoBaHue IO BOIIPOCAM 3a4eTa.
Tpaxmuyeckas nooeomoska. 1

3aueTHOE 3aHATHE

Hroro: 36

3.6. CamocTosiTe/IbHASI pa00Ta 00yYaKOIIErocs

No No ce- HanmenoBanue paznena B CPC Bcero
n/m | MecTpa JUCIUIUIAHBI (MOJYJIS) Wb 4acoB
1 2 3 4 5
1 3 Beesienne B MeIUIMHCKYIO0 | I10Ar0TOBKA K 3aHATHSM, TIOATOTOBKA K TEKY- 2
T'C€HETHKY. meMy U NIpoOMEKYTOUYHOMY KOHTPOJIIO, IMOAT0-
HaclieICTBEHHOCTh U TaTo- | TOBKa pedepaToB/ JOKIanoB.
JIOTHSL.
2 I'enom vesnoBeka. Ctpyktypa | [loaroroBka k 3aHATHAM, HOJArOTOBKA K TEKY- 2
1 QYHKIMHM TeHOB. Peryms- | LLEMY U IPOMEKYTOUHOMY KOHTPOIIO, IIOAr0-
1S DKCIIPECCUU T'€HOB. TOBKa pe)epaToB/ JIOK/IA/I0B.
3 I'ennble 00JI€3HU. IToaroToBka K 3aHATUAM, IOATOTOBKA K TEKY- 5
IEMY ¥ IPOMEXYTOYHOMY KOHTPOJIIO, HOATO-
TOBKa pedeparos/ JOKIAIO0B.
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XpOMOCOMHas IMaTOIOTUs

[ToaroToBKa K 3aHATHSAM, TOJTOTOBKA K TEKY- 4
HIEMY U TPOMEKYTOYHOMY KOHTPOJIIO, TOJTO0-
TOBKa pedepaTos/ JOKIAIOB.

MynbsTudakropuaabHbie 3a-

[loxroroBka K 3aHATHAM, ITOATOTOBKA K TEKY- 7

HBIX 3a00JIEBAHMUIA.
Menuko-reHeTHIECKOE
CYJIETHPOBAHUE.

KOH-

IIEMY B TPOMEXYTOYHOMY KOHTPOJIFO, ITOJTO-
TOBKa pedepaToB/ TOKIAIOB.

GOJIEBAHUS. IEMY ¥ TIPOMEXKYTOYHOMY KOHTPOJIIO, IOArO-
TOBKa pedepaTos/ JOKIAIO0B.
IMpodunakrika HacneacTBeH- | [1oAroToBKa K 3aHSATHSIM, TOJrOTOBKA K TEKY- 4

Hroro vacoB B cemecTpe:

24

Bcero yacoB Ha CaMOCTOATEJIBHYIO paﬁoTy:

24

3.7. JJaGopaTopHbIii MPAKTUKYM — Y4€OHBIM IUTAHOM HE IPETyCMOTPEH.

3.8. [IpumMepHasi TeMaTHKAa KYPCOBBIX MPOEKTOB (PadoT), KOHTPOJIBLHBIX PA0OT — Y4eOHBIM INIAHOM
HE MPEeyCMOTPEHbI

Pa3nen 4. IlepedyeHb y4eOHO-MeTOAMYECKOT0 U MATEPHAIBHO-TEXHHYECKOT0 o0ecrievyeHus! TMCIH-
IVIMHBI (MOXYJIS)

4.1. IlepeyeHb OCHOBHOI M 10TIOJIHUTEIbHOI y4eOHOM JTUTepPaTyphl, He00X0AMMOI 1JI1 OCBOCHUSA
AUCHMILIMHBI (MOIYJIs1)

4.1.1. OcHoBHas1 TUTEpATYpa

H‘Jj‘f] HaunmenoBanue ABTOpP(BI) T'oa, mecTo U3nanust I;g:_:%;lg?;“:;‘::é Hanuuyue B 96C
1 2 3 4 5 6
1 | Knunudeckas rene- | Boukos M.: TDOTAP-Menua, 190 +

Thka: yueOHuK s | H.IL. 2011-2018, 480 c. OBbC «Koncyms-

BY30B. TaHT CTYJICHTa»

4.2.2. lonoTHUTEILHAS JINTEPATypa

Ne HaumenoBaHue ABTOp(BI) I'on, mecTo M3naHus Koa-po siczemmusi- Hamume B

n/n i POB B 0u0IMOTEKE 9BbC

1 2 3 4 5 6

1 | lpenartanbuas auarHo- | Ko3BoHuH Kupos: 2011.-88 c., 50 +
CTHKa HaCJIEACTBEHHBIX | B.A., Koceix | mmn. 9BC Kupos-
3a0omeBaHnii u Bpoxk- | A.A., Pomuna ckoro 'MY
JEHHBIX IIOPOKOB pa3Bu- | H.E.
THsA: yuyeOHOe 1mocobue

2 | O6mas remetnka u re- | EB.  Konema- | Kupos, 2016. — 69 c. 40 +
HeTHKa yenoBeka: yue0- | eBa, H.E. Po- ObC Kupos-
HOE IToCco0ue JIMHA. ckoro 'MVY

3 | Kinunnueckas reneruka. | [.P. MyroBun M.: TOOTAP-Menna, +
lenomuka w®  mpo- 2010. - 832 c.: mi. 9BC «Kon-
TEOMHKa HACJIEJICTBEH- CYJIBTaHT
HOHM maroioruu [JDIek- CTYJIEHTa)
TPOHHBIN pecypc]: yueb-
HOE ITocooue

4 | MonekymsipHass Ouoso- | Mymikambapos | M.: MHUA, 2016 - 25 -
rust: Yue0. [locobme st | H.H.,,  Kysne- | ¢.85-117.B Men.By30B;
CTYZIEHTOB MEJI.BYy30B nos C.JL. M.: MHUA, 2016 -

c.85-117.
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I'enetnka B xmmamdge- | B.H.  TopOy- | CII6.: Cnemut, 2015. -

CKOM TpaKTHKE: pyKo- | HOBA, M.A.

BOJICTBO JJIsI Bpauei KoprkeHeBckas

Pabouas Terpans EB. Konena- | Kupos: ®I'bOY BO +

10 TUCUUIUINHE €Ba, Kuposckuit My ObC Kupos-
«MenumHCKas I0.H.Onyunna, | MunznpaBa Poccun, ckoro 'MY
TCHETHKA. B.A.Kossonun, | 2021.-110 c.

Yactsp 1: yuebHo-MeTo- | E.B.Crapkosa,

JIMYECKOe mocodue. A.A bepecnena

Pabouas TeTpanp EB. Komena- | Kupos: ®I'bOY BO +

10 TUCTIUTUTNHE eBa, Kwuposckuit My ObC Kupos-
«MenurHCKas I0.H.Onyunna, | MunznpaBa Poccun, ckoro MY
TCHETHKA. B.A . Kossonun, | 2021.-112 c.

Yacrts 2: E.B.Crapkosa,

ydeOHO-MeToquueckoe | A.A.BepecHeBa

mocoOue.

4.2. HopmaTuBHas 6a3a — HE UMEETCS

4.3. llepeueHb pecypcoB HH(POPMANMOHHO-TEJIEKOMMYHHKAIMOHHOI ceTu « AHTepHET)», He0OX0AM-
MBIX AJI OCBOCHUA JUCHUIIJINHBI (MOL[y.TIﬂ)
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 peakux 6osesnsx — http://journal.rare-diseases.ru/

4.4. IlepeueHb MHGOPMALMOHHBIX TEXHOJIOTHIA, HCNOJIb3YeMBIX IJIS1 OCYIIeCTBJIEHUsI 00pa3oBaTeb-
HOI'0 Mpolecca no AUCHUIINHE (MOAYJII0), IPOrPAMMHOI0 ofecniedeHUsi U HHPOPMAIIMOHHO-CIIPA-
BOYHBIX CHCTEM

Hcnons3oBaHue nmpocMoTpa y‘{e6HBIX (I)I/IJ'IBMOBI «Penkue HacleACTBEHHEIE IaToOJIOTUN», «HpeHa-
TaJlbHasA JUarHOCTUKa.

B yuebHOM mporiecce NCTIONb3yeTcsl IMIEH3HOHHOE TPOrpaMMHOE 00ecIieueHue:

1. dorosop Microsoft Office (Bepcus 2003) Ne0340100010912000035 45106 ot 12.09.2012r.
(cpok melicTBUS JOTOBOpaA - OECCPOUHBIL),

2. JToroeop Microsoft Office (Bepcust 2007) Ne0340100010913000043 45106 ot 02.09.2013r.
(cpox melicTBUS JOTOBOpa - OECCPOUHBIL),

3. Horosop Microsoft Office (Bepcus 2010) Ne 340100010914000246 45106 ot 23.12.2014r.
(cpok neiicTBUs JOroBopa - 6eCCPOUHBIA).

4. Jloroop Windows (Bepcust 2003) Ne0340100010912000035 45106 ot 12.09.2012r. (cpok
JeHCTBUS 10TOBOpa - OECCPOUHBII)

5. Horoop Windows (Bepcust 2007) Ne0340100010913000043 45106 ot 02.09.2013r. (cpok
NeNCTBHS 10TOBOpa - OECCPOUHBIN),

6. Joroeop Windows (Bepcust 2010) Ne 340100010914000246_45106 ot 23.12.2014r. (cpok aeii-
CTBUS I0rOBOpa - 0eCCPOUHBIN),

7. JoroBop AntuBupyc Kaspersky Endpoint Security mist 6usneca — Cranpapthelii Russian
Edition. 150-249 Node 1 year Educational Renewal License, cpok wucmonb3oBanust ¢ 29.04.2021 a0
24.08.2022 r., Homep munen3uu 280E-210429-102703-540-3202,

8. Memumackas napopmarmonHas cucrema (KMUC) (cpok neicTBus oroBopa - 0€CCpOUHBIN),

9. ABromarusupoBaHHas cuctema TectupoBanus Indigo lorosop Ne J153783/2 ot 02.11.2015
(cpok pmelicTBUs GecCpOUHbIi, 1 O TEXHUUECKOH MOIEPKKH),
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10. TIO FoxitPhantomPDF Cranpapr, Jata TPHOOpEeTeHUs

05.05.2016 .

1 nunensus, OeccpouHas,

OO0yugaromnuecst 00eCrevYeHbl TOCTYIOM (YAaJIEHHBIM JOCTYIIOM) K COBPEMEHHBIM ITPO(heCcCHOHAIb-
HBbIM 0a3aM JaHHBIX U HH(GOPMALIMOHHO-CIIPABOYHBIM CHCTEMAaM:

1) Hayunas snextponnas oubimoreka e-LIBRARY. Pexum nocryna: http://www.e-library.ru/.

2) Crnpasouno-nouckoBas cuctema Koncynpsrant [lmoc — OO0 «KoncynbTanTKUpOBy.

3) «DnekTpoHHO-OMOINOTeYHAS cucrema  KupoBckoro  I'MVY».  Pexum
http://elib.kirovgma.ru/.

4) 3BC «KoncynbranT crynerra» - OO0 «UITY3». Pexxum nocryna: http://www.studmedlib.ru.

5) OBC «YuuBepcurerckas O0ubianoreka onnaiin» - OO0 «HexcMemua». Pexxum mocTyma:
http://www.biblioclub.ru.

6) OBC «Koncymsrant Bpauay - OO0 'K «'DOTAPy. Pexxum nocryma: http://www.rosmedlib.ru/

7) OBC «Aiidyke» - OO0 «Aiibykey». Pexxum nocrymna: http://ibooks.ru.

J0CTyIa:

4.5. Onucanue MaTepraibHO-TEXHUYECKOH 0a3bl, HE00XO0AUMOI 1JIsI OCYIIeCTBJIEeHNsI 00pa3oBaTeib-
HOrO nmpouecca 1no JMCHUIIHHE (MOAYJII0)

B mpouecce npernogaBanusd JUCHUITIINHBI (MOHYJ'IH) HCITOJIB3YIOTCH CICAYIOIIHNE CIICHUAJIBHBIC 10~

MCIICHHA:

HanmenoBanue cienuanu3upo-
BaHHBIX [IOMENMICHUN

Howmep xabuHera, aapec

O6opynoBaHue, TEXHUUECKHE CPeACTBa 00yUe-
HHS1, pa3MEICHHbIC B CIICIUATN3UPOBAHHBIX 110-
MEIICHUIX

yuebHbvle ayoumopuu 0is npoge-
OeHust  3aHsmull  JeKYUOHHO2O
muna

Ne 803,819 2. Kupos, ya.
K. Mapxkca,112 (3 xopnyc)

CrenuabHbIe TOMEICHHS YKOMIUICKTOBAHBI CIICIIU-
ANIM3UPOBAHHOW MeOeNpl0 M TEXHHYSCKHUMH Cpej-
CTBaMHU OOYYEHHSI, CITYNKAIIUMH VIS MIPEACTABICHUS
yueOHOHM nHpopMalru OONBIION ayAUTOPHH.

yuebHbvle ayoumopuu 0 npoge-
O€HUsL 3aHAMUL CeMUHAPCKO20
muna

Ne 602,604,608 2. Kupos, ya.
K. Mapxca, 112 (3 kopnyc)

Crnenuanu3npoBaHHas yuyeOHast Me0esab B yueOHOM
aymuropusx: 602, 604, 608 (crom u cTyn npenonasa-
TeJIs, CTONBI co ckamelkamu (201mT.) B KaXxa0# aynu-
TOpHH), MHHOPMAIIIOHHO-MEIOBas 10CKa, MKad) st
XpaHCHUST MHKPOCKOMOB, MHKpockombl MBP-1 (15
IIIT. )

yuebHbvle ayoumopuu 071 npoge-
OeHUsl 2PYNNoBbiX U UHOUBUOY-
ALHBIX KOHCYTbIMAYULL

MNe 602,604,608 2. Kupos, ya.
K. Mapxca, 112 (3 kopnyc)

Croenuaau3npoBaHHas yueOHas1 MeGeab B yICOHBIX
aymuropusx: 602, 604, 608 (crox u cTyn npenoaasa-
TeJIsA, CTOJBI O cKamerkamu (201mT.) B KaXI0# aymu-
TOpUH)), THPOPMAIIMOHHO-MEIOBAs TOCKA, TITKa( s
XpaHeHHsT MHUKPOCKONOB, Mukpockornsl MBP-1 (15
IIT.)

yuebHvle ayoumopuu 0 npoge-
OeHust mexKyuje2o KOHmMpOIs U
RPOMENCYMOYHOU ammecmayuul

M 604 o
K.Mapxkca, 112 (3 kopnyc)

Kupos, yn.

Croenuaau3npoBaHHas yueOHast MeDOeab B YICOHBIX
aynuropusx: 604 (cto v cTysI npenoaBaresis, CTOJbI
co ckamerkamu (20mT.) B KaXJ0H ayTUTOPUN)), UH-
(bopMaMOHHO-MeJIOBast OCKa, IKad Ul XpaHeHUs
MHKPOCKOIIOB, MUKpOCcKoTbl MBP-1 (15 mT.)

nomeujeHuA st camocmosi-

meabHOU pabomol

M 601 o
K. Mapxca, 112 (3 kopnyc)

Kupos, yn.

Mukpockonsi: «Mukmen-1» ¢ moacsetkoii 20 mT.,
1 nocka, 8 cronos, 12 cTynbeB

[TomereHus 1151 CaMOCTOSITENTEHOM paboThl 00YUaAIOLIUXCSI OCHAIIEHBI KOMITBIOTEPHON TEXHUKON
C BO3MOXKHOCTBIO MOAKIIOUeHUS K ceTH "MHTepHeT" 1 oOecredeHbl J0CTYIIOM B JIEKTPOHHYIO HH(pOopMa-
LIUOHHO-00Pa30BaTENIbHYIO CPEy YHUBEPCUTETA.

Pazgen 5. MeTronnyeckne peKOMeHIAIUHU N0 OPraHU3ALMU H3YYeHUs] TUCHMIIIMHBI (MOY.151)
[Tponecc n3ydeHus JUCUMIUIMHBI IPEyCMaTPUBAET: KOHTAKTHYIO (paboTa Ha JIGKLIUAX U PAKTH-

YECKUX 3aHITHSIX) U CAMOCTOSATENbHYIO PadoTy.
OcHoBHOE yueOHOE BpeMsl BBIIEISIETCS Ha CAMOCTOSITETIbHYIO paboTy.

B kagecTBe OCHOBHBIX (bOpM opraHusanuvu yqe6H0r0 mponecca 1nmo JMCHUIIIIMHE BBICTYIIAKOT KJ1ac-
CHYCCKUC JICKIIMOHHBIC W TIPAKTUYCCKHC 3aHATUS (C HCIOJIb30OBAHUEM HWHTCPAKTUBHBIX TEXHOJIOT Ui
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00y4eHMs), a TAKKE CAMOCTOsATEIbHAs paboTa 00yJaroImuxcsl.

[Tpu n3ydeHnn yaeOHOM TUCIIUILTUHBI (MOTYJIsl) 00y4YaronIMMCcsi HEOOXOAUMMO OCBOUTH MPAKTHYE-
CKHE YMEHHS 10 paboTe ¢ y4eOHO-METOAUISCKUMU MaTepHallaMy, HaydHOH JuTepaTypoii, UHTepHeT-pe-
CypcamH, PELIEHUIO TEHETUYECKUX 33]1a4, COCTABIEHUIO POJOCIOBHBIX, METOJAM JUarHOCTUKY, JIEUEHUS U
po(UITaKTUKU HACIEICTBEHHON MAaTOIOTHH.

[Tpu npoBeieHUN y4eOHBIX 3aHATUH Kadeapa oOecreunBaeT pa3BUTHE Y 00YJarOIUXCS HABBIKOB
KOMaHIHOW paboThl, MEXJIMYHOCTHON KOMMYHHKAIIUU, IPUHATHS PEIICHUHN, IMJEPCKUX KayecTB (IIyTeM
MPOBEACHUS UHTEPAKTUBHBIX JICKIIUH, IPYIIIOBBIX AUCKYCCUH, POJIEBBIX U, TPEHUHIOB, aHAJIN3a CUTYya-
IMA ¥ UMUTAI[MOHHBIX MOJIENEH, MpernojaBaHus JUCHMILTUHBI (MOAYs) B (hopMe Kypca, COCTaBICHHOIO
Ha OCHOBE pe3yJIbTaTOB HAYYHbBIX MCCIIEI0BAaHUI, IPOBOAUMBIX YHHUBEPCUTETOM, B TOM UHUCIE C YUYETOM
PErHOHANBHBIX 0COOEHHOCTEH PO(hEeCCHOHATBLHON e TEIbHOCTH BBITYCKHUKOB U OTpeOHOCTEH paboTo-
JaTeNei ).

Jlekuumu:

Kinaccuueckas snekuus. Pexkomenayercs npu u3ydeHun tem: «BBeneHrne B MEAMIIMHCKYIO T€He-
tuky. HacnencrBennocts u natosorusi. ['eHom», «CeMUOTHKA HACTIEICTBEHHBIX 3a00iieBaHui», «MOHO-
TeHHasl MaToJNOTHsY, «XpoOMOCcOMHas naTtojorusy, «MynpTudakropuansHbie 3a001aeBanus», «[Ipodpunax-
THKAa HacJeICTBEHHBIX 3a00J€BaHUII.

Ha nexuusax uszmaratoTcsi TeMbl JUCIUIUIMHBI, IPEIyCMOTPEHHbIE padouell mporpaMMoii, aKIeH-
TUPYETCsl BHUMAHUE HA HAanOoJee MPUHITUIHAIBHBIX U CIIOKHBIX BOMPOCAX MUCIUIUIMHEI, YCTAHABIINBA-
I0TCS BOIIPOCHI JIJIs1 CAMOCTOSITeNbHOM nmpopaboTku. KoHcnekT nekuuii spisercss 6a30i mpu moAroToBKe K
MPAKTUYECKUM 3aHITHUSIM, K 3a4€Ty, a TAKXKEe JUIsl CAMOCTOATEILHON PaOOTHI.

W3noxxeHue NEKIMOHHOTO MaTepuaja PeKOMEHAYeTCsl MPOBOJUTH B MYJIbTUMEIUNWHON (opme.
CwMbIcrioBasi Harpy3Ka JISKIIMKA CMEIIAeTCsl B CTOPOHY OT U3JI0KEHUSI TEOPETUUYECKOro MaTepuana K popMu-
POBaHMIO MOTHBALIUN CAMOCTOSITENIbHOTO O0yUeHUs Yepe3 MOCTAaHOBKY Mpo0iieM o0yueHus U oka3 myrei
peuieHus npodeccuoHalbHBIX MPOOJIeM B paMKaX TOW WM WHOUM Tembl. [Ipu 3TOM OCHOBHBIM METOJIOM
BEJICHUS JIEKIIMHU SIBJIIETCS. METOJ MPOOJIEMHOI0 U3JI0KEHUS MaTepuraa.

IIpakTH4yecKkue 3aHATUA:

[IpakTuueckue 3aHATHSA TO JUCHUIUIMHE MPOBOASTCS C IENBI0 MPUOOPETEHUSI MPAKTUYECKUX
HABBIKOB B 00JIACTH MOJIEKYJISIPHBIX OCHOB HACJIEJCTBEHHOCTH, METOJOB F'€HETUKH YEIIOBEKa, JICUCHHUS U
Mpo(UTAKTUKYA HACJIEICTBEHHBIX 3a00JI€BaHUM, STHOJIOTUU U MAaTOreHe3a MOHOTEHHOM, XpOMOCOMHON U
MyIbTU(HAKTOPHATEHOM MAaTONIOTHUH, PEIICHUH CUTYallMOHHBIX T€HETUYECKHX 3a/1ad.

[IpakTUueckue 3aHATHS POBOASTCS B BUJIE cOOeceOBaHUM, 00CYKIEHNN, TUCKYCCHI B MUKPO-
rpynmnax, UCIOIb30BaHMs HATJISIIHBIX MOCOOHI, peleHus] CUTYAIl[MOHHBIX 33J]]a4, TECTOBBIX 3a/laHul, CO-
CTaBJICHUS POJOCIOBHBIX.

BrimonHenune npaktudyeckoil paboThl 00yJaromyecst IpoU3BOAAT Kak B YCTHOM, TaK U B IMCbMEH-
HOM BHUJI€, B BUJIE TPE3CHTALUN U JOKJIA/I0B.

[TpakTHueckoe 3aHsATHE CIIOCOOCTBYET Oojiee rIyOOKOMY MOHUMAHHUIO TEOPETUYECKOTO MaTepH-
ana y4eOHOro AMCUHUILINHBI, a TaKXKe Pa3BUTHIO, (POPMUPOBAHUIO M CTAHOBICHHUIO PA3IMYHBIX YPOBHEH
COCTaBJISIFONTUX MPO(HEeCCUOHATFHON KOMIETEHTHOCTH 00YUarOIINXCS.

[Ipu n3yyeHnn AUCIUTUITMHBI UCTIONB3YIOTCS CIEAYOIIHe (POPMbI TPAKTUUECKUX 3aHATHH:

- CEMHMHAp TPaJAULIMOHHBIN 0 TeMaM «HacneocmeeHHoCcmb u namono2usy, « XpomMocomuas namo-
noeus. Knunuyeckue gpopmuly.

- KoH(pepeHus 1o Teme « Opgannuvie 3a001e6aHULY.

- yueOHO-poJIeBas Urpa 1o TeMe «IIpogunakmuxa HacredCmseeHHbIX 3a001e8aHULY.

- IPaKTUYECKHUE 3aHITUS 10 TeMe «I enom uenogexka. Cmpykmypa u ¢yukyuu 2enos. Pecynayus
akcnpeccuu 2cenosy, «Cemuomuxa HacreocmeeHnvlx 3abonesanuil. Knunuko-eeneanozuyeckuti memooy,
«I'ennvie bonesnu. Imuonozus, namozenes, Kiaccuguxayus, memoosl ouazHocmuxuy, «Monozennvie 3a-
bonesanus, knunuieckue gopmol. Hacneocmeenuvie bonesnu oomena seugecms (HbO)», Mumoxonopuans-
Has namonozusy, «Obwasn xapakmepucmuka XpoMoCoOMHOU namono2uuy, « Bpoacoennvie nopoku pazeu-
musy, «bnusneyosvii memoo usyyenus eenemuku uenogexa. Ilonynayuonnasn cenemuxa», «Mynomughak-
mopuanvusle 3a60nesanusy, «Oukocenemuka», «llpenamanvuas ouacnocmuxkay, «Komnviomepnas oua-
2HOCMUKA HACTIe0CMEEHHbIX 3A001€8aHULLY.

- KOHTPOJIbHBIE 3aHATHSI IO TEMaM: «3auemmuoe 3auamuen.
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CamocrosiTesibHas1 padora:

CamocrosTenbHas paboTa CTYJEHTOB IOJpa3yMeBaeT MOJIrOTOBKY IO BCEM pasjeiaM IUCIIH-
TIMHBL «MeIUIMHCKas TeHETHKa» U BKJII0YaeT MOATOTOBKY K 3aHSTHUSIM, HallucaHue pedepaToB U 3aliuTa
JIOKJIa/IOB, ITOATOTOBKY K TEKYIIEMY KOHTPOJIIO U IIPOMEKYTOYHOMY KOHTPOJIIO.

Pabora ¢ yueOHOI nuTepaTypoil paccMaTpuBaeTcsi Kak BUJ y4eOHOI paOOThl MO AUCHUILINHE
«MenuuuHCKasi TeHEeTHKa» W BBIMOIHACTCS B MpeesiaX 4yacoB, OTBOAMMBIX Ha e M3ydeHue (B paszzene
CPC). Kaxxaplii o0yuaromuiicst ooecreueH 10CTynoM K Ou0anoTeunbIM (oH1aM YHUBEpCUTETA B Kadeaphl.
Bo Bpems u3ydeHus JUCUUIUIMHBI 0Oydatomumecs (o KOHTPOJIEM MPEToAaBaTelis) CaMOCTOSTENLHO IPo-
BOJSAT pabOTy MO COCTaBIECHUIO POJIOCIOBHBIX, PEIICHUIO 3a/1a4, OQPOPMIISIIOT pedepaTsl U MPEICTABISIIOT
ux Ha 3aHsATHAX. Hammcanue pedepara, cioco0CTBYIOT (hOpMUPOBAHHUIO HABBIKOB HCIIOJIB30BaHUS YIEOHON
U HAY4YHOH JIUTEPATyphl, INI00ATBHBIX HHPOPMAIIMOHHBIX PECYpCOB, CIIOCOOCTBYET (hOPMUPOBAHUIO KIIH-
HUYECKOro MbluieHns. Pabora oOyuaromierocst B rpynme GopMHUpYET YyBCTBO KOJUIEKTUBU3MA U KOMMY-
HUKa0enbHOCTh. OOyueHue crnoco0CTBYET BOCIUTAHUIO Y O0yUYaIOUIXCS STUKO-I€OHTOIOTMUECKUX HABbI-
KOB 001meHus ¢ naruentamu. CamocrositenabHas paboTa B MaJIbIX TPyIIax cCnocoOCTBYeT (POPMHUPOBAHUIO
JOJKHOTO € 3TUYECKOM CTOPOHBI MOBEICHHUS, aKKYPaTHOCTH, JUCHUILTUHUPOBAHHOCTH.

WcxonHplii ypoBeHb 3HAHHM OOYYAIONIMXCS ONpEAETSeTCs TeCTHPOBAHUEM, COOECEIOBAHUEM.

Texymmii KOHTPOJIb OCBOCHUS TUCIUILIMHBI IIPOBOAUTCS B JOPME YCTHOTO OIpOca B XOJI€ 3aHsI-
TUH, pEIICHUS THITOBBIX CUTYAIIMOHHBIX 33/1a4, TECTOBOTO KOHTPOJIS, TOJTOTOBKH pedepaToB/TOKIAT0B U
npreMa MPaKkTUYeCKUX HABBIKOB.

B xoHII€ M3y4YeHNS AUCIUTUTNHBI (MOJTYJIS) TPOBOIUTCS MTPOMEKYTOUHAS aTTECTALUS C UCTIONIB30-
BaHHEM TECTOBOT'O KOHTPOJIA, cobecenoBanus. J{Jisl TeKyIIero KOHTPOJIsl OCBOSHUS TUCIUIUIMHBI UCTIOIb-
3yeTCsl PEUTUHIOBAsI CUCTEMA.

Bonpocsl o AuCHUILTHHE BKIIIOUEHBI B TOCYIaPCTBEHHYIO UTOTOBYIO ATTECTAIIMIO BBITYCKHUKOB.

5.1. Meroanka npuMeHeHH s 3JIEKTPOHHOTO 00y4YeHUS U TUCTAHIIMOHHBIX 00Pa30BaTEIbHBIX TEXHO-
JIOTWii TIPU NMPOBEJAEeHNHU 3aAHATHI M HA ITANAX TEKYLIEero KOHTPOJSI M MPOMEKYTOYHOM aTTecTAlMU
10 JUCIHUIIHHE

[IpumeneHue >7IeKTPOHHOTO 00yUYEHHUs U JTUCTAHIIMOHHBIX 00pa30BaTEIbHBIX TEXHOJIOTHH 10 JIHC-
LUIUTMHE OCYIIECTBISETCS B COOTBETCTBHH ¢ «IlopsaKoM peann3anuu 31eKTPOHHOro 00y4eHUs U TUCTaH-
UOHHBIX 00pa3oBaTenbHBIX TexHoyoruii B ®I'bOY BO Kuposckuit MY Munszapasa Poccuny, BBeneH-
HbIM B AeiictBue 01.11.2017, npukaz Ne 476-O/1.

JlucrtaHIIMOHHOE 00y4eHUe peau3yeTcs B AIEKTPOHHO-UH(POPMALIMOHHOM 00pa30BaTeNbHON cpesie
VYHuBepcurera, BKIIOYAIOIIEH 31eKTPOHHbIE MH(POPMAIIMOHHBIE U 00pa3oBaTelbHbIE pecypchbl, HHPOpMa-
IIUOHHBIE U TENEKOMMYHHMKAIIMOHHbIE TEXHOJIOTUH, TEXHOJIOTHYECKHE CPEICTBA, M obecredynBaromeit
OCBOEHHE 00yYaIOUIMMHUCS MPOTrpamMMbl B IOJTHOM 00beMe HE3aBUCHMO OT MECTa HaXOKJCHHUSI.

OnexTpoHHoe o0y4yeHue (30) — opranuzaius 00pa3oBaTeIbHON AEATEIBHOCTH ¢ IPUMEHEHUEM CO-
nepraierics B 6a3ax JaHHBIX U MCIOJIb3YEMOH MPH peajan3aluuu 00pa3oBaTeNbHbIX POrpaMM HHpOpMa-
UM 1 00ecreunBaroLINX ee 00paboTKy MH(POPMAIMOHHBIX TEXHOJIOIHH, TEXHUYECKUX CPEJICTB, a TAKKe
MH(POPMAIIMOHHO-TEIEKOMMYHUKAITMOHHBIX CETeH, 00eCTIeUnBAIONINX MTepeady 10 JMHHUSIM CBSI3U YKa3aH-
HOW MH(pOpMaLINK, B3aUMOIEHCTBHE 00yUarOIMXCsl U IpenojaBaTess.

JucranunonHusle oOpa3oBarenbHble TexHoioruu (JIOT) — oOpazoBaTenbHbIE TEXHOJIOTHUH, pealn-
3yeMble B OCHOBHOM C NPUMEHEHHEM HH()OPMAIIMOHHO-TEIEKOMMYHHUKAIIMOHHBIX CETEeH MpH orocpeo-
BaHHOM (Ha pacCTOSIHWH) B3aUMOJIEHCTBUHU 00yJarouMxcs U npemnojiaaresns. JlucraHunoHHoe o0yueHue —
3TO 0JHa U3 (opM 00yUEHHSI.

[Tpu ucnonpzoBannu D0 u JJOT kaxapiit 00ydaromuics 00ecednBaeTCsl TOCTYIIOM K CPeICTBaM
3JIEKTPOHHOTO O0y4YeHHsI 1 OCHOBHOMY MH(OPMALIMOHHOMY Pecypcy B 00beMe 4acoB y4yeOHOro IJIaHa,
HEOOXOUMBIX JUTSI OCBOSHHSI TPOTPAMMBI.

B mpakTuke npuMeHeHHs JUCTAHIIMOHHOTO OOy4YeHMs MO TUCHUIUIMHE MCIIONB3YIOTCS METOJUKU
CUHXPOHHOT'O M aCHHXPOHHOT'O 00Y4EHHS.
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Metoarka CHHXpOHHOTO TMCTAHIIMOHHOTO O0YYEHUs MpeIycCMaTpUBaET OOMICHHE 00yJaroIIerocs
U TIPETo/IaBaTelisi B pEeKUME PeaTbHOTO BpeMeHHU — ON-line obmenue. Mcnonp3yroTes cieayromue TeXHO-
noruu on-line: BeOuHapHI (MM BUICOKOH(EPEHIINN ), ayTHOKOH(DEPEHIIUHN, YaThl.

MeTtoanka aCHHXPOHHOTO JUCTAHIIHOHHOTO O0Y4YEHHUsI MPUMEHSETCS, KOTJa HEBO3MOYKHO OOIIeHHE
MEKy IIPeroaBaTesieM H 00yJarolMMCcs B peaibHOM BPEMEHHU — Tak HasbiBaeMoe off-line obrenue, 00-
IICHHUE B PEXKUME C OTIIOKEHHBIM OTBETOM. Mcronb3yroTes cienyromue TexHonoruu off-line: anexkrponnas
04T, PaCChUIKH, (POPYMBI.

Haubonpmas 3¢ (hekTHBHOCT TpU AUCTAHIMOHHOM OOYYE€HUH JOCTUTAETCS TIPU MCIIOIb30BaHUH
CMEIIaHHBIX METOMK JUCTAHIIMOHHOTO O0YYEHUSs, TIPU ITOM IOIpa3yMeBaeTCsl, YTO porpamMma ooyude-
HUS CTPOUTCS KaK U3 AJIEMEHTOB CHHXPOHHOM, TaK M U3 AJIEMEHTOB aCHHXPOHHOM METOJIMKH 00y4eHUsI.

Y4eOHBIi poIece ¢ UCTI0Ib30BAHUEM TUCTAHIIMOHHBIX 00pa30BaTEIbHBIX TEXHOJIOTHIA OCYIIECTB-
JSIeTCS OCPEICTBOM:

— pa3MenieHus yaeOHOTro MaTepraa Ha 00pa3oBaTeIbHOM CaiiTe Y HUBEPCHUTETA;

— COIPOBOYXK/ICHUS SJIEKTPOHHOTO O0YUYEHUS;

— OpraHU3aIMH U MPOBEJCHUS KOHCYJIbTAIUNA B peKUMe «on-line» u «off-liney;

— OpraHu3aiuy 0OpaTHOH CBSA3U C 00YUAIOIIUMHUCS B peXuMe «on-line» u «off-liney;

— o0ecrieueHnss METOIUYECKON MTOMOIIM 00YyJaroIUMCs Yepe3 B3auMOICHCTBHE YIACTHHUKOB y4e0-
HOTO TIpoIlecca C UCIOJB30BAHUEM BCEX JIOCTYIHBIX COBPEMEHHBIX TEICKOMMYHHUKAIIHOHHBIX
CpeACTB, OJ00PEHHBIX JOKAIHHBIMH HOPMAaTHBHBIMH aKTaMH;

— OpraHM3aluu CaMOCTOSTEIbHONH PabOThl OO0YYAIONIUXCS IMyTeM OOECICUEHHs YIAICHHOTO J0-
cTymna kK obpa3oBarenbHBIM pecypcam (DBC, maTepuanam, pa3MeIeHHBIM Ha 00pa30BaTEIIbHOM CalTe);

— KOHTPOJISl IOCTHKCHUS 3aIUIAHUPOBAHHBIX PE3YJIbTATOB O0YUEHHsSI MO AUCIUILUIMHE 00yJaromin-
MUCs B pexxume «on-line» u «off-line»;

— HJIeHTH()HUKALIUY TMYHOCTH 00YYaOIETOCS.

Peanuzamnus mporpaMMbl B 3J€KTPOHHOW (opMe HAuMHAETCS C MPOBEIEHUS OpraHU3alMOHHOMN
BCTPEUH C 00YUYAIONIMMICS TOCPEICTBOM BHICOKOH(pEpeHIINU (BeOMHApa).

[Tpu sTOM TpenoaaBarens HHGOPMUPYET 00YUAIOIIUXCS O TEXHUYECKUX TPeOOBaHUIX K 000py10-
BaHHUIO U KaHaJlaM CBSI3U, OCYIIIECTBIISET IPEIABAPUTEIbHYIO IPOBEPKY CBSI3U C O0YUYAIOUIMMHUCS, CO3/IaHUE
1 HacTpoiiky BeOuHapa. [IpenonaBarens Takxke cBepseT MPeIBAPUTENbHBIN CIIMCOK 00yJaromuxcs ¢ dak-
TUYECKH TMPUCYTCTBYIOUIUMU, UHOOPMUPYET UX O PEKUME 3aHIATHI, OCOOCHHOCTSIX 00pa30BaTEIbHOTO
mpoliecca, MpaBuiIax BHYTPEHHET0 pacnopsiaka, rpaduke yueOHOro mporecca.

[Tocne mpoBeseHUsT YCTAHOBOYHOTO BeOMHApa YYEOHBIN MPOIIECC MOXKET OBITh peayin30BaH acHH-
XpOHHO (0OydJaromuiics ocBanBaeT y4eOHbIM MaTepuan B t00oe y1o0HOe Ui Hero BpeMs U 00IaeTcs ¢
MpenojaBaTesieM C UCI0Ib30BAaHUEM CPE/ICTB TEIEKOMMYHHUKAILIUN B PEKUME OTI0KEHHOTO BPEMEHU) UITU
CUHXPOHHO (TIpoBeicHHE YUeOHBIX MEPOTIPUATHH 1 001IeHUE 00yUalOIIErocs ¢ MpenoiaBareieM B pexKUMe
peaJIbHOTO BPEMEHH).

[IpenogaBaTens caMOCTOSATENHHO OMPEIEISIET MOPSIOK OKa3aHUs YIe€O0HO-METOANMYECKON TOMOIIIH
O6y‘~IaI-OIHI/IMC$[, B TOM 4YHCJIEC B (bopMe HHAWBUAYAJIbHBIX KOHCYHBT&HHﬁ, OKa3bIBACMbBIX JUCTAHIIUOHHO C
WCIOJIb30BaHNEM MH(GOPMAITMOHHBIX U TEIEKOMMYHUKAIIMOHHBIX TEXHOJIOTUH.

[Tpu AUCTaHIIMOHHOM OO0YYE€HUU BXKHBIM aCTIEKTOM SIBJISIETCS OOIIIEHHE MKy YYaCTHUKAMU yueo-
HOTO TIporiecca, 00s3aTeNIbHbIC KOHCYJIBTANN TIperoaaBaTelis. [Ipu 3ToM oOIeHne Mexay 00ydJaroIu-
MHUCS ¥ TIPETo/IaBaTeIeM MPOUCXOIUT YIAIEHHO, MOCPEICTBOM CPENICTB TEICKOMMYHHUKAIUH.

B coneprkanue KOHCYJIbTAITUN BXOJIAT:

— pa3bICHEHHE oOyJaronuMcs o0Ieit TexHosoruu npumeHnenus smeMenToB D0 u JIOT, npuemon
1 CIIOCOOOB paboThI C MPEIOCTABIEHHBIMUA UM Y4eOHO-METOANYECKUMH MaTeprallaMi, TPUHIIUIIOB CaMO-
OpraHH3aIK yIeOHOTO MpoIiecca;

— COBETHI U PEKOMEHJIAIIUU TI0 U3YYCHUIO MPOTPAMMBbI JUCIUTIINHBI U TIOJTOTOBKE K TPOMEXKYTOU-
HOH aTTeCcTaIluu;

— aHaJIM3 MOCTYIHBIIKUX BOIIPOCOB, OTBETHI HA BOIIPOCHI 00 yYarOIIUXCS;
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— pa3paboTKa OTJEIbHBIX PEKOMEHIAIMH 110 U3yYEHHIO YacTel (pa3aesnoB, TeM) TUCIMILINHEL, 110
IIOATOTOBKE K TEKYILEH U IPOMEKYTOUHOM aTTECTALUU.

Taxoke oCyIIecTBISIOTCA MHAMBUyaIbHbIE KOHCYJIBTAL[MM O0YYaIOLINXCS B X0/1€ BBIMOJIHEHHS UMH
MMMCBMEHHBIX PadoT.

OO0s3aTeNbHBIM KOMIIOHEHTOM CHCTEMBI JUCTAHIIMOHHOTO OOYYEHHS MO IUCIHILUIMHE SBIISCTCS
AJICKTPOHHBINA yueOHO-MeToanueckuii komiieke (DY MK), KOTophIil BKIIIOUAET JICKTPOHHBIC aHAJIOTH T1e-
YaTHBIX y4eOHBIX M3AaHUH (YU€OHHUKOB), CAMOCTOSITENIbHBIC AJICKTPOHHBIE YueOHbIC U3anus (yueOHUKN),
TUIaKTUUECKUE MaTepHallbl AJIsl MOATOTOBKH K 3aHSTHUSIM, TEKYIIEeMY KOHTPOJIIO U MMPOMEKYTOYHOMN aTTe-
CTallUM, ayAuo- U BUAECOMATEpUaIbl, IPYrue CeHUAIN3UPOBAaHHbBIE KOMIIOHEHTHI (TEKCTOBBIE, 3BYKOBBIE,
MynbTUMeANITHBIE). DY MK obecrieunBaeT B COOTBETCTBUU C MPOTPAMMOI OpraHU3aIMI0 O0YIECHHS, CaMO-
CTOSITENIFHOW PabOThl 00YYarOIIUXCS, TPEHUHTH MyTEeM MPEJAOCTABICHHUS OOYdYaIOMMMCs HEOOXOIMMBIX
y4eOHBIX MaTEpUaJIOB, ClIEHHUAIbHO pa3pabOoTaHHbIX JIJIS PeaTu3alliy AJIEKTPOHHOTO 00y4YeHHUs, KOHTPOIb
sHanuid. DY MK pasmerniaercs B 3JEeKTPOHHO-OMOIMOTEUHBIX CHCTEMaX U Ha 00pa30BaTeIbHOM CaiiTe Y HH-
BEpCUTETA.

Vcnonb3yemble BUbl yueOHOM paboThl o quctuninge npu npuMmesennu 30 u JIOT:

Ne Buowi 3ans- Buowl yuebnoii pabomwl obyuarouuxcs

n/n muii/pabom Konmaxmmnas paboma Camocmosamenvnas paboma
(on-line u off-line)

1 Jlexuuun - BeO-sieKk1uM (BeOnHaphl) | - paboTa ¢ apXUBaMHM IIPOBEIEHHBIX 3aHATHH

- BUJICOJIEKIUH - paboTa ¢ OOPHBIMU KOHCIIEKTAaMU JICKIIUI
- JIEKIIUU-TIPE3CHTALUU - BBIIIOJIHEHUE KOHTPOJIbHBIX 3aJJaHU
2 [IpakTudeckue, ce- | - BUICOKOH(EPEHIUN - paboTa ¢ apXx1BaMU MPOBEIECHHBIX 3aHATUI
MHUHAapCKUe 3aHfA- | - BEOMHApBI - CaMOCTOSITEIbHOE U3y4eHHE YUEOHbIX U METO-
THS - CEMUHAapBbI B yare JMYECKUX MaTepuasoB
- BUJICOJIOKJI IbI - pelLlIeHUe TECTOBBIX 3aJaHUN U CUTYallMOHHBIX

- CEeMHUHAPBI-POPYMBI
- BEO-TPEHUHTH

3aJa4
- pa60Ta 0 TIJIaHaM 3aHSITUM

(TpymnmnoBsle U UH-
JMBHUIyalIbHBIC)

- Be0-KOHCYJIbTaI[H
- KOHCYJIbTAIMH B YaTe

- BUJICO3aLIUTa paboT - CaMOCTOSTEIbHOE BBIIIOJHEHUE 3aJaHUI U OT-
IpaBKa UX Ha MPOBEPKY MPEINOoIaBaTeIIo
- BBINOJIHEHUE TEMAaTHYECKUX pedepaToB
3 | Koncynpranmmn - BUJICOKOHCYJIbTALlUU - KOHCYNbTaUU-()OpyMbl (MM KOHCYJIbTAIlMH

B yare)
- KOHCYNIbTAIlUU TOCPEACTBOM 00pa3oBaTelb-
HOI'O calTa

4 | KoHTponbHble,
MIPOBEPOYHBIE, Ca-
MOCTOSITEIIbHbIE
paboThLI.

- BUACO3AIIUTHl  BBINOJI-
HEHHBIX paboT (Tpymmo-
BbIE U UHUBUyaTbHbBIC)

- TECTUPOBAHUE

- paboTa ¢ apX1BaMU MPOBEICHHBIX 3aHATUI

- CaMOCTOSATENbHOE N3YUEHUE YUEOHBIX U METO-
JTAYECKUX MaTepUaIOB

- pellEHrE TECTOBBIX 3aJaHUN U CUTYallMOHHBIX
3a1a4

- BBIITOJHEHNE KOHTPOJIBHBIX / IPOBEPOU-

HBIX / CAMOCTOSITEILHBIX PaboT

[Tpu peanu3zauu nporpaMMbl WK €€ YacTel ¢ MPUMEHEHHEM 3JIEKTPOHHOTO O0YUYEHHUs U TUCTaH-
IIMOHHBIX TEXHOJIOTHH Kadeapa BeleT yUeT U XpaHEHHE Pe3yJIbTaTOB OCBOCHHS O0YYArOIIUMUCS JTHCIIH-
IUTMHBI Ha OyMa)XHOM HOCHTeElNE U (WIH) B 3JEKTPOHHO-IIM(POBOil opme (Ha 0Opa3oBaTeNbHOM caiite, B
cucteme INDIGO).

Texymmii KOHTPOJIb YCIIEBAEMOCTH U IPOMEKYTOUHAs aTTecTalus 00yJaromuxcs o yueOHon auc-
nurmuHe ¢ mpumeHenneM D0 u JIOT ocymiecTBisieTcst mocpencTBoM cobdecenoBanus (on-line), KOMITbIO-
TEpHOT'0 TECTUPOBAHUS MJIH BHIITOJHEHUS MMCbMEHHBIX padot (ONn-line wiu off-line).
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Pa3znes 6. MeTognueckue ykazaHusi 1Jisi 00y4al0IIHUXCH 10 OCBOCHUIO JUCUMILIMHBI (MOayJis) (pu-
JIOJKeHHe A)

W3ydeHne AMCUUITIIMHBI ClIeyeT HAaUUHATh C MPOPabOTKU JaHHOU paboueil mporpaMmbl, METO/IH-
YEeCKHUX yKa3aHUH, MPOMUCAaHHBIX B IpOrpaMme, 0co00e BHUMaHHE YINISIETCS 1eIsM, 3a/1a4aM, CTPYKType
U COJICPKAHUIO TUCLUIUINHBI.

YcnemHoe u3y4eHne AUCIUILTHHBI TPeOyeT OT 00Y4aroMXcsl NOCEIIEHUs JISKIUil, aKTUBHOU pa-
OOThI Ha MPAKTUUYECKHUX 3aHATUSX, BBIMOJHEHHS BCEX yUeOHBIX 3aJaHUil MpernoaBareisi, 03HAKOMJICHUS C
0a30BbIMU y4eOHUKAaMHU, OCHOBHOM M JIONOJHUTEIBHOMN TUTepaTypoil. JIEKIM1 UMEIOT B OCHOBHOM 0030p-
HBII XapaKTep U HalleJICHbl Ha OCBELIEHUE HauboJiee TPYIHBIX BOIIPOCOB, a TAK)KE MPU3BAHBI CITIOCOOCTBO-
BaTh (DOPMUPOBAHHUIO HABBIKOB pabOTHl ¢ Hay4HOU iureparypoi. [Ipennonaraercs, uto oOydaromuecs
MPUXOJST Ha JIEKIHUHU, [IPEeIBAPUTEIILHO MPOpab0oTaB COOTBETCTBYIOMIUN yUeOHBIM MaTepua mo UCTOYHU-
KaM, PEKOMEHTyEMbIM IIPOTPaMMOH.

OCHOBHBIM METOZOM O0yUEHUS SBJISIETCS CAMOCTOSITeNIbHAs pPa00Ta CTYJEHTOB C Y4eOHO-METO/I1-
YECKUMHM MaTepuajaMu, Hay4YHOH J1uteparypoi, UHTepHeT-pecypcamu.

[TpaBuibHAs OpraHU3aIMsI CAMOCTOSATENBHBIX YU€OHBIX 3aHATHH, MX CHCTEMATUYHOCTb, IIeJIECO-
o0Opa3Hoe IJIaHHUpOBaHHE PabOYero BpeMeHU MO3BOJISAIOT 00YYaIOIIMMCS Pa3BUBATh YMEHUS U HaBBIKU B
YCBOGHMHU U CUCTEMATHU3ALMHU NPUOOpPETaEMbIX 3HAHHM, 00ecriedrBaTh BBICOKUN YPOBEHb YCIIEBAEMOCTH B
nepuoJl 00y4YeHHUs, TIOTYIUTh HABBIKU TIOBBIIICHHUS TPOPECCHOHATBHOTO YPOBHSI.

OcHoBHOHM (HhOpMOI MPOMEKYTOYHOT'O KOHTPOJISI U OLIEHKH PE3yJbTaTOB OOy4YEHHS MO AMCIIHU-
IUIMHE aBiseTcs 3aueT. Ha 3auere oOyuwarouiyecs: 10JKHBI IPOJIEMOHCTPUPOBATh HE TOJIBKO TEOpETHUYE-
CKH€ 3HAHUS, HO U MPAKTUYECKUE HABBIKU, ITOJIy4Y€HHBIE HA MPAKTUUYECKUX 3aHATHUSX.

[TocTosiHHAS! aKTUBHOCTD Ha 3aHATHUSX, TOTOBHOCTh CTaBUTh U 00CYKJaTh aKTyaJbHBIE TPOOJIEMBI
JUCIUIUIAHBI - 3aJI0T YCIEIIHON pabOThI U MOJIOKUTEIHLHON OIICHKH.

[TogpoOHbIE METOAMYECKUE YKA3aHUS K MPAKTHYECKUM 3aHITUSM U BHEAYAUTOPHOW CaMOCTOS-
TeJIbHOU paboTe Mo KaXK10i TeMe AUCIUILTUHBI TPEICTABICHbI B IPUIOKEHUH A.

Paszpen 7. OueHo4HbIe CpeacTBa AJIs IPOBEACHHUS TEKYILIEro KOHTPOJIA U MPOMEKYTOYHOM aTTecTa-
MU 00y4aIOIIMXCA MO AMCUUILTHHE (MOaY 10) (mpuJjioxkenne b)

OueHOYHbBIE CPEACTBA — KOMIUIEKT METOAMYECKUX MaTEPHAJIOB, HOPMUPYIOLIUX IPOLIETYPHI Olie-
HUBaHUSA pe3yIbTaTOB 00Y4EHHUS, T.€. YCTAHOBJIEHUSI COOTBETCTBHS YUEOHBIX JOCTHKEHHUH 3arjlaHUpOBaH-
HBIM pe3yJibTaTaM o0ydeHHs U TpeOoBaHUAM 00pa30BaTEIbHOM MPOrpaMMBbl, paboueil mporpaMmbl AUCIU-
TUTMHBI.

OC kak cucrema OLlCHMBaHMsI COCTOUT U3 CIEAYIOLIUX YacTel:

1. IlepeuHs KOMIETEHIMI C yKa3aHHEM 3TanoB UX (OPMUPOBAHUS B MIPOIIECCE OCBOCHHUS 00pa-
30BaTENbHON IIPOTPaAMMBI.

2. Tlokazareneil 1 KpUTEPHIi OIICHUBAHUS KOMITETCHIIMN HA Pa3IMYHBIX dTarnax ux GopMHpOBa-
HUS, ONIMCAHUE IIKAJ OLIEHUBAHUS.

3. TUNOBBIX KOHTPOJIEHBIX 33JaHUI ¥ UHBIX MaTEPHUAJIOB.

4. MeToauyecKuX MaTepHajoB, ONPEIENAIOUIMX MPOLEAYPbl OILEHWBAaHUS 3HAHUN, YMEHHH,
HaBBIKOB U (MJIM) OMBITa MPOQPECCHOHAIIBHON JIEITEIbHOCTH, XapaKTePU3YIOIIUX dTarbl (opMUpOBaAHUS
KOMIIETEHIUH.

OneHouHBIE Cpe/ICTBA /AJIs IPOBEACHUS TEKYIIEro KOHTPOJIS U MPOMEKYTOUYHON aTTeCTalluu IO
JUCLUIUIMHE MPEJCTABIEHBI B IPHIIOKEHUHU b.

Paznen 8. OcobeHHOCTH YUeOHO-METOIHYECKOr0 o0ecneyeHusi 00pa30BaTeIbHOIO NMpouecca Mo auc-
IMIIMHE VIS HHBAJIUI0B H JIUL C OTPAHUYCHHBIMH BO3MOKHOCTSIMH 310POBbSI

8.1. Bbi0op MeTO10B 00yUeHust

Bb160op MeTO10B 00y4eHUsT OCYIIECTBIISICTCS, HCXO/S U3 UX JOCTYITHOCTH ISl MHBAJIUIOB U JIHII C
OTpaHUYEHHBIMUA BO3MOYKHOCTSIMH 37J0POBbSI.

Br160op MeTo10B 00yUeHHs OTIpeemsieTCs CoiepKaHueM 00ydeHus, YpOBHEM MpodhecCuOHaTBHOM
MOATOTOBKH TIE€IarOroB, METOJUYECKOTO M MaTepuaIbHO-TEXHHUYECKOTO 00ecredeHus, 0COOEHHOCTIMU
BOCIIPUATHSA y4eOHON HHGPOpMAMK O0Yy4YaIOMUXCA-WHBAIUIOB M OOYYAIOIIUXCS C OrPaHUYECHHBIMHU
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BO3MOXXHOCTSIMU 3710pOBbsi. B 00Opa3oBarensHOM Mpoliecce UCHOIb3YIOTCS COLMaIbHO-aKTUBHBIE U pe-
(ekcuBHBIE METObI 0O0YyUEHUS, TEXHOJIOIMH COLMOKYJIBTYPHOM peabuiuTaluy C IeJbl0 OKa3aHHs I10-
MOIIIM B YCTAHOBJICHUH MOJHOLIEHHBIX MEXIUYHOCTHBIX OTHOUIEHHUH C JPYTMMU OO0Yy4arolUMUCS, CO3/la-
HUHM KOM(OPTHOTO MCUXOJIOTMYECKOT0 KIIMMaTa B IpyTIIIe.

B ocBoeHnM quCHUIIIMHBI UHBAIMIAMH U JMLIAMU C OTPAHUYEHHBIMU BO3MOXHOCTSIMHU 310POBbS
OoJbIII0€ 3HAUYEHUE MMEeT MHIUBUAyalbHas padota. [log mHIuBMAYyanpHOW paboTOM Mmoapa3yMeBarOTCs
nBe (OpMbI B3aUMOJICHCTBUS C MpEIoiaBaTeieM: HHAMBUyalbHas yueOHast pabota (KOHCYIbTAIMH), T.€.
JOTIOJTHUTEIBHOE pa3bsiCHEHNE y4eOHOro MaTepualia u yrirybJeHHOe U3ydeHre MaTepraja ¢ TeMH o0yda-
IOLIUMUCS, KOTOPBIE B 3TOM 3aMHTEPECOBAHbL, U MHAMBHUAYalIbHAs BOCIUTATENbHAs paboTa. HAuBUyasb-
HbIE KOHCYJBTAIUU TI0 TIPEAMETY SBJISIOTCS BAXHBIM (DaKTOPOM, CIIOCOOCTBYIOIIMM MHIMBUAYAIN3aLUN
oOyueHHUsi U YCTAaHOBJICHUIO BOCIIUTATENILHOTO KOHTAKTa MEX]1y MpernoaBareieM U o0ydaronumcs HHBa-
JUJIOM WM 00YYaroIIKUMCS C OTPAHUYCHHBIMUA BO3MOXKHOCTSIMH 3/I0POBbSI.

8.2. O6ecneyeHne 00y4alOMMXCs MHBAJTUAOB M JIMI ¢ OTPAHUYEHHBIMU BO3MOKHOCTSIMHU 3/10POBbSI
NMeYaATHBIMH U 3JIEKTPOHHBIMH 00pa30BaTe/IbHBIMH pecypcaMu B oopMax, afanTHPOBAHHBIX K Orpa-
HUYEHHUAM HX 310POBbS

[Tox6op u pa3paboTka y4eOHBIX MaTEPUATIOB IPOU3BOISATCS C YUETOM TOTO, YTOOBI IPEIOCTABIAT
3TOT MaTepHaj B Pa3IUYHBIX (popMax Tak, YTOOBI HHBAIH/IBI C HAPYIIECHUSIMU CITyXa MOJydaiu HHpopma-
LHI0 BU3YaJIbHO, C HAPYIICHUSIMU 3pEHUS — ayUAIbHO (HapuUMep, C UCIOIb30BaHUEM MPOTpaMM-CHHTE-
3aTOPOB PEUM) WIH C TIOMOUIBIO THU(HIOMHPOPMALIMOHHBIX YCTPOMCTB.

Y4eOHO-MeTOINYECKHE MAaTepUalIbl, B TOM YKCJE JIJIsl CAMOCTOATEIbHOU PabOThl 00yUaroUINXCcs U3
qyclia UHBAIUJOB U JIMI C OTPAaHMYEHHBIMH BO3MOXKHOCTSIMU 3J10POBbS, MPEAOCTABISIOTCS B Qopmax,
aIalITHPOBAHHBIX K OTPAaHUYCHUSAM UX 3JI0POBbsI U BOCIPUATHS HH(GOPMALIUU:
Kamezopuu ooyuarowuxca Dopmui
C HapylIieHHeM ciryxa - B [I€4aTHOI opme
- B (hopMe DIIEKTPOHHOTO IOKYMEHTA

C HapylLieHUEM 3pEHUs - B IEYaTHOH (hopMe YBEIIMYCHHBIM IIPUPTOM

- B (hopMe DIIEKTPOHHOTO IOKYMEHTA

- B popme aynuodaiina

C orpaHnueHreM BUTATENHHBIX (PYHKIHNA - B Ie4aTHOH (hopme

- B (hopMe 2JIEKTPOHHOTO JOKYMEHTA

- B popme ayauodaiina

JlaHHBII IEpeUYeHb MOKET ObITh KOHKPETH3UPOBAH B 3aBUCUMOCTH OT KOHTUHTEHTA 00yYaroIXCs.

8.3. IlpoBeeHHe TeKYLero KOHTPOJIS M MPOMEKYTOYHOH aTTeCTallMi € Y4eTOM 0CO0eHHOCTell HO30-
JIOTHIi NHBAJIM/I0B U JIMI] C OTPAHUYEHHBIMHU BO3MOKHOCTSIMHU 310POBbS

Jln ocyecTBiIeHUS MPOLENYP TEKYIIET0 KOHTPOJISI yCIIEBAEMOCTH U IIPOMEKYTOUHOMN aTTecTaluu
oOyuyaroluxcst Co37jaHbl OLIEHOYHBIE CPEJICTBA, aallTUPOBAHHbBIE /111 UHBAJIUAOB U JIUI] C OTPAHUYEHHBIMU
BO3MOXXHOCTSIMHU 3[10POBbSI Y TO3BOJISIOIIUE OLEHUTH JOCTHKEHHE UMU 3alIAHUPOBAHHBIX PE3YJIbTATOB
o0OyueHusi 1 ypoBeHb CHOPMUPOBAHHOCTU KOMIIETEHIIMH, IPETyCMOTPEHHBIX padouell mporpaMmoin auc-
LUIUINHBL.

®opma MpoBeIeHUsI TEKYLIEro KOHTPOJIS U IPOMEXYTOUYHOM aTTecTalluu Ajsl 00yJaroluxcs -1uH-
BaJIMJIOB YCTAHABJIMBAETCS C YYE€TOM MHAMBHUIYAIbHBIX NCUXO(U3UYECKHX 0cOOEHHOCTEH (YCTHO, MHCh-
MEHHO Ha Oymare, MMCbMEHHO Ha KOMITbIOTEpE, B (hopme TecTupoBaHus U T.11.). [Ipu HeoOxoaumocTu 00y-
YaroIIEMYCs-MHBAIUY MPEJOCTABISAETCS JOMOJIHUTEIBHOE BpeMs JUIsl TOATOTOBKM OTBETA HA 3Talle Mpo-
MEKYTOYHOM aTTECTAINU.

Jnis oOydaronuxcsi ¢ OrpaHMYEHHBIMH BO3MOXHOCTSIMU 370POBBS MIPETyCMOTPEHBI CIIEIYIOIIHE
OLICHOYHBIE CPE/ICTBA:

Kamezopuu ooyuarowguxcs Buowt oyenounvix cpeocme Dopmbl KOHMPONA U OUEHKU Pe3Yiib-
mamoe ooyueHus

C HapymieHHeM cyxa Tect MIPEUMYIIECTBEHHO MHUChMEHHAsI TPO-
BEpKa

C HapymeHreM 3peHust CobecenoBanue MIPEUMYIIECTBEHHO YCTHas TpOBEpKa
(MHIMBHTYaTBHO)
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C orpaHudeHNEM JBUTATEIbHBIX | pEIICHHUE JUCTAHIMOHHBIX Te- | OpraHu3alys KOHTPOJSA C IIOMOIIbIO
(byHKIM] CTOB, KOHTPOJIbHBIC BOIPOCHI anekTpoHHo  obomouku  MOODLE,
MMMChMEHHAS TPOBEPKa

8.4. MaTepuaibHO-TEXHUUYECKOe ofecnieyeHHe 00pa30BaTeIbHOI0 NMpolecca A1l HHBAJIWI0B M JIMIL C
OrpaHNYEeHHbIMH BO3MOKHOCTSIMH 3/10POBbSI

1)  nna uaBammaoB u il ¢ OB3 1o 3penuto:

- obecrieueHne JOCTyma 00y4Yaroerocs, BISIOUErocs CIENbIM U UCTIOIb3YIOIIET0 CO0aKy-TIOBO-
JbIPSl, K 31aHUI0 Y HUBEPCUTETA;

- IPUCYTCTBUE ACCUCTEHTA, OKa3bIBAIOIIET0 00yJaroIeMycsi HeOOXOIMMYIO TOMOIIb;

- HaJIM4YKe aJlbTepHATUBHOM Bepcuu ouIIMabHOrO caiiTa YHUBEpcUTeTa B ceTu «HTepHEeT» IS
00yUaroIuXcsl, ABJISIOMUXCS CACIBIMU WIH CI1a00BUASIINMU;

- pa3MelIeHUEe ayIUTOPHBIX 3aHATHI IPEUMYILECTBEHHO B ayJUTOPHIX, PACIOJOKEHHBIX Ha Tep-
BBIX 3TakKaX KOPITYCOB Y HUBEPCUTETA;

- pa3MelIeHre B JOCTYIHBIX I 00YYarOMUXCs, SIBISIOUIMXCS CICTIBIMU WK CIa00BHIAIIMMU, Me-
CTax M B aJjaTUPOBAHHOU opMe (C y4eToM HUX 0COOBIX MOTPEOHOCTEN) CripaBoYHOM MH(OpMAIUK O pac-
MUCAaHUU YYEOHBIX 3aHSATHIA, KOTOpas BHIMOIHACTCS KPYIHBIM pebeHO-KOHTPACTHBIM mpudTOoM Ha Oe-
JIOM WJIH kenToM GoHe u Ayonupyercs mpudTom bpaiins;

- IPEJIOCTABIIEHUE JIOCTYIA K Y4€OHO-METOIMYECKUM MaTepuaiaM, BHIIIOJHEHHBIM B albTEpHATHB-
HBIX (hopMaTax MeyaTHbIX MaTEPUATIOB WK ayJuo(aiisios;

- HaJTM4Ke JIEKTPOHHBIX JyTl, BUACOYBEIUYUTENEH, MPOrpaMM HEBH3YalIbHOTO J0CTyMHa K HH(OP-
Maluy, NpOorpaMM-CUHTE3aTOPOB PEUU U JPYTUX TEXHUYECKUX CPEACTB MpUeMa-lepeaaun yueOHOW HH-
(dbopMaiuu B JOCTYIMHBIX AJI1 00yJarOIUXCsl ¢ HAPYIICHUSIMH 3peHus hopmax;

- IPEJIOCTABIIEHUE BO3MOXHOCTH MPOXO0KIEHUS IPOMEKYTOUHOMN aTTECTalluy C IPUMEHEHHUEM CIIe-
[UATBHBIX CPEJICTB.

2) s uEBaIMIOB ¥ yni ¢ OB3 o ciyxy:

- IPUCYTCTBUE CYpJIOTIEPEBOAUMKA (MIPU HEOOXOUMOCTH ), OKA3bIBAIOUIET0 00y4JaromeMycsi Heo0-
XOJUMYIO ITOMOIIb IIPU IPOBEACHUH AYAUTOPHBIX 3aHATHH, TPOXOKACHUH IPOMEKYTOUHOMN aTTecTaluHy;

- IyOIrpoBaHUE 3BYKOBOH CITPaBOYHON HH(POPMAIIHH O PACITUCAHUH YIEOHBIX 3aHATHI BU3YaIbHON
(ycTaHOBKa MOHUTOPOB C BO3MOXHOCTBIO TPAHCISALUU CYOTUTPOB);

- HaJIM4Me 3BYKOYCWIMBAIOUIEH amnmapaTypbl, MYJIbTUMEIUWHBIX CPEACTB, KOMIBIOTEPHON TEX-
HUKH, ayJUOTEXHUKHU (aKyCTUUYECKHE YCHJIUTENHU U KOJIOHKH), BUICOTEXHUKU (MYyIbTUMEIUNHBIA MPOEK-
TOp, TEJIEBU30P), WIEKTPOHHASI JOCKA, TOKYMEHT-KaMepa, MyJIbTUMEUITHAs CUCTEMA, BUIEOMATEPHAJIBL.

3) s uHBaNWIOB U Juil ¢ OB3, MMEIOINX OrpaHUYCHUS IBUTATEIbHBIX ()YHKITHA:

- o0ecrieyeHne AOCTyHa OOYYaroLIErocs, MMEIOIIEro HapyleHUs OMOPHO-ABUraTeIbHOIo arra-
parta, B 3/JaH€ Y HUBEPCUTETA;

- OpraHu3alys TPOBEICHHS AyJUTOPHBIX 3aHATUNA B AyUTOPHUAX, PACTIOI0KEHHBIX TOJBKO Ha Iep-
BBIX 3TaXXKaX KOPIYCOB Y HUBEPCUTETA;

- pa3MelIeHue B JIOCTYMHBIX IS OOYYarOLIMXCsl, UMEIOIUX HapyIIEHUS OIMOPHO-IBUIaTEIbHOTO
anmapara, MecTax U B a/IallTUPOBAHHON opMe (C yI4ETOM UX 0COOBIX MOTPeOHOCTEN) CIIpaBOUYHOM UHPOP-
MallM O paclUMCaHUM y4eOHBIX 3aHATHUH, KOTOpasl pacroyiaraeTcsi Ha ypoBHE, yI0O0HOM Uil BOCIIPHUSTHUS
TaKoro 00y4JaroIIerocs;

- IPUCYTCTBHE aCCUCTEHTA, OKA3bIBAIOLIET0 00yUaroeMycs He00X0IMMYIO TOMOILb IPH ITPOBEIE-
HUU ayJUTOPHBIX 3aHATHH, MPOXOXKIACHUN TPOMEKYTOUHOM aTTeCTalllH;

- HaJIM4ME KOMIIBIOTEPHON TEXHHUKH, aJalTHUPOBAHHOW Il MHBAJIUAOB CO CIIELHAJIBHBIM IIPO-
IrpaMMHBIM OOecIriedyeHHeM, albTePHATHUBHBIX YCTPOMCTB BBOJAa MHGOpPMAIMU M IPYTHX TEXHUYECKHX
CpeACTB INpHeMa-Tiepeiadn ydeOHOW HMH(pOpMAMKM B JOCTYIMHBIX JUISI OOYYaIOUIUXCSA C HapyIICHUSMU
OTIOPHO-/IBUTaTEIBHOIO anmnapara ¢popmax;

4) s vaBamuioB v aui ¢ OB3 ¢ APpYruMU HAPYIIEHUSIMU WK CO CIIOKHBIMH JIe(EKTaMu - Ompe-
JeJSIeTCsl UHANBUYANIbHO, C YYETOM MEIUIIMHCKUX Nokazanuil u UITPA.

25



JlomosiHeHs1 U MI3MEeHEHUsI B padoyeil mporpaMmme y4yeOHO# JUCIUIIIMHBI

«MeIHUHMHCKAS TEHETHKA»
CrermnansHocTth 31.05.01 Jlewebnoe meno (PI'OC 3++)

Hanpasnennocts (npoduis) JleueOHoe aeno

®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. [Tynktr 4.1 «IlepeyeHb OCHOBHOW ¥ ONMOJHHUTEJIbHOW JUTEPATYpPbl, HEOOXOAUMOWM IJIs1
OCBOEHHS THCHMIIMHBI (MOAYJIs1)» U3MEHUTh U YATATh B CIEAYIOLICH pelaKIuu:
4.1.1. OcHoBHas aUTEpaTypa

4.1.2.

Ne I'ox, mecto Koz-so
n/_ HaumenoBanue ABTOp (BI) ’ 3K3EeMILISIPOB B Hanuuue B 9bC
1 M3 AaHHA oubnoTexe

1 2 3 4 6

1 | Knunnyeckas renetuka: | boukoB H.IL. u M.: TDOTAP- 30 + 9BbC «KoncynbTant
y4eOHHK JUIS BY30B. 1p. Menwua, 2018, CTYJICHTa»

2 | Knunnueckasi renetuka | boukos H.I1. u I'S0TAP- + ObC «KoHcynbpTant
[DneKTpOHHBIN JIp. Menua, 2023 CTYICHTa»
y4eOHUK] : yIeOHUK

JlononHuTENbHAS IUTEPATYPA

Kon-Bo
Ne Hanuuue B
i HaumenoBanune ABTOp (BI) I'on, MecTo M3gaHus | SK3EMIUIIPOB 3BC
B OMOIIMOTEKE

1 2 3 4 5 6

1 IIpenaranbuas quarHoctuka | KosBonud B.A., Kupos: 2011.-88 c., 50 + BBC
HaCJICJICTBEHHBIX Kocrix A.A., WL Kupogckoro
3a0osieBaHuil M BpokIeHHBIX | Poauna H.E. I'™MY
MTOPOKOB Pa3BUTHSA: YIeOHOE
nocobue

2 Oo6mas reneruka nureHetrka | E.B. Konmemaesa, | Kupos, 2016. —69 c. 40 + OBC
yenoBeka: yueOHoe rmocobue H.E. Ponuna. Kupogckoro

™My

3 | Knuanueckas reHeTHKa. I'.P. MyToBUH M.: TOOTAP- + 3ObC
I'eHomuKa 1 IpOTEOMHUKA Menna, 2010. - 832 «KoHcynbpTant
HaCJIeICTBEHHOW MATOJIOTUH C.: WL CTy/ICHTa»
[DnexTponnsIii pecypc]:
yaebHoe ocodue

4 | MonekynspHass ~ Ouonorus: | Myiikam0OapoB M.:. MHA, 2016 - 25 -
Vueb. [Tocobue st | H.H., Ky3nemnos | ¢.85-117.B
CTYJIEHTOB M€EJI.BYy30B CJL ME/I.BY30B; M.:

MHUA, 2016 - c.85-
117.

5 | I'eneTnka B KIIMHUYECKOH B.H.TopOynosa, | CII6.: Cneuur, 5 -
MIPAaKTHUKE: PYKOBOJACTBO u1st | MLA. 2015.
Bpauei Kopsxenesckas

6 Pa6ogas Terpans 1o E.B. Konenaesa, | Kupos: ®I'OY BO 5 + OBC
nuctuoinae «Memutuackas | FO.H.Onyuuna, Kuposckuit TMY Kuposckoro
reHetuka». Yacte 1: yae6HO- | B.A.K03BOHUH, Mun3snpasa Poccun, My
METOUYECKOe TTocoOue. E.B.Crapkoga, 2021

A.A.bepecHeBa

7 | Pabowas TeTpaas mo E.B. Konenaera, | Kupos: ®I'BOY BO 5 + ObC
nuctuinHe «Menutnackas | FO.H.Onyduna, Kuposckuit TMY Kuposckoro
rereTukay. Yactp 2: yuebno- | B.A.Ko3BoHuH, Mun3snpasa Poccun, My
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METOINYECKOE IOCOOHE.

E.B.Crapkoga,
A.A.bepecHena

2021.

2. B nynkre 4.4. «IlepeyeHb HH(POPMALHOHHBIX TE€XHOJOTHii, HCNOJIb3YyeMbIX [JIsl OCYLIEeCTBJIEHHS

00pa3oBaTeILHOIO

nmpouecca

mo

HH(POPMAIIMOHHO-CIIPABOYHBIX CHCTEM:

. 7. U3MEHUTh U YUTATh B CISAYIONIEH peaaKIIuu:
7. HoroBop Autuupyc Kaspersky Endpoint Security mist 6uzneca — CrannaptHeiii Russian Edition. 150-249
Node 1 year Educational Renewal License, cpok ucmonb3oBanmst ¢ 11.08.2025 mo 09.09.2026 r., HOMEp
munensun 2B1E-250808-154818-2-497-4841

JTUCHUILINHE

(MomyJil0), NPOrpaMMHOro0 o0ecrevyeHUs U

3. [Iynkt «4.5. Onucanne MaTepuaJIbHO-TEXHHYECKOH 0a3bl, HEOOXOAUMOI sl OCylIeCTBJIEeHUs
00pa30BaTeIbLHOIO NMPoIecca Mo AUCHUILINHE (MOIYJIK0)» U3MEHUTh U YUTATh B CIEAYIOLIEH peAaKInu:
B nporiecce npenogaBanus JUCHUIUIMHBI (MOJYJIsl) UCHIOJIB3YIOTCS CIAEAYIONINE ClIelhaIbHble TOMEIICHUS:

HanmenoBanne
CrelMaIu3UPOBAHHBIX
TOMEIIEHUH

Howmep xabunera, anpec

O6opynoBaHne, TEXHIIECKHE CPEACTBA O0YICHHS,
pa3MelleHHbIE B CEINATM3MPOBAHHBIX IIOMEIICHHUSX

yuebHble ayoumopuu 0
npogedeHUs 3aHAMUL
JIEKYUOHHO20 MUuna

Ne 803,819 2. Kupos, ya.
Brnaoumupckas, 112 (3 xopnyc)

CrienmasbHble TIOMCIICHHS YKOMILICKTOBaHEI
CIEHAIN3UPOBAHHON MEOEIIbI0 U TEXHUUECKHUMU CPEICTBAMH
OOydYeHUs, CHYXallUMH JUIi TPEACTAaBICHHSA y4eOHOH
rHpopManuu OOJIBIION ayTHTOPHH.

yuebHble ayoumopuu 0
npogedeHUs 3aHAMU
CEeMUHAPCKO20 mund

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

Crnenuanu3upoBaHHas yueOHast mebeab B yueOHOU
aynuropusx: 602, 604, 608 (cTon u CTyN IpenoaaBaTes,
CTOJBI cOo ckaMeiikamu (201IT.) B KaXKI0H ayIUTOPUH),
UH(OPMALMOHHO-MEIIOBas TOCKa, MIKad) I XpaHeHHs
MHKPOCKOIIOB, MUKpOcKoTsl MBP-1 (15 mT.)
KommeloTep ¢ BbIxojioM B MIHTEpHET.

yuebHble ayoumopuu Oisi
npogedenUs 2PYNnossix U
UHOUBUOYATILHBIX
KOHCYTbmayuii

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

Crnenuanu3upoBaHHas yueOHasi Mme0esb B yu4eOHBIX
ayauropusx: 602, 604, 608 (cTox u cTyN mpenoaaBaTens,
CTOJIBI cO ckaMeiikamu (2011T.) B K10 ayIUTOPUHN)),
WHPOPMALMOHHO-MENOBAas TOCKa, IKad A XpaHSHHS
MHKpPOCKOTIOB, MUKpocKkonsl MBP-1 (15 mt.)
Komnerorep ¢ Beixonom B UHTEpHET.

yuebHble ayoumopuu 0jist
npoeedeHUs MeKyue2o
KOHMPOJA U
NPOMENCYMOUHOU
ammecmayuu

Ne 604 2. Kupos, ya.
Bnaoumupckas, 112 (3 kopnyc)

Crnenuanu3upoBaHHas yueOHasi Mme0eb B yueOHBIX
aymuropusx: 604 (cTon v cTyJ mpenoJaBaTes, CTOIBI CO
ckameiikamu (201mT.) B KaXKI0H ayAUTOPHH)),
nH(pOpManMOHHO-MeNoBast AOCKA, MIKad I XpaHEHUS
MHKPOCKOTIOB, MUKpocKonbsl MBP-1 (15 mit.)
Komrbtotep ¢ BbixogoM B VIHTEpHET.

nomeujenus s
CamMoOCmosimebHOuU
pabomol

Ne 601 2. Kupos, yn.

Braoumupckas, 112 (3 xopnyc)
Yumanvrolii 3a1 bubiuomexu 2.
Kupos, yn. Braoumupckas, 137

(1 xopnyc)

Mukpockonbl: «Mukmen-1» ¢ noacserkoit 20 mit., 1 qocka,
8 cTonos, 12 cTyneeB
Kommerotep ¢ Beixoaom B UHTEpHET.

[Tomemienuss A camMOCTOSITENTbHOW pPaOOTHl OOYYarOIIMXCs OCHAIIEHbl KOMIIBIOTEPHOM TEXHHUKOHN ¢
BO3MO>KHOCTBIO MOAKIIOUEHUs K ceTu "MHTepHeT" u obecreueHbl JOCTYIOM B 3JIEKTPOHHYIO HH(OPMaLlHOHHO-
00pa3zoBaTeNbHYIO CpeAy YHUBEPCUTETA.

JlononHeHus: 1 n3MEHeHUs B pabouel mporpaMMe pacCMOTPEHBI Ha 3acelaHuu KadeIpbl
“08” centsa0ps 2025 r. IIpotokon Ne 2
3aB. kadenpoit Konenaena E.B.

BHeceHHbIe U3MEHEHUS U IOTIOJHEHUS YTBEPIKIat0:
N.o. mpopexTopa mo yuebHoit padore M.II. Pa3zun
18 cents6ps 2025 r., mpotokon Ne 1
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JlonosiHeHNs ¥ N3MEHEeHUs1 B padoyeil mporpamMmme y4e0HOM TUCHUIINHBI

«MeauIMHCKasi TEHETHKA»
CrnermanpHocth 31.05.01 Jleue6noe sieno (PI'OC 3++)

Hanpasnennocts (npoduis) JleueOHoe aeno

®dopma 00yueHHUs OUHas

Kadenpa _buonoruu

Astop (1) _Konenaena E.B.

C 2025 /2026 yuebHOro roga B pabouyro mporpaMmy BHOCSTCS CI€IYIONIUE TOTOJHEHHS U H3MCHEHU:

1. ITyaktr «3.5. TemaTHyeckuii IUIAaH NPAKTHYECKHX 3aHATHI (CeMHHAPOB)» JONOJHHTh W 4YHUTAaTh B

CIEAYIOLIEH PENAKIUU:

3.5. TemaTn4yecKuii IVIaH NPAKTHYECKUX 3aHATHI (CEMUHAPOB)

Ne Ne pasiena Temaruka } Tpynoemkoc
Y MPaKTHECKUX ConeprkaHre NPaKTUICCKUX (CEMUHAPCKUX ) 3aHITUN Tb (4ac)
3aHATHHN (CEMUHAPOB) ceM. Ne 3

1 2 3 4 5

1 1 HacnencteeHHOCTD U e IlpeaMeT W 3a7aud MEIMIMHCKOM TeHeTUKH. OOBEKT 1
MaTOJIOTHSL. M3Y4YCHUSI.

e (OCHOBHBIE 3Tallbl Pa3BUTUS MEAULIMHCKON T'€HETUKH.

e OCHOBHBIE JOCTHUXKEHHUS COBPEMEHHOM MEIHMLIMHCKOU
TCHETHUKHU.

e Pomb HacieICTBEHHBIX (AKTOPOB B  MATOJIOTHUU
YeJI0BeKa.

o Knaccudukaiiyst HacJIeJCTBCHHOH MaTOJIOTHY.

e OOmas XxapakTepUCTHKA HACJICICTBEHHON aTOJIOTHH.
Ipaxmuueckas nodzomoska. 1

2 2 I'enom uenoBexa. o [lonsTHE TeHOMA ¥ TEHOMUKH. 1
Crpykrypa u pyHKIHH | o CrpykTypa 1 pyHKIUU TEHOB.
reHoB. Perynsnus e BHereHHbI€ 3J1€MEHTHI. THUIBI MyTalUi T€HOB.

SKCIIpCCCHH I'€HOB e [Iporpamma «['eHOM dYejOBEKa», MM W 3aja4d
MIPOTPaMMBL.
e bBuorexHonorus.
e Tpanckpunims napopmanuu ¢ JIHK va nPHK;
o [lonHsTHE TPaHCKPUNTOMA, ET0 CTPYKTYpa U (YHKITHSL.
e MeToapbl UccaeI0BaHUS TPAHCKPUIITOMA.
e CrialicCHHT —peryJsnusl. 1
Ipaxmuueckasi n0020MosKa.

3 3 CeMunortuka o KIMHHKO-T€HEATOrHYeCKH METO, €r0 BO3MOKHOCTH 1
HaCJICACTBCHHBIX U 3HAaYCHHUE B MEIUKO-TCHETUYCCKOM KOHCYJIbTHUPOBAHMU.
3ab0s1eBaHuil. e [lokazanusa st IIPOBEIECHUS KJIIMHUKO-
Knmanko- reHeaJIOTMYECKUX UCCIIEIOBAHUI.

TeHEalorHYeCKHH e Omnpenenenne HACJIEICTBEHHOIO XapaxkTepa
METOL. MATOJIOTHH.

e OmpenerncHUe TUITA HACTICTOBAHMUS.

Ipaxmuueckas nodeomoska.

4 3 I'ennbie Oone3Hu. e DTHOJIOTHS, TATOT€HEe3, MPHUHIIMIIBI Kiaccu(uKaiuu
OTtnonorus, MOHOTE€HHOMI MAaTOJIOTUH. ONHUIeMHOIOTHYECKUE
MaTOTEHE3, XapaKTEePUCTHUKH.

Kiaccudukanus, e Tumnbl HacIenOBaHUS MOHOTCHHBIX OOJIE3HEH.

METOALI IMardHOCTUKM. | o  KnuHHYecKWd  moiuMOppHu3M W TeHEeTHYecKas
re€TePOreHHOCTh. | €HOMHBI UMIIPUHTUHT.
e Pemenne TeMaTHYECKUX 3a7a4, pa30op UCTOpUiA
0OJIe3HU C COCTABIICHHEM U aHAJTU30M POJIOCIOBHBIX.
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BroxuMmuyeckre METObI, X 3HAUEHHE.

Metonsl JIHK-nuaranoctuku.

MeTo/ reHETUKH COMAaTHYECKUX KIIETOK.

CymHOCTh MONIEKYISIPHO-TE€HETHIECKOTO MeToaa. Ero
3HAYCHHUE B THArHOCTHKE.

e [IpuHUIMIIBI TEUEHUS.

Ipaxmuueckas nodeomoska.

MoHorenHbIe
3a00/1eBaHNsl,
KIIMHUYECKHE (DOPMBEI.
HacnencTBeHHblie
0oJ1e3H1 0OMEHa
Bemects (HBO).

e (OOmas XxapakKTepUCTHKA U KiIaccupuKamus

e Cungpom Mapdana, Maptuna-benn,
HelipopubpomaTo3

e JlmarHocTHKa U NeueHne GeHUIKETOHYPUN

e JlnarHocTHKa U JIeYCHHE MYKOBHCIHUI03a M CEMEHHON
TUTIEPXO0JIECTEPHHEMUHT

e HBO m npu3Haky, MO3BOJISIONINE UX 3aII0I03PUTh.

o [lpuHIMNIBI paHHEW AMATHOCTHKHA W TMPOQIIIAKTHKA
HBO.

o [lepBuunbie u BTOprdHbBIE 3()PEKTH MyTaHTHBIX
ajuienen.

o AJBOMHM3M, TAJIAKTO3EMUs1, TOMOIIUCTHHYPUS,
ATKANTOHYPHSL.

Ipaxmuueckasi no020mosKa.

MuToxoHapuanbHas
MaTOJIOTHSL.

e T'eHOM MUTOXOHIIpUIl.

e  Oco0eHHOCTH MUTOXOHIPUAIBEHOTO HACIEIOBAHHUS.
e DTHOJIOTHUS U ATOr€HE3 MUTOXOHAPHAIBHBIX
3a00seBaHUM

o Kraccudukaiyss MUTOXOHIPUILHON ATOJIOTHH.

e (OcCHOBHBIE KINHUYECKHE MIPOSABJICHUSA
MHUTOXOHIPHUABHBIX 3a00JI€BaHUI.

e (OcCHOBHBIE KINHUYECKHE MIPOSABJICHUSA
MUTOXOHJPHUAJBHBIX CHHAPOMOB U OoJe3HeH (aTpodus
JIMCKOB 3pHUTENBHBIX HepBOB JleOepa, cuaapom Jles,
MHUTOXOHIPUAIbHBIC [IUTONIATHH).

o KimmHuueckuit momuMopdu3M U ero npuIuHEI,
THOMHBIH UMIIPUHTHUHT.

Ilpaxmuueckas no02omosxa.

OOmas
XapaKTepUCTUKA
XPOMOCOMHOMU
MaTOJIOTHH.

e CTpyKTYpHO-()YHKIIMOHAIbHAS OpraHu3arys
XpOMOCOM.

e XpOMOCOMHBIE  MyTaluMH. Buael  XpOMOCOMHBIX
MEPECTPOEK.

e [leproasl rameTroreHe’a H pPUCK BO3HHUKHOBEHHS
XPOMOCOMHBIX MYTAIIHH.

e Knaccudpukaumus XpOMOCOMHOW MAaTOJIOTHH IO THUILY
MyTalui.

e OCOOCHHOCTH MATOTeHE3a XPOMOCOMHBIX 0OJIe3HEH.

e OCHOBHBIE KJIMHUYECKUE MPOSIBICHUSI.

e Dranbl ¥ BO3MOXXHOCTH MHTep(da3HBIX U MeTa(a3HbIX
LUTOIE€HETUYECKUX METOIOB B TEHETUKE YETIOBEKA.
IIpaxkmuueckas no020mosKa.

XpoMocoMHast
MATOJIOTHSI.
Kinanaeckue ¢hopMbl.

e [IpocTeie = BapuaHTBl  AyTOCOMHBIX  TPHCOMMH.
Cunnpowmsr: [layna, [latay, DaBapca.

e Mozaunusm.

e CHHAPOMBI, 00YCIIOBICHHBIE CTPYKTYPHBIMHU
nepectpoirikamu. Cunapomsl: Bonbda-XuprxopHa,
«KOIIAYbero KpUKay.

e Hapymennss B cucreMe  IMOJOBBIX  XPOMOCOM.
Cunapomer Knaitndensrepa, Llepemesckoro-TepHepa,
Tpumio-X.
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Ilpaxmuueckas noocomoska.

IIpuMeHUTH METOABI HCKYCCTBEHHOT0 HHTE/IEKTA
(MN) s aHaan3a KapuOTUIIOB 00JIbHBIX €
HACJIeACTBEHHBIMHU NaToJIorusiMu: cuuapom layna,
IllepemeBckoro-TepHepa, [latay, Cuagpoma
«Komaybero Kpuka» M T.J.

BpoxieHHbIe TOPOKU
pa3BUTHSL.

e CTUTMBI TUCOMOPHUOTEHE3a, MAJIBIC aHOMAJTUU
pasBUTHSI.

¢ Omnpenenenne u knaccudukamms BITP.

o KpuTuueckue v TepMHHAIIMOHHBIC TICPUOIBI
aMOpuoreHesa, cBszb ¢ BIIP.

e Dtrojorus u natoreHes BIIP, mekapcTBeHHBII
MyTarcHes.

o Tunsl BIIP (nu3pymius, Manshopmarius, 1epopmarms,
TIACTIIA3HSA).

® BpoXJICHHBIC TIOPOKU Pa3BUTHS, TOJICHKAIIUE
00s13aTeIHFHOM PETHCTPAITIH.

e Bapuants! koppekuuu BITP.

Ipaxmuueckasi no020mMosKa.

10

biu3HenoBeI MeTOq
W3Y4YEHUS] TCHETUKHU
YeJIoBeKa.
ITonynsaunonHas
TeHEeTHKA.

e Bxiag B aJTHONOTHMIO  3a00JE€BaHMI  YeEIOBEKa
TCHETHYECKHX M CPEAOBBIX (DaKTOPOB.

e biu3HenoBeIi MeTOA. ODTambl W BO3MOYKHOCTH
OJIM3HETIOBOTO METO/IA.

e OrmpeneneHre 3urOTHOCTU OM3HELOBBIX Map.

e Pacuer xoa(ummeHTa HacIeTOBAHHSL.

e OCOOEHHOCTH YEIOBEYECKHX TOIMYIISIHIA.

e ['eHeTHUYECKUH IPYy3 YETOBEUECKUX MOMYJISALUMN.

e [lonynsiMOHHO-CTATUCTUUECKUN METO U €ro
3Ha4YeHHE B TEHETUKE YeJIOBEKa.

Ipaxmuueckas no02omosxa.

PaccmoTpeTh BO3MOKHOCTH IPUMEHEHHS
nporpammHoro odecnedenusi U (LAI-Net, SALAI-
Net, evoNet) 111 00padoTKH MONYJIAMOHHO-
reHeTHYeCKHX MacCHBOB JaHHBIX 110 oYaram
ayTOCOMHO-AOMMHAHTHBIX U AyTOCOMHO-peleCCUBHbBIX
HAacJIe/ICTBEHHBIX 3200/1eBaHUI.

11

MynbTudakTopuatbH
bIe 3200JIeBaHHSI.

e POJIb FeHETHYECKHX M BHEIIHE - CPEJOBBIX (PAaKTOPOB B
Pa3BUTUH JJAHHOW TPYIIITHI TATOJIOTHH.

¢ DnuaeMHoNoTHYecKue xapakrepuctuku MO3.

e Mopenu HacJIeJIOBAHUS. Koaddurment
HaCJIETyEMOCTH.

e 3HayeHHE KIWHUKO-TEHEAJOTHYECKOTO MeToAa U
aHaJIN3 poJOCIOBHBIX Tpu M®3.

e Obnactu MPUMEHEHUS MOMYJISIIHOHHO-
CTaTHCTUYECKOTO u 0JIM3HELI0BOIO METO/10B
UCCJIEJOBAHNS.

o [Ipodunakrnka M®3. I'pynnbl pucka u reHETHYECKHE
MapKepbl MPeIpacnoIokeHHOCTH K Pa3BUTHIO OOJIE3HH.

e dapMakOreHEeTHKa M SKOJIOTHYecKas TeHETHKA.
IIpaxkmuueckas no02omosKa.

12

Opdannbie
3a00/1€BaHus.

e OmpeneneHue 1 001Ias XapaKTEPUCTHKA OpPaHHBIX
3a00JIeBaHMM.

¢ 3aKOHOaTeNbHBIE aKThI, BKIIOYAIOIINE BOTIPOCHI,
Kacatomuecst OphaHHOM MaTOJIOTHH.

o ['pymnmsl 3a00JI€BaHM, BXOISIINUX B TIEPEUCHb
opthaHHBIX OONE3HEH.

e MeauKko-couuanbHble BOIIPOCHI, CBA3aHHBIE C JICUCHUEM
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opdanHBIX O01e3HEH
IIpaxkmuueckas no020mosKa.

13

OHKOIr'e€HETHKA.

o OHKOTEHBI U UX OMOJIOTUYECKAs PO,

e ['eHeTHUYECKHE ACTICKTHI KaHILIEPOTeHE3a.

e OOmIME MPEICTaBICHUS O 3HAYCHUH HACJICJCTBCHHBIX
(haKTOpOB B BOSHHKHOBEHUH pPaKa.

e DakTOpHI BHEIIHEN CPENibl, aCCOLUUPYIOLIUECS C PAKOM
(KaHIIEePOTEHBI).

e BupycCHbI€ U KJIETOUYHbIE OHKOT'€HBI.

e OU3HONOruYecKas pojb KIETOYHBIX TPOTOOHKOTEHOB.
e MexaHU3Mbl IpEBpalICHUS] IPOTOOHKOIE€HOB B
OHKOT€HBI.

e ['eHBI-CYIIPECCOPHI OITYXOJIEBOrO POCTA.
IIpaxkmuueckas no020mosKa.

14

[IpodmmakTrka
HACJIEICTBEHHBIX
3a00JIeBaHUI.

e OCHOBHBIC YPOBHU H ITyTU MPODUITAKTHKH
HACJIeACTBEHHBIX 3a00I€BaHUN.

o [lenmn n 3amaun MI'K.

o [lokazanus mns Hampasienus Ha MI'K.

e [IpuHIIMIIBI  OLIGHKHM  TIEHETHYECKOTO  pPHCKa B
Pa3IMYHBIX TPYIIIaX HACIEICTBEHHON MaTOIOTHH.
Ipaxmuueckas nodcomosxa.

15

IIpenaranbHas
JUArHOCTHKA

¢ [IpeHaTtanbHas U NPEUMILTAHTALMOHHAS JUATHOCTHKA:
MOKa3aHUsl, BO3MOKHOCTH.

e MeTonbl NpeHaTaJIbHON AUArHOCTUKH.

e DTHYecKHe BONPOCH! MPEeHATaIbHONW AUArHOCTUKH.

e DKO kak MeToa mpo(UIaKTUKH HACIICICTBEHHBIX
Oomnes3Heil.

o [IpuHIIMTIBI TeUeHUS HACTIEICTBEHHBIX OONIE3HEH.
Ipaxkmuueckas no02omosKa.

IIpuMeHUTH MeTObI HCKYCCTBEHHOT0 HHTE/IJIEKTA
(MN) niist aHaJIM3a reHeTH4eCKOro PUcKa poxKIeHus
pedeHKa ¢ XPOMOCOMHBIMH 3200/1eBAHUIMH.

16

Kommbrotepras
JTMarHOCTHKA
HACJIEJICTBEHHBIX
3a00s1eBaHUM.

e Pa0ora ¢ KOMITBIOTEPHON TUATHOCTHYECKOM
MPOTrpaMMoii (3HAKOMCTBO ¢ MHTEp(]eHcoM MporpamMmel,
(hopMUpOBaHUE 32IaHHOTO IO KAPTOUKE
CUMIITOMOKOMILIEKCA, [TOCTAHOBKA MIPEBAPUTEIHHOTO
JIMarHo3a HacJeJICTBEHHOTO 3a00JIeBaHus, IPOCMOTP
¢dotorpaduii 0OJBHBIX ¢ JAaHHBIM 3a00JICBaHUEM,
3HAKOMCTBO C OMOTMOTEKOW CHHAPOMOB).

o [lonsTHe 0 OMOMEIUIIMHCKON 0a3e JaHHBIX.

o Kiaccudukarus OMOMETUIIMHCKUX 0a3 TaHHBIX.

e Hauwnonanshsiii Lleatp 6uonndopmaruku (NCBI).

e ba3a nanHbIX "MeHIeneBCcKoe HaclIel0BaHue y
genoBeka" (OMIM).

e basa JaHHBIX F€HETHYECKHUX IT0CJIEI0BATEIbHOCTEN
(GenBank).

e ba3za JaHHBIX paclIMPEHHON MEIUIIMHCKON
nutepatypsl (PubMed).

Human Gene Mutation Database (HGMB).

baza nannbix nocnenosateibHocTel 0enkoB (UniProt)
baza nannbix, nocesimenHas oenkam (PROteinSITESs)
baza gannpx HacmencTBeHHBIX Oomesnel (GeneTests)
baza manHbpIX o reHax denoseka (GeneCards).
Ipaxmuueckas nodeomoska.

17 | 6

3aueTHOE 3aHATHE

e HUtorosemrii Tect
e Co0OecenoBaHue 10 BOIIPOCAM 3a4eTa.
Ilpaxmuueckas noocomoska.
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| Hroro:

36

JlomoHeHUs 1 U3MEHEHUs B paboueii mporpaMme pacCMOTPEHBI Ha 3aceiaHnnuu Kadeapsl
“10” deBpans 2026 r. IIporokoa Ne 2
3aB. kadenpoit Konenaera E.B.

BHaecenHbie n3MeHEHUS U JOIMMOJIHCHUA YTBCPIKAALO:

[TpopekTop no yueOnoii padore E.H. Kacatkun
«19» despas 2026 1., mpotokoia Ne 3
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denepanbHOE rocyIapCcTBEHHOE OI0HKETHOE
00pa3oBaTeNIbHOE YUPEXKICHHE BHICIIIETO 00pa30BaHUs
«KupoBckuii rocyjapcTBEHHBIN MEAULIMHCKUA YHUBEPCUTET»
MunucrepcTBa 3paBooxpanenus Pocculickoit @enepanuu

Kadenpa BUOJIOT'NUN
IIpuiaoxenne A k padodeil mporpaMme TUCUMILIAHbBI

MeToauuyecKue YKazaHus 1Jist oﬁyqammuxm 0 OCBOCHHIO JTUCIUIIJIMHBI
«MEI[I/II[I/IHCKaﬂ TF€eHETUKA»

Croenmanbsaoctb 31.05.01 JleueOGHOE €m0
Hanpasnennocts (nmpoduis) OIIOII - JleyueOHoe nemno
dopma 00yueHUsT OUHAS

Pa3nen 1. BBegenne B MeqIMIMHCKYIO reHeTUKY. Haciie1cTBEeHHOCTH U IATOJIOTHSI.
Tema 1.1. HaciencTBeHHOCTDL U MATOJIOTHA.

Hean: [laTe npencraBieHne 0 MEAUIIMHCKONW T€HETUKE KaK BaKHOM HaIlpaBJICHUU COBPEMEHHOMU
MEIUIMHBI, TO3BOJISIONIEM PACKPBITH 3THOJIOTHIO, MATOT€HE3, TUATrHOCTHUKY M MPOQMIAKTHKY HaCiel-
CTBEHHBIX 00JIC3HEH YeIOBEKa.

3apaum: M3yunts Lenu u 3aa4v MEIUIUHCKON T€HETUKH, ITAIlbl €€ Pa3BUTHUS U IOCTHKEHUS, B3a-
HUMOCBSI3b C APYTUMHU HayKaMu. 3yduTh 0COOEHHOCTH YellOBeKa KaK 00bEeKTa T€HETUYECKUX HCCIe0Ba-
HUW U POJIb HACJIEJACTBEHHBIX (DAKTOPOB B MATOJIOTUHU YEJIOBEKA.

OO0yuyarommics 10/I2KeH 3HATh.

CoBpeMeHHOE TPE/ICTABICHHE O TEHOME YEJIOBEKAa, MOJICKYJISIPHBIE OCHOBBI HACIEACTBEHHOCTH, POJIH
HACJIEJICTBEHHOCTU B OMPEICIICHUH 3I0POBbsSI U MATOJIOTUH; COBPEMEHHBIE METO/Ibl TCHETUKH YEJIOBEKA.
OOyuaromuiicst 10/2KeH YMeTb.

WNuTepnpeTpoBaTh pe3yiabTaThl TEHETHYECKOTO aHAIN3a, PE3YIbTaThl 1a00PaTOPHBIX METOIOB IUArHO-
CTHKH HaClIeZICTBEHHBIX 0OJIe3HEN y YelloBeKa.

OO0yuaromuiicsi 10/12KeH BJIaJ€Th.

Menuko-01MoIOrMuecKM TOHATUWHBIM anmaparoM. MeTogaMu u3y4deHus HaCJIeICTBEHHOCTH 4YelIOBEKa.
HaBbikamu nmoricka MeIUIIMHCKON HHGOpMAIUU B yueOHON, HAYYHOU JTUTepaType, B TOM YHUCIIE C UCTIOIb-
30BaHUEM ceTu MHTepHeT; HaBbIKaMU MPECTAaBICHUS U 00CYXKIEHUs MeAUITMHCKON nHpopmariu. bazo-
BBIMH TEXHOIIOTHUSMHU MpeoOpazoBaHus WH(GOPMAIIMU: TEKCTOBBIC, TAOJMYHbBIE PEAAKTOPHI, IOUCK B CETU
HNurepHer.

CamocrosiTesibHAA Ay IUTOPHAsi pa00oTa 00y4al0IMXCsl M0 Teme:
1. OTBeTHTH Ha BONIPOCHI IO TeMe 3aHATHS.
Bompocs aiis codbecenoBanus:
o [Ipenmer u 3ajauu MEAUIIMHCKOM reHeTUKU. OOBEKT U3yUeHHUS.

e OCHOBHBIE TaNbl Pa3BUTHS MEIUIIMHCKON T€HETHKH.

e OCHOBHBIE JOCTUKEHHUS COBPEMEHHOW MEUIIMHCKON T€HETUKH.
e Ponp HaciaeACTBEHHBIX (DaKTOPOB B MATOJIOTHH YEIOBEKA.

o Kraccudukanus Haciae1CTBEHHOM MATOJIOTHH.

L4 O6H_[aﬂ XapaKTCPUCTHUKA HacJIeCTBEHHOM MaTOJIOTHH.
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2. lIpakTHYecKkasi MOATOTOBKA.

Padora 1. Knaccudukanus HacjaeICTBEHHOM NMaTOJIOTHM.

Lenv pabomei: VI3yduTh CTPYKTYpY HACIEACTBEHHBIX 3200JICBAaHHIA.

Hcnonb3ys marepuainsl yueOHUKA U JIEKLIMH, COCTaBbTE B paboyeil TeTpaau cxemy KiaccupuKaluy, Haru-
LIUTE IPUMEPHI TATOJIOTHM.

Boimmonnenue pabotsl BeneTcst B popMe 0OCYKIEHUS BMECTE CO CTYIEHTAMU MMEIOIIUXCS JaHHBIX IO
HACJICICTBEHHOM MATOJIOTHH.

PaGora 2. MoJsieKky/JasipHO-TeHeTHYEeCKHUE METOAbI IUATHOCTHKH.

Lenv pabomur: I3yunts paznudnasie Mmetoasl JJHK-aunarnoctukm.

[lepenecure B pabouyI0 TETPaib U 3aMOJHUTE CICAYIOUIYIO Ta0IHILY.

HazBanue Marepuan OOBeKT st Oranel | JlocroBepHocts | I[Ipumepsl quarso-
JUISL UICCIIEZIO- | UCCIIEOBAHUSl | METOJIa | METOoj1a CTUPYEMBIX 3200-
BaHMSI JIEBAHMI

[Tonumepasznas wer-
Has peakuus (ITLP)
[Momumopdusm amuH
PECTPUKIIMOHHBIX
(dhparmMeHTOB
(IT/IPd-ananu3)
CekBeHupoBaHHE
MukpouunupoBaHue
Brimonaenue paboTel BegeTcs B hopMe 00CYKIACHHUS BMECTE CO CTYICHTAMH.

3. PemnTh cUTyallMOHHBIE 32/1a4HU.
Pemenne cuTyaninoHHBIX 33/1a4 BeAeTCS B popMe 00CYKIICHHS BMECTE CO CTYACHTAMU UMEIOIMXCS yCIIOo-
BUI BOSHUKHOBEHHSI HACJICACTBEHHON NATOJIOTUH, MIEPEady €€ OCIETYIOIUM ITOKOJICHHSIM.
ITo 3aaHHBIM YCIOBHSAM HEOOXOAMMO ONPEICINUTh K KAaKOW IPYIIe HACIeICTBEHHON MMaTOJIOTUH OTHO-
CHUTCS JaHHOE 3a00JIeBaHHE.
1) Anroputm pa3bdopa 3a1a4

1. Kakoii Tun MyTanuu JIEKUT B OCHOBE 3TOM IrpynIibl 32001€BaHU?

2. IlpuBeaure mpuMepsl 3a001€BaHHH.

2) [pumep 3amaun ¢ pa3dbOPOM 110 AITOPUTMY
3anaya. B uenoBeueckux MomyssiusxX CHU)KEHA POJIb €CTECTBEHHOro 0TOOpa. B oTiinume oT *KMBOTHBIX
YeJIOBEK JIydlle o0ecrieunuBaeT ceOs MOIHOLEHHON NHIel, 6oraToi muTaTeIbHBIMU BELIECTBAMU, BUTAMHU-
HaMU U MHHepanaMmu. B pe3ynbraTte HE0OX0IMMOCTh B HEKOTOPBIX (PepMEHTaX, CHHTE3UPYIOUINX 3TH Be-
11ecTBa, oTnajga. ['eHbl, KOHTPOIMPYIOIIKME CUHTE3 3THX (PEPMEHTOB, B YEJIOBEUECKON MOMYJISAIMH OBbLIH
YTEpSHBI.
ITpumepHsIit pa3dop 3a1auu:

1. Tun myranuu — reHHble.

2. Tlpumep 3aboneBanust — aButaMuaO3 C.

3) Bamauu I CaMOCTOSATEIBLHOTO pa3dopa Ha 3aHSITHH.
3anava 1. J)KUBOTHBIE HE BOCIPUUMYHUBEI K HEKOTOPBIM HHPEKIUSAM, T.K. Y HUX OTCYTCTBYIOT KOM-
MTOHEHTHl MEMOpaH KJIETOK, 00ECTIeYMBAIOIINX BOCIPHATHE HEKOTOPHIX MAaTOTeHHBIX (pakTopoB. B mpo-
I1eCCe HBOJIOIUH B PE3yJIbTaTe MyTAllMOHHOTO MPOIEcca YeIOBEK MPHUOOPET eI Psl IPU3HAKOB TaTo-
JIOTHYECKUX, T.K. Y HETO 3TH KOMIIOHEHTHI €CTh, U OH K HUM OKa3aJICsi BOCTIPUMMYUB.
1. Kakoii i MyTaIiu JISKUT B OCHOBE ITOU TPYIIIEI 3a00JI€BaHMIA?
2. IlpuBeaute mpuMepsl 3a001€BaHHA.
3amaua 2. JlyOnmupoBaHue TreHETHYEeCKON WHQOpMaIuu oOecrnedymBaeT TroOMEocTa3 BHYTpPEHHEH
cpeab! oprauusma. K ¢akropam noanepkanus ToMeocTa3a OTHOCITCS AUIIIOUAHOCTb, 00eCcTIeYrBaOIast
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PEKOMOMHALINMIO TEHETUUECKOTO MaTepraa, ajiieIbHOCTh TeHOB, KOHTPOJIUPYIOUINX OAMH MPU3HAK, ABYX-
cnipanibHocTh MoJekyinbl JJTHK u MaTpuunblif cuHTe3, 006ecneunBaronuii TOUHOE BOCIIPOM3BEICHHUE TeHe-
TUYECKOU MH(OpPMAIUU B ALY MTOKOJICHUH.

1. Kakoii TUIT MyTaIuu JISKUT B OCHOBE 3TOU IPYTIIBI 3200IeBaHU?

2. [IpuBenute mpuMepsl 3a00ICBaHUI?

4. BoicTynjieHue ¢ J0KJIAAaMu:
Bxnag B pazsutue Mmenuumnckoi renetuku C.H. JlaBunenkosa.

CamocTosiTeibHAsi BHEAYUTOPHAsi pa00Ta 00y4alomuXxcs o TeMe:
3adanus 0 camocmosmenvHol 8HeayOUmMopHOU padbomvl CIYO0eHmOo8 No YKA3AHHOU meme:
1) O3HaKOMHUTHCS C TECOPETHUYCCKUM MATEPUAIIOM 1O TEME 3aHATHSI C UCIIOJIb30BAHUEM KOHCIIEKTOB JICKIIU I
W/WIIM PEKOMEHTyeMOM y4eOHOM TUTepaTyphl.
2) OTBETUTH Ha BOMPOCHI I CAMOKOHTPOJIS:
o [Ipenmer u 3a1a9u METUIIMHCKON reHeTHKU. OOBEKT U3YICHUSI.

e (OCHOBHBIE ATaIlbl PA3BUTHUS MEAUITTHCKON T€HETUKH.

¢ OCHOBHBIE JOCTHXEHHSI COBPEMEHHON MEIUIIMHCKON TeHETUKU.
e Ponb HacnencTBEHHBIX (DAKTOPOB B IMATOJIOTUHU YEJIOBEKA.

o Kiraccuduxanms HacJIeICTBEHHOH aTOJIOTHH.

e OO0mas xapakTepruCTUKa HACTIEICTBEHHOM MMaTOJIOTHH.

3) IIpoBepuTh CBOM 3HAHUS C KCITOJIb30BAHHEM TECTOBOI'O KOHTPOJISI
1. Bvibepume 00ur npasuibHwiii omeem.

OOBEKTOM H3yUYeHUS KIIMHUYCCKOW TCHETUKH SIBIISIOTCS: a) O0JIBHOM YeioBeK; 0) 00IpHOM 1 00JTh-
HbIE POJICTBEHHUKH; B) OOJBHON U BCE YWICHBI €T0 CEMbHU, B TOM YHCIIE 3[J0POBbIC.

2. Bvibepume 00un npasuivubwiii omeen.

B xakom Bo3pacTe MOTYT MPOSIBISATHCS HACIEACTBEHHBIC 3a00JIEBaHUS: a) B SMOPHUOHAILHOM TepHU-
oJzie; 0) B IGTCKOM BO3pacTe; B) B 3p€JIOM BO3PACTE; I') B TIOXKHUIIOM BO3pacTe; 1) B JII0OOM BO3pacTe.
Omeemot 1- B; 2 - n).

4) TToaroToBUTH pedepar Mo CIEAYIOIUM TeMaM:
Bxknan B pa3Butue meaunuHckoi renetuku C.H. JlaBunenkosa.
5) BeInoyHUTE IpyTHUe 3a1aHusl, TPEYCMOTPEHHBIC paboyeil MPOrpaMMoi 10 JUCIUILUIMHE.
JlaTh onpeaenenust CaeayomuM TEPMUHAM:
MeannuHckas TeHETHKA —
I'enomuka—
IIporeomuka —
Hacnencrennoe 3ab6oseBaHue —
BpoxxnenHoe 3aboneBanue —
[TeneTpaHTHOCTH—
DKCMPECCUBHOCTD —
I'enoxonmu —
DeHOKONUYU —
Komnaynanas rerepo3urora —
OHIOHYKJIEa3bl —
Pectpukraszber —

©WoNo AWM E
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Pexomenayemas iureparypa:
OcHoBHa4:
1. boukoB H.II. Knuandeckas renetnka: yaeOHuUK st By30B/ M.: TDOTAP-Menna, 2011-2018, 480c.

35



JlomoaHUTEIbHAS:
1. Koszsonun B.A., Koceix A.A., Poguna H.E. [IpenaranpHas AMATHOCTUKA HACTIEACTBEHHBIX 3200-
JIEBAaHUI W BPOXKJACHHBIX TTOPOKOB pa3BUTHs: yueOHoe mocooue  Kupos: 2011.-88 c., ni.
2. Konenaesa E.B., Onyunna FO.H., Ko3Bonun B.A., Crapkosa E.B., bepecueBa A.A. Pabouas terpanb
0 AUCHUIUTMHE «MeauuHckas renetukay. Yacte 1 u 2: yueOHO-MeToandeckoe mocoowue. - Kupos:
®I'bOY BO Kuposckuiit 'MY Munszapasa Poccun, 2021.-110 c. u 112c.
3. Konenaesa E.B., Poquna H.E.. O0mas reneTika u reHeTHKa YeoBeka: yueonoe nocooue/ Kupos,
2016. - 69 c.
4. MyrtosuH I'.P.. M. Kiimanueckasi renetuka. [ eHOMHKa 1 TPOTEOMHUKA HACEACTBEHHOM IMaTOJI0THH
[DnexTpoHHEI pecypc]: yaebHoe mocobue/ IDOTAP-Meaua, 2010. - 832 c.: ui.
5. I'op6ynosa, B.H., KopxeneBckass M. A.. ['eHeTHKa B KITMHUYECKON MIPAKTUKE: PYKOBOJICTBO JIJIs Bpa-
ye/CI10.: Cneryut, 2015.-329 c.
6. Mymxkam6apos H.H., Ky3uenos C.JI. Monekynspuas 6uosorus: Yue6. [locobue ajist CTy1IeHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
7. DIEKTPOHHBIE PECYPCHI:

1) http://omim.org/

Pazgen 2. I'enom yesnoBeka. CTpyKTypa M (PyHKIHMH reHOB. Peryasinusi 3kcnpeccuu reHoB.
Tema 2.1. I'enom yesnoBeka. CTpyKTYpa U (pyHKIMHU reHOB. PeryJisinus 3Kcnpeccu reHos.

Hean: U3yunTs CTpyKTYpy U GYHKIHUIO T€HOMA YETIOBEKAa, M 3HAYCHUE TeHOMUKH Ha COBPEMEHHOM
3Tane pa3BUTHUS MEIULIMHBIL.

3apaum: PaccMOTpeTh OCHOBHBIE TEPMUHOJIOTHUECKUE TTOHITHSI TCHOMUKH, CTPYKTYPY T€HOMA Ye-
JIOBEKA M €r0 0COOEHHOCTHU MO CPABHEHHUIO C TEHOMOM JIPYTUX OPTaHU3MOB.
OO0yuarommiics 10/I2KeH 3HATh.
CtpykTypy reHoMa 4eloBeKa U ero (pyHKIHI0, 0COOEHHOCTH CTPOEHUSI TeHOMA YeJIOBEeKa, METObI U3yde-
HUS FEHOMA YEJIOBEKA, 3HaYeHHE T'€HOMUKHU U IIPOTEOMUKH JUIsl pa3padOTKU METO/I0B JUarHOCTUKH, Jiede-
HUS U TPOPUIAKTHKY HACTIEICTBEHHBIX 3a00JIeBaHUN.
OOyuarommiicst 10JI2KeH yMeTb.
CocTaBnsATh TeHETUUECKHUE KapThl; MPABUIIBHO UCTIOIb30BATh COOTBETCTBYIOIIYIO TEPMHUHOJIOTHIO.
OO0yuaroimuiicsi 10/I2KeH BJIad€Th.
Meanko-0uoIoTHYecKMM MOHSITUMHBIM anmnaparoM. MeTtofgaMu M3y4eHUsl HACIeICTBEHHOCTH YelOBeKa.
Happikamu nmoncka MeIUIMHCKON MHGOpMAIMU B yUeOHON, HAYYHOH JTUTEPATYPE, B TOM YHCIIE C UCIIOb-
30BaHHEM ceTu MIHTepHeT; HaBbIKaMU MpeACTaBICHHUS U 00CYXIeHUS MeTuIMHCKON nHpopmanmu. bazo-
BBIMU TE€XHOJIOTHSMHU TIpeoO0pa3zoBaHus MHPOPMAIIMH: TEKCTOBbIE, TAOJUYHBIC PETAKTOPHI, TIONCK B CETH
HNurepHer.

CamocrosiTesibHAA Ay IUTOPHAsI Ppad0Ta 00y4al0IMXCS M0 TeMe:
1. OTBeTHTH HA BONPOCHI 110 TeMe 3aHSITHS.
Bomnpocs! 1i1s cobeceioBaHus:

1. IloHsTHE reHOMAa U TEHOMHKH.

CtpykTypa U QyHKIIHH T€HOB.

Bnerennsble asieMeHThl. TUIIBI MyTalMil TEHOB.

[Iporpamma «I'eHOM UenoBEKay, LENIN U 3aJa4H IPOTPAMMBI.
brorexnomnorus.

Tpanckpunims napopmanuu ¢ IHK na uPHK;

N o g B~ e D

[ToHATHE TPAHCKPUIITOMA, €TI0 CTPYKTYpa U (PyHKIIHS.
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8. MeTtonp! HcceqoBaHUs TPAHCKPUTITOMA.

9. CnnalicuHT — peryJsIusl.

2. [IpakTHYecKkas MOArOTOBKA.

Padora 1. CTpykTypa reHomMa 4ejioBeKa.

Lenv pabompi: U3ydnTh 0COOCHHOCTH CTPOEHUS FeHOMa 4eoBeka. OLUeHUTh (yHKIIMOHATLHOE 3HAYCHHE
OTJIENbHBIX CTPYKTYPHBIX 3JIEMEHTOB T'€HOMA.

Ilepenecure naHHYIO CXEMY B pabOuyIO TETPA/b.

T'eHoM 4yesi0BeKa

3000 Mb
I'eHbI 1 CBSI3aHHBIE C TEHAMH MTOCIIEAOBATELHO- JHK, He Bxoasimas B cocTas Te-
CTH HOB
~ 22000 Ces3aHHBIE  C Hucrieprupo- Tan-
TCHOB reHaMu MOCJIeTOBa- BaHHBIC TOBTOPHI 1400 JIEMHBICO0-
TEITBHOCTH Mb JacTH
L S L Tpanc
INE INE TR mo3ousr 90Mb
y v
NHuTpOoHs!, Ilces-
HETPAHCIIUPYEMbIe JIOTE€HBI v
o0macTtu -
Muk Hp
po-cartern- yrue obna-
JINTHI CTH
3anoaHUTEe CASAYIOUTYIO TaOIHILy.
@pakys reaoMa OyHKIMOHaNbHBIE 0c00eHHO- | [locnencTBus u3MeHeHuil re-
CTH HOMa
I'ensl
[IceBnorenst
JlucnieprupoBaHHbIE TTOBTOPBI
TpaHcIo30HbI
TannemubICOOTACTH

Brinmonsenue pa6OTLI BCACTCA B (bopMe O6CY)K,Z[€HI/I}I BMCECTC CO CTYACHTAMHU UMCIOIIUXCA TAHHBIX 11O CTPO-
CHHUIO I'€HOMaA.

Pagora 2. CpaBHeHU e reHOB Pa3HBIX OPTraHU3MOB.
Lenv pabompi: I3yuuTh pazauyus B CTPOCHUN T€HOMOB.
Ha pucynke npezncraBieHbl XpOMOCOMHBIE KapThl Pa3IMYHBIX OpraHu3MoB. Onpeenure XapakTepHbIe

pas3jinuusag rCHOMOB 3TUX OPraHU3MOB U I'CHOMA YCJIOBCKA.

Puc. ILIOTHOCTH T€HOB y UETHIPEX OPraHU3MOB.
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a) Bakrepusa E. coli

r) Kyx 3a

B Adh1-F

2 5 v eyatil AR % e i) i T SRokd i a S g =T
0 10 20 40 50
len D Mcesporex l:] MosTopbl AHK

a) 50 ThIC. 1.H. ydacTok Hayaya reHoma E. Coli;
0) y4acTOK XpPOMOCOMBI 3 APOKIKEN;

B) 50 ThIC. I1.H. y4aCTOK XpPOMOCOMBI / YEIIOBEKa, /I PACIIOJIOKEH I'eH, KOJUPYIOIIUI PelenTop KIeTou-

HOH IMOBCPXHOCTH;

I') y4aCTOK reHOMa KyKypy3bl, okpyskaromuii ren Adh 1-F.

Tabn. CpaBHUTENIbHA XapAKTEPUCTUKA TEHOMOB Pa3HbIX OPraHU3MOB.

Opranuszm Pa3mep resoma YucJj10 reHos
(Mera6asb)
Escherichiacoli 4,64 4397
Bacillussubtilis 4,21 4212
Rickettsia prowazekii 111 834
Mycoplasma pneumonie 0,82 710
S. cerevisiae (apoxxn) 12 6548
P. falciparum (mansipuitHbIi TIIA3MOTHIA) 30 6500
C. elegans (nemaTona) 97 Bonee 20000

D. melanogaster (miomgoBast My1ika) 170 ~ 16000

Z. mays (KyKypy3a) 2500 ~ 20000

H. sapiens (uenoBek) 3300 ~ 35000

[IpoananusupyiiTe BbIllIe MPEICTABICHHbBIE CXEMY U TaOJIUIlY U OTBETHTE Ha BOIIPOCHL:

1) OcoGeHHOCTH CTPOCHHUS TEHOMA ITPOKAPHOT;
2) OcOOCHHOCTH CTPOCHHUSI FTEHOMOB DYKapHOT.

Brinonnenue pa6OTLI BCACTCA B (bopMe O6CY)KI[€HI/I$I BMECTC CO CTYACHTAMH UMCIOMIUXCA NAHHBIX 10 CTPO-

CHHUIO I'CHOMA.

Padora 3. 'eHeTnueckasi KapTa XpOMOCOM.

lle]lb pa60mbz.' I/I3y“II/ITB KapTUPOBAHUC XPOMOCOM Ha MPUMEPEC XPOMOCOMBI 3 JenoBeKa.

PaccmoTpuTe TeHeTHUECKYHO KapTy XpOMOCOMBI 3 denoBeka. OrnpeennTe TOKATU3aIHIo TaTOIOTHIECKIX
MyTalui, KOTOpPbIe BEAYT K HACIEICTBEHHBIM OOJIE3HSIM.
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Cunnpom doH Xummens—JluHzay
Pe3ucTeHTHOCTh K TUPEOMIHOMY TOPMOHY

/ Me/IKOK/IETOYHAs KApUUHOMA JIETKUX
[TcesmocunnpoM Llennpaerepa
/ GM 1 -raHrno3uno3

Curpom Mopkuo, Tun B
| [Ty3bIpyaThiit AMCTPOGUYECKHIT SMUACPMONH3

/ KapuuHoMa KIeToK neyeH#”

HenocratoyHocTs 6emka S
/ [eMoIUTHYECKAS AaHEMUA B Pe3y1bTaTe
HeIOCTATOYHOCTH TTYTaTHOHITEPOKCHAA3bI

(i Bonesub Rh-Homb
V//
==
/ OpoTHKaLUaypusl
TMpomoHaumaeMust, peeB-THn
/ ATpaHcheppUHEMHS!
| TumoLepy0TIaSMHHEMHS, HacneACTBEHHaS |

TTUrMEHTHBIN PETHHHUT-S
[ToCTaHECTE3UYECKOE AMHOI

/ HCHCPCHOCMMOCTB caxaposbl

Bredapodumo3, 06paTHbIi SMUKAHT W NTO3

TpomBodumus B pesyibTate 3dbITKA HRG

HeaocTaTo4HOCTb TUPOTPOIUH -PUTHUIUHT -
ropMOHa

3anoiaHUTe CASAYIOUTYIO TaOIuILy.

[Taronormueckoe co- | Homep xpomo- [Tneyo VYuyacTok Cerment
CTOSIHHE COMBI
MenkokIeTouHas
KaplIMHOMA JIETKUX
Ilocranecre3nueckoe
arrHod

Kapuunoma knerok
IeUYeHU
Tpombodumnms usz-3a
HEIOCTaTOYHOCTH
Oemka S
I'emomuTuueckas
aHeMHus

Brinonnenue paboTel BeaeTcs B hopme 00CykIeHUsI BMECTE CO CTYA€HTaMU UMEIOIINXCS JAHHBIX IO Te-
HOKapTUPOBAHMUIO.

Pa6ora 4. CTpoeHue reHa 3yKapuor.

Lenv pabomul: U3yunTth 00111e€ CTPOSHUE T€HOB U€I0BEKa U 3aBUCUMOCTb BIIMSHUS MyTallii Ha CUHTE3
OeJKa OT UX JIOKAJIN3alliX B TEHE.

1) [Ipoananu3upyiite CTpyKTYpy O€Ta-rII00MHOBOIO TeHa YelioBeka. [lepeHecuTe TaHHYIO cXeMy B pabo-
gyto TeTpajb. Ha pucyHke 0603HaubTe CTPYKTYpHBIE JJIEMEHTHI F'eHa.

Puc. Ctpykrypa 6era-rmo6uHoBoro rena yenoseka (mo ['mindept C., 1995).
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Cawnr Cawnr

MHALMaLMn vHULMaumm Canr
TpaHCKpMI;IUMM Tpa;chﬂunw iggrg::&::
(k3n-canT aa Caiit
aa aa aa aa aa\ nonuageHWnUpoBaHus
ApaNCToD 30 31 104 105148 il
‘ —T TepMuHaLmm
w7 | t WHTpOH2 TPaHCKPUNLWN
RS | 9k30H1| SKa0H2 k3043 |
O RgUEHTE! Jivpep WHTpoH 1 Tpeinep
npomMoTopa
TATA
60KC

D10 camblii KopoTkuid reH y yenoBeka: 1100 m.H, oOpazyrommx 3 3x30Ha (90, 222 u 126 m.H.) u 2
uHTpoHa (116 u 646 n.1.). OH BK/IIOYAET:

- [Ipomotop (TATA-O0Kkc — OCTaTKM TUMUHA U aJilecHIHA) U JIp. BOKCHI pacnionokeHsl nepe TOYKoi
MHULMAUH (K3I1-CalT).

- Koni-caiit — ocHoBHOM nHuninatopuelii komiuieke (OUK) ans npucoenunenus PHK-nonumepassi .

- DK30HBI M Pa3/ICISIOIINE UX HHTPOHBI.

- CpG — ocTpoBKH (AMHYKICOTUIBI) MIIA YYACTKH, pa3JIeIsIIOIINe SK30HbI U HHTPOHHI (aa3l, aal04,
aal05, aal46).

- 5"u 3" - HeTpaHCcIUpyeMble 00IacTH.

- Tpeiinep - koHueBas yacTb MosieKyisl MPHK, Bkitouaromiasi HOHCEHC-KOJIOH U MOJIU-A 1ocie10Ba-
TEJNbHOCTb.

- HeGonpmme perynasTopHble caiThl, ydacTByronme B HAUIUAmu (kogoH ATT) nim TepMuHanmn
Tpancsauu (kogon TAA).

- HeGonp1mme perynsTopHble y9acTKH, HEOOXOMMbIE [Tl YCHIICHUS (SHXAHCEPHl), oclabiieHus (cai-
JICHCEPhl) U TEPMUHAIIUU TPAHCKPHUIILIHH.

- Y4acCTOK CUTHAJIa TIOJINAICHUIIUPOBAHUSI.
2) Ilepenecute B pabouyrO TETPaJb CIEAYIOUIYIO CXEMY.

/ =~ \.

AHo- N3me-
MaJIbHBIN Oe- HEHHE KOJIU-
yecTBa OesKa

CHmxenue QyHKINH

VYBennuenue GyHKIUU

[TosiBnieHre HOBOM PYHKIIUU

3) 3anojaHMUTE CIEAYIONIYIO TaOIHILY.
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Tab6s. MyTanuu B pa3IMUHbBIX YJacTKax reHa.
VYyacTok reHa [TocnenctBust 1yist cuHTE3a Oenka [TocnenctBusi, BeIpaxaromuecs
B U3MEHEHUHU QYHKINU

TATA-0O0KC
Kom-caiit

CaliT “HULIM AT
TPAHCIISIUN
OK30HBI

NHTpOHBI

CpG — octpoBku
5'u 3’ - HeTpaHcau-
pyembie 00J1acTH
Honcenc-komon
TTonmu-A nocienoBa-
TEIILHOCTh

CaiiT TepMuHaLIIN
TPAHCKPUIIH
DHXaHCepbl
CaiineHcepsbl

Brimonnenue pa6OTBI BCACTCA B q)opMe O6CY)KI[€HI/IH BMECTC CO CTYACHTAMU UMCIOIIUXCA JAHHBIX O CTPO-
CHHUHU I'CHOB U M€XaHHU3MaX BO3ZHUKHOBCHUA MYTaIII/If/'I.

Padora 5. Peryasinus 3KcnipeccMy reHOB 3yKapHoT.

Lenv pabomei: U3ydnTh 3aKOHOMEPHOCTH SKCIIPECCUH T€HOB DYKAPUOT H €€ PETYIIIHH.

Ha cxeme npezcraBiieH MexaHu3M dKcpeccuu reHoB. OnpeaenuTe OCHOBHBIE 3BEHbsI IKCITPECCUU T€HOB B
SApe ¥ LUATOIIa3Me KIIETKH.

Puc. Mexanusm skciipeccuu reroB (o B.2mauot, J[.9mmor, 2002).

Herpanckpubupyemuiii Konen .

\ 4 3 .
5 \ Ix3onnl : 1 2 3.
3 T - = 5
—\—-/3‘
Tpauckpulupyembiii Konen’ i
o L
1. Tpanckpumms 5" CAP - —— —T_ 3

{} IMoan-A-xBocT
2T B Dpangcopss s-m/\ AAA 3

H CIAHCHHT
Sapo

3. Tpaucnopt

Uuronaazma PacTyuias nojamnenrHinas

nens
5 AAAA T
4. Tpauncasinus

Pubocomnl’ 2 @
5. C6opia Genic % Toropwrii nonenTHy

OCHOBHBIE 3BEHbS IKCIIPECCUH I'€HOB!
- Slnpo kaerku: pacmnerenue Huteit monekynsl JAHK, tpanckpunuus MPHK ¢ nomomsro PHK-o-
numepasbl 1, mporeccuHr u craiicuHr (co3peBaHue).
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- Huronsa3zma kiaerku: Tpancnopt coszpesiieir MPHK ot simpa k pubocomam, mepeBoa (TpaHCIISIIH)
¢ momotipio pPHK u TPHK urdopMmariu o mocinenoBaTensHOCTH HYKICoTHI0B B Mosiekyne MPHK B mo-
CJIEIOBATEIbHOCTh AaMUHOKHUCIIOT B MOJIEKYJie Oemka.

Onummre B pabodeli TeTpaau Perysiuio SKCIIPECCHH TeHOB JJIs KaX10T0 3BEHA.
Brinonnenue pabotsl Begetcs B hopMe 00CYyKISHUS BMECTE CO CTYJCHTAMH UMEIOIIMXCS JAaHHBIX O CHH-
Te3e Oerka.

Padora 6. PHK-untepdepenmus.

Lenv pabomuolr: U3yunth Mexann3m PHK-unTepdepenium.

Ha cxeme npencraBnen mexanu3sm PHK-untepdepennuu. depment Dicer paspe3aeT ABYIENOYCUHYIO
PHK. IIpu stom o6pazytorcst sSiRNA. Dtu nponecccupoBannbie PHK cBA3BIBAIOTCS ¢ KaTAIMTHYECKH aK-
tuBHBIMU Ocnkamu Hykieazamu — RISC (RNA-induced silencing complex). Kommuteke RISC u siRNA
(short interfering RNA) cnenmnduyecku paspymaer mRNA u npeqoTBpaiaet TpaHCIAIHIO.

[lepenecure NaHHYIO CXEMY B pabOUyIO TETPab.

L L L L L L L] 2eyuenoetras PHK

(t)cpMCHT Dicer

SIRNA ‘TTITI'T 'HT'ITT T
/

L P
T 7

l 1

~ -
e ST

-~

5 KOMIIJIEKC
Jierpajiauus AHTUCMBICIIOBOM
KOMIUIEMEHTAPHOM uenouku u RISC
LEMOYKH /

paspe3anue mRNA
mRNA LWL LU

LU LU UL

Beimmumure B pabouyro TeTpaab BO3MOKHOCTH Hcnonb3oBaHus MeToqoB PHK-nnTepdepeniun B Menu-
LIMHE.

3a otkpeitue PHK-unTepdepenninn amepukanckue uccienosarenu DHapro Paiip u Kpeiir Menno Obuin
ynocroensl Hobenesckoit mpemun no ¢usuonoruu u mMeaunuae B 2006 r. Ha ocHOBe omMcaHHOTO UMU
MexaHHM3Ma pa3paboTaHbl METObI HAIIPABJIEHHOTO MO/IaBJIECHUS! aKTUBHOCTH T'€HOB C MIOMOILIBIO KOPOTKUX
cunrernueckux PHK nynnekcos. Takue nymiekcsl MOTyT ObITh co3/1aHbl TpoTUB 000 MPHK Gnarogaps
TOMY, YTO IIOCJIETOBATEIbHOCTh TEHOMA MHOTHX OPTaHU3MOB, BKJIIOUas 4EJIOBEKA, y>Ke U3BECTHA. B HacTo-
Al1ee BpeMs n3ydarorcs nepcrnektuBbl npumenenuss PHK-unTepdepenuy B MeaunuHe A JeUeHUs UH-
(EeKIMOHHBIX, OHKOJIOTMYECKUX U IPYTUX 3a00JIeBaHUI.

Jlia nocraBku cuHtetndeckux PHK nyrmuiekcoB B KIIETKM IIMPOKO MCHONB3YHOTCSI MOJIXOJbI HA OCHOBE
HaHOOHOTexXHOJOrHi. Cpeu HUX: JIMIIOCOMBI, YTIepOJHble HAHOTPYOKH, CAaMOOPTIaHU3YIOIIMUECS TOJIU-
MepHbIE€ HAHOYACTHUIIbl HA OCHOBE LUKJIOIeKCTpUHA U Ap. [IOBEpXHOCTH 3TUX HAHOYACTHUI] MOAU(PUIIUPYIOT
AHTUTEJIAMU U JIp. U BEKTOPAaMHU JIJIsl HAIIPaBJIEHHOM JOCTAaBKM B PAKOBbIE KJIETKH, K 04araM BHYTPHCOCY-
JUCTOTO OPAKEHU U T. II.

Brinonnenue paboTel Beaercs B popme 00CyKICHHS CO CTYACHTaMHU.
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Pa6ora 7. JIHK-1uarnocruka.
Llenv pabomei: Tlo3HakoMuThCs ¢ puHrepnpuHTHHroM — Meronom JIHK-nuarnoctuku.

a) Ha Puc.1 nokazansl pe3ynbrarsl puarepnpunTrHTra pod JTHK ot matepu (M), npenmnoiaraemMmoro
otua (F) u pedenka (C). Y pebenka umeercst 6 oJI0C, aHAJTOTUYHBIX MATEPUHCKUM U 11 — aHaJOTMYHBIX
OTLIOBCKHM, a TaKXe 5 00IIMX MOJI0C.

= Marepunckas nonoca
e OTUDBCKAs nonoca
Monoca ot nwo6oro
U3 poautenei

wzzzp HeonpepaeneHHas nonoca
e O6wan ana poputenei
nonoca

Marb
PebeHok
lpeanonaraembiii oTeL,

ﬂ

m0 <

oo

JOOm ouwmoooonmoo=

Il G0 0 vii-

Puc. 1. Pesynbrate! punrepnpuntunra npod JJHK ot marepu (M), npeamnonaraemoro otiia (F) peberka
©

6) @unrepnpunt JITHK Bropoit matepu (M2), pedenka (C2) u npeanonaraemoro otua (F) mokazansl Ha
cienyromeii cxeme (Puc.2). B aToMm cirydae y pebenka 8 MaTepuHCKHUX 1MOJIOC, 15 OTIIoBCKUX, 6 00IIUX Mt
MaTepH U MpeanoiaraeMoro otia u 1 momoca He oOHapyKUBAETCsl HA y MaTepH, HU y oTHa. Kak 00bsACHUTH
Hajuuue 3ToM nojockl? OOOCHYITE OTBET, aHATU3UPYS IPEICTaBICHHbIE HA PUCYHKE (PUHTEPIIPUHTHI.
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C—> MarepuHckaa nonoca
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Puc. 2. ®unrepnpunt JJHK BTOpOit Matepu (M2), pedenka (C2) u npeanonaraemoro otua (F2).

OTBeTbTE Ha BOIIPOCHI, aHAJIU3UPYS NPCACTABIICHHBIC HA PUCYHKC Q)HHrepHpI/IHTH.
1. MoskHO JIM Ha OCHOBAaHUHU dTHX JaHHBIX CACJIATh BBIBO/ 00 OTHOBCTBC MY’KYHHBI B IICPBOM cnyqae?
2. Kak 00bsICHUTH HATM4KE OJHOM I10JIOCHI, HECOBITIAJAIOIICH C OTI[OBCKUMU U MaTCPHUHCKUMMU I10JI0-

camMH BO BTOPOM citydae?
Boinonnenue paboTsl BeaeTcs B popMe 00CYKIEHUS BMECTE CO CTYJCHTaMHU.

3. BoIcTymieHue ¢ J0KJIa1aMHu:
1. Pozanuna @pankivH — BkIaj B uccrnenoanue moaenu JJHK.
2. MexaHU3MbI BOBHUKHOBEHUS SKCITAHCUN TPUHYKJICOTHIHBIX TTIOBTOPOB. BoJie3HM, BRI3BaHHBIE JH-

HaMHUYECKUMH MYTaIlUSIMH.
3. IIpuonnsie 601e3HM.
4. OcoGennoctu PHK-unTepdepeHnn y mpokapuoT 1 3yKapHoT. 3Ha4YeHHEe OTKPBITHSI 3TOT0 MeXa-

HHU3Ma JJId MCOUITUHBI.

CamocTrosiTe1bHAs BHeayAUTOPHas padoTa o0y4aoiuxcs o Teme:
3aoanus ons camocmosmenvHoll 6HeayOUumopHoU pabomsl CMyo0enmos no YKa3aHHol meme:
1) O3HaKOMHUTHCS C TEOPETHYSCKUM MATEPUAIIOM 10 TEME 3aHSATHS C UCTIOJIb30BAHUEM KOHCIIEKTOB JICKII I

W/WIIM PEKOMEHIyeMOr Y4eOHON TUTEPaTyPHI.
2) OTBETUTH HA BOIIPOCHI JIJIsl CAMOKOHTPOJIS:
e JloHsTHE reHOMa ¥ TEHOMHKH.

o CtpykTypa U (YHKIIUU TSHOB.
e BHereHHbIe 2JIeMEHTHI. TUIBI MyTalMil T€HOB.
e [Iporpamma «I'eHOM yenOBEKay, LIEJIM U 3aa4H POrPAMMBI.

e buoTexHoJorus.
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e Tpauckpunims napopmannu ¢ JIHK na nPHK;

o [loHsTHE TPAHCKPUTITOMA, €TO CTPYKTYpa U (PYHKITHUSI.
e Mero/1bI UCCIIETOBAHUS TPAHCKPUIITOMA.

e CrutaliCUHT — peryssius.

3) IIpoBepuTh CBOHM 3HAHHUS C UCIIOJIB30BAaHUEM TECTOBOTO KOHTPOJIS
1. Buibepume 00un npasuibHulil Omeem.

MenunuHckas reHeTHKa U3ydaeT: a) KIMHUYECKUEe 0COOEHHOCTH HACIIEACTBEHHBIX 0oJie3HEi; 0)
STHOJIOTHUIO, TTIATOTEHE3 HACJIEACTBEHHBIX 00Je3HeH M 0oJe3Hel ¢ HACIeACTBEHHOI MPEIPaCOI0KEHHO-
CTBIO; B) MyTH NPOQPHIAKTUKHN HACIEACTBEHHBIX 00JIE3HEH; I') pOJIb HACIEICTBEHHBIX (PaKTOPOB B MATOJIO-
I'MH YeJIOBEKa.

2. Bvlibepume 00un npasuivbHblil omeen.

HazoBuTe n3BecTHOE YKMCIIO HAacAeACTBEHHBIX 3a0oneBanuii: a) 1500; 6) 3500; B) 5000; r) 15 000.
3. Bvibepume 00uH npasuibHulli Omeemn.

[TpoueccuHr obecneunBaeT: a) TPAaHCKPHUIILINIO; 0) TPAHCIIALINIO; B) “BbIpe3aHKe” HUHTPOHHBIX 00-
JIACTEH.

4. Bvibepume 00un npasuivbHblil omeen.

[TonsiTve reHa BKIIOYAeT B ce0s: a) TONBKO MHTPOHBI; 0) TOJBKO 3K30HBI; B) YaCTh 3K30HHBIX
y4acTKOB reHa; 1) yuactok JIHK, oTBeTCTBEHHBIN 32 CHHTE3 MOJUIIETITHAA; 1) YUaCTKU OeNKa, OTBETCTBEH-
HBIE 3a CUHTE3 CI0XKHOTO0 OelKa.

5. Bvlibepume 00un npasuivhbiil omeen.

Boibepute npaBuiibHOE ONpPENEICHUE MOHATHUS “TEHOM™ 4YelIOBEKa: a) COBOKYIHOCTb SJEPHOMN
JIHK; 6) xpoMOocOMHBII HaOOp opraHu3Ma; B) COBOKYIHOCTh TpaHCIupyeMbix yuacTkoB JJHK; r) coBokym-
HOCTb SIIepHOU 1 nurorutasmaruyeckon JTHK.

Omeemut 1-6);2-06); 3-B);4-1);5-1).
4) IMoaroroBuTh pedepat/qoKiai Mo CaeayoIeH Teme:
5. Pozamung ®panknun — BKIaj B uccaeaoBanue moaenu JJHK.
6. MexaHu3Mbl BOBHUKHOBEHUS SKCIIAHCUY TPUHYKIIEOTHIHBIX TOBTOPOB. bone3nu, BbI3BaHHBIE TU-
HaMHUYECKUMHU MYTaIUSIMHU.
7. Tlpuonnsle 6051€3HU.
8. Ocob6ennoctu PHK-uHTEpdEpeHINN Yy IPOKAPUOT B DYKapHOT. 3HAUEHUE OTKPHITHS TOTO MeXa-
HU3Ma JJI1 MEIULIUHBI.
5) BeImoiHUTE Ipyrue 3aiaHus, MPeAyCMOTPEHHBIC pabodeli mporpaMMoii 1o TUCIUILTUHE.
B paboueii TeTpaau 3amoIHUTh TEPMUHOIOTUYECKUH CIIOBAPb.
Tepmun
I'enom —
I'eHOMHBIN UMIIPUHTHHT —
['eneTnueckuit noaumopdusm —
[TprioHHBIE OONE3HU —
bone3nn HakomneHus —
DKCNaHCus TPUHYKICOTHAHBIX MOCIIE0BATETbHOCTEH—
AHTHIIETIaINA —
Yuukaneasie nocinegoBarensbuoctu JJHK —
Cpenne nopropstomuecs nocnegoarenbHoctu JJHK —
Bricoko nmoBTopstonuecs nocinegoBarenboctu JJHK —
IIceBnorensr —
TpaHCco30HbI —
AJbTepHATUBHBIN CTUIAWCHHT —

PexoMenayemas mureparypa:
OcHoBHas:
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1. boukoB H.I1. Knunnueckas renetuka: yaeOHuk st By30B/ M.: TDOTAP-Menaua, 2011-2018, 480c.

JlonomHUTEIbHAS:
1.Ko3eonun B.A., Kocbix A.A., Ponruna H.E. [IpenaranbHas quarHoCTHKa HACJIECTBEHHBIX 3a00-
JICBaHUU ¥ BPOKICHHBIX IIOPOKOB Pa3BUTH: yaeOHOE mocodue Kupos: 2011.-88 c., n.

2.Konenaera E.B., Onyunna FO.H., Ko3sonun B.A., Crapkosa E.B., bepecneBa A.A. Pabouas teTpaan
o AUCHUIUTHHE «MenuiuHckas reHeTrkay. Yacts 1 u 2: yueOHo-MeToquueckoe mocodue. - Kupos:
®OI'bOY BO Kuposckuiit 'MY Munsapasa Poccun, 2021.-110 c. u 112c.

3. Konenaera E.B., Poquna H.E.. O0Omas reHeTnka v reHeTHKA YelioBeKa: yueoHoe nmocooue/ Kupos,
2016. - 69 c.

4. MytosuH I'.P.. M. Knuandeckas reHeTHKA. | eHOMUKA U MPOTEOMHKA HACJICICTBEHHON TTATOJIOTHH
[DnexTpoHHEI pecypc]: yaeoHoe mocodue/ IDOTAP-Meaua, 2010. - 832 c.: ui.

5. T'opbynona, B.H., KopxeneBckast M.A.. 'eHeTHKa B KIIMHUYECKOM MPAKTHKE: PYKOBOJCTBO JIJIsl Bpa-
yei/CI10.: Cnewut, 2015.-329 c.

6. Mymxkambapos H.H., Ky3nenos C.JI. Monexymsipuas 6uosorus: Yueb. [locobue 1i1st CTyAeHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.

7. DNEeKTpOHHBIE PECYPCHI:

1) http://omim.org/

Pa3znea 3. I'ennbie 001€3HM.
Tema 3.1. CemnoTHKa HACJIeACTBEHHBIX 3200/1eBanuii. KiinHNKO-reHeaornyecKkuii MeTo.

Hean: V3yunTh KIMHUYECKHE OCOOCHHOCTH TEUSHHs HACIEICTBEHHBIX 3a0oieBaHui. M3ydyuThb
3HAQUYE€HHE KJIMHUKO-TEHEAIOrMYE€CKOro MET0/1a, €r0 OCHOBHBIE 1I€JIU U 3a7auu. HayuuThcsa npaBuIIbHO HC-
10JIb30BAaTh COOTBETCTBYIOILYIO TEPMUHOJIOTHIO.

3agauu: PaccMoTpeTh OCHOBHBIE TEPMUHOIOTUYECKUE MOHSATHS MEIULIMHCKON T€HETUKH, O0YIHTh
CTY/ICHTOB INPUMEHEHHIO KJIMHUKO-TEHEAJOrHYECKOT0 METOAA, U3YYUTh OCOOCHHOCTH HACIIEJACTBEHHOMN
MaTOJIOTUH.

Oo0yuaromuiicsi 10/12KeH 3HATb.

Oco0eHHOCTH KIMHUYECKHUX MPOSBICHUI HACIEICTBEHHON MATOJOTHH, OOIINE MPUHITUIBI KIMHUIECKON
TUArHOCTUKU HACIICJICTBEHHBIX 00JIE3HEH, MPUYUHBI TPOUCXOKACHHUS U JUATHOCTUYECKYIO 3HAUYUMOCTH
MOp(OreHeTHYeCKuX BapUaHTOB, 3HAUEHHE U OCHOBBI KIMHUKO-T€HEATOTMYECKOTO METoa I TUArHo-
CTHKH, HACJTIEICTBEHHO! MMAaTOJIOTMH, TUIIBI HACJIeJOBaHUsI 3a00JI€BaHUN 1 IPU3HAKOB YEJIOBEKA.
OOy4arommiics 10JI2KeH yMeTb.

O6cnenoBarh OOJILHOTO Ha BBHISIBJICHHE HACJEACTBEHHOM IMATOJIOTUH, PACIIO3HABATH OOIIME MPOSIBICHUS
HACJIEJICTBEHHOM MaTOJIOTUH, AMATHOCTUPOBATH BPOKIEHHBIE MOP(OTeHETHYECKIE BapUaHThI, TPABUIILHO
KCIIOJIb30BaTh COOTBETCTBYIOIIYIO TEPMHUHOJIOTHIO MPU OMHUCAHUM KIMHUYECKOW KapTHHBI ((PpeHoTHra)
00JbHOTO; cOOMpaTh aHAMHECTHUYECKHE JaHHbIe U T€HEATOTHYecKyl0 MH(OPMAIIHUI0, COCTABIATH POIO-
CIIOBHYIO, IPEJICTABIIATH €€ B Ipa)uecKoM BUJE U aHAJIU3UPOBATH HACJIEJOBaHKE 3a00IeBaHUs WU MIPU-
3HaKa 00JIe3HH B CEMbE.

OO0yuaroimuiicsi 10/I2KeH BJIad€Th.

Meanko-0uoIoTHYecKMM MOHSITUMHBIM anmnaparoM. MeTtofgaMyu M3y4eHUsl HACIeICTBEHHOCTH YelOBeKa.
HaBpikamu moncka MeTMIIMHCKON HH(GOpMAIMU B yaeOHON, HAYYHOH JTUTEPATYPE, B TOM YHCIIC C UCTIOJb-
30BaHHEM ceTu VIHTepHeT; HaBbIKaMH MPeICTaBICHHUS U 00CYXIeHUs MeTuIMHCKoN nHpopmanmu. ba3zo-
BBIMU TE€XHOJIOTHSMHU TIpeoO0pa3zoBaHus HHPOPMAIMH: TEKCTOBbIC, TAOJUYHBIC PETAKTOPHI, TIONCK B CETH
HNurepHer.

CamocrosiTesibHAs Ay UTOPHAasi padoTa 00y4YaroIMXxcsi M0 Teme:
1. OTBeTUTL HA BOIIPOCHI IO TEME 3aHATHUSA.
Bompocsr 11 cobecenoBaHus:
1. KiuHHKO-TeHeaJIornIecKuin METO, €0 BOSMOXHOCTHU U 3HAYEHHUE B MEIUKO-TECHETUYECCKOM KOH-
CYJIbTUPOBAaHUH.
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[Tokazanus a1 MpoBeIeHUS KIIMHUKO-TEHEATOTMIeCKUX UCCIICIOBAaHUH.
CocraBnenue kapThl (DEHOTHIIA.
CocraBieHue poJoCIOBHOM.

Onpe;[eneHHe HACJICACTBCHHOT'O XapaKTCpa MaToJIOI'hu.

o o s w N

OnpeﬂeneHHe THIIa HACJICAOBAHW .

2. IIpakTHYecKasi MOATOTOBKA.

Pa6ora 1. OnpenesieHue TUIIA HACIEIOBAHHUS.

Lenb pabomoi: I3y4uTh OCHOBHBIC 3aKOHOMEPHOCTH HACIICIOBAHUS.

N3yunrte npeacTaBieHHbIE HUKE rpadrueckre n300pakeHHs POIOCIOBHBIX, IEPEHECUTE HX B pa0OUyIO
TETpaib.

1. Omnpenenute xapakTep HacAeAOBaHUS AyTOCOMHOTO MPU3HAKA U PACCTaBbTE T€HOTHUIIBI BCEX YJICHOB
POIOCIIOBHOM:

) m e

-

5) .—,%D

[ ] | f f
2. TlpoBenuTte aHAIH3 POJTOCIOBHOM CEMbHU C OMU30PYKOCThIO. ONpeaesuTe THIT HACICIOBAHUS TIPH -
3HaKa, TeHOTHIIBI BCEX YJICHOB POJOCIOBHOM. BhIuncInTe BEpOATHOCTD POXKACHUS OMU30PYKUX JIeTei

B ceMbe OT Opaka 3 u 6.

1@ H 2
6@—*3 4 {97 6 8

|
) @
18

10 11 12 13 14 15 1o 17
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3. Tlo xapakTepHBbIM (PEHOTUTUYECKUM MPU3HAKAM U ()ParMEHTY POIOCIOBHOM MPOOAH/a ONIPEIEIINTE
3a00JIeBaHNE U TUI HACJIEOBAHUSI.

}
4. TlpoBemute aHANIN3 POJIOCIOBHOM CEMBbH C allbOMHU3MOM. OTIpeNieNuTe THIT HAaClIeA0BaH!s TPU3HAKa,
TeHOTHITHI WICHOB POJIOCIOBHOW. BRIUMCIUTE BEPOATHOCTH POKICHHUS OONBHBIX AeTel oT Opaka 1 u 2

().
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5. PonocnoBHas cembu ¢ BUTaMuH D-pe3ucTeHTHBIM paxutoM. OnpeaenuTe BEpOSITHOCTh POKICHUS
3710poBbIX Aeteii ot 6paka 3 (II) co 3m0poBOI KEHITUHOMN.
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2 3 4 5 6 7 8 9 10 11

Puc. 3.33. PogocnosHas ¢ X-CLemneHHbIM AOMUHAHTHBIM TUMOM HacnenoBaHus
(BUTaMUH D-pPE3NCTEHTHBIN paxuT)

Puc. 3.34, Pe6enok 7 net ¢ BUtamnH D-pesncTeHTHLIM PaxuToMm
(Ha popoenoBHOA = I11-9), TUnUHbIe BAPYCHbLIE NePopMAaLMM HWKHAX KOHEYHOCTE,
X-CLEMNNGHHBIA AOMUHAHTHBIA TN HACNeA0BaHUA
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6. IlpoanamusupyiiTe pogOCIOBHYIO ceMbU ¢ TemModuaueii. OnpenenuTe TUI HACIeIOBAHUS MMPU3HAKA,
T'€HOTHUIIbI YJICHOB pOI[OCJIOBHOfI. Brerunciure BCPOATHOCTL POKACHUA 60HBHBIX U 31I0POBBIX ,Z[GTCI\/'I oT
Opaka 1 u 2.

18 a2

3&) 74 {8 5 0 G

10 11 12 13 14 15 16

7. TlpoananuzupyiTe pOJAOCIOBHYIO CEMbH C TUIEPTprx030M. OIpenenanTe TUIl HACIEIOBAHMs, T€HO-
THUIIBI WICHOB POJIOCIOBHON. BRIUUCIIHTE BEPOSTHOCTD POXKIACHUS ACTCH C THIIEPTPUXO030M OT Opaka 1
u 2 (II). Onpenenute Moy STUX OETEH.

JOROM

1 2 3 A1

[ - -~ s

Brinmonsenue pa6OTBI BCACTCA B (pOpMC O6CY)K,Z[CHI/ISI BMCECTC CO CTYACHTAMU UMCIOIINUXCA JaHHBIX 110 TH-
ImaM HacCJI€JOBaHUs.

PaGora 2. dTtanbl KIMHUYECKOI0 MOUCKA.
Lenv pabomoer: NI3ydnTh MOCIEI0BATEILHOCTh TPUMEHEHUS METOJIOB AMATHOCTUKH B TeHeTHKe. Mcnonb-
3ys JaHHBIC ped)epaTHBHBIX COOOIIECHUH, OXapaKTePU3YHTE ATAIbl JUATHOCTHYECKOTO IMOUCKA TSl KOH-

KPCTHBIX KIIMHUYCCKUX CIIYUAcCB.

HepeHeCI/ITC B pa6oqy10 TETpadb U 3aIlIOJIHUTEC CIICAYIOIIYTIO TaGJ’II/II_Iy.
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Ortan Hasanue | IlpumeHnsiembie Wcnonp3oBanue 3nek- | Juarnos, ycranasnusa- | Kimnuue-
JTana METOJIbl IMArHO- | TPOHHBIX 0a3 JaHHBIX | €MbIH B pe3ysibTaTe UC- | CKUH MpH-
CTUKH (ma/mer) CJIEIOBAHUS Mep
I Knunuue-
CKUH
I [Tapaknu-
HUYECKUN

Brimonnenue paboTel Beaercs B hopme 00CyKICHHUS BMECTE CO CTYIEHTaMU UMEIOIUXCS JAHHBIX 110 Me-
TOAAaM JUArHOCTUKH.

3. PemMTh cUTyallMOHHBIE 32124 M.
1) Anroputm pa3bopa 3a1au.
1. Onpenenure TUN HAcIEAOBaHUS IPU3HAKA.
2. OnpenenuTe reHOTHITBI BCEX WICHOB POJOCIOBHOM.
3. Beluncnute BEpoSITHOCTb POKICHUS I€TeH C NaTOJIOTNYECKUM IPU3HAKOM.
2). IlpumMep 3aa4u Ha aHAIHM3 POJIOCIOBHBIX C Pa300OPOM IO AIITOPUTMY
1. Onpenenure TUN HAcIeAOBaHUS IPU3HAKA.
2. OnpenenuTe reHOTHITBI BCEX WICHOB POJIOCIOBHOM.
3. Beruncnute BEpoOSITHOCTh POXKJICHUS JIETEl C IaTOJIOTMYECKUM IIPU3HAKOM B ceMbe 0T Opaka 8 u 6.

D e
s

1. Tun HacnexgoBaHus NIpPU3HAKA — AyTOCOMHO-IOMUHAHTHBIM.

2. 'eHOTHIIBI BCEX YJICHOB pOI[OCJ'IOBHOfI.

Aa Aa
' - o
1 2
aa aa Aa aa  Aa Aa
I
3 4 7 5 8 6
AA/A
i AA/Aa y - aa
9 10 11

3. Brruncnenue BCPOATHOCTHU POKACHUA JIETEH C IMaTOJIOTUUYECKUM IIPU3HAKOM.
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P: AaxAa—3A:1la
BeposTHOCTh IOMUHAHTHOTO IPU3HAKa B ceMbe OT Opaka 6 u 8 paBHa 3 / 4 (2 3akon Meniens).

3) 3agaun I CaMOCTOSATEIILHOIO pa3dopa Ha 3aHITHH:

3amava 1. XXenmuna crpagaer docdar-quaderom (X-CreTUICHHBI JOMUHAHTHBIA THIT HACIIE0-
BaHUs), IBE €€ CECTPbI U OTell Takke 00JbHBL. boibHas TeTka 3aMyKeM 3a 3JI0POBBIM MY>KUYHMHON U UMEET
MSATEPBIX JIeTeH; BE JO0YEePH, OJIMH CHIH - 3JI0POBBI; OJJMH ChIH U J104Yb - 00J1bHBL. COCTaBBTE POJOCIOBHYIO.
Omnpenenure BEpOSITHOCTh POXKICHUsI 00JIbHOTO pedeHKa y mpobdanaa. Ecim cbiH y mpobanaa Oyaet 0oseH,
KaKOM IPOTHO3 ISl €T0 JeTei?

3amaua 2. [IpobGann — 6osbHON MuonaTuel J[romenna Manpuuk. [1o 1aHHBIM aHAMHE3a — POIU-
TEJIM U JIBE CeCcTphbl mpobanna 370poBkl. [1o OTIOBCKOW JMMHUU N1Ba A1, TE€TKA, Aea U 6abka mpobaHa
3/10pOBHI. [IBE IBOIOPOIHBIE CECTPHI OT IS U IBOIOPOJIHBIN Opat oT TeTu mpobanaa 310poBsl. [1o nuHun
MaTepu podaHaa OANH U3 ABYX Jsaei O6osen Mmuomnatueid. Bropoit asiis — 370pOBbIii — UMET IBYX 370PO-
BBIX CBIHOBEH U 37J0POBYIO 04b. TeTs npoOana umena 6oiabHoro ceina. [lea u 6abka 310poBbl. CocTaBbTe
POJIOCIIOBHYIO U OIPEJEIIUTE TUI HACIET0BAHUS.

3anauva 3. [TocTpoiiTe pooCiIOBHYIO, HA KOTOPOU OBbLITN OBl MOKa3aHbl BaKHEHIINE 0COOEHHOCTH
ayTOCOMHO-PEIECCUBHOTO TUIIA HACIEAOBAHUS B TPEX MOKOJIEHUSIX BOOOpa)kaeMoil CEMbHU.

3amaua 4. K Bpauy - cToMaToJIOTy 00OpaTUIIMCh POAUTENN MaJIbunKa 3 JIET, UMEIOIIETO BPOXK/ICH-
HYIO paclIeNnHy TYObl U He0a, ¢ MpOochOoi 00 OMepaTUBHOM JICUEHUH ITOTO MOpOKa pa3Butus. Mx taike
MHTEPECOBAJI PUCK IIOBTOPHOTO POKICHUS peOeHKa ¢ 110100HO0N aHOMauel B 3Toi cembe. [locie ocmorpa
pebeHka Bpau OCMOTpEI poauTeNeld. Y poauTeneil KIMHUYECKUE MPOsIBICHUS 3a00IeBaHus BBISIBJICHBI HE
ObuTM. Manbumnk ObUT HA3HAYCH Ha OTNEPAIUIO IS yecTpaHeHus 1e(eKkToB ryosl u HeOa. B cBs3u ¢ Tem, 4To
y poauteseil He ObuI0 00HAPYKEHO MPOSBIICHUH 3a00JIeBaHus, Bpad paciieHu1 3a00iieBaHre peOeHKa Kak
HEHACJIEICTBEHHOE, CBSI3aHHOE C KaKMMHU-TO HEOJIAronpusATHBIMU (hakToOpamMH BO BpeMsi OEpEMEHHOCTH.
[IporHo3 B OTHOLIEHUH POKIEHUS MOCIEAYIOUINX JIeTel B 3TOM ceMbe, [0 CI0OBaM Bpaya, ObLI OJiaronpu-
ATHBINA. [IpaBUIIbHA JTM TAaKTHKA Bpaya B OTHOIIEHUH peOeHKa 1 MPOrHo3a Oy Iymero noromcra?

3amava 5. K Bpauy-TepaneBTy oOparuiach xeHIuHA 19 neT ¢ xanobamu Ha 001 B 001acTh
cepaua. Ilpu oOcnenoBanuu y Hee ObUT BBISIBIIEH OPOK cep/ilia. boiabHyI0 Takke HHTepecoBal MPOrHO3 B
OTHOIIEHHUHU OyayIIero MoTOMCTBa, T.K. OHA HEJJaBHO BBILILIA 3aMYK U XoueT uMmeTh aere. [Ipu obeneno-
BaHUM ee My>ka 20 J1leT u3MeHEeHM CO CTOPOHBI cep/ilia He BhIsABIeHO. V3 paccnpoca 00JbHON BBISICHUIIOCH,
YTO €€ MaTh CTPaJaeT UIIEMHYECKON 0O0JIe3HbIO cep/la, a OTell - THIepToHuYeckoi Oone3nbto. Ha ocHo-
BaHUM aHAMHE3a JIeyallyil Bpay Jaji 3aKkJI0YeHHEe O HACJIEICTBEHHOM MPOUCXOKICHUHU MOpOKa ceplua y
9TOM KEHILUHBI, T.K. €€ POJIUTENN TAKKE CTPAJAIOT CEPJACUHO-COCYIUCTBIMU 3a00JIEBaHUSAMU U OIPEIEIINIT
BBICOKUH PUCK POXKJEHHUs y Hee 00IbHbIX AeTel. Kak paclieHuTh MojydeHHOE 3aKII0UeHHe U mouemy?

4. BeicTynjieHHe ¢ 10KJIAJaMM:

1. Meron FISH —mpunIium, 061acTh MpUMEHEHHUSL.

2. baorTuHr — Kiaccu@uKanys 1 IPUHIMIIBI Pa3IMYHBIX METOJI0B OJIOTTUHTA, 00JIaCTh TPUMe-
HEHMSL.

3. OTuonorus, KIMHUYECKUEe CUMIITOMBI, JMArHOCTHKA U OCHOBHBIE IPUHIIUIIBI JIeueHus (oc-
¢ar-nuadera.

4. DtHonorus, KIMHUYECKHE CUMIITOMBI, THarHOCTUKA M OCHOBHBIE IIPUHLIUIIBI JIEYEHHUS TEMO-
¢unusa A u B.

CamocTrosiTeIbHasi BHeayIUTOPHasi pad0Ta 00y4alIHXCs 110 TeMe:
3aoanus 0ns camocmosamenvHou 6HeayOUMopHOL pabomul CMyOeHmos No YKA3aHHOU meme.
1) O3HaKOMHUTBCS C TEOPETHUECKUM MATEPHATIOM IO TEME 3aHATHSI C HCITOJIb30BaHHEM KOHCIIEKTOB JIEKITHI
W/WIA PEKOMEHTyeMO yueOHOM JTUTepaTyphbl.
2) OTBETUTH HA BOIIPOCHI TSI CAMOKOHTPOJIS:

e  KiInHHMKO-TeHEeallOTHYeCKUil METOI, €r0 BO3MOYKHOCTH U 3HAYCHHE B METUKO-TEHETHIECKOM
KOHCYJIbTUPOBAHUH.
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[Tokazanus a1 MpOBEICHUS KIIMHUKO-TEHEATOTHIECKUX HCCIIEI0BaHU.
CocraBieHue KapThl EHOTHUIIA.

CocraBieHue poJI0CIIOBHOM.

OmnpezeneHne HaCIeICTBEHHOTO XapaKTepa IMaToJIOTHUH.

OHpeI{GJ’ICHI/IC THIIa HACJIICAOBAHUA.

3) IIpoBepuTh CBOM 3HAHMS C UCIIOJIB30BAaHUEM TECTOBOTO KOHTPOJIS
1. Buibepume 00un npasuibHulil Omeem.

OubTp - 3TO: a) pa3Mep HOCOBOTO X0/1a; 0) pacCTOSTHUE OT OCHOBAHMS HOCA /IO KPACHOM KaliMBbI
ryObI; B) OTHOIICHUE UIMHBI HOCA K IIUPUHE €r0 HYKHEH YacTH.
2. Bvibepume 06a npasuibHbix omeema.

[MonoxxeHusIMHU, XapaKTEPU3YIOIIUMH ayTOCOMHO-PELIECCUBHBIN THIT HACICJOBAHHS, SBJISIOTCS: a)
3a00JIeBaHNE OJJMTHAKOBO YaCcTO BCTPEUACTCS y MYXKYWH M YKCHIIMH; 0) )KCHITHHBI OOJICIOT Yallle MY»X41H;
B) BBICOKAsl YaCTOTA KPOBHO-POJICTBEHHBIX OPaKoB; I') 3a00JI€BaHNE MPOCIICIKUBACTCS IO TOPU3OHTAIN
Omeem:1 - 6),2 —a), ).

4) IToaroToBUTH pedepat/JoKIIa Mo CIACTYIOIINM TeMaM:

5.
6.

8.

Meroa FISH —ipunIun, o61acte mpuMeHEHHUS.

brorTuHr — KnaccuduKays ¥ MPUHITAITBI PA3TUIHBIX METOIOB OJIOTTHHTA, 00JIACTh MIPUMeE-
HEHHSL.

DTHOJIOTHS, KIIMHUYCCKUE CUMIITOMBI, JHATHOCTHKA U OCHOBHBIC PUHITHIIBI JICUCHUS (OC-
(ar-nuabera.

DTHOJIOTHS, KIIMHUYSCKUE CUMIITOMBI, IHATHOCTHKA U OCHOBHBIE TPUHIIHITHI JICUCHUS TEMO-
¢dbunmusa A u B.

5) BeInoyHUTE Apyrue 3aiaHusl, IPEyCMOTPEHHBIC paboYeii MPOrpaMMOoH Mo AUCIMIUINHE.
B paboueii TeTpaau 3a110JHUTh TEPMUHOJIOTUYECKUH CIIOBApb.

Tepmun

bnor-rubpuanzanus no CayzepHy —

CpaBHHUTENbHAS TeHOMHAs THOOUAN3ALIUS —

Hozepu-6noTTHHr —

Mainble aHOMaNuK pa3BUTHS—

Butuimuro—

I'uneprenopusm —

I'unorenopusm —

I'uneprpuxos3—

I'unorpuxos3—

I'mpcyrusm—

Jnacrema —

Makporus —

Muxkporus—

Muxkporenus

Mukpornatus

«MBIC BIOBBI»

[Iporenus

IIpornarus

Cuno¢pus

Pexomenayemas iureparypa:
OcHoBHas:

1. Boukos H.I1. Knmanveckas renetuka: yaeOHuk st By3o8/ M.: [DOTAP-Menna, 2011-2018, 480c.
JlomoTHUTEbHAS:
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1. Kossonun B.A., Koceix A.A., Poguna H.E. [IpenaTanpHas TUArHOCTHUKA HACIIEACTBEHHBIX 3200-
JIeBaHUU M BPOKACHHBIX MIOPOKOB pa3BUTHs: yueOHoe nocooue Kupos: 2011.-88 c., mwt.
2. Konenaesa E.B., Onyunna }0.H., Ko3sonun B.A., Crapkosa E.B., bepecueBa A.A. Pabouas rerpaan
1o ucruIuHe «MeauiuHCKas TeHeTukay. Yacts 1 u 2: yaebHo-MeToanueckoe mocobue. - Kupos:
®OI'bOY BO Kuposckuii 'MY Munsapasa Poccun, 2021.-110 c. u 112c.
3. Konenaesa E.B., Poquna H.E.. O0mast reHeTHKa U reHeTHKa denoBeka: yueOHnoe nocooue/ Kupos,
2016. - 69 c.
4. MyrtosuH I'.P.. M. Kiiuanueckast reneTuka. [ eHOMHKa 1 TPOTEOMHUKA HACTEACTBEHHOM MaTOJI0TUN
[DnexTponHsbIi pecypc]: yueoHoe nmocodue/ I'DOTAP-Meaua, 2010. - 832 c.: ui.
5. I'op6ynoBa, B.H., KopxeneBckas M. A. ['eHeTHKa B KIIMHUYECKOW IIPAKTUKE: PYKOBOJICTBO IS Bpa-
yei/CI10.: Crneryur, 2015.-329 c.
6. Mymxkam6apos H.H., Ky3nenos C.JI. Monekynspaas 6uonorus: Yue6. [locobue aiist CTy1IeHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.

DNEKTPOHHBIE PECYPCHI:

1) http://omim.org/

Pa3znea 3. I'ennrbie 001€3HM.
Tema 3.2. I'eHHbIe 00/1€3HU. ITHOJIOTHS, TATOTeHEe3, KJIACCUPUKAIUS, METOAbI IUATHOCTHKH.

Hean: N3y4yuTh TUIIBI MOHOT€HHBIX MYTallUi{, MEXaHU3MbI UX BOSHUKHOBEHHS B TIEPUOJ] TaMETOTe-
He3a, TUOJIOTHIO, TATOTeHe3 U KIMHUYECKYI0 KapTHHY HauOoJiee YacTO BCTPEUAIONINXCS TeHHBIX 00e3-
HEW.

3agauu: PaccMOTpeTh OCHOBHBIE TEPMUHOJIOTHYECKHE TIOHATHS MOHOTEHHBIX OoJie3Hel, 00ydnuTh
CTYJICHTOB MPUMEHEHHUIO KJIMHUKO-TEHEATOTHYECKOTO METOIA JIJIsl ONPEICIICHUs PUCKA TOSIBICHUS JeTeH
C MOHOT'€HHOH MaTOJOTHEH.
Oo0yuaromumiics 10/12KeH 3HATb.
Jlo u3yuenusi Tembl (0a3uCHbIC 3HAHUS) — TUIIBI TeHHBIX MYyTallUi, MEXaHU3Mbl UX BOZHUKHOBEHUS B II€-
pHOJ raMeTOTeHE3a.
[Tocne u3yueHus: TeMbI — STUOJIOTHIO U THUITBl MOHOTE@HHBIX 00JIe3HEH, KITacCU(PUKAIIMI0O MOHOT€HHOH MaTo-
JIOTUH, TIATOTEHE3 TeHHBIX 00JIe3HEH, KIIMHUYECKUHN MOTUMOP(HU3M U TEHETHYECKYIO TeTEPOreHHOCTh, I'e-
HOMHBII UMOIPUHTHHT.
OOyuaromuiicst 10/2KeH YMeTb.
Hcnonb30BaTh KIMHUKO-TEHEATOTMUECKUI METO JIJISl ONpEIeJIeHUsl PUCKa MOHOT€HHOW MaToyoruu. Pe-
mIaTh 3a7a41 Ha OMPEICJICHUE BEPOSITHOCTH TOSIBJICHUS TATOJIOTUM B 3aBUCHMOCTH OT THUIIa MOHOT€HHOM
MyTanuu. HayunTbcst mpaBUIIBHO UCIIONIB30BaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO.
OO0yuaromuiicsi 10/2KeH BJIa1€Th.
Meanko-0uoIoTHYecKMM MOHSITUMHBIM anmnapatoM. MeTroiaMu M3y4eHUs] HACIEICTBEHHOCTH YeJIOBEKa.
HaBpikamu moncka MeTMIIMHCKON HH(OpMAIMU B yueOHOM, HAYYHOH JTUTEPATYPE, B TOM YHCIIE C UCTIOJb-
30BaHHEM ceTu MIHTepHeT; HaBbIKaMU MpeACTaBICHHUS U 00CYXIeHU MeTUIMHCKON uHpopmanmu. bazo-
BBIMU TE€XHOJIOTHSIMHU TIpeoOpa3zoBaHusi HHPOPMAIIMH: TEKCTOBbIE, TAOJUYHBIC PEAAKTOPHI, IOUCK B CETH
HNurepHer.

CamocrosiTesibHAsA Ay IUTOPHAasi padoTa 00y4YaroIMXxcsl M0 Teme:
1. OTBeTUTL HA BOIIPOCHI IO TEME 3aHATHUSA.
Bompocsr 11 cobecenoBaHus:
1. 9TI/IOJ’IOFI/I$I, MaTOrCHE3, MPUHIUIIBI KJ'IaCCI/I(l)I/IKaHI/II/I MOHOT'€HHOI1 ITaTOJIOTHH. 3HI/IJIGMI/IOJ'IOFI/ILIG-
CKHE XapaKTEPUCTUKH.

2. Twunsl Hacie0BaHUS MOHOT€HHBIX OOJIe3HEH.
3. Kimanueckuit nonmuMophusmM u reHeTHYecKast TeTeporeHHOCTh. | @ HOMHBII HMITPUHTHHT.

4. BbuoxuMHYeCKHE METOJbI, UX 3HAUYEHHE.
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Metoasl JIHK-auarsoctukm.
Metoa reHeTUKH COMAaTHYECKHUX KIIETOK.

CYH_IHOCTB MOJICKYJIPHO-TCHCTUYECKOT'O METOAA. Ero 3nauenune B JUAarHOCTHUKE.

© N o O

[TpuHIUIIBI IEUEHUS.

2. IIpakTHYecKasi MOATOTOBKA.

Pa6ora 1. IlaTorenes MOHOreHHBIX 3200/1€BaHUIA.

Lenv pabomei: VI3ydnuTh OCHOBHBIC 3BEHbS NTATOTEHE3a TEHHBIX 0OJIE3HEH.

Hcnonb3ys nanubie peepaTHBHBIX COOOIICHUIA, BBIJICIIUTE OCHOBHBIE ATAITbl PA3BUTHS T€HHBIX 3a00J1¢Ba-
HUI.

[Tepenecute B TETpaab ¥ 3aMOJIHUTE CIICTYIOIIYIO TAOIHILY.

Tabm. ITaTorenes reHHbIX 3a00€BaHMI

Haspanwue 3a06oneBa- | ['en Jlokamuza- | M3meHe- N3menenne | [Ipomexyrouy- | OcHOB-
HUS [UsiTCHAHA | HUSI B 00- | BBINIOJIHSC- | HBIE COOBITUS | HBIE
XpOMOCOME | pa30BaHUM | MO (YHK- | B pa3BUTHH 3a- | CHUMII-
Oenka U1 OosieBaHUS TOMBI
AHupuUUs PAXG6
boinesnb RET
['mpmmpyHnra
Pak Mmonounoii xe- BRCA
JIe3bl 1,
BRCA
2
Cemeitnas runepxo- | LDLR
JIECTepUHEMUS
HacnencrBeHHbIit MSH2,
HETOJIUIIO3HBIN paKk MSHS6,
TOJICTOI'O KHIIIeY- MLH1,
HHUKa MLHS,
PMS1,
PMS2
Menynnspnas kap- RET
[IMHOMA UIUTOBU/I-
HOW JKEJIE3BbI
Buramun JI-pesu- PHEX
CTEHTHBIN paxuT
I'emopwmmus A, remo- | HEMA
¢bunusa B ,
HEMB

Brimonnenue paboTsl BeaeTcs B popMme 00CyKISHUS BMECTE CO CTYIGHTAMU UMEIOIINXCSl JAHHBIX TI0 MO-
HOTCHHBIM 3200JI€BaHUSM.

Padora 2. /luarnocTuka MOHOT€HHbIX 3200J1eBaHMIA.

Lenv pabomui: I3yauth OCHOBHBIE METO/IbI TMATHOCTHKY T€HHBIX OoJe3Hel. cronp3ys nanabie yaed-
HUKa U pedepaTUBHBIX COOOIIEHUH, 3aMOTHUTE B pabouell TeTpaau CIeAYIONIYIO Ta0IHITy.

Tab6n. /lnarHocTrKa reHHbIX 3a00JICBaHNM.

56



Hassanue 3a0601eBanus

buoxumnueckue no-
KazaTelu U OXKHUaaec-
MBbIE€ U3MEHEHUS

CrnenupuiHoCcTh
MeToaa (BbICO-
Kasi/HU3Kast)

JIHK- mu-
ar’o-
CTHKaA

CrnerupuaHOCTH
MeToa (BBICO-
Kasi/HU3Kast)

AHupunus

bosnesns ['upimnpynra

Pak MOJI04HOM KeJe3nl

HacnencrBeHHbI HEONIU-
MO3HBIM PaK TOJCTOTO K-
[IeYHNKA

MenymuisspHas KapuuHoMa
HIUTOBUTHON KeJie3bl

BuramuH [[-pe3ucTeHTHBIN
paxuT

I'emopumus A, remodumus
B

BrinonHenue pabotel Begercs B hopMe 00CYkICHUST BMECTE CO CTYJICHTAMU UMEIOLIUXCS TAHHBIX 10 MO-
HOT€HHBIM 3200JIEBAHUAM.

3. BbICTyI/IeHHE C TOKJIAaMMu:

ogakrwdE

CamocrosTeabHas BHEAyIUTOpHas1 paﬁoTa oﬁyqaloumxca Imo TeMeE:

Bbonesus ['upmmpynra (RET-nporooHkoren).
Cunapom MEN2 (MenynisipHas KapIitHOMA IIATOBHTHOMN JKEIIE3bI).
BRCA 1 u BRCA 2 —acconuupoBaHHBIA paKk MOJIOYHOM JKEJIE3bl.
HacnencrBeHHbIN HEMOIUITO3HBIN PAaK TOJICTOIO KUILIEYHUKA.
Anupuaust (myrtanuu PAX 6).
Cewmeitnas runepxonecrepunemust (LDL-myranum).

3aoanus ons camocmosmenvHoll 6HeayOUmopHoU pabomsl CMyo0enmos no YKa3aHHol meme:

1) O3HaKOMUTECS C TCOPCTUUCCKHUM MATCPHUATIOM 11O TEME 3aHATHSA C UCITOJIB30BAHUCM KOHCIICKTOB J'IGKIII/II\/'I

W/WIN PEKOMEHTyeMOM yueOHOI TuTepaTyphl.
2) OTBETUTH HA BOMPOCHI [ CAMOKOHTPOJIS:
e DTHOJIOTHUS, TATOTEHE3, IPUHIIMUIBI KJIACCU(UKALUU MOHOTEHHOM NaTOJI0IMH. DIMUAEMHUOIOIHUECKHE

XapPaKTCPUCTUKH.

e THUIEI HACIEA0BAaHUSI MOHOT€HHBIX 0OJIC3HEH.

o KinmHuyeckuit HOJ'II/IMOpq)I/BM N TCHCTHYCCKAA I'CTCPOIrCHHOCTD. I'enoMHBII UMIIPUHTHHT.

e bnoxmmmueckue METO/JBbI, UX 3HAUYCHUC.

e [IpuHUUIBI IeUEHUS.

3) HpOBCpI/ITB CBOM 3HAHUS C UCITOJIB30BAHUECM TCCTOBOT'O KOHTPOJIA

Metonasl JIHK-auarsoctukm.

MeToa reHeTUKH COMAaTUYECKHUX KIIETOK.

1. Buibepume o0un npagunvhbiii omeem.
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YKakuTe BEpOSITHOCT MOBTOPHOTO POKI€HUS 00JILHOTO peOeHKa y CyIPYTroB, HMEIOIINUX OOJIBHYIO
JIEBOYKY ¢ (DeHUITKETOHYpHEH (ayTOCOMHO-PEIIECCUBHBIN TUT HacheaoBanus): a) 50%; 6) 6im3ko k 0%; B)
75%; 1) 25%.

2. Bvibepume 08a npaguibHulx omeema.
BepostHocTh poxxeHust 601bHOro pedeHKa B ceMbe, B KOTOPOil MaTh O0sbHA (DEHUIIKETOHYPUEH,
a OTeI| SBJISIETCS TETEPO3UTOTHBIM HOCHUTENIEM TeHa (EHWIKETOHYPUH, COCTaBsieT mpuMepHo: a) 0%; 0)
25%; B) 50%; 1) 75%.
Omeem:1-r), 2 — B).
4) TToaroToBUTH pedepat/JoKiIa Mo CIACTYIOIINM TeMaM:
bonesns ['mpmmpynra (RET-mpoTooHkoreH).
Cungpom MEN2 (MenynnsipHast KapiiuHOMa U TOBUIHOM JKEJIE3bl).
BRCA 1 u BRCA 2 —acconuupoBaHHBIM pak MOJIOYHOM JKeJIe3bl.
HacneacTBeHHBIN HENOIUIIO3HBIN PaK TOJICTOTO KUIICUYHUKA.
Anupuaus (myraruu PAX 6).
Cewmeitnas runepxonecrepunemust (LDL-myranum).

I

Pexomenmyemasi iureparypa:

OcHoBHas:
1. boukoB H.I1. Knuandeckas reaerrka: yaeOHuk aiist By30o8/ M.: TDOTAP-Menma, 2011-2018, 480c.
JlonoaHUTEeIbHAS:
1. Kossonun B.A., Koceix A.A., Poguna H.E. [IpenaTanpHas TUArHOCTHKA HACJIEACTBEHHBIX 3200-

JIEBaHUI U BPOXKJIEHHBIX MIOPOKOB pa3BuUTHUs: yueOHoe mocodbue  Kupos: 2011.-88 c., ni.
2. Konenaesa E.B., Onyunna FO.H., Ko3Bonun B.A., Crapkosa E.B., bepecneBa A.A. PaGouas teTpanb
o nucruiuiae «MeauiuHckas renetuka». Yacte 1 u 2: yueOHo-MeToanueckoe nocodue. - Kupos:
®I'bOY BO Kuposckuiit 'MY Munzapasa Poccun, 2021.-110 c. u 112c.
3. Konenaesa E.B., Poquna H.E. O61mas renetuka u reHeTuka yenoBeka: yueoHoe nocodue/ Kupos,
2016. - 69 c.
4. MyroBuH ['.P. M. Knunnyeckas renetuka. [ eHOMUKa U IpOTEOMHUKA HACTIEICTBEHHOI MaTOIOTUN
[DnexTpoHHEI pecypc]: yaeoHoe mocodbue/ IDOTAP-Meaua, 2010. - 832 c.: ui.
5. I'opbynosa, B.H., Kopxenesckast M.A. ['eHeTHKa B KIMHUYECKOH MTPaKTUKE: PYKOBOCTBO IS Bpa-
yeit/CII6.: Cnemwmurt, 2015.-329 c.
6. Mymkam6apos H.H., Ky3uenos C.JI. MonekynspHas ouonorusi: Yue6. [locoOue ans cTy1eHTOB
Mea.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - c.85-117.
DIEKTPOHHBIE PECYPCHI:
1) http://omim.org/

Pazgen 3. I'ennble 6oJ1e3HU.
Tema 3.3. MoHorenHble 3200/1eBaHus, KINHUYeckne (popmbl. HacsiencTBenHbIe 60/1e3HM 00MeHA Be-
mectB (HBO).

Henab: M3yunTh OCHOBHBIE KIMHUYECKUE MIPOSBICHUS HanOoee YacTo BCTPEYAIOUINXCSI MOHOTEH-
HBIX CUHAPOMOB H 0OJIE3HEH.

3apaun: CdopMupoBaTh TOHITHE HACIEICTBEHHBIX Ooyie3Hel oOMeHa BemiecTB. PaccMoTpeTh
STHOJIOTHUIO, NTATOTeHE3, KIMHUYECKUE MPOSBICHUS, IPUHLUIIBI TUAaTHOCTUKY U JIGYEHUsI HauboJee 4acTo
BCTPEUAIOIIUXCSI MOHOT€HHBIX CUHIPOMOB U Ooje3nelt (cunapom Mapdana, heHnIKeToHypurs, MyKOBHUC-
U703, CEMEWHas runepxosiecrepuHemusi, cuaapomM Mapruna-bemn (Fra-X). M3y4nts OCHOBHBIE IIPHH-
MBI TEPANTUU T€HHBIX 0O0JIE3HEH.
Oo0yuarommiicsi 10/12KeH 3HATb.
DTHonoruio 1 natToreHe3 cuuapoma Mapdana, peHUIKETOHYpHH, MyKOBHUCIIM103a, CEMEHHOM TUIepxoie-
crepuHemuu, cuapoma Mapruna-bemn (Fra-X).
Oo0yuarommiicst 10/I2KeH yMEThb.
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Pemats 3a7aun Ha onpesesieHne BEpOSTHOCTH TOSBIICHUS HACIEICTBEHHBIX OoJie3Hel 0OMeHa BEIECTB B
3aBHCUMOCTH OT THUIIa MOHOTE€HHOW MYTalluH, ONpeaessaTh mo ¢ororpagusm GeHOTUNBI OOTBHBIX C IeH-
HbiMu MyTanusamu: OKVY, axonapornasus, cuaapom Mapdana, ceMeliHast TUTIEPXO0JIECTEPUHEMUS.
Oo0yuaromuiics 10/I2KeH BJIaJ€Th.

Meanko-0uoIornYecKMM MOHSITUMHBIM annaparoM. MerojaMu M3y4eHUs! HACJIEeICTBEHHOCTH YeIOBeKa.
HaBbikamu moricka MeTUIIMHCKON HHGOPMAIUU B yU4eOHOH, HAYYHOU JTUTEpaType, B TOM YUCIIE C UCTIOIb-
30BaHHEM ceTu MIHTepHeT; HaBbIKaMH MpeACTaBICHUS U 00CYXIeHU MeIuIUMHCKON uHpopmanuu. bazo-
BBIMH TEXHOJIOTHSIMH MpeoOpa3oBaHusi MHPOPMAIIUN: TEKCTOBBIE, TAOJUYHBIC PEIAKTOPHI, MIOMCK B CETH
HurepHer.

CamocTrosiTe/IbHAS AyTUTOPHAsSI pa00oTa 00y4YaloIMXCsl 10 TeMe:
1. OTBeTHTH HA BONPOCHI MO TEMe 3aAHATHSI.
Bompocsr 11 cobeceoBanus:

1. OOmas xapakTepuCTHKA U KiIaccuuKarms

Cungpom Mapdana, Mapruna-bemn, Helipodhudbpomaros.

Jlnarnoctuka u jeyeHue GeHUIKETOHYpUU
JlnarHocTrka v 1e4eHre MyKOBUCLIA103a U CEMENHOW TUIIEPXOJIECTEPUHEMUN
HBO u npuzHaku, mo3BOJISIONINE UX 3aM1003PUTh.

[TpunHtmne! panHen auarnoctuku u npodunaktuku HBO.

[lepBuuHble 1 BTOpruHbIe 23PHEKTH MyTAHTHBIX AJJICICH.

© N o oo D

A.]'IL6I/IHI/13M, raJIaKTO3EMU, TOMOLIUCTUHYPUS, AJIKAIITOHYPHS.

2. IIpakTHYecKkasi MOATOTOBKA.
PaGora 1. ®eHoTHNUYeCKHE U3MEHEHHUSs IPH F'eHHBIX 3200J1eBAHUSX.
Llenv pabomul: I3yunth (peHOTUIMYECKUE U3MEHEHUS IIpU Hanbosiee pacpoCTpaHEeHHbIX I'eHHBIX 3a00J1e-
BaHusAx. [lo npencrasienusM ¢otorpadusm O00JBHBIX ¢ MOHOT€HHOM MATOJIOTUEH onpeaenuTe 3aboseBa-
HUSL
OTtBeThbTe B paboueil TeTpan Ha CIEIYIOIINE BOIPOCHI:

1) Ha3Banue 3a00eBaHUS.

2) deHOTUNHUYECKUE MPOSBICHUS (TEPMUH U €T0 ONPEICITICHUE).

3) IlpumepHbIii BO3pacT, KOT/Ia MOSBIISIOTCS JaHHBIC TIPU3HAKH.
Brinonnenue paboTsl BeaeTcs B popMe 00CykKI€HNU BMECTE CO CTYI€HTaMU UMEIOIINXCS TaHHBIX 10 MO-
HOTCHHBIM 3a00JI€BaHUSIM.

Pa6oTa 2. DTHOJIOrHA U IATOreHe3 MOHOTEHHBIX 3200/1eBaHU.

Lenv pabomoei: I3yunTh OCHOBHBIC IPUYUHBI BOSHUKHOBEHMS U PA3BUTHS TeHHBIX Oone3ne. Mcmonb3ys
NaHHbIE yueOHUKa U pedepaTUBHBIX COOOIICHUIA, BBIIEIUTE MPUINHBI 1 MEXaHU3MBbI Pa3BUTHUSI HEKOTOPBIX
reHHBIX 3a00JIEBAHHUIA.

[lepenecute B TeTpab U 3aMOTHUTE CISAYIOUIYIO TaOIHILy.

Tabn. DTHoJIOrus 1 maToreHe3 reHHbIX 3a00JIEBAHHIA.

Haspanwme 3a6ome- | I'eH, ero no- | [lponykr | Tum Hacie- | Druosorus 3adoneBanust | OCHOB- OcHoB-
BaHUS Kalu3alys | TeHa, ero | JOBaHMs HbIC HbIE
byHKIHS Crpyktyp- | Mismene- | ypapg CUMIT-
HbIEe U3Me- | HUE PYHK- Da3BUTHS | TOMBI
HEHUS B UMK TIPO- | 5omesnu
JIHK JyKTa
reHa
Heiipopubpomaros
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Cunapom Map-
(dana

Cunapom Map-
TuHa-ben

Cewmeitnas rurnep-
XOJIECTEPUHEMUS

DeHUIKETOHYpUS

MykoBucIe103

AnpOuHU3M

T"amaxkro3zemusa

I'omouucTunypus

AnkanTtoHypust

Brimonaenue paboTel BegeTcs B opMe 00CYkKICHUS BMECTE CO CTYACHTAMHU UMEIOLINXCS TAaHHBIX 110 MO-
HOTCHHBIM 3a00JI€BaHUSIM.

Pabora 3. /InarHoCcTHKA reHHbIX 3200J1€BaHHI.
Lenv pabomul: 3yduTh OCHOBHBIE METOJIBI TMATHOCTUKU TeHHBIX 00Je3Hel. Vcronb3ys JaHHbIe yae0-
HUKa U pedepaTUBHBIX COOOIIECHUH, 3aMOIHUTE B pabouell TeTpaau CISAYIONUIYIO Ta0IHILy.
Tab6n. /lnarnocTrka reHHbIX 3a00I€BaHUM.
HazBanue 3a00- | Manudecra- | Knmande- buoxumuue- | JIHK-gua- Hpyrue Mmerozsl
JIeBaHUs uus 3a0oine- | CKHE JaH- CKHE MO0Ka3a- | THOCTHKA JTUATHOCTHKHU
BaHUS HBIC TEJU U OXKHU-
JaeMBbIC 13-
MEHEHUS

Heiipodubdpo-
MaTo3
Cunnpom Map-
dana

Cungpom Map-
ThHA-bemn
Cewmeiinas ru-
nepxoJiecTepu-
HEMHUS
DEHUIIKETOHY-
pust
MyxkoBucnenos

Ab0MHNU3M

T"amaxkrozemus

I'omonucruny-
pust
Ankantonypus

Brimonnenue paboTsl BeaeTcs B popMme 00CyKISHUS BMECTE CO CTYIEHTAMU UMEIOIINXCS TAHHBIX 10 MO-
HOTEHHBIM 3a00JIEBAaHUSIM.
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Padora 4. [IpyHIMIbI JJeYeHUsI TeHHBIX 3a00/1eBaHUI.
Lenv pabomsi: U3yduTh OCHOBHBIC ITOIXO/IBI K ICUEHUIO TeHHBIX Oomne3Hel. cnonb3ys nanHble yaeOHUKa
1 pedepaTUBHBIX COOOIIEHUH, 3aIMOTHUTE B pabovell TeTpaau CICIYIONIYIO TaOJIUILy.
Ta6un. [IpuHIKIIBI JISYSHUS] TEHHBIX 3a00JICBaHUH.

HasBanue 3a0o0eBa-
HUA

OTHOTPOIHOE Jie-
YyeHue

IlaTorenerTnueckoe ne-
YyeHue

CuMmroMarnye-
CKOE€ JIEUEHHE

Kinerounas te-
Komb6unmpo-

I'ennas tepa-
panus

nus

BaHHas TCpaIunsi

JelicTBue Ha
JleiicTBue Ha
dbepMeHT
JeticTBre Ha
IPOAYKT

cyocrpar

Menukamen-
TO3HAas TepaIus
Hemennkamen-
TO3HOE JIEUCHUE

Xupypru-
YecKoe Jie-
YeHue

[Tporuos

Hetipodubpomaros

Cunapom Mapdana

Cunapom MaptuHa-
bemn

Cewmelinas runepxo-
JIECTepUHEMUS

DEHWIKETOHYpUS

MyxkoBucnenos

Ap0MHN3M

T"amakrozemus

FOMOI_[I/ICTI/IHypI/IH

Ankantonypus

Brinonnenue paboTsl BeaeTcs B popMe 00CyKI€HNU BMECTE CO CTYI€HTaMU UMEIOIINXCS TaHHBIX 10 MO-
HOTCHHBIM 3a00JI€BaHUSIM.

3. PeminTh CUTYallHOHHBbIE 32Ja4H.
1) Anroput™ paz0opa CUTYallMOHHBIX 3a/1a4:

agkrwdPE

IIpensapurenbHblid 1UarHo3?
Otuonorus’?

Kakoii Tun HacnenoBanus?
Kaxoii MeTo reHeTUKHU UCITIOJIb3YeTCs JIIsl JUarHOCTUKU?
. Hanpasnenus neuenus?

2) Ipumep 3amauu ¢ pa3dOpOM MO AITOPUTMY
Tspxenast yMCTBEHHast OTCTAJIOCTh Y AeTell Mpu (PeHUIIKETOHYPUH pa3BUBAETCS TOJIBKO MPU HATMYUU aMH-
HOKHUCIIOTHI (peHMIaTaHuHa B nuie. Jluera, Oeanas ¢peHunagsaHMHOM, 00ecrieyMBaeT HOpMaabHOE pa3BH-
THe pebeHka. B poome BbIsBIEHO 3 HOBOPOXKICHHBIX peOeHKa ¢ heHmnkeTonypueil. OauH U3 HUX C Iep-
BBIX JHEW KU3HU HaXOAMJICS Ha ueTe 6e3 (peHuaTaHuHa; BTOPO JIeUnIICs JIUIIb SMTU30AMYECKHU, a TPETHI
MUTAJCS KaK OOBIYHBIN 310poBbIN pebenok. Kakoi Tun HacnenoBanus ¢enunkeronypuun? Kakoit meton

TFCHCTUKHU UCIIOJB3YCTCA I AMarHOCTUKH @eHHHKeTOHypI/II/I? Kaxkoe neuenne BO3MOXKHO HpI/IMeHI/ITB?

1. denunkeroHypus.

2. Myranus B rene PAX, kogupyromniem ¢pepMeHT deHmnanannaruaporcmnasy (OAT), oTBeqaronuii
3a npeBpalleHne peHuIaTaHuHa B THPO3HH.

3. Tun HacnenoBaHMs ayTOCOMHO-PELIECCUBHBIN.
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4. JInsi TUarHOCTUKU UCTIONB3YeTCS OMOXMMHYECKHI METO] (MACCOBBI CKPUHHHT, YTOYHSIOIIAS
6I/IOXI/IMI/ILICCKaSI AUArHoCTHKaA, MOJICKYJIAPHO-TCHCTUUCCKAs ,Z[I/IaI‘HOCTI/IKa).

5. Jleuenne penunkeronypuu (PKY) — HazHaueHue queThI (HE MO3/IHEE 2 MeCsIa )KU3HM): OTpaHH-
yeHne OEIKOBBIX IMPOAYKTOB U MPEAOTBPALICHUSA HAKOIIJICHUA CY6CTpaTa " €ro nmpou3BOAHBIX, BOCIIOJI-
HEeHHe OelIKa C MOMOIIBbI0 AaMHHOKHCIIOTHBIX CMECeH.

4) 3amgauu U1 CaMOCTOSTEIBHOTO pa3dopa Ha 3aHSTHH.

3anava 1. JIByxJIeTHUI MalbuuK HalpaBieH B KIMHUKY JUIS OLIEHKU IIPUYUH 33€pKKU pocTa. B panHeM
JeTCTBE y peOeHKa OTMEeYalld TIOHOC U KOJIMKU B )KUBOTE, YTO Pa3peIIUIOCh OCTIE 3aMEHbI IETCKOM CMecH.
Korna B parmon 106aBuiy 00bIYHYIO UL, Y peOSHKA MOSIBUIICS 3JI0BOHHBIN CTYJI, COAEPIKAIMIA HeTepe-
BapeHHbIE YaCTUIIbI MUIIK. Ha BTOpOM roy *KU3HM MajbuuK IJ10X0 poc. OTMeuyeHa MoBkllIeHHas 3a00Jie-
BAaE€MOCTh PECIHPATOPHBIMH HH(pEKIUsIMHU. B cemMbe HU y KOTO HE OBLIO HU3KOTO POCTA, HAPYIICHHS ITHATA-
HUS WM XPOHUYECKUX JIETOYHBIX 3a00seBanuil. [Ipu ocMoTpe OTMEUeHbl CHU)KEHHE MACcChl TeJla U POCTa,
paccestHHbIC XPHUIIBI U HEOOJIBIIIOE pacIIUPEHNE HOI'TEeBBIX (asiaHT. B ocTallbHOM JaHHBIE ocMoTpa Oe3 ma-
tosnoruu. Kakoe 3ab6oneBanue MoxkHo npeanonioxuts? KakoBa ero stuonorus? Kak nacnenyercs nanHoe
3aboneBanue? Kakue cymecTByIOT MeTOIbl AuarHoctuku? Jleuenue?

3amada 2. Manpunk /. miectu JieT, HampasJiieH B JETCKYIO 00IaCTHYIO KIMHUYECKYIO OOJIBHUILY B CBSI3H C
YMCTBEHHOH 3aJIepKKOW U IMIEepakTUBHOCTHIO. OH HE CMOT MOCelaTh IeTCKUIl cajl, IOCKOJIbKY BeJl ceds
arpeccMBHO, MO OTHOIICHHIO K CBEPCTHHKAM, HE B COCTOSIHMM OB BBITOJHUTH 3a/laHUE, UMeN OeJHbIe
pedeBble U JBUTATEIbHBIC HAaBBIKU. B aHaMHe3e — 3azepikka pazBurus: cugen K 10-11 mecsuam, Hagan
xoauThb K 20, Mecsiiiam, TOBOPMII 2 WK 3 SICHBIX clioBa K 24 Mecsiam. B octansHoM pebeHok 310poB. Ero
MaTh U TeTsl IO MAaTEPUHCKOM JIMHUU HMeNn HeOoiblIue NpodaemMbl 00yueHus B I€TCTBE, s 10 MaTe-
PUHCKOM JIMHUU YMCTBEHHO 3ajep:kaH. [IpenBaputenpubiii nuarnos? [Ipuunna ero passutus? Tum Hacne-
nosanus? [Ipennoxure MeToAbl AMATHOCTUKY U HAIIPABJICHUE JICUCHHUS.

3anaua 3. [Ipu oOcnenoBanuu 310poBoro 16-neTHero yuyeHuKa MKoJjbl BBISBICHO: aCTEHUUECKOE TeNI0CII0-
KeHue, Heboubas eopMarisi rpyIuHbI 110 TUITY «KYPHUHOW» TPYIU, apaxHOJAKTHIINS, CTPUH Ha IIeYax
u Oenpax, ayCKyJbTaTUBHBINA IIyM, CBUAETENbCTBYIOIUI 0 IUCHYHKIUN a0pTAIbLHOTO KJlanaHa. DXoKap-
nuorpadust BeISIBUIIA paclIMpeHNe KOPHS a0pThI € a0pTalIbHOM peryprutanueil. OdranpMonoruyeckoe 00-
clleZIoOBaHME MOKa3aJIo JIETKOE JBYCTOPOHHEE CMEIIeHUe XpycTaiuka kBepxy. Kakoe 3abosieBaHue BbIsB-
neno y noapoctka? Kak ono Hacnenyercs? KakoBa atronorus nanHou natosorun? Kak yctaHaBimBaeTcst
nuarHo3 (kpurepun)? HanpaBneHus jneyeHus U NpopUIaKTHKU OCIIOKHEHHUNA?

3anaua 4. Manbuuk 2 J1eT, IpOXOIUT 00CIeJOBaHUE B CBSI3U C OOHApY)KEHUEM 5-U IMATEH I[BeTa «Kode ¢
MOJIOKOMY», TpH U3 HUX Oosiee 5 MM B quamertpe. [Ipu ocMoTpe He ObLIM BBISIBIEHBI BECHYIIKH B MOJMBI-
HIEYHBIX WIM MaXOBBIX 00JacTAX, MOPOKH pa3BUTHUS KOHEUHocTed u HelpopuOpombl. KnuHuueckuii
OCMOTp 000UX poauTEese He BBIABHI MPHU3HAKOB HelipopubdpomaTo3a. MOXKHO 1M YCTAaHOBUTH JUArHO3
HeifpoguOpomaroza? KakoBbl ero auarHoctuueckue kputepun. Kak Hacnenyercs gaHHoe 3a0oseBaHue?
Kaxosa ero stnonorus. Tpebyetcs n1u B JaHHOM cityuae JieueHue? Bpauebnoe HaOmtoneHue?

3anaya 5. Ponurenu 1eBoUYKd oOpaTUIIUCh K Bpady C )kajlo0aMu Ha HaIU4yue y peOeHKa 3yIsAIINX KOXKHBIX
BBICHINTIAHUH U MJI0X0€ NpubaBneHue B Bece. [locne Hayana BCkapMIIMBaHUS y HEe MOSBUIIOCH LIETyIICHHE
Y TUIIEPEMHUSI KOKU 11IeK, KOHEUHOCTEH, conpoBokaatomuxcs 3ynoM. [locie Hayana npukopma 3TU NposiB-
JICHUS YBEJIIMYMITUCD, TIOSBIIIMCH CPBITMBAHUS, MJI0X0N coH. PebeHok ctan 6ecriokoiHbIM. Bpau — nepma-
TOJIOT PacI€HWJI 3TH U3MEHEHHUs KaK SKCCY/IaTUBHBIN AMaTe3 U Ha3HAUYMUJI BHYTPh aHTUTHCTAMUHHBIE TIpe-
napaThl © MECTHO — LIUH/I0JI (ITOJICYIIMBAOIIEe, AaHTHUCENITHUECKOE CpeicTBO). Jleuenue addexra He aao.
Habmonaercs mukpouedanis, moBbILIEHHE CYX0XKWIbHBIX pe(IeKCOB, THIIEPKUHEDI, cyioporu. OTMeua-
eTcs CHH)KEHHE MUTMEHTAIuN KOXKH, Bojoc. PanyxHble 06010uku romyboro msera. Bamr npenmnonoxu-
TENBHBINA auargo3? Drtuonorus? Tum HaciiemoBaHUs TaHHOTO 3a0oieBanua’? Kakue ucciaenoBanus HeoO-
xoaumo nposectu? Hanpasnenus neueHus?
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3agava 6. Ha KOHCYyJIbTallMIO HAMPABJIEH MAJIBUUK 7 JIET MO MOBOY MPEXKIEBPEMEHHOIO MOJIOBOTO CO3pe-
BaHus. [Ipyu ocMOTpe BBISBICHBI YBEIWYCHHBIE TEHUTAINN, HAYaBIIeeCss OBOJIOCEHUE JIOOKOBOH 00J1acTH,
MUTMEHTAlMS] MOIIOHKU. Manbuuk oTcTaet B pocte, HapymeHusa [{HC kak npuunHa npexaeBpeMeHHOr0
CO3peBaHUS UCKITIOYCHBI. Kakoil Juarno3 MOKHO PEINOIOKUTE? ITHONOTHS JaHHOTO 3a0oeBanus? Tun
HacJIeIOBaHMs TaHHOW maTtojioruu. Kakue HomomHUTENbHbBIE HCcaeloBaHusl HeoOxoaumo npoBectu? Jle-
yeHue?

3anaga 7. Ha KOHCYIbTAIMIO OOPATUIIACH CEMbsI, B KOTOPOW BTOPOI peOSHOK, IeBOYKA, POJIMUIACH C TIOPO-
KOM pa3BUTHS JIEBOU PYKH — JIy4eBOM KOCOPYKOCThIO. [Ipu pentreHorpaduu odHapykeHa runoriazus Jy-
4yeBoid kKocTH. [Ipu ocMoTpe OBLIT 3am003pEH BPOXKACHHBIN MOPOK Cep/Ia, a MPU MPOBEACHUN JTOTOIHU-
TEJIbHBIX MCCIEAOBAHUN MOATBEPKACH Ne(eKT MEeXKelylI0ukoBod neperopoaku. Ilomumo 3toro, y ne-
BOYKH OTMEYAIOTCS KIMHOJAKTHIIHS 5-T0 Mayblla, HeOObIas runorasus Kirounil. [Ipu ocmotpe poau-
TeJel y oTia pedeHKa BbISBIICHA TUIIOIIIA3Ks IEPBOTO Malblia MPaBoil pyKHu, BOPOHKOOOPAa3HOE BIABJICHUE
IPYIUHBI JIETKOH CTETIeHH, IPOJIATIC MUTPAJILHOTO Ki1anaHa. MaTh U cTapiimid Opat 1eBOYKH 3/10pOBHI. Bai
nuaro3? K kakol rpymre marojaorud OTHOCUTCS 3To 3aboneBanue? Dtuosorusa? Tumn HacnenoBanus? Me-
TO/bl JUATHOCTUKH U JICUCHUS?

3amaua 8. Y BTOpOro pedeHKa MOJIOABIX, 3[I0POBBIX POJUTENEH HAOIIOJACTCS JKENTyXa C MEPBBIX THEU
KU3HU, HermpsaMoi ounupyoun no 30 mr%, yBenuuenue nedeHu. [lepBbiii pebeHOK MOrud B pe3ynbTaTe
aQHAJIOTUYHOTO 3200JIeBaHUS B BO3pacTe 4-X JeT (ABYCTOPOHHSS KaTapaKTa, yBEINICHUE TICUCHHU, YKEITYIII-
HOCTh KOXXHBIX TIOKPOBOB, CYJOPOXHBIN cUHIpoM. [Ipeamnonoxurenbhblii iuarno3? [IpuunHa BO3HHUKHO-
BeHus 3a0oieBanns? KakoBa TakTKa Bpada B OTHOIIEHUH 3TOTO peOcHKa?

3amaga 9. Y peOeHKa B POIMIBHOM JIOME BBISIBIICHA IMOJIOKHUTEIbHAS PEaKIMsi MOYH Ha XJIOPH] Keje3a
(11). Kakoe 3aboneBanre MOXHO mpeanoioxutsh? Kak oHo Hacieayercs? KakoBa gaapHeiIIas TakTHKA
Bpaya B OTHOLIEHUH 3TOro pedeHka?

4. BpIcTyn/IeHHe € JOKJIAJaMU:

I'eppon Apun6asnba 1 ero KOHIENIUS «METa00IMUECKOro OJI0Kay.
Ankanrrorypust (mytaruu HGD -reHa okcua3sl TOMOT€THH3WHOBOM KHUCIIOTHI).
AnpOuHM3M. MyTanuu reHa THPO3MHKMHA3bI U TUIIBI AJIbOMHHU3MA.
Huctunypus. Myramuu rena SLC3AL 1 THITBI TUCTHHYPUU.

INanaxkTo3eMus u MyTalus ranakro3o-1-ocharypuaunrpanchepassl.
I'enb-monynsTopsl. Knaccudukanus u GpyHKIuu.

oakrwdE

CamocTrosiTe/ibHAS BHEAYIUTOPHAsA padoTa 00y4yaromxcs Mo TeMe:

3aoanus ons camocmosmenvHoll 6HeayOUumopHoU pabomsl CMyo0enmos no YKa3aHHol meme:

1) O3HaKOMHTBCS C TEOPETHYSCKUM MATEPUAIIOM IO TEME 3aHSATHS C UCTIOJIb30BAHUEM KOHCIIEKTOB JICKII I
W/WIIN PEKOMEHTyeMOM yueOHOI TuTepaTyphl.

2) OTBETUTH HA BOMPOCHI [T CAMOKOHTPOJIS:

e O01mas XapakKTepUCTUKA U KJIAaCCU(PUKALIUS

e Cunapom Mapdana, Maptuna-benn, neiipodpudpomaros.

e /lnarnoctuka u jeyeHne GeHUIKETOHYpUN

e /[MarHocTHKa U JIEUEHHE MYKOBUCIIA103a U CEMEMHON TMIEPXO0JIECTEPUHEMUN

e HBO u npu3Haku, NO3BOJISIOLIUE UX 3aI0A03PHTb.

o [Tpunnuns! panHeit tuarHoctuku u npopunakruku HBO.

e [IepBruuHbIe M BTOpUUHBIE 3(PPEKTH MyTaHTHBIX AJJIETCH.

¢ ATbOMHM3M, TAJIAKTO3EMHSL, TOMOLIUCTUHYPUS, AIKAITOHYPHS.

3) IIpoBepuTh CBOM 3HAHHMS C UCTIOIB30BAaHUEM TECTOBOTO KOHTPOJIS
1. Buibepume neckonbko npaguibHuIX OMeEemos.

HazoBute 3a0051eBaHus, STHONOTUYECKUM (PAaKTOPOM KOTOPBIX SBIISETCS MyTalMsl THMA "IKCIaHCUs
TPUHYKJICOTUIHBIX TIOBTOPOB'": ) CEpIIOBUIHO-KIIETOUHAs aHeMHUsI; 0) TaracceMust; B) Muoauctpodus ro-
menHa-bekkepa; r) cunapom Fra-X; n) xopes ['eHUHITOHA; €) MyKOBUCIIUI03.
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2. Bvibepume 00un npasuivbHblil omeemn.

VYkaxkurte BeposTHOCTh TOBTOPHOTO POKIACHHUS OOJIHLHOTO peOeHKa B CEMbE, B KOTOPOI POAUTENH 3/10-
POBBI U UMEIOT OOJIBHYIO JIEBOUKY C CHHApoMoM MapdaHna (ayToCOMHO-TOMUHAHTHBIN THI HacleaoBa-
Hus): a) 50%; 6) 6mu3ko k 0%; B) 100%; 1) 75%.

Omeem:1—r), n), 2 —0).
4) TToaroToBUTH pedepar 1o CICAYIOIUM TeMaM:
7. T'eppon Apunbainba 1 €ro KOHIETIHUS «METa0O0IHIECKOTo OJI0Kay.
8. Aunkanronypus (myranuu HGD -rena okcraa3zbl rOMOT€THH3HHOBOM KHUCIIOTHI).
9. Anp6unu3M. MyTtanuu reHa TUpO3MHKHWHA3bI U TUIIBI aTbOMHU3MA.
10. Huctunypus. Myramuu rena SLC3AL 1 TUIBI TUCTUHYPUU.
11. 'anakTo3emus U MyTalus ranakto3o-1-bocharypuaunrpanchepassl.
12. TI'ensi-moaymstopsl. Knaccupukanus u GyHKIHH.

Pexomenayemas tureparypa:

OcHoOBHa4:

1. boukoB H.I1. Knuaundeckas reneruka: yaeOHuk aiist By30o8/ M.: TDOTAP-Menua, 2011-2018, 480c.
JlonomHuTeIbHAS:

1. Ko3sonun B.A., Koceix A.A., Poguna H.E. [IpenaTtanbpHast TUAarHOCTHUKA HACIIEACTBEHHBIX 3200-

JIEBAaHUU U BPO>KJIEHHBIX MIOPOKOB pa3Butus: yuebHoe nocooue Kupos: 2011.-88 c., ni.
2. Konenaesa E.B., Onyunna FO.H., Ko3sonun B.A., CrapkoBa E.B., bepecnera A.A. Pabouas Terpanp
1o nucuuIuiae «MeauiuHckas renetukay. Yacte 1 u 2: yueOHo-MeToanueckoe nocodue. - Kupos:
®I'bOY BO Kuposckuiit 'MY Munszapasa Poccun, 2021.-110 c. u 112c.
3. Konenaesa E.B., Poquna H.E. O61mas renetuka u reHeTuka yenoBeka: yueoHoe nocodue/ Kupos,
2016. - 69 c.
4. MyroBuH ['.P. M. Knunnyeckas renetuka. ['eHOMUKa U IpOTEOMHUKA HACTIEICTBEHHOI MaTOIOTUN
[DnmexTpoHHEI pecypc]: yaeoHOe mocobue/ IDOTAP-Meaua, 2010. - 832 c.: ui.
5. 'opOynosa, B.H., KopxeneBckas M.A. ['eHeTnka B KIMHUYECKOM MPAKTHKE: PYKOBOJCTBO IJIs Bpa-
yeit/CI10.: Crneryur, 2015.-329 c.
6. Mymkam6apos H.H., Ky3uenos C.JI. MonekynspHas ounonorus: Yue6. [locoOue ais cTy1eHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
DIIEKTPOHHBIE PECYPCHI:
1) http://omim.org/

Pasnen 3. 'ennbie 00J1e3HU.
Tema 3.4. MuTOXOHApPUAIbHAS NATOJIOTHS.

Heab: M3yuynTh TUIIBI MUTOXOHPHAIBHON ATOJIOTUH, THOJIOTHIO, TATOT€HE3 U KIMHUYECKYIO Kap-
THHY HanboJiee 4acTo BCTPEUAIOIINUXCSI CHHIPOMOB.

3agaum: PaccMOTpeTh OCHOBHBIE TEPMUHOJOIMUYECKHE MOHSATHS MHUTOXOHAPHAIBHBIX OOJE3HEH,
c(OopMUPOBATH HABBIKY IO IPUMEHEHUIO KIMHUKO-T€HEaI0rHueCKOro MeToAa JAJisl OIpeIeIeHHsI pUcKa Io-
SBJICHUSI IETeH ¢ MUTOXOHIPUAIbHOM MaToJorHel, pa3odpaTh OCHOBHbIE CHHIPOMBI IPU JAHHOM MaToJI0-
TUHn.
Oo0yuarommiicsi 10/12KeH 3HATb.
Crtpoenue u pyHKITUH MUTOXOHIPHI, 0COOCHHOCTH MUTOXOHIPHAIIBHOTO TeHOMa DTHOJIOTHIO ¥ THUITH MU-
TOXOHJpUANBbHBIX Oone3nel. Knaccupukanuio MuToxoHapransHoi natojaoruu. [laTorenes MUTOXOHIpHU-
albHBIX Oose3Hel. Knuanueckue IIPOABJICHUSA HanOoJIee YacTo BCTPECUYAOIIHUXCA MUTOXOHAPHUAIIBHBIX CUH-
JPOMOB.
Oo0yuarommiicst 10/I2KeH yMeThb.
Hcnonp30BaTh KIMHUKO-TEHEAIOTHUECKUN METOJ Ul ONPEEIICHNs PUCKA MUTOXOHIPHAIIBHOM MaTOoJI0-
TUH, TPU HATMYUH OIPEJIETICHHOI0 CUMIITOMOKOMILIIEKCA 3al10/103pUTh 3a00JI€BaHKe, CBI3aHHOE C aTOJI0-
ruei MUTOXOHJIpUI ¥ Ha3HAYUTh 00CIIeIOBaHHE.
Oo0yyaomumiics 10J5KeH BJIA1eTh.
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Mennko-0noJ0ornuecKkuM MOHATHHHBIM annaparoM. MeTogaMu HM3ydeHUsl HacleICTBEHHOCTH YeJIOBEKa.
HaBpikamMu noncka MeAMIMHCKON MH(pOpMaLUU B y4eOHOM, HAyYHOH TuTepaType, B TOM YHCIE C UCTIONb-
30BaHMeM ceTd VIHTepHeT; HaBbIKaMU MPEJCTAaBICHUS U O0CYXKIEeHUs MeAULIMHCKONW uHpopMmaruu. baso-
BBIMH TEXHOJIOTHSIMH MpeoOpa3oBaHusi MHPOPMAIIUN: TEKCTOBBIE, TAOJUYHBIC PEIAKTOPHI, MIOMCK B CETH
HurepHer.

CamocTosiTe/ibHAsA ayJUTOPHAsI padoTa 00y4alouuxcs no TemMe:

1. OTBeTHTH HAa BONPOCHI 110 TeMe 3aHATHS.

Bormpocsr a1 codbecenoBanus:

['eHOM MUTOXOHIpUI.

Oco0eHHOCTH MUTOXOHAPUATILHOTO HACTICIOBAHUS.

DTHOJIOTHS U TATOT€HE3 MUTOXOHIPHAITLHBIX 3a00JIeBaHUI

Krnaccudukamms MUTOXOHIPHIIBHOHN MaTOJIOTHH.

OcHOBHBIE KITMHUYECKHE MPOSIBICHUSI MUTOXOHIPUATHHBIX 3200JICBaHHIA.

OCHOBHBIE KIIMHAYECKHUE MTPOSIBIICHUS MUTOXOHIPUAIBHBIX CHHIPOMOB M 0oJie3HEH (aTpodust
JIMCKOB 3pUTENLHBIX HEpBOB JleGepa, cunapom Jles, MUTOXOHIpHUATBHBIC ITUTOMIATHH ).
7. KiuHuuyeckuit moJIuMopdU3M U €ro IPUYHNHBI, THOMHBIA UMITPHHTHHT.

ocourwhE

2. IIlpakTHYecKas MOAr0TOBKA.

Padora 1. CTpoenne MUTOXOHAPHIA.

Lenv pabomei: I3ydauTh 0COOCHHOCTH CTPOSHUS OPTaHOMIA.

Hapucyiite u B paboueli TeTpay MOAMUIINTE CTPYKTYPHBIC 3JIEMEHTHI MUTOXOHIPUH.

Brinonnenue pa6OTBI BCACTCA B (bopMe 06CY)I(I[6HI/IH BMECTC CO CTYACHTAMU UMCIOIUXCA JaHHBIX.

Pagora 2. CTpykTypa MUTOXOHAPHAJIBLHOI0 TeHOMA.

Llenv pabomul: VI3yuuTh CTPYKTYPY MUTOXOHPUAIBHOTO T€HOMA, €0 OTJIIMYHS OT siiepHoro. Mcnomnb3ys
MIPETIOKEHHYIO CXEMY, TPOAHAIU3UPYHTE OpraHU3alU0 TeHOMAa MUTOXOHAPHUH.

[lepepucyiite TaHHYIO CXeMY B paOOUYIO TETPAb.
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Breimumute TeTpaldb q)YHKI_II/II/I IMPOAYKTOB OKCIIPECCUU BCCX YKA3daHHBIX 'CHOB U PETYIIITOPHBIX obOacrei.
Brimonnenue pa60TLI BCACTCA B (bopMe 06CY)K)ICHI/I$I BMECTC CO CTYACHTAMH UMCIOIINXCA JaHHBIX.

Pa6ora 3. MUTOXOHAPHAJILHBII THIT HACIEI0BAHUS.

Lenb pabomol: U3yunTh OCHOBHBIEC XapAaKTEPUCTUKH TAHHOTO TUIIA HACTICIOBAHUSI.

[IpoananuzupyiiTe poAOCIOBHYIO, OMPECIIUTE XapaKTepHbIe 0COOEHHOCTH, AEMOHCTPUPYIOIINE MUTOXOH-
JpUAIbHOE HACJIE0BaHUE 3a00JIEBaHMSI.

[Tepenecute B pabouyro TeTpaab JAHHYIO CXEMY.

Cxema. MUTOXOHApUAIBHBINA TUIT HACIIEIOBAHMS.
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OTBeTbTe Ha ClIEeAYIOLHE BOIPOCHL:
1) BcrpedaeMocTh MpU3HAKa B TOKOJICHUSIX?

2) 3abo0sieBacMOCTh CPEIM MYKUMH M )KEHIIHH?
3) Hanuuwme npusHaka y aeTeit 00J5HOr0?

4) Hannuue npu3Haka y gereii 00JbHON MaTepu?
5) BeposTHOCTH HAacIeOBAHKS Y JEBOUYCK?

Brinonnenue pabotel Begercs B hopme 00CykI€HNS BMECTE CO CTYI€HTaMU UMEIOIINXCS JaHHBIX 110 MU-
TOXOHAPUAIBHOMY TUITYy HaCJIEeI0OBaHUS.

PaGora 4. MuTOoXOHAPHAJIBHAS NATOJIOTHUS.

Lenv pabomui: I3yunts Hanbomee paclipocTpaHeHHbIC 3a00JI€BaHUs, CBA3AHHBIE C MUTOXOHIPHATHHBIM
TUIIOM HaciiefioBaHMs. Vcnonb3ys daHHbIe pedepaTUBHBIX COOOLIEHUH, pa300paTh reHeTHYeCKue Mexa-
HHU3MBI 1 OCHOBHBIC KIIMHUYCCKNUEC CUMIITOMBI MHTOXOHI[pPIﬂJ'IBHOﬁ I1aTOJIOTHUH.

[lepenecure B pabouyto TeTpaab U 3aIOJHUTE CIETYIOIIYIO TaOIHILY.

3aboneBaHue KimHnueckas xapakTepucTika Tun HacienoBanus

1 2 3

ATpodus AMCKOB 3pUTENb-
HBIX HepBOB JleOepa

Cunapowm Jles
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Brimonaenue pabotel BeaeTcs B popMe 00CYKISHHsI BMECTE CO CTYIEHTAMH UMEIOIITUXCSI TAHHBIX IO MH-
TOXOHIPUAIBHON MATOJIOTHH.

3.BbIcTymieHHE € TOKIATAMU:
1. Cunapowm Jles (mogocTpas HEKPOTU3UPYIOIIAs SHIIS(HATOMUONIATHS) U MYTAIIUU [IUTO-
XPOM C-OKCHJIa3bl.
2. ATtpodus 1uckoB 3puTEIBLHBIX HEPBOB Jlebepa.
3. Cungpom MELAS.

CamocTosiTeibHAsi BHEAYUTOPHAsi pa00Ta 00y4alomuXxcs o TeMe:
3adanus 0 camocmosmenvHol 6HeayOUmopHoOU padbomvl CIYO0eHmo8 No YKA3AHHOU meme:
1) O3HaKOMHTBCS C TEOPETHYESCKUM MATEPUAIIOM 10 TEME 3aHSTHSI C UCIIOJIb30BAHUEM KOHCIIEKTOB JICKIHI
W/WIIM PEKOMEHTyeMOM y4eOHOM TUTepaTyphl.
2) OTBeTHTH Ha BOIIPOCHI JUIsi CAMOKOHTPOJIS:
e ['eHOM MUTOXOHIIpUH.
e Oco0eHHOCTH MUTOXOHJPUAILHOTO HACJIEI0BAHUS.
OTHOJOTHS U TATOTeHE3 MUTOXOHIPUAJIbHBIX 3a00JIeBaHNUI
Knaccudukanus MUTOXOHIPUIIEHON MATOJIOTHH.
OcHOBHBIE KJIMHUYECKHE MPOSIBICHUSI MUTOXOHIpUAIbHBIX 3a00JI€BaHUM.
OCHOBHBIE KIIMHUYECKHUE TPOSIBIICHUS MUTOXOH/IPHAIILHBIX CHHIPOMOB M O0s1e3Hel (aTpodust
JIICKOB 3pUTEIbHBIX HEPBOB Jlebepa, cuHpom Jlesi, MUTOXOHApUalIbHbIE LIUTONATHH).
e KiuHuuyeckuit mnonuMop@pu3M 1 ero NpUIUHbI, THOMHBIA UMITIPUHTHHT .
3) [IpoBepuTh CBOM 3HAHHMSI C UCTIOJIB30BAHUEM TECTOBOTO KOHTPOJIS.
1. Buibepume HeckonbKo npasuibHbiX OMeemos.

VYKaxkure NpU3HaKU, XapaKTepU3yIOIue MUTOXOH/PUANIbHBIM THII HacleI0BaHMs: a) POAUTENH pe-
OeHKa (EHOTHITMYECKH 3/I0POBBI, HO AHAJIOTHYHBIC 3200JIEBaHUS BCTPEUYAIOTCS Y CHOCOB mpobansa; 0) ChIH
HUKOTJa HE HacjeayeT 3a00JieBaHue OT OTLa; B) OJUHAKOBO YacTO 3a00JIeBaHUE BCTPEUAECTCs Y MY>KUMH U
y JKEHIIUH; POJUTENN 00JIHLHOTO peOeHKA 3I0POBHI; T') 32a00JIEBaHHE BCTPEYACTCS B KAKIOM TTOKOJICHUH.

2. Bvibepume 06a npasuibHbix omeema.

OTHONIOTHYECKUMHU (DaKTOpaMM MOHOTEHHOM HacleACTBEHHOM MAaTOJIOTUHU SIBJISIOTCA: a) MEPEHOC
y4JacTKa OJIHOM XpOMOCOMBI Ha Apyryto; 0) usmenenue crpykrypsl JJHK; B) B3aumopelicTBue renernye-
CKHX U CPEIOBBIX (PAaKTOPOB; I') MyTallui ['€HOB; /1) JeNelns, NyIUIMKAlUs, TPAHCIOKAlMsI yYacTKOB Xpo-
MOCOM.

Omeem:1—0), B), T); 2—0), I).
4) TToaroToBUTH pedepat/JoKIIa Mo CIACTYIONINM TeMaM:

4. Cunpapowm Jles (momocTpasi HEKpOTU3HMPYIOIas dHLIe(paToMUONaTHs ) U MyTalllH [IUTO-

XPOM C-OKCUJa3bl.

5. Atpodus TUCKOB 3pUTENbHBIX HEpBOB Jlebepa.

6. Cunapom MELAS.
5) BeImoynHUTE Apyrue 3aanus, MpeayCMOTPEHHBIC paboyeii MporpaMMoii o TUCIUIUINHE.
B paGoueii TeTpaan 3amoaIHUTh TEPMUHOIOTHYECKHH CIOBaph.

Tepmun

MUuTOXOHIpHAIIBHOE HACIEJOBAHUE —
Hacnenosanue matepuHckoe —
I'omomnazmus —

I'eTepomnazmus —

PennexatuBHas cerperaus —
D¢ ekt OyTBUIOYHOTO TOPJIBITIIKA —

Pexomenayemas iureparypa:
OcHoBHas:
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1. boukoB H.I1. Kimandeckas renetuka: yueonuk st By308/ M.: [DOTAP-Menna, 2011-2018, 480c.
JlonomHUTEIbHAS:
1. Koszeonun B.A., Kocbix A.A., Poguna H.E. [IpenaranpHas 1uarHoCTHKa HACIICICTBEHHBIX
3a00JIeBaHUI U BPOXKICHHBIX TOPOKOB pa3BUTHUs: yueObHoe mocobue Kupos: 2011.-88 c., nm.
2. Konenaepa E.B., Onyunna }O.H., Ko3sonun B.A., CrapkoBa E.B., bepecnera A.A. Pa6o-
qasi TeTpajb MO TUCHUIUTHHE «MenunuHckas reHetukay. Yacts 1 u 2: yaeOHO-MeToanIeckoe
nocobue. - Kupos: ®I'bOY BO Kuposckuiit 'MY Munznpasa Poccuu, 2021.-110 c. u 112c.
3. Konenaepa E.B., Poquna H.E. OGmias reHeTrka U reHeTHKA YeloBeKa: ydeOHoe mocooue/
Kwupos, 2016. — 69 c.
4. MyrtosuH I'.P. M. Knunndeckas reHeTrka. ' eHoOMHKa U IPOTEOMUKA HACIIEICTBEHHOM T1a-
TOJIOTHH [ DIEeKTpOHHBIN pecypc]: yueOHoe nocobue/ I'DOTAP-Menua, 2010. - 832 c.: .
5. T'opbynoga, B.H., KopxeneBckas M.A. I'eHeTHKa B KIMHUYECKOHN MPAKTHKE: PYKOBOJICTBO
st Bpaued/CII6.: Crnewut, 2015.-329 c.
6. Mymkambapos H.H., Ky3uenos C.JI. Monekynspras 6uomnorus: Yue6. [locobue s cTy-
JIeHTOB MeA.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
DNEKTPOHHBIE PECYPCHI:
1) http://omim.org/

Pa3znen 4. XpomocomMHasi IaToJI0rusl.
Tema 4.1. O01mas XapaKTepUCTHKA XPOMOCOMHOM NAaTOJIOTHH.

Heab: M3yunth THUIBI XpOMOCOMHBIX MYTalMil, STHOJOTHIO, ATOTE€HE3 U KIMHUYECKYI0 KapTUHY
HanboJIee YacTo BCTPEUYAIOIIUXCS XPOMOCOMHBIX CHHJIPOMOB.

3agaum: PaccMOTpeTh OCHOBHBIE TEPMHHOJIOTUIECKHE TOHITHS XPOMOCOMHBIX 00JI€3HEH, 00yIUTh
CTYJICHTOB MPUMEHEHUIO [IUTOJOTMUYECKUX METO/IOB JJIsl ONPEIAECICHHUS] pUCKA MOSIBJIECHUS JETEH ¢ XpOMO-
COMHOU marosiorueit (naTepdasHpiii 1 MeTada3zHblii METOIBI).
Oo0yuarommiicsi 10/I2KeH 3HATb.
1. o u3yueHus tembl (0a3uCHbIE 3HAHUS) — CTPOCHUE XPOMOCOM U METObl UX MU3yUEHUS; TUIIBI XPOMO-
COMHBIX MyTalUu.
2. Ilocie n3yueHus! TEMbI — MEXaHU3MBbl BOSHIKHOBEHHSI XPOMOCOMHBIX MYTAIlli B IEPHO/I raMeTOreHe3a
U UX TOCIEACTBUS; KIACCU(UKALUIO XPOMOCOMHON MATOJOTUU; 3THOJIOTHIO, KIMHUYECKHE MPOSBICHUS
HauboJIee YacTo BCTPEUAIOLIUXCS XPOMOCOMHBIX CHHJIPOMOB.
OOy4arommiics 10/IZKeH YMeThb.
Onpenensite TUI XPOMOCOMHOM MyTaluu Mo (GoTorpaguu U 1Mo MUKpOIpENnapaTy KapuoTHIIa YEIOBEKa.
OmnpenensTh THIBI raMeT, 00pa3yoUMXCcs MPU Pa3InYHbIX XPOMOCOMHBIX MyTalusxX. PemaTs 3a1aun Ha
oTpesiesIeHUE BEPOSTHOCTH MOSBICHUS NAaTOJIOTHMH B 3aBUCHMOCTH OT THIIa XpOMOCOMHOM MyTauuu. [1pa-
BUJILHO HCIIOJIB30BAaTh COOTBETCTBYIOILYO TEPMUHOJIOTHIO.
OO0yuaromuiicsi 10/I2KeH BJIad€Th.
Mennko-0noJ0orHuecKuM MOHATHHHBIM annapatoM. MeTogaMu M3ydeHUsl HacleICTBEHHOCTH YelloBeKa.
HaBpikamu moncka MeIMIIMHCKON HH(OpMAIMU B yueOHOM, HAYYHOH JTUTEPATYPE, B TOM YHCIIE C UCTIOJb-
30BaHHeM ceTu VIHTepHeT; HaBbIKaMH MPECTaBICHUS U 00CYXJIeHUs MeluIuHCKol nHpopmaruu. bazo-
BBIMH TEXHOJIOTUSMHU MpeoOpazoBaHusl WH(GOPMALMU: TEKCTOBBIE, TAOJMYHbIE PEAAKTOPHI, IOUCK B CETU
HurepHer.

CamocrosiTesibHAs Ay IUTOPHAasi padoTa 00y4aroIMXcst M0 Teme:
1. OTBeTHTH Ha BONPOCHI MO TEMe 3aHATHS.
Bompocsr 11 cobecenoBanus:
1. CrpykrypHO-(DyHKIIMOHAIbHAS OpraHU3alMs XpOMOCOM.
2. XpOoMOCOMHbIE MyTaIlH. BHUIbl XpOMOCOMHBIX MEPECTPOEK.
3. Tlepmonbl rameTOreHe3a M PHCK BOSHUKHOBEHUS XPOMOCOMHBIX MYTaIIHH.
4. Kiaccuduxanus XxpoMOCOMHOM MATOJIOTUU 110 TUITY MyTalUi.
5. OcobOeHHOCTH TaTOTeHEe3a XPOMOCOMHBIX O0JIE3HEH.
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6. OCHOBHBIE KIIMHUYECKUE MTPOSIBJICHHUS.
7. Dtambl ¥ BO3SMOXHOCTH UHTEP(a3HBIX U MeTa(a3HbIX IIUTOI€HETHYECKUX METO/IOB B TEHETHUKE
YeJI0BEKa.

2. [IpakTHYecKkasi MOATOTOBKA.
Pa6ora 1. Hapymenusi HOpMaJbHOT0 KapHOTHUIIA.
Lenv pabomul: U3ydnTh N3MEHEHUST KAPUOTHIIOB IPH HanOO0JIee PacpOCTPAHEHHBIX XPOMOCOMHBIX 3200-
neBanusix. [lo mpencraBneHHbIM GoTorpadusM KapuoTuiia O0IBHBIX ¢ XPOMOCOMHOM MMATOJIOTHEH Orpe-
JEITUTE TUI XPOMOCOMHBIX MYTaIlUH.
OTBeTbTe B paboyeli TeTpaIy Ha CIICIYIOIINE BOIIPOCHL:

1) Twum XpoMOCOMHON MyTaIlHH.

2) MexaHu3M BO3HUKHOBEHHS MyTaI[HH.

3) Hazsanue 3a00j1eBaHMUs.

4) TIoBTOpHBIN PUCK POXKAECHUSA OOIBLHOIO peOEHKA B CEMbE.

5) Ipodunakrryeckue MEpOIPHSTHSL.
BrimonHenue paboTsl BeneTes B opMe 00CYKISHHSI BMECTE CO CTYACHTAMH UMEIOIINXCS TAHHBIX 110 XPO-
MOCOMHOM MaTOJIOTUH.

PaGora 2. HaciencrBeHHbIe 3200/1€BaHUsA, CBSI3AHHbIE ¢ MUKPOCTPYKTYPHBIMH HAPYILIEHUSIMH XPO-
MOCOM.

Llenv pabomol: I3yunTh 0COOEHHOCTH KIMHUYECKUX MPOSBICHUI HACIIeCTBEHHBIX 3a00J€BaHUM, pa3BuU-
THE KOTOPBIX BbI3BAHO MUKPOCTPYKTYPHBIMU HapYILIEHUSMHU.

Ilepenecure TabauIly B pabouyro TETPaib.

Hacnencreennrie O6mnactp mukpoze- | Yacrora B nmomnyisi- | OCHOBHbIE CHMIITOMBI
CHHJIPOMBI JCUUU WK AYIUTA- | LUK
KaI[{{ XPOMOCOMBI
Muxkponenenuu
Cungpom  Ilpanmepa- | del(15)(q11-13) 1:20 000-1:25 000 | YMcTBEeHHast OTCTAIOCTh, OKUPE-
Buiu B XpPOMOCOME OT HHE, MAICHBKHE KMCTH M CTOIIBI,
oTIIA TUTIOTOHHMS
Cunapom Anrens- | del(15)(ql1-13) 1:20 000 3HauynTebHAsS YMCTBEHHAsI OTCTa-
MaHa B XpOMOCOME OT JIOCTh, 3aJI€pPXKKa PEYH, aTaKCHf,
Marepu MPUCTYIIBI CMEXa
Cunapom Bumbsmca | del (7)(ql1.23) 1:20 000-1:50 000 | YMcTBeHHAs OTCTAJOCTh, CICIH-
(dudeckoe U0, BPOXKICHHBIC TO-
POKH cep/ra
Cungpom  Bomsda- | del(4)(pl6) 1:100 000 ['unorpodust, Mukponedanus, Bbl-
XupixopHa CTyMHamoIue HaJAOpOBHBIC YTH,
BBICOKHH JI00, SMTUKAHT, MTO3, I'H-
MIEPTENOPU3M, KIIFOBOBHIHBIN HOC,
MHKpPOTHATHs, YMCTBEHHAsI OTCTa-
JIOCTh
Cunapom  Jlanrepa- | del (8)(q24) 1:30 000 YMCTBEHHAs! OTCTAJIOCTh, XPsIIIe-
I'nmeona BBIEM30CTO3BI, CBOCOOpa3HOE
JIMIIO, TPYIIEBUIHBINA HOC
MHUKpOAYTUTHKAIIAH
Cungpom Kopuemuu | dup(3)(925-929) 1:10 000-1:30 000 | Hu3kuii pocT, JHUIEBBIE MHKPO-
ne Jlanre aHOMAJIMH, TOPOKHU CEep/Illa, BeIpa-
»KEHHAs1 YMCTBEHHAs! OTCTAIOCTh
Cungpom  beksura- | dup(11)(pl5) I'pppka mymoyHOTO  KaHATHKAa,
Bunemanna MaKpOTJIOCCHS, THTAHTU3M, THITO-
TIIMKEMUs, MUKPOIIe(aunsi, BPOXK-
JICHHBIC TOPOKH  BHYTPEHHHUX
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ITo npencraBiaeHHbIM GoTOrpadusM OONBHBIX C MUKPOXPOMOCOMOM MATOJIOTHEH ONPEeIUTe BEPOSATHBIN
JMArHo3.

Brimonnenue paboTsl BeaeTcs B opMe 00CYKIEHUS BMECTE CO CTYACHTAMHU UMEIOIINXCS IaHHBIX IO XPO-
MOCOMHOM ITaTOJIOTUH.

PadoTa 3. AHOMAJIMHU 110 NOJIOBBIM XPOMOCOMAM.
Lenv pabomei: U3yunTth uHTEp(DA3HBIA METOT TMATHOCTUKUA XPOMOCOMHBIX 3a00JICBAaHHH.
[Tepenecure ciienyomyo TabauIly B pabodyio TETpab.

I'enotun sitne- | 'enotun cnep- | ['enotun 3urotel | Hazpanue  cuH- | YncCIo risi-
KJIIETKM [O II0- | Maro3ouzaa II0 | O MOJIOBBIM | ApoMa 00K IIOJIO-
JIOBBIM XPOMO- | TOJOBBIM XpO- | XpOMOCOMaM BOTO  XpO-
comMam MOCOMaM MAaTHHa

XX X

0 X

XX v

0 v

3. BeIcTymuieHue ¢ JOK/IaaMHu:
1. MukpounnupoBanue. [[pHHIUIIBI TEXHOIOTHH HCITIOIBE30BAHIS OMOIOTHIECKUX MUKPO-
YUIIOB.
2. Drtudeckue npodsieMbl MPO(YUIAKTHKH, THATHOCTUKHU U JICYSHHUSI XPOMOCOMHBIX 00J1e3-
HEW.

CaMocTosiTeIbHAsI BHEAYyAUTOPHAs padoTa 00y4yarouuxcs no reme:

3aoanus ons camocmosamenvHOU 8HeayOUMoOpHOL pabomul CMyOeHmos no YKA3aHHOU meme.

1) O3HaKOMHUTBCS C TEOPETHYCCKUM MATEPUAIIOM 10 TEME 3aHSATHS C UCTIOJIb30BAHUEM KOHCIIEKTOB JICKIIU I
W/WIIN PEKOMEHTyeMOoM yueOHOI TuTepaTyphl.

2) OTBETUTH HA BOMPOCHI [ CAMOKOHTPOJIS:

CTpyKTypHO-QYHKIIMOHAJIbHASI OPTaHU3aUsI XPOMOCOM.

XPpOMOCOMHBIE MyTalluX. BUIbI XpOMOCOMHBIX IIEPECTPOEK.

[lepnonel rameToreHe3a U PUCK BOSHUKHOBEHHSI XPOMOCOMHBIX MYTAaIlHi.

Krnaccugukanys XxpoMOCOMHO# MaTOJIOTHUH MO TUITY MyTaIuil.

Oco0eHHOCTH TTaTOTeHEe3a XPOMOCOMHBIX OOJIE3HEH.

OCHOBHbBIE KITUHUYECKHUE TPOSIBICHUSL.

DTarnbl 1 BO3MOKHOCTH HHTEP(Ha3HBIX U MeTa(a3HbIX IUTOTEHETUYECKUX METO/IOB B TCHETHKE
YeJIoBeKa.

3) IIpoBepuTh CBOM 3HAHMUS C UCTIOJIB30BAaHUEM TECTOBOTO KOHTPOJIS.

1. Buibepume 08a npaguibHbIX 0OMEEmos.

Kakwne BHIIBI XpOMOCOMHBIX aHOMAJIMH HE BCTPEYAIOTCS Y )KUBOPOKICHHBIX: a) TPUCOMHUH TI0 ayTO-
coMam; 0) TPUCOMUH T10 TOJOBBIM XPOMOCOMaM; B) MOHOCOMHH 110 ayTOCOMaM; T') MOHOCOMHH 110 X-Xpo-
MOCOME; ) HyJUIMCOMUS TI0 X-XPOMOCOME.

2. Bvibepume 06a npaguibHulx omeema.

Kakne myTanuu OTHOCSTCS K TEHOMHBIM: a) MHBEPCHH, TPAHCIOKAINH, AYTUINKAIIUH, JETEIHH; 0)
TOJTUTUTON T Y, aHEYTUTOUINH; B) TPUTUIONINH, TETPATUIONINH; T) BHYTPUXPOMOCOMHBIE H MEKXPOMOCOM-
HBIE TIEPECTPOUKH.

Omeem:1 —B), n); 2—0), B).
4) IMoaroroBuTh pedepat/ 0K M0 CASTYIONUM TEMaM:
3. MuxkpouunupoBanue. [[pUHITUIBI TEXHOJIOTHH UCTIOIH30BAaHUS OMOIOTUIECKIX MUKPO-
YUIIOB.
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4. Drtrdeckue nmpoodeMbl MPOPUIAKTUKH, TUATHOCTUKH U JICUCHUSI XPOMOCOMHBIX 00J1€3-
HEH.
5) BbIMONHUTD IpyrUe 3a1aHusl, TPEAYCMOTPEHHBIC pabodeii MporpaMMoii 1o TUCIUTLIHHE.
B paboueii TeTpaau 3a110JHUTh TEPMUHOJIOTUYECKUH CIIOBAPb.
Tepmun

HuTepcTuninanbHas Aenenus —

TepMmuHanbHas nenenus —

Nxoxpomocoma —

[TapanenTpuyeckas HHBEpCUS —

[lepunieHTprUecKass HHBEPCUS —

PobepTcoHOBCKas TpaHCIOKALIUS —

Mo3auimsm —

AHeyronaus —

Ionmunmonnus —

Bpaxunedanus —

ONUKaHT —

Maxkporaoccus —

Knunopakruims —

Mukpouur —

Pexomenayemas imreparypa:
OcHoBHas:
1. boukoB H.II. Knuaundeckas renerrka: yaeOHuk aiist By30/ M.: TDOTAP-Menua, 2011-2018, 480c.
JlonomHuTEbHAS:
1. Koszeonun B.A., Koceix A.A., Poguna H.E. IIpenaranbnasi AMarHoCTUKA HACIEICTBEHHBIX
3a00JIeBaHUI U BPOXKJICHHBIX MTOPOKOB pa3BUTHs: yueOHoe mocobue Kupos: 2011.-88 c., umn.
2. Konenaera E.B., Onyunna FO.H., Ko3ponun B.A., Crapkosa E.B., bepecunera A.A. Pa6o-
Yasi TeTpajb Mo JucHumuinHe «MeauiHckas renetuka». Yacts 1 u 2: yueOHO-MeToIn4ecKoe
nocob6wue. - Kupos: ®I'60OY BO Kuposckuit MY Munsnpasa Poccun, 2021.-110 ¢c. u 112c.
3. Konenaera E.B., Poguna H.E.. O0mas reneTrka u reHeTHKa YeloBeKa: yueOHoe nocooue/
Kupos, 2016. — 69 c.
4. MyrtosuH ['.P.. M. Knuanueckas renetuka. ' eHOMUKa 1 MPOTEOMHKA HACJIEICTBEHHOM T1a-
ToJIOTHH [ DIEKTPOHHBIN pecypce]: yuebnoe nocodbue/ [DOTAP-Menua, 2010. - 832 c.: uin.
5. T'opbynosa, B.H., KopxxeneBckast M. A.. 'eHeTuKa B KIMHUYECKOHN NMPAKTUKE: PYKOBOJI-
ctBo Juist Bpaueit/CI16.: Cnemnut, 2015.-329 c.
6. Mymkambapos H.H., Ky3uenios C.JI. Monekymnspras 6nosorus: Yueo. [Tocodue s cry-
JIeHTOB MeA.By30B; M.: MUA, 2016 - c.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
7. DNEKTPOHHBIE PECYPCHI:
1) http://omim.org/

Pa3nen 4. XpomocomHasi naTosiorus.
Tema 4.2. Xpomocomuasi natoJiorusi. Kinunnueckue gopmsl.

Heab: M3yunth THUIBI XpOMOCOMHBIX MYTallUil, STHOJOTHIO, TATOTEHE3 U KIMHUYECKYI0 KapTUHY
HanboJiee YacTo BCTPEUAIOIIMXCSI XPOMOCOMHBIX CHH/JPOMOB.

3agauu: PaccMOTpeTh OCHOBHBIE TEPMUHOJIOTHYECKHE TOHITHUS XPOMOCOMHBIX 00J1€3HEH, 00y4UTh
CTYJEHTOB IPHUMEHEHUIO IIUTOJIOTMYECKUX METOMOB AJIs OINpPENEICHHS TUIIA XPOMOCOMHBIX MYTallHii,
pa3zo0paTh OCHOBHBIE CUHAPOMBI IIPU JAHHOW MaTOJIOTHH.
Oo0yuarommiicsi 10/12KeH 3HATb.
1. 1o u3yuyenus temsl (0a3uCHbIE 3HAHUS) —CTPOCHHUE XPOMOCOM U METOJbl UX U3YYEHUS; THUIIBI XpPOMO-
COMHBIX MyTalui.
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2. [locne u3yyeHus: TeMbl —MEXaHU3Mbl BOSHUKHOBEHHSI XpPOMOCOMHBIX MYyTalluii B MIEpUOJI TaMETOreHe3a
U WX TIOCTEACTBHUS;, KIACCHU(PHUKAIIMIO XPOMOCOMHOM MATOJIOTHH;, 3TUOJIOTHIO, KIMHUYECKUE MPOSBICHUS
HanboJee YacTo BCTPEUAIOLIUXCS XPOMOCOMHBIX CHHJIPOMOB.

OOyuaromuiicst 10/2KeH YMeTb.

OnpenensTb TUI XPOMOCOMHON MyTaluu Mo ¢Gororpaduu U Mo MUKPOIIpenapaTy KapuOTHUIIA YEJIOBEKa.
OmnpenensTe THIBI raMeT, 00Pa3yIOLUMXCs MPU PA3IMYHBIX XPOMOCOMHBIX MyTauusxX. Pemars 3amaun Ha
ONpeJIeJICHUE BEPOSITHOCTH MOSIBJICHUS [TaTOJIOTMH B 3aBUCMMOCTH OT THIIA XpOMOCOMHOU MyTanuu. [pa-
BUJILHO HCII0JIb30BAaTh COOTBETCTBYIOILYIO TEPMUHOJIOTHIO.

Oo0yuaromuiicsi 10/I2KeH BJIaJ€Th.

Meanko-0uoIornYecKMM MOHSITUMHBIM annaparoM. MerojaMu M3y4eHUs! HACJIEeICTBEHHOCTH YeIOBeKa.
HaBbikamu morcka MeTUIIMHCKON HHGOPMAIUU B y4eOHOH, HAYIHOU JTUTEpaType, B TOM YUCIIE C UCTIOIb-
30BaHHEM ceTu MIHTepHeT; HaBbIKaMH MPeACTaBICHUS U 00CYXIeHU MeIuIUHCKON uHpopmanuu. bazo-
BBIMH TEXHOJIOTHUSIMU TIPeoOpazoBaHuss WH(GOPMAIIMU: TEKCTOBBIC, TAOJMYHBIC PEAAKTOPHI, IOUCK B CETU
HurepHer.

CamocTosiTesibHAsI ayAUTOPHAsI pad0Ta 00yYarOIMXCS 110 Teme:
1. OTBeTHTH HA BONPOCHI 110 TeMe 3aHATHS.
Bompocsr 1t cobeceioBanus:
1. IIpoctsie BapuaHThl ayTOCOMHBIX Tprcomuii. Cunnpomsl: [layna, [Taray, DnBapaca.
2. Mozaummsm.
3. Cunapomsl, 00ycCIIOBICHHBIE CTPYKTYPHBIMH niepecTporikamu. Cunapomsl: Bonbda-Xupii-
XOpHA, «KOIIAYheT0 KPHUKAY.
4. Hapymenus B cucteme mosioBeix xpoMocoM. Cunapomsl Knaiindenstepa, Lllepemerckoro-Tep-
Hepa, TpuIuo-X.

2. IlpakTHyeckasi MOArOTOBKA.
PaGora 1. ®eHoTHIIHYECKHE H3MEHEHHs IIPH I'eHHbIX 3200JIeBAaHUSIX.
Lenv pabomei: VI3yunTh GEHOTUIIMYESCKHE U3MEHEHUSI TIPH HauOoJiee pacipoOCTPAHESHHBIX XPOMOCOMHBIX
3aboseBanusx. [1o mpeacraBieHHbIM (hoTorpadusiM OOJBHBIX C XPOMOCOMHOM MATOJIOTHEH OMpPEIeTHTe
3a00JeBaHuUs.
OtBeThTe B paboyeii TeTpajiy Ha CIIEAYIOLINE BOPOCHL:

1) Haspanue 3a00yeBaHus.

2) deHOTHUMHUYECKHE MPOSBICHUS (TEPMUH U €TI0 ONpPeIeICHHE).

3) MeTo/apl THarHOCTHKH.

4) Mero/bl JICUCHUSL.
BeinonHenne paboThl BeeTcs B hopMe 00CYKICHUSI BMECTE CO CTYICHTAMH UMEIOLIMXCS TaHHBIX T10 XPO-
MOCOMHBIM 3a00JIEBaHUSIM.

3. PemmmTh CUTYallHOHHBIE 321a4H.

1) Anroputm pa3dopa 3agad:

ITocTaBbTe MpeBAPUTEIBHBIN AUATHO3.

3anumure KapuoTHIlL.

KakoB MexaHN3M BOSHUKHOBEHHS ATOTO 3a00JIeBaHuUs?

Kakoit 0cHOBHOI1 METO/1 TMarHOCTUKHU 3TOT0 3a00IeBaHuUs?

Hanpasnenns neuenus?

2) IIpumep 3amaum ¢ pa30OpOM MO aJITOPUTMY.

[Tpu BHETIITHEM OCMOTpE MabuuKa 3-X JIST Bpad ONpeAeIiI Hamnane Opaxuiedanni, MOHTOJIOUIHTO pa3-
pesa a3, AMHUKaHTa, 1eopMalyy YIIHbIX PAKOBUH, MAKPOTJIOCCHUH, KIMHOJAKTHIINS Ha KUCTSIX.

Pemenue:
1. Cunnpom tprcomun 1o 21 xpomocome.
2. 47 XX (+21), 47 XY (+21)

3. lluToreHeTHYECKHii METO.
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4. HepacxokJIeHHE XpOMOCOM B MeH03¢
5. CuMnromaTHueckoe, XUpypruuecKoe JeUEHHE.

3) 3amauu i CaMOCTOSATEIBLHOTO pa3dopa Ha 3aHSTHH.

3amaua 1. B cembe y 310pOBBIX pOIUTENCH poauiics 00IHOM peOeHOK. Bec nmpu poxaeHH — 2 KT, OKpYX-
HOCTB Yeperia yMEHbIIEeHA, 100 CKOIIEHHBIN U HU3KUMA, IBYCTOPOHHHE PACIICTHHBI BEpXHEW I'yObl 1 Heba,
HU3KO pPacrojoXKeHHbIe U 1ehopMUpPOBaHHbIE YIITH, Ha 00enX pykax — noiauaaktuinus. [locraBere npensa-
PUTENBHBIN AMarHo3. 3anuimmre KapuoTui. Kakoii OCHOBHOW METOJ| AMarHOCTHKH 3TOT0 3a00sieBaHUs?
KaxoB MexaHN3M BO3HUKHOBEHUS 3TOr0 3a0oseBanusi? HanpaBineHus redeHus

3amauda 2. Y myxuuHbl B 70% KIETOK SMUTEIHS CIU3UCTOH IIeKH 0OHAPYKEHO 2 TIIBIOKH IOJIOBOTO XPO-
MatuHa. [TocTtaBbTe mpeaBapUTENIbHBIN AMAarHo3. 3anuiuTe kapuotun. Kakoil OCHOBHON METOJ AHarHo-
CTHIKH 3TOT0 3a0oieBanus? KakoB MexaHn3M BO3HUKHOBEHUS 3TOT0 3a0oneBanusi? HanpaBneHus nedeHus

4.BbicTynjieHHE B 10KJIAJaMM:
1. Cungpowm /[layna. OTHonorus, naroreHes, KIMHUKA, TUarHOCTUKA, IPUHIIHUIIBI JIE€UECHUSI.
2. Cunagpom DaBappaca. DTHOJIOTHS, TATOTeHE3, KIIMHNUKA, TUAarHOCTUKA, TPUHITUIIBI JICUCHUSI.
3. Cungpowm Ilaray. DTuonorus, narorenes, KIMHUKA, TMaTHOCTUKA, TPHHLIUIIBI JICUCHHUSI.
4. CHHIPOM «KOUIaubero Kpuka». DTHOJIOTUS, NATOr€He3, KIMHUKA, IMarHOCTHUKA, IPUHLIUIIB Jieye-
HUSL
5. Cunapom Bonbga-XupuxopHa. DTHOI0THS, TATOTeHe3, KIMHUKA, TUarHOCTUKA, TPUHIUIIBI Jeye-
HUSL
6. Cungpom Knaiingensrepa. OTHonorus, naroreHes, KIMHUKA, JUarHOCTUKA, TPUHIIMUIIBI JICYEHHS.
7. Cungpom UlepemeBckoro-TepHepa. DTHonorus, naTorenes, KIMHUKA, TMarHOCTUKA, TPHHIIUTIBI
JIeYCHUS.
CaMocTosiTeIbHAsI BHEAYAUTOPHAs1 padoTa 00y4yarouuxcs no reme:
3aoanus ons camocmosmenvHoll 6HeayOUumopHoU padomsl CMyo0enmos no YKa3aHHol meme:
1) O3HaKOMHUTBCS C TEOPETHYSCKUM MATEPUAIIOM 10 TEME 3aHSATHS C UCIIOJIb30BAHUEM KOHCIIEKTOB JICKIIU I
W/WIIH PEKOMEHTyeMOM yueOHOH TuTepaTyphl.
2) OTBeTHTH Ha BOIPOCHI ISl CAMOKOHTPOJIS:
e [Ipoctbie BapuaHThl ayTocOMHBIX TpucoMmuil. Cunapomsr: layna, Ilatay, DaBapaca.
e  Mosanuusm.
e Cunapomsl, 00ycIOBI€HHBIE CTPYKTYPHBIMU iepecTpoiikamMu. Cunapomsl: Bonbga-XupuixopHa,
«KOUIIAYBETO KPUKAY.
e Hapymenus B cucreMe mmosioBbix Xxpomocom. Cunnpomsl Knaitngensrepa, [llepemesckoro-Tep-
Hepa, TpUIo-X.
3) [IpoBepuTh CBOM 3HAHHMS C UCIIOIB30BAHUEM TECTOBOI'O KOHTPOJIS
1. Beibepume 00un npaguibHbsiii omeem.

VYkaxure /Ui KaKoro XpoOMOCOMHOT'O CHHJJpOMa XapaKTepeH HabOop CUMIITOMOB, BKJIFOYAOLINX YM-
CTBEHHYIO OTCTaJIOCTh, JOIUXOLeQalinio, AePOPMUPOBAHHBIE YIIIHBIE PAKOBUHBI, (PIIEKCOPHOE MOJIO0KEHHE
NaJIbLEB PyK, BPOXKIEHHBIN MOPOK cepaLa: a) cuHApoM DaBap/ca; 6) cuaapom [latay; B) cunnpom /layHa;
') CUHAPOM "KOIIaybero Kpuka'.

2. Bvibepume 00uH npasuibHulli Omeemn.

Kakue MyTamum OTHOCSTCS K TEHOMHBIM: a) HHBEPCHH, TPAHCIOKAIINH, TYTUTMKAIAA, JCJIenu; 0)
MOJIUTIONTUH, aHEYTUIOMIUH; B) TPUIUIONIUH, TETPATUIONINH; T) BHYTPUXPOMOCOMHBIE U MEXXPOMOCOM-
HBIE MIEPECTPOUKH.

UYro siBiII€TCS BEYIIUM B KJIMHUYECKOM MPOSIBIIEHUN XPOMOCOMHBIX OOJIe3HEH: a) 3a7iepkka B ICHU-
XHUYECKOM Pa3BUTHH Y JETEH MIIJIIIEr0 BO3pacTa M YMCTBEHHAs! OTCTAJIOCTh y JIETEH CTapIIero BO3pacTa;
0) HapymeHue GU3NIECKOTO PA3BUTHUSA; B) CUCTEMHOCTb MOPAKEHUSI; T) HApyIIEHHEe YMCTBEHHOTO Pa3BH-
THUSI B COUCTAHHUH C TIOPOKAMH PA3BUTHS 1 MUKPOAHOMAITUSIMH Pa3BUTHSL.

Omeem:1—a); 2—r).
4) TToaroToBUTH pedepat/IoKIan Mo CICAYIOIIUM TEMaM:
1. Cungpowm /[layna. DTHONOrHA, TaTOTeHE3, KIMHUKA, JUATHOCTHKA, TPUHIIUIIBI JIEUEHUSL.
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Cungpom DnBapaca. ITHOIOTHS, TATOTeHe3, KIMHUKA, TMarHOCTHKA, IPUHIIMIIB JICUCHHSL.

Cunapowm [laray. tuonorus, naroreHes, KIMHUKA, AMATHOCTUKA, TPUHIIUIIBI JICUCHHUSL.

CHHIPOM «KOIIAYbero KprKa». DTHOJOTHsI, TaTOreHe3, KIMHUKA, JUarHOCTUKA, TPUHLIUIIBI JICYEHHUS.
Cunapom Bonbga-Xupixopaa. ITHOTIOTHS, TATOTCHE3, KITMHUKA, TUATHOCTHKA, IPUHIIMITHI Jieue-
HUSL.

Cunnpom Knaitndenprepa. DTHONOTHSI, TATOTCHE3, KIMHUKA, TUArHOCTHKA, IPUHIIUIIBI JICYCHUS.

7. Cunapowm lepemeBckoro-TepHepa. ITHONOTUS, TATOT€HE3, KIMHHUKA, AMATHOCTUKA, IIPUHIUIIBI Jie-
YCHMUSI.
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Pexomenayemas Jiureparypa:
OcHoBHas:
1. boukoB H.I1. Kimandeckas reneruka: yueOHuk 11 By3os/ M.: [DOTAP-Menua, 2011-2018, 480c.
JlonoHuTENbHAS:
1. Koszeonun B.A., Koceix A.A., Poguna H.E. IIpenaranbHas nuarHocTHKa HacIEACTBEHHBIX
3a00JIeBaHUI U BPOXKJICHHBIX MIOPOKOB pa3BUTHs: yueOHOe mocobue Kupos: 2011.-88 c., ui.
2. Konenaepa E.B., Onyunna I0.H., Ko3sonun B.A., Crapkosa E.B., bepecuera A.A. Pa6o-
yasi TeTpaab no aucuuiuimae «MeauuHcekas reHetrkay. Yactes 1 u 2: yueOHO-METOAMYeCcKoe
nocobue. - Kupos: ®I'6OY BO Kuposckuit MY Munznpasa Poccuu, 2021.-110 c. u 112c.
3. Konenaera E.B., Poguna H.E.. O0mas reHeTka 1 TeHeTHKA YeJIoBeKa: yueOHoe ocodue/
Kupos, 2016. — 69 c.
4. MytosuH I'.P.. M. Knunnyeckas renetuka. ['eHoMHKa ¥ TPOTEOMHKA HACTIEACTBEHHOM Ma-
TOJIOTUH [ DJEKTPOHHBIN pecypc]: yuednoe mocodbue/ I'DOTAP-Menua, 2010. - 832 c.: ui.
5. Topbynona, B.H., KopxxeneBckast M. A.. 'eHeTuka B KIMHUYECKON MIPAKTHKE: PYKOBOJ-
ctBo s Bpaueid/CII6.: Cnenmur, 2015.-329 c.
6. MymxkambapoB H.H., Ky3nenos C.JI. MonekynsipHas 6uonorus: Yueo6. [locobue st cry-
neHToB MeA.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
7. DIEeKTpOHHBIE PECYPCHI:
1) http://omim.org/

Pasnen 4: XpomocomMHasi mnaToJIOrus.
Tema 4.3. BpoxkieHHbIe TOPOKU PA3BUTHSI.

Heab: M3yunTth 3THONOIHUI0, MEXaHU3MBbI (POPMHUPOBAHUS U OCOOEHHOCTU KIIMHUYECKUX MPOsBIIe-
HUI BPOXKJICHHBIX TIOPOKOB PAa3BUTHS, UX KJIACCU(UKALIMIO U METO/IbI TUArHOCTUKU. HayunThcs mpaBUIBHO
HCIO0JIb30BaTh COOTBETCTBYIONLYIO0 TEPMUHOJIOTHIO.

3agaum: PaccMOTpeTh OCHOBHBIE TEPMUHOJOTUYECKUE MOHATHS TEPATOJIOTUH, BPOXKIEHHBIE I10-
poxu passurtus (BIIP), mansie anomanuu passutusi (MAP), teparorenssie (axkTopsl, copMHUpPOBATH
HaBBIKU T10 IPUMEHEHNIO FEHETUUECKNUX METOA0B JUArHOCTUKH BPOKJIEHHBIX TIOPOKOB Pa3BUTHUS, U3yUUTh
METO/]IbI MPOPHUIAKTUKH BPOXKIEHHBIX TOPOKOB Pa3BUTHUS.
OO0yuarommiicsi 10JI2KeH 3HATh:
1. Jlo u3yueHus tembl (Oa3suCHbIEC 3HAHUS) — TEOPETUUECKHE OCHOBBI MyTareHes3a M CTaJuH dYMOpPHUOHAIb-
HOT'O Pa3BUTHs YEIIOBEKA;
2. Ilocne m3ydeHus: TeMbl — 0OCOOEHHOCTH KIMHHYECKUX TIPOSIBICHHA BPOKIEHHON IMaTOJOTHH, OOIINe
MIPUHLIMIIBI KIIMHUYeCKOW 1uarHocTuku BIIP, mpuumHBI IpOMCX0KIEHUS U IUarHOCTUYECKYIO 3HAUMMOCTD
MOp(oreHeTHYeCKUX BapUaHTOB, 3HAYEHHE U OCHOBBI KIIMHUKO-T€HEAJOTHYECKOT0 U [IUTOI€HETUYECKOTO
METOO0B s AuarHoctuku BIIP.
Oo0yuaromuiicst 10/17KeH YMeThb:
Breissiste BIIP, pacriosnaBath oTinumuntenbabie ocooenHoctu BITP u MAP, nuarHoctupoBath BpOK/I€H-
Hble MOP(OTreHETHUECKNE BAPUAHTHI, IPABUIBHO UCIOIB30BaTh COOTBETCTBYIONIYIO TEPMUHOJIOTHIO MPH
ONMCAaHUU KJIMHUYECKON KapTUHBI ((peHoTuna) 601bHOro0.
Oo0yuarwmuiicsi 10/12KeH BJIaJA€eTh:
bazoBbIMu TexHONIOTHAMU MTpeoOpa3oBaHus MH(GOPMALUU: TEKCTOBBIE, TAOIMYHBIE PEAKTOPbI, IOUCK B
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cetu MHTepHeT. HaBpikaMu movcka METUIIMHCKONW MHGOPMAIMU B y4eOHOM, HAYYHOU JTUTEpAType, B TOM
YUCJIE C UCIIOJIB30BaHUEM CETU I/IHTepHeT; HaBbIKaMU TOPCACTABJICHUA U OGCy)KIICHI/IH MG,Z[HL[HHCKOﬁ HH-
dbopMaiuu, MeAUKO-OMOIOTHYECKUM MOHSITUWHBIM anmnapaToM, METOJIaMU M3y4eHHs] HACJIECTBEHHOCTH
YeJIOBEKa, HABBIKAMU MUKPOCKOIIMPOBAHUS.

CamocTosiTe/ibHAsA ayJUTOPHAsI padoTa 00y4alouuxcs no TemMe:

1. OTBeTHTH HA BONPOCHI 110 TeMe 3aHATHS.

Bompocsr 11 cobeceoBanus:

[TonsiTre BpOXKIEHHOTO, CEMEHHOTO U HACJIEICTBEHHOTO 3a00JIeBaHMSL.

['eHeTHYECKHUE U BHEIITHUE CPEIOBBIC PUIMHBI TEpaToreHe3a. TeparoreHHbie GaKkTOPhI CPEIbL.
[TonsiTue BpoxaeHHOTo mopoka pa3sutus (BIIP) u maneix anomanuii pazsutust (MAP).

Ponb TpaHCKPUTIITMOHHBIX ()aKTOPOB B MPOIECCaX PA3BUTHS, CEMEHCTBA IMOPHUOHAILHBIX TEHOB.
Knaccudukamms BITP.

Kputuueckue nepuoibl pa3BUTHSL.

[TonsiTHE TEPATOT€HHOIO0 TEPMUHALIMOHHOIO IIEPUO/IA.

Hwnarnocruka BITP. Mcnosib30BaHME KIMHUKO-TEHEAIOTHYECKOr0 MeToAa B tuarnoctuke BITP.

N~ wNdE

2. IIpakTHYecKkasi MOATOTOBKA.

Pa6ora 1. Ilpusnaxu qu3mopgorenesa.

Lenv pabompl: I3ydnTh 4acTo BCTpEUAOIIMECS B KIIMHUYECKO pakTuke MAP.

Omnpenenuts npu3Haku qu3Mopdorenesa npu Hanbosee yacto Berpevaromuxcs BIIP, mo ¢pororpadusm
OOJIBHBIX.

3anoJHUTh B TETPaJAX TEPMUHOJIOTHUECKHUI CII0BAPb.

BreimonHenue paboTel BBeeTCs B (hopMe 00CYKICHUS BMECTE CO CTYICHTAMU UMEIOIINXCS JaHHBIX 110
BPOK/ICHHBIM [TIOPOKaM.

Padora 2. OnpenesieHne KPUTHIECKUX TEPMUHANIMOHHBIX MEPHOIOB.

Lenv pabomwi: VI3yunuTh BOZMOKHOCTH OIPENETICHHS KPUTUYECKUX TTEPUOIOB MPU BO3ACHCTBIUH HEKOTO-
PBIX JICKAPCTBEHHBIX CPEJCTB HA PA3IMYHBIX CTAIUAX IMOPHOTeHE3a.

Onpenenuth NpeaenbHbe CPOKH ACHCTBHS MATOTEHHBIX (PAKTOPOB, CIOCOOHBIX MPUBECTU K POPMHUPOBA-
HUIO TTIOPOKa Pa3BUTHS, UCIIOJIB3Ys TAOIHILy TEPAaTOT€HHBIX TEPMUHAIIMOHHBIX TieproioB u BIIP ¢ yka3a-
HUEM MpeeTbHBIX CPOKOB JIEHCTBUS MAaTOTEHHBIX (DAKTOPOB M TaOIHUIy TEPATOr€HHOCTH JIEKapCTBEHHBIX
Mpenaparos.

Tabn. TepaToreHHbIe TEPMUHALIMOHHBIE TIEPUO/IBI.
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SubproHanerEM nepron (Han) D2TANEHEN N2PHOR (Hap) =~

1 2

zpron penskug
SHPOTH

Jebexrat Hepesoi TpyOKH
JedexTat meparopogox [ |
— Bepxuue KoueuHOCTH |
| B aih ds I ‘
‘ l 23 I Bepxsaz ryba I ‘

i iﬁ.m L Jesoousums vomm osomus u mxera [ Ve |
(e MurpothTanEMHA. KAT2DAKTa. [MAVKOMa l Tnaza
Bractoumera | | ,‘ T i
S \ il 3 Ifunomuswt IMATH [ 3vou
™ \ i o TourH geftcTER 1 1
Tepatorska . | Dacmeniz xeba | He6o |
; Merz2 ayEeT. nepron
np. mocx m > o Il\lacxymsaw PSHHTAMHH I Teruramiu
Ha uyzcTeurensy D Bricoko 9yECT. mepHox
-— —_—
K T2paTorsHaM
I Subpaomas Kpymuse nopoxit passuTits SVEKUHOHANEHE 12 H MaITEL: ZHOMATHE
26 3

Tabn. TepaToreHHOCTD JIEKAPCTBEHHBIX MPENAPATOB.

IIpenapar Iddexr

Terpanukiux I'unormiasus 1 ”3BMEHEHKE LIBETA AIMAIIU

CrpenromMuiiuH [Toreps ciryxa nmpu ATUTETHHOM BO3ICHCTBHA

DeHUTONH 3anepxKa BHyTPUYTPOOHOTO pa3BUTHS], YMCTBEHHAsS OTCTAJIOCTh, MUKPOIIe-
(anusi, BpO’KJICHHbIE TOPOKH CEepALIA

Kap6amazenun Hebext nepBHOit TpyOKku (1%), Mukporedanus, rumormia3us Horreit

Banbenpoesas k-Ta

Jedext HepBHOI TpyOKH

Tpumeraguon 3anepKa BHyTpUYTPOOHOTO pa3BUTHS, pacIllenHa I'yObl u/uin Heba, MUK-
pouedaius, yMCTBEHHAsi OTCTAJIOCTh, JIMLIEBbIE U JP.

Janazon Bupunusanus KEHCKUX IUI0I0B
IlcuxoTrpornHeie

JIntnit Bpoxxnennsie nopoku cepaua, [LIHC anomanuu
IIpoune

Tammoomun [Topoku KOHEUHOCTEH, yXa, BPOKICHHBIE MOPOKHU CEP/IIA

Butamun A (petu- MuxpoTHsi, MUKpOQTaTbMHUsI, pacilieInHa ryosl u/unu Heba

HOJT)

N3oTpeTrHONH MuxkpoTHsi, MUKpO(TaIbMus, paciienuHa ryosl U/uian Hea, BpOsKICHHbIE
IIOPOKH cepaua

MusonpocToi PenykiimoHHbIe MOPOKH KOHEUHOCTEM, apTPOTPHUIIO3, BPOKICHHBIE TOPOKHU

cepaia
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[lepenectu B TeTpap U 3aMOTHUTH TAOIHILY:

JlexapcTBenHnsblii ipe- | Cucrema opra- Kputnueckuii tep- | Teparorennoe | @yHKIMOHAIbHBIE
napat HOB, YyBCTBH- MUHAIMOHHBIN IIe- | ACHUCTBUE WU3MEHECHHUS
TeNbHas K JIeH- puosa (Hen.)
CTBHIO JAHHOTO
mpernapara

Beinonnenue paboTel BegeTcs B popMe 00CYKIEHHsI BMECTE CO CTYyAEHTaMHM MMEIOLIUXCS JaHHbBIX 110
BPO’KJCHHBIM IIOPOKaM.

Pa6ora 3. 3aBucHMOCTB pe3yJibTaTa AeiicTBHS TePATOreHOB OT 3Tana YMOpHOreHesa.

Llenb pabomsi: U3ydnTh OCHOBHBIE TIOCIIECTBHS ACUCTBUS TEPATOTCHOB B YMOpHOTEHE3E.

Wcnonb3ys TaOIHIIbL, ONIPENEINTh OCHOBHBIE COOBITHS SMOPHOTeHE3a U UX BPEMEHHBIEC PaMKH, OIICHUTh
BO3/ICHCTBUE TEPATOTeHHbBIX (DAKTOPOB HA HUX.

[lepenectu B T€Tpap U 3aOIHUTH TAOIMILY:

Oranbl OcHoBHBI€ co- | I'e nmpoucxo- Hayaio co- | Ilocnencrsus nericrBus Te-
ObITHS dTana | AT ObITHA (OT- | paTOTCHHBIX (PAaKTOPOB
CYEeT OT
OBYJISILIUN)
[TpempmbOpuorenes
1)
2)
OMOpuorenes
1)
2)
3)
4)

Brinonnenue pa6OTLIBeI[eTC$I B (bopMe O6CY)KI[€HI/I$I BMECTC CO CTYACHTAMU HMCIOHIUXCA NAHHBIX IIO
BPOXKACHHBIM ITOPOKAM.

Padora 4. CemeiicTBa 9MOPHOHAJILHBIX I'€HOB.
Lenv pabomei: 3y4yuTh OCHOBHBIE CEMENCTBA YMOPHUOHATILHBIX TEHOB.
3acnymaTh peepaTuBHbIE COOOIIEHUS 110 TTPEATIOKEHHBIM TEMaM.
Hcnonb3ys naHHble pedepaTUBHBIX COOOIIEHUN ONpeIeIuTh OCHOBHBIE CeMENCTBA YMOPHOHANIBHBIX I'e-
HOB, OIICHUTH UX POJIb B MOpP(OTEHE3E.
1. Omnpenenute Mo pUCyHKY cOObITHE IMOpHoreHe3a. [lepepucyiite B pabouyio TeTpaab. Y KaKUTE
AHATOMHYECKHE CTPYKTYPHI, 00pa30BaBIIMECS HA ITOM dTarle.
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2. OrmpenenuTte MO PUCYHKY OCHOBHbBIE KOMIIOHEHTBI, Y4aCTBYIOIINE B JOPMUPOBAHUYU TPAHCKPHII-
IMOHHOTO KoMmIuiekca. [lepepucyiite B pabouyio TeTpaapb U MOANHUIINTE.

3. Tlepenectu B TeTpaab U 3aIOIHUTH CIEAYIONINE TAOIHUIIBL:
Tab6u. ['eHsl MPOCTpaHCTBEHHOM OpPTraHMU3aIUH.

I'pynmna reHos Beimonnsemas pyHKuus

I'ennl cermeHTanu

I'ennr KOMIIapTMEHTAIIU3allun

I'eHBI TOMEO3UCHEIE

Tabm. HpOI[}/'KTH I'CHOB, OTBCTCTBCHHLIC 3a KOPKECTP» Mop(boreHee.a, 3allMIIUTC UX B pa6oqy10 TCTPaab:

Hasganue [Ipumepsl reHoB

Eal IR I

Tabn. Ocu smOpHrorenesa.

Ne | HazBanue ocu smMOpuorenesa [Tpumepsl TeHOB, Y4aCTBYIOLIIUX B JOPMHUPOBAHUHI
ocH
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1 Kpanuno-kaynanpHas

2. | Hopco-BeHTpasibHas

3. bunarepanpHas

Ta6n.CemeiicTBa TpPaHCKPUIIIMOHHBIX (PAKTOPOB IMOpHOTEHE3a:

CewmeiicTBa reHOB HasBanue cemeit- OcoOeHHOCTH CTPOCHUS OyHKIMS B SMOpHOTreHe3e
CTBa I'€HOB TPAHCKPHUILIMOHHOTO
daxTopa
HOX
PAX

Pasnuunsle Tpan-
CKPUIIIMOHHBIE
(bakTopsl, coaepixKa-
e Zinic Fingers
SOX

Brimonnenue pa6OTI>I BCACTCA B (I)opMe 06CY)KI[CHI/IH BMCECTC CO CTYACHTAMU UMCIOIIUXCA JaHHBIX I10 CC-
MeHCTBaM I'€HOB 3M6pI/IOFCHe3a.

PaGora 5. Binsinue HapylleHUsl TeHHBIX H KJIETOYHbIX MeXaHM3MOB 3MOpHOreHe3a Ha pa3sBUTHE
BIIP.

Llenv pabomur: I3y4nTh OCHOBHBIE MEXAaHU3MbI PA3BUTHUS TIOPOKOB B 3IMOpUOTeHe3e.

Onpenenuth MEXaHU3MbI TEPATOT€HE3a Npu Hanbosee yacto Berpeyvaromuxcst BITP.

[lepenectu B TeTpajp U 3aM0JHUTH TAOIUILY:

CoObITHe sMOpHOreHesa ['enHbIe Mexa- Knerounsie mexa- | Ilopoku pasBurus
HHU3MBI HHU3MBI

1. | dpoOGnenue
2. | lactpymsmms 1)
2)
3)
3. | Heitpymsms 1)
2)
3)
4)
5)
4. | I'ucro- u opraHoreHes 1)

Brinonnenue paboTeiBesieTcst B popme 00CyKI€HUS BMECTE CO CTYACHTaMU UMEIOLIUXCS JaHHBIX I10 ce-
MeicTBaM reHOB SMOpHOTeHe3a.

3.BbIcTyIIeHHE € TOKIATAMU:
1. 'ens1 oceli sMOpuoTeHe3a, TeHBI, OTBETCTBEHHBIE 32 JOPMUPOBAHNE TIEPBUYHOM MTOJIOCKH U TPE3X
3apOJBIILEBBIX JINCTKOB, IOHATUE O TOMEO3UCHBIX I'€HaX.

80



2. Jlaitonn3anusi X-XpOMOCOMBI.

CamocTosiTesibHAsi BHEAYIUTOPHAsi pa0d0Ta 00y4alouXxcs mo reMe:
3adanus 0 camocmosmenvHol 6HeayOUmopHoOU padbomvl CIyO0eHmo8 no YKA3AHHOU meme:
1) O3HaKOMHUTHCS C TCOPETHYCCKUM MATEPUAIIOM 10 TEME 3aHATHSI C UCTIOJIb30BAHUEM KOHCIIEKTOB JICKIIU
W/WIHM PEKOMEHTyeMOM y4eOHOM TUTepaTyphl.
2) OTBETUTH Ha BOMPOCHI I CAMOKOHTPOJIS:
e [loHATHE BpOXIEHHOT0, CEMEMHOI0 M HACJIEICTBEHHOTO 3a00JIeBaHMUS.
e ['eHeTHueckue U BHELTHUE CPEIOBbIEC IPUUHHBI TEpaTOreHesa. TepaToreHHble (aKTOPhl CPEIbL.
e [lonsarue BpoxxaeHHOTo nmopoka pa3sutus (BIIP) u maneix anomanuii pazsutust (MAP).
e Posb TpaHCKPUIIIMOHHBIX (PAKTOPOB B MPOIIECCaX Pa3BUTHS, CEMENHCTBA SMOPHUOHAIBHBIX T€HOB.
e Kiaccudukanms BITP.
e Kpurnuueckue nepuoabl pa3BUTHSL.
e [loHATHE TepaTOreHHOro TEPMUHALIMOHHOTO IIEpHO/IA.
e Jluarnoctuka BIIP. Mcnonp30BaHKue KIMHUKO-TEHEAIOTHISCKOT0 MeToAa B nuaraoctuke BIIP.
3) [IpoBepuTh CBOM 3HAHHUS C KCIIOJIb30BAHHEM TECTOBOT'O KOHTPOJISI
1. Bvibepume o0un npasunbHbuiii omeem.
[Tpornarust — 3T0: a) HEIOPA3BUTHE HIXKHEN UEIIOCTH; 0) JIaTepajibHOE WIM MEIUAIbHOE UCKPUB-
JIEHUE Tablla; B) Ype3MEPHOE Pa3BUTHE BEPXHEH YENIOCTH; T') BBICTYIAOIIAs BIIEPE] BEPXHSS YETIOCTh 110
OTHOIIEHUIO K HHKHEM.
2. Buibepume ooun npasuivnulii omeem.
Anonenusi - 3TO: a) U30BITOUHOE OBOJIOCEHUE MO MYXCKOMY THUITYy Y JKCHIIMH; 0) peIKHe Cyxue
JIOMKHE BOJIOCHI; B) MOJIHOE MJIK YaCTUYHOE OTCYTCTBHE BOJIOC.
Omeemul 1-1; 2 - B).
4) TToaroToBUTH pedepar Mo CICAYIOIUM TEMaM:
1. 'ensl oceii SMOpHOTeHE3a, TeHBI, OTBETCTBEHHBIC 32 ((OPMHUPOBAHKE TICPBUYHOM TIOJIOCKH M TPE3X
3apOJIbIIIEBHIX JUCTKOB, MOHITHE O TOMEO3UCHBIX IT'eHAX.
2. Jlaiionm3anusi X-XpOMOCOMBEI.

Pexomennyemas imreparypa:
OcHoBHas:
1. boukos H.I1. Knunnueckas reneruka: yueoHuk ais By3os/ M.: '90OTAP-Menua, 2011-2018, 480c.
JononHuTenbHas:
1. KosBonun B.A., Kocbix A.A., Poquna H.E. [IpenaranbpHasi TMarHOCTUKa HACIIECTBEHHBIX
3a00JIeBaHUN M BPOXKIEHHBIX TOPOKOB pa3BUTHS: yueOHOe mocobue Kupos: 2011.-88 c., mm.
2. Konenaesa E.B., Onyunna FO.H., Kozsonun B.A., CrapkoBa E.B., bepecueBa A.A. Pa6o-
qasi TeTpajab o gucuumimHe «MeauinuHekas reuetuka». Yacts 1 u 2: yueOHO-MeTo1nyecKoe
nocodue. - Kupos: ®I'bOY BO Kuposckuit 'MY Munszapasa Poccun, 2021.-110 ¢. u 112c.
3. Konenaera E.B., Poguna H.E.. O0mas reHeTrka 1 TeHETHKA YelIOBeKa: yueOHOoe ocodne/
Kupos, 2016. — 69 c.
4. MyrtosuH I'.P.. M. Kninanyeckas renetuka. [ 'eHoMHKa U TPOTEOMHKA HACIIEICTBEHHOM Ma-
TOJIOTUH [ DJEKTPOHHBIN pecypc]: yuedbnoe nocooue/ I'90TAP-Menua, 2010. - 832 c.: u.
5. T'opbynona, B.H., KopxxeneBckast M. A.. 'eHeTuKa B KIMHUYECKOMN NMPAKTUKE: PYKOBOI-
ctBo A Bpaueit/CII6.: Cneumnur, 2015.-329 c.
6. Mymkamb6apos H.H., Ky3uenos C.JI. Monekymspras ounosorus: Yueo. [Tocodune s cTy-
JIeHTOB MeA.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
7. DNEKTPOHHBIE PECYPCHI:
1) http://omim.org/

Paznen 5: MyabTudakropuaibHbie 3a00/1eBaHUS.
Tema 5.1. Bin3He0BBI MeTOI U3yYeHUs] TeHeTUKH YesloBeKa. [lomy/isiuoHHasi TeHeTHKA.
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Heab: M3yunTh OIM3HELOBBIM U MOMYISIUOHHO-CTATUCTUYECKHUE METOJbl M€HETUKHU 4eOBeKa,
3HAa4YeHHE ITHX METOOB Ul AUArHOCTUKHU, IPOrHO3UPOBAHUS M MPO(PUIAKTUKH HACIEICTBEHHBIX 00JIe3-
HEil.

3agaum: PaccMOTpeTs OCHOBHBIE TEPMUHOJIOTHYECKUE TMOHATHA MYJIbTH()AKTOPUATBHOMN MATOI0-
THH, U3YUYUTh MEXaHU3MbI 00pa30BaHUsl MOHO3UTOTHBIX U JU3UTOTHBIX Or3HEeoB. [103HaKOMUTHCS € 311H-
JE€MUOJIOTUYECKUMHU 0COOEHHOCTSIMH 4YacThIX (hOpM MyNbTH(HAKTOPHUAIBLHONW MATOJIOTUU, COBPEMEHHBIMU
BO3MOKHOCTSIMH YCTaHOBJIEHHUS! 3THOJIOTHH, [TaTOI€HE3a, NapPAKIMHUYECKON JHUArHOCTUKH, @ TAK)KE MO -
XOJIOB K JICUEHHUIO U peadmintanuu. OLEeHUTh TEHETUYECKYIO CTPYKTYPY YEJIOBEUECKUX MOMYIISILIUIM 110 He-
KOTOPBIM YaCTHBIM HO30JIOTHYECKUM (OpMaM Ha OCHOBE JAHHBIX MOIMYJISIMOHHO-CTaTUCTHYECKOIO Me-
toga. ChopMupoBaTh HABBIKU 110 IPUMEHEHHIO OJIM3HEI[OBOTO METOAA M MOMYJSIIHOHHO-CTATUCTHYECKOTO
Meroaa. OBIageTh HABBIKAMHU PEILICHUSI CUTYAlIMOHHBIX T€HETUYECKUX 3a7a4 C UCIIOJIb30BAHUEM JAHHBIX
OIM3HEIIOBOTO U MOMYJISIIMOHHO-CTATUCTUYECKOTO METO/IOB.

Oo0yuaroimuiicsi 10/12KeH 3HATD:

1. Jlo u3y4yeHusi TeMbl — OCOOCHHOCTH YeJIOBEeKa KaK 00BbEKTa TeHETUYECKUX MCCIICOBAHUN, TPUHLIUIIBI U
BO3MO>XHOCTH MCII0JIb30BaHMsI OJIM3HELOBOIO U MOMYJIALUOHHO-CTATUCTUYECKOTO METO/OB.

2. Ilocne n3ydyeHust TeMbl: — OCOOEHHOCTH 0OJIe3HEH ¢ HACIIEICTBEHHOM MpeapacioioKeHHOCThIO; Kiac-
CHU(UKAINIO MYTbTH(PAKTOPHATIBHBIX 3a00JICBaHUN, IPUYMHBI PA3INYHON MEHETPAHTHOCTH U IKCIIPECCUB-
HOCTH F€HOB; 0COOCHHOCTH YEJIOBEYECKUX MOMYISIUHN, X TeHETUYECKYIO CTPYKTYPY; MEXaHU3MBI PaBHO-
BECHsI T€HOB B IONYJBILUAX; MEXAaHU3MBbI, HAPYIIAIOIINE PABHOBECHUE TEHOB B MOMYJIALNN; POJIb MyTalM-
OHHOTO Tpoliecca U OIM3KOPOACTBEHHBIX OPaKOB; 3TaIlbl MOMYISALUOHHO-CTATUCTHYECKOTO METO/Ia; €ro
BO3MOXXHOCTH U 3HAYEHHE B T€HETUKE UEIOBEKA; T€HETUUYECKHE acleKThl HanboJjee pacipoCTPaHEHHbIX
MyJbTU(aKTepUATbHBIX 3a00JI€BaHUN.

OOyuarommiicst 10JIKeH yMeThb:

PaccunTsiBaTh KOXQPUIMEHT HACIETYEMOCTH; PEIIaTh 3a/1a4i Ha ONpPECIICHHE BEPOSITHOCTH MOSBICHUS
MaTOJIOTUU B 3aBUCHUMOCTU OT HAJIM4MsI KOMIUIEKCOB F€HOB MPEIPACIOIOKEHHOCTH; ONPEAEIATh T€HETH -
YECKYI0 CTPYKTYPY YEJIOBEUYCCKHX IMOMYJISIIUN Ha OCHOBE 3aKoHa Xapau-BaitnOepra u ko3 durment un-
OpuIMHTra A7 MalbIX MOMYJISALUN; peliaTh 3a7a4i Ha ONPEIeIeHHe YaCTOThl HOCUTENEH PelleCCUBHBIX Ta-
TOJIOTMYECKUX F€HHBIX MYyTalluii C UCIOJIb30BAaHUEM ypaBHEHUs Xapau-BalinOepra; HayuyuThCs IpaBUIbHO
HCII0JIb30BaTh COOTBETCTBYIOUIYIO TEPMHHOJIOTHIO.

Oo0yuaromuiicsi 10J12KeH BJIaJ1€eTh:

ba3oBeIMH TeXHOJIOTUAMH TpeoOpa3oBaHUsl UHPOPMAILIMU: TEKCTOBbIE, TaOJIMUYHbIE PEIAKTOPHI, IOUCK B
cetu Unutepuer. HaBpikamu movcka MeIUIIMHCKONW HHGOPMAIMK B YIEOHOU, HAYYHOM JIUTEpaType, B TOM
qucie ¢ MCIOJIb30BaHUeM ceTu MHTepHeT; HaBbIKaMU MpEeACTaBICHUS U 00CYKAECHUS METUIIMHCKON MH-
(dbopMaruu, MeAUKO-O0MOJIOTHYECKUM MOHITUWHBIM allapaToM, METOJAMH H3y4€HHUS! HACJIEJICTBEHHOCTU
YeJI0BEKA, HABBIKAMH MUKPOCKOITMPOBAHUS.

CamocrosiTe/ibHAA Ay AUTOPHAasi paboTa 00y4yarommxcs 1o Teme:
1. OTBeTHTH HA BONIPOCHI 10 TeMe 3aHATHS.
Bormpocs aiis codbecenoBanus:
1. Bkuaa B 3THOJIOTHIO 3a00JIEBaHUH YeTTOBEKA TeHETHUYECKUX U CPEIOBBIX (PaKTOPOB.

Bau3HenoBelii MeTOA. DTAIbl U BO3MOKHOCTH OJIM3HEIIOBOIO METOA.
Omnpenenenre 3UTOTHOCTU OM3HEIOBBIX Tap.

Pacuer xoadduinenta Hacie0BaHUSI.

Oco0eHHOCTH YeT0BEYECKUX MOMYIIALUH.

['eneTnueckunii rpy3 4€I0BEUECKUX MOITYIISILUM.

HOHYJ'ISII_II/IOHHO-CTaTI/ICTI/I‘{CCKI/Iﬁ METOA U €10 3HAYCHHUEC B ITCHCTHUKE YCIIOBCKA.

© N o g B~ w N

Onpenenenne reHeTUUECKON CTPYKTYPhI YEJIOBEUECKUX OIS,
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2. IIpakTHYecKkasi MOATOTOBKA.

Padora 1. MexaHu3M 06pa3oBaHUsA MOHO3UIOT.

Lenv pabomol: I3yduTh pa3nuyHbIe BApUAHTHI 00pa30BaHUS MOHO3ZHIOT.

Hcnonb3ys NpeanokeHHy0 CXeMy, OMpeIeIuTe OCHOBHbIEC IPUYMHBI BO3HUKHOBEHUS BAPUAHTOB MOHO3H-
TOT.

[Iepepucyiite B pabouyto TeTpab U MOJIHUIINTE YKa3aHHbIE CTPYKTYPHI.

[TepenecTn B TeTpaab U 3aMIOJHUTH TAOIHILY:
Tabn. CpaBHUTENIbHAS XapaKTEPUCTUKA BUIOB MOHO3UIOT.
Ha3Banue KonuyecTtBo XOpuoHOB KonnyecTBo aMHHOHOB

A
B
C

Brinonnenue paboTsl BefeTcs B GopMe 00CYKIEHHUSI BMECTE CO CTYI€HTaMH UMEIOIINXCS TaHHBIX 110 M-
OpHoreHe3y MOHO3MIOT.

PaGora 2. CpaBHHMTe/IbHASI XaPAKTEPUCTHKA MOHO- M IU3UIOT.
Lenv pabomer: I3yduTh pa3nuyHble BApUaHTHI 00pa30BaHMs OJIM3HEIOB.
[lepenectu B TeTpap U 3aM0JHUTH TAOIUILY:

Tabn. CpaBHUTENbHAS XapaKTEPUCTUKA MOHO- U IU3UTOT.
XapaKkTepuCTUKa MOHO3UTOTBI Jn3urorel
KonuuecTBo siiliekiieTok
KonunuecTBo criepmaro3ouos
CXO0)KeCTh T€HOTHUIIOB
CXO0XeCThb YCIOBHI pa3BUTHUS
Mexanu3m 006pa3oBaHus

Brimonnenue paboTsl Befetcs B GopMe 00CYKISHHUS BMECTE CO CTY€HTaMH UMEIOIINXCS TaHHBIX 110 M-
OpHuoreHe3y MOHO3MIOT.
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3. PemiuTh CUTYallMOHHBIE 32124 H.

1) Anroputm pazbopa 3a1a4 (OJTU3HELOBBIH METO/):

[ToncraBbTe U3BECTHBIC 3HAUEHUS 1 B MATEMAaTHYECKYIO (POpPMYITy OIIpeIeieHHs HAaclIeyeMOCTH.
BrImomHuTE MaTeMaTHYECKUE PACUETHI, UCXOIS U3 ATOU (hOPMYIIBI.

Omnpenenure OTHOCUTEIBHYIO POJIb HACJIEICTBEHHOCTH U cpeibl B GOPMUPOBAHUU IIPU3HAKOB.

2) Ipumep 3amauu ¢ pa3bOpOM IO aJITOPUTMY.
OmnpepenutTe OTHOCUTEILHYIO POJIb HACTICICTBEHHOCTH U Cpeibl B (JOPMHUPOBAHUY PA3BUTHS HAPAIICHUS
BEpXHEU I'yObl, €ClIM U3BECTHBI KOHKOPAAHTHOCTH MOHO3UTOT. (95%) u nusurot (67%).
Pemenue:
1. Maremaruueckas popmyia pacyeta kodduiueHT HacaeayemMocTu (XoabIuH-
repa).
H=(Kwm3 — K13)/(100-Ka3) * 100%,
rae KmM3 — KOHKOpJaHTHOCTh MOHO3UTOT, K3 — KOHKOPIaHTHOCTHIU3HUTOT.
2. MareMaTHYeCK1E pacyueThl:
H=(95 - 67)/(100-67) * 100% = 28/33* 100% = 84%
3. OmnpenensieM OTHOCUTENBHYIO POJIb HACTIEACTBEHHOCTH U CpeJibl B JOPMUPOBAHUU
MIPHU3HAKOB.
Tak kak 3HaueHue H 6omnbiiie 70%, perraromnyro posib B pa3BUTHH IIPU3HAKA HTPAIOT
TCHETUYECKUE (PaKTOPHI.

3) Bamauu I CAaMOCTOATEIBLHOTO pa3dopa Ha 3aHSITHH:
Omnpenenute OTHOCUTEIbHYIO POJIb HACIEICTBEHHOCTH U CPeJibl B JOPMHUPOBAHUU CIIETYIOIINUX COCTOSTHUIMA:

3aboneBaHus [Tokazarenan KOHKOPJIAHTHOCTH y OJIN3HELOB
MZ Dz
CaxapHublii muader 65 18
Dnuterncus 67 3
BpoxaeHHslii creHo3 npu- 67 3
BpaTHHKA JKeTyIKa
Pacmenuna neba 33 5
Bpoxnennas Koconanoctb 32 3
PeBmaTuszm 47 17
Kopb 98 9
Koxmom 97 93
ONUAEMUYECKUN TApOTUT 82 74
TyOepkyne3 67 23
Nmemunueckas 0oIe3Hb 67 43
cepAaua
PeBmaruzm 37 7
SI3BeHHast 00JIe3Hb KenmyIKa U 50 14
JIBEHAIIaTUIIEPCTHON KUIIKH
Muzodpenus 67 18
dopma rpyaHOI KIETKH 96 60
OHAEeMUYecKuii 300 71 70
JloOpokayecTBEHHAS OITYXOJIb 20 12,7
CaxapHnslii uader 84 37
Paxut 88 22

Cremnaiite 3akitoueHre 00 OTHOCUTENBHOM PO HACTIEACTBEHHOCTH U (DAKTOPOB Cpe/ibl B Pa3BUTHH yKa-
3aHHBIX B TAOJIMIIE HOPMAIBHBIX TPU3HAKOB UeJIOoBeKa (yKa3aH MPOIEHT JUCKOPIAHTHOCTH OJIM3HEIIOB).

‘ | JluckopaanTHOCTh (%) 1Mo ciieyIoniMM Ipru3HaKam |
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bnuznens Hauano Liper ®opma [Manmnsipable

XOKICHUS I'ma3 Boioc Koxu Boimoc Hoca | munuu
(BO3pacr)
MZ 33 0,5 3 0 0 2 8
Dz 70 12 77 55 21 80 60

1) Anroputm pazbopa 3agad (OMyISIIHOHHO-CTATUCTUYECKHMI METO/):
1. TloacraBbTe M3BECTHBIC 3HAYCHHS B MAaTEMAaTUUYECKYIO popMynTy 3akoHa Xapau-BaiinOepra.
2. BrImonHMTE MaTeMaTHYECKHUE PACUEThI, HCXOIS U3 3TOH (HOpMYIIbI.
3. Ompenenure reHETUYECKYIO CTPYKTYPY MOMYIISIIIHH.
4. OrmpenenuTe KOJINYeCTBO TeTEPO3UTOTHBIX HOCUTENICH B MOIYJISIIHH.

2) [Ipumep 3amaun ¢ pa3dOPOM IO AITOPHTMY.

ANbOMHHU3M HAcIeayeTcsl KaKk ayTOCOMHBIN mpu3Hak. 3aboneBanue BecTpevaercs ¢ yacrotoi 1:20000. Co-
CTaBbTE TEHETUYECKYIO CTPYKTYPY HOMYIISALUN U ONPEEIINTE KOJINIECTBO FE€TEPO3UTOTHBIX HOCUTENCH B
IOmyJIsIrH.

Hano: Pewienue:
A — HOpMa 4. Marematuueckas Gpopmylia 3akoHa Xapau-BaitnOepra
A —amsbunmsm | p +q = p?+2pq + g% =1;
g?=1: 20000 5. MaremaTuyecKue pacyeThl:
g2 =1:20000; q=vtr20000=_" :p=1-_ =% p=(*)2="%

141 141 141 141 200

2pg =2 *140% 1 =1
141 141 70

6. I'eneTnueckas CTPYKTYpa IMOIyJIsIuu
— n2 2 — —
p+q_p +2pq+q =140 4+_1 =196 + 1 + 1
141 141 200 70 20000
7. OnpenenﬂeM KOJIMYCCTBO I'CTCPO3UT'OTHBIX HOCHUTEJIEN

2Aa=2pq * 20000 = —280_* 20000 = 280 wnu 1,4%
20000

3) 3amauu i CaMOCTOSATEIBLHOTO pa3dopa Ha 3aHSTHH:

1. B paitone ¢ HacenenueM 10000 yenoBek Habm0MaeTCsA 5 UenoBek ¢ (HEHMIKETOHYpHEH (ayTo-
COMHO-PELIECCUBHBII TN Hacie0BaHus). OnpeenuTe YUCI0 TeTepPO3UToT B MOMYJISALUH.

2. TamakTo3emust (00JI€3HB C OTCYTCTBHEM (PepMeHTa, PACIIEIUISIFOIIET0 MOJIOYHBIHN caxap) BCTpe-
gaerca ¢ yacrotor 7: 1 000 000 m Hacnexyercs o ayrOCOMHO-pELECCUBHOMY TUIly. Onpenenure 4ucio
TeTEePO3UTOT B MOMYIISALINH.

4. BpicTyn/IeHHe € JOKJIAJaMU:

1. CpaBHeHMe posiv CPeIOBBIX U T€HEeTHUECKUX (PaKTOPOB B pa3BUTHH MHCYIMHO3aBUCUMOTO U
MHCYJIMHHE3aBUCHUMOI'0 CaxapHOro auadera.

2. OTHOCHTENbHAS POJIb HACIIEICTBEHHOCTH U (PAKTOPOB Cpeibl B Pa3BUTHH MIM30(PEHUU.

3.Bo3MoxkHOCTE TPO(UIAKTHUECKOTO BIUSHUS Ha pa3BUTHE MYJIbTH(PAKTOPUATbHON HaTOIOTHH
Ha IpUMepe MpeaynpexkaeHNs] BOSHUKHOBEHUS SHJEMUYECKOT0 300a.

CamocrosiTesibHAs BHEAYIUTOPHAs Pad0oTa 00y4aroIuxcs Mo TeMe:
3aoarnus 051 camocmosmenbHoU 8HeayOUMopHOU pabomul CMyO0eHmos no YKa3auHoU meme:
1) O3HaKOMHTBCS C TEOPETHYECKUM MATEPUAIIOM ITO0 TEME 3aHSATHS C UCTIOJIb30BAHUEM KOHCIIEKTOB JICKIINI
W/WIM peKOMEHAyeMON yueOHO! JIUTepaTyphl.
2) OTBETUTH Ha BOMIPOCHI [T CAMOKOHTPOJIS:
e Bxkian B aTHONOTHIO 32007I€BaHUH U€I0BEKa TeHETUYECKUX U CPEJOBBIX (PAKTOPOB.
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e bBin3HenoBsIil MeTO 1. DTaIlbl 1 BO3MOXHOCTH OJIM3HEIIOBOIO METO/IA.

e OmnpezaeneHue 3UTOTHOCTH OJIM3HEIIOBBIX Tap.

e Pacuer kordduLreHTa HacIeJOBAHUSI.

¢  OcoOEHHOCTH YeJIOBEUECKHUX MOMYJISIHMA.

e [‘eHeTHUYECKUU IPy3 YEITOBECUECKUX MOIMYJISLINIA.

e [lonynsMOHHO-CTATUCTUYECKUI METOJI U €r0 3HAUE€HUE B TEHETUKE YEI0BEKA.
e OrmnpenencHNe reHeTUYECKON CTPYKTYPhI UEII0OBEUECKUX MOMYIIALUH.

3) IIpoBepuTh CBOM 3HAHHMS C UCIIOIB30BAaHUEM TECTOBOTO KOHTPOJIS
1. Buibepume 00un npasuibHulii Omeem.

['eHOTUITUYECKUH COCTAB MOMYJISIUI U (PaKTOPOB, BIUSAIONINX HA U3MEHEHUE 3TOT0 COCTaBa B MPO-
CTPaHCTBE U BPEMEHHU, U3y4aeT: a) MOMYJISIIHOHHAS TeHETHKA; 0) YKOJIOTHUYECKasi TEHETHKA; B) BOJIOIIHU-
OHHAas FTEHETHKA.

2. Bvibepume 08a npaguibHulx omeema.

K mMexaHu3MaMm, MoIep)KUBAIOIINM PaBHOBECHE TCHOB B MOIYJISAIIUU, OTHOCITCS: a) MyTallUOHHBIH
mporecc; 0) apeid reHoB; B) OECKOHEYHO OOJbINAs YHUCICHHOCTH IMOMYJISINH; T') MTAHMHUKCHS; J) €cTe-
CTBEHHBII 0TOOD; €) MHUTpaIusl.

Omeem:1 - a), 2 —B), 1).
4) TToaroToBUTH pedepat/I0KIa Mo CACTYIOIINM TEMaM:
1. CpaBHEeHHE POJIM CPEIOBBIX M TEHETUYECKHX (DAKTOPOB B PA3BUTHH MHCYJIWHO3ABUCUMOTO H
WHCYJIMHHE3aBUCHUMOT'0 CaxapHOTo JradeTa.
2. OTHOCUTENBHAST POJIb HACIEACTBEHHOCTH M (PAKTOPOB CpeAbl B PA3BUTHHU IMHU30(DPCHUM.
3.B03MOXKHOCTh MPO(PHUIAKTHUECKOTO BIMSHUS HA Pa3BUTHE MYJIbTH()AKTOPUATBHON MATOJIOTHA
Ha [IpUMepe MPEeAYIPEkKACHUS BOSHUKHOBEHUS YHJIEMUYECKOT0 300a.

Pexomennyemas imreparypa:
OcHoBHas:
1. boukoB H.I1. Knuanueckast reaetrnka: yaeOHuk 11 By3o8/ M.: TDOTAP-Menna, 2011-2018, 480c.
JlononHUTENBHAS:
1. Koszeonun B.A., Koceix A.A., Poguna H.E. [IpenaranbHas nuarHocTKa HacIeICTBEHHBIX
3a00JeBaHNUN M BPOXKIEHHBIX IOPOKOB pa3BUTHs: yueOHoe ocodue Kupos: 2011.-88 c., nm.
2. Konenaepa E.B., Onyunna FO.H., Ko3sonun B.A., CrapkoBa E.B., bepecunera A.A. Pa6o-
qas TeTpajb M0 AUCHUILIUHE «MeauIMHCcKas reHetukay. Yacts 1 u 2: yueOHO-MeToin4ecKoe
nocobue. - Kupos: ®I'bOY BO Kuposckuit 'MY Munznpasa Poccuu, 2021.-110 c. u 112c.
3. Konenaera E.B., Poguna H.E.. O0mas reneTrka u reHeTHKa YeloBeKa: yueOHoe nocooue/
Kupos, 2016. — 69 c.
4. MyrosuH I'.P.. M. Kilnnnueckas resetuka. 'eHOMuKa 1 MpoOTEOMHUKA HACJIECTBEHHOM Ma-
TOJIOTUH [DNEeKTpOHHBIN pecypce]: yuedHoe nocodue/ [DOTAP-Menua, 2010. - 832 c.: ui.
5. T'opGynosa, B.H., Kopxeneckast M.A.. ['eHeTHKa B KIIMHUYECKOW MPAKTUKE: PYKOBO/I-
ctBo g Bpauet/CII6.: Cneumnur, 2015.-329 c.
6. Mymkambapos H.H., Ky3uenos C.JI. Monekymspras ounosorus: Yueo. [Tocodune s cTy-
JIeHTOB MeA.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
DIIEKTPOHHBIE PECYPCHL:
1) http://omim.org/

Paznen 5: MyabTudakropuanbHbie 3a00/1eBaHUS.
Tema 5.2. MyabsTudakTopuaibHbie 3200/1eBaHUA.
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Heab: [To3HaKOMUTBCS € MUAEMUOIOTUYECKUMU U KIMHUKO-TEHETUYECKMMU OCOOCHHOCTSMHU
4acThIX (popM MyIbTU(AKTOPUATBHOM NMATOJIOTUH, COBPEMEHHBIX BO3MOKHOCTEH YCTAaHOBJIEHUS 3THOJO-
I'MH, TIATOT€He3a, MapaKJINHIUYECKONW JUarHOCTUKH, a TAKXKE IOAXO0/I0B K JICUCHUIO U PeaduINTALNH.

3agaum: PaccMoTpeTs OCHOBHBIE TEPMUHOJIOTHUECKUE TOHATUS MYJIbTH(HAKTOPUAIEHON ATOJIO-
'y, chOpMUPOBATh HABBIKU 110 MPUMEHEHHUIO KJIMHUKO-TE€HEaIOTH4ecKOro, OJM3HEel0BOro METo1a U 1O-
MYJSIMOHHO-CTATUCTUYECKOTO METOJIOB JJIsl ONPEACIICHHUS PUCKA MOSBICHUS JeTel ¢ MyJIbTH(AKTOPHAIIb-
HOM IIATOJIOTUEH.

Oo0yuaromuiicsi 10/12KeH 3HATD:

3HayeHHEe KIIMHUKO-TEHEAJIOTNYeCKOro MeToia M aHaJIu3 poJOCIOBHBIX Tpu MP3; 061acTu npuMeHeHus
HOMYJIAUOHHO-CTATUCTUUECKOT0 M OJIM3HELOBOIO METOAOB MCCIEIOBAHUSA; OCOOCHHOCTH OoJie3Heil ¢
HACJIEICTBEHHON MPEIpacOI0KEHHOCTBIO; KIACCH(PHUKAIMIO MYJIbTH(AKTOPHATLHBIX 3a00JIeBaHui, IpH-
YUHBI Pa3JIMYHON NEHETPAHTHOCTH U SKCIIPECCUBHOCTH IeHOB; npoduinaktuky M®d3; rpynnsl pucka u re-
HETHYECKHe Mapkepsl npeapacnonoxennoctu (HLA) k pa3Butuio 6oe3HH.

Oo0yyammiics 10J15KeH yMeThb:

PaccunThiBaTh KOA(QPUIMEHT HACIEAYEMOCTH; PEIIaTh 3a/1a41 Ha ONpPEIEIICHUE BEPOSTHOCTH TOSBICHHUS
[IATOJIOTMU B 3aBUCUMOCTH OT HaJIM4Ms KOMIUIEKCOB F€HOB IIPEAPACIIOI0KEHHOCTH; M10JIb30BaThCs TabIu-
L[aMU pacyeTa SMIUPUUYECKOT0 pPUCKA JUIsl OIPEEICHUs BEPOSITHOCTH BOSHUKHOBEHUSI M®D3; HayuuThCS
MIPaBWJIbHO UCIIOJIb30BaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHUIO.

OO0yuarommiicss 10JKeH BJajJeTh: Menuko-01MoIornyeckuM MOHATHHHBIM anmnaparoM. MertonaMu usy-
YEeHUs HACTICICTBEHHOCTH YeJloBeKa. HaBbIkaMy MOMCKa MEUIIMHCKON HHpOpMaUK B y4eOHON, HAyIHOU
JUTeparype, B TOM 4HCJe C UCHOIb30BaHUEM ceTH MHTepHeT; HaBbIKaMK NpPEeACTaBICHHU U 00CYKICHUS
MeIUIMHCKONW MHpOpManuu. ba3oBbIMU TEXHOJIOTHAMHU TpeoOpazoBaHusi HHPOPMAIIUU: TEKCTOBBIE, Ta0-
JIMYHBIE PEIAKTOPBI, TOUCK B ceTU VIHTEepHeT.

CaMocTosiTe1bHAsl ayIUTOPHAsA PadoTa 00y4al0IUXCH 110 TeMe:

1. OTBeTHTH Ha BONIPOCHI 10 TeMe 3aHATHA.

Posb reHeTHYECKUX U BHELIHE - CPEIOBBIX (PAKTOPOB B Pa3BUTUHU IAHHOMN IPYIIIbI ATOJIOTHH.
OnuaeMuoaoruueckue xapakrepuctuku MaO3.

Monenu HacienoBanus. Koadduuuent nacnegyemoctu.

3HaueHue KIIMHUKO-TEHEaJIOrMueCcKOro METO/1a ¥ aHaIu3a poI0CIOBHBIX Tpu M@3.

o > wbdhpE

Oo6acTi NpUMEHEHUSI TOMYJIAUOHHO-CTAaTUCTUYECKOTO U OJIM3HEII0BOIO METO/I0B HCCIIE10Ba-
HUSL.

6. Ilpodunaktrka M®3. I'pynmsl prcka U reHeTHYECKHEe MapKePhI MPEAPACTION0KEHHOCTH K Pa3BU-
TUIO OOJIE3HU.

7. q)apMaKOl" CHCTHKA U OKOJIOTHYCCKas rCHCTHUKA.

2. IlpakTHYecKas MOAT0OTOBKA.

PaGora 1. I'eneTu4eckue noMMopu3Mbl.

L]env pabomubi:13yanTh BUIbI TEHETUYECKUX MOTUMOP(PUZMOB.
[lepenectu B TeTpap U 3aM0JHUTH CIETYIOUIYIO TAOIHILY:

[omumopdusm Bapeupyromuii ane- N3meneHus B reHoMe [TaToreHHOCTH N3MEHE-
MEHT HUHI

OaHOHYKIEOTUAHBIN
[Tonumopdusm mmH-
HBIX U KOPOTKHX IOCIIe-
JIOBaTEIBHOCTEMN
WucepunonHo-eneny-
OHHBINA TTOTMMOp(hHU3M

87



[Momumopdusm uncna
KOIIMH

Brinmonnenue pabotsl Beaetcs B hopme 00CYkASHUS MMEIOIIMXCS TAHHBIX 110 MYJIbTH(HAKTOpHUAIbHBIM 3a-
00JIeBaHUSM BMECTE CO CTYJICHTAMHU.

Pa6ora 2. Accounanuu MyJbTH(PAKTOPUATBHBIX 3200/ 1€BAHMIA.
Llenv pabomvi: 13yunTh BO3MOKHOCTh COYETAHHBIX MATOJIOTHH.
[lepenecure B anp00M H 3aMOJHUTE CIEAYIOUIYIO TaOIHILY:

Onpenenenue ITpumepsl

CunTtponus

Huctponust

Brinonnenue paboTsl Beercst B popme 00CykI€HUSI UMEIOIIMUXCS IaHHBIX BMECTE CO CTYJEHTAMHU.

Padora 3. CuHTpONUS apTepUAILHOM THNEePTEeH3U M.
Lenv pabomul: U3yuuTh aiIUTUBHYIO MOJIEJIb BOSHUKHOBEHUS MYIbTU(AKTOPUATBLHBIX 3a001€BaHMI Ha
MPUMEPE Pa3BUTHS aPTEPUATLHON TUIIEPTEH3UU.
1. Hcnonb3ys Tabnuibl U JaHHbIE 371eKTpoHHOM 60a3pl OMUM, pa3zo0Oparh reHeTHYecKue Me-
XaHU3MBbI BIIMSIHUS OTAEIbHBIX T€HOB CUHTPOINMU HA PA3BUTHUE APTEPUAIIBHON THIIEPTEH3HH.
[lepenectu B TeTpap U 3aMOTHUTH TaOIHILY:

I'en Xpomocoma, | Dkcrpeccupyembiii | Knetku sxcnipeccu- | @yHkuus 6enka | Mecrto BbI-
Ijieyo, cer- | 0enok pyrorue 6eoK MIOJTHEHUS

MEHT dbyHKIMY B
OpraHu3Me

ACE
ADRB?2
AGT
AGTR1
APOA1
APOE
IL-6
TNF
PAI1

Tabn. 'eHbl cCHUHTpONMY apTepHAIbHON TUIIEPTEH3HH.

2. CoctaBbTe B TETpaJu CXeMy Pa3BUTHS 3a00JICBaHUS.
Breimonnenue paboTsl BeneTcss B popme 0OCYKIEHUS BMECTE CO CTYIEHTAaMU MMEIOIIUXCS JaHHBIX IO
MYJIbTH()AKTOPHBIM MATOIOTUSM.

Pa6ora 4. 'eHeTHKa ayTOMMMYHHO# NaTOJIOTUH.
Llenv pabomsi: U3yunTh MEXaHU3MbI BOSHUKHOBEHHSI ayTOMMMYHHBIX 3200J1€BaHUH.
[lepenectu B TeTpaab U 3aMOTHUTH TAOIUILY:
Tabn. Xapakrepuctuka reHoB HLA-cucteMsl.
Kitace | Jlokycsl Kakumu knnerkamu skcnpeccu- | Poias B UMMyHHOM OTBETE

pyroTcs
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3acnymath pedepaTuBHbIE COOOIICHHUS MO MPEITI0KEHHBIM TEMaM.

Hcnonb3yst nanubie pedepaTuBHBIX COOOIIEHU COCTABUTh M 3apPHCOBATh B paboueil TETpaau cXxemy Kiie-
TOYHOTO ¥ TYyMOPAJIbHOTO MMMYHHOTO OTBeTa. BhInucaTh BO3MOKHBIE TPUUMHBI @yTOMUMMYHHBIX Hapylile-
HUM.

[TepenecTtu B arbOOM TaOIHITY:

AL COUMSUMM HEKOTORER HEMH b ek UMOHHE ' BONeEsHeR ¢ cHCTeMoR SHTMREHOE HLA

Bomezrm A rTIHTEH Bemrona o TEOCHIeMRHOTO DICEA, V0
L OO T RHp VRO LB CTICOEGTHICELT B27 eTH]
Bomezrm Pafrrepa B27 =
Tleopstas DE? 43
FOzeotue oyt pe EMATORRTEEDT A0 TDHT DiDES 5
M romymoeee a8 soepmvsrit casapeErs meeber DE=M 33
A zpermmrt womr mbomeszm Epowxa DE2 10-30
I[emtayzx DES 17

Boeinonnenue pabotel Benercst B hopme 00CYKIEHUS BMECTE CO CTYJIEHTAaMH MMEIOIIUXCS JaHHBIX I10
MYJIbTH()AKTOPHBIM MATOIOTUSM.

3.BbicTymIeHHE € JOKIaTaMu:
1. 'eneTnka IMMYHHOT'O OTBETA.
2. Accouuanus cucteMbl HLA ¢ pa3BuTHEM ayTOMMMYHHBIX 3a00JI€BaHU.

CamocrosiTe/ibHAsA BHEAYIUTOPHAs padoTa 00y4arouuxcs 1o reme:
3aoarnus 0151 camocmosmenbHoU 8HeayOUmMopHoU pabomul CmyO0eHmo8 no YKa3auHou meme:
1) O3HaKOMHUTBCS C TEOPETHUCCKUM MATEPHATIOM I10 TEME 3aHATHSI C HCIIOJIb30BAaHHEM KOHCIICKTOB JICKIIHI
W/WIIA PEKOMEHTyeMO y4eOHOH JTUTepaTyphl.
2) OTBETUTH HA BOIIPOCHI JIJIsI CAMOKOHTPOJIS:
e Poib reHEeTHYECKHX U BHEIIHE - CPEIOBBIX (PAKTOPOB B Pa3BUTUU JIAHHOMW IPYIIITBI TATOJIOTHH.

e  DNUIEMHOJIOTUYECKHE XapaKTepUCTUKH MD3.
e Monenu HacnenoBanus. Koaddunment nacnegyemoctu.
e 3HaueHHE KIIMHUKO-TEHEAJIOrMYeCKOr0 METOIA M aHAJIN3 POJOCIOBHBIX ipu M®D3.

e OOnactu NpUMEHEHUs MOMYISIIIMOHHO-CTATUCTUYECKOT 0 U OJIM3HE0OBOTO METO0B HCCIIE0Ba-
HUSL.

e [Ipodunakruka M@3. I'pynnsl pucka u reHeTHUYECKHE MapKepbl IIPeIpacioIoKEeHHOCTH K pa3BU-
THIO OOJIE3HU.

° q)apMaKOFGHGTI/IKa " 3KOJIOTHYCCKas rcHCTHUKa.

3) IIpoBepuTh CBOM 3HAHUS C UCTIOIB30BAHHNEM TECTOBOTO KOHTPOJIS
He mpenycmotpeHo.
4) TToaroToBUTH pedepat/JoKIa Mo CIACTYIOIINM TeMaM:
1. 'eneTnka MMMYHHOT'O OTBETA.
2. Acconnmanus cuctembl HLA ¢ pa3BUTHEM ayTOMMMYHHBIX 3a00J1€BaHHA.

Pexomenayemas iureparypa:
OcHoBHas:

1. boukos H.II. Knnnuueckast renetuka: yueonuk ais By3os/ M.: '9OOTAP-Menua, 2011-2018, 480c.
JonomHurenpHas:
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1. Koszeonun B.A., Koceix A.A., Poguna H.E. [IpenaranbHas nuarHocTHKa HaCcIEACTBEHHBIX
3a00JeBaHU M BPOXKICHHBIX IOPOKOB pa3BuTHs: yueOHoe nocodue Kupos: 2011.-88 c., n.
2. Konenaesa E.B., Onyunna [0.H., Ko3sonun B.A., Crapkosa E.B., bepecueBa A.A. Pa6o-
qasi TeTpajb Mo JUcHUILInHe «MeauiHCcKas TeHeTuka». Yacts 1 1 2: yueOHO-MeToInYecKoe
nocobue. - Kupos: ®I'bOY BO Kuposckuii 'MY Munznpasa Poccuu, 2021.-110 c. u 112c.
3. Konenaepa E.B., Poguna H.E.. O0mas reHeTka v TeHeTUKA YelloBeKa: yueOHoe ocooue/
Kwupos, 2016. — 69 c.
4. MyrtouH ['.P.. M. Knuandeckas reneTuka. ' eHOMUKa ¥ MPOTEOMHKA HACJICICTBEHHOM T1a-
TOJIOTUH [ DIEKTPOHHBIN pecypc]: yueoHoe mocooue/ I'DOTAP-Menua, 2010. - 832 c.: mi.
5. T'opbynona, B.H., KopxeneBckas M.A.. 'eHeTHKa B KIMHUYECKOM MPAKTHKE: PYKOBO/I-
ctBo s Bpaueid/CII6.: Cneumnur, 2015.-329 c.
6. Mymkam6apoB H.H., Ky3nenos C.JI. MonekynspHas ouosnorus: Yued. [Tocodue ms cry-
JIeHTOB MeA.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.

DNEKTPOHHBIE PECYPCHI:

1) http://omim.org/

Pa3nen 5: MyabTtudaxkropuajibHblie 3a00/1eBaHUS.
Tema 5.3. Oppannbie 3a00/1eBaHUSA.

Heab: [lo3HAKOMUTBCSA € 3MUIEMUOIOTHYECKUMU U KIIMHUKO-TEHETUYECKUMH OCOOEHHOCTSMH Op-
(aHHOH NAaTOJIOTMH, COBPEMEHHBIMH BO3MOKHOCTSIMH YCTAHOBJICHHSI STHOJIOTUH, IATOr'€HEe3a, MapaKkInHU-
YEeCKOW TUAarHOCTHKH, a TAKXKe MOJX00B K JICUEHUIO U peaduIuTaluu.

3agaun: CHopMynupoBaTb OCHOBHbIE TEPMHUHOJIOTHYECKHE MOHATHS Op(haHHOM MaTOJIOTHH, pac-
CMOTPETh MEUKO-COLMAIbHBIE BOIIPOCHI, CBSI3aHHBIE C JICUEHHUEM Op(PaHHbIX 00JIE3HEH.

Oo0yuarmuiicst 10/17KeH 3HATD:

Ocobennoctu opdaHHBIX 3a00JeBaHNN, TIepeueHb OpPaHHBIX 3a00JIE€BaHNM, T€HETUYECKHE ACTIEKTHI Op-
(baHHbIX 3200J1€BaHUHN, TPUHLUIIBI JIEYCHUs] OphaHHOM ATOJIOIUH.

OOyuarommiicst 10JIKeH yMeThb:

[IpaBUIBHO HCIIOIB30BATH COOTBETCTBYIOILYIO TEPMUHOJIOTHIO ITPH ONMCAHUH KIMHUYECKON KapTHHBI ((e-
HOTHIIA) OOJILHOTO, ONPENENSITh HEKOTOPbIE Op(haHHbIe 3a00I€BaHUs 1O CrIEUU(DUYHBIM JIIsI HUX CHUMIITO-
MaMm, IPUMEHSATh METO/Ibl AMArHOCTUKH Op(haHHOMN MAaTOJOTHH.

Oo0yuaromuiicsi 10J12KeH BJIaJ1€eTh:

Mennko-0noJorHuecKuM MOHATHHHBIM anmapatoM. MeTogaMu M3ydeHHUs! HacleICTBEHHOCTH 4esIOBeKa.
HaBpikamu moncka MeIMIIMHCKON HHGOpMAIMU B yueOHOM, HAYYHOH JTUTEPATYPE, B TOM YHCIIE C UCTIONb-
30BaHHeM ceTH VIHTepHeT; HaBbIKaMH NPEACTaBICHUs U 00CYXIeHUs METUIIMHCKON nHpopMarmu. baso-
BBIMH TEXHOJIOTUSMHU ITpeoOpazoBaHusi MH(GOPMALMU: TEKCTOBBIE, TAOJMYHbIE PEAAKTOPHI, IOUCK B CETU
HNurepHer.

CamocrosiTesibHAA Ay IUTOPHAsi pa00oTa 00y4ar0IMXCsl M0 Teme:
1. OTBeTHTH Ha BONPOCHI MO TEMe 3aHATHUSI.
Bomnpocs! 1i1s cobeceioBaHus:
1. Omnpenenenue u 001mas XapakTepUCTHKA OphHaHHBIX 3a00ICBaHHIA.

2. 3axkoHOJATeNbHBIC aKThI, BKIIFOYAIOIINE BOTIPOCHI, Kacarouuecst opGhaHHOH MaTOIOTHH.
3. T'pymnmsl 3a00neBaHMii, BXOAALIMX B IiepeueHb op(aHHbIX Oone3Hei.

4, Mennko-colaabHbIe BOIIPOCHI, CBA3AHHBIC C JICUCHUCM Op(I)aHHBIX OoJe3HeH

2. IlpakTHYecKas MOATOTOBKA.
Pa6ora 1. THoJI0rNs, KIMHNYECKAs] KAPTUHA, IPUHLIMIBI JJe4eHUs 0p(aHHBIX 3200/1eBaHMIA.
Llenv  pabomwvi: V3yunTh O3THONOTUIO, KIMHUYECKYIO KapTUHY, MPHUHLMUIBI Jie4eHUus oOp¢aHHbIX
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3a00JIEBaHHM.

Hcnonb3ys naHHbIe peepaTUBHBIX COOOIICHH, pa300paTh FTeHETUUECKNE MEXAaHI3MBbI, OCHOBHBIE KITMHH-
YECKUE CHMITTOMBI, IPHHIIMITBI JICYCHHUS Op(PaHHBIX MPEImapaToB.

[lepenectu B TeTpajb ¥ 3aIOJIHUTH TAOJIHILY:

Tabn. Opdanubie 3a0051€BaHNS.

HazBanue 3aboneBanus I'en, ero no- Tun nacneno- | Hedektropiii | OcHOBHBIE Jleuenue ¢
KaJTu3alus BaHUsA 0erok KIIMHUYECKUE | YKa3aHUEM
CUMIITOMBI ophanHoro
npernapara
Myxkonosnucaxapuno3ssil, |1
THTIOB

bonesnp ®adbpu

bone3ns Humana-IlIuka, Tun
C

[IponmnoHoBas auuaeMust

MetuiMaioHoBag aluje-
MU

Tupo3zunemust

bonesur Bunscona-Kono-
BaJIoBa

HecosepmieHHnslii ocTeore-
HE3

BeinonHenue paboThl Benetcst B popMe 00CYKICHUS BMECTE CO CTYJICHTaAMU MMEIOIIMXCS TAHHBIX IO Op-
(haHHBIM 3200JI€BAHUSM.

3. 3axaHus 1J1s1 TPYNIOBOI padoThl.
ITpocmoTp yuebHoro ¢punbMa: «Penkne Hacne CTBEHHbIE TATOJIOTUI.
[Tocne mpocMOTpa OTBETUTH Ha CIIEAYIOIINE BOIIPOCHL:
1.Kakue opdannble 3a001eBaHus ObLIN IPEICTABICHBI B pHiIbME?
2. Kak mpoucxoauiia TMarHOCTUKA TAHHBIX 3a00JIeBaHUIT?
3. Kakoe nieueHue nosyyaroT naueHTbI?
4. Kakoii a¢(ekt nmeno npoBoguMOoe JiedeHue?

4. BeiCcTyIUICEHHE € JOKJIAJAMMU:

1. Myxononucaxapuao3ssil, Il Tunos.
. bonesnp ®abpu.
. bone3ns Humana-Iluka, Tun C.
. [IponinoHoBas auuIeMus.
MeTunmanoHoBas allUJEMHUS.
Tuposnnemus.
. bone3ns Bunbcona-Konoanosa
. HecoBepieHHsIl OcTEOreHE3.

0N U~ WN

CamocTrosiTeIbHasi BHeayIUTOPHAasi pad0Ta 00y4alIHXCs 110 TeMe:

3aoanus 0 camocmosamenvHol 8HeayOUmMopHoOU pabomvl CMyO0eHmo8 no YKA3AHHOL meme:

1) O3HaKOMHUTBCS C TEOPETHUECKUM MATEPHATIOM IT0 TEME 3aHATHSI C HCITOJIb30BAaHHEM KOHCIIEKTOB JIEKITHI
W/WIA PEKOMEHTyeMO yueOHOM TUTepaTyphbl.
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2) OTBeTHTH Ha BOIPOCHI JUIsi CAMOKOHTPOJIS:
e Omnpenenenue u 001as XapaKTepUCTHKA OphaHHBIX 3a00JIEBaHU.

e 3aKkoHOJATeJIbHbIC AKThI, BKJIKOYAIOLIME BONIPOCHI, Kacarollrecs op(paHHOM NaToIOTUH.
e ['pynmnsl 3a001eBaHUMN, BXOJAIINX B IEpEUCHb Op(aHHBIX OOJIC3HEH.
e MeauKo-couranbHbIC BOIIPOCH, CBS3aHHBIC C JIEYeHUEM Op(haHHBIX OOJIe3HEeH

3) [ToaroroBuTh pedepat/moKIa MO CICAYIONIMM TEMaM:
. Mykonosmmcaxapuao3ssil, |1 Tunos.

. boneznp ®abpu.

. bone3as Humana-IIuka, Tun C.

. [IponnoHoBast anuaeMus.

. MeTtunmManoHoBas aiuieMusl.

. Tupozunemus.

. bonesns Buibcona-Konosanosa

. HecoBepiiennslii ocreorenes.

cO~NOOTDS WN P

Pexomenayemas iureparypa:
OcHoBHas:
1. boukoB H.II. Knununueckas reneruka: yueOHuk ais By30o8/ M.: [DOTAP-Menua, 2011-2018, 480c.
JlonoHuTENbHAS:
1. Kossonun B.A., Koceix A.A., Poquna H.E. [IpenaranbHas IUarHOCTUKA HACIEICTBEHHbBIX
3200JIeBaHU U BPOXKICHHBIX MTOPOKOB Pa3BUTHS: yIeOHOE ITOcoOue Kupog: 2011.-88 c., min.
2. Konenaesa E.B., Onyunna FO.H., Kozsonun B.A., Crapkosa E.B., bepecneBa A.A. Pabouas
TETpaab MO TUCHHIUTHHE «MeauuuHckas reHeTnkay. Yacts 1 u 2: yueOHO-MeTOqIECcKOe IOCcCoOHe.
- Kupos: ®I'bOY BO Kuposckuii [MY Munszapasa Poccun, 2021.-110 c. u 112c.
3. Konenaesa E.B., Poquna H.E.. OGmmas reneTrka 1 reHeTHKA YeloBeka: yaeoHoe mocooue/ Ku-
poB, 2016. — 69 c.
4. MyrtosuH I'.P.. M. Knunuueckas renetuka. ' eHoMHKa U MpOTEOMUKA HACIEACTBEHHOM MaTo-
Joruu [DneKkTpoHHbIN pecypc]: yaueOHnoe nocodue/ I'90TAP-Menua, 2010. - 832 c.: .
5. T'opGynoga, B.H., KopxeneBckas M.A.. ['eHeTHKa B KIIMHUYECKOM MPAKTUKE: PYKOBOJICTBO
nist Bpaueit /CII6.: Crnewur, 2015.- 329 c.
6. MymxkambapoB H.H., Ky3nenos C.JI. Monexynsipras 6uonorus: Yue6. [Tocobue st cTyaeH-
TOB Me.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
7. DNEeKTpOHHBIE PECYPCHI:
5. http://journal.rare-diseases.ru/
6. http://omim.org/

Pazgen 5: MyabTH(aKTOpPHAIBHBIE 32001¢BAHUSA.
Tema 5.4. Onkorenerunka.

Heab: M3yuuTsh NpUYUHBI 1 MEXaHU3MBI OITYX0JIEBOI TpaHC(hOpMAalLIUU KJIETOK (KaHLIEpOTeHe3a).

3agauu: M3yuynTh NpUYMHBI BOSHUKHOBEHHUS U OCOOCHHOCTH 3JI0KaUE€CTBEHHBIX OMyX0JIeH, FTeHETUYECKUE OC-
HOBBI M CTa/IUU OMYXOJIEBOH TpaHC(HOPMAIIUH KIIETOK, U3YUYUTh POJIb BUPYCOB B KaHILIEPOTE€HE3E.
Oo0yyarommiics 10J15KeH 3HATh:

I'unoTe3bl BO3HUKHOBEHHUS 37I0KAYECTBEHHBIX OIyXO0JIeH, UX MOP(OIOTHUYeCKHEe OCOOEHHOCTH, TEHETUYECKHE
OCHOBBI OITyX0JIEBOH TpaHC(HOpMAIUU KIIETOK, CTa/IMU OIYyXO0JIEBOM TpaHCPOpMAIH KIETOK, POJIb BUPYCOB
B KaHIIEpOTEHE3E.

Oo0yuaromuiicst 10J17KeH YMeThb:

[TnanupoBaTh NPOPHUIAKTHUECKUE MEPONPUATHS MO MPEeIyNpeKACHUI0 OHKOJIOTHYECKUX 3a00JIeBaHuUl,
MPaBWJIbHO HCIIOIb30BaTh METO/IbI IUArHOCTHUKH.
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Oo0yyammiics 10J15KeH BJIAAETh:

MGI[I/IKO-GI/IO.HOI‘I/I‘-IGCKI/IM NOHATUWHBIM arrapaToMm. MGTOI[aMI/I HU3y4YCHHUA HACJIICACTBCHHOCTH YCJIOBCKA.
HaBpikamu moncka MeTUIIMHCKON HH(GOpMAIMU B yueOHOM, HAYYHOH JTUTEPATYPE, B TOM YHCIIC C UCTIOJb-
30BaHHeM ceTd VIHTepHeT; HaBbIKaMH MPECTaBICHUS U 00CYXIEHHUS MeIUIMHCKON nHpopmanun. bazo-
BBIMH TEXHOJIOTHUSMHU MpeoOpazoBaHus HH(GOPMALIMU: TEKCTOBBIE, TAOJMYHbIE PEAAKTOPHI, IOUCK B CETU
HNurepHer.

CamocTosiTe/ibHAsA ayJUTOPHAsI padoTa 00y4alouuxcs no TemMe:
1. OTBeTHTH HA BONPOCHI N0 TeMe 3aHATHS.
Bomnpocs 11 cobecenoBanus:

1. OHKOreHbI ¥ X OMOIOTHYECKAS POJIb.

I'eneTnyeckue aceKThl KaHIIEpOreHe3a.

OO61ue mpencTaBiIeHHs O 3HAYEHUH HACJIEICTBEHHBIX (PAKTOPOB B BOSHUKHOBEHHUH paKa.
@DaxTophl BHEIIHEN CPe/Ibl, ACCOLMUPYIOIINECS C PAKOM (KaHILIEPOTE€HBI).

BupycHble 1 KJ1€TOYHbIE OHKOTEHBI.

duznonoruyeckasi poib KIETOUHBIX MPOTOOHKOTEHOB.

MexaHU3MBI IMpeBpaliCHUA IPOTOOHKOTCHOB B OHKOI'CHEI.

© N o g A w »

I'eHBI-CyIIpecCOpBI OITyX0JIEBOI0 POCTA.

2. [IpakTHYecKkasi MOATOTOBKA.

Padora 1. 'enHeTnueckue NpuYMHbI ONYX0JIeBOii TpaHchopMaUH.

Lenv pabomul: I3y4uTh OCHOBHBIE XapaKTCPUCTUKN T€HOB ¥ TEHETHYECKHUE MEXaHU3MBI, BIUSIOIINE HA
pa3BUTHE OITYXO0JIEeBOU TpaHCcHOpMALIMK KIIETOK.

[Iepenecute B pabouyro TeTpaab CXeMbl MEXaHU3MOB IIPEBPAIICHHS] IPOTOOHKOTEHa B OHKOTEH U3 Ta0-

JIMLIBL.
Mexanusm Cxema Onwucanue
[Ipucoenunenue k B/IHK kneTkn BcTpauBaeTcs akTUBHBIN y4a-
IIPOTOOHKOT€HY CTOK, ¢ KOTOpbIM cBsi3biBaeTcsi PHK-nmomume-
IIpoMOTOpa HK paza. OH MHULIMKPYET TPAHCKPHUIIIIUIO TeHe-
et 11poTo THYeCKOW nH(OpMaIu Bipyca (B ClIydae BU-
l pYCHOW MHBa3UM) U MPOTOOHKOTEHA, PacIIo-
JI0’KEHHOT'O0 HEMOCPEICTBEHHO 3a HUM.
R
LTR IIpomoTopsI:
J 00JbIlIME TEPMUHAJIBHBIE TTO-
~_ >~ BTOpHI (LTR), conepskariuecs B mpo-
~ - BHpYyce (TeHOMe BHUpYca, 00beINHEH-
~ HOM C T€HOMOM KJIETKH-XO035IMHA);
mMPHKmporo- o TPaHCIIO3UPYIOIINE 3JIEMCHTHI

THOMa — MOOUWJIbHBIE TEHETUUSCKUE
OJICMCHTHI, CIIOCOOHEBIE nepeMeIIaThbCAa
10 TCHOMY U BCTpauBaTbCA B pa3jiny-
HBIC CT'0 YUACTKH.
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Bcraska B reHoM
KJIETKHM SHXaHCEepa

B reHoM Ki1eTKM BCTpauBacTCsl aKTUBHBIN
yaactok JIHK, cmocoOHbIi akTHBU3UPOBATH
paboTy CTPYKTYpHOTO T'€Ha, KOTOPBIA MOXKET
HaXOIUTHCS PAIOM WM HA PACCTOSIHUM MHO-
I'MX ThICSY [1ap HYKJIEOTHI0B OT HEro. DHXaH-
CEp MOKET aKTUBU3UPOBATh IIPOTOOHKOTEH,
JIaXKe €CIIA OKA3bIBACTCS PACIION0KECHHBIM B
XpOMOCOME 3a HUM.

DHXaHCEepHI:
e moasmxHbie renbl,(LTR) JIHK-komnuii.

XpOMOCOMHBIE
ab0eparmu c siB-
JICHUSIMU TPaHC-
JIOKaluu

o
poTO-
HK
KIIETKH
TR
LTR
~
~_
~_
MPHKmpoTto-
1 || —» 1
] B
2
L] b |
/\_/ \
d‘_\"—"\f'—/f—\v\_.f'— .-‘—\'\_f‘_
MP f
HK axrtus- MPHK
HOTO reHa MPOTOOHKO-
1 — ak-

THUBHBIN I'eH

[Ipu peunnpokHO# TpaHCIOKAIIMH IEPBUYHO
HEaKTUBHBII IPOTOOHKOI'€H BCTPAUBAETCS
BCJIE]l 32 aKTUBHBIMU I'eHaMU (KOJIUPYIO-
MMM, HAIPUMED, TSAXKEIbIE LIETTH MOJIEKYI
UMMYHOIJIOOYJIMHOB). DTOT IPOTOOHKOTEH
HOTIAJIAET M0/1 KOHTPOJIb UX SHXAHCEPa U aK-
TUBU3UPYETCS.

[Ipumepsr:

e 1pu quMdome bepkuTTa KOHEl ATMHHOTO
TUIeYa XpOMOCOMBI 8, cofiep Kalei mpoTOOH-
KOT'€H MYC, TPaHCIOLMUPYETCS HA XPOMOCOMY
14 nox neiicTBUE YHXaHCEpa UMMYHOTII00Y-
JIVIHOB.

e TpaHCJOKalus Mexay 9-i u 22-it xpoMo-
COMaMH MPUBOAUT K (POPMUPOBAHUIO XUMEP-
Horo resa BCR-ABL ¢ Tupo3uHKMHa3HOU
AKTUBHOCTBIO, UTO MOXKET CTaTh MPUUMHOMN
pa3BUTHUS XPOHUUECKOTO MUEIIONIHOTO JIEH-
KO03a.
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Toueynsle MmyTa- IIpoayKT akTUBHOIO IPOTOOHKOT€HA U3MEHSI-
IIUU NIPOTOOHKO- €TCsl BCETO Ha | aMMHOKHCIIOTY.

reHa 4
o Ipumep:
\7 e [Ipy BO3HUKHOBEHHH TOUYECYHON MYTallM1
A reHa, 6enok Ras He cnocoben nedochopum-
o

Fe

s

posatbcs. [109TOMy OH IIOCTOSHHO HAXO0-
< - o JIUTCS B aKTUBUPOBAHHOM COCTOSIHUH, UTO
IPUBOJMT K YCUIEHHOM mponugepauu Kie-
¥ E TOK.

: %‘
e
e

Myranus mpo-
TOOHKOI'CHA
Amrumukanus YMHOKEHHE TPOTOOHKOTCHOB, 00J1a/Taf0IINX
IIPOTOOHKOTCHOB B HOpME HEOOJIBIIION CJICI0BOI aKTUBHO-
BK 00— CTb10, 00yCIIaBJIMBAET yBEIMUEHHUE UX 001IEH
KIJICTKH pOTO- AKTUBHOCTH JIO YPOBHS, JIOCTATOYHOTO JIJIS
l WHUIMAIIH OITyXO0JICBOI TpaHCHOpMAaITUH.
e B
MPHKmpoTo-

[lepenecute B TETpaab U 3aIIOJHUTE CIEIYIOIIYIO TaOIHILY:

Ta6n. CpaBHEeHHE IPOTOOHKOTE€HOB M CYIIPECCOPOB OMYXOJIEBOTO POCTA.
XapakTepuCTUKa IIpoToOHKOreHBI I'enbI-cynpeccopsbl
OyHKIMS Oenka

AKTHBHOCTb B T€TE€PO3H-
TOTHOM COCTOSIHUHN

AKTHBHOCTBH B TOMO3H-
TOTHOM COCTOSIHUU

[Tpumep Genka

Brimmonnenue paboTel BeaeTcs B popme o0CyKIeHUsI BMECTE CO CTYI€HTaMU UMEIOIINXCS JAHHBIX 110 OH-
KOJIOTHYECKUM 3200JIEBAHUSM.

Pagora 2. Jk30reHHbIe M IHAOT€HHBI MPUYHHBI BOSHHKHOBEHHUS HEOTJIa3uid.
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Llenv pabomei: 3y4nTh TEOpUN BOZHUKHOBEHUS U Pa3BUTHUS OIIyX0JIEBOM TpaHC(HOpMALMU KIETOK.
3amonHUTe TAOJIUITY:

IIprynHBI BOSHUKHOBEHUS HEOIUIA3UI ITpumepst

XPOMOCOMHBIE aHOMAJINU

Hedextsr penaparmu JJHK
HenocraTouHOCTE MMMYHHOTO Ha30pa
AHoManuu MetaboJin3Ma KaHIEPOI€HOB
MyTtanuu B COMaTHYECKHUX KIETKAX
WHTerpanus OHKOI€HHBIX BUPYCOB

Brinonaenue paboThl BeaeTes B popme 00CYKASHUS BMECTE CO CTYACHTAMU MMEIOIIUXCS JaHHBIX 10 OH-
KOJIOTUUYECKUM 3a00JIEBAHUSM.

Pa6ora 3. Ctaguu onyxos1eBoii TpaHcopMaluu KJIETOK.

Llenb pabomvi: I3y4nTh OCHOBHBIE CTaJJUM KaHIIEPOI€HEe3a.

Hcnonp3ys Tabnuisl, pa3depuTe cXeMbl Ipoliecca (CTaauit) ormyxoaeBoi Tpanc(hopMaIiy KIeToK.
Ilepenecure B TeTpajb CXeMbl CTAMI KaHLIEPOTreHe3a U 3aM0JIHUTE TaOIHILy:

Tabn. Craguu kaHueporeHesa.
Hazsanue cragnu CoObITHS, TPOUCXOISIINE B KIIETKAX O6parumocTh cCTaIUU
Muaunmanus

[Ipomonus
IIporpeccus

Beimonaenue pabotel Befercs B popme 00CYKIESHUS BMECTE CO CTYJICHTaMU MMEIOIIUXCS TAHHBIX 110 OH-
KOJIOTUYECKUM 3a00JIEBAHUSIM.

Pabora 4. AHTHO/1aCTOMHAs1 Pe3MCTEHTHOCTD.
Llenv pabomvi: U3yunTh OCHOBHBIE MEXaHU3MbI aHTHOJIACTOMHOM PE3UCTEHTHOCTH.
Ilepenecure B TeTpagb U 3alOJHUTE CIEAYIOIIYIO TAOIHUILY:

MexaHu3Mbl 3HaueHue [Ipumep
AHTHKaHIIEpOT€HHbBIE
AnTtutpanchopmanu-
OHHBIE
AHTHULIEIUTIOIIIPHBIE

Brinonnenue paboTeiBesieTcst B opme 00CykKI€HNS BMECTE CO CTYACHTAMH UMEIOIUXCSI JaHHBIX 110 OH-
KOJIOTHYECKUM 3a00JI€BAHUSM.

CamocrosiTe/IbHAS BHEAYIUTOPHAsA padoTa 00y4aouxcs Mo TeMe:
3aoarnus Onst camocmosamenvHolU 6HeayOUMopHOU pabomul CmyO0eHmo8 no YKa3auHou meme:
1) O3HaKOMHUTBCS C TEOPETHYECKUM MATEPUAIIOM IO TEME 3aHSTHS C UCTIOJIb30BAHUEM KOHCIIEKTOB JICKIINI
W/AIIM PEKOMEHIyeMON Y4eOHON TUTEPaTyPHI.
2) OTBETUTH HA BOIIPOCHI JIJIsl CAMOKOHTPOJIS:
e OHKOreHbl U UX OHONOrHYEcKas Poib.

e ['‘eHeTHUYECKHE aCIIEKThl KAHIEPOTreHe3a.
e OOmue npeacTaBieHUs O 3HAUCHUN HACIIEACTBEHHbIX ()aKTOPOB B BO3SHUKHOBEHUHU PaKa.
e  ®dakTOpbI BHEUIHEH CpeJibl, aCCOLUUPYIOLIUECS C PAKOM (KaHIIEPOT€HBI).
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e BupycHble 1 KJIETOYHbIE OHKOTEHBI.

o  @Duznonoruyeckas poiab KICTOYHBIX MPOTOOHKOTEHOB.

e MexaHU3MBbI IPEBpAIICHUS TPOTOOHKOT€HOB B OHKOTCHBI.
e ['eHbl-cympeccopbl OIyX0JI€BOTO POCTA.

3) IIpoBepuTh CBOM 3HAHHUS C UCIIOJIb30BAHUEM TECTOBOTO KOHTPOJIS.
1. Buibepume 00un npasuibHulil Omeem.

3Ha4YeHUE MPOTOOHKOTEHOB B HOPMAJIBHBIX KIIETKaX: a) B HOPMAJIBHBIX KJIETKaX MPOTOOHKOTECHOB
HeT; 0) UMEIOT OJM3K0E POJCTBO ¢ (PaKTOpaMH pPOCTa KIETOK U MX PELENTOpaMH; B) y4acTBYIOT B MIPOJIH-
depanuu u quddepeHnuanum KIeTok.
2. Bvibepume 08a npaguibHulx omeema.

K ¢akTopam, MOBBIIAIOIIUM PUCK MYIbTH()AKTOPUATBHON O0JIE3HH, OTHOCITCS: a) HAJMYME aHa-
JIOTUYHON OOJIE3HH y KPOBHBIX POJCTBEHHHKOB; 0) T€TEPO3UTOTHOCTH MO ayTOCOMHO-PELECCUBHON 00-

JIC3HU; B) BPEIHbIC (DaKTOPI OKPYKAOIICH CPeJIbl; I') OOJIBIIOE YHUCIIO JETEH B CEMbE.
Omeem:1 - B), 2 — a), B).

Pexomenayemas iureparypa:
OcHoBHas:
1. boukoB H.II. Knununueckas reneruka: yueOHuk ais By30o8/ M.: [DOTAP-Menua, 2011-2018, 480c.
JlonoHuTENbHAS:
1. Koszeonun B.A., Koceix A.A., Poguna H.E. IIpenaranbHast fuarHoCTUKA HACIEICTBEHHBIX
3a00JIeBaHUI U BPOXKJICHHBIX IOPOKOB pa3BUTHs: yueOHOe mocobue Kupos: 2011.-88 c., mi.
2. Konenaepa E.B., Onyunna FO.H., Kozsonun B.A., CrapkoBa E.B., bepecuneBa A.A. Pa6o-
yasi TeTpaab 1o aucuuiuinae «MeauuHcekas reHetrkay. Yactes 1 u 2: yueOGHO-MeTOAMYeCcKoe
nocob6ue. - Kupos: ®I'6OY BO Kuposckuii MY Munsnpasa Poccuu, 2021.-110 c. u 112c.
3. Konenaera E.B., Poguna H.E.. O0mas reHeTnka 1 TeHETHKA YeJIoBeKa: yueOHoe ocodue/
Kupos, 2016. — 69 c.
4. MyrtosuH I'.P.. M. Kiinnnyeckas renetuka. ['eHoMHKa U TPOTEOMHKA HACIIEICTBEHHOM Ma-
TOJIOTUH [DIEeKTpOHHBIN pecypc]: yuedHoe nocodue/ [DOTAP-Menua, 2010. - 832 c.: ui.
5. T'opGynoga, B.H., KopxeneBckast M.A.. ['eHeTHKa B KIMHUYECKOW MPAKTUKE: PYKOBO/I-
ctBO Juist Bpauei/CI16.: Cnewut, 2015.-329 c.
6. MymxkambapoB H.H., Ky3nenos C.JI. MonexynspHas 6uonorus: Yue6. [Tocobue s cry-
JIeHTOB MeA.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
7. DNEKTPOHHBIE PECYPCHI:
1) http://omim.org/

Pa3znes 6: IlpoduiakTuka Hac/1eACTBEHHBIX 3a00/1eBaHnii. MeUKO-TeHeTHYeCcKoe KOHCY/IbTHPOBa-
HHe.
Tema 6.1. IIpodpunakTuka Hac/eACTBEHHBIX 3200/1€BaHMIA.

Heab: M3yunTh OCHOBHBIC TIOJIXO/IbI K TPO(DUIAKTHKE HACIEACTBEHHBIX 3a00JI€BaHUIA, 11NN U 33141
MEMKO-TEHETHUECKOTO KOHCYJIbTHPOBAHMSI, dTAIlbl KOHCYIbTHPOBAHUS CEMel C HAaCJIeICTBEHHOM 1MaToJIo-
THEH.

3agauun: PaccMOTpeTh OCHOBHBIC TEPMUHOJOTHICCKHE MIOHSATHS, IPUMEHSEMBIC ITPU MEJIUKO-TCHETH-
YeCKOM KOHCYJTbTUPOBAaHUU CeMel, O0OyYUTh CTYJIEHTOB OMPEICICHUI0 TeHETUYECKOTO PUCKA B CEMbE Ha
OCHOBaHUH TCOPCTHUYECKUX PACUCTOB M SMITMPHUICCKHUX JTAHHBIX.

Oo0yuaromuiicsi 10/12KeH 3HATD:
OCHOBHBIE YPOBHH U TYTH MPOQPMIAKTHKN HACICICTBEHHBIX 3a00JICBAHUH; IIOHATHE TEPUKOHIICTIIIHOHHOM
npodunaktuky; nenu u 3agaun MI'K; mokazanust K MEIUKO-TEHETHUECKOMY KOHCYIbTUPOBAHUIO; dTAIIbI
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MEIMKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS;, IPO- U PETPOCIIEKTUBHOE KOHCYJIbTUPOBAHUE; STHUYECKUE aAC-
nexktel MI'K.

Oo0yyammiics 10J15KeH yMeTh:

Hcnonb30BaTh KIMHUKO-TEHEAIOTUYSCKUN METOM IS ONpeAeliCHUs] pUCKa HacleJACTBCHHBIX 3a00JieBa-
HH; HA OCHOBAHHUM MPOBEJACHHBIX MCCIIEAOBAHUN BBIJICNATh MAIMEHTOB IPYMIIBI PUCKA; HAYYUTHCS Ipa-
BWJIBHO UCIOJIb30BAaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO.

Oo0yuyarmmiics 10J5KeH BJIAAETh:

Meauko-0uoIOTHYeCKIM TTOHSITHIHBIM anmnaparoM. MerogaMu u3ydeHusl HACIEeICTBEHHOCTH YeIOBEKa.
Happikamu moucka MeTUIIMHCKON HH(GOpMAIMU B yueOHOM, HAYYHOH JTUTEPATYPE, B TOM YHCIIC C UCIIOJIb-
30BaHHEM ceTu VIHTepHeT; HaBbIKaMU MPEICTaBICHUS U 00CYKICHUS MEIUIIMHCKOW nHpopMmaruu. bazo-
BBIMH TE€XHOJIOTHSAMH TIpeoOpa3oBaHus HHPOPMAIIMK: TEKCTOBbIC, TAOJUYHBIC PEIAKTOPHI, TIONCK B CETH
HNurepHer.

CamocTosiTesibHAsI ayIUTOPHAsI pa00Ta 00yYaOIIMXCS 110 Teme:
1. OTBeTHTH HAa BONIPOCHI 110 TeMe 3aHSITHS
Bomnpocs! 111 cobeceioBaHus:
1. OcHoBHbIE YPOBHHU U ITyTH NPO(UIAKTUKN HACIEACTBEHHbBIX 3a00JI€BaHUM.

2. lemu u 3amaun MI'K.
3. Tlokazanwms nis Hanpasienus Ha MI'K.
4

HpI/IHIII/IHBI OLCHKU I'CHCTUYCCKOI'O PUCKA B PA3JIMYHBIX I'PYIIIIax HaCHeI[CTBeHHOﬁ aTOJIOTHH.
MeTOI[LI €Tro pacycra.

2. [IpakTHYecKkasi MOATOTOBKA.

Padora 1. OdopmiieHue kapThl (peHOTHIIA.

Llenv pabomul: I3yunTh BOIIPOCH! MPABUIIBHOTO cOOpa aHAMHE3a U IMOMCKa KIIMHUYECKUX CUMIITOMOB.
Odopmure kapTy peHOTHIIA TTO TPEATIOKESHHBIM 3aJaHUSIM U HUMEIOITIMCs (HOTOTpadusiM MaIleHTOB.
Beinonnenue paboThl Benetcs B popme 00CyKASHUS BMECTE CO CTYACHTAaMH UMEIOIUXCS JAaHHBIX Hacle-
CTBEHHOU ITaTOJIOTMH.

Pa6ora 2. Onenka pucka Npu MOHOT€HHBIX 3200/1eBAHUSAX.

L]env pabomol: VI3yunTh pa3inyHble BApUAHTHI OLIEHKH PUCKa TP MOHOT'€HHOM M1aTOJIOTHH.

OneHuTe BOBMOXKHBIM PUCK Pa3BUTHS 3a00€BaHUMN MO MPEASIOKEHHBIM POJJOCIOBHBIM.

Brinonnenue pabotsl BefeTcs B opMe 00CykKI€HUS BMECTE CO CTYJEHTAMH UMEIOIIMXCS JTaHHBIX HaCle-
CTBEHHOM IATOJIOTUH.

Padora 3. OneHKa SMIUPUIECKOTO PUCKA.

Llenv pabomul: OUEHUTH BEPOSTHOCTh BOZHUKHOBEHUsT MD3.

[lepenecute B TETpaab rpaduyeckoe N300pakxeHne poI0CIOBHOM CEMbH:
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Atonnueckuii aepma-

BbponxuanbHas actma

C momMonipro TabIHIIBI SMITUPUYECKOTO PHCKA PA3BUTHUS MYJIbTH(PAKTOPHATIHHBIX 3200JIEBaHUIA 1 TIPEACTaB-

JICHHOW POJIOCIIOBHOM ONPENENUTE: PUCK KaKOTO 3a00JieBaHUs (ATOMMYECKUN JepMAaTUT MM OpOHXHAIIb-
Has aCTMa) MOYKET Pa3BUTHCA Y AeTel mpobaHaa ¢ 00JbIIel BEPOSITHOCTHIO?

Nna/n 3abonepanus, NOPOKK Puck ans cubeos
(¥ B OTAEIbHAIX CAVYASX AR 1IOTOMCTRA)

1. AnsHuedanua 2-5%
2, Bpoxaennsie nopoku ccpaua 2 - 4 % (B 3aBMCHMOCTT OT hOPMbE)
3. Koconaanocts 2%
4- Ouyxoas Buabmca 5%
5. Pak MonouHo#l xeneant 6-7%
6. Jnunencus 3-12%
7 Hinsopperusa:

eCau Goncit OMMH H3 POAUTCACH; 10%

ccan GoneHbl 06a poauTens; 40%

118 cHOCOR R CHIOPAAMYECKHX CYHAAX 12,5 - 20%
8. HeocnoxHenHast MHONKA BLICOKOH CTENENH 10 - 15 % (ana nevedt 1 cubeon)
9 PeBMaTonanbli apTpuT 5%
10. Neopuas 16% (s cubeon)

20 % (nna pevedi npobanaa)

11 Sapexnas 6oneaus wenyaxa 15%
12. ATOIHYECKHH NlepMaTHT 16%
13. bpouxuasbHan actma 8-9%

Brinonnenue paboTsl BegeTcs B hopMe 00CY ACHHS UMEIOIIUXCSI JAaHHBIX 110 MYJIbTH()AKTOPHAIBHBIM 3a-
00JIeBaHUSIM BMECTE CO CTYJICHTAMHU.

Pa6ora 4. Hanumute METOAB! TUarHOCTUKY (C 0KHMIAeMbIMH U3MEHEHHUSIMHU ), HAIIPABJICHUS JICUEHUS U
MPOPUITAKTUKY JIJIS1 CISAYIONNX 3a00JICBaHMIA:

1. BuramuH /[-pe3ucTeHTHBIN paxuT.

2. T'emodumms A u B.

3. bonesns ['mpumpynra.

4. BRCA1u BRCA 2 —accounnpoBaHHBIH paKk MOJIOYHOU KEJE3bI.
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HacneacTBeHHBIN HEMOIUMNO3HBIN pPaK TOJICTOIO KAIIEYHUKA.
Anupunus (mytaiuu PAX 6).
CemeliHas TUTIEPXOJECTEPUHEMUS.
Cunnpom Mapdana.
Maprtuna-benn.

10. Heiipopubpomaros.

11. ®enunkeroHypus.

12. MykoBHCIIII03.

13. AnpOuHM3M.

14. l'anakro3eMusi.

15. 'omoncTuHYpUS.

16. AnxantoHypwHs.

17. Cunnpowm Jles.

18. Atpodust AMCKOB 3puUTENBHBIX HEPBOB Jlebepa.
19. Cunnpom MELAS.

20. Cungpom: [ayna.

21. Cungpowm Ilaray.

22. Cungpom DBapaca.

23. Cunapom Bonbga-XupuxopHa.

24. CUHIPOM «KOIIIAYbero KpUKay.

25. Cunnpom KnaitHdenbrepa.

26. Cungpom llepemesckoro-TepHepa.
27. Cunapom Tpurio-X.

28. Muomuctpodus ymenna-bekkepa.

© oo

3. PemidTh CHTYalMOHHBIE 3212491
1) Anroputm pazbopa 3amaq
1. Omnpenenute NpUYMHY BOSHUKHOBEHHUS ITATOJIOTHH.
2. Bcnydae HacleCTBEHHOW MATOJIOTUH, OMPEEIIUTE TUIT HACTIETOBAHUS.
3. OmpepaenuTe MPOTHO3 JUTSI JAHHOW CEMBH.
4. JlaiiTe peKOMEHIAIINH.

2) Ipumep 3amaun ¢ pa3dOPOM I10 aATOPUTMY

3amada 1. B MenuKo-reHeTH4ecKylo KOHCYJIbTAIMI0 00paTHach CyNpYyXKecKas mapa, y KOTOPOH 4eThipe
0epeMEeHHOCTH 3aKOHUMIINCH POXKICHHEM MEPTBBIX MIIQJICHIIEB C MHOTOYMCIIEHHBIMU aHOMAITUSIMH pa3BHU-
Tue. 3BeCcTHO, 4TO OTELl 3TOM ceMbH SBIsETCS JIUKBUAATOPOM aBapuu Ha YepHoObuTbCKOM ADC.
[TprurHa BOSHUKHOBEHHS TTATOJIOTUN — SK30TCHHBIE TePaTOTeHHBIE (DaKTOPEI.

[TaTonorus He yHacien0BaHa.

HebnaronpustHbIii.

ITocne neranbHOrO 00CIEAOBAaHUS 000MX POJIUTENEH, CKOpee BCero, OyayT 1aHbl peKOMEHJalluU
M0 OTPAHUYCHUIO 3a4aTHsl.

el N =

3) 3amaun i CAaMOCTOSATEIILHOTO Pa300pa Ha 3aHSATHH.

3anaya 1. B Meauko-reHeTHUECKy0 KOHCYJIbTAIlMI0 oOpaTuiiach ceMeiHas mapa 1o moBoJy Oecruioaus.
OO6cnenoBanre y CEHATMCTOB He OOHAPYKHIIO KaKUX-THOO OTKIIOHEHUH B 3710poBhe. JIHIIb pU AeTab-
HOM OIpoce OBUIO BBISIBJICHO, YTO >KCHIIMHA JUTUTEILHO MPUICP)KUBACTCS TIPEUMYIIIECTBEHHO MOJIOYHON
JUETHI ¢ IPAKTUUYECKH MOJTHBIM OTCYTCTBHMEM OBOIIIEH B parmone. KakoBa BeposiTHast TprUUrHA OeCTUIOAus?
KaxkoB nporuo3 jyist 3o ceMbU B OTHOIIEHHUH JIeTOpoXxAeHus? JlaiiTe pekoMeHaaluu.

3anaua 2. [IpoGanna - 310poBast *KEHIIMHA UMEET YeThIpeX OpaTheB, /IBa U3 KOTOPHIX OOJbHBI AIKalTOHY-
pueil (oTcyrcTBUE (pepMeHTa, OKHCISIONEr0 TOMOT€HIM3MHOBYIO KUCIIOTY). MaTh nmpobaHzia 310poBa 1
uMeeT JBYX 370poBbIX OparbeB. Oten mpobanaa Gosen ankantoHnypueil. OH NPUXOAUTCS ABOIOPOIHBIM
OpaToM cBOEi keHe. Y HETo eCTh 37I0pOBBIi Opat u 310poBas cectpa. babka mo muHuM oTira 6p11a 60JILHON
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M COCTOsIa B Opake co CBOMM JBOIOPOJIHBIM 310pOBBIM OpaTom. babka u nex mpobaHaa Mo JTUHUN MaTEepH
3,Z[OpOBBI. OHpeI[eJII/ITC THUIT HACJICAOBAHUA U BepOﬂTHOCTB pO)KIIeHI/ISI 60J'ILHI>IX ,Z[eTeﬁ B CCMbBC Hp06aH):[a
IIPH YCIIOBUH, €CITU OHA BBIMJIET 3aMY3K 32 3JI0POBOTO MY)XYHMHY, MaTh KOTOPOTO CTPaJia aJIKalTOHypUEH.

3agava 3. [leBouka, 15 ner. Poaunace oT mepBbIX CPOUYHBIX poAOB ¢ Maccoi tena 2700r, njuHON Tena -
47cMm. Ponpl mpotekanu 6e3 ocobenHocTel. [Ipu mepBoM 0CMOTpE BBISIBICHO: KOPOTKAs IIesi, HU3KOE pac-
MOJIOKEHUE YIIHBIX PAaKOBUH, JUMQaTHUecKuil oTek kucied u crom. K rpynu Obina mpuiokeHa Ha 2-e
cytku. Ha rpyaHoM BckapmilMBaHUU J10 ro/1a. B ICMXOMOTOpHOM pa3BUTHU HE oTcTaBaa. [Ipu HacTosiem
OCMOTpE BBISIBJICHO: HU3KOPOCIOCTh (Macca Tena 46 kr, niuuHa Tenma 130 cM). AHTUMOHTOJIOUIHBIA pa3pes
IJIA3HBIX 11IeJIEH, HU3KOE PACIIOJIOKEHUE YIIHBIX PaKOBUH. KOpoTKas mes ¢ KppUIOBUIHOM CKIIAIKOU KOXKH,
HU3KHUI POCT BOJIOC Ha I1Iee, KIMHoAaKTuIusA. KoHTakTHas, Ha HECTIOKHBIE BOIIPOCHI OTBEYAET KOPOTKO (113,
HET) U a/iekBaTHO. JlaHHbIe Ta00PaTOPHBIX HCCIIEe0BaHUH 6e3 OTKIIOHEHUH OoT HOpMBI. [Ipenmnonoxurens-
HbIN auarnos? JlanpHedmui mporao3 (GU3NYecKOro U HEPBHO-TICUXUYECKOTO pa3BuTHs pedeHka? Bapu-
AHTBI JICYCHUSI.

3amaua 4.K Bpauy neauatpy oOpaTtriiach KeHIIUHA ¢ peOeHKoM 10 JIeT 3a KOHCYJIbTalMeH 10 TIOBOY OT-
CTaBaHMS B (PM3NYCCKOM PA3BUTHUHU OT CBEPCTHUKOB. Kpome TOro, Majapb4MK IUIOXO YCBAWUBAJ IIKOJIBHYIO
MPOrpaMMy M OTCTaBaJl B MHTEIJICKTyaIbHOM pa3BUTHH. PoauTenu 310poBbl, HO BO BpeMs O€peMEHHOCTH
KEHILMHA [IepeHecIa ocTpoe BUpycHoe 3a0osieBanue.llpu ocMoTpe y pebeHKa onpenensoTcsl TUIIOTPO-
¢bus, mukpouedanus, BpICTyNAOIIME HAAOPOBHBIE AYTH, BHICOKHH 7100, SMHUKAHT, MITO3, TUIIEPTEIOPU3M,
KJIFOBOBUJIHBIM HOC, MUKPOT'HATHsl, yMCTBEHHAsl OTCTAIOCTh. Bpad 3amoao3pui HacieIcTBEHHOE 3a00J1eBa-
Hue 1 HanpaBui pedbenka B MI'K, rae Obu1 ycTaHoBiIeH quarnos: cunapom Bonbda-XupmxopHa. Onpene-
JIUTE BEPOATHYIO IPUUHHY 3a00sieBanus. Kakue nuccnenoBanus HE0OX0AMMO IPOBECTH ISl YTOUHEHHUS JTU-
arnosza? Omnpenenure puck AJs poXKJIEeHUs APYTUX JeTel ¢ Mog00HbIM 3a00IeBaHIEM.

4. 3apanus 11 rpyNnoBoi padorsl.

JenoBasi (poJieBasi) urpa: MeIuKo-TeHETUYECKOE KOHCYIBTUPOBaHKHE OOIBHBIX C MOHOTEHHOM MaToJIO-
TUEn.

L]eny. U3yunTh paboTy MEAUKO-TEHETUYECKON KOHCYnbTanuu. CTyeHTaM MpeasiaraeTcs MpecTaBUTh Ha
3aHSTUH MOJIOJYIO CYNIPYKECKYIO Iapy, y KOTopbIX 1 Mecsll Ha3aa poausics pedeHok. [lpu atom coctosiHue
peOeHKa HaYMHAeT yXyALIaThCsl, YTO MPOSIBIIETCS B HAPACTaHWU MBIIIEYHOTO TOHYCa, HacTodAllee o0pa-
LIEHHE K MEeNaTpy B CBSA3H C MPUCTYIOM KIOHHYECKHUX CyA0por. Y pedeHKa OTMeuaeTcsi HEOObIUHBIH 3a-
nax, 0J1eIHOCTh KOKHBIX MTOKPOBOB. 3-Uii CTYJEHT UTPaeT poJib Bpadya-Meauarpa, HampapisIoLIero Cynpy-
KECKYIO TIapy ¢ peOCHKOM K Bpauy-TeHeTuky (4-b1it ctyaeHT) B MI'K s uckimroueHus: HacueICTBEHHBIX
Oone3Hell u emie | rpymnma CTYAEHTOB WUIPAeT pojH JaOOpaHTOB-TEHETHKOB. «Bpau-neauatp» IOKEH
000CHOBATh HampaBjeHUE peOeHKa Ha IPHEM K Bpauy-TeHEeTHKY. «Bpad-reHeTnk» J0KeH NpOBECTH KOH-
CYJIbTUPOBAHUE U NIOCTABUTH MPEIBAPUTENBHBIN AarHo3. C 3TON LENbIo OH JIOJIKEH MPEUI0KUTh OMOXHU-
MHu4eckoe oocienoBanue. «JIabopaHT-IMTOreHETUK» JOKEH MPOBECTU UCCIIE0BAaHUE U UICHTU(UIIPO-
BaTh HACJIEICTBEHHBII CUHAPOM (€ciu OH ecTh). Ha ocHOBaHMM OMOXMMHUYECKOT0 aHAIN3a «BPau-TE€HETUK
YTOUHSIET TUAarHo3 y peOeHKa, 1aeT 3aK/II0UeHHe U 00bICHAET TAKTUKY JICUEHHS POJUTEIISIM.

CaMocTosiTe/IbHASI BHEAYTUTOPHAsI pad0Ta 00y4aloUIUXCsl 10 TeMe:
3aoanus 0 camocmosamenvHol 8HeayOUMopHOU pabomul CMyOeHmMo8 No YKA3AHHOU meme.
1) O3HaKOMHUTBCS C TEOPETHUECKUM MATEPHATIOM IO TEME 3aHATHSI C HCITOJIb30BAaHHEM KOHCIIEKTOB JIEKIIHI
W/WJIA PEKOMEHTyeMO yUeOHOM JTUTepaTyphbl.
2) OTBETUTH HA BOIIPOCHI TSI CAMOKOHTPOJIS:
e OCHOBHBIE YPOBHH U ITyTH NMPOGUIAKTUKHI HACTEACTBEHHBIX 3a00JICBaHU.

o [lemu m 3amaun MI'K.
e [lokazanus quis Hanpasnenus Ha MI'K.

° HpI/IHHI/IHBI OIICHKHU I'CHCTUYCCKOT'O pUCKa B PA3JIMYHBIX I'pyIInax HaCHeﬂCTBeHHOfI I1aTOJIOTHH.
Mertobl ero pacuera.
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Pexomenayemasi imreparypa:
OcHoBHas:
1. boukoB H.I1. Knuanueckast reaetuka: yaeOHuk i By3os/ M.: TDOTAP-Menua, 2011-2018, 480c.
JlonomHuTenbHast:
1) Kossonun B.A., Koceix A.A., Poquna H.E. TIpeHaranbpHas [uarHoCTHKa HACICICTBEHHBIX
3a00J1€BaHU U BPOXKJIEHHBIX TOPOKOB pa3BuTH: yueOHoe mocooue Kupon: 2011.-88 c., nim.
2) Konenaesa E.B., Onyunna 10.H., Ko3sonun B.A., CrapkoBa E.B., bepecueBa A.A. Pa6o-
Yasi TeTpajb Mo gucHumimHe «MeauiuHckas reuetuka». Yacts 1 u 2: yueOHO-MeToIn4ecKoe
nocobwue. - Kupos: ®I'6OY BO Kuposckuit MY Munsnpasa Poccuu, 2021.-110 c. u 112c.
3) Konenaesa E.B., Poguna H.E.. O0mias reHeTHKa ¥ reHETHKA YeIoBeKa: yuebHoe mocobue/
Kupos, 2016. — 69 c.
4) Myrosus I'.P.. M. Kilmnudeckas reHeTrka. 'eHOMHKa ¥ TPOTCOMUKA HACIIEICTBEHHOM I1a-
TOJIOTHH [ DEeKTpOHHBIN pecypc]: yueOHoe nocodue/ I'DOTAP-Menua, 2010. - 832 c.: .
5) T'opbynosa, B.H., Kopskenesckast M.A.. 'eHeTHKa B KIIMHUYECKOM [TPAKTUKE: PYKOBO/I-
ctBo mis Bpaueit/CI16.: Cnergmut, 2015.-329 c.
6) Mymkambapos H.H., Ky3uenos C.JI. Mosekynsipuas 6uosnorus: Yue6. [Tocooue mst cTy-
neHToB MeA.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
7) DIJeKTpOHHBIEC PECYPCHI:
1) http://omim.org/

Pa3nen 6: IlpoduiaakTuka Hac/ieACTBEHHBbIX 3a00JieBaHMii. MeauKo-reHeTH4YecKoe KOHCYJIbTHPOBA-
HHe.
Tema 6.2. [IpeHaTajibHAasi AUATHOCTHKA.

Heab: M3yunTh OCHOBHBIE METO/IBI U 3a/1a4yM, 3TAIbl JUArHOCTUYECKOTO MTOMCKA IIPEHATaIbHON Jua-
THOCTHKH.

3agauu: PaccMOTpeTh OCHOBHBIE TEPMUHOJIOTUYECKHE IOHSTHS, IPEHATAIbHON AMarHocTuky. [1o3Ha-
KOMHTbCS C OCOOEHHOCTSIMM CKPUHUHIOBBIX METOJOB JIMarHOCTUKH, COBPEMEHHBIMM METOJaMM IpeHa-
TaJbHOW JUArHOCTHUKH, a TAKXKe MOAXO0/1aMH B JICUEHUH I1JI0/1a.
Oo0yuaromuiicst 10/17KeH 3HATD:
OcHOBHBIE 3Talbl AUATHOCTUYECKOTO MTOMCKA B IPEHATAIbHOW JUATHOCTUKE; TOKA3aHUS K HE MHBAa3UBHBIM
Y MHBA3MBHBIM METOJaM IMAarHOCTUKHU, CPOKU, METOAMKY UX IMPOBEACHUS U BO3ZMOXKHBIE OCIIOKHEHUS.
OOyyarommiicst 10JIKeH YMeThb:
HayunTbcsl nmpaBuiabHO MCNOIB30BaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO. Ha OCHOBaHMM pe3ynbTaToB
MIPOBEICHHBIX CKPUHUHIOBBIX MCCIIEOBAHUN BBIACIATH NAIMEHTOB C OKa3aHUSAMU JJi YTOUHSIOIIEH -
arHocTHKU. OLleHUBAaTh COOTHOIIIEHNE PUCKA ITPOBEIEHUS NHBAa3UBHBIX METO0B JUArHOCTUKH C PUCKOM C
HAaCJIEICTBEHHBIX 3a00JICBaHUH.
OO0yuarommiicss 10JKeH BJajleTh: Menuko-01oIornyeckuM MOHATHIHBIM anmapatoM. MeTtoiaMu u3y-
YEeHMsI HacJIeICTBEHHOCTH YyesioBeka. HaBpikamMu nmorcka MeAUIMHCKONW HH(pOpMaluy B yueOHOM, Hay4HOI
JUTeparype, B TOM 4HCIIe C UCIOJIb30BaHUEM ceTH MHTepHeT; HaBbIKaMH MpPECTAaBICHUS U O0CYXKICHUS
MEIUIMHCKON MH(popMalnu. ba3oBbIMM TEXHONIOTHSIMH ITpeoOpa3oBaHus HH(OPMAILIUK: TEKCTOBBIE, Ta0-
JIMYHBIE PEAAKTOPBL, OUCK B ceTu MHTEpHeT.

CamocTrosiTe/ibHAA Ay AUTOPHAA padoTa 00yuyaommXxcs o reme:
1. OTBeTHTH Ha BONPOCHI N0 TeMe 3aHATHS
Bomnpocsr aiis cobecenoBanus:
1. TlpenaTanbHasi ¥ IPEUMIUIAHTALMOHHAS JUArHOCTHKA: TOKa3aHUs, BO3MOXHOCTH.

2. Metoapl mpeHaTaabHON TUarHOCTUKU.
3. DTudeckue BOMPOCH MPEHATAIBHON JUATHOCTHKH.
4

OKO kak MeTos1 mpodUIaKTUKN HACIEACTBEHHBIX OOIE3HEN.
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5. IlpuHIUTIEI TeYeHHs HACTEACTBEHHBIX OOJIC3HEN.

2. [IpakTHYecKkas MOArOTOBKA.

Padora 1. CKpuHMHIOBbIE METO/IbI MPEHATAJLHON TMATHOCTUKH.

Lenv pabomul: I3yunTh XapakTepHbIE TUArHOCTUYECKHE YEPThl HEKOTOPBIX YAaCTHBIX MaTOJIOTUH.
Hcnonb3ys Ta0nuIlbl ¢ OMOXUMHUYECKUMU MTOKa3aTeIsIMU U CHUMKH Y 31, 00CyIuTh XapaKTepHbIC TUATHO-
cTuueckue yepTsl cuHapoma Jlayna, DaBapaca, [laray.

[lepenectu B TeTpaab U 3aNIOJHUTH CIACAYIONIYIO TAOIHITY:

HaszBanue cungpoma | OTKIOHEHHE OMOXMMUYECKHX MTOKa3aTenei VY3U-kapTuHa

Cungpowm Jlayna
Cunnpowma Ilaray

Cungpom DaBapaca

Breimonnenue paboTsl BeneTcs B popme 00CYk ICHHUS BMECTE CO CTYACHTAMU UMEIONINXCS JaHHBIX M0 Me-
TOJaM NPEeHATAIbHON JUAarHOCTUKH.
3. 3axanus ISl TPyNNoBoii padoThl.
ITpocmoTp yuebHOTO unbma: «IIpeHaranbHas AMATHOCTHUKAY.
[Tocne mpocmMoTpa OTBETUTH HA CIIEAYIONINE BOIIPOCHI:
1. Kakuie MeTo/bl IpeHATaNIbHON TUArHOCTHKYU OBbLIN MPEACTaBICHbBI B (puibme?
2. Kakue MeTo bl OTHOCHIIMCH K HE HHBa3UBHOW CKPUHUHTOBOM TUAarHOCTUKE?
3. Kakue MeTo1p1 AMarHOCTUKH OTHOCUIIUCH K YTOUHSIOIIUM HE HHBAa3UBHBIM?
4. BosamoxHocti MeTosa Y 3U-1HarHoCTUKY U CPOKH BBITIOJTHEHUS 00CTICIOBaHUS?
5. YcioBus npoBeieHN MTHBa3WBHBIX UCCIIEIOBAHUN?

CamocrosiTe/ibHAsA BHEAYIUTOPHAs padoTa 00y4arouuxcs 1o reme:
3aoanus 0151 camocmosamenbHol 6HeayOUMoOpPHOL pabomul CMy0eHmo8 no YKa3auHoU meme:
1) O3HaKOMHUTHCS C TEOPETHYCCKUM MATEPUAIIOM 10 TEME 3aHATHSI C UCIIOJIb30BAHUEM KOHCIIEKTOB JICKIIU i
W/WIN pEKOMEHAyeMON yueOHO! JIUTepaTyphl.
2) OTBETUTH Ha BOMPOCHI IS CAMOKOHTPOJIS:
e [IpenaranpHas ¥ MPEUMIUTAHTAIIMOHHAS JHATHOCTHUKA: TTIOKa3aHUsI, BO3MOXKHOCTH.

e MerobI IpeHATAIBHON INATHOCTUKH.

e DTHUYECKHE BONPOCHI IPEHATATbHON JUAarHOCTUKH.

e DKO kak MeTos npo(UIaKTUKU HACIIECTBEHHBIX OOJIE3HEN.
e [IpuHIUNIBI JeUeHNs HACIIEICTBEHHbBIX O0JIe3HEH.

3) [IpoBepuTh CBOM 3HAHHMS C UCIIOIB30BAHUEM TECTOBOI'O KOHTPOJIS
1. Beibepume 00un npagunvhsiii omeem.

OnTuManbHBIME CPOKaMH MTPOBEACHUSI OMOTICHU XOpHOHA SBISIOTCS: a) 12 — 14uen.; 6) 8 — 12Hen.;
B) 4 — O6He.

2. Bvibepume 00uH npasuibHulii Omeen.

[TpexoHnenumonHas NpoduiIakTUKa — 3TO: a) YIpaBJIEHUE dKCIpPECCUell TeHOB; 0) AMUMUHAIIMS
SMOPHOHOB 1 TUTOJIOB C HEOHATAILHOM MMATOJIOTHEH; B) TeHHAsi HHKCHEPHsI Ha YPOBHE 3apOJIBIIIEBhIX Kile-
TOK; T') IUTAHUPOBAHUS CEMbU U MEPONPHUSATHS IO ONTUMHU3AIMH U PA3BUTHUS 3UTOTBHI.

Omeem:1 - 0), 2 —1).

Pexomenayemasi iureparypa:
OcHoBHa4:
1. boukoB H.II. Knuanyeckas reHetnka: yaeOHuK a1 By30B/ M.: TDOTAP-Menna, 2011-2018, 480c.
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JlomoaHUTEIbHAS:

1) Kossonun B.A., Koceix A.A., Poquna H.E. [IpeHaranbpHas [uarHoCTHKa HACICICTBCHHBIX
3a00J1€BaHU U BPOXKJIEHHBIX TOPOKOB pa3BuTH: yueOHoe mocooue Kupon: 2011.-88 c., nm.
2) Komnenaesa E.B., Onyunna 10.H., Ko3sonun B.A., CrapkoBa E.B., bepecuena A.A. Pa6o-
yasi TeTpajb Mo guciumimHe «MeauiuHckas reuetuka». Yacts 1 u 2: yueOHO-MeTo1n4ecKoe
nocobwue. - Kupos: ®I'6OY BO Kuposckuit MY Munsnpasa Poccuu, 2021.-110 c. u 112c.
3) Konenaesa E.B., Poguna H.E.. O01mas reHeTHka U reHeTHKA YeI0BeKa: yueOHoe mocooue/
Kupos, 2016. — 69 c.
4) Myrosus I'.P.. M. Kilmnudeckas reHeTrka. 'eHOMHKa ¥ TPOTCOMUKA HACIIEICTBEHHOM I1a-
TOJIOTHH [ DEeKTpOHHBIN pecypc]: yueOHoe nocobue/ IDOTAP-Menua, 2010. - 832 c.: .
5) T'opbynosa, B.H., KopsxeneBckas M.A.. ['eHeTHKA B KIIMHUYECKO# MTPAKTHUKE: PYKOBO/I-
ctBo s Bpauet/CII6.: Cneumnur, 2015.-329 c.
6) Mymkambapos H.H., Kysuemnos C.JI. Mosekymnspuas 6uosnorus: Yueb. [Tocobue mst cTy-
JIeHTOB Mea.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
7) DAeKTPOHHBIC PECYPCHI:

1) http://omim.org/

Paznen 6: IlpopunakTuka Hac/IeACTBEHHBIX 32a00/1eBannii. MeIMKO-reHeTHYeCKoe KOHCYJIbTHPOBA-
HHe.
Tema 6.3. KomnbroTepHasi TMaArHOCTUKA HACJIEICTBEHHBIX 3200J1€BaHMIA.

Heanb: ChopmupoBaTh yMEHUS MOJIB30BATHCS HHTEPHET-PECYpcaMu ¢ OMOMEIULIMHCKUMHU 0a3amMu
JAHHBIX [Tl TUarHOCTUKY T€HETUYECKUX 3a00JIeBaHUN.

3agauu: VM3yuuTh 0COOCHHOCTH PA3IMYHBIX 0a3 JaHHBIX. [[03HAKOMHUTBCS C TPOIECCOM IMOUCKA
nH(popManuy Ha OMOMETUITMHCKOM pecypce. OCyIeCTBUTh MOUCK MeHETUYECKOro 3a00JIeBaHUs C TIOMO-
uisto noptaia OMIM.
Oo0yuarmuiicst 10/17KeH 3HATD:
Jlo u3ydenus Tembl (0a3uCHBbIC 3HAHWS ) — TCHETUYCCKUH KO, CTPOCHUE I'eHa, TEeHETHYCCKHM JIOKYC, MY-
Talus, HacleACTBeHHbIE 3a00eBaHusl, 0a3a JaHHbIX.
[Tocne n3yueHus TeMbl — MOHITHE O OMOMETUIIMHCKUX 0a3aX JaHHBIX, 0COOEHHOCTH Pa3IMYHbIX 0a3 JaH-
HBIX, TOUCK HH(OPMALIUK B OMOMEIUIIMHCKON 0a3e TaHHBIX.
OOyuyarommiicss 10/:keH ymerThb: I[lonb3oBarbess nmouckoBbiMU MHTepHET-pecypcamu. CocTaBiiTh Tabd-
JUIy IO OMOMEIUIIMHCKUM 0a3aM JIaHHBIX, UX 0COOEHHOCTAM, coaepxkanuto. C momoripio moprana OMIM
OCYILIECTBIATH OUCK F€HETUUECKOT0 3a00IeBaHUSI.
OO0yuaromuiicst 10/:keH BiageTh: Meauko-0MOoI0rHYecKUM MOHITHIHBIM anmnaparoM. MetonaMu u3y-
YEeHMsI HacJIeICTBEHHOCTH YyesioBeka. HaBpikamMu norcka MeAUIMHCKONW HH(pOpMaluy B yueOHOM, Hay4HOI
JTUTEepaType, B TOM YHCIE C HCMOIb30BaHUEM ceTH VHTepHEeT; HaBbIKaMH MPEICTABICHHS U O0CYXKACHHUS
MEIUIMHCKON MH(popMaluu. ba3oBbIMM TEXHONIOTHSIMH MTpeoOpa3oBaHus HH(OPMAILIUK: TEKCTOBBIE, Ta0-
JIMYHBIE PEAAKTOPbI, HOUCK B ceTu VHTepHeT.

CamocrosiTesibHAA Ay AUTOPHAsi pa00oTa 00y4al0IMXCsl M0 Teme:

1. OTBeTHTH Ha BONPOCHI N0 TEMe 3aHATHS.

Bompocsr 11 cobecenoBanus:

AmnHanmm3 reHeTHYeCcKuX 0a3 TaHHBIX.

[Tonatue o GMOMETMITMHCKOM 0a3e JaHHBIX.

Knaccudukanus OnoMmeTMIUHCKUX 0a3 TaHHBIX.

Hanwmonanensiii Lientp 6nonndopmaruku (NCBI).

baza nannbeix "MenaeneBckoe HacaenoBanue y yenoeka" (OMIM).
baza manHbIX reHeTHUECKHX MocneaoBarenbHocteit (GenBank).
baza manHbBIX pacmpeHHON MeauHCKOM mutepatypsl (PubMed).
Human Gene Mutation Database (HGMB).

baza nanHbIx nocienoparenpHocTel Oenkos (UniProt)

10 baza nanubix, nocssmnienHas oenkam (PROteinSITES)

CoNOR~wWNE
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11. ba3a maHHBIX HacleACTBEHHBIX Oosesneit (GeneTests)
12. baza nannbix o renax yenoBeka (GeneCards).

2. HpaKTI/I‘IeCKaﬂ MnoATroTOBKA.

Pab6ora 1. CoctaButh Tabnuny «Oco6eHHOCTH OMOMETUIIMHCKUX PECYPCOBY.
Ha3sganue pecypca OcobeHHOCTH pecypca Kaxyro nH()OpMAIIUIO COICPKUT

PadoTta 2. [TozHakoMuThCs ¢ mporpaMMoii «SynDiag» u 0CyIecTBUTh MOUCK JIFOOOT0 HACIEACTBEHHOTO
3a00JieBaHUs HA BBIOOP MO aIrOPUTMY.

Oo6pasen padoTsl ¢ nporpammoii «SynDiag» Ha npumMepe cunapoma Jlayna.
1. 3axonum B mporpammy.

2. [lepen HamMu BCILIBIBAET MEHIO TIPOTPAMMBI.

7| Main Menu o] x|

NuarnocTuka:
1. Cunapomu MBIP
2. CReneTHbe AHCNNAsHH
3. IkTonEepManLHBE AHCTINAZHH
o . 4. HekoTOpHIE APYrHe KOMMAEKCH,
CHCTEMHBIE AHOMAAHH H G0AESHH

Astopui: E.T. MabuHa, a.m.H. u C.B_Konocos, k. ¢.-m.H.
Agpec: benapyce. r Munck. n/o 136. a/a 140
Ten_: (0172) 37-05-25. 58-13-42
Paxc: (0172) 37-85-13. 37-06-85

Cun/{uaz e
:Ilugiﬁ_'_é: [EEJ Cn:l;zxa ’Bumm

3. Jlanee BeIOMpaeM BKIIAAKY THArHO3.
4. OTKpbIBaeTCs INIABHOE MEHIO, B KOTOPOM YTO OBl OCYLIECTBUThH MOMCK 3a00JI€BaHUs MO0 CUMIITOMaM
HY’KHO Ha)KaTh Ha KHOIKY «BbIOOp CUMOTOMOBY.

E'ﬂnamocmxa _I_I— m} ﬂ

Homep Koa CuMimomMb

PaHee BbipaHo CUMITTOMOB

o]

YnaneHue BCER CHMITOMOB
YnaneHue 0TM. CHMINTOMOB
MoMck cHmMnTOMa

Mouck BepoaTHOro AWarHosa
Mouck auar. no npusHakam

5. Ilocne HaxkaTust HaM BCILIBIBAET MCHIO C CHCTCMOﬁ, B KOTOpOf/'I JIOKAJIM30BaH CUMIITOM.
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6. BeiOupaem HY>KHBII HaM pa3Jiesl U KITUKaeM.

B ciyqae ¢ cunzpomom JlayHa Mbl IM€eM CIIEAYIOIINE CUMIITOMBL: TUIIOTOHMSI, MOHTOJIOUIHBIN pa3pes
ria3, OpaXuaaKkTIIINS KUCTH, TNIOCKOE IIEPEHOCHE.

JlJ11 MOHT0JIOMTHOTO pa3pesa I1a3 HaM Hy»KHO nepeiTH B pasaen «llepuopburanbHas o06nacTb.

7. MBI momnaziaeM B MEHIO, I/1€ MBI JI0JKHBI BEIOPaTh OPTaH, B KOTOPOM JIOKJIN30BaH CHUMIITOM.
J1J11 MOHTOJIOMTHOTO pa3pesa If1a3 HaM HY>KHO KIIMKHYTh «Beku/rina3Hble Hiean» U BeIOpaTh HYKHBIH HaM
CHUMIITOM, Ha)KaB Ha HEro OJMH pas.

13 3. 1.13 | MoHronoWAHWIA paspes rnas

8. Iloce HaXkaTHs HA HY>KHBI HAM CUMIITOM, MBI BO3BPAII[aeMCsl B MEHIO BBIOOpA CUCTEMBI, JIJIsl 3TOTO
KJIMKAaeM J[Ba pa3a Ha KJIaBUIIY «BbIxom.
[Touck nanbHEHIINX CUMITTOMOB OCYIIIECTBIISICTCS] aHATIOTMYHBIM METOJIOM.
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9. [Tocne Toro kKak Mbl BEIOpaIN BCe CUMIITOMBI, MBI BO3BpaI[aeéMCsl B INIABHOE MEHIO MPOTPaMMBbI.

7 AnarnocTuka =] 3]
Homep Kop CHMNTOMB
1 3. 1.13| MonronoMaHoA paspes raas
Panee BpipaHO CHMITOMOB 2 (19, 1. 1| BpPaXMAAKTHAHA KHCTH
3] 3 1. 3. 3| Tunotonun

Briiop cHMnmomos

Ynanenue oTM. CHMINTOMOE

Ynanenwe Bcex cuMNToMOB |

Mouck cuMnTOMa

Mouck BEPOATHOND AKarHOSa

Mouck guar. no npusHakam

10. I[J'IH IIOMCKA BEPOATHOT'O JUarHo3a KJIMKa€M Ha KHOIIKY «ITomck BEPOATHOI'O JUArHo3an».
%

PesyneTaT noucka gwarosa
am cpeau [ 1965
Hafgeno [ 1| cunapomos, BepoATHOCTL KoTopsix Goneme [10.00%

Hom. Hom.s 6utin. BepoaTHocTb
1 688 9541%

PesynbTar noucka aMardosa no

Hma

Nayna [rpucomus 21] cuHapom

JluarHocTHyeckur

‘ Beero [ 4 | W3 nux cosnano | 3 |

BcnomMorarenbHbex 0B B
‘ Watnon

Becero M3 Hux coenano lII

Mpusnaku

3 0B

‘ Bcero | 3 | M5 nmx ne cosnano | | 0 |

B nosiBuBIIEMcst MEHIO MBI BUAMM, HCKOMBII HAMH TUArHO3 — CUHIpoM JlayHa.
11. Yrto 66 TOCMOTPETH KaKUE €II€ CUMITTOMBI COOTBETCTBYIOT JIAHHOMY 3a00JIEBaHUIO KJIUKAEeM Ha KJia-

Buity «[1labmon» u B mosiBuBmemMcst MmeHio «11labaoH cuaapOoMa.
ol =]

Yacrora

7| WaBnow cunapoma: fayHa (Tpucomnn 21) cuHapom

Homep Koa MNMpusnakn 3nauumocTb

FunoToHKA
MDHFDJ‘IOMHHﬁ pa3pes rnas

b4
#
5 112 lNnockoe/3anaewee nepeHocke it 96
o #

5 1. 4 1 JanepxKa HHTENAEKTYANLH. PASBHTHA + 100
] 2 1.1 b| ! SATHAOK + 84
7 2 1.7 Mukp /rMuKp + 43
8 3 1. 4 B p fyzkue r. menH + 88
] 3. 1. 9 | Inukant + 20 72
10 3111 Iuneprenopusm + 20 36
11 4 3 7 Narna Bpymeuneaa + &0 76
12 5 1. 7 ManeHbkui Hoo + 60 96
13 6. 1. 7 Por "kapna" + B0 88
14 6. 4 3 Makpornoccua + &0 6f —
15 6. 4. 5 BoicyHyThif AsbIk + 5 56
16 711 ManeHbKkHe YwHBE PAKOBHHB + 20 90
17 7. 1.9 lNpoyde AUCNANA3HH YWHBIK PAKOBHH + 20 92
18 8 21 JledekTo CEPAEYHOR NEPErOPOAKH + 20 50
19 8 3 1 p p Bot npoToKa + 20 20
20 12. 212 Kpunmopxusm + 20 it ]
21 13 1. 5 Hanusm + 50 a0
22 13 2.1 lNpeHaransHaa runonnasua + &0 56
23 14 1. 2 Koporkan wesn + 30 64
24 14 1. 4 Wlefinbe cknanku + 30 78
25 17. 1. 8 I'uneps NacTHYHOCTL CYCTaBoB + &0 80
26 18 1. 4 lNonepewnan nMHUA NanoHKM + 50 60
27 18. 1. 9 Kopotkan kucTe + 20 65 hd

12. ins Toro, yToOBI MOCMOTPETH (hoTorpaduu moyyeHHOro 3abosneBanus knukaeM «lllabmon» nanee
«DoTtorpadum.

Padora 3. 3amoIHUTE TaOIHITY C ITOMOIIBIO TTpOrpaMMbl «SynDiagy.

I/ICXOHHLIC CHUMIITOMBI

/lnarHos 1o rnporpamMme
«SynDiag»

UacToTa BCTPECUACMOCTU
CUMIITOMOB

UacTo BCTpeuaroyecs a0-
TTOJTHUTCIIbHBIC CHMIITOMBI
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['mnoronus Cunapom [layna 75% [Ti10cKoe MepeHoche
MOHT0JIONTHBIH pa3pes riia3 90%
BpaxumakTUIUs KUCTH
70%

Muxponedais

bonbmoi Hoc

LlInpokoe nepeHocke
Pacmeniaa Heba
[locTakcuanpHas NOMUAAKTUIINS
KHUCTH

[ MnepanacTHYHOCTB CYCTaBOB
['mnepanacTHYHas KoXa

PyO11e1 KOXH

[Iponarnc MUTpaIbHOIO KiIanaHa

AI1a3us pagyKKu

Hanusm

AHOpEKTAJIbHBIE TOPOKH
Jlucruiazum yuHbIX pakOBUH
3asiepyKKa HHTEJUIEKTYaaIbHOIO
pa3BUTHS

Jomuxornedanus
bredapodrmos
MuxkpocTomust

Hanusm

Cromna-kayaika

[ IpeHaTaspHas runomiazus
OKTONUS XPyCTaINKa
AHEBpH3Ma

Bricokuii poct
ApaxHOJAKTHIIUS

Muomnust

ATutazus MaTKu

[ 'unorasus AMYHUKOB
Hanusm

KopoTkast mmes

Lllelinblii nTEpUTHYM
Heitpopubdpomst

[TsTHA «KOdE C MOIIOKOM)
["amapTpoMa pagyKku
Hanusm

Bechyuku

ATa3us SU4eK
EBHYyXOUIHOE CII0KEHUE
['unormasus nojaoBoro wieHa
3aeprkKa HHTEIJIEKTyalbHOTO
pa3BUTHA

Pa6ora 4. [TpocmoTpeTs GoTorpadun OOIBHBIX ¢ JaHHBIMH 3200J€BaHUSAMH B Iporpamme «SynDiagy.
BeusiBuTh qricMop(u3MBl XapakTepHbIE Il HAaCcTIeICTBEHHBIX 3a00JI€BaHU.

Pabora 5. [1o nporpamme «Poroki» 03HaKOMUTBCSI ¢ KIIMHUYECKON KapTUHOM XPOMOCOMHBIX 3a00JI€BaHUIA.

CamocTrosiTeIbHasi BHeayIUTOPHasi padoTa 00y4YaIOIIMXCS 10 TeMe:
3aoanus 0 camocmosmenvHou 8HeayOUMopPHOU pabomul CMyOeHmMOo8 NO YKA3AHHOU meme.
1). O3HAKOMHUTBCS C TEOPETHUUSCKUM MATEPHATIOM IO TEME 3aHSATHSI C UCIIOIb30BAaHUEM KOHCIIEKTOB JICK-
U 1 PEKOMEHTyeMOM yueOHOI TuTepaTyphl.
2). OTBETUTDH Ha BOIIPOCHI JIJISI CAMOKOHTPOJIS:
e AHaJu3 reHeTHYECKUX 0a3 JaHHbIX.
e JlonsTue 0 OMOMETUIIMHCKON Oa3e JaHHBIX.
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Knaccudukanus 6noMeMInHCKUX 0a3 TaHHbIX.

Hauwnonanensiii Lientp 6nonndopmaruku (NCBI).

baza nannbix "MeneneBckoe HacieoBanue y yenoseka’ (OMIM).
baza naHHbIX TeHeTHYECKHX mocienoBaTeabHocTei (GenBank).
ba3a maHHbBIX pacIIMpeHHON MEeTUIIMHCKO# uTepatypsl (PubMed).
Human Gene Mutation Database (HGMB).

e baza manneix nociegosarenbHoctei 6enkos (UniProt)

e baza nannsix, nocesmiennas 6enkam (PROteinSITES)

e basa manHbIX HaclneaCTBEHHBIX Oonesneit (GeneTests)

e baza manneix o renax yenoseka (GeneCards).

Pexomenayemasi iureparypa:

OcHoOBHa4:

1. boukoB H.II. Knuandeckas renervka: yaeOHuk aiist By308/ M.: TDOTAP-Menua, 2011-2018, 480c.
JlonomHuTeIbHAS

1) Kossouun B.A., Koceix A.A., Ponuna H.E. [TpenaTanpHast AMarHOCTHUKA HACIIEACTBEHHBIX 3200-

JIEBAaHUH U BPOXKJIEHHBIX MIOPOKOB pa3BUTHs: yueOHoe mocodbue  Kupos: 2011.-88 c., n.

2) Konenaesa E.B., Ouyunna FO.H., Ko3onun B.A., CrapkoBa E.B., bepecuena A.A. Pabouas TeTpaan
1o nucuuiuiae «MeaunuHckas renetukay. Yacte 1 u 2: yueOHo-MeToanueckoe nocodue. - Kupos:
®I'bOY BO Kuposckuiit 'MY Munszapasa Poccun, 2021.-110 c. u 112c.

3) Konenaera E.B., Poguna H.E.. O0mias reHeTrka 1 reHeTHKa YesioBeka: yaeoHoe mocooue/ Kupos,
2016. - 69 c.

4) MyrosuH I'.P.. M. Knuandeckas renetuka. ' eHOMUKa U TPOTEOMHUKA HACIICICTBEHHOMN MaTOJIOTHH
[DnexTpoHHBIi pecypc]: yueOHoe mocobue/ I'DOTAP-Menaua, 2010. - 832 c.: u.

5) I'op6ynoBa, B.H., Kopxenerckas M.A.. ['eHeTHKa B KIIMHUYECKON NMPAKTUKE: PYKOBOJCTBO IS Bpa-
yei/CI10.: Cnewur, 2015.-329 c.

6) Mymkam6apos H.H., Ky3ueros C.JI. Monekynspras ouosorusi: Yue6. [TocoOue aiist cTy1eHTOB
Mea.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - c.85-117.

7) DIeKTPOHHBIE PECYPCHI:

1) http://mww.hgmd.cf.ac.uk/ac
2) https://www.genetests.org/

3) https://www.ncbi.nlm.nih.gov/
4) http://omim.org/

Pazgen 6: IIpoduiaakTika Hac/ieACTBEHHBIX 3a00/1eBaHnii. MeauKo-TeHeTHYecKoe KOHCYJIbTHPOBAa-
HHe.
Tema 6.4. 3aueTHOe 3aHsITHE.

Hean: IIpoBepuTh TEOPETUUECKYIO OATOTOBKY CTYJEHTOB 110 pa3feily «MEIULUHCKAs TEHETUKA
U YMEHME HCIIOJIb30BATh TEOPETUUECKUE TAHHBIE JUIS PEIICHUs] KOHKPETHBIX CUTYAllMOHHBIX 33/1a4 U Te-
CTOB.

3amauu: OLIEHUTH YPOBEHb TEOPETUUECKUX U MPAKTUYECKUX 3HAHUM CTYAEHTOB 10 pazaeny «Me-
JTUIMHCKAs! TEHETUKaY.
Oo0yuarmuiicsi 10/12KeH 3HATD:
[TonsATHE MENUIIMHCKOM T'€HETUKHU. XapAKTEPUCTUKY HACIIEICTBEHHOCTH U IMaTooruu. ['eHoM yenoBeka.
CrpykTypa U QyHKIMHU reHOB. Perymsmus sxcnpeccuu reHoB. I 'ennble 60e3Hn. XpoMocoMHast aToJio-
rusi. MynbeTu-dakropuanbHble 3a0oneBanus. [IpodunakTiuka HacieCTBEHHBIX 3a0oneBanuii. Meauko-
TEHETUYECKOE KOHCYJIbTUPOBAHUE.
Oo0yuaromumiicst 10/12KeH ymeTh: Pemats CUTyallMOHHBIE TEHETUYECKHE 3aJa4N.
OO0yuarommiicsi 10/15keH BJaaeTh: [IpUMeHsATh HABBIKM UCIIONb30BaHUS MH(DOPMAITMOHHBIX, OMOIHOrpa-
(uUecKux pecypcoB C LENbIO MOyuYeHHs] HAydHOU HH(OPMAIIUK U OCYIIECTBICHNUS KOMMYHHUKAIIMU B Me-
IHUIIMHCKOM COOOIIIECTBE.
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Hcnonbs30BaTh KOMIBIOTEPHBIE TPOTPAMMBI JJIs1 00pabOTKH METUKO-TEHETHISCKUX HCClIeJoBaHn. Me-
JMKO-TE€HETUYECKOW TEPMHUHOJIOTHEN. PellleHneM CUTYallMOHHBIX T€HETUYECKUX 3a/1a4.

CaMocTosiTeIbHAsI ayIUTOPHAs padoTa 00y4aloIUXCsA M0 TeMe:
1. UToroBslii TeCT — MpUMEPHBIC 3aaHUS IPEACTABICHBI B IPHIOKEHUH b
2. CobeceroBaHme 10 BONPOCAM — IPUMEPHBIE 3aJaHUs [TPEICTABICHBI B IPUIIOKeHUH b

CamocrosiTe/ibHAs BHEAYIUTOPHAsA padoTa 00y4aroIuxcs Mo TeMe:

3aoarus 0151 camocmosmenbHoU 8HeayOUMopPHOU pabomul CMyOeHmos no YKa3auHoU meme:

1) Ilosmopums meopemuueckuii Mamepua ¢ UCHOIb308aHUEM KOHCREKMO8 NeKYUL U/Ulu peKoOMeHOYeMOoll
V4eOHOU Tumepamypbi.

2) I1oo2omosumucsi Kk 3a4emuoMy 3aHAMUI0

3) IIposepumu c80uU 3HAHUSA C UCNONBLIOBAHUEM MECHOBO20 KOHMPOJIL.

1. BeiGepuTte o1H IPaBUIIBLHBIA OTBET.

Uro Takoe MOJIEKYISIPHBIN 30H/: a) KoMIuIeMeHTapHbIH yyacTok JIHK; 6) mpoTsKeHHbIH ydacTok
JHK, xommuiemenTapsbiii nocnenoBarenbHocTd JJHK, conepxxaiiieli MyTaHTHBIN I'eH; B) CUHTETUYECKAs
OJIMTOHYKJIEOTH]IHAsI MeUeHas (paJlOaKTUBHO WU (PIIOOPECIIEHTHO) MOC/IEA0BATENbHOCTh, KOMILIEMEH-
TapHasi MyTaHTHOMY WUJIM HOPMaJIbHOMY T'€HY.

2. BeiGepuTe 0JJMH IPaBUIIbHBII OTBET.

AmnduKanus TeHOB - 3TO: a) WAeHTUUKAIMS TocieaoBaTensHocTH ocHoBanui JIHK; 6) MHOTO-
KpaTHOe NoBTOpeHue kakoro-mubo yuactka /IHK; B) Beinenenue ¢pparmenrta JJHK, conepxamiero nzydae-
MBI} TEH.

3. BeiGepuTe 01MH NPaBUIIbHBII OTBET.

Kak Ha3pIBalOTCS XpOMOCOMBI C KOHIIEBBIM PACIIONIOKEHUEM [IEHTPOMEPHI: a) METalleHTpUYecKue; 0) aK-
POLIEHTPUYECKHUE; B) CyOMETaLEHTPUUECKUE; T) TULEHTPUKH.

4. BoibepuTe Ba IpaBUIIbHBIX OTBETA.

Jlist mpoBeIeHUSI IUTOI€HEeTUUECKOrO aHaIN3a UCIIOJIb3YIOTCA: @) MbILIEYHbIE KJIETKU; 0) SpUTPOLIUTHI; B)
OuonTaT XOpMOHA; T) SMOPHUOHAIbHAS TKAHb.

DTaJlOHbI OTBETOB:

1.—B);2.—06);3.—0); 4. — B),1).

Pexomennyemas imreparypa:
OcHoBHas:
1. boukoB H.II1.Knunnueckas renetnka: yueouuk s By308/ M.: IDOTAP-Menua, 2011 -2018, 480c.
JonosmHurenpHas:
1) Kossouun B.A., Koceix A.A., Pomquna H.E. IIpenaranbpHas quarHoCTHKA HACIeICTBEHHbBIX 3a00J1eBa-
HUH ¥ BPOXKJIEHHBIX TIOPOKOB pa3BUTHUs: yueOHOE Tocodue Kupos: 2011.-88 c., mn.
2) Konenaesa E.B., Onyunna FO.H., Ko3sounn B.A., Crapkosa E.B., bepecneBa A.A. Pabouas Tetpaip
1o AucHuIuMHe «MeauuHckas renetukay. Yacte 1 u 2: yueOHO-MeToandeckoe nmocoowue. - Kupos:
®I'bOY BO Kuposckniit 'MY Munszapasa Poccun, 2021.-110 c. n 112c¢.
3) Konenaera E.B., Poguna H.E.. O0mias reHeTrka 1 reHeTHKA YesioBeka: yaeoHoe mocooue/ Kupos,
2016. - 69 c.
4) MyrosuH I'.P.. M. Knuandeckas renetrka. [ eHOMHKa U TPOTEOMHUKA HACIICICTBEHHOW MATOJIOTHH
[DnexTpoHHbIH pecypc]: yuebHoe nocodoue/ ['DOTAP-Menua, 2010. - 832 c.: ui.
5) TopoOynoBa, B.H., KopxeneBckass M.A.. ['eHeTHKa B KIIMHUYECKOM MPAKTHKE: PYKOBOJICTBO JJIsl Bpa-
ye/CI10.: Cneryut, 2015.-329 c.
6) Mymkam6apos H.H., Ky3ueros C.JI. Monekyssipuas 6uosorust: Yue6. [Tocobue 1j1st CTYAeHTOB
Mea.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - c.85-117.
DIIEKTPOHHBIE PECYPCHI:
1) http://omim.org/
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JlonoiHeHNsI ¥ U3MEHEHHUs B IPUJI0KeHNH A K pado4eil nporpaMMe y4eOHOM JMCIHMIIIHHBI
«MeaHMUMHCKAasA FeHeTHKa)

CrnermanpHocth 31.05.01 Jleuebnoe sieno (PI'OC 3++)
Hanpasnennocts (npoduis) JleueOHoe aeno

®dopma 00yueHHUs OUHas
Kadenpa _buonoruu

Astop (1) _Konenaena E.B.

C 2025 /2026 yuebHOro roja B MpuiIokeHre A K pabodeii mporpaMme BHOCSTCS CIIEAYIOIINE ONOTHEHUS U
W3MECHEHUSI:
Tembl Ne 4.2., 5.1, 6.2. U3MEHUTH U YUTATh B CICAYIONIEH PEAAKIIUU:

Pa3znen 4. XpoMocomMHasi aToJI0Tusl.

Tema 4.2. Xpomocomuas nartoJiorus. Knuaunueckune popmsi.

Hesab: M3yunTh TUIIBI XPOMOCOMHBIX MYTallMi, ’THOJIOTHUIO, IATOT€HE3 M KIMHUYECKYIO KapTUHY HanboJiee 4acTo
BCTPEYAIOLINXCS XPOMOCOMHBIX CUHIPOMOB.

3agaum: PaccMOTpeTh OCHOBHBIE TEPMHHOJIOTHYECKHE TOHSATHS XPOMOCOMHBIX OOJie3HEH, OOYYHUTh CTYIEHTOB
IPUMEHEHHIO LIUTOJOTMYECKUX METOJIOB Ul ONpEAETICHHs TUIIa XPOMOCOMHBIX MYyTalui, pa3o0paTh OCHOBHBIE
CUHAPOMBI IPU JAHHOW NATOJIOTHH.

O0yuyarommicst 10J15KeH 3HaTh.

1. JTo uzydenust tembl (0a3uCHbIE 3HAHUSI) —CTPOCHHUE XPOMOCOM U METOJbl UX M3YUYEHUS; TUIIBI XPOMOCOMHBIX
MyTalui.

2. Ilocne m3ydyeHHsl TEMbl —MEXaHU3Mbl BOZHUKHOBEHHUS XPOMOCOMHBIX MYTaluil B NEPHUOJ I'aMETOI€HE3a U HX
HOCJEACTBUS;, KJIAacCU(UKALMI0 XPOMOCOMHOM NAaTOJIOTMHU; 3THOJOIUIO, KIMHUYECKUE IpOsBICHUsS Haubosee
4aCTO BCTPEYAIOIINXCS XPOMOCOMHBIX CUHIPOMOB.

OOyyarommiics 10J7KeH YMeTb.

OnpenensaTb TUI XPOMOCOMHOM MyTanuu 1o ¢ortorpadpuu M IO MHKpPOIpenapaTy KapHOTUIIA YeJIOBEKa.
OnpenensaTb THUIBI TaMeT, OOpa3ylOIIUXCS MPU Pa3IMYHBIX XPOMOCOMHBIX MyTranusx. Pemare 3amaun Ha
ONpEJIETICHUE BEPOSITHOCTH MOSBJICHHS NATOJOTMH B 3aBUCUMOCTH OT THIIAa XPOMOCOMHOM MyTtanuu. [IpaBuiibHO
UCIIOJIB30BaTh COOTBETCTBYIOLIYIO TEPMUHOJIOTHIO.

Oo0yuarommiicsi 10J15KeH BJIA/I€Th.

Mennko-OnoJorMuecKuM  MOHATUHHBIM — anmapaToM. MeTogaMu M3y4eHHsT HACJIEICTBEHHOCTH YeJIOBEKa.
HaBbikamu noncka MeIUIIMHCKON MHOpMaLMK B yueOHOW, HAyYHOU JIUTEpaType, B TOM YUCIIE C UCIIOJIb30BaHUEM
ceth VHTepHeT, HaBbIKAMH TPEACTABICHUS U OOCYXKAECHUS MEAMUMHCKOW uH(popmanmu. ba3zoBbimu
TEXHOJIOTHSMU NpeoOpa3zoBaHus HHPOPMAIMK: TEKCTOBbIE, TAOJINYHBIE PEJAKTOPbI, TIOUCK B ceTH MIHTEepHET.

CamocTosiTe/IbHAs ayUTOPHAs PadoTa 00y4aroIIUXCcs M0 TeMe:

1. OTBeTUTH HA BONPOCHI IO TEMe 3aHATHSA.

Bomnpocs! mist cobecenoBanus:

1. IlpocTteie BapuaHThl ayTOCOMHBIX Tpucomuii. Cunapomsr: [layna, [laray, DaBapnca.

2. Mozannusm.

3. CuHIIpOMBI, 00YCIIOBICHHBIE CTPYKTYpHBIMU TiepecTporikamu. CHHIpOMBI: Bonbha-XupuxopHa, «KOMIaYbero
KPUKa».

4. Hapymienus B cucreMme moyioBeix xpomocoMm. Cunapomsl KnaitHdensrepa, Illepemesckoro-TepHepa, Tpuriio-
X.

2. IIpakTHyecKasi MOATOTOBKA.

Pabora 1. ®eHoTMNHYECKHEe H3MEHEHHS IIPH XPOMOCOMHBIX 3200/IeBAHHUSX.

Llenv pabomwvi: W3yunth (QeHOTUNUYECKHE H3MEHEHHS IpU Haubojiee paclpOCTPAHEHHBIX XPOMOCOMHBIX
3aboneBanuax. [lo mnpencraBneHHBIM QoTorpadusM OOJBHBIX C XPOMOCOMHOW MAaTOJIOTHEH OompenenuTe
3a00J1eBaHUS.

OtBetbTe B paboueil TeTpaau Ha CIIEAYIOIIHNE BOTIPOCHL:
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1) HasBanwue 3a00JcBaHMUS.

2) DCHOTHIMHUYECKHE MPOSBICHUS (TEPMUH U €r0 OMPEICIICHHUE).

3) Meromapl AMarHOCTUKH.

4) MeTo/bl T€UCHHUS.
Beimonaenune paboTel Bedercs B (opMe OOCYXKIACHUS BMECTE CO CTYJACHTAMU HWMCIOIIUXCS JaHHBIX 10
XPOMOCOMHBIM 3a00JICBAHUSM.

Paboma 2. Ilpumenumv memoowt uckyccmeennoz2o unmeniekma (MH) ona ananuza kapuomunoe 00abHbIX C
HaceocmeennvimMu  namonaocuamu: cunopom Jlayna, Illepeweeckozo-Tepuepa, Ilamay, Cunopoma
«Kowauvezo kpuxa» u m.o.

3.PemutTh cUTyaliMOHHbIE 321a4H.

1) Aneopumm pazbopa 3a0ay:

[ToctraBbTe MpenBapUTENbHBIN IUArHO3.

3anuiuTe KapUuOTHIL.

KakoB MexaHN3M BO3HUKHOBEHUS 3TOT0 3a00JIeBaHUs?

Kaxoif ocHOBHOI MeTOJ IMarHOCTUKU ITOro 3a00eBaHus?

Hamnpasnenus neuenus?

2) IIpumep 3a0auu ¢ paz6o0pom no areopummy.

[Ipu BHEmIHEM OCMOTpE Majb4HMKa 3-X JIET Bpad OMpeAciui Haludue Opaxuiiedaavy, MOHTOJIOUIHTO pa3pesa
IJ1a3, SUKaHTa, 1e(hopMalliy YITHBIX PAKOBUH, MAKPOTJIOCCHH, KIIMHOAAKTUITUS Ha KUCTSIX.
Pewenue:

. Cunapom Tpucomuu 1o 21 xpomocome.

. A7 XX (+21), 47 XY (+21)

. LluToreHetTnueckut METO

. Hepacxoxnenue XxpoMoCcoM B Meii03e

. CuMIiromMmaTuyeckoe, XUupypruueckoe JeueHue.

OB~ wdiNE

3) 3a0auu ona camocmosamenbHo20 pazoopa Ha 3aHAMuULU.

3anaua 1. B cembe y 310poBBIX poauTenei poauiics 00nbHON pebeHok. Bec npu poxneHnn — 2 Kr, OKpy>KHOCTb
yeperna yMEHbIIEeHa, JI0O CKOIIEHHBIH M HM3KHUI, JBYCTOPOHHHE pacCIleNMHBl BepXHeH ryObl W Heba, HHM3KO
pacrioyniokeHHbIe ¥ J1e(OPMHUPOBAHHBIC YIIH, HA 00EWX pyKax — MOMUAAKTWIHA. [locTaBpTe MpeaBapuTebHBINA
MarHo3. 3anumuTe KapuoTurl. Kakoif OCHOBHOM MeTOJ| JMAarHOCTHKHU 3Toro 3aboneBanus? KakoB MexaHU3M
BO3HUKHOBEHUS 3TOr0 3a0oneBanus’? HampasieHus nedeHus

3amava 2. Y myxuussl B 70% KJIETOK SIUTENNs CIU3UCTON 1IEKU OOHApYX EHO 2 TIIBIOKHU MOJIOBOT0 XpOMaTHHA.
[TocTaBbTe npeaBapUTENbHBIA TuarHo3. 3anmuimuTe KapuoTun. Kakoil OCHOBHOM MeTOJI AMAarHOCTUKH 3TOTO
3a0oneBanusa? KakoB MexaHN3M BO3ZHUKHOBEHUS 3TOro 3abosneBanusi? HanpasneHus nedeHus

4.BpicTyniieHHe B JOKJIAaMU:

Cunnpom JlayHa. DTHONOTHS, TATOT€HE3, KITUHUKA, TUarHOCTUKA, TPUHIIUIIBI JICUCHUS.

Cunapom DnBapjca. ITHOJIOTHS, MTATOTEHE3, KIIMHUKA, TUATHOCTUKA, TPUHITUTIBI JICYCHUSI.

Cunnpowm [latay. DTHonorus, marorenes, KIMHUKA, AMATHOCTUKA, TPUHIIUIIBI ICYCHHUS.

CHHJIIPOM «KOIIAYbero KpHUKay. ITHUOJIOTHS, TATOTeHEe3, KIIMHUKA, THATHOCTHUKA, TTPHHIIHAITH JICYCHHUS.
Cunnpom Bonbda-XupruixopHa. ITHOIOTHS, TATOTeHe3, KITNHUKA, TUarHOCTUKA, TPUHIIUIIBI JICUCHUS.
Cunnpom KnaitHdenbrepa. DTHONOTHS, TaTOTeHEe3, KJIMHUKA, TAATHOCTHKA, IIPUHITUTIBI JICUCHUS.
Cunnpom IlepemeBckoro-TepHepa. ITHONOTHS, TATOTEHE3, KJIMHUKA, TUATHOCTHKA, IPUHITUITBI JICUSHHUS.

Nogkrwdh e

CamocrosiTesibHAsi BHeayJUTOPHasi padoTa o0y4aromuxcs 1mo reMe:

3aoanus ons camocmosamenbHoU 8HeayOUMopHOU pabomvl CMYOeHmMOo8 NO YKA3AHHOU meme:

1) O3HaKOMHTBCS C TEOPETHUECKUM MAaTEPHAIOM TI0 TeME 3aHSATHS C UCIOIB30BAHUEM KOHCIIEKTOB JICKITUN W/WIH
PEKOMEHIyeMO# y4eOHOU TUTepaTyphl.

2) OTBETUTH Ha BOIPOCHI J1JIs CAMOKOHTPOJIA:

e [Ipocteie BapuaHTBl ayTOCOMHBIX Tpucomuil. Cunnpomsl: Jlayna, [latay, DnBapaca.
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e Mo3sannusm.
e CuHapombl, OOYCIOBJIEHHbIE CTPYKTYpHBIMH TmepecTpoiikamu. Cunaapomsl: Bonbda-XupmixopHa,
«KOIIIAYbET0 KPUKaY.
e Hapymenuss B cucreme mosioBeix XxpomocoMm. Cunapomsl KnaitHdensrepa, Illepemesckoro-TepHepa,
TpUILIO-X.
3) [IpoBeputh CBOM 3HAHUS C UCIIOJIH30BAHUEM TECTOBOTO KOHTPOJIS
1. Bvibepume 00un npasuiibHulli omeemn.

VkaxuTe At Kakoro XpOMOCOMHOI'0 CHHIPOMA XapaKTepeH Ha0op CUMITOMOB, BKJIIOYAIOIIUX YMCTBEHHYIO
OTCTaJIOCTh, noyuxouedanuio, nehopMupoBaHHBIE YIIHBIE PAKOBUHBI, (DIEKCOPHOE IMOJIOKEHHE MaNbLIEB PYK,
BPOXKACHHBIN TOPOK cepiana: a) cuHapoMm OnBapiaca; 0) cuuapom Ilaray; B) cunmpom [layHa; r) cuHApOM
"KoIllaubero Kpuka'.

2. Bvibepume 00uH npaguiibHulil Omeemn.

Kakne MyTamuu OTHOCATCS K TEHOMHBIM: a) HHBEPCHM, TPAHCIOKAIMM, IYIUIMKAIUHU, [eieuuu; O)
MOJIMIUIOUANH, AHEYIUIOMIUU;, B) TPHUIUIOMJIUU, TETPAIUIOUIUHU; T) BHYTPUXPOMOCOMHBIE U MEKXPOMOCOMHBIC
MIepECTPONKH.

Uro sBIseTCSs BEOyIIMM B KIMHUYECKOM IMPOSBICHUU XPOMOCOMHBIX OoJie3HEH: a) 3aJepKka B
MICUXUYECKOM PA3BUTHUHU Yy JAETeH MJIaJIIEro Bo3pacTa M YMCTBEHHAs OTCTAJIOCTh Yy JIETEH CcTaplliero Bo3pacTta; 0)
HapylIeHHe (U3NYECKOTO PA3BUTHS; B) CHUCTEMHOCTHh IMOPAXCHHS; TI') HAPYIICHWE YMCTBEHHOTO Pa3BUTHS B
COUYETaHHUH C TOPOKAMU PA3BUTHS U MUKPOAHOMAJHMSIMH PA3BUTHUS.

Omeem:1—a); 2 —r).

4) [oarotoBuTh pedepat/aoKIIaj Mo CICTYIONIUM TEMaM:

Cunapom JlayHna. THONOTHs, TATOT€HE3, KIMHUKA, TUATHOCTHUKA, IIPUHIIUIIBI JICUCHUS.

CunnpoMm DaBapiaca. ITHONOTHUS, TATOT€HE3, KIMHUKA, AUATHOCTUKA, TPUHIIUIIBI JICYCHHUS.

Cunapowm Ilatay. DTronorus, naroreHes3, KIMHUKA, TUarHOCTUKA, TPUHITUIIBI JICYCHHUS.

CHHIIPOM «KOIIAYbero KpuKa». ITHOJOTHUS, TAaTOreHe3, KIMHUKA, TUarHOCTUKA, TPUHIIUIIBI JICYCHHUS.
CunnpoMm Bonbda-XuprrxopHa. ITHOIOTHUS, TATOTeHE3, KIIMHUKA, TUArHOCTUKA, TPUHIIUIIBI JICYCHUS.
Cunnpom Knaitndenbrepa. DTH0NOrHS, aTOreHe3, KIMHUKA, T1arHOCTUKA, IPUHIIUIIBI JICUCHUS.
Cunapowm lepemesckoro-TepHepa. DTHOIOTHS, TATOTCHE3, KIIMHUKA, TUAarHOCTUKA, IPUHIIUIIBI JICUCHHUSI.

NoogkrwdpE

Pexomenayemas uteparypa:
OcnosHas:
1 Knunuueckas reHervka: yueOHuk it By3oB. boukos H.II. u np. M.: I'DOTAP-Menua, 2018, 480c.
2 KnuHudeckas reHeTHKa [ DneKTpoHHbIH yueOHuk]: yueoHuk boukos H. I1. u np. T'9OTAP-Menua, 2023
JHononnumenvrnas:
1 TIlpenartanbHas AMAarHOCTMKA HACIEIACTBEHHBIX 3a00JIEBaHUN U BPOXKIECHHBIX MOPOKOB Pa3BUTHS: ydeOHOE
nocobue Ko3sonun B.A., Koceix A.A., Poguna H.E. Kupos: 2011.-88 c., ui.
2 OO0mas reHeTUKa U TeHeTHKa yenoBeka: yueoHoe nmocodue E.B. Konenaesa, H.E. Ponuna. Kupos, 2016. — 69 c.
3 Kiumnudeckass reHeTwka. [ eHOMHKa W TMPOTEOMHKA HACIEACTBCHHOW NATOJOTHH [DIEKTPOHHBIA pecypc]:
yuebHoe nocooue I'.P. Myrosun M.: I'D0OTAP-Meaua, 2010. - 832 c.: .
4 Monekynspras ouonorus: Yue0. [Tocobue mist cryaenToB mea.sy3oB Mymkam6apos H.H., Ky3zuernos C.JI. M.:
MUA, 2016 - c.85-117.8B men.sy3oB; M.: MUA, 2016 - ¢.85-117.
5 T'eHeruka B KIIMHUYECKOW MpaKkTHKe: pykoBoacTBO ais Bpauell B.H. I'opGynoBa, M.A. Kopxenesckas CII6.:
Coeruur, 2015.
6 E.B. KomemaeBa, }O.H.Onyumna, B.A.Ko3ponuH, E.B.CrtapkoBa, A.A.bBepecHeBa. Pabouas TeTpams 10
mucruminHe «MeaunuHckas reHeTukay. Yacte 1: ydueOHO-meroamueckoe mocobue. Kupos: ®I'BOY BO
Kuposckuit 'MY Munsapasa Poccun, 2021
7 E.B. Konenmaera, FO.H.Onyunna, B.A.Koszonun, E.B.CtapkoBa, A.A.bepecneBa. Pabouas Tterpans mo
nucturuHe «MeaumuHCcKas TeHetuka». Yacte 2: ydeOHO-meTommueckoe mocodue. Kwupos: ®I'BOY BO
Kuposckuii 'MY Munsapasa Poccun, 2021.
8 DnekTpoHHbIe pecypcesl: hitp://omim.org/

Pa3nen 5: MyabTudakropuajibHbie 3200/1eBaHUs.
Tema 5.1. bian3HenoBbIii MeTO H3yYeHHs] TeHETHKHU 4YesioBeKka. [lony1anunoHHas reHeTuKa.
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He.]'[h: I/IBY‘-II/ITI: 6JIPI3HCLIOBBII>’I " MOMYJIAIUOHHO-CTATUCTUYCCKUC MCTOJAbI T'CHCTUKU YCJIOBCKA, 3HAYCHUC ITUX
METOJIOB JIJIsl IUarHOCTUKU, TPOTHOZUPOBAHMS U TPODUIAKTUKY HACIECTBEHHBIX OOJIE3HEH.

3agaum: PaccMOTpeTh OCHOBHBIE TEPMUHOJOTHUECKHE TMOHATHUS MYJIbTH(PAKTOPUAIBHOM MaTOJIOTHH, U3YyYUTh
MEXaHHU3Mbl 00pa30BaHUsl MOHO3UTOTHBIX M JAU3UTOTHBIX OJIM3HENOB. [103HAKOMHUTHCS C 3MHUIEMUOIOTUYECKUMU
0COOEHHOCTSIMH ~ 4acThiX (OpM  MyJIbTH(HAKTOPHATIBHOM  IATOJOTHH, COBPEMEHHBIMA  BO3MOXXHOCTSIMH
YCTaHOBJICHHSI 3THOJIOTUH, MATOT€HE3a, MapaKJIMHUYECKOW TUArHOCTHKH, a TaKXe IMOJXOJOB K JICUCHUIO U
peabunutanuy. OLEHUTb TEHETUYECKYI0 CTPYKTYPY YEJIOBEUECKHUX IMONYJSALUHA IO HEKOTOPHIM YacTHBIM
HO30JIOTHYECKUM (popMaM Ha OCHOBE JAaHHBIX MOMYJISIMOHHO-CTaTUCTHYecKOoro Metosia. ChopMupoBaTh HaBBIKU
o MNpHUMCHCHUIO 6JII/I3H€LIOBOFO MCTOda W TMOMYJIANUOHHO-CTATUCTUYCCKOIO MCETOA. OBJIaI[eTL HaBbIKaMU
pellleHus] CUTYallMOHHBIX T€HETHYECKHUX 3aJady C HCIOJIb30BAHWEM JAHHBIX OJM3HEIIOBOIO M MOMYJISLHUOHHO-
CTaTUCTUYECKOTO METO/IOB.

OO0yyammiicst 10JI5KeH 3HATD:

1. o usydeHuss TeMbl — OCOOCHHOCTH 4YEJIOBEKa KaK OOBEKTAa TEHETHYECKHX HWCCIICOBAHHMA, TMPHHIIUIBI H
BO3MOXXHOCTH MCIIOJIb30BaHUSI OJIM3HEIIOBOTO U MOMYJISIIUOHHO-CTATUCTUYECKOTO METO/I0B.

2. Tlocne wu3ydeHUs TEeMbl: — OCOOCHHOCTH OOJIe3HEW C HACIEACTBEHHOW MPEApacloioKeHHOCThIO;
KJacCU(pUKALUIO  MyJAbTU(AKTOPUATBHBIX  3a00JI€BaHMM, TPUYUHBI  PA3JIUYHOW  TNEHETPAHTHOCTU |
IKCIPECCHUBHOCTH T'€HOB; OCOOCHHOCTH YEIOBEYECKHUX MOIMYJSAIHMA, X TEHETHYECKYI0 CTPYKTYPY; MEXaHU3MBI
PAaBHOBCCHUA TCHOB B IMONYIAIHUAX; MCXAHW3MbI, HApyHIarOIIHUE pPaBHOBCCUC TI'CHOB B IMOMNYALUH; POJIb
MYTallMOHHOTO Tpolecca U OIM3KOPOICTBEHHBIX OpaKoB; ATallbl MOMYISIMOHHO-CTATUCTUYECKOTO METOJIa; €ro
BO3MOXKHOCTH M 3HAUEHHE B TEHETUKE YEJOBEKa, T'C€HETHYECKHME AacleKThl Haubosee pacnpoCcTpaHEHHBIX
MyIbTU(AKTEPUAIbHBIX 3200JIEBaHUM.

OOyuarommiicst 10J15KeH YMeTh:

PaccuntbiBaTh KO3 (UIIMEHT HAcCIeTyeMOCTH; pellaTh 3aJadd Ha OIpeAelicHHEe BEpOSTHOCTU TIOSBICHHS
MaToJOru B 3aBUCUMOCTU OT HAJIMYHA KOMIUICKCOB I'CHOB IPEAPACIIOIOKCHHOCTU, OMPEACIIATh I'CHCTUYCCKYTO
CTPYKTYpY UE€JIOBEUECKUX IMOMYyIsSUi Ha OCHOBe 3akoHa Xapau-BaitHOepra u kosdduuueHT MHOpUAMHTA IS
MaJIbIX HOHy.II?IHI/If/'I; peliaTth 3aa4r Ha ONPCACICHUEC YaCTOThLL HOCUTEIIEH PCUCCCUBHBIX MATOJIOTMYCCKUX I'CHHBIX
MyTallMd ¢ HCHOJb30BaHHEM ypaBHeHUsi Xapau-BaitHOepra; HayduTbcs NPaBUIBHO  HUCIOJIB30BaTh
COOTBETCTBYIOIIYIO TEPMHUHOJIOTHIO.

O0yuyarommicsi 10J15KeH BJIa/1eTh:

BbazoBeiMu TexHONOTHSIMH TIpeoOpa3oBaHusi MH(OPMAIMH: TEKCTOBBIC, TAOJMYHBIC PENAKTOPHI, MOUCK B CETH
Wutepuer. HaBbikamu morcka MeAWIIMHCKONW MH(OpManuu B y4yeOHOW, HAyYHOUW JUTEpaTrype, B TOM YHUCIE C
UCIIONIb30BaHUEM ceTu VIHTepHeT; HaBbIKAMHU NPEJCTaBICHUS U OOCYXACHHUS MEAMIMHCKOW HH(pOpMaIH,
MEANKO-OMOIOTHYECKUM MOHITUIHBIM anmnapaToM, METOJAaMH HU3yUeHHUsl HACcJIeICTBEHHOCTH YelIOBEKa, HaBbIKaMU
MHKPOCKOIIMPOBAHUA.

CamocTosiTe/IbHAs ayAUTOPHAs PadoTa 00y4aroIIUXCs M0 TeMe:

1. OTBeTUTH HA BONPOCHI IO TeMe 3aHATHSA.

Bomnpocsr mist cobecenoBanus:

Bxuan B aTHONOrHIO 32001€BaHM YeIOBEKa TeHETUUECKUX U CPEIOBBIX (DaKTOPOB.
Bnu3HenoBkIil MeTO . DTanbl U BO3MOXKHOCTH OJIM3HEIOBOIO METO/IA.
Omnpenenenue 3UrOTHOCTH OJTM3HEIOBBIX Map.

Pacuer koaurmenta HacienoBaHus.

Oco0eHHOCTH YeNTOBEUYECKUX MOMYIISIIIHA.

I'eneTn4ecKui Tpy3 4EIOBEUECKHUX MOMYJISIIAMN.
[TonynAMOHHO-CTATUCTUYECKUI METO/1 U €r0 3HAaUCHHE B T€HETHUKE YeJIOBEKa.
OrnpeneneHne reHeTHYECKON CTPYKTYPBI YEIOBEUECKUX MOITYIISIIUN.

NGO~ WDNE

2. IIpakTHyecKasi MOATOTOBKA.

Pabora 1. Mexanu3M o0pa3oBaHHs MOHO3UIOT.

Lenv pabomul: I3yunTh pa3nudHbie BApHAHTHI 00pa30BaHUS MOHO3UTOT.

Hcnonp3ys npeyioKEHHYIO CXEMY, ONIPEAEIUTE OCHOBHBIE IPUYMHBI BOSHUKHOBEHHSI BADUAHTOB MOHO3UTOT.
[Tepepucyiite B pabouyto TeTpaab U MOANUILINTE YKa3aHHbIE CTPYKTYPBHI.
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[Tepenectu B TeTpaab U 3aMOIHUTH TAOJIHUILY:
Tabn. CpaBHHTEIbHAS XaPAKTEPUCTUKA BHJIOB MOHO3UTOT.

Hazsanue KonnuectBo KonnuectBo
XOPHUOHOB AMHHUOHOB

A
B
C

Bremonnenune paboTel Bedercs B (opMe OOCYXKAEHHUS BMECTE CO CTYISHTAMH HWMEIOIIMXCS JAHHBIX 10
SMOPHOreHe3y MOHO3ZUIOT.

Pabora 2. CpaBHHTE/IbHASI XaPAKTEPUCTHKA MOHO- M IU3HUIOT.

Lenv pabomul: I3yunTh pa3inuuHble BapuaHThl 00pa30BaHuUs OJIM3HEIOB.
[lepenectu B TeTpaib U 3aM0JIHUTH TAOIUILY:

Tabn. CpaBHMTEIbHAS XapaKTEPUCTUKA MOHO- U IU3UTOT.

XapakTepucTHUKa MOHO3UTOTHI Ju3urorsl

KoauuecTtBo SIAIEKIIETOK

KoauuecTtBo CIICpMATO30HU 0B

CX0X€eCTh TEHOTUTIOB

CX0’KeCThb yCIOBHUM pa3BUTHS

Mexanus3m 00pa3oBaHus

Boinonnenue paboTbl Benercss B (opme OOCYXIEHHMST BMECTE CO CTYACHTaMU HMEIOLIUXCS JAaHHBIX 110
9MOPUOTEHE3y MOHO3HIOT.

Paboma 3. H3yuums 603moicHOCmU NPUMEHEHUA NPOZPpAMMHO20 obecnevenus HH (LAI-Net, SALAI-Net,
evoNet) 0n1a 00pabomkKu RONYIAUUOHHO-2EHEMUUECKUX MACCUB08 OAHHBIX NO 04A2AM AYMOCOMHO-
OOMUHAHMHBIX U AYMOCOMHO-PEUECCUBGHBIX HACIEOCHBCHHBIX 3AD01€6AHUIL.

3. PemuTh CUTYallMOHHBIE 32/1a4H.

1) Aneopumm pazdbopa 3adau (buzHeyo8wvlIli Memoo):

[TogcraBbTe M3BECTHBIE 3HAUEHHUS U B MATEMAaTUYECKYIO OPMYITY ONPEIEICHUS HACIEeTyeMOCTH.
BrimonHuTe MaTeMaTHYECKHUE PaCUeThl, HCXOS U3 ATOM (OPMYIIHI.

Onpenenute OTHOCUTENBHYIO POJIb HACIEICTBEHHOCTH U CPEJbl B (POPMHUPOBAHUY MPU3HAKOB.
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2) Ilpumep 3adauu c paz6opom no aneopummy.

Omnpexnenute OTHOCUTEIBHYIO POJIb HACIEACTBEHHOCTH U Cpebl B (DOPMUPOBAHUY PA3BUTHSI HapallleHUs] BEPXHEH
ryOBI, €CJIM U3BECTHBI KOHKOPAAHTHOCTH MOHO3UTOT. (95%) u nusurot (67%).

Pewenne:

1. Maremaruueckas popmynia pacdera Ko3pduimeHT HacaeayeMOCTH XOIbIIHTEPA).

H=(Km3 — K13)/(100-K13) * 100%,

rie KM3 — KOHKOPIaHTHOCTh MOHO3UTOT, K13 — KOHKOpAaHTHOCTBAU3HUTOT.

2. MareMaTH4eCKue pacueThl:

H=(95 — 67)/(100-67) * 100% = 28/33* 100% = 84%

3. OmpenenseM OTHOCUTEILHYIO POJIb HACIECACTBEHHOCTH M CPE/Ibl B (JOPMHUPOBAHUU PU3HAKOB.
Tak kxak 3nauenue H 6onbme 70%, pemaroiiyto poib B pa3BUTHU IPU3HAKA UTPAIOT TEHETUYECKUE
(hakTopHI.

3) 3aoauu ons camocmosmenvHo2o pazoopa Ha 3aHAMUL:
Onpenenute OTHOCUTEIIBHYIO POJIb HACIEICTBEHHOCTH U CPeJbl B HOPMHUPOBAHHUH CISAYIONINX COCTOSHUM:

3aboseBaHus [Toka3zaTenu KOHKOPJAHTHOCTH Y OJIM3HEIIOB
MZ DZ
CaxapHblii 1uader 65 18
ONuIenCcHs 67 3
BpoxaeHHbIH CTEHO3 MPUBpAaTHUKA 67 3
KEITyJIKa
Pacmenuna veba 33 5
BpoxaeHHas KOcoJIarocTh 32 3
PeBmarusm 47 17
Kopn 98 94
Koxktromn 97 93
ONUIEMUYECKUM TApOTUT 82 74
Tyb6epkyines3 67 23
Nmemudeckas 00J1e3Hb cepia 67 43
PeBmaTusm 37 7
SI3BenHas 00Je3Hb KemyKa u 50 14
JIBEHAIIIATUTIEPCTHON KUIIKU
Iuzodpenus 67 18
Popma rpyIHON KIIETKH 96 60
DHIEMUYECKUN 300 71 70
JloGpokauecTBeHHas ONyX0JIb 20 12,7
CaxapHhblil 1uaber 84 37
Paxur 88 22

Cremnaiite 3aKit04eHre 00 OTHOCUTENBHOM POJIM HACIEICTBEHHOCTH U (PaKTOPOB CPE/Ibl B Pa3BUTHH yKa3aHHBIX B
TabJIMIle HOPMAJIBHBIX MPU3HAKOB YeJIOBeKa (YKa3aH MPOLEHT AUCKOPJAHTHOCTH OJIM3HELOB).

JuckopnanTHocTh (%) IO caeayoUMM NpU3HaKam

binzHens Hauano xoxaenus | [{Bet dopma [Tanunnsipabie
(BO3pacr) I'maz | Bomoc | Koxu Bonoc | Hoca | nuaum

MZ 33 0,5 3 0 0 2 8

DZ 70 72 77 55 21 80 60

1) Aneopumm pazbopa 3a0au (nONYIAYUOHHO-CMAMUCIMUYECKUL MEMOO).
1. TloacraBbTe M3BECTHBHIE 3HAUCHHUS B MaTeMaTHUECKylo (opMyiy 3akoHa Xapau-BaituOepra.
2. BpimonHHUTE MaTEMAaTUYECKUE PACUETHI, HCXOS U3 ATOU (POPMYIIHIL.
3. Ompenenure TeHETUIECCKYIO CTPYKTYPY TOIYJISIIHH.
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4, Onpez[eJmTe KOJMYCCTBO I'CTCPO3UTOTHBIX HOCHUTEIICH B MOITYJIAINH.

2) Ilpumep 3a0auu ¢ pazdopom no arcopummy.
AnpOMHU3M HacleqyeTcsl Kak ayTOCOMHBIN Ipu3Hak. 3aboneBanue Berpeyaercs ¢ yactotoil 1:20000. CocraBbTe
TeHETHYECKYIO CTPYKTYPY HONYJISIIUHU U ONPEAEIUTE KOIUYECTBO TeTEPO3UTOTHBIX HOCUTEIICH B MOMYJISIIHH.

Hano: Pewrenue:
A —HOpMa 4, Maremarnueckas ¢popmysia 3akoHa Xapau-BaitHOepra
Az_ anpOMHM3M | p + ( = p? + 2pq + ¢ =1;
g=1:20000 |5. MaremarruyecKue pacuETh:
22120000 q = VI 120000 = -1 p= 1. =140 o 140 _ 1%
a°=1: 2?220' (11 11 2000 141"’ p=1 141 141’ P (141) 200’
=%k k- —
2pq =2 141 141 70
6. [D'eHetmdveckasi CTpyKTypa MOMYISIIUN
+0=np2+ + 2:&+L:ﬁ+i+ 1
P+Qq=p°+2pq+q 141 141 200 70 20000
7. OmnpenenseM KOJIMYECTBO I€TEPO3UTOTHBIX HOCUTEIIEH

2Aa = 2pg * 20000 = = * 20000 = 280 wmm 1.4%

3) 3a0auu 01 camocmosamenbHo20 pazoopa Ha 3aHAMUL:

1. B paiione ¢ nacenenuem 10000 venoBek HaOmogaeTcss 5 4eloBeK ¢ (EHHIKETOHYpHEH (ayTOCOMHO-
pelieCCUBHBIN THI HacienoBaHus). OnpeneanuTe YUCIO FreTEPO3UToT B MOMYIISIIIHH.

2. N'anakTo3emust (00JI€3HB C OTCYTCTBHEM (DEPMEHTA, PACIISIUISIONIETO MOJIOYHBINA caxap) BCTPEYAETCs C
ygactotoir 7: 1 000 000 u Haciemyercs 1Mo ayTOCOMHO-pElleCCUBHOMY Tuly. Ompenenure 4ucio reTepo3uroT B
HOIYJISILIUH.

4.BpicTyl/IeHHE C JOKIAJaMM:

1. CpaBHeHHE pOIM CpPEAOBBIX M TEHETHMYECKHMX (DAaKTOPOB B PpA3BUTUM HUHCYIMHO3AaBUCHUMOIO U
UHCYJIMHHE3aBUCHMOI'0 CaxapHOro auadeTa.

2. OTHOCHTEIbHAS POJIb HACIEICTBEHHOCTH U ()aKTOPOB CPEbl B pa3BUTUH N30 PEeHUN.

3.Bo3MOKHOCTh MPO(UIAKTUYECKOTO BIMSHUS HAa Pa3BUTHE MYJbTU(AKTOPHAIBHOM MAaTONOIMM HAa IMpUMEpE
HpeayNpex/1eHUs] BOSHUKHOBEHHSI SHIEMUYECKOTr0 300a.

CamocrosiTesibHAsi BHeayAUTOPHasi padoTa o0y4aromuxcs Mo Teme:

3aoanus ona camocmosamenbHoU 8HeayOUMopHOU pabomovl CIYOeHmMO8 NO YKA3AHHOU meme:
1) O3HaKOMHTBCS C TEOPETUYECKUM MaTEpUaIOM IO TeME 3aHATHS ¢ UCIOIb30BaHUEM KOHCIIEKTOB JIEKIIMN W/WiH
PEKOMEH1yeMO# yueOHOM TUTepaTyphl.

2) OTBETUTH HA BONPOCHI JUIl CAMOKOHTPOJIS:

Bknaz B aTHONIOTMIO 3200/1€BaHUH YeIOBeKa FT€eHETUYECKUX M CPEIOBBIX (DaKTOPOB.
bausHenoBeli MeToA. DTanbl 1 BO3MOXKHOCTH OJIM3HELOBOTO METO/IA.

Omnpenenenne 3UroTHOCTH OJIM3HEIOBBIX Map.

Pacuer koauruenta HacienoBaHus.

Oco0eHHOCTH YeTOBEUYECKUX MOMYIISIIHIA.

I'eneTn4ecKui Tpy3 4EIOBEUECKHUX MOMYJISIIAMN.

[TonmysIIIMOHHO-CTaTUCTUUECKUI METO/T M €r0 3HaU€HUE B T€HETUKE YelIOBEeKa.
OrnpeneneHne reHeTHYECKON CTPYKTYPBI YETOBEUECKUX MOITYIISIIUN.

3) IlpoBepuTh CBOM 3HAHUS C UCIIOJIB30BAHUEM TECTOBOI'O KOHTPOJIS

1. Bvibepume 00un npasuibHulli omeem.

'eHoTunuyeckuif coCTaB MOMYMAUUN M (AKTOPOB, BIMAIOIIMX HA H3MEHEHHE JTOr0 COCTaBa B
IPOCTPAHCTBE U BPEMEHH, N3YYaeT: a) MOMYJISIMOHHAs T'eHETHKA; 0) SKOJIoTHYecKasi TeHETHKA; B) IBOJIIOLIMOHHAS
TEHETHKA.

2. Bvibepume 0sa npasunbHbix omseema.
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K MCXaHU3MaM, HNOAACPKHBAIOIIUM PAaBHOBCCHUC TI'CHOB B IMOIIYJIANWHA, OTHOCATCA: a) MyTaI_[I/IOHHBII‘&
nporiecc; 0) apeiid reHoB; B) OECKOHEUHO OOJIbINas YUCICHHOCTh MOMYJISAINAN; T) TAHMUKCHS; J1) €CTECTBEHHBIN
oT0Oop; €) MUrpaLusl.

Omeem:1 -a),2 —B), T).
4) [MoarotoBuTh pedepat/aOKIan MO CICAYIOIMIUM TeMaM:
1. CpaBHeHHE POJHM CPENOBbIX U TEHETHYECKHX (PAKTOPOB B pa3BUTUU HWHCYJIMHO3aBUCHUMOIO U
MHCYJIMHHE3aBUCHMOT'0 CaxapHOro Auadera.
2. OTHOCHUTENBHAS POJIb HACIEICTBEHHOCTH U (PaKTOPOB CPEeIbl B Pa3BUTUH MIN30(DPEHUH.
3.B03MOXXHOCTh TPO(PHUIAKTHYECKOTO BIUSHHUS Ha DPa3BUTHE MYJIbTU()AKTOPUAIBHOM MATOJOTMHU Ha
npuMepe NpeaynpekIeHus] BOSHUKHOBEHUS YHIEMUYECKOT0 300a.

Pexomenayemasi iureparypa:
OchosHas:
1 Kiunuueckas reHetuka: yueOHUK 1151 By30B. boukos H.II. u ap. M.: IDOTAP-Menua, 2018, 480c.
2 Knunudeckas reHeTHka [ D1eKTpoHHbI yueOnuk]: yueoHuk boukos H. I1. u np. T'90OTAP-Menua, 2023
Jlononnumenvras.
1 IlpenatanbpHasi MUAarHOCTHKA HACJICICTBEHHBIX 3a00JE€BaHUM W BPOXKICHHBIX MOPOKOB Pa3BUTHSA: ydeOHOE
nocooue Ko3sonun B.A., Koceix A.A., Poquna H.E. Kupos: 2011.-88 c., nr.
2 OO0mas reHeTUKa U TeHeTuKa yenoBeka: yueoHoe nocodue E.B. Konenaesa, H.E. Ponuna. Kupos, 2016. — 69 c.
3 Kiunudeckass reHeTwka. ['eHOMHKAa W MPOTEOMHKA HACICACTBCHHOW NATOJOTHH [DIIEKTPOHHBIA pecypc]:
yuebHoe nocooue I'.P. Myrosun M.: I'D0OTAP-Meaua, 2010. - 832 c.: ui.
4 Monekynspnas ouonorus: Yue0. [locobue mist cryaentoB mea.sy3oB Mymkam6apos H.H., Ky3zueros C.JI. M.:
MUA, 2016 - c.85-117.8B men.sy3oB; M.: MUA, 2016 - c.85-117.
5 I'eHeTuka B KIIMHUYECKON IIPAKTHKE: pyKoBoACTBO A Bpauelr B.H. I'op6ynoBa, M.A. Kopxenesckas CII6.:
Cnewyut, 2015.
6 E.B. KomemaeBa, }O.H.Onyumna, B.A.KoszponuHn, E.B.CrtapkoBa, A.A.bepecHeBa. Pabouas TeTpans 1o
muciuminae «MeaunuHckas reHeTuka». Yacte 1: yueOHo-meroamueckoe mocobue. Kupos: ®I'BOY BO
Kuposckuit 'MY Munsapasa Poccun, 2021
7 E.B. Konemaea, }O.H.Onyuuna, B.A.Kozonun, E.B.CtapkoBa, A.A.bepecneBa. Pabouas TeTpags 1o
mucrumuinae «MenumnuHcKass TeHetuka». Yacte 2: ydyeOHo-meroamueckoe mocodme. Kupor: ®I'BOY BO
Kuposckuit 'MVY Munszapasa Poccun, 2021.
8 DnexTpoHHbIe pecypcesl: hitp://omim.org/

Paznen 6: [Ipopunakruka Hac/leCTBEHHbIX 3a00/eBannii. MequKo-reHeTHYeCKOe KOHCYJIbTHPOBAHME.
Tema 6.2. IIpenaTajibHasi IMATHOCTHKA.

Heab: N3yunTh OCHOBHBIE METOABI U 337a4UH, 3TAIlbl TUArHOCTUYECKOTO MMOMCKA MPEHATAIbHON IUarHOCTUKH.
3agaumn: PaccMOTpeTb OCHOBHBIE TEPMUHOJIOTMYECKHE NOHATHSI, IPEHATANIBHON IuarHocTuku. Ilo3HakomuTses ¢
O0COOEHHOCTSIMU CKPHUHMHIOBBIX METO/OB JMarHOCTUKH, COBPEMEHHBIMH METO/JaMU MPEHATaIbHOW JUarHOCTHUKH,
a TaKKe MOJIXO0/1aMU B JICUEHUH IIOJIA.

Oo0yuarommiicsi 10J15KeH 3HATh:

OcHoOBHBIE dTanbl JUArHOCTUYECKOIO MOMCKA B IPEHATAJIbHOM JUArHOCTHKE; MOKAa3aHHUA K HE HMHBA3UBHBIM M
MHBa3MBHBIM METOJIaM JINarHOCTUKHU, CPOKU, METOAMKY UX MPOBEACHUS U BO3MOKHBIE OCIIOKHEHHUS.
OOyuarommiicst 10J7KeH YMeThb:

HayuuTbcss mpaBMIIBHO HCHOJB30BaTh COOTBETCTBYIOIIYIO TEpMHUHONOTHIO. Ha OCHOBaHMM pe3ylbTaToB
IIPOBEJCHHBIX CKPUHMHIOBBIX MCCIEAOBAHMUN BBIIEIATh NALMEHTOB C IOKa3aHUSMHU U1 YTOYHSIOLIEH
nuarHocThkU. OLeHUBaTh COOTHOIIEHHWE PUCKA MPOBEACHUS WHBA3UBHBIX METOJOB JUArHOCTHKU C PUCKOM C
HACJIe/ICTBEHHBIX 3a00JIeBaHUH.

OOyuarommiicss 10/KeH BJageTb: Meauko-OMoJOTHYecKUM MOHSATUHHBIM anmnapaTtoM. MeTtogamu HU3ydeHHs
HACJIE/ICTBEHHOCTH 4esioBeka. HaBblkamMu morcka MeAMIIMHCKONW nHpopManuu B yueOHOM, HayqHOH uTepaType, B
TOM YHCJI€ C HCIOJb30BaHUEM ceTH VIHTepHeT; HaBbIKaMHM MPEJICTaBICHHUS U OOCYXKJEHUS MEIULUHCKON
uHpopMannu. ba3zoBbIMH TEXHOJOTMAMHU NpeoOpa3oBaHUS HH(POPMAIIMH: TEKCTOBBIE, TAOJIWYHbIE PENAKTOPHI,
MOUCK B ceTh MHTepHeT.

CamocrosiTesibHAsI ayAUTOPHAasi padoTa o0y4aluuxcs 1Mo Teme:
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1. OTBeTUTH HA BONPOCHI N0 TeMe 3aHATHS
Bormpocs! 11t cobecenoBaHus:

1.

2
3.
4.
5

[IpenaTanbHas ¥ NPEUMIUIAHTALIMOHHAS IMATHOCTHKA: MMOKAa3aHUs1, BO3MOXHOCTH.
MeToapl TpeHaTAIbHON JUATHOCTHUKH.

DTHUYECKUE BOMPOCHI MPEHATATBLHON IUAarHOCTUKH.

OKO kak MeToa npoduIaKTUKH HACJIEICTBEHHBIX OOJIEC3HEH.

[TpuHIHMITBI JICYCHHS HACIECICTBEHHBIX OOJIC3HEH.

2. lIpakTHYeckasi MOATOTOBKA.

PatGora 1. CKpuHHUHIOBBIE METOAbI IPEHATAJILHON JUATHOCTUKH.

Lenv pabomwi: VI3yuuTh XapaKTEepHBIE TUATHOCTUYCCKUE YEPTHI HEKOTOPHIX YACTHBIX IMATOJIOTHH.
Hcnonb3yss Tabauikl ¢ OHMOXMMHUYECKMMH TIOKa3aTelsiMU W CHUMKH Y3U, o0cyauth
JIMarHoCTUYECKHUE YepThl cunapoma Jlayna, Oasapaca, [laray.

[lepenecTu B TeTpajib U 3aMOJHUTH CIEIYIOIIYIO TaOIUILY:

XapaKTepHbIE

Hasanue OTkII0HEeHHnE OMOXUMHUYECKUX V3U-kapTuHa
CHHJIpOMa noKaszaresei

Cunapowm Jlayna

Cunapoma
[Taray

Cunapom
DnBapiaca

BrimosHenue paboThl BeneTcst B popMe 00CYKIACHUS BMECTE CO CTYACHTAMU UMEIOIIUXCS JAHHBIX 10 METOIaM
MpeHaTaIbHON JUATHOCTUKH.
Ilpumenums memoowvl uckyccmeennozo unmennexkma (MH) onsa ananuza zenemuyeckozo pucka porcoeHus
PpebeHKa ¢ XpoMOCOMHBIMU 340071€6AHUAMU.

3. 3aganus I rpynnoBou padorsl.
[IpocmoTp yuebHOTO (hunbma: «l[IpeHaranpHas JMATHOCTHUKAY.
[Tocne mpocMoTpa OTBETUTH Ha CIEIYIOLIME BOIPOCHI:
1. Kakue MeTop! MpeHaTaTbHOW TMarHOCTHKY OBLTH TIPEICTABIICHBI B (hriibMe?
2. Kakue MeTopl OTHOCWIIMCH K HE MHBA3UBHON CKPUHUHTOBOW JUArHOCTUKE?
3. Kakue MeToapl TMarHOCTUKU OTHOCHJIMCH K YTOUHSIOIINM HE HHBA3UBHBIM?
4. Bo3moxunoctu MeTona Y3W-A1MarHoCTUKY U CPOKH BBITIOTTHEHUS 00CIIeIOBaHUS?
5. YcioBust npoBeeHUs] UHBa3UBHBIX UCCIIEOBAHUN?

CamocrosiTesibHAsl BHeayAUTOPHasi pa6oTa o0y4arouuxcs mo Teme:

3aoanus ona camocmosamenvHoll 6HeayOUumopHoL pabomsl CMyO0eHmo8 no YKa3aHHoU meme:
1) O3HaKOMHTBCS C TEOPETUUECKUM MATEPUATIOM TI0 TEME 3aHATUS C UCIIOJIb30BAHUEM KOHCIIEKTOB JICKITUN U/WIIN
peKoMeH1yeMoil yueOHOM TuTepaTyphbl.

2) OTBeTUTH Ha BOIIPOCHI /ISl CAMOKOHTPOJIS:

IIpenaTanbpHas ¥ NPEUMMIUIAHTALIMOHHAS IMAaTHOCTUKA: ITOKA3aHMUs1, BO3MOXKHOCTH.
Meto1bl TpeHaTalTbHOM TUATHOCTHKH.

DTHYECKUE BONPOCHI IPEHATAIBbHON JUATHOCTUKH.

9KO kak MeTos mpoUIaKTUKN HACIIEICTBEHHBIX 0OJIE3HEH.

[TpuHIMIIBI JIeYeHHs HACTIeICTBEHHBIX 0OJIe3HEH.

3) IlpoBepuTh CBOM 3HAHUS C UCIIOJIB30BAHUEM TECTOBOT'O KOHTPOJIS
1. Bvibepume 00uH npasuivusiii omseem.
OnTuMalbHBIMH CPOKaMHU MPOBEIEHUs OUOIICUM XOpUOHa ABJSIOTCS: a) 12 — 14nen.; 0) 8 — 12nHen.; B) 4 —

6He.

2. Bvibepume 0OuH npaguibHblii Omeem.
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[IpexonnenuuoHHass TPOPUIAKTHKA — 3TO: a) YIPaBICHHE OSKCIPECCUEel TEeHOB; 0) »IMMUHAIUS
SMOPHOHOB U TUIOJIOB C HEOHATAJILHOW MATOJIOTUEH; B) TEHHAS HH)KCHEPHsI Ha YPOBHE 3apOJBIIIEBBIX KJIETOK; T)
TUTAHUPOBAHUS CEMbU U MEPOTIPUATHUS TIO ONTHUMH3AIUN U PA3BUTHS 3UTOTHI.

Omeem:1-0),2 —1).

Pexomenayemasi qureparypa:
OcnosHas:
1 Kinunuueckas reHetuka: yueOHUK 115 By30B. boukos H.II. u ap. M.: IDOTAP-Menua, 2018, 480c.
2 Kimnudeckas reHeTHKa [ DneKTpoHHbIl yuyeOHuk]: yueoHuk boukos H. I1. u np. T'9OTAP-Menua, 2023
Jlononnumenvras.
1 TlpenartanbHas JAMAarHOCTMKA HACIIEACTBCHHBIX 3a00JIEBAHWUN M BPOXKICHHBIX IOPOKOB Pa3BUTHS: ydeOHOE
nocobue Ko3sonun B.A., Koceix A.A., Poguna H.E. Kupos: 2011.-88 c., nii.
2 OO0mas reHeTuKa U TeHeTHKa yenoBeka: yueoHoe nmocodue E.B. Konenaera, H.E. Ponuna. Kupos, 2016. — 69 c.
3 Knumnuueckass reHeTwka. ['eHOMHMKa W TPOTEOMHKA HACJIECICTBEHHOW IaTONOTUU [DJIEKTPOHHBIA pecypc]:
yuebnoe nocodue I'.P. Myrosun M.: I'D0TAP-Meaua, 2010. - 832 c.: .
4 Monekynsapras ouonorus: Yue6. [Tocodue mist cryaenToB mea.By308 Mymkam6apos H.H., Ky3uernos C.JI. M.:
MMUA, 2016 - ¢.85-117.8B men.By30B; M.: MUA, 2016 - ¢.85-117.
5 I'eHeTuka B KIIMHUYECKON IPAKTHKE: pyKoBoACTBO /i1 Bpaueil B.H. I'op6ynoBa, M.A. Kopxenesckas CII0.:
Cnewyut, 2015.
6 E.B. KomemaeBa, }O.H.Onyumna, B.A.KoszponuH, E.B.CrapkoBa, A.A.bepecneBa. PabGouas Tterpanp 10
muciuminHe «MeaunuHckas reHeTuka». Yacte 1: ydueOHo-meroamueckoe mocobue. Kupos: ®I'BOY BO
Kuposckuiit 'MY Munsapasa Poccun, 2021
7 E.B. Konemaea, }O.H.Onyuuna, B.A.Kozonun, E.B.CtapxoBa, A.A.bepecneBa. Pabouas TeTpags 1o
maciumuinae  «MemunuHCcKass TeHetnkay. Yacte 2: ydueOHo-meroamueckoe mocodme. Kupor: ®I'BOY BO
Kuposckuit 'MY Munsapasa Poccun, 2021.
8 DnekTpoHHbIC pecypcesl: hitp://omim.org/

JlonoTHeHHST U KI3MEHEHUS B MPHIIOKeHHE A pabodeli mporpaMMbl paCCMOTPEHBI Ha 3acelaHiu Kadeaphl
“10” dpespans 2026 r. IIpotoxon Ne 7
3aB. xadenpoit Konenaera E.B.

BHecenHbIe U3MEHEHUS U JOTOJIHEHUS YTBCPKAALO:

[TpopexTop mo yuebnoii padore E.H. Kacarkun
«19» despaist 2026 r., mpotokoa Ne 3
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denepanbHOE rOcyIapCTBEHHOE OI0KETHOE
00pa3zoBaTebHOE YUPEKICHUE BBICIIIETO 00pa30BaHUs
«KupoBckuii rocyjapcTBEHHbIN MEAULIMHCKUA YHUBEPCUTET»
MunucrepcTBa 3paBooxpanenus Poccutickoit @enepanuu

Kadeapa BUOJIOT'UU

IIpuaoxenne b k padoueii nporpamMmMe TUCUUILIHHBI

OLHEHOYHBIE CPEACTBA
AJ1s IPOBeeHN s TEKYIIero KOHTPOJISI U POMeKYTOYHOM aTTecTAlMU 00y4YalomuXxcst
N0 TUCIHUILIHHE

«MeauMUMHCKAA T€eHeTHKA)

CrermansHocts 31.05.01 Jleuebnoe neno
Hanpasnennocts (nmpoduiis) OIIOII - JleuebHOE €710

®opma 00ydeHus: oyHas

1. Iloka3aTes i 1 KPUTEPUM OLIECHUBAHUS KOMIIETEHIIHIi HA PA3JIMYHBIX ITanax ux ¢popmupo-
BaHMs1, ONUCAHME IKAJ OIleHMBAHUS

ITokaza- Kputepuu u mkabl OleHuBaHUS O11eHOYHOE CPECTBO
TeJn T TeKy- 1L HpOMe'

OlLeHKBA- He 3auteno 3auTeHo 3auTeHo 3auTeHo IICTO KOH- | KYTOTHOM
HUA TpOJ'ISI arTecralun

OIIK-5. Cnioco6eHn oriennBaTh MOPPodyHKIIMOHATBHBIE, (PU3HOJIOTHYECKHAE COCTOSIHUS ¥ TIATOJIOTHYe-
CKHE MPOIIECChI B OPraHU3Me YeJI0BEKa JJIsl pelICHUs TPOeCCHOHATIBHBIX 33134

I/II[ OIIK-5.1 .HpI/IMeHHeT OCHOBHBIC (1)I/I3I/IKO'MaTeMaTI/I‘IeCKI/Ie, CCTCCTBCHHOHAYYHBIC ITOHATHA U MCTOABI

HCCIIeJOBaHUI IIpU pCUHICHUN HpO(i)eCCI/IOHaJ'ILHLIX 3aaay.

3HaTh ®parmentapuabie | O0mue, Ho He | ChopmupoBan- | ChopmupoBan- | YCTHBIN Cobecemo-
3HAHUS MaTeMa- | CTPYKTYpHUPO- HBIE, HO COZIEp- | HbBIE CHCTEMaTh- | OIpOC, Te- | BaHue.
THUYECKUX METO- BAaHHBIC 3HaAHUA | XKalue OTACIIb- YECKHEC 3HAHUA CTHUpPOBa-
JIOB peIICHUs Maremaruue- HBbIE TIPOOEITBI Maremaruue- HUE.
HWHTCJJICKTYaJlb- CKHX METOJ0B | 3HAHHUA MaTEeMa- CKHX METOJI0B

HBIX 3a7a4 U UX
MIPUMEHEHHUE B

MEeIMIIMHE; TEO-
peTHYecKue oc-

pelIeHns] UHTeN-
JIEKTyaJIbHBIX 3a-
Jad ¥ UX [puMe-
HEHHE B MeIu-

TUYECKHUX METO-
JIOB PEIICHUS

HHTEIUIEKTYab-
HBIX 3371a49 ¥ UX

PEeUIICHUA UHTCII-
JICKTYAJIbHBIX 3a-
Ja4 1 ux npume-
HCHHUC B MCIU-

HOBBI HH()OpMA- | LIMHE; TEOPETH- | MPUMCHEHHUE B [IUHE; TEOPETH-
THKH, COOp, Xpa- | YECKHE OCHOBBI | MEJMIMHE; T€O- | YSCKHE OCHOBBI
HEHHUE, TIOUCK, uH(pOpPMATUKH, peTHyeckue oc- | HHPOPMATHKH,
nepepaboTKa, cOop, xpaHeHue, | HOBBI UH(oOpMa- | cOop, XpaHEeHHE,
npeoOpa3zoBa- MOWCK, Tiepepa- | THUKH, cOop, Xpa- | TOHUCK, repepa-
HUE, pacmpo- OoTka, mpeoOpa- | HEHHUE, TTOUCK, 0oTKa, mpeodpa-
CTpaHEHHE HH- 30BaHHe,  pac- | mepepaboTKa, 30BaHUE, pac-
dbopMaIuu B Me- | IPOCTPaHSHHE npeodpazoBa- MIPOCTpaHEHUE

JUIHUHCKHUX 1

uHopmanuu B

HUE, pacIpo-

nH(popmanuu B

OHOJIOrHUECKHX MCIUIUHCKUX W | CTPAHCHUC UH- MCIUIHUHCKUX 1
CHUCTEMax, UcC- OHOJIOTMYECKHX q)OpMaI_[I/II/I B MC- OHOJIOTHYECKHX
ITIOJIb30BaHHEC CHUCTEMAX, nc- | TMIUHCKUX U cucremax, muc-
PIH(bOpMaLII/IOH- II0JIb30BaHHEC OHOJIOrMYECKUX IIOJIb30BaHHEC
HBIX KOMIIBIO- I/IH(I)OpMa]_[I/IOH- CHUCTEMAX, UC- I/IH(i)OpMaI_II/IOH-
TCPHBIX CUCTEM HBIX KOMIIBIO- | ITOJIb30BAaHHEC HBIX KOMIIBIO-

B MCJMIIMHE U

TCPHBIX CUCTEM B

TCPHBIX CUCTEM
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3MIpaBOOXpaHe- MEINITIHE U | "HQOPMAIMOH- | B MEAMIIUHE U
HHW. 3paBOOXpaHe- HBIX KOMIIBIO- 37paBOOXpaHe-
HUH. TEPHBIX CHCTEM | HHH.
B MEIWIIMHE U
3[paBOOXpaHe-
HUM.

YmeTb YactuuHo ocBo- | B uenom ycnem- | B uenom ycnem- | ChopmupoBan- | Pede- Tectupo-
€HHOE YMEHHE HOE, HO HE CH- HOe, HO conep- HOE YMECHHE pat/no- BaHMHE.
TIOJTH30BATHCS CTeMaTHYECKH JKalllee OTACNb- | TIONBb30BaThCs KJan, pe-
y4eOHOI, Hayd- | OCYILECTBIIsE- HBIC TIPOOEITBI y4eOHOM, Hayd- | IIeHHE
HOH, HAY4YHO-TIO- | MO€ YMEHHE YMEHHE T0Ib30- | HOM, HAYYHO-TIO- | CHUTYyaIlH-
MyJIAPHOM JIuTe- | MOJB30BAThCA BaThCs yUEOHOH, | MyJaspHOM JIUTE- | OHHBIX 3a-
paTypoii, ceTbio | y4€OHOM, Hay4- | Hay4HOH, paTypoii, ceTbro | gad.

Nurepuer nns HOW, HAy4HO-IIO0- | HAY4YHO-TIOIlY- HNurepuer nns
pogeCcCUOHANb- MyJISIPHOU JIUTE- | JIAPHOW JIUTEpa- podheCCUOHaNb-
HOIl IeATenbHO- | PaTypom, CETbIO | TYpOM, CEThIO HOI1 IeATeTbHO-
CTH. WnTepner mis WuTepuer nns CTH.

npodecCuoHaNb- | MpodecCuoHaThb-

HOMU JIeATENbHO- | HOU JAEsATEILHO-

CTH. CTH.

Bnanere | ®@parmenrapHoe | Buenom ycnem- | B uenom ycnewm- | YcneumHoe u cu- | IIpaktu- CobGecero-
MIPUMEHEHNE HO€, HO He CH- HOE, HO coJiep- CTeMaTH4YecKoe YyecKue BaHMHE.
HABBIKOB IIOMCKA | CTEMaTHYECKOe JKaliee OTHeNb- | IPUMEHEHHE HaBBIKH.
MEIAITTHCKON MIpUMEHEeHNE HBIE TTPOOEITBI HABBIKOB TIOMCKa
UHQOpMAIUH B HaBBLIKOB IIOUCKA | IMPUMEHEHHE MEIULIMHCKON
y49eOHO!, HAyq- | MEAMIIUHCKON HaBBIKOB TIOVMCKa | MH(OpPMAIINH B
HOU uTepaType, | WHGOPMAIMKU B | MEIUIIMHCKOH y4eOHOU, HAy4-

B TOM YHCJIIE C y4eOHOM, Hay4- | WHGOpPMAIMK B | HOM JUTEparype,
HCIIOJIb30Ba- HOH TuTepaType, | yueOHOI, Hay4- | B TOM YHUCIE C
HueM cetu Un- B TOM YHCJIE C HOH TuTepaType, | UCIOIb30Ba-
TCPHCT, HaBbI- HUCII0JIb30BAa- B TOM 4YUCJIC C HueM cetu Mu-
KaMH npeacTaB- HueM cetu MH- HCII0JIb30BAa- TCPHCT, HABbI-

neHus u 00CyxK-
JICHHS] MEIUIHH-
CKOi1 nHpOop™Ma-
WML

TEpHET; HaBbI-
KaMH IpeJICTaB-
JIeHUs1 1 00Cy K-
JICHHS] MEUIHH-
ckoit mHpopma-
1178

HueM cetu Un-
TEPHET; HaBbI-
KaMH IIpeJICTaB-
TIeHHsI ¥ 00CyXK-
JCHUsI MEAULMH-
CKoii nHpOpMa-
1718

KaMH TpeJICTaB-
TeHus 1 00CyxK-
JICHUS] MEIUIIHH-
ckoit napopma-
N,

OIIK-5. CniocoGen orieHuBaTh MOPPOPYHKIIMOHATBHBIE, (PU3HOTOTUYECKUE COCTOSIHUS Y IMaTOJI0THYe-
CKHe TIPOIECChl B OPraHU3Me UeIOoBeKa JIsl pelieHus MpodeccuoOHaIbHBIX 33124

5.2.luTepnperupyeT pe3yabTaThl PU3NUECKNX, MATEMAaTHYECKUX U MHBIX €CTECTBEHHOHAYYHBIX UCCIIE0-
BaHUH NpU pelIeHUH NpodheCcCUOHATBHBIX 3a/1a4.

3HaTh

®parmMeHTapHbIE
3HAHUA eCTe-
CTBEHHOHAYY-
HBIX TIOHATHH U
METOHOB HCCIIC-
JIOBaHUU T'eHe-
THKH YeJIOBEKa U
MOy ISILIMOHHOM
TeHETHKH, K-
TOYHOM OHOJIO-
TUU IIPU peliie-
HUH 1Tpoheccro-
HaJILHBIX 3a/a4.

OOmume, HO HE
CTPYKTYpHUPO-
BaHHBIC 3HAHUS
€CTeCTBEHHOHA-
YYHBIX TOHATUHI
W METOJIOB HC-
CIIeIOBaHHUM Te-
HETUKM  4YeJlo-
BEeKa W TIOIYIIsi-
IIMOHHOM TeHe-
THKH, KJICTOUHOH
Ouonoruun  mpu
perIeHnn

Cdopmupoan-
HBIE, HO COJIep-
JKallye OTAeIb-
HBIE TIPOOEITBI
3HaHUS ecTe-
CTBCHHOHAYY-
HBIX TIOHSATUH U
METOJOB HcCe-
JIOBAaHUH reHe-
TUKH YEJI0BEKa U
MOMYJISILIUOHHOM
TeHETHKH, KJIe-
TOYHOU OMOJI0-
TUH TIPU

Cdopmupoan-
HBIE CHCTEMATH-
YecKue 3HaHHUA
€CTEeCTBEeHHOHA-
YUHBIX TOHSITHH
Y METOJIOB HC-
CJIEIOBAHMM Ie-
HETHKH 4eJI0-
BEKa M MOIYyJIs-
IIMOHHO reHe-
THKH, KJIETOY-
HOU Ononoruu
NpU pelIeHUH

Y cTHBIN
orpoc, Te-
CTHPOBa-
HUE.

Cobeceno-
BaHUeE.
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mpod)eCCHOHANB- | PELIEHUH IPO- npodeccroHalb-
HBIX 3aja4. (becCHOHANBHBIX | HBIX 3a1a4.
3a7ad.

Ymeth YactruHo ocBo- | Biemom ycnem- | B memom yenem- | Chopmuposan- | Pede- Tectupo-
E€HHOE yMEHHe HOE, HO HE CHU- HOE, HO cozep- HOE YMEHHe UH- | pat/mo- BaHHE.
HUHTEPIPETUPO- CTEeMaTHYCCKHU JKariee OTAeNb- | TepIpeTUpoBaTh | Kiaf, pe-

BaTh €CTECTBEH- | OCYIIECTBIIsIe- HBIE TIPOOEITBI €CTEeCTBCHHOHA- | IIICHHE
HOHAy4YHBIE [T0- | MO€ YMEHHWE WH- | YMEHHUE HHTep- YYHBIE IOHATHS | CHUTYyallH-
HATHUS U METOJIBI | TEPIPETUPOBATH | MPETHPOBATH M METOJbI UC- OHHEIX 3a-
HCCIICIOBaHUMA ©CTEeCTBCHHOHA- | €CTECTBEHHOHA- | CJIeJIOBaHUM re- | Jad.
TE€HETHKH Yell0- | YYHBIC MMOHSTHSA | yJHBIC IOHATUS | HETUKH Yelo-
BEKa U MOIyJIs- | U METOJBI HC- H METOJIBI UC- BeKa U TOIyJIs-
LIMOHHOM I'eHe- CIICAOBAHMI I'e- | CICIOBaHUM re- | IMOHHOM reHe-
THKH, KJIETOY- HETHKH YeJI0- HETUKH YeJIo- THKH, KIIETOY-
HOW OMOJIOTHH BeKa U MOIyJIsi- | BeKa W MOMyJsA- | HOM OMooruu
MIpH pelICHUN LIMOHHOM I'eHe- IIMOHHOM I'eHe- MIPU pEUICHUU
npodeccuoHalb- | THKH, KJIETOY- THKH, KJIETOY- npodeccroHab-
HBIX 3aJ1a4. HOW OMOJIOTHH HOU OHoIOrun HBIX 3a]1a4.

IIPH PEIIEHUHU IIpH pELIEHUN

npodeccroHans- | mpodeccnoHahb-

HBIX 3aJa4. HBIX 3aJ1a4.

Bnanerr | ®parmenraprHoe | B menom ycnem- | B menom ycnem- | YenemHoe ncu- | IIpaktu- CobGecemo-
MIpUMEHEHNE HOE, HO HE CHU- HOE, HO conep- CTEMAaTHYECKOE YeCKHe BaHHE.
HAaBBIKOB I/IHTCp' CTEMATHUYCCKOEC JKauiee OoTaAcIb- HpI/IMeHeHI/Ie HaBBbIKHU.

MpeTaluy pe- NIpUMEHEHNE HBIE POOEITBI HaBBIKOB HHTEP-

3yJIbBTATOB HC-
CIIeIOBaHMIA, T10-
JIYYEHHBIX METO-
JIaMH T€HETUKH
JeJI0BeKa U Io-
ITyJIILUOHHOM
TCHETHKH, KJIe-
TOYHOI OHOITI0-
TUH TIPH peliie-
HUH poheccHo-
HAJIBHBIX 33]1a4.

HABBIKOB UHTEP-
MpeTaluu pe-
3yJIbTATOB HC-
CJIeIOBaHMM, TT0-
Jy9eHHBIX METO-
JIAMH T€HETUKH
yeJIoBeKa U I10-
MyJISIUUOHHOMN
TE€HETHKH, KJIe-
TOYHOI OHOJI0-
THH TIPH pellle-
HUH podheccuo-
HaJILHBIX 33]1a4.

[IPUMEHEHUE
HaBBIKOB MHTEP-
npeTanuy pe-
3yJIBTaTOB HC-
CIIeIOBaHNM, 10~
JyYEHHBIX METO-
JaM{ T€HETUKU
YeJI0BEKa U I10-
ITyJIIIUOHHOM
TCHETHKH, KJe-
TOYHOU OMOJI0-
THH TIPH peliie-
HUH poheccro-
HaJIBHBIX 3a]a4.

MpeTaluu pe-
3yJIBTaTOB HC-
clIeIOBaHMIA, T10-
Jy9eHHBIX METO-
JIaMH T€HETHUKH
YyeJloBeKa M Io-
MyJISILMOHHOM
TFEeHETHKH, KIIe-
TOYHOU OHOJIO-
THH [IPH peliie-
HUU TIpodeccro-
HaJILHBIX 337134,

OIIK-5. Cnoco6eHn orienuBath MOpGoGyHKIIMOHATBHBIE, (PU3HUOIOTUUECKHE COCTOSIHUS U IMTaTOJI0THYe-
CKHe TIPOIECChl B OPraHU3Me UeIOoBeKa JIsl pelieHus MpodeccuoOHaIbHBIX 33124

NJT OIIK 5.3. Pemaer crangapTHBIE 33129 MPO(HECCHOHATBEHON ISATEIIEHOCTH C HCIIOJIb30BaHHEM Me-
JTMKO-OMOJIOTUYECKON TEPMUHOIOTUN

3HaTh

®parMeHTapHbIE
3HaHUS OCHOB
aHanm3a y4aeo-
HOM, HAy4YHOM,
Hay4YHO-TIOITY-
JIIPHOM JIuTepa-
TYPHI C UCTIOTb-
30BaHUEM Me-
JIMKO-OHMOJIOTH-
YECKOU TEepMHU-
HOJIOTUH JUIst
BBITIOJTHEHHNS 3a-
a4y

OOmue, HO HE
CTPYKTYpHUPO-
BaHHbIE 3HAHUS
OCHOB  aHalM3a
yueOHOi, Hayy-
HOM, Hay4YHO-TIO-
MyJISIPHOM JIUTE-
patypel ¢ Hc-
TMIOJIb30BaHUEM
MEeIUKO-0HO0II0-
TUYECKOH  Tep-
MHUHOJIOTUH IS
BBITIOJTHEHHUS 3a-
a4y

Cdopmupoan-
HBIE, HO COJIep-
JKalye OTIelb-
HBIE TIPOOEITBI
3HaHUs OCHOB
aHam3a y4ueo-
HOH, HAYYHOH,
Hay4HO-TIOITY-
JISIpHOU TUTEpa-
TYPBI C UCTIOJIb-
30BaHHEM Me-
JIUKO-OHMOJIOTH-
YECKOU TEpMHU-
HOJIOTHH IS

Cdhopmupoan-
HBIE CUCTEMATH-
YecKHe 3HaHUS
OCHOB aHaJIn3a
yueOHOM, Hay4-
HOM, HAy4HO-TIO-
MyJIIpHOH JTuTe-
partypsl ¢ uc-
TMIOJIb30BaHUEM
MEeIUKO-0HO0II0-
THYECKOU Tep-
MUHOJIOTUH IS
BBITIOJIHEHHUS 3a-
a4y

Y cTHBIN
orpoc, Te-
CTHPOBa-
HUE.

Cobeceno-
BaHUeE.
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npodecCroHab-
HOU JesSTeIbHO-

mpodecCroHab-
HOH JIesITeNBHO-

BBITIOJTHEHHS 3a-
Jad mpodeccuo-

npodeccroHalb-
HOH JesATeabHO-

CTH. CTH. HaJIbHOM n1esl- CTH.
TEJIbHOCTH.

YMmerhb Yactuuno ocBo- | B uenom ycnem- | B uenom yemern- | Chopmupoan- | Pede- Tecrupo-
€HHOE yMEHHE HO€, HO HE CH- HOe, HO conep- HOE YMEHHE pat/mo- BaHMUE.
TOJTH30BATHCS CTeMaTHYECKU JKalee OTAeNb- | TIOJb30BaThCs KJIaj, pe-
yueOHOI, Hayd- | OCYyILECTBIsIe- HBIC TIPOOEITBI yueOHOM, Hayd- | LICHUE
HOM, HAyYHO-TIO- | MO€ YMEHHE YMEHHE NOJIb30- | HOM, HAy4yHO-TIO- | CHUTYaIu-
MyJIAPHOM JIUTE- | MOJB30BAThCS BaThCs YI€OHOH, | MYJISPHON JUTE- | OHHBIX 3a-
paTypoii ¢ uc- yueOHOI, Hayd- | HAY4HOH, paTypoii ¢ uc- Jlad.

TIOJIb30BaHUEM HOM, HAy4YHO-TIO- | HaY4HO-TIOITY- MOJIb30BaHUEM
MEINKO-OMONIO- | MYyJSIPHOM JTUTe- | JIApHOW NMHuTepa- | MeAUKO-OHOIIo-
TUYECKOM Tep- paTypoii ¢ uc- TYpOH C UCIIOJIb- | TUYECKOH Tep-
MUHOJIOTHH JUIsl | TOJIb30BaHUEM 30BaHUEM Me- MUHOJIOTUH JUIS
BBITIOJTHEHUSA 32~ | MEIWKO-OMONIO- | JAWKO-OHONIoru- BBITIOTHEHNS 3a-
Jad mpodeccro- | THIECKOH Tep- YeCKOU TePMH- a4 mpogeccuo-
HaJbHOU Nes- MUHOJIOTHH AJI1 | HOJIOTUU JIsSt HaJbHOM nes-
TCIJIIBHOCTH. BBIIIOJTHECHUS 3a- BBIITIOJIHCHUS 3a- TCJIIbHOCTH.

nad mpodeccrno- | mad mpodeccro-

HaJILHOM fesi- HaJILHOWM fiesl-

TEbHOCTH. TEITbHOCTH.

Bnagerp | ®parmentapHoe | Buemom ycmem- | Buemom ycrem- | YenmemrHoe mcu- | Ipaktu- Cobeceno-
MIpUMEHEHNE HO€, HO HE CH- HO€, HO Cozep- CTeMaTHYeCcKOoe YecKHe BaHMUE.
HaBbIKOB HC- CTEMATHYCCKOC JKamiee oTaciib- IMPUMCHCHUEC HaBBIKHU.
TMOJIb30BAHUS MIpUMEHEHNE HBIE TTPOOEITBI HAaBBIKOB HC-

MEINKO-OMOJIO- | HaBBIKOB HC- NPUMEHEHUE TOJIb30BaHUS
TUYECKOH Tep- TIOJIL30BaHUS HaBBIKOB HC- MeIUKO-0NO0II0-
MUHOJIOTUM JJIA M€ INKO-OHMO0JI0- TOJIb30BAHUA TUYECKOU Tep-

BBITIOJTHEHMS 3a-
nad mpodeccro-
HaJIbHOM Jiesi-
TEJBHOCTH.

TUYECKOH Tep-
MUHOJIOTHH ISt
BBITIOJTHCHHUS 3a-
Jau npodeccuo-
HaJILHOU Jies-
TEJIbHOCTH.

M€ IHKO-OHOJIO-
TUYECKOH Tep-
MUHOJIOTHU IS
BBINOJHEHUS 3a-
na4 npodeccuo-
HaJILHOH Jies-
TCJIIBHOCTH.

MUHOJIOTHY TSI
BBITTOJTHCHHUS 3a-
nad npodeccuo-
HaJILHOM Jies-
TENLHOCTH.

OIIK-5. Cnioco6eH orniennBath MOpPodyHKIIHMOHAIBHBIE, (PU3HOTOTHUECKUE COCTOSIHUSI ¥ TTATOJIOTUYe-
CKHE MPOIIECCHl B OpraHU3Me YeJI0BeKa JIIsl pelIeHusl Mpo(ecCOHAIbHBIX 3aay.

N OIIK 5.4. Ananu3upyeT 3aKOHOMEPHOCTH (QYHKIIMOHUPOBAHMSI PA3JIMUYHBIX OPTraHOB U CUCTEM JUIS
OLIEHKU MOP(HOPYHKIIMOHATBHBIX M (PU3UOTOIMYECKUX COCTOSHUM, TaTOJIOrMYECKUX MPOLIECCOB B Opra-
HU3ME YEJIOBEKa

3Harh

®parmeHTapHbIE
3HAHMS OOIIUX
3aKOHOMEPHO-
CTE! MPOUCXOXK-
JICHUS U Pa3BU-
THS )KU3HH,
CBOICTBA OHOJIO-
THYECKUX CH-
CTEM, MHINBH-
JTyalbHOTO pas-
BHUTHS YeJIOBEKa.
CoBpeMeHHbIE
METO/IbI TeHe-
THKH YeJIOBEKa U
TIPE/ICTaBIICHHE
0 TEHOME

OOmue, HO He
CTPYKTYpPHUPO-
BaHHBIC 3HAHUS
00ImKX 3aKOHO-
MEpHOCTEN Ipo-
HUCXOXKIEHUS |
pa3BUTHS
JKU3HU, CBOMCTBA
OHOJIOrHYECKUX
CHCTEM, HHIUBH-
JTyaTbHOTO Pa3-
BHUTHS YEJIOBEKA.
CoBpeMeHHbIE
METOJIbI  TCHe-
THKH YeJIOBEKa U
IPEJICTAaBJICHUE

Cdopmupoan-
HBIE, HO COJIep-
JKallye OTAeIb-
HBIE TTPOOEITHI
3HAHUA 00X
3aKOHOMEPHO-
CTEH POUCXOXK-
JICHUS U Pa3BU-
THUS )KU3HH,
CBO¥CTBa OMOJIO-
THYECKHUX CH-
CTEM, UHIUBH-
JlyaJabHOTO pas-
BHTHS YEIIOBEKa.
CoBpeMeHHEbIe
METO/IbI

Cdopmupoan-
HEIE CHCTEMATH-
yecKue 3HaHusA
00IIHX 3aKOHO-
MEPHOCTEN Ipo-
HACXOXKIEHUS U
pa3BUTHUS
JKW3HH, CBOMU-
cTBa OMOJIOrNYe-
CKHUX CUCTEM,
WHTUBHYyaJTh-
HOTO Pa3BUTHUS
yenoBeka. Co-
BpPEMEHHEBIE Me-
TOJbI TCHETUKU
yejgoBeKa U

Y cTHBIN
orpoc, Te-
CTHPOBa-
HUE.

Cobeceno-
BaHUeE.
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YeJIoBeKa, MoJie-

O TCHOMC 4YC€J10-

TCHCTUKHU YCJIO-

IIpEACTABJICHUC

KYyJISIpHBIE OC- BEKa, MOJIEKYy- | BEKa U Ipea- 0 T€HOME 4YeJIo-
HOBBI Hacle- JIIPHBIC OCHOBBI | CTaBJIEHHE OTe- | BeKa, MOJICKY-
CTBEHHOCTH, HACJIEICTBEHHO- | HOME 4EJIOBEKa, | JIAPHBIE OCHOBBI
pOJIU Hacen- cTH, ponH | MOJIEKYJISPHBIE HacJIe/ICTBEHHO-
CTBCHHOCTH B HacCJICACTBCHHO- | OCHOBBI HACJICH- | CTH, POJIM
OTIpeIeIICHIH CTH B ompefiesie- | CTBEHHOCTH, HaCIIE/ICTBEHHO-
3/I0pOBbS M Ta- | HUM 3[I0POBbS U | POJM HACIEH- CTH B onpesiesie-
TOJIOTHH. MaTOJIOTHH. CTBCHHOCTH B HHUM 3JI0pPOBbA U

OIIpe/ICJICHUA ITaTOJIOTHH.

3/10pOBBS U Ma-

TOJIOTHH.

Ymeth YactuuHo ocBo- | Buemom ycnem- | B nmemom yenem- | Chopmuposan- | Pede- Tectupo-
€HHOE yMEHHe HO€, HO HE CH- HOe, HO conep- HOE YMEHHe UH- | pat/mo- BaHMUE.
UHTEPIIPETUPO- | CTEMATHUYECKU JKallee OTAeNb- | TepIpeTHpOBaTh | Kial, pe-
BaTh OOIIME 3a- | OCYIIECTBIIsie- HBIE TTPOOEITBI oOmrie 3aK0HO- | IIIeHUE
KOHOMEPHOCTH MO€ YMEHHE WH- | YyMEHHWE HHTEP- | MEPHOCTH MpPO- | CHUTyallH-
MPOUCXOXKIEHHSI | TEPIPETUPOBATH | MPETUPOBATH 00- | UCXOKACHUS U OHHBIX 3a-
U pa3BUTHA oOrmiye 3aKoHO- | IIHMe 3aKOHOMEp- | Pa3BUTHUS Jau.
>KU3HU, CBOU- MEPHOCTH IIPO- | HOCTHU IIPOHUC- JKU3HU, CBOU-

CTBa OMOJIOTHYe- | MCXOXKIECHUS U XOXICHUS 1 pa3- | CTBa OMOIIOrHye-
CKUX CHUCTEM, pa3BUTHS BUTHS )KHU3HU, CKHX CHUCTEM,
WHIWBUTYalTb- JKU3HH, CBOH- CBOWCTBA OMOJIO- | MHIMBHIYAJb-
HOTO Pa3BUTHUS cTBa OMoJorude- | THYECKUX CH- HOTO Pa3BHUTHUS
yenoseka. Co- CKHX CHCTEM, CTEeM, UHIUBH- yenoBeka. Co-
BpEMEHHBIE Me- | WHIUBHIYallb- JyaJbHOIO pa3- | BPEMEHHBIE Me-
TOJBI TEHETHKH | HOTO Pa3BHUTHUSA BHTHS YEIIOBEKA. | TOJBI TCHETUKU
YenoBeKa U yenoseka. Co- CoBpemeHHbIE YesoBeKa U
MIpPEJCTAaBI€HUE | BPEMEHHbIE Me- | METObI T'eHe- MIpe/ICTaBIEeHUE
0 TeHOME YeJI0- | TOJbI TCHETUKH | THKHU YeJIOBEKa W | O TEHOME Yello-
BEKa, MOJIEKY- YenoBeKa U MIPEJCTaBICHNE | BEKa, MOJIEKY-
JISIpHbIE OCHOBBI | MPEJCTABICHHE | O FEHOME Yelo- | JIIPHBIE OCHOBBI
HACIIEJICTBEHHO- | O TEHOME 4YeJlo- | BeKa, MOJEKY- HACIIE/ICTBEHHO-
CTH, POITU BEKa, MOJIEKY- JSIPHBIE OCHOBEI | CTH, POJH
HACJIEICTBEHHO- | JISIPHBIE OCHOBBI | HACJEACTBEHHO- | HACIIEJACTBEHHO-
CTH B OTIpeJieNie- | HACJEeICTBEHHO- | CTH, POJIH CTH B Omperere-
HUU 3/I0POBbS U | CTH, POJIH HACIIE/ICTBEHHO- | HUH 3JI0POBBS U
TIATOJIOTHH. HACJIEICTBEHHO- | CTH B OTpejesie- | MaToJOTHH.

CTH B OTIpefiesie- | HUM 310POBbS U

HUM 3[I0POBbI M | TIATOJIOTHH.

MTATOJIOTHH.

Bmanerr | ®parmenrapnoe | Buenom ycnem- | B nenom ycnem- | YenemHoe v cu- | Ipaktu- CobGecemo-
BJIa/IEHUE Me- HO€, HO HE CH- HOE, HO coJiep- CTeMaTH4YecKoe YecKue BaHMHE.
JTUKO-OMOJIOTH- CTeMaTH4YecKoe JKalee OTAeNb- | BiIaJcHHE Me- HaBBIKH.

YECKHUM TIOHS-
TUWHBIM arapa-
TOM, METOJIaMU
W3Yy4YCHHUs TeHe-
THUKHU YEJIOBEKA.

BJIaJICHUE Me-
JIMKO-OHOJIOT U~
YECKHUM TIOHS-
TUWHBIM arapa-
TOM, METOJIaMU1
W3y4YEHHUSI TeHe-
TUKHU YE€JI0BEKA
a.

HBIE TIPOOEITBI
BJIaJIEHUE Me-
JTMKO-OMOJIOTH-
YECKHUM TIOHS-
TUWHBIM armapa-
TOM, METOJIaMHU
M3Yy4eHUs TeHe-
THUKW 9€JIOBEKa.

JTUKO-OMOJIOTH-
YECKUM ITOHS-
TUWHBIM arapa-
TOM, METOJJAMU
M3YyUICHUS TCHE-
THKH YeJIOBEKa.

OIIK-5. Cnioco6eH otiennBath MOpPodyHKIIMOHAIBHEIE, (PU3HOTOTHYECKHE COCTOSIHUS 1 TTATOJIOTHYe-
CKHeE TIPOIIECCHI B OpraHU3ME YeJIOBEKa JJIsl peIeHusI MTPOoPECCHOHABHBIX 3a/1a4

N OIIK 5.5. OnenuBaet MophodyHKIIMOHATbHBIE U (PU3HOIOTHUECKUE COCTOSHUS, TATOJIOTMYECKHe

IPONLECCChI B OpraHU3ME YCJIOBCKA Ha KIICTOYHOM, TKAHCBOM, OPraHHOM YPOBHIX.
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3HaTh O®parmenTtapabie | O0mue, HO HE CoopmupoBan- | ChopmupoBaH- | YCTHBIH Cobecemo-
3HaHUA MOJIEKY- | CTPYKTYpHUpO- HBIE, HO COEP- | HbIE CUCTEMATH- | OIpOC,Te- | BaHUE.
JISIPHOTO, TEH- BaHHBIC 3HAHUS | JKAIUE OTAEIb- | YECKUE 3HAHUS CTHpOBa-

HOT'0, XpOMO- MOJIEKYJISIPHOTO, | HbIE IIPOOEIBI MOJIEKYJISIDHOTO, | HHE.
COMHOTI0 U I'e- TE€HHOT'0, XPOMO- | 3HAHUS MOJIEKY- | T€HHOr'O, XpOMO-
HOMHOI'O YPOB- | COMHOIO U Te- JISIPHOTO, T€H- COMHOTO U I'e-
HEel HapylIeHWs | HOMHOTO YpOB- | HOTO, XpOMO- HOMHOTO YPOB-
HACJICJICTBEH- HEW HapyLIeHus | COMHOIO U re- HEW HapylLIEeHUs
HOT'O MaTepHalla | HACIEACTBEH- HOMHOTO YpOB- | HACIIE€ACTBEH-
IIPH BO3HUKHO- HOr0 Marepuaia | Heil HapylleHus | HOTrO MaTepuaia
BEHUH I1aTOJIO- IPU  BO3HUKHO- | HACIEICTBEH- IIPY BO3HUKHO-
TUYECKHUX MPO- BEHUU [ATOJIO- | HOrO MaTepuana | BEHHUH aTOJIO-
LIECCOB B Opra- THYECKUX TpO- | IIPH BOZHUKHO- | THYECKHUX MPO-
HU3ME 4elIOBEKa | LIECCOB B Opra- | BEHUM NATOJIO- LIECCOB B Opra-
HU3ME YEJIOBEKA | THYECKMX IIPO- HU3ME 4€JI0BEKA

LIECCOB B Opra-

HU3ME YEJI0OBEKA

Ymetn Yactuynao ocBo- | B uenom ycnem- | B menom ycnem- | ChopmupoBan- Pede- Tectupo-
€HHOE YMEHHUE HOE, HO HE CH- HO€, HO CoJIep- HOE YMEHHE olle- | pat/mo- BaHUE.
OLICHUBATh CTEMaTHYECKU JKalllee OTAENb- | HUBATh Hapylle- | Kiamn, pe-
HapyIIECHUS OCYILIECTBIIsIE- HbIE IPOOEIIBI HUS HacIen- IICHHAE
HaCJICJICTBEH- MO€E YMEHHE YMEHUE OLICHU- | CTBEHHOI'O MaTe- | CUTyalu-

HOTr'0 MaTepuaia | OLIEHUBATh BaTh HAPYIIEHUS | pHajia IIpH BO3- | OHHBIX 3a-
IIPH BO3HUKHO- HapyIECHAS HACJIEICTBEH- HUKHOBEHHWHM I1a- | Jad.
BEHHH I1aTOJIO- HaCJIE/ICTBEH- HOTO MaTepuana | TOJIOTHMYECKUX
TUYECKHUX MPO- HOT'O MaTepuayia | IPU BOZHUKHO- IIPOLIECCOB B Op-
LIECCOB B Opra- IIPU BO3HUKHO- BEHHU MaTOJIO- TaHU3ME Yelo-
HU3ME YEJIOBEKA | BEHUU IATOJIO- TUYECKUX MPOo- BEKa Ha MOJIEKY-
Ha MOJIEKYJISIp- THYECKUX IIPO- LIECCOB B Opra- JIIPHOM, I'€H-
HOM, TE€HHOM, LIECCOB B Opra- HU3ME Y€JIOBEKa | HOM, XpPOMOCOM-
XPOMOCOMHOM M | HU3ME YEJIOBEKA | Ha MOJIEKYJISIp- HOM U TEeHOMHOM
T€HOMHOM YPOB- | Ha MOJIEKYJISp- HOM, T€HHOM, YPOBHSIX.
HSIX. HOM, TE€HHOM, XPOMOCOMHOM U

XPOMOCOMHOM U | TEHOMHOM ypOB-

F€HOMHOM ypOB- | HSIX.

HSX.

Baanete | ®parmentaprHoe | B uenom ycnem- | B nenom ycnenr- | Yenemsoe u cu- | IIpaktu- Cobeceno-
MIPUMEHEHUE HOE, HO HE CH- HOE, HO CoJIep- CTEMaTHYECKOE YECKHUE BaHUE.
HAaBBIKOB HC- CTEMaTHYECKOE JKallee OTAENb- | IPUMEHCHHUE HaBBIKU.
II0JIb30BaHUS IIPUMEHEHUE HBIE TIPOOEITBI HAaBBIKOB HC-

METO0B U3Yy4YEC- HAaBbIKOB HC- IIPUMCHCHHUC TMOJIb30BaHUA
HUS Hacjen- I0JIb30BaHUS HaBBIKOB HC- METO/0B U3yyYe-
CTBEHHOCTHU Y€- METOJI0B u3y4e- T1OJIb30BaHUS HUS HACIEI-
JIOBEKa Ha MOJie- | HUS Haclen- METOJIOB U3Y4€- | CTBEHHOCTH 4Ye-
KYJIIpHOM, I'€H- | CTBEHHOCTH 4e- | HUA HACICA- JIOBEKA Ha MOJIe-
HOM, XpOMOCOM- | JIOBEKa Ha MoJjie- | CTBCHHOCTH 4C- KYJISIpPHOM, T'€H-

HOM ¥ TEHOMHOM
YPOBHSIX.

KYJIIPHOM, T€H-
HOM, XpOMOCOM-
HOM ¥ TEeHOMHOM
YPOBHSIX.

JIOBEKa Ha MoJie-
KYJIIDHOM, T€H-
HOM, XpOMOCOM-
HOM U TCHOMHOM
YPOBHSIX.

HOM, XpPOMOCOM-
HOM ¥ TCHOMHOM
YPOBHSIX.

OIIK-5. Cnioco6eH orniennBaTh MOpPoyHKIIMOHAIBHBIE, GPU3UOTOTHUECKHUE COCTOSIHUS U TIATOJIOTHYe-
CKHe€ IIPOLIECChl B OPraHU3Me YeIoBeKa JUIsl pelieHusl MpodeccuoHaIbHbIX 3a1a4

NI OIIK 5.6. Mcnonb3yeT coBpeMeHHbIE METOABI (PYHKIIMOHAIbHOW IUAarHOCTUKH, UHTEPIIPETUPYET pe-
3yNbTaThl JA0OPATOPHBIX U HHCTPYMEHTAIBHBIX METO/I0B IUarHOCTUKHU JJis OLleHKH MOphod yHKITHO-
HAJIBHBIX M (PU3HOJIOTHYECKUX COCTOSIHUM, MMATOJIOTMUECKUX MPOIIECCOB B OpPraHU3Me YeJIOBEKa
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3HaTh O®parmentapaeie | O0mue, HO HE CoopmupoBan- | ChopmupoBaH- | YCTHBIH Cobecemo-
3HAHUSA METOJIOB | CTPYKTYPUPO- HBIC, HO COJIEP- | HBIE CHCTEMAaTH- | ONpOC, Te- | BaHHE.
TCHETUYECKOTO BaHHbBIC 3HAHUS | XKAIUe OTIeNb- | YeCKHE 3HAHUS CTHpPOBa-
aHanmu3a. JIabo- | METOZIOB TEHETH- | HbIC TIPOOEITBI METOJIOB TCHETH- | HHUE.
paToOpHBIE Me- YECKOTO aHa- | 3HAHUS METOJIOB | YECKOTO aHa-

TOJIBI TUATHO- mu3a.  Jlabopa- | TeHEeTHYECKOro mu3a. Jlabopa-
CTHKH HaCIe]I- TOpHBIE METOABI | aHanm3a. JIabo- | TOpHBIEC METOMIBI
CTBEHHBIX 00- JTIUarHOCTHKH paTopHbIE Me- JTIUarHOCTHKH
JIe3HeH IS BhI- | HACIICACTBCH- TOJIbI TUATHO- HACJIC/ICTBCH-
SIBTICHUS TIATO- HBIX  OoJle3Hel | CTHKH Haclea- HBIX OoJe3Hen
JIOTUYIECKUX JUTS. BBISIBJICHUSI | CTBEHHBIX 0O- JUTSL BBISIBIICHUS
MPOIIECCOB B Op- | MATOJIOTHYECKUX | JIG3HEU IS BbI- | MATOJIOTUYCCKUX
TaHU3ME YeJIo- MPOIIECCOB B Op- | SIBJICHUS I1aTO- MPOIIECCOB B Op-
Beka. [{uronoru- | raHu3Me  Yeno- | JOTMYeCKUX TaHHU3ME YeJo-
4YecKue U coBpe- | Beka. Llutonoru- | mporeccos B op- | Beka. [{uromoru-
MEHHBIC MUKPO- | YECKHE U COBpPE- | TaHU3ME YeJIo- YECKHUE U COBpE-
CKOITHYECKUE MEHHBIE MUKpO- | Beka. [{utomoru- | MEHHBIE MUKpO-
METOJIbI U3y4e- | CKOIUYCCKUE YECKHUE U COBPE- | CKOIMYCCKUE
HHA 6I/IOJIOI‘I/I‘IC' METOABI HU3Yy4e- MCHHBIC MUKPO- MCTO/bI U3y4e-
CKHX OOBEKTOB. | HUS OMOJOTMYe- | CKOITUYECKHUE HUs Onosoruye-
CKHX OOBEKTOB. | METOJIBI U3y4e- | CKUX OOBEKTOB.

HUS OMOJIOTHYe-

CKHX OOBEKTOB.

Ymetn YactuuHo ocBo- | B uenom ycnemr- | B uenom ycnem- | ChopmupoBan- | Pede- Tecrupo-
€HHOC YMEHHUE HOE, HO HE CH- HOE, HO COJep- HOE YMEHHE UH- | pat/mo- BaHMUE.
UHTEPIPETUPO- | CTEMATHYCCKH JKalllee OTACNb- | TEPIPETHPOBATh | Kial, pe-

BaTh PE3yJbTAThl | OCYIIECTRIISIC- HbIE TIPOOEITBI pe3yibTaThl Te- | MICHUE
T€HECTHYCCKOT'O MO€ YMCHUEC UH- YMCHHUE UHTECP- HETHUYECKOI'O CUTyalu-
aHanuza. UHTep- | TepnpeTHpoBaTh | MpPETUPOBATh pe- | aHanu3a. MIHTep- | OHHBIX 3a-
MPETHUPOBAThL Pe- | PE3yNbTaThl Ie- | 3YJbTAThl FeHe- | MPETUPOBATH pe- | Jad.
3yJBTaThl 1a00- | HETHYECKOTO TUYECKOTO aHa- | 3yJbTaThl J1a0bo-
paTopHbIX MeTO- | aHanu3a. UHtep- | nuza. UHTEepnpe- | paTOpHBIX METO-
JIOB IUarHo- IIPETUPOBATH pe- | TUPOBATH pe- JIOB TUarHo-
CTHKH HaCIe/T- 3yNbTaThl 1a00- | 3yNbTaThl 1a00- | CTHKH HACNEI-
CTBEHHBIX 00- paToOpHBIX METO- | PAaTOPHBIX METO- | CTBEHHBIX 00-
JIE3HEU JUIA BBI- OB IHArHO- OB JUArHO- JIE3HEU 1A BEI-
SIBIICHUS TIATO- CTHKH HACIe/T- CTHKH Hacle]l- SIBIICHUS TIATO-
JIOTUYECKUX CTBEHHBIX 00- CTBEHHBIX 00- JIOTMYIECKUX
MIPOIIECCOB B Op- | JIC3HEH JUIst BBI- | JIC3HEH JUI BbI- | MPOIIECCOB B Op-
TaHU3ME YeJIo- SIBIICHUS TIATO- SIBIICHHS TIATO- TaHU3ME Yelo-
Beka. MHTeprpe- | JOrMYecKux JIOTUYECKUX Beka. Muteprpe-
TUPOBATH IIUTO- | MPOIECCOB B OP- | MPOIECCOB B OP- | THPOBATH IIUTO-
JIOTUYECKHE U TaHU3ME YeJIO- raHu3Me 4elo- JIOTHYECKHE U
COBPEMCHHbBIE Beka. MHTepnipe- | Beka. MHTepripe- | COBpeMEHHbIC
MUKPOCKOINHNYC- TUPOBATH IUTO- TUPOBATH LIUTO- MUKPOCKOINHNYC-
CKHE METOAbBI JJOT'MYECKHUE U JJOTMYECKHE U CKHE METObI
U3ydeHus Ouo- COBpEMEHHBIE COBpPEMEHHbBIE M3y4eHus Ouo-
JIOTHYECKHIX MUKPOCKOIIMYE- | MHUKPOCKOITUYE- | JIOTHYECKUX
OOBLEKTOB. CKHE METObI CKHUE METOABI 0OBEKTOB.

n3y4yeHus ovo- n3yueHus ouo-

JIOTUYCCKUX JJIOTNMYCCKUX

00BEKTOB. 00BEKTOB.

Bmaners | ®parmentaproe | Bmenom ycmem- | Biemom yenemr- | YcmemHoe ucu- | [IpakTn- Cobecemo-
MIPUMEHEHUE HOE, HO HE CH- HOE, HO CoJllep- CTEeMaTHYECKOe YeCKHe BaHMUE.
HABBIKOB HC- CTEeMaTHYECKOe JKaliee OTHeNb- | IPUMEHEHHUE HaBBIKH.
IIOJIB30BaHU IIPUMEHCHUEC HBIC HpO6e.]'ILI HaBBIKOB HC-

METOJ/IOB U3y4e- | HABBIKOB HC- [IPUMEHEHUE TMOJTb30BaHMUS
HHUA U TI0JI30BAaHUA HAaBBIKOB METOJ0B
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JIMarHOCTUKH METOJIOB U3y4e- | UCHOJIb30BaHUS WU3Y4YEHUS U Tha-
HaCJICJCTBECH- HHS U JUarHO- METOJOB U3y4e- | THOCTHKHU
HBIX 3a0071€eBa- CTUKHU Haclied- HHUS U JTHArHO- HaCJICICTBCH-
HUH 9eI0BEKa. CTBEHHBIX 3200~ CTHKH HaclIe- HBIX 3a00J1€Ba-
HaBbIKOB MHK- JICBaHUM YeJio- CTBEHHEIX 3a00- HHUI YeJIOBEKA.
pocKonuposa- Beka. HaBbikoB JIEBaHUM YEeINo- HaBpikoB Muk-
HUSL. MUKPOCKOIIMPO- | Beka. HaBbIkOB pOCKOIUpPOBa-

BaHUSL. MHKPOCKOITHPO- HHUSL.

BaHMUSL.

2. TunoBble KOHTPOJIbHBIC 3aIaHUA U UHBIEC MaTEepHUaJjbl

2.1. IpumepHBI KOMILIEKT THIOBBIX 3aJaHMIi 1JIs1 OlleHKH CHOPMHPOBAHHOCTH KOMIETEH-
Ui, KPpUTEPUH OLEHKHU

Koo komne- Komnnexkm 3a0anuit 0na oyeHKu cpopmuposannocmu KOMnemeHyui
meHyuu
IIpuMepHbIe BONPOCHI K 3a4eTy
OIIK-5 (c Nel mo Ne57 (moJinblii nepevyeHb BOMPOCOB — CM. 11. 2.2))
1. Myrarenes. Knaccudukamus myranwmii. ['eHepaTuBHBIE 1 coMaTHdeckue MyTarun. CIIOHTaHHBIN U UH-
JyLAPOBAHHBIN MYTallMOHHBIN NpoLiecc. BhIBICHNUE U KOJIMYECTBEHHBIN YUET MyTallUil.
2. T'eHernueckuii KOHTPOJIb MYTAIIMOHHOTO Mpoliecca. PaguaiMoHHbIi 1 XUMUYECKHI MyTareHes. Myra-
T'CHBI OKpYXatoliei cpespl. PakTopbl, MOAUDHUITHPYIONIHE MyTAIHOHHBIN MPOIIECC.
3. T'enomuxa - Hayka o reHomax. CTpyKTypHasi OpraHu3anys FreHoMa IIpOKapHoT U dykapuoT. Kitaccudu-
Kalys MOBTOPSIIOIIUXCS 3JIEMEHTOB T'eHOMa. MexayHapoaHbli IPOEKT «I'€HOM 4esloBeKay.
4. TlomynsiuMOHHO-CTAaTUCTUYECKUH METO. | eHeTHYeCcKas CTPYKTypa MOy ISIUH. YacTOThI TEHOB 1 T'€HO-
TumnoB. 3akoH Xapau-BaitnOepra. ['eHeTnaeckuit rpys.
5. @akTophl TMHAMHKH IT€HETHYECKOTO COCTaBa MOMYISALUM: Aper( TeHOB, MyTaIlHOHHBIN ITPOIIECC, MH-
rpanuy, u30upaTeapHOE ClIapuBaHue 0COOeH, ecTeCTBEHHBIH 0TOOP.
6. Ilomsrue o eBrenuke. [l1o3UTHBHAS M HEraTHBHAS €BIECHHUKA: CONMAIbHBIC aclieKThl. COBpEMEHHBIE ATH-
YecKue MpoOIIeMbl MEANIIMHCKON TeHETHKH (KIIOHUPOBAHHUE M TE€HETHYECKAst MaCIIOPTU3AIINS).
7. MeTtonbl MONEKYISpHOHN AUarHoCTUKU. OOIIUe MOHATHS.
8. Ilonmmepasnas uennas peakuus (I1LIP), ocHOBHbIE MOHATHS (IPUHLIKII, TEMIIEPATYPHBIE PEKHUMBI, CO-
craB Oydepa).
9. Uenu u npunumn npoenenust peakuuu [1/IP® (monumopdhusm IUTHH peCTPUKIMOHHBIX (parMeHTOB).
10. AnHanu3 oHOIETIOUEYHOTO KOH(pOpMaIMoHHOTOo nosuMopdu3ma (SSCP), e U MpUHIMIT [IPOBEICHHMSI.
11. CexsenupoBanue 1o CaHrepy - eNU U MPUHITHI IPOBEACHUS PEaKIUH.
12. PecTpUKIMOHHEIN aHAN3.
13. TeHorepanusi, nporpaMmma, Ll , OX0bI. Y CIEIIHbIE MPOSKThl TEHHOW TeparuH.
14. Tlonstne o dpapmakoreHeTnke. OCHOBHBIE LIETH M 3aJa4H.
15. MHorodaxkTopasie (Mynbprudakropuansaeie, BHIT) 6onesnn. ['eHeTndeckue u cpenoBbie (HaKTOPHI
pHCKa.
16. Brnu3HEnoBbIH METON, IIeNH, 3TaIbl, pacdeT Ko duimeHTa XoIbIHHTepa.
17. HacnencrBeHHbIe 00JIE3HU: ATHOJIOTHS, KIacCH(DUKAIIMsI, THITBI HACJEI0BaHHS, 0COOCHHOCTH KIIMHUYE-
CKHX IIPOSIBJICHUH.
18. Cemmornka HacieacTBeHHBIX 3aboneBaHuil. [lonatne cunapoma. OOmas xapakTepHCTHKa Haciel-
CTBEHHOH MaTONOTUU. TepMUHOIOTHS.
19. MukpoaHoMalinu pa3BUTHsI (CTUIMBI TU33MOpHOTeHe3a), ONpeielIeHHE, 11e)Ib BbISBICHHUS, 0COOCHHOCTH
KITMHAKO-MOP(OIOTHIECKOTO OCMOTPa BPadOM-TEHETUKOM.
20. Twurmbl FeHHBIX MyTallMid, HOHCEHC, MECCEHC, CIIBUT PAMKH CUHUTHIBAHUS, CIIJIANCHHTOBBIC MyTaIlui. Me-
XaHWU3MBI TeHHBIX MyTalui.
21. T'eunbie 6ome3nu. O6mmume mousTus. Knaccuduxarust. [Ipumepsl.
22. KimHuko-reHeasornyeckuii Mmeroa. Tumsl HacaenoBanus. KinHudeckre npumMepsl.
23. Oco0OeHHOCTH ayTOCOMHO-IOMUHAHTHOTO THIA HaceqoBaHus. CocTaBUTh poJociioBHYI0. [Ipumeps! 3a-
GoseBaHMIL.
24. Oco0eHHOCTH ayTOCOMHO-PEIIECCHBHOTO THITA HacenoBaHus. COCTaBUTh pOAOCIOBHYIO. [IprMepsl 3a-
GoseBaHMIL.
25. Ocobennoctu Y CIEIUICHHOro TUIa HacaeaoBaHus. COCTaBUTh po0cioBHY0. [IpuMeps! 3a00eBaHHMi.
26. OcobenHocTH X-CHEMIEHHOTO JIOMHHAHTHOTO THIa HacienoBaHus. CocTaBuTh popocioBHyto. [Ipu-
MepbI 3200JIeBaHHUH.
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27.
28.
29.

30.
31

32.
33.
34.
35.
36.
37.
38.
39.
40.

41.
42.

43.
44,
45,
46.
47.
48.
49,
50.
5l
52.

53.
54.

55.

56.

S7.

OcobeHHOCTH X-CLEMIIEHHOT0 PELIECCUBHOTO THIIA HACIIC0BAHMSI.

CocraButs posocioBHyto. IIprmMepsl 3a001eBaHmA.

[uTommazMaTHIeCKUi WITM MaTEPUHCKUH THT HacaenoBaHus. COCTaBUTh pOAOCIOBHYIO. [IpuMeps! 3a-
GorneBaHMIL.

Hacnencrennsie 6one3Hn ooMena. OO0mmast XxapakTepucTHKa 1 KiacCH(pUKaLMSL.

MyKOBHCIIHIO03: TEHETHKA, IEPBUYHBIN T€HETHUECKUN Ne(EKT, KIMHIUKA, TATOTeHE3, THarHOCTHKA, Jie-
YeHHE.

OCHNIKETOHYpHS: TEHETHKA, TePBUYHBIN OMOXMMUYECKAN Ne(eKT, KIMHUKA, HEOHATANBHBINA CKPH-
HUHT, IaTOTeHEe3, AMarHOCTHKA, JICUEHUE.

Cunznpom Mapdana: THIT HacTIeAOBaHWS, TTATOT€HE3, UATHOCTHKA, KIMHIIECKUE MIPOSBICHMS, JICICHHUE.
Bones3nu sxcnancuu, cuaapoM MapruHa-beria, reHeTuka, KIMHKKA, TaTOreHe3, IUArHOCTHKA, JeUEHHE.
O01as xapakTepUCTHKa MUTOXOHAPHAIbHOW naTonorun. OcobeHHOCTH reHoMa MUToxoHapuid. [1pu-
MephbI 3200JIeBaHUH.

Opdoannsie 3a6oneBanust. O6mme noustus. [Ipumepst. Peectp opdanubIx 3a001eBaHmiA.

OO1mast XapakTepuCTHKa U MEXaHU3MbI XPOMOCOMHOM TTaTOJIOTHH.

I'enomHBIe U cTpYKTYpHBIE abeppanuu xpomocoM. Kiaccndukamus. [Tpumepst.

Knaccudukanms n MexaHH3MbI XpOMOCOMHBIX MyTallli, cOaTaHCHPOBaHHBIC U HecOATaHCUPOBAHHbIC
CTPYKTYpPHBIE EPECTPOUKHU.

Hacnencreennsie 60s1€3HM, 00YCIOBIEHHBIE aHOMAIHSIMU TIOJIOBBIX XPOMOCOM, OCOOCHHOCTHU TEYCHUS,
NIPUMEDEI.

BposxaéHHbIE TOPOKH Pa3BUTHSL: ONPeEeieHHe, KI1acCu(pHUKaIHsl, STUHOJIIOTHS, My TH MPO(QUIAKTHKH.
MeToab! aHaIM3a KapuoTUIa (LIUTOTCHETHYECKUE, MOJIEKYJIIPHO-IIUTOT€HETUYECKHUE ), TPUHIIUIIBI U AU~
arHOCTUYECKHUE 3a/1a4H.

IToxazaHus A1 TUTOT€HETHYECKOTO 00C/IeIOBaHMUS B IOCTHATATIHLHOM MEPHOJIE.

CI/IHZ[pOM I[ayHa: TUIl MyTalluK, MaTOr¢Hes3, AUarHoCTUKa, KIMHUYCCKUE IPOSABIICHUS, JICUCHUE.
Cunzapom DaBapzca: THIT MyTalllH, aTOreHe3, THArHOCTHKA, KIIMHUYECKUE POSIBIICHNS, JICUCHHE.
CI/IHZ[pOM HaTay: TUII MyTalliy, MMaTOr¢HE3, JUArHoCTUKA, KIIMHUYCCKUC TMTPOABJICHUA, JICYCHHUC.
Cungpowm lllepemesckoro-TepHepa: THII MyTanny, TaTOr€HE3, ANArHOCTHKA, KITMHIYECKHE MTPOsIBIIE-
HUSL, JICUCHHE.

Cungpom KinaitH(enpTepa: THII MyTanny, aTOreHe3, ANarHOCTHKA, KITMHUYECKHE MTPOSIBICHHUS, JIeUe-
HHE.

YacTtrussle aneymonanu (cuaapom Bonbda-XupuixopHa, «KOIadbero KpUKay), THI MyTalluu, aTo-
TeHE3, IMarHOCTHKA, KIMHUIECKUE MPOSIBIICHUS, JICUCHHE.

[MpodmmakTika HacIeCTBEHHBIX 3a00I€BaHNUN, YPOBHH, MOAXOIbI. [IOHATHE «IEPUKOHLIENIIMOHHOMN
TPOMUITAKTHKIY.

MenyKo-reHeTHIeCcKOoe KOHCYIBTHPOBAaHNE. XapaKTepPUCTHKA POJIM Bpada TeHETHKA B ITPAKTHIECKOM
3/IpaBOOXPAaHEHUH.

Menuko-reHeTrdeckas ciyx0a: 1enb, 3a1a4u. [lepeuncnuTb nokasaHus Jisi HalpaBJieHuUs Ha KOHCYJIb-
TalMIO K Bpady N'eHETUKY.

[NpenatansHas quarnoctuka. OOmas XapaKTepUCTHKA, LeNb IPUMEHEHHs, METObI, CPOKH.
HewnnBa3uBHbIE METOABI MPEHATAIBHON INArHOCTUKY (OroXumMudeckuii ckpuauHr, Y 31). O6mas xa-
PAKTCPUCTHKA, LEJIb IPUMCHEHU, METOIbI, CPOKU.

MHBa3uBHBIE METOIBI PEHATANBHON TUArHOCTUKU. OO0IIast XapaKTepUCTHKA, 11e]Tb MPUMEHEHUSs, Me-
TOJIbI, CPOKH.

CoBpeMeHHBIE 1T01X0/1bl B HEMHBAa3WBHOM NPEHATaIbHOM TNarHOCTHKE (aHAJIN3 XpPOMOCOMHOM NaToJIo-
THH 110 KPOBU MaTEpH, NIPEUMIUIAHTAIMOHHAS INAarHOCTHKA).

KoMmrtproTepHbIe THarHOCTHUECKHE TIPOrpaMMBI. 3alaudl, peraeMble ¢ UX nomolnsto. [Tpumeps! mpo-
TpaMM.

IIpumepHbIe BONPOCHI K YCTHOMY ONPOCY TEKYIIEro KOHTPOJIsI

(c Nel mo Ne27 pasznen 1 m 2, ¢ Nel mo Ne20 pasaen 3, ¢ Nel mo Nel9 pasnen 4, ¢ Nel mo Ne22, pasnaen 5,
¢ Nel mo Nel8 pazaen 6 (mo/1HbIi NepeyeHb BONPOCOB — CM. II. 2.2))

Pazneant 1 u 2.

1.
2.
3.

HanpasieHunsi TeHOMHKH 1 UX TEJH.

HpOCKT «FCHOM YCIIOBEKaA»: CTpaHBI-y‘[aCTHI/IHBI, BpeMeHHLIe paMKI/I, ueiau l'[pOGKTa " €0 3HAUYCHUCEC.
Knaccudukarus 3a001eBaHu B 3aBHCUMOCTH OT POJIM HACICICTBEHHOCTH U CPE/IBI B UX PA3BUTHH,
MpUBEIUTE IPUMEpPHIL. J{aiiTe onpeneeHne TepMUHAM: HACIICACTBEHHBIC 0OJIC3HH, BPOXKICHHbIC
3a00JIeBaHMs, CEMENHBIE OOJIE3HM.

HOKa?:aHI/If{ JJIA 6I/IOXI/IMI/I‘ICCKI/IX METOJ0B JUATHOCTHUKMH.

BricokoaddekTrBHAS KUIKOCTHASI XPOMATOTpadusi: MATEpHAT H O0BEKT UCCIICIOBAHNS,
BO3MOKHOCTH W OTPaHIUYCHHS METOIA.

I'azoBas xpomarorpadus: MaTepuan i 00bEKT HCCIICAOBAHUS, BOSMOXKHOCTH 1 OTPaHUUYCHUS METOIA.
TanmeMHast MacC-CIIEKTPOMETPHSL: MaTEpHa U O0BEKT UCCIICIOBAHMS, BO3MOYKHOCTH M OTPAHUICHUS
METOJIA.
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8.
9.

10.
11.
12.
13.
14.
15.
16.
17.
18.
19.
20.
21.
22.
23.
24,
25.
26.

27.

[TLIP: maTepuan u 00bEKT UCCIICIOBAHNS, BOSMOXKHOCTH M OIPaHMYEHHST METO/IA.

[TJIP®: marepuan u 0OBEKT HCCIEIOBAHMUS, BOBMOKHOCTH U OTPaHHYEHHSI METO1a.
CexBeHHpOBaHUE: MaTepuall i 0OBEKT UCCIIET0BaHMsI, BOSMOXXHOCTH M OTPaHUYEHHS METO1a.
NGS: marepuan u 00BEKT UCCITIEOBAHMS, BOSMOXHOCTH M OTPAaHHICHHS METO/IA.
[TuToreHeTHIECKHMIA METOI: MaTepHal U OOBEKT UCCIIEIOBAHNS, BO3MOXXHOCTH M OTPAaHUICHHS METO/a.
FISH: maTepman u 00BEKT McCIIeHOBaHMS, BOSMOKHOCTH U OTPaHUYCHHS METOA.

CyTb MeTo1a XpoMaTorpaduH.

[onmvepaznas nerrHas peakiust (I1LP): mpuHInm, TemnepaTypHbIe peKUMBL, cocTaB Oydepa.
Oco0eHHOCTH TeHOMa ITPO- U AYKapHOT.

I'enernaeckuii mommMopdu3M: onpenerneHne, TuIb moaumopduzma JJHK.

OTHOHYKJICOTH/IHBIE IOJIMMOP(U3MBL: OTIpeielIieHre, KiacCH(UKaIHsl, 3HaYCHHE.
[ToBTOpsironyecs Nocae0BaTeIbHOCTH FeHOMA: KiTacCU(UKAIMS, 3HaYSHHE.

Kraccudukanus reHoB, IPUBEIUTE IPUMEPEIL.

Crpoenne rera. CalThl IpOMOTOpPA, TEPMUHATOPA, IK30HBI, HHTPOHBI, HX POJIb B CHHTE3€ OeIKa.
OCo0EHHOCTH peryJisiiiiy ONOCUHTE3 OelKa Y IIPO- M YKapHoT.

AJBTEpHATUBHBIN CIUIAMCUHT: ONPEAEICHUE, CYTh MIPOLIECCA, 3HAUCHUE.

Kirouesie cobsrtust PHK-unTepdepentmu. Poss depmenra Diser u 6emkosoro kommiekca RISC.
Menumumackoe 3HaueHre PHK-unTepdepennmm.

AHaIT|3 OIHOIIETIOYEYHOTO KOH(OpMaIHOHHOTO TIouMopduama (SSCP), tiesn u mpuHITII
MPOBECHHUS.

CekxBeHMpOBAHHUE - 1M U IPUHIIUI IPOBEACHHS PEaKIHu.

Pasznen 3.

1.
2.
3.

10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

I'ennble 6one3nn. O6mme nousTus. Kinaccndukanms. [pumepst.

Hacnencteennsie 6one3sun ooMeHa. OO0mas XxapaKTepucTHKa.

I'emoduus: Ha3BaHKE F'eHa, OeIIKa, THIT HACICOBAHUS, ICPBUYHBIN FTeHETUUCCKUH e(eKT, maToreHes,
KIIMHUKA, TUarHOCTHKA.

®ocdar-nuader: Ha3BaHKe reHa, Oeska, TUI HacJIeT0BaHUsL, IEPBUYHBIN T'eHeTHUECKHH NedexT,
NaToreHe3, KIMHUKA, TUarHOCTHUKA.

AHUpUINS: Ha3BaHUE T'eHA, OCJIKa, THIT HACJICJOBAHUS, TICPBUYHBINA FCHETHUCCKUIT 1e(heKT, MaToreHes,
KIIMHUKA, TUarHOCTHKA.

Bonesss ['unimnpyHra: Ha3BaHKE reHa, OeJIKa, TUII HACTICOBAHUS, ICPBUYHBIN FTeHETUYECKUN Te(eKT,
MaToreHe3, KIIMHUKA, THarHOCTHKA.

CemeifHas THIIEPXOJICCTEPUHEMIST: HA3BaHUE T'eHA, OeJIKa, T HACICTOBAHHUS, ICPBUIHBIH
TCHETUYECKUI EPEKT, MaToreHe3, KIIMHIKA, THarHOCTHKA.

Heiipogubpomaro3: HazBaHHE TeHa, OelIKa, THUII HACJIeJOBAHU, IEPBUYHBIN TeHETHUSCKUIT Te(eKT,
MaToreHes3, KIMHUKA, THarHOCTHKA.

Cunznpom MapdaHna: HazBaHHe reHa, OelIKa, THI HaCJIeIOBaHUS, IEPBUIHBIA [CHETHICCKUH nedeKT,
MaToreHe3, KIMHUKA, TUarHOCTHKA.

MuoroHndeckast IMCTpodus: Ha3BaHUE I'eHa, OeJIKa, THIT HACICAOBAHS, IEPBUYHBIN T€HETHUCCK U
nedekT, maTorenes, KIMHUKa, JHarHOCTHKA.

MyKOBHUCIIH/103: HA3BaHUE TeHa, OeJIKa, THIT HACJICIOBAHUS, IICPBUYHBIN TCHETHUCCKUIT 1e(EKT,
MaToreHe3, KIMHUKA, TUarHOCTHKA.

Cungpom Maptuna-benna: Ha3zBaHue reHa, 6eka, TUT HACJIeI0BaHUs, IEPBUYHBIN T€HETUIECKHI
nedekT, maroreHes, KITMHUKA, JHATHOCTHKA.

AnpeHOoTeHeTaIbHBIH CHHIPOM: Ha3BaHHE TeHa, Oellka, THIT HacJIeIOBaHUS, IEPBUYHBIA FTeHETHICeCKUN
nedeKT, maroreHes, KIMHUKA, JHATHOCTHKA.

OCHIIKETOHYPHS: Ha3BaHUE T'eHa, OCITKa, THIT HACICAOBAHS, IICPBIYHBIN T€HETHUCCKIN EPEKT,
NaToreHes3, KIIMHUKA, THarHOCTHKA.

Muomuctpodus Jromenna-bekkepa: Ha3BaHMeE T'eHa, OeIKa, THIT HACJICOBaHHS, IEPBUYHBII
TeHeTHYECKUN Ae(eKT, maToreHes3, KIMHNKa, THarHOCTHKA.

ATtpodus 3putensHOro HepBa Jlebepa: Ha3BaHME reHa, Oenka, THI HaCIeJ0BaHMUS, HIEPBUYHBINA
TeHeTHYeCKU Ae(eKT, maToreHes, KINHNKA, THarHOCTHKA.

Cunnpom Jles: Ha3BaHUe TeHa, OeKa, TUI HACJISIOBAHUSI, IEPBUYHBIA T€HETHUECKUN eEeKT,
TaToreHe3, KIMHUKA, THAarHOCTHUKA.

MERRF: Ha3Banue rena, 6enka, TUI HACJIeJOBAHUS, IEPBUYHBIA T€HETHICCKHM AePEKT, MaToreHes,
KIIMHWKA, THarHOCTHKA.

MELAS: na3Banue rena, 0eiKa, THIT HACJICAOBAHUS, IIEPBHYHBINA TeHETHUCCKHUH 1e()EKT, TaTOTeHE3,
KJIMHUKA, THarHOCTHKA.

Kiunuko-reneanoruueckuit Metos1. Dtamsl. TpyTHOCTH B pOBeAEHUH. THIIbI HACTEIOBAHMUS.

Paznen 4

1.

061112151 XapaKTCPpUCTUKA XpOMOCOMHOﬁ I1aTOJIOTUH.
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YucoBsie (MONUIUIOUINS U AHSYIUIOMIUH (HYJIHUCOMHS, MOHOCOMHS, TPUCOMUSI)) B CTPYKTYPHBIC
abepparuu XpoMOCOM (IETCIHH, TYTUTUKAIMH, UHBEPCUH, KOJIBIIEBBIC 1 TUIICHTPHYCCKIE XPOMOCOMBEI,
M30XPOMOCOMEI, POOEPTCOHOBCKHUE, PEIUIIPOKHBIC M HEPEIIUIPOKHEIE TpaHCIOKawn). [IpuMepsr.

3. COamancupoBaHHBIC U HecOaaHCUPOBAHHEBIC CTPYKTYPHBIC TIEPECTPOUKH.

4. Cungpom [layHa, TN MyTalliy, JUATHOCTHKA, KIIMHUYECKUE POSBIICHNUS, JICUCHHE.

5. Cunppom DaBapaca, TUI MyTallyH, THarHOCTHKA, KIMHUYECKHE MPOSIBICHHUS, JICUCHHE.

6. Cunppom Ilaray, Tunm MyTanny, IMarHOCTHKA, KIMHUYECKUE IIPOSBICHHS, JICUCHHUE.

7. HacnenctBeHHBIE 00JIe3HH, 00YCIOBICHHBIE AHOMAIMSMH ITOJIOBBIX XPOMOCOM, OCOOCHHOCTH TSUCHNS,
HPHMEPBHI.

8.  Cunppom llepemeBckoro-TepHepa, THII MyTalll1, AUArHOCTHKA, KIIMHIYECKUE TIPOSIBIICHUS, JICYSHHE.

9. Cunppom KnaifHdenbTepa, THII MyTalliH, TUarHOCTUKA, KIIMHUYECKUE TPOSIBIICHUS, JICYSHHE.

10. Yactuunble aneymionanu (cuapoM Bonbga-XupirxopHa, «komadybero kpukay, cuaapom [Ipanepa-
Bunnu, cunzipom AHrensmana, CHHAPOM Jlu/Ixop/ukn), THIT MyTaliy, THarHOCTHKA, KIMHIYECKHE
MPOSIBIICHUS, JICICHHE.

11. Knmanudeckas IMTOTEHETHKA KaK pa3iell MeIUIIMHCKOW TeHeTHKH (OTpeieNieHIe, 00JIacTh MPHUMEHEHHS
METOZOB aHAJI3a KAPHOTHIIA).

12. Tloka3aHus IS IIUTOTCHETHIECKOTO O0OCTICIOBAHMS B IIOCTHATAIIEHOM TIEPHO/IE.

13. IuToreHeTHYECKNEe METOMBI aHAIH3a KapuoTUia (MeTada3HbIi, IIOUCK IOJIOBOTO XPOMATHHA),
NPUHIUIBI ¥ THATHOCTUYECKHUE 3a1a9H.

14. MonekynspHO-IUTOTeHETHIECKUE MeTO bl aHanu3a kapuotuna (FISH), npuniums: u
JMarHOCTHYECKUE 3aJa4H.

15. BpoxaéHHBIE TOPOKH Pa3BUTHS: ONPEACIeHHE, KIacCU(UKaIs, ITHOIOT U, TTyTH MPO(OUIAKTHKH.

16. Teparorenusie dakTopsl cpeabl. Kpuridyeckue nepuoabl pa3BUTHSL.

17. TloHsiTue TepaTOreHHOTO TEPMHUHAIIMOHHOTO MEPHO/A.

18. Poub nponudepanuy, anomnro3a, MUrpanuu KIeTok, 1uhHepeHIIUPOBKH, COPTUPOBKH U aIT€3UU KICTOK
B PEryJisiliui SMOpHOTeHe3a, K KAKUM HapyIICHUSIM TIPHBOJISAT.

19. Posb XpOHOTEHOB M T'€HOB ITPOCTPAHCTBEHHOM OpraHu3alny (TeHOB CErMEHTalM1, KOMIapTMEHTAIN3a-
LIMH, TOMEO3UCHBIX TEHOB) B PETYJISILIUK IMOpUOTreHe3a.

Paznen 5.

1. Posb reHeTHYECKNX U BHEITHECPEIOBBIX (PAKTOPOB B PA3BUTHHU JAHHOW TPYIIIBI TATOJIOT UK.

2. DnupemuoJoruyeckue xapakrepuctuku MO3.

3. Mopnenu HacnenoBanus. KoadduipenT HacnegyemMoctu.

4. 3HaueHHe KIMHUKO-TEHEaJOrM4ecKOro MEeTo/a U aHaJIM3a POJOCIOBHBIX pu Md3.

5. OOnacti npyUMeHEHHs! MOMYJISIIMOHHO-CTaTUCTUYECKOTO ¥ OJIM3HELIOBOIO METOJOB UCCIICA0BaHMSI.

6. Ilpodunakruka M®3. I'pyrnnbsl pucka U reHETHYECKUE MapKePhl MPEAPACIIONIOKEHHOCTH K Pa3BUTHIO
6one3Hu.

7. dapmakoreHeTHKa 1 HKOJIOTHYECKas TCHEeTHKA.

8. KimmHuko-reHeTHYecKue 0COOCHHOCTH Op(haHHBIX 3a00JICBaHAH.

9. [lmarHoctHka u JiedeHHE oppaHHBIX 3a00JICBaHHIA.

10. Omnpenerenre u 00MIIas XapaKTEPUCTHKA Op(aHHBIX 3200JIeBaHHIA.

11. T'pynmel 3a00sieBaHU, BXOIAIINX B ITIepeveHb OpPaHHBIX O0JIC3HEH.

12. Menuko-coruansHble BOIPOCHI, CB3aHHBIE C JIeUeHHEM Op(haHHBIX O0Ie3HEH.

13. OHKOreHbI ¥ UX OUOJIOTUYECKASI POITh.

14. TeHeTHveckue acreKThl KaHIIEPOTeHe3a.

15. OOGuue npejcTaBiIeHus O 3HAUEHUH HACJIEICTBEHHBIX (JAKTOPOB B BOSHUKHOBEHHH PAKa.

16. daxropsl BHEIIHEH CPeIbl, ACCOIMUPYIOIIUECS C PAaKOM (KaHIIEPOTCHBI).

17. BupycHbIe U KJI€TOYHBIE OHKOT€HBI.

18. dwusnonoruueckasi poib KJIETOUYHBIX IIPOTOOHKOTEHOB.

19. MexaHn3MbI IPEBPAIIECHNS IPOTOOHKOTEHOB B OHKOT€HBI.

20. T'eHbI-cympeccopbl 1 MEXaHU3MBI CYIIPECCHH OITyXOJIEBOTO POCTA.

21. Tpancdopmarys KIETOK 1 HPOLECC OITyX0JIe00pa3oBaHusL.

22. OcoOEHHOCTH «PAKOBBIX» CEMEH.

Paznen 6.

1.  OcHoBHBIE YPOBHH U ITyTH NPOGUIAKTUKN HACIICACTBEHHBIX 3a00JICBAHMI.

2. TlonsTHe «IEPUKOHIIEHIUOHHAs TpodHIakThKay. [lokazaHus, HepeueHb MEPOTIPHUSITHIA.

3. Ienn n3amaun MI'K.

4. Tloxa3zanus [yt Hanpasierns Ha MI'K.

5. IIpuHIUIIEI OLIEHKH T€HETHYECKOTO PHCKA B PA3IMYHBIX TPYIIIaX HACHIEICTBEHHOI naTonoruu. Me-
TOJIBI €70 pacyera.

6. OTHueckue, NpaBOBbIE M COLMAIIBHBIC MIPOOJIEMBI MEANIIMHCKOW TeHETUKHI

7. TlonsTHe npeHaTaIbHON AMAarHOCTHKH M TIOKa3aHHs JUIsl €€ MPOBE/ICHUSL.

8. Meroasl IpeHATAIBHOM AUATHOCTHKH:
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- nennBasuBHeIe (Y3U, onpenencHre OHOXUMHYECKUX MAPKEPOB);
- NHBA3MBHBIC (XOPUOHOHMOIICHS, aMHUOLICHTE3, KOP/IOLIEHTE3, (peTocKomnust)
9. TIloka3zaHus K HUM ¥ CPOKH IIPOBEICHHUS, TEXHUKA MAHHITYJIALHMI (OCHOBHBIE MOMEHTEI), BO3MO>KHBIE
OCJIOXKHCHUS
10. Tlomstue ckpununra. [IporpaMmbl CKpUHHUHra Ha HACJeICTBEHHbBIC 3a00JI€BaHUsL.
11. Tlpo¢dmmakTika HacIeACTBEHHOM maTojoruu npu mposeneHun JKO.
12. HoBble MeTOIWKH THArHOCTUKH HacleACTBeHHBIX 3a0oneBanuit (HUIIT - anamm3 [IHK kinetok miona
BBIJICTICHHOHN U3 KPOBH MaTepn).
13. OcHOBHBIE IPUHLIUIIBI JICYSHUS] HACIIEICTBEHHBIX 3a00JIeBaHH:
- CHMIITOMaTHYECKOE;
- IaTOr€HETHYECKOE;
- 3THOTPOIIHOE;
- XUpypruvecKas KOppeKIHs.
14. Dtryeckne BOPOCH MPEHATAIBHON THATHOCTHKH.
15. JIns yero Hy»KHbI KOMIIBIOTEPHBIE AUArHOCTHYECKUE IIPOrpaMMBbl B MeAUIIMHCKON reHetuke? [To ka-
KOMY NPUHIUIY OHH paboTaroT?
16. TIporpamma SinDiag, ee kpaTkasi XapaKTepPUCTHKA.
17. TIporpamma Possum, ee kpaTkast XapaKTEepHCTHKA.
18. TIporpamma Poroki, ee kpaTkas xapaKTepHCTHKA.

Tecmoagvie 3a0anusn (paznoyposHessle) 01 MeKyuse20 KOHMPOs U RPOMEICYMOUHOU ammecmayuu

1 yposens:
1. MyTtamuu "cABHUT paMKH CUUTHIBaHUSA" BO3HUKAIOT B Pe3yJIbTaTe:
a) OKCMaHCUU TPUHYKJICOTHIHBIX TIOBTOPOB;
0) BBIMAICHHS OJTHOTO MJIH HECKOJIBKHX TTap HYKJICOTHIIOB; ¥
B) BCTaBKH HYKJICOTUJIOB;*
T') 3aMEHEI TTap HyKIJICOTHIOB.

2. K ¢axropam, MOBBIIAIONIAM PHCK MYJIbTH(HAKTOPHATBHON O0JIC3HH, OTHOCATCS:
a) HaJIMY¥e aHaJIOTUYHOM OOJIE3HH y KPOBHBIX POACTBEHHUKOB; ¥

0) TeTepO3UrOTHOCTb II0 ayTOCOMHO-PELIECCHBHOI 00Ie3HY;

B) BpeAHBIE ()aKTOPHI OKPYIKAIOIIEH cpebr;™

T) O0JIBIIIOE YUCITO JCTCH B CEMbE.

3. Jlyist npoBeieHUs UTOreHETHYECKOT0 aHaln3a UCTIONb3YHOTCS:
a) KJISTKH KOCTHOTO Mo3ra;*

0) KJIETKH TIEUYEHH;

B) JIMM(DOLUTHI Ieprdepruueckoi KpoBu;*

I') KOCTHas TKaHb.

4. Kakas Tepanus HaCJIe/ICTBEHHbBIX OOJIE3HEH B HACTOSIIIIEE BPEMs IPUMEHSIETCS] HAanOoJIee 4acTo:
a) cUMIIToMaTHJeckas;*

0) maToreHeTHuuecKas; *

B) 3THOTPOIIHAS

T) pU3HNOIICUCHIIC

5. K coBpeMeHHBIM [IUTOreHETHYECKHM METOJUKaM OTHOCSITCS:
a) MCCIIEZ0BAaHMS ITOJIOBOTO XpOMaTHHa; ¥

6) MeradasHbIil aHATTU3 XPOMOCOM; ¥

B) MoJIeKyJspHO-TIuToreHeTnaeckuii meton (FISH);*

T') METOJ pPyTHHHOI OKPaCKH.

2 ypoesenw:
1. YcTaHoBUTE COOTBETCTBUE MEXK/Y HACIIEICTBEHHBIM CUHIPOMOM U TUIIOM MYTaIlUi:

1 cuHIpoM Mapdana [a] reHHBIE

2 curnpom Kaitadenrepa [06] reHOMHEBIE

3 remouust [B] XxpomMocomHBIE
4 (beHnnKeTonypHs
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5 CHHJIPOM KOIITAYhEeTO KPUKa

2.Yc aHOBUTE COOTBETCTBUE:
YHUCJIEHHOCTH He Oouiee 1,5 TrIC. [a] M3onupoBaHHAs TOMYJISAIUS

4acTOTa BHYTPUTPYIIIOBBIX OPAKOB MEHEE D T T p————
90% [0] Yn YITSILL

OOJIbIIIast YUCIICHHOCTH HACEIICHUS [B] Hembl
MaHMUKCHUS

HE JICHCTBYET €CTECTBEHHBIN 0TOOD

BBICOKHM OPOLUCHT TOMO3HUI'OTHBIX
HOCHTECIICHU MTAaTOJIOTHYCCKOI'o reHa

S OB~ wWw NP

3ypos nb:

Majp UK IATH JICT OTCTaeT B YMCTBEHHOM M (DpHU3UUCCKOM Pa3BUTUHU. POCT HU3KHIA, yMepeHHasl TYYHOCTb,
KOHEY HOCTH KOPOTKHE ¢ KOPOTKHMH, IIUPOKUMH JIATOHSIMHU, CTOIIAMH, MMajblIaMH, Ha JIAJIOHAX MOTepeYHast
JIaOH Has CKianka. [IaTelif maner pyku He TOCTUTaeT OCHOBAaHUs HOTTEBOM (haiaHTH YeTBepToro. bpaxwuire-
(hanmust 1€ KOPOTKasl, TOJNCTas, YN MaJeHbKHE, HU3KO Pacloj0oKeHHbIE, pa3pes a3 KOCoi, ¢ SMHUKaHTOM,
sa3pIK OOJIBIIION, HE TOMeIIaeTcs Bo pry. Kpunropxusm.

HauGoJee BepOATHBIN AUArHO3:

a) curapom [layHa

0) cunzpoM Mapdana

B) cunzpoM lllepermesckoro-TepHepa

r) runo(U3apHbIA HAaHU3M

Kakoii MeTox mabopaTopHOro o0cneroBanust Hanbosee reaecoodpaseH:
a) MHKPOOHOJIOTHIECKUH TOCEB MOKPOTHI

0) UUTOTCHETHIECKUH (KapHOTUIIMPOBAHNE)

B) PEHTT€HOIOTHYECKHUH

r) Y3U

HauGoee BeposTHas HaxoAKa MPU XpOMOCOMHOM aHalIu3e y OOJBHOTO:
a) 46, XY

6) TpHUCOMHS XPOMOCOMBI 21

B) TpHCOMHS XpoMOoCcoMbI 20

r) 45, X0

Jleuenne G0NBPHOTO BKIIIOYAET:

a) mpe apartbl, CTUMYJIHPYIOIHEe OOMEH BELIECTB B HEPBHOM TKaHH, Koppekuuto BITP
0) mpe apaThl Ul CHI)KEHMSI apTepPUAIbHOTO JIaBICHUS

B) 3aMECTUTEIIbHYIO TEPATIHIO OJIOBBIMU FTOPMOHAMHU

') KOPTUKOCTEPOUIBI

[Tporuo3 3ab01eBaHus:

a) 17151 )KU3HYU HEeOJIaronpusITHBIH

0) moJHast peadMIINTalHs B Pe3yJIbTaTe TePanu

B) HEK TOPast KOPPEKLMSA CHMIITOMOB, YMCTBEHHAs OTCTANIOCTh COXPaHIeTCs
I) CHHXKEHHE CIIyXa B 3peJIOM BO3pacTe

) pa3BUTUE aTaKCUH B 3pEIIOM BO3pACTE

ITpuMepHbIe CUTYalIMOHHBIE 321241

1. B ximHHKY oOpartunack ceMbst ¢ OOJIBbHBIM PeOEHKOM. BObHON BBICOKOTO POCTa, C €BHYXOUIHBIMU
IpONOpLUAMH Teja. PazBuTue ckenera 1o )KEHCKOMY THIy — y3KH€ IUI€4H, IUPOKUM Ta3. Takxke 1o >KeH-
CKOMY THILY OTKJIa/IbIBAETCS KUP C BBIPAKEHHON HAKIIOHHOCTBIO K O’KUPEHHUIO U THHEKOMacTHEN. Poct Bosoc
Ha JIMIE c1a00 BBIpaXKeH, B 00IacTH JIoOKa — MO JKEHCKOMY THITYy B (hopme TpeyromsHuKa. [lonoBoH dneH
uMeeT HOpMallbHBIE pa3Mephl. B kiieTkax OyKKaJbHOTO SMUTENHS OIpenesieHs! Tenbna bappa. Y 6omsHOTO
OTIPEZIETIEHO 3aMEIJIEHHOE YMCTBEHHOE Pa3BUTHE U OTCTaBaHUE B nHTENIeKTe. Kakoe 3aboneBanue Hanboinee
BeposATHO? Kakue MeToIbl AMarHOCTHKH MOTYT OBITh HCIOIB30BAHBI IS MOATBEPKACHNUS quarHo3a? OOmas
TaKTHKa BEJICHUS JTAHHBIX OOJIBHBIX?
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2. Manpuuk 12 ner, mOCTyIWI B CTallMOHAp C jKajdo0aMy Ha HaJW4ue KPOBOTEUECHHS U3 MOJIOCTH PTa.
W3 anamHe3a yCTaHOBJIEHO, YTO HEOIHOKPATHO HAOJIIOAAINCh MAaCCHBHBIC KPOBOTCUCHHMS TIOCIE yOAlCHUS
3y00B, TeMapTpo3 MPaBoOro KOJEHHOro cycTtasa. [Ipn ocMmotpe: 3y6 nmeeT GONBIIYyI0 KApHO3HYIO MOJIOCTD,
KOTOpasi TPaBMUPYET OCTPBIMHU KPasMH CIH3HCTYI0 000104Ky aecHbl. llepudepudeckue muMpaTuaeckue
y3JIbl HE yBEIWYEHBI. TOHBI CEpJIIa PUTMUYHBI, HE)KHBIH CHCTOJIMYECKHI ITyM Ha BEPXYIIKE H B 5 TOUKE.
JKuBoT npu nanbnanuy MArkuii, 6e30one3HeHHbId. [ledeHp 1 cene3eHka He MabIUPYIOTCs. AHAIIN3 KPOBH:
Hs - 77 r/m; Dp. - 2,5X1012/m; .1 - 0,9; Jleiik. - 7,0X109/1; 3- 2%, 11- 5%, c- 59%, 1- 25%, M-9; COD - 15
MM/4, TpoMOonuThI - 270,0X109/n1. Bpemst ceepteiBanus 1o Jlu-Yaiity - 30 mun. Kakue nononHuTensHbIe
UCCleI0BaHNsl He0OX0IMMO MPOBECTH U MX OXHMJaeMble pe3ynbTaThl? [locTaBbTe KIMHMYECKUI IUArHo3.
Kakoii nporuo3 s Oyymumx cubcoB u aere npodanna? Tun HacneaoBaHus.

IIpuMmepHbIii IepeyeHb NPAKTHYECKUX HABBIKOB

1. Hcmonp30BaTh KIMHUKO-TEHEATIOTHIECKUH, INTOTCHETHUECKUH U APYTHE METOIBI AJISI ONIPEAEICHUS

HacJeICTBEHHOW ITaTOJIOTHH.

CoOpaTh aHaMHECTHYECKHE TaHHBIC 1 TEHEaIOTHIECKYI0 HH(pOopManuio.

Odopmuth KapTy (eHOTHIIa MpodaHIa MPH IMONO3PEHUH Yy HEro HACIEeICTBEHHOTO 3a00JICBaHMUSL

CocTaBHTB POJOCIOBHYIO, IIPEICTABUTE €€ B TpauecKOM BHJIE.

[Ipoanann3upoBaTs HacIEAOBAHHE 3a00JICBAHI MM IPH3HAKa OOJIC3HU B CEMEBE.

PaccunraTh prcKk BOSHHKHOBEHHS HACJIEICTBEHHOH TaTOIOTUH, HCIIONIB3YsI METOBI (hopMabHON reHe-

THKH U SMIAPUYECKUE TAHHBIC.

7. Tlo pe3ynbpraTram uccieA0BaHU 1aTh 3aKIIOUCHHE O BO3MOXHOCTH JIETOPOIKICHHS C HACIIEICTBEHHOM
[IATOJIOTUEN B IaHHOM CeMbe.

8. IIpaBWiBbHO MCIOJB30BATH COOTBETCTBYIOIIYIO TEPMHHOJIOTHIO.

9. C moMouIpio MoMcKa MEANIMHCKON nH(popManuy B yueOHOH, HayqHO JINTEpaType, B TOM YHCIIE C HC-
NoJTb30BaHuEM ceTd VIHTepHeT Hanucath pedepar u crenath JOKIaL Ha MPEATIoKEHHYIO TeHeTHYe-
CKYIO TEMYy.

Sk wn

IIpumepHsbIe 3aganus A1 HanucaHus (M 3alIUTHI) pedepaTon

9. Brian B pasutue menunmHckoi renetrku C.H. JlaBueHkosa.

10. Ocobennoct PHK-uHTEpdEpeHiim y IpoKapHoT U SYKaprOT. 3HAaYCHNE OTKPBITHS 3TOTO MEXaHU3Ma
JUISL MEIUIMHBI.

11. CyTp MeTO1a CEKBEHUPOBAHUS U €T0 POJIb B peai3aluy NporpaMmsl «I €eHOM denoBeKay.

12. Dtuonorusi, KIMHUYECKUE CUMIITOMBI, THATHOCTHUKA ¥ OCHOBHBIC MPUHIIMAIBI JieueHus pocdar-auadera.
13. DTronorus, 0COOEHHOCTH HACIEJOBAHHUSI, KITMHUYECKUE CHMITOMBI, TUarHOCTHUKA 1 OCHOBHBIE IIPUH-
LUIIBI JIedueHus reModunun A u B.

14. Bonesus I'upurnpynra (RET-IPOTOOHKOTEH): STHOJOTHS, TATOTEHE3, KITMHUYECKast KAPTHHA, THATHO-
CTHKa, JICYCHHE.

15. Auupunus (red PAX 6): atronorusi, maTorenes, KIIMHUYIECKas: KapTUHA, IUArHOCTHKA, JICUCHHE.

16. Cemeiinas runepxonectepuremus (rer LDLR): aTHomorus, matorenes, 0COOEHHOCTH KIIMHUIECKOH Kap-
THHBI y TOMO- U F€TE€PO3UTOTHBIX HOCUTEJICH MyTallUH, TUarHOCTHKA, JIeYESHHE.

17. Druonorusi, XxapakTepHble KIMHUYECKHE MTPOSIBICHHUS, METOIbI IMArHOCTUKH U JICUEHHS AJTKAIITOHY-
pun.

18. Druonorus, XapakTepHble KIMHUYECKHUE MTPOSIBICHHUS, METOIbI IMATHOCTHUKY U JICUESHHS rajlaKTo3e-
MHHU.

19. Druonorusi, xapakTepHbIe KIMHUUECKHE MTPOSIBICHNUS, METO/IbI IMarHOCTUKH U JICUSHHUS TOMOIIUCTHHY-
pun.

20. DrHonorus, XapakTepHble KIMHUYECKUE MPOSBICHHS, METOAbI AUArHOCTHKHU U JICUSHHS allbONHHU3MA.
21. Cunppowm Jles (momocTpas HEKPOTH3UPYIOMIAs SHIC()ATOMUOIATHS): STHOIOT U, MAaHH(DECTAIINS, KITH-
HUYECKHE MPOSIBICHNS, TUarHOCTHKA U JICUCHHE.

22. Arpodus 3puTenbHbIX HepBoB Jlebepa: aTHoIor s, MaHHpecTalns, KITHHIYECKHE MPOSIBIICHNUS, THa-
THOCTHKA U JICYCHHE.

23. Cungpombl MELAS/MERRF: stionorusi, ManudecTauus, KIMHAYSCKHE MPOSBICHNUS, TUATHOCTHKA
JIeYeHHe.

24. Cunnpom 9p+: 3THONOTHS, 0OCOOEHHOCTH (PEHOTHIIA, IUATHOCTHKA, JICYeHHE, MPO(IIaKTHKA.

25. Cungpom JIuJ>KOpDKU: STHOJIOTHS, 0COOCHHOCTH (DCHOTHUIIA, IUATHOCTHKA, JICICHHE, TPO(UITAKTHKA.
26. Cunppom Kopuennu ne Jlanre: aTHonorus, 0cOOEHHOCTH (DEHOTHIIA, TUATHOCTHKA, JIeueHNe, Tpodu-
JIAKTHKA.

27. MuxpounnupoBanue. [[puHINIBI TEXHOJIOIMH MUKPOMATPHI] B AUArHOCTHKE MUKPOCTPYKTYPHBIX
HapyIIEHHH XPOMOCOM.

28. Cunapom Bapkanu (Tpucomust 8). ITHOIOTHS, TATOTE€HE3, KIIMHNUKA, THATHOCTHKA, TPHUHITHIIBI JIede-
HHSL.

29. Tpucomus 9. DTHOJIOTHS, IATOTEHE3, KIIMHUKA, TUaTHOCTUKA, TPHHIIMIIBI JICUCHHSI.

30. Tpucomus 22. ITHONOTHSI, TATOTCHE3, KIIMHUKA, JUATHOCTHKA, IIPHHIUITBI JICYCHUSL.
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31. CungpoMm TprCcOMHH IO X-XpOMOCOME (TpHUILTO-X). DTHOJIOTHsI, TATOTCHE3, KIIMHUKA, THArHOCTHKA,
NPUHIUIIBI JICYCHUSL.

32. Cunppowm Sxo6ca (qucomust 1o Y XpoMOCOME). DTHOJIOTHS, IATOTCHE3, KIMHUKA, THarHOCTHKA,
MPUHLUIIBI JICYCHUSL.

Kpurepun oumeHku 3a4eTHOro codeceqoBaHHsi, YCTHOIO ONPOCA TEKYLIEro KOHTPOJIA:

OueHka «3a4TeHO0» BHICTABIIACTCS 00YJaOIIEMYCsl €CII OH 0OHApY)KUBAaeT BCECTOPOHHEE, CUCTE-
MaTHYECKOE U IN1yO0KO€e 3HaHHE y4eOHO-IPOrpPaMMHOI0 MaTeprala, yCBOUJI OCHOBHYIO U 3HAKOM C JONOJI-
HUTEIILHOM JIUTEPATYPOU, PEKOMEHA0BAHHON IIPOrPAMMON; YCBOWJI B3aMMOCBSI3b OCHOBHBIX IIOHITHM JuC-
LUIUIMHBI B UX 3HAYCHUHU AJIs pHoOpeTaeMoil npodeccuu, IposiBUII TBOPUECKUE CIIOCOOHOCTH B IIOHUMa-

HUU, N3JI0KEHUU U UCIIOIH30BAHUN YI€OHO-IIPOTPAMMHOTO MaTepHasia; BiajeeT He0OX0IMMbIMU YMEHHU-
SMHU U HaBBIKAMU IIPU BBIIOJHEHUU CUTYAllMOHHBIX 33JaHui, 0€3011MO0YHO OTBETHII HA OCHOBHOM U JI0-
ITOJIHUTEJIBHBIE BOIIPOCHI HA 3a4ETeE.

OneHka «He 32a4TeHO0» BBICTaBIISIETCS 00YYaIOLEMYCsl €CIM OH OOHApyKUJI IPOOesbl B 3HAHUAX
OCHOBHOTO Y4€OHO-TIPOTPaMMHOT0 MaTepHaia, JOMyCTHII IPUHIUIHAATbHBIE OIIMOKH P OTBETE Ha OC-
HOBHOH U JIONOJIHUTEJbHBIE BOIIPOCHI; HE MOXKET MPOJOKUTh O0yYEHHE UM IPUCTYIHUTH K MPpodeccuo-
HAJIBHOW JIESITETHHOCTH 110 OKOHYAHHH 00pa30BaTEIbHON OpraHu3anuy 0e3 TOTOIHUTEIbHBIX 3aHATHH 110
JUCLIATUIMHE.

Kputepun onieHKH TeCTOBBIX 3a/IaHMIA:
«3a4TeHO» - He MeHee 71% mpaBHIIBHBIX OTBETOB;
«He 3auTeHo» - /0% 1 MeHee MPaBUIIBHBIX OTBETOB.

Kpurepun oneHKH CHTYallMOHHBIX 32124

«3a4TEeHO» - 00yJaroIIMiicsa pemni 3a1a4y B COOTBETCTBUU C aJITOPUTMOM, JaJl IOJHBIE U TOYHBIE
OTBETHI Ha BCE BOIIPOCHI 3a7a4M, MPEICTABHII KOMIUIEKCHYIO OLICHKY IPEUIOKEHHON CUTYyalluH, CAeJIal
BBIBO/IbL, IPUBEJI JOMOJIHUTENbHBIE APIYMEHTHI, IPOJAEMOHCTPUPOBAJ 3HAHUE TEOPETUUECKOTO MaTepraia
C YY4ETOM MEXIUCUUIIMHAPHBIX CBS3€l, HOPMATUBHO-IIPABOBBIX aKTOB; IPEUIOKUI AIbTEPHATUBHBIC Ba-
PHUAHTBHI PELICHUS TPOOIEMBL;

«He 32a4YTeHO0» - 00yJaroMiicss He CMOT JIOTUYHO C(OPMYIUPOBATH OTBETHI HAa BOMPOCH! 3aauH,
CEJIaTh BBIBOJBI, IPUBECTU JOIOIHUTEIBHBIE IPUMEPBI HA OCHOBE NPUHLIMAIIA MEKIIPEAMETHBIX CBA3EH,
IIPOJIEMOHCTPUPOBAII HEBEPHYIO OLIEHKY CUTYAILIVH.

Kpurepun oneHKH NpakTHYeCKUX HABBIKOB!

«3a4TeHOo» - oOyuaronmiics 001a1aeT TEOPETUUECKUMH 3HAaHUSIMU U BJIaJIEeT METOAUKON BBINOJ-
HCHUA MPAKTUYCCKUX HABBIKOB, ACMOHCTPHUPYCT UX BBINIOJIHCHUEC, B CJIy4dac OIIMOKH MOKET HCIIPAaBUTH IIpH
KOPPEKIIMH UX NPENOJABATEIIEM;

«He 3a4TeHO0» - oOydaroluiics He 00JIaaeT 10CTATOYHBIM YPOBHEM TEOPETUUYECKUX 3HAHUM (He
3HA€T METOJUKHU BBINIOJHEHMS NPAKTUYECKUX HABBIKOB, ITOKAa3aHUM M IPOTHBOINOKA3aHWN, BO3MOKHBIX
OCJ'IO)KHGHHfI, HOPMAaTUBBI 1 HpO‘-I.) W/WIIA HE MOYKET CAMOCTOSITEILHO IPOACMOHCTPHUPOBATH IMTPAKTUICCKUC
YMEHUS WU BBIOJHSET UX, IOIMyCKas rpyOble OIINOKY.

Kpurepum onenku Hanucanus (4 3a1MThI) pedepaToB:
«3a4TeH0» — 000CHOBaHa aKTyaJTbHOCTh TPOOJIEMBI U TEMBI, COJIEPIKAHUE COOTBETCTBYET TEME H
IUIaHy pedeparta, MoJHO U ITyOOKO pacKphIThl OCHOBHBIE MOHSATHS MPOOIEMbl, 00HAPY>KEHO JOCTATOYHOE
BJIaJICHHE TEPMHHOJIOTUEH, TPOJIEMOHCTPHPOBAHO YMEHHUE pabOTaTh C IUTEPATYPOH, CHCTEMAaTU3UPOBATh
U CTPYKTYpPHPOBATh MaTepual, yMeHHe 00001aTh, CONOCTABIATh Pa3InYHbIe TOYKH 3PEHHS M0 paccMar-
pUBacMOMY BOIIPOCY, apTYMEHTHUPOBATh OCHOBHBIE TTOJIOKEHUS M BBIBOJIBI, K aHATIN3Y TIPUBJICYCHBI HOBEH-
mme paboTsl 1Mo mpobiaeme (KypHalbHbIE MyOIMKalMK, MaTepualibl COOPHUKOB HAyYHBIX TPYJOB U T.1.),
MOJIHOCTBIO COOITI0/IEHBI TpeOOBaHUS K 0pOpPMIIEHHUIO pedepara, IPaMOTHOCTD U KYJIbTypa U3JI0KEHUS Ma-
Tepuasia Ha BEICOKOM YPOBHE.
«He 32a4YTeH0» — He 000CHOBaHA WU €1a00 000CHOBAaHA aKTyaJIbHOCTh MPOOJIEMBI U TEMBI, COIEP-
’KaHUe HE COOTBETCTBYET TEME U IIaHy pedepara, 00Hapy>KEHO HEAOCTATOUHOE BJIAICHUE TEPMUHOIOTHEH
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Y MIOHATUIHBIM anmnapaToM Ipoo6ieMbl, He TPOAEMOHCTPUPOBAHO YMEHUE paboTaTh C JINTEPaTypoH, cucTe-
MaTH3UPOBATh U CTPYKTYPUPOBATh MaTepuall, YMEHHE 0000IaTh, COMOCTABIATH Pa3IMUHbIC TOUKU 3PEHUS
10 paccMaTpUBAaEMOMY BOIIPOCY, apT'yMEHTUPOBATh OCHOBHBIE MTOJIOKEHUS M BBIBO/IBI, UCIIOJIb30BaH OYEHb
OTpaHUYEHHBINA KPYT JIUTEPATYPHBIX UCTOYHUKOB IO Tpobdieme, He coOmroieHbl TpeOoBaHus K opopmIe-
HUIO pedepara, OTCYTCTBYET IPaMOTHOCTh U KYJbTypa U3JI0KEHHUS MaTepHaa.

2.2. IlpumepHbIe BONPOCHI K 3a4eTy

1. Mpyrarenes. Knaccudukanus myraruii. ['eHepatuBHbIC 1 cOMaTHueckue MyTanuu. CIOHTaHHBIA U
WHAYIHUPOBAHHBIN MyTallMOHHBIN Mponecc. BoIsiBIEHNE U KOJTMYECTBEHHBIN Y4ET MyTallHil.

2. T'eHermdeckuii KOHTPOJIb MYTAllMOHHOTO TIpoliecca. PaquaninoHHbIi 1 XUMUYECKUH MyTarenes. My-
TareHbl OKpYyKaromei cpeapl. @akTopsl, MOIUMUIIMPYIONTUE MYTAITHOHHBIHN MpoIiece.

3. T'enomuka - Hayka o reHoMax. CTpyKTypHasi OpraHu3aliys reHoMa MPOKapuoT U sykapuot. Kiaccu-
(buKanys MOBTOPSIOLIMXCS AIEMEHTOB reHoMa. MexXTyHapoIHbIM MPoeKT «I'€HOM ueroBeKay.

4. llonynauvoHHO-CTaTUCTUUYECKUN MeTO. ['eHeTnueckas cTpykTypa nomyssiuuu. YacToThl F€HOB U re-
HOTHUTIOB. 3akoH Xapau-BaiinOepra. [ eHeTH4eckuii rpys.

5. ®axTopsl TUHAMUKH '€HETUYECKOT0 COCTaBa MOMYJISIHMN: Ipeiid reHoB, MyTallMOHHBIN MTpoIiecc, MU-
rpanuu, u30upaTesbHOE criapuBaHue 0co0ei, eCTeCTBEHHBIN 0TOOD.

6. Ilonsrue o eBrenuke. [l03uTHBHAS 1 HEraTUBHAS €BTEHUKA: COLMAIBHBIC acTIeKThl. COBpEMEHHBIE 3TH-

YecKre Ipo0IeMbl MEUIIMHCKON TeHETUKHU (KIIOHMPOBAHUE U TeHETHYECKAs MTaCIOPTH3AIINSA).

MeTob1 MOJIEKYJIIPHON AMarHOCTUKH. OO1IMe TOHSTHS.

8. Tomumepasznas nennas peakuus (I1LP), ocHOBHBIE MOHATHS (IPUHIIUII, TEMIIEPATYPHBIE PEKUMBI, CO-
ctaB Oydepa).

9. Uemu n npuanun nposeneHus peakuuu [1IPD (momumopdus3m IIHH peCTPUKIIMOHHBIX (PPArMEHTOB).

10. Ananu3 ogHOIEIOYeYHOro KoH(popMalmonHoro nomuMopdusma (SSCP), meu 1 mpUHIKIT IPOBEIE-
HUSL.

11. CexBenupoanue 1o CaHrepy - 1eNId U MPUHIUI IPOBEICHUS PEaKIUH.

12. PecTpUKIMOHHBIN aHAJIH3.

13. I'enorepanus, mporpamma, 1eiIH, TOIX0/bI. Y CIICIIHbIC MPOESKThI TeHHOM Teparuu.

14. TlonsTue o papmakoreneruke. OCHOBHBIE LIEH U 3a/1a4H.

15. Muorogakropusie (MynbTudakropuansusie, BHIT) 6one3nn. I'enetnueckue u cpenoBble (HakToOps
pHCKa.

16. bau3HenoBklii METO, LIENH, 3Talbl, pacyeT Ko3dduunenta XonbLuuHrepa.

17. HacnenctBeHHbIE OOJIE3HU: ITHOJOTHSA, KJIacCU(UKAIMS, TUITBI HACTIEA0BaHMs, 0COOCHHOCTH KJIMHH-
YECKUX MPOSIBIICHUM.

18. CemmoTrKka HacIeICTBEHHBIX 3aboneBanwuii. [TorsTre cuaapoma. O0IIas XapakTepruCTHKA HACTIS/-
CTBEHHOM NAaTOJIOTMH. TepMUHOIOTHS.

19. MukpoaHomMauu pa3BuTHsI (CTUTMBI TU39MOPHOTEeHE3a), OTIPeIeIeHUE, 11eNb BBISABICHHSI, 0COOEHHO-
CTH KIIMHUKO-MOP(OIOrHYECKOr0 0CMOTPa BpauOM-T€HETUKOM.

20. Tunsl reHHBIX MYTaIuil, HOHCEHC, MECCEHC, C/IBUT PAMKHU CYMTHIBAHHS, CITIAHCHHTOBBIE MYTAIIHH.
MexaHu3Mbl T€HHBIX MyTalUM.

21. T'ennsie 6osre3an. Oo6mue noustus. Kimaccuduxamus. [Tpumepsr.

22. KnuHuUKO-TeHeanornyeckuii Metos1. Tumnsl HacnenoBanus. KiimHu4yeckue mpuMepsl.

23. OcoOEHHOCTH ayTOCOMHO-IOMHUHAHTHOTO TUTIA HaclenoBaHus. COCTaBUTh POAOCIOBHYIO. [Iprumepsr
3a00JIeBaHUH.

24. OcoOEHHOCTH ayTOCOMHO-PEIIECCHBHOTO THITAa HacienoBaHus. COCTaBUTh poocioBHYTO. [Ipumepst
3a00JIeBaHUH.

25. OcoberroCcTH Y CIETUICHHOTO THITIA HaclienoBaHus. COCTaBUTh poIociioBHY0. [IpuMepsl 3a00ieBa-
HUU.

26. OcobeHHOCTH X-CIEIUIEHHOTO IOMHHAHTHOTO TUTIA HacieaoBaHus. CocTaBuTh poaocioBHyo. [pu-
Mepbl 3a00JIeBaHUH.

27. OcoOeHHOCTH X-CIICTUICHHOTO PEIIECCHBHOTO THIIA HACIICIOBAHUS.

28. CocTaBuTh poJiociaoBHYI0. [Ipumepsl 3a001eBaHui.

~
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29

30.
31.

32.
33.
34.
35.
36.
37.
38.
39.
40.

41.
42.

43.
44,
45,
46.
47.
48.
49,
50.
51.
52.

53.
54.

55.

56.

S7.

. lluTomnazmMaTu4eckuii MM MaTEPUHCKUN TUI HaclenoBaHus. CoCcTaBUTh poaocioBHY0. [Ipumepsl
3a00JIeBaHUH.

Hacnencreennsie 6ome3an oomMena. OOmmas XapakTepUCTHKA U KJIaCCU(PUKAIIHSL.

MyKOBHCIINI03: TEHETHKA, IEPBUYHBIA T€HETHUECKUH 1e(EKT, KIMHHUKA, TATOTeHE3, AUAarHOCTHKA, Jie-
YeHUeE.

DEHUIKETOHYPHS: TeHETHKA, IEPBUYHBIN OMOXMMUYECKHUA 1e(DeKT, KIMHUKA, HEOHATAILHBINA CKPHU-
HUHT, IaTOT€HE3, IUarHOCTUKA, JICUCHHE.

Cunapom Mapdana: TUI Hacie10BaHUsl, IATOr€HE3, TUarHOCTUKA, KIMHUYECKUE MTPOSBIICHHUS, Jieye-
HHUE.

bonesnu skcnancun, cuaapoM Mapruna-benna, reneTnka, KIMHUKA, IATOT€HE3, JUarHOCTHKA, JIede-
HHUE.

OO1w1ast XapakTepUCTHKAa MUTOXOHIpUAIbHOM naTosioruu. Oco0eHHOCTH reHoMa MUTOXOHApui. [Tpu-
Mepbl 3a00J1€BaHUH.

Opdannsie 3a6oneBanus. O6mue nousrus. [Ipumepsl. Peectp ophanHbIX 32001€BaHU.

OO1w1ast XapakKTepUCTUKA U MEXaHU3Mbl XPOMOCOMHOM [TAaTOJIOTHH.

I'enomHbIe 1 CTpyKTYpHBIE abeppannu xpomocoM. Kimaccuduxanms. IIpumepsr.

Knaccudukanus 1 MexaHu3Mbl XpOMOCOMHBIX MyTalluii, cOaJaHCHPOBaHHbIE U HeCOalaHCUPOBAHHBIE
CTPYKTYPHBIE IIEPECTPOUKHU.

HacnencrBennsie 60s1e3H1, 00yCI0BICHHbIE aHOMAIUSAMU TOJOBBIX XPOMOCOM, OCOOCHHOCTH Teue-
HUS, IPUMEPBI.

BpoxéHHble IOPOKH pa3BUTHUSA: ONpeAeIeHHE, KiIacCU(UKaLKs, STHOIOTUs, TYTH NPO(UIAKTUKY.
Mertob! aHaJIM3a KapUOTHUIIA (LIUTOI€HETHUECKUE, MOJIEKY ISIPHO-LIUTOI€HETUYECKUE), IPUHIHUIIBI U
JUarHOCTUYECKUE 3a/JauH.

[Toka3zaHus 17151 IUTOT€HETUYECKOTO 00CIIEI0BaHHs B TIOCTHATAILHOM TEPHO/IE.

Cungpom /layHa: Tun MyTaluu, NaTOreHe3, JMarHOCTUKA, KIMHUYECKHUE IPOSIBICHMUSL, JICUEHUE.
CunppoM DnBapaca: TUI MyTalluu, IaTOT€HE3, JUarHOCTUKA, KITMHUYECKUE ITPOSIBIICHNUS, JICUECHUE.
Cunpgpowm [latay: Tun MyTanuu, naToreHes, IMarHoCcTUKa, KIMHUYECKUE TPOSIBICHUS, JICUCHHE.
Cunppowm Illepemesckoro-TepHepa: TUII MyTalluy, IAaTOr€HE3, AMATHOCTHUKA, KIMHUYECKHUE IIPOsIBIIE-
HUS, JICYCHHE.

Cunapom KnaitHdenbTepa: THI MyTallMy, NaTOT€HE3, TUArHOCTHKA, KIMHUYECKHE ITPOSIBICHHUS, Jeve-
HHUE.

Yactuunsle aneymionuu (cuaapom Bonbda-XupiixopHa, «KoIauybero KpuKkay), TUI MyTalluy, ma-
TOT€HE3, TUarHOCTUKA, KIMHUYECKUE MPOSIBICHHUS, JICUCHHE.

[IpodunakTrka HacIEICTBEHHBIX 3a00J1€BaHUM, YPOBHH, TOX0/bI. IIOHATHE «T1€pUKOHIENIIMOHHOM
MPOGUITAKTUKI.

Meauko-reHeTHUECKOE KOHCYJIbTUPOBAaHNE. XapaKTEPUCTHKA POJIM Bpaya I'€HETUKA B IPAKTUYECKOM
3/IpaBOOXPAaHEHUH.

Menuko-reHeTudeckas ciryxoa: 1esnp, 3a1a4u. [lepedncnute nokasanus Ui HalpaBJIeHUs HA KOH-
CYJIbTAIIMIO K Bpauy I'€HETHKY.

[IpenaTtanpHast AuarHoctuka. OOIIas XapakTepUCTUKA, LeJIb IPUMEHEHHS], METO/Ibl, CPOKH.
HewnnBas3uBHbIE METOIBI TPEHATATBHON TUArHOCTUKHY (OMoxumMudeckuit ckpuHuHr, ¥ 3M1). OOmas xa-
pakTEpUCTHKA, LIEIb IPUMEHEHMSI, METO/IbI, CPOKH.

WHBa3uBHBIE METOBI IPEHATANIBHON AMarHOCTUKU. OO11as XapaKTepUCTUKA, 11eJIb IPUMEHEHUs, Me-
TOJIbI, CPOKH.

CoBpeMeHHbIE TIOJIXO0/Ibl B HEMHBA3UBHOM MPEHATATLHON TMAarHOCTHKE (aHAIN3 XPOMOCOMHOM TaTO-
JIOTUH TI0 KPOBH MaTEpH, IPEUMILIAHTAILIMOHHAS TUATHOCTUKA).

KomMmbroTepHble 1HarHoCTUYECKUE TPOTrpaMMBbl. 3aJauu, peraeMble ¢ uX nomouisio. [pumeps! mpo-
rpamm.

IIpumepHBIE BONPOCHI K YCTHOMY OIIPOCY TEKYLIEro KOHTPOJIA

Paznennt 1 u 2.

1.
2.

HaHpaBJ’ICHI/IH T'€HOMMKH U UX LCIIN.
HpOGKT «I"eHOM JeIoBeKay: CTpaHbI-y4aCTHHIbI, BDEMCHHBIC paMKH, LCJIN IIPOCKTA U €TI0 3HAYCHUC.
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4. Tlokazanus ajis OMOXMMHUYECKUX METO0B JUArHOCTHUKHU.
5. BricokoadhekTuBHAS KUAKOCTHAS XpoMaTorpadus: Marepran i 00bEKT UCCIICIOBAHNUS,
BO3MOYXHOCTHU ¥ OTPaHUYCHUS METO/1a.
6. T'a3zoBas xpomaTorpadus: MaTepuan U OOBEKT UCCIIEI0BAHUS, BO3SMOXKHOCTU U OTPAaHUYEHUSI METO/1A.
7. TannemHast Macc-CIIEKTPOMETPUSL: MaTepual U 00bEKT UCCIEA0BaHNS, BO3SMOXXHOCTU M OTPaHUYEHUS
MeToa.
8. TILIP: maTepuan u 00BEKT HCCIIEIOBAHUS, BO3SMOKHOCTU U OTPAaHUYEHHUS METO/A.
9. TIJJP®: marepuan u 00bEKT UCCIIEOBAHUS, BOBMOKHOCTH U OTPAaHUYCHHS METO/IA.
10. CexkBeHupoBaHHEe: MaTepral U 0OBEKT UCCIIE0BAHUS, BOSMOXXHOCTH U OTPAHUYCHUSI METO/IA.
11. NGS: maTepuan 1 00BEKT UCCIICIOBaHMSI, BO3SMOYKHOCTH M OTPaHUYEHHUS METOIA.
12. [luroreHeTHYECKUIT METO/I: MaTeprall M OOBEKT UCCIEAOBaHMS, BO3SMOXXHOCTH M OTPAaHHYCHUS
MeToa.
13. FISH: marepuan u 00beKT Mccae10BaHNs, BO3MOKHOCTH M OTPaHUYEHUS METO/Ia.
14. Cytp MeToaa xpomarorpaduu.
15. IMonmumepasnas nenHas peakuus (I1L[P): mpuHIHMII, TEeMIiepaTypHbIe peXXHMbI, COCTaB Oydepa.
16. OcobeHHOCTH TeHOMA TPO- U DYKAPHUOT.
17. I'enernueckuii momuMophu3M: onpeaesieHne, Tibl moaumopdusma JIHK.
18. OHOHYKJICOTHIHBIE TOTUMOP(PHU3MBI: OTIPE/ICICHNE, KITaCCU(PUKAIHS, 3HAYCHHE.
19. IToBTOpstOIIKEcs TOCIEA0BATEILHOCTH T'eHOMA: KiaccuukaIius, 3HaueHue.
20. Knaccuukanus reHOB, IPUBETUTE TPUMEPHI.
21. Ctpoenue rena. CaliTbl IpOMOTOPA, TEPMUHATOPA, SK30HBI, HHTPOHBI, KX POJIb B CHHTE3€ OeliKa.
22. OCOOCHHOCTH PETYJISIHA OMOCHHTE3 OelIKa Y TIPO- U DYKAPHOT.
23. AnbTepHATUBHBIN CIUIACUHT: ONIpeieNICHUE, CYTh Mpoliecca, 3SHaUeHHUE.
24. Kirouebie coObiTusi PHK-unrepdepenimu. Pons dpepmenta Diser u 6enkoBoro komruiekca RISC.
25. Meaununckoe 3nauenne PHK-unTepdepeniun.
26. AHanu3 oJJHOIIETIOYeYHOr0 KoH(popManmoHHoro nojaumopdusma (SSCP), nenu u npuHIm
MIPOBE/ICHUSI.
27. CexBeHHPOBAHWE - [IEJTH ¥ IPUHITHIT TPOBEICHUS PCAKIIHH.
Pazpen 3.
1. T'ennsle 6one3nu. O6mme nouarus. Knaccudpukanus. [Tpumepsr.
2. HacnencrBennsie 601e30u oOMeHa. O0Mmas XapaKTepuCTHKA.
3. T'emodunus: Ha3BaHUeE reHa, OeNka, THIT HAaCleOBaHUS, IEPBUYHBIN T€HETUUYECKUM Ae(eKT,
naToreHe3, KJIMHUKA, TUarHOCTHKA.
4. ®ocdar-nuader: Ha3BaHUE TeHa, Oellka, TUIT HACJIeJOBaHMUsI, IEPBUYHBIN TeHeTUYECKUI TedeKT,
naToreHe3, KJIMHUKA, TUarHOCTHKA.
5. Awnupuaus: Ha3BaHUE TeHa, OeJIKa, TUII HACJIeIOBAHUS, IEPBUYHBIA TCHETUYECKUH TePEKT,
naToreHes, KJIMHUKA, TUarHOCTHUKA.
6. Bonesns 'mmmpyHra: Ha3BaHWe reHa, OelIka, THIT HACJICJOBAHMS, IEPBUYHBIA TCHETUICCKUH Te(heKT,
naToreHe3, KJIMHUKA, TUarHOCTHUKA.
7. CewmeitHas THIIEpXOJICCTEPUHEMHUS . Ha3BaHKE T'eHA, OeJIKa, THIT HACJIeJOBAHHUS, TICPBHYHBIN
TeHeTUYECKUN Ae(EeKT, MaToreHes, KIMHUKA, TUarHOCTUKA.
8. HeiipodubOpomaros: Ha3BaHWE reHa, OeITKa, THIT HAaCcJICOBAHHUS, TICPBUYHBIA T€HETHICCKHH IC(EKT,
naToreHe3, KJIMHUKA, TUarHOCTHUKA.
9. Cunapom Mapdana: Ha3BaHWE reHa, OelIka, THIT HacJIeJOBAHMS, ICPBUYHBIA TeHETHICCKUI TeeKT,
naToreHe3, KJIMHUKA, TUarHOCTHKA.
10. MuoTonuveckast TucTpodus: Ha3BaHUE reHa, OeNka, TUI HacleI0BaHusl, TIEPBUYHBINA TeHETHIECKHIA
nedekT, maToreHes, KIMHUKA, JHarHOCTHKA.
11. MykoBHUCIH103: Ha3BaHUE T'€HA, OeJIKa, TUT HACJIeI0BaHUs, IEPBUYHBIN reHeTUUECKU 1e(eKT,

Knaccudukanus 3a60aeBaHuil B 3aBUCUMOCTH OT POJIM HACJICICTBEHHOCTH U CPEJIbl B X Pa3BUTHH,
npuBeauTe npuMepsl. JlalTe onpeaeneHre TepMUHAM: HaclIeICTBEHHbBIE 00JIE3HHU, BPOXKACHHBIE
3a00/1eBaHus, ceMeiiHbIe O0JIE3HH.

IaTOr¢Hes3, KIIMHUKAa, THarHoCTUKa.
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12.

13.

14.

15.

16.

17.

18.

19.

Cunapom Maprtuna-benna: HazBaHue reHa, OenKa, TUIT HACJeI0BaHMS, IEPBUYHBIN T'eHETHYECKUMA
nedeKT, maTorenes, KIMHUKA, JUarHOCTHKA.

AJnlpeHOTeHeTaIbHbIN CHHIPOM: Ha3BaHUE TeHA, OeIKa, TUT HaCJIeJOBAaHUs, [IEPBUYHBIN
TeHETHUYECKUN Ae(EKT, MaToreHes3, KIMHUKA, TUarHOCTUKA.

DeHNTKETOHYpHS: Ha3BaHUE TeHa, OCJIKa, THUIT HACJICIOBAHUS, IEPBUYHBIA TCHETHYCCKUI Te(EKT,
raroreHes, KJIMHUKA, JUarHOCTHKA.

Muopuctpodus dromenHa-bekkepa: Ha3BaHKE IT'eHa, OSJIKa, TUIT HACJICTOBAHUS, TIEPBUYHBIN
TeHETHUYECKUN Ae(EKT, MaToreHes3, KIMHUKA, TUarHOCTUKA.

Atpodus 3putenpHOro HepBa JleObepa: Ha3zBaHUE reHa, Oenka, TUI HacJIeJOBaHUs, IEPBUYHBINA
TeHETHUYECKUN Ae(EKT, MaToreHes3, KIMHUKA, TUarHOCTUKA.

Cunapowm Jles: Ha3BaHUe reHa, OeKa, TUI HAacJaeA0BaHUs, IEPBUYHBINA TeHETUUECKHH e(DEKT,
naroreHes, KJIMHUKA, TUarHOCTHKA.

MERRF: Ha3zBanue rena, 6enka, TUIT HACJIeI0BaHUsI, TIEPBUYHBIN FT€HETUUSCKUN 1eEeKT, TaTOreHe3,
KJIIMHUKA, TMarHOCTHKA.

MELAS: na3Banue rena, 6enka, THIT HacJIeJOBAHUS, TICPBUYHBINA TeHETUICCKUH e(eKT, TaTOTeHES,
KJIIMHUKA, TMarHOCTHKA.

20. KnnuHuKO-TeHeatlorn4eckuii MeTo1. Jtanbl. TpyTHOCTH B IpoBeieHUH. THITBI HACIICTOBAHUSI.

Pazgen 4

1. OOmas xapakTepuCcTHKa XpPOMOCOMHOM IaTOJIOTUH.

2. Yucnosele (MOJUIUIONIUS U aHEYIUIOUANHU (HYJTUCOMUS, MOHOCOMUSI, TPUCOMHUSI)) U CTPYKTYpHBIE
abepparyu XpoMOCOM (JeJIeIIH, AYTUIMKAUU, MHBEPCUH, KOJIBIIEBHIE U TUIEHTPHUIECKUE
XPOMOCOMBI, H30XPOMOCOMBI, POOEPTCOHOBCKHE, PELIMITPOKHBIE U HEPELIMITPOKHbIE TPAHCIOKALIHN ).
[Ipumepsr.

3. CoOanaHcupoBaHHBIE U HECOATaHCUPOBAHHBIE CTPYKTYPHBIE IEPECTPOMUKH.

4. Cungpom JlayHa, TUIl MyTalluM, IMarHOCTUKA, KIIMHUYECKUE MIPOSIBIICHNUS, JICUEHHE.

5. Cunapom DnBapjca, TUI MyTallld, TUarHOCTUKA, KIMHUYECKHE IPOSIBICHUS, JICUEHHE.

6. Cungpowm Ilaray, Tun MyTanuu, IMarHOCTHKA, KIIMHUYECKUE MIPOSIBIICHUS, JICUCHHE.

7. HacneactBenHble 00j1€3HHU, 00YCIOBIEHHBIE aHOMATIMSIMHU ITOJIOBBIX XPOMOCOM, OCOOEHHOCTH
TEUYEHMUSI, IPUMEPHI.

8. Cunapom llepemeBckoro-TepHepa, THII MyTalluy, AMArHOCTHUKA, KIMHUYECKUE MTPOSBICHNU,
JIeYECHUE.

9. Cunapom Knaitudenprepa, THIT MyTalluu, JUATHOCTHKA, KIMHUYECKHE MPOSIBIICHUSL, JICUCHHE.

10. Yactuunsle aneyruionanu (cuaapom Bonbda-XupnixopHa, «komadsero Kpukay, cuaapoM [Ipanepa-
Bunnu, cunapom Anrensmana, cusapoM u/lxopaku), TN MyTalluy, JTUarHOCTHKA, KIMHUYECKUE
MIPOSIBJICHUS, JIEUCHHUE.

11. KnuHuueckasi IIUTOreHeTHKa KaK pa3/iesl MeAUIIMHCKOW TeHeTHKH (onpeeneHue, o6aacTu
MIPUMEHEHUSI METOJI0B aHAJIN3a KApUOTHUIIA).

12. Tloka3zaHus Juig HUTOT€HETUYECKOTO 00CeI0BaHNs B TOCTHATAILHOM IEPUOJIE.

13. [luToreHeTrnUecKue METOIBI aHAIN3a KapruoTUIia (MeTada3HbIid, IIOMCK MTOJIOBOTO XPOMATHHA),
IIPUHLIMIIBI U TUaTHOCTUYECKHE 3aJauH.

14. MonexyssipHO-IIMTOTeHETUYEeCKUEe MeTo bl aHanu3a kapuotuna (FISH), npuHumns: u
JUarHOCTUUYECKUE 3aJauH.

15. Bpoxnénuble MOpoKU pa3BUTHSL: ONpeiesieHne, KIacCu(pUKaLUs, STUOJIOTHS, ITyTH NMPO(UIAKTUKH.

16. Teparorennsie hakTopsl cpeabl. Kpuruueckue nepuo/isl pa3BUTHA.

17. TloHsiTHE TEPATOreHHOT'0 TEPMUHAIIMOHHOTO MIEPUO/IA.

18. Ponb mposrdepaniu, aronTo3a, MATPaid KIeTOK, Tu(depeHITMpOBKY, COPTUPOBKH U 4T e3HH KJie-
TOK B pEryJISILIMA SMOpPHOTreHe3a, K KaKUM HapYIIEHUSM PUBOJIAT.

19. Posb XpOHOTE€HOB ¥ T€HOB MTPOCTPAHCTBEHHOW OpraHU3aIiy (TeHOB CErMEHTAINH, KOMIIAPTMEHTAIN-
3alliu, TOMEO3UCHBIX T€HOB) B PEryJIALUU SMOpHUOreHesa.

Pazgen 5.

1. Ponb reHeTnyeckux M BHEIIHECPEIOBBIX (PAKTOPOB B pa3BUTHH JAHHOU TPYIIIBI MATOJIOTUH.
2. DnuaeMHONIOTHYecKue Xapakrepuctuku MO3.
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o kW

Monenu HacnenoBanus. KoaddumueHT HacnemyemMocTu.

3Ha4YeHre KITMHUKO-TEHEAIOTHYEeCKOT0 METO/1a M aHAlIM3a POJOCIOBHBIX pu M®D3.

OO6nacTu MpUMEeHEeH!sI TONMYIISIIMOHHO-CTaTUCTUYECKOT 0 U OJIM3HEL0OBOI'O METOA0B UCCIIEIOBAHUSL.
[Tpodpunakruka M®P3. ['pymniiel pucka 1 TeHETHYECKUE MapKEPHI IPEIPACIIONOKEHHOCTH K Pa3BUTHIO
00J1e3HH.

dapMaKoreHEeTHKA U KOJIOTUYecKasi TeHETHKA.

Knuauko-reneTndeckre oco0eHHOCTH OphaHHBIX 3200IeBaHUT.

JuarnocTuka u jgeueHue opanHbIX 3a007I€BaHHIA.

. Onpenienenue u o011ast XapakTepUCTUKA OpPaHHbIX 3a00J1€BaHUI.

. I'pynmibl 3a60eBanuii, BXOISIIUX B IEPEYCHb OppaHHbBIX O0JIe3HEH.

. Meauko-couuaibHble BOIPOCHI, CBSI3aHHBIE € JIEUeHUEM Op(haHHbIX O0JIC3HEH.
. OHKOreHbI U UX OMOJIOTUYECKas POJIb.

. 'eHeTnyeckue aceKThl KaHIEpOreHesa.

. O0mue mpeacTaBaeHus 0 3HaY€HUH HACIIEICTBEHHBIX ()aKTOPOB B BOSHUKHOBEHUH pakKa.
. dakTophl BHELIHEN Cpe/ibl, aCCOLMUPYIOLINECS C PAKOM (KaHLIEPOI'€HBI).

. BupycHbI€ 1 KJIETOUHbIE OHKOTCHBI.

. duznonoruyeckas posb KJIETOUHBIX IPOTOOHKOTEHOB.

. MexaHn3Mbl IpeBpameHust IPOTOOHKOTCHOB B OHKOTEHEI.

. I'eHBI-cynpeccopbl 1 MEXaHU3MBI CYIIPECCUM OIIyXOJIEBOI'O POCTA.

. Tpanchopmariyst KIETOK U IPOLECC OIYX0JIe00pa30BaHUsL.

. OcoOEHHOCTH «PaKOBBIX)» CEMEH.

Pa3zngeu 6.

arONE

~No

10.
11.
12.

13.

14.
15.

16.
17.
18.

OcHOBHbIE YPOBHU U IIyTU NPOPUIAKTUKY HACIEICTBEHHBIX 3a00JI€BaHUII.

[ToHsiTHE «TIEpUKOHIIETIIMOHHAS TpodHIIakTUKay. [lokazaHus, nepeueHb MEpOIPUATH.

enu u 3amaun MI'K.

[Tokazanus qis Hanpasienus: Ha MI'K.

[TpyHIMIIBI OLIEHKU F'€HETUYECKOI0 PUCKA B PA3IMYHBIX IPyIIIaX HACIEICTBEHHOU naTojaoruu. Me-
TOJZBI €T0 pacyera.

OTHyeckue, MpaBOBbIE U COLUATbHBIE TPOOTIEMbl METUIITHCKON F€HETUKU

[TonsiTve MpeHaTaJIbHON TMAarHOCTUKU M IOKa3aHUs JUIS €€ IIPOBEACHMSL.

MeTopl npeHaTaIbHON JUarHOCTHKY:

- HenHBa3zuBHbIE (Y 3U, onpenenenne ONOXUMHUYECKUX MAapKEPOB);

- NUHBa3UBHbIE (XOPMOHOHMOIICHSI, AaMHUOLIEHTE3, KOPAOLIEHTE3, (PETOCKOMH)

[TokazaHus K HUM ¥ CPOKH ITPOBEEHUS, TEXHUKA MAaHUIYJISINI (OCHOBHBIE MOMEHTHI ), BO3MOKHbIE
OCJIOKHEHUS

[Tonsitue ckpunuHra. [IporpaMMbl CKpUHUHTA Ha HACJI€CTBEHHbIE 3a00JI€BaHMSL.

[TpodunakTuka HacIeACTBEHHON maTogoruu npu nposeaeHnu JKO.

HoBbie MeToukn quarHoctuku HacneacTBeHHbIX 3a0oneBanuii (HUIIT - ananu3 JIHK knerok miona
BBIJICJIEHHOW U3 KPOBU MaTepH).

OcHOBHbIE TPUHIIMIIBI JICUEHUS HACTIEICTBEHHBIX 3a00JIeBaHUiI:

- CHMIITOMaTHYECKOE;

- IATOr€HETUYECKOE;

- STHOTPOITHOE;

- XUpypruyeckasi KOppeKLusl.

DTHYECKHUE BONIPOCHI IPEHATAIBHON THATHOCTUKH.

Jl1 4ero HyHbl KOMIIBIOTEPHBIE TUArHOCTUYECKHUE IPOrpaMMBbl B MEAUIIMHCKOM reHetuke? Ilo ka-
KOMY IPUHIUITY OHH paboTaroT?

[Tporpamma SinDiag, ee kpaTkas xapaKTepUCTHKa.

ITporpamma Possum, ee kpaTkast XapakTepHUCTHKA.

[Tporpamma Poroki, ee kpaTkasi XapakTeprCTHKA.
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3. MeToauyeckne MaTepHaJibl, ONpeaesiioliue Npoueaypbl oleHMBAHUA 3HAHWI, YMEHMUH,
HABBIKOB U (MJ1M) ONbITA NP0 eCcCHOHATBHOM 1eATeJIbHOCTH, XapaKTePU3yOIMX 3Tanbl GopMupo-
BaHHMS KOMIIETEHUH

3.1. MeToanka npoBeaeHHsi TECTUPOBAHMS

Lesbl0 3Tana mpoMeXyTOYHOM aTTECTAIUH 110 TUCIMILIHMHE (MOAYIII0), TPOBOAMMOI B popme Te-
CTHPOBAHUS, SIBJISIETCS OLICHKA YPOBHS YCBOEHUSI 00Yy4aIOIIUMUCS 3HAHUM, TPHOOPETEHUs] YMEHU, HaBbI-
KOB M c(hOPMUPOBAHHOCTH KOMIIETEHIMI B Pe3y/bTaTe M3Y4YEeHUs y4eOHOW MUCUMIUIMHBI (YaCTH AUCLH-
TITMHBI).

JlokaibHbIe HOPMATHBHbBIE AKThI, perJIaMeHTHPYIOLIUE POBeAeHUEe POLeAyPHI:

[TpoBeneHue MPOMEXYTOUHOM aTTecTaluy 00ydJaromuxcs perinaMeHTupyercs I[lonoxxenuem o te-
KYIIeM KOHTpPOJIE yCIIEBAEMOCTH U MPOMEKYTOYHON aTTeCTalli 00Yy4aroIIuXcsl, BBEICHHBIM B JIeHiCTBUE
npukazoM ot 08.02.2018 Ne 61-O/1.

Cy0beKTbl, Ha KOTOPBIX HANIPABJIEHA MpoLeaypa:

[Tpomienypa oneHMBaHUS JOJDKHA OXBAaThIBATh BCEX OOYYAIOIIMXCS, OCBAUBAIOIIMX JUCIMILIHHY
(Monynb). B ciydae, ecnu oOyuaromuiicss He TPOXOIWI MPOIenypy 0€3 yBaKUTEIbHBIX MPUYUH, TO OH
CUMUTAETCS] UMEIOIIUM aKaJIEMUYECKYIO 3a/10J5KEHHOCTbD.

Ilepuoa npoBeaeHus Npoueaypsbl:

[Tpouenypa oleHuBaHUs TPOBOAUTCS 110 OKOHYAHUH M3YyUEHUS AUCUUILTUHBI (MOJYJIsl) HA TOCTE/-
HEM 3aHiITHU. B ciydae npoBeneHusl TECTUPOBaHMS HAa KOMIIBIOTEpaxX BpPEMsi U MECTO IIPOBEJICHUS TECTH -
poBaHMsI MpernoaaBarea Kadeapsl CormacyroT ¢ HH(OPMalMOHHO-BBIUUCIUTENbHBIM [IEHTPOM H JIOBOJIST
JI0 CBEJICHHS O0YUarOIINXCS.

TpeOoBaHNs K NOMELIEHUSIM U MATEPHAJIbHO-TEXHHYECKUM CPeICTBAM /JIsl IPOBeIeHUus Mpo-
Heaypbl:

TpeGoBanus K ayAUTOPUHU IS TPOBEACHUS MPOIEAYPbl U HEOOXOIUMOCTh TPUMEHEHHUS CIICIIUAIN-
3UpPOBaHHBIX MATEPUAIbBHO-TEXHUUECKUX CPEJCTB OIPENEISAIOTCS IPEN01aBaTEIEM.

TpeboBanus K KaApOoBOMY 00ecCleYeHHUIO NIPOBeIeHUsI MPOLEeAYPbI:

[Tpouenypy npoBOIUT IPENOAABATENb, BEAYIIUHI JUCHUILIUHY (MOIYIb).

TpeOoBanusi K 0aHKY OLIEHOYHBIX CPE/ACTB:

Jo Hauana npoBeAeHus MPOLIEIyphl MPEroaaBaTeIeM MOAr0TaBINBACTCS HEOOXOIUMBINA OaHK Te-
cTOBBIX 3a1anuil. [IpernonaBatenu kadenpsl pa3pabaThiBalOT 33AaHUs AJIs TECTOBOTO dTarna 3a4éTa, yTBep-
KIAI0T UX Ha 3ace/laHuu Kadeapsl U nepeAaroT B HH()OPMALIMOHHO-BBIYMCIUTENIbHBIN LIEHTP B 3JIEKTPOH-
HOM BH/JI€ BMECTE C KOMeH perieH3uu. MUHIMaIbHOE KOJINYECTBO TECTOB, COCTABIIAIOUINX (DOH/I TECTOBBIX
3aJlaHuM, paCCUUTHIBAIOT MO (hopMyJie: TPYAOEMKOCTh AUCIUILIIMHBI B 3.€. YMHOKHUTH Ha 50.

TecTsl BKIIIOYAIOT B ce€0s1 3a/1aHUS 3-X YPOBHEH:

- T3 1 ypoBH# (BBIOpaTh BCe MPaBUIIbHBIE OTBETHI)

- T3 2 ypoBHS (COOTBETCTBHE, MTOCIIEIOBATETLHOCTD)

- T3 3 ypoBHS (CUTyallMOHHAsI 33]1a4a)

CooTHomeHue 3aJaHMIi pa3HbIX YPOBHEI U IPHUCY:KAaeMble 0a/IbI

Bunx npoMexyTouHOI aTTecTannn
3a4er
KomuuectBo T3 1 ypoBHs (BbIOpaTh Bce MpaBUIIbHBIE OTBETHI) 18
Ko:-Bo 6ansioB 3a npaBUIIbHBIN OTBET 2
Bcero 6amnos 36
KommuectBo T3 2 ypoBHSA (COOTBETCTBUE, OCIEAOBATEIBHOCTD) 8
Ko:-Bo 6ansioB 3a mpaBUIIbHBIN OTBET 4
Bcero 6amios 32
Konmuaectro T3 3 ypoBHS (cHTyallMOHHAs 3a/1a4a) 4
Ko:-Bo 6ansioB 3a mpaBUIIbHBIN OTBET 8
Bcero 6amios 32
Bcero TecToBbIX 3amaHuii 30
Htoro 6amnos 100
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‘MI/IH. KOJINYECTBO OAJUIOB IS aTTECTAIUN 70

Onucanue npoBeeHUs NPOLEAYPHI:

TectupoBanue siBiseTcs 00s3aTENIbHBIM 3TallOM 3a4€Ta HE3aBUCHMO OT PE3YyJIbTaTOB TEKYIIETO
KOHTPOJISl yCIIeBaeMOCTH. TecTupoBaHHE MOXKET MPOBOAUTHCS HAa KOMITBIOTEPE MM Ha OyMa)kHOM HOCH-
Tene.

TectupoBanue Ha OyMa)kHOM HOCHTEIIE:

KaxxgoMmy obOydaromiemycsi, IpuHUMAIONIEMY y4acTHE B IMpOLEAype, MPEernoJaBaTesieM BblIaeTcs
OnaHK MHAMBUAYaJIbHOTO 3anaHus. [locne noaydenus OiaHka WHAMBHIYAIBHOTO 33aHUs 00yJaromuncs
JIOJKEeH BBIOpATh MPaBUIIbHBIE OTBETHI HA TECTOBBIE 33JJaHUS B YCTAHOBJIEHHOE MIPENOoJaBaTesIeM BpeMsl.

OOyyaromiemycs npeajgaraercs BoIIOJHUTE 30 TECTOBBIX 3a/1aHUN PA3HOTO YPOBHS CIOXHOCTU Ha
3auete. Bpems, 0oTBOAMMOE Ha TECTUPOBAHUE, COCTABIIAET HE OoJiee OJHOrO aKaJeMUUYECKOro Jaca Ha 3a-
qere.

TectupoBaHue Ha KOMITBIOTEPAX:

Jlist mpoBeieHrst TeCTUpOBaHUs ucnoibzyercs nporpamma INDIGO. Oby4aromemycs mpesiara-
eTcs BBIMOHUATH 30 TECTOBBIX 33JJaHU Pa3HOTO YPOBHS CIIOKHOCTH Ha 3adete. Bpems, oTBoarMoe Ha Te-
CTHPOBaHUE, COCTABIIIET He 0oJiee OTHOTO aKaJIEeMUYECKOr0 yaca Ha 3a4eTe.

Pe3yabTaThl npoueayphbl:

Pe3ynbTaThl TeCTHpOBaHMS Ha KOMIIBIOTEpE WM OyMa)KHOM HOCHTENE MMEKOT KaueCTBEHHYIO
OIICHKY «3a4TEHOY» — «HE 3auTeHO0». OIEHKH «3a4TEHOY 10 Pe3y/IbTaTaM TECTHPOBAHUS SBJISIOTCS OCHOBA-
HUEM JUIs IOIyCcKa 00yJarmuxcs K codeceoBanuio. [Ipy moryueHrn OIEHKH «HE 3aU4TEHO» 32 TeCTHPO-
BaHUE O00YYaIOIINICS K COOeCeOBaHUIO HE JIOMYCKACTCA U 0 pe3yabTaTaM MPOMEKYTOUHOW aTTeCTalluH
M0 JTUCHUIUIAHE (MOJIYJIIO) BBICTABIISICTCS OIICHKA «HE 3a4TEHOY.

Pe3ynbTarel mpoBeneHus MPOIEAYPHI B 0053aTETLHOM MOPSIKE TMPOCTABIISIOTCS MIPEIIOAaBaTelIeM
B 3a4€THBIC BEJIOMOCTH B COOTBETCTBYIOIIYIO rpady.

3.2. MeToanka npoBeieHUsI MpUeMa MPAKTHYECKUX HABBIKOB

Lesb 3Tana NpoMeKyTOYHOW aTTECTAIMH 110 TUCIHUILTHHE (MOIYIIO0), TPOBOJUMOM B (JOpME MpH-
eMa [IPAKTUYECKUX HABBIKOB SIBJIETCS OLIEHKA YPOBHS MPHOOpeTeHHs 00yJyaroluMCsl yMEHHH, HaBBIKOB U
c(OPMHPOBAHHOCTH KOMITETCHIIUI B pe3yabTaTe U3yUeHHs YUeOHOM TUCIMITIIMHBI (YaCTH TUCIUILIHHEI).

JlokajbHBICe HOpMATHBHBIC AKTHI, PErIAMEHTHPYIOLIME IPOBEICHHE NPOLEAYPbI:

[IpoBeneHne NpoMeKyTOUHON aTTecTaluu olOydaroluxcs peraameHtupyercs [lonoxenueM o te-
KYyILIEM KOHTpOJIE YCIIEBAEMOCTH U NMPOMEXYTOYHOM aTTecTalli 00y4aroIuXcs, BBEIEHHBIM B JIEHCTBHE
npukazoMm ot 08.02.2018 Ne 61-O/1.

Cy0beKkTbl, Ha KOTOPBIE HATIPABJICHA MpoLeaypa:

[Tpouenypa oneHuBaHUS AOKHA OXBAThIBAaTh BCEX OOYYAIOIIMXCS, OCBAaMBAIOLIUX JUCUUIUIUHY
(Monynp). B ciyuae, ecnu oOydaronuiics He MPOXOAMI Mpouenypy 0e3 yBaKUTEIbHBIX NMPHUUUH, TO OH
CUMUTAETCS] UMEIOIINM aKaJIEMUYECKYIO 3a/10J5KEHHOCTD.

ITepnon npoBeneHust npoueaypsbl:

[Tpouenypa oleHuBaHuUs IPOBOAUTCS 110 OKOHYAHUH U3Yy4EHUS AUCLMILIUHBI (MOIYJIsl) HA TOCTe/-
HEM 3aHATHHU 110 AUCLUILIMHE (MOIYJII0), UM B I€Hb IPOBEAECHUS COOECEeJOBAHNUS, NIIM MOXKET OBITh COB-
MEIIEeHA C 3aYETHBIM COOECEeI0BaHUEM 110 YCMOTPEHHUIO KaQeaphl.

TpeGoBanns K NOMEIIEHHUAM H MATEPHATbHO-TEXHUYECKHM CPEACTBAM VIS NIPOBEACHHS MPO-
Heayphbl:

TpeboBaHus K ayTUTOPUH I IPOBEIEHUS MPOLIEAYPHl U HEOOXOIUMOCTh IPUMEHEHUS CTIeIaH-
3UpPOBaHHBIX MATEPHAIbLHO-TEXHUUECKHUX CPEJICTB OMPENESIOTCS MPErno aBaTesieM.

TpeGoBanus k KaApoBOMY 00eCleYEeHHIO MIPOBECHHS NMPOLEAYPbI:

[Tpouenypy NpoBOIUT IPENOAaBaTeb, BEAYIINHI JUCHUILTUHY (MOIYIb).

TpeGoBanns k 0aHKY OLICHOYHBIX CPEICTB:

Jlo Hauana npoBeieHus MPOLEAYpPHI MpenoaBaTeIeM MoAroTaBInBaeTCsd He0OXOAMMBIN OaHK ore-
HOYHBIX MaTepHUaJIOB JJIsl OLIEHKU YMEHHUH 1 HaBBIKOB. baHK OIEHOUHBIX MaTepUaioB BKIIOYAET EPEUEHb
MPAKTUYECKHX HABBIKOB, KOTOPBIE JOJDKEH OCBOUTH OO0yJaromuiics st Oyaymiei npodeccuoHalbHON Je-
SITEIIbHOCTH.

Onucanue npoBeeHUs NPOLEAYPHI:
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OrneHka ypoBHS OCBOCHHS MTPAKTUUECKUX YMEHHM U HaBBIKOB MOKET OCYILECTBIISTHCS HA OCHOBA-
HUU TOJOXKUTEIBHBIX PE3yJIbTATOB TEKYIIET0 KOHTPOJIS MIPH YCIOBUH 00S3aTEIHHOTO TTOCEIICHHS BCEX 3a-
HSTUH CEMHHAPCKOrO THUIIA.

JIJ1st IpOX 0K ACHUS dTara MPOBEPKH YPOBHSI OCBOCHHSI TPAKTUIECKIX HABBIKOB O0YYAIOIIIUIACS JT0JT-
KEH OBJIQJIETh BCEMU MPAKTUYECKUMU YMEHUSAMHU U HaBBIKAMHU, IPEyCMOTPEHHBIMHU IPOrpPaMMO TUCITHU-
IJTUHBL (MOAYJIs).

Pe3yabTaTsl npoueaypsi:

Pe3ynbrathl NpoBEepKH YPOBHSI OCBOCHHSI MPAKTUYECKUX YMEHHUM 1 HABBIKOB UMEIOT KaYE€CTBEHHYIO
OLICHKY «3aYTEHO» — «He 3a4TeH0». OLIEHKH «3a4TE€HOY» 110 pe3yJIbTaTaM IPOBEPKH YPOBHS OCBOCHUS MPaK-
TUYECKUX YMECHHI U HABBIKOB SIBIISTIOTCS. OCHOBAHUEM IS IOMTYCKa o0ydaromuxcs kK codecenopanuio. [Ipu
MOJIYYEHUH OLICHKH «HE 3aYTEHO» 33 OCBOCHHUE MPAKTUUYECKUX YMEHHI U HaBBHIKOB 0Oydaromuiics k code-
CEZI0BAHUIO HE JOIMYCKAETCS U MO Pe3yJibTaTaM MPOMEXYTOYHOW aTTeCTallUuM MO AUCHUIUIMHE (MOIYIIO)
BBICTABIIIETCS OLICHKA «HE 3aUTEHO.

Pe3ynbTarel mpoBeAeHUS MTPOLIEAYPHI B 0053aTETLHOM MOPSIKE TPOCTABIISIFOTCS IMPENO0/IaBaTeIeM B
3a4eTHBIC BEZIOMOCTH B COOTBETCTBYIOIIYIO rpady.

3.3. MeToanka npoBeieHus1 yCTHOr0 codece0BaHUsI

Heabio nmpouexypbsl MpoMEXYTOYHOM aTTECTAMU MO JUCHUIUIMHE (MOJIYIIO), MPOBOJAUMOU B
(dbopMme ycTHOTO cobeceoBaHUs, SBISETCS OIICHKA YPOBHS YCBOCHHUS 00y4aIOIUMUCS 3HAHUI, mprodpeTe-
HUS YMCHH, HABBIKOB M CPOPMHUPOBAHHOCTH KOMIICTCHIIMM B pE3y/IbTaTe WU3YYCHHUS YICOHOW TUCIH-
IJTMHBI (YACTH JTUCIUILUIMHBI).

JlokajibHbIe HOPMATHBHBIE AKThI, PerJIaMeHTHPYIOIIMe MPOBeIeHHE MPOETYPhI:

[TpoBeneHne NpoMeKyTOYHON aTTecTalluu oOydaroluxcs peraamentupyercsa [lonoxxenueM o te-
KYIIIEM KOHTPOJIC YCIIEBAEMOCTH U IMPOMEKYTOYHON aTTECTAI[MN OOYJarOIINXCs, BBEICHHBIM B JCHCTBHE
npukazom ot 08.02.2018 Ne 61-O/1.

Cy0beKThbl, HA KOTOpPbIE HANIPABJIeHA NpoLeaypa:

[Tpouenypa oneHUBaHUSI AOJKHA OXBAThIBATh BCEX OOYYAIOIIMXCS, OCBAWBAIOIIUX JUCIUIUIMHY
(monynb). B cnydae, ecnu oOydaromuiicss He MPOXOIWIT MPOLEAYPY 0€3 YBAKUTEIbHBIX MPUYHUH, TO OH
CUHUTACTCS UMEIOIIUM aKaJIEMUYECKYIO 3a/10JDKEHHOCTD.

Ilepuon npoBeeHusi NPOIEAYPHI:

[Tpouieaypa olieHUBaHUS MPOBOIUTCS MO OKOHYAHUH H3YyYEHUS TUCIUILIMHBI (MOAYJS) B COOTBET-
CTBUH C pACITUCAaHUEM yUeOHBIX 3aHATUHN (©CITH TPOMEKYTOUHAS aTTECTAIHS TPOBOAUTCS B JOpPME 3a4eTa).
JlexkanatoM (akynbTeTa MOXKET ObITh COCTABIIEH MHAWBUIYaIbHBIA TpadUK MPOXOKICHHS MPOMEKYTOU-
HOM arTecTanuu Juisi 00yJaromerocs npy HATMYUK ONPEEIIEHHBIX 00CTOSITEIbCTB.

TpeGoBaHus K NOMelIEHUSIM U MAaTePUATbHO-TEXHUYECKUM CPeACTBAM /ISl IPOBeAeHHs MPO-
Heaypbl:

TpeGoBaHMs K ayAUTOPUHU IS TPOBEACHUS MPOIIEAYPhl U HEOOXOIUMOCTh TPUMEHEHHUS CTICIIUAIN-
3UpPOBaHHBIX MATEPUAIBHO-TEXHUUECKHUX CPEJCTB ONPENEISIOTCS MPENo1aBaTeIeM.

TpeGoBanus K KaJApoBOMY 00ecneYeHH IO MPOBeAeHUS MPOLETYPbI:

[Tpotieaypy pOBOAMT MPENOAABATEINb, BSAYIIHA TUCIUIUIMHY (MOIYJbB), KaK MPaBUIIO, MIPOBOIS-
U 3aHATHS JIEKIIHOHHOTO TUTIA.

TpeGoBanus Kk 6aHKY OLIEHOYHBIX CPEICTB:

Jlo Havana mpoBeJeHHs MPOIeAYpPHI MPEroaaBaTeseM MOAroTaBINBaeTCI HEOOXOAMMBIN OaHK olle-
HOYHBIX MaTEPHAJIOB IS ONCHKH 3HAHWM, YMEHUH, HABBIKOB. BaHK OIEHOYHBIX MaTepHajOB BKIIOYACT
BOMNPOCHI, KaK MPaBHUIIO, OTKPBITOTO THIA, MEPEUYCHb T€M, BEHIHOCUMBIX Ha OMPOC, TUIIOBBIC 3aaaHus. U3
0aHKa OLICHOYHBIX MaTepUaIoB (POPMHUPYIOTCS NedaTHble OJaHKW WHIUBUAYAIbHBIX 3a/laHuil (OHUIIETHI).
KomnraecTBo BompocoB, ux BUA (OTKPBITHIE WU 3aKPHITHIE) B OJJaHKE WHIUBUIYATHHOTO 3a/I1aHUs OIpe/e-
JISieTCsl MPEerno/iaBaTeIeM CaMOCTOSITENIBHO.

OnucaHue NpoBeieHUs MPOLETYPHI:

KaxxnoMmy oOyuaroremycs, MpUHUMAIOIIEMY y4acTHE B MPOIeaype, MperoaaBaTeieM BBIIASTCS
OJTaHK WHAMBUIYAJILHOTO 3aJaHus. [locie moirydaeHus OjlaHKa WHIWBHYaTLHOTO 33JIaHUS M TIOJITOTOBKA
OTBETOB 00YJAIOIINIACS TOJDKEH B MEPY UMEIOIINXCS 3HAHUHM, yMEHUH, HABBIKOB, COPMUPOBAHHOCTH KOM-
MEeTSHITMKM JIaTh YCTHBIC pa3BEepPHYThIC OTBETHI HA ITOCTABJIICHHBIC B 3aJaHWH BOIPOCHI M 3aJaHHs B
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YCTaHOBJICHHOE TIpernojaBareieM Bpems. [IpogomKuTenbHOCTh TPOBEICHHS MPOLEAYPHl ONpPEACIIseTCS
MpernoaBaTesieM CaMOCTOSITeTbHO, UCXOSI U3 CIIOKHOCTH MHIUBUIYaTbHBIX 3a/I1aHUN, KOTUYECTBA BOIIPO-
COB, 00BbEMa OIICHMBAEMOI'0 Y4eOHOTro Marepuaia, OOIIe TPYJIO0eMKOCTH U3ydaeMOW JUCITUTIINHBI (MO-
TyJst) ¥ IpYTUX (PaKTOPOB.

ColecenoBaHue MOXKET MPOBOAMTHCS IO BOMpocaMm Owiera W (WiIu) MO CUTYal[MOHHOM(BIM) 3a-
nade(am). PezynbraT cobeceqoBanus pu MPOBEACHUN POMEKYTOYHOM aTTecTauu B popme 3auéTa omnpe-
JEISICTCS OIICHKAMU «3aYTCHOY, «HE 3aUTCHO.

Pe3yabTaThl mpoueaypsl:

Pe3ynbTarhl MpoBeACHUS IPOIICTYPHI B 00513aTEIIBHOM MOPSIIKE MPOCTABIISIOTCS MPETOaBaTeieM B
3a4EeTHBIC KHMKKH OOYYAIONIMXCS U 3a4ETHBIC BEIOMOCTH U MPEICTABIISIOTCS B JIeKaHAT (hakylbTeTa, 3a
KOTOPBIM 3aKperieHa o0pazoBaTeabHast IporpamMmma.

[To pe3ynbTaTaM MpoBeaCHHS IPOIICYPHI OIICHUBAHUS MIPETIOIaBATEIIEM JICNIACTCS BBIBOJI O PE3YJib-
TaTaxX MPOMEKYTOUYHOM aTTECTAINH 10 TUCIUTUIHHE.

3.4.  MeToauka npoBeieHHs 3alIUTHI pe)epaToB/I0KIA/I0B.

Leabio npoueaypsl MOATOTOBKYU U 3alIUTHI pedepara sBISETCs OLEHKA YPOBHS YCBOCHHS 00y4a-
IOUIMMHUCS 3HAHUW, PHOOPETCHUST YMEHHH, HABBIKOB U COPMHUPOBAHHOCTH KOMITETCHIIUH B Pe3yiIbTaTe
M3Y4YEeHUs y4eOHOW NUCUMIUIMHBI (YaCTU AMCUMILIMHBI), OIIEHKAa CIIOCOOHOCTH 00yYaromierocst K Hay4Ho-
HCCIIEI0BATENbCKOMN JAESITEIbHOCTH.

JlokajibHbIe HOpMATHBHbIE AKThI, PerJIaMeHTUPYIOLIe TPOBeeHHe MPOLEaYPbI:

[TpoBeneHne NpoMeKyTOYHON aTTecTalluu oOydaroumxcs periamentupyercs [lomoxxenuem o Te-
KYIIEM KOHTpOJIE YCIIEBAEMOCTH U NPOMEKYTOYHON aTTeCTalMi 00Yy4aroIuXCsl, BBEICHHBIM B JIEHCTBUE
npukazom ot 08.02.2018 Ne 61-O/1.

Cy0beKThbl, HA KOTOpPbIE HANIPABJIEHA NpoLeaypa:

[Tpouenypa oneHuUBaHUS AOJKHA OXBAThIBATh BCEX OOYYAIOIIMXCS, OCBAMBAIOIIUX JUCIUILUIUHY
(MOmyIB), IO KOTOPOH MPEAYCMOTPEHO BBINOJHEHHE W HamucaHue pedepara. B ciydae, ecnu oOydaro-
LIUICS HE TPOXOIUII TIPOIeIypy 0€3 YBaKUTEIbHBIX IPUYUH, TO OH CYUTACTCS UMEIOIINM aKaJeMHUYECKYIO
33JJ0JDKEHHOCTb.

Ilepuon npoBeeHust NpoueIypbl:

[Iporeypa olleHUBaHHS IIPOBOAMTCS B COOTBETCTBHH C YI€OHBIM TUIAHOM H PACIIHCaHUEM YIeOHBIX
3aHATHUH.

TpeboBaHus K MOMeIMIEHUAM U MAaTePHAJIBLHO-TEXHHYECKUM CPeICTBAM /IJIsl IPOBeAeHHUsI MPO-
Heaypbl:

TpeboBaHMs K ayTUTOPHH IS TIPOBEICHHSI TPOIETYPBI 1 HEOOXOJMMOCTh TPUMEHEHHSI CIICTIHAITH-
3UPOBAHHBIX MAaTEPUATBHO-TEXHUYECKUX CPEJICTB ONPEEIAIOTCS MPENoAaBaTEeNIEM.

TpeGoBanus k kaApoBOMYy o0ecniedeHH IO POBeAeHHU NPOLeypPbl:

[Tponierypy mpoBOUT IpenoaBaTesb, By AMCHUIUINHY (MOIYJIb).

TpeGoBanust kK 6aHKY OLIEHOYHBIX CPEICTB:

Jlo Havasa npoBeaeHMs MPOLEAYpPHI IpenoaBaTeaeM MOAroTaBIMBAETCS HEOOXO0AUMBINA OaHK TeM
pedeparoB. OOyuaromuiics BHIOUPAET CaMOCTOSATEIRLHO TeMY pedepara.

Onucanue nNpoBegeHUst NPoOLEAYPHI:

3aKOHYEHHYIO PadOTy CTYIEHT cJaeT Ha Kadeapy B OyMa)KHOM M 3JIEKTPOHHOM BHJIE.

Pedepar nmoanexut npoBepke Ha HaAJIMYME 3aMMCTBOBAHUM M IUlaruaTa. 3aTeM paboTa HampaBisi-
€TCsl Ha PELICH3UPOBAHUE.

Penien3npoBanue BKITIOYAET: BBISIBJICHUE OITMOOK M HEJIOUETOB B padoTe.

PerieH3eHT BBISICHAET COOTBETCTBHE PAOOTHI MOCTABICHHOMY 3a/IaHUI0, aKTYaJIbHOCTh TEMBI, CaMoO-
CTOSITENTFHOCTH BBIMTOJIHEHHS paOOTHI, CTENIEHb MPHMEHEHHS TEOPETHUECKUX 3HAHWUHN Ha MPAKTHKE ¥ TPaK-
THYECKYIO 3HAYMMOCTh paboThl, aHATU3UPYET MOJOKUTEIbHBIE CTOPOHBI, HEJOCTATKU U OIIMOKH, OL[CHH-
BaeT CTUJIb U3JIOKEHUS U 0()OPMIICHHUSI.

OcHoBaHMeM JIJIs JIOTycKa K 3alIuTe pedepaTa SBISIOTCS:

- ohopmiieHre pabOTHl B COOTBETCTBUHU C MPEAbSIBISIEMBIMU K HAIMCaHUIO pedepaToB TpeOOBaHU-
SIMU;

- perieH3usl pyKOBOAUTENS U €r0 MOIMUCH Ha TUTYJIBHOM JIUCTE.
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CryaenT 3apaHee ToTOBUT JokJaj Ha 8-10 MuHyT, BEIOMpPAst OCHOBHBIE MOMEHTHI B paboTe, coXpa-

HSSL TIPH 3TOM CTPYKTYpPY paboOThl. B BBICTymIeHMM CliefyeT OTpa3uTh MOTHUBBI BbIOOpa TEMbI, OOBEKT,
IpeIMeET, 1ieJlb, 3a/1a41 UCCIIEI0BaHMsI, OCHOBHOE COZIEp KaHue, BBIBOBI M UX 00ocHOBaHue. [ToarotoBuTh
MYJIbTUMEAUNHYIO ITPE3ECHTALNIO, [IOMOTAOLIYI0 PACKPBITh OCHOBHBIE ITOJI0OKEHHS pAOOTHI.

CTyneHT B CBOEM JIOKJIa/Ie TOJIKEH PACKPBITh CIEIYIOIINE BOIPOCHI:
- aKTyaJIbHOCTh TEMBI, 11e]1h U 33/1a4¥ pabOThI, 0COOEHHOCTH HOPMATHBHOTO PETyIUPOBAHUS HCCIIE-

AYEMBIX BOIIPOCOB;

- COCTOSIHME U OCOOCHHOCTH HUCCIIEYeMOU TPOOIEMBI;

- IIOJIYYCHHBIC PE3YyJIbTAThl, BEIBOAbI U MTPCAJIOKCHUS, CTCIICHDb NX HOBU3HBI.

2) OTBeTHI CTYJJCHTA Ha BOIIPOCHI PELICH3CHTA U YWICHOB KOMHUCCHH, IPHCYTCTBYIOLINX.
3) 3akimoueHe MPEroAaBaTes C OLEHKOH paboThI.

Pe3ysbTaThl poneaypbl:

Pedepar onieHnBaeTCst Mo NpeasioKEHHOMY OIICHOYHOMY JIUCTY:

OIEHOYHbIN JIUCT PE®EPATA IO TEHETUKE

Crynenta daxyJsbTeT Kype
Tewma pedepara
Kpurepuu onenku
Ne | OuenuBaeMble KpUTEpUU bamn ot MakcumanbHO HaGpanubrit
0 102 | BO3MOXKHBIN a1 Oat
A CooTBercTBHE COiepKaHUs TeMe™* (Tema pa- 0
) OOTBI BEIOMPAETCS CTYICHTOM B TEUEHUE Ce- 1 2
MecTpa U He TyOnupyeTcsi BHYTPH TPYIIIIHI) 2
YpoBeHb aHaIHM3a P00OJIeMbI (MCIIOIb30BaHHE 0
B) HAy4YHO-TIOMYJISIPHBIX JaHHBIX; HHPOpMAIIUS U3 1 9
CHELUaIU3UPOBAHHBIX HCTOYHUKOB; CAMbIE CO-
BPEMEHHBIC U aKTyaJbHbIe HAyYHbIC JAHHBIC) 5
CamMocToATebHOCTH BbINOJIHEeHHs (C00- 0
B) CTBEHHO IPOAHAIM3UPOBAHHBIN 00bEM MaTepu- 1 9
aJla; 3HaHUE U YMEHUE [10JIb30BAThC MEIUKO-TE- 2
HETHYECKOW TepMUHOJIOTHEH U T.]1.)
3aKOHYECHHOCTb padOTHI U yMEHHE Ae1aTh 0
r ajleKBaTHbIe BBIBO/JbI M 3aKJII04YeHHe (YCBOE- 1 5
HUE MaTepuasa TaK *e JOJKHO OITBEPKIAThCs 2
OTBETaMHM Ha JIOTOJIHUTENIbHBIE BOIPOCHI)
KauecTBo opopmitennst (ymenue opopMHTh pa- 0
JT) | 60Ty B HOJTHOM COOTBETCTBHHM C TPEOOBAHUSIMH - 1 2
CTPYKTYpa, IJIaH, TEXHUYECKOe 0(hOopMIICHHE). 2
WUTOT'OBBIN BAJIT
O 6a/1510B — N0JIHOE HEeBBINOJIHEHNE KPUTePHUs
1 6a11 — yacTUYHOE HEBBINOJTHEHHE, BBINOJTHEHHE ¢ OLINOKAMM
2 6ana - KpUTepHuii BHINOJIHEH MOJTHOCTHIO
«3auTteno»: 6-10 6a10B
«He 3auTeHo»: 5 U MeHee (6a/1710B
!*HeBbInoIHEeHHE KPUTEPHUS A) aBTOMATHYECKH BeJleT K OlleHKe «He 3a4TEeHO»

3AKJIFOUEHHUE: pedepar 3auTeHo / He 3a4TeHO

IIpenoxaBarein / Jara 200 T
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