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1. O6me moJ10KeHUs
1.1. Iean 1 3a7a4M 0CBOEHHS THCHUILIMHBI

1.1.1. Lens.

[Tonyuenue oOydYarOmMMUMHUCS CUCTEMHBIX TEOPETHYECKUX HM TPHUKJIAIHBIX 3HAHUH O
byHIaMEHTAIbHBIX W TPUKIATHBIX AaCHeKTax MEIUIIMHCKON TEeHETHUKH, MOJy4YeHHWe 3HaHHH O
CTPYKType T€HOMa 4YeJOBEKa M HACJEIACTBEHHOW MATOJIOTHH, OOYCIIOBICHHOW HApYIICHHEM JTOM
CTPYKTYpPBI, COBPEMEHHBIX MOAXO0AaX K JMArHOCTHUKE, MPOQUIAKTHKE M TEpanuu HaCIEACTBEHHBIX
0oIe3HEH.

1.1.2. 3agaun, pemnraempie B X0/1€ OCBOCHUS JUCITUTUTHHBI (MOIYJIs):

® CdopmupoBaTh TOTOBHOCTh M CIHOCOOHOCTh MPUMEHSITH METOJbI U TEXHOJIOTHH aHAJIn3a
T€HOB ¥ T€HOMA, IPUMEHSAEMBIX B METUIIMHCKON T'€HETHKE.

® CdopmupoBaTh CHCTEMY 3HAHUH O KIMHUKO-TEHETUYECKHX XapaKTEPUCTHKAX U
MOJIEKYJAPHO-T€EHETHUYECKMX  MEXaHM3Max  MaToreHe3a  4acTOd  MOHOTE€HHOWU
HACJIE/ICTBEHHOM MAaTOJIOTUU U MYJIbTH(PAKTOPHBIX 3a00I€BaHUII.

® CdopmupoBath crCcTeMy 3HAHUN O HATIPABJICHHUSX U MEPCIIEKTHBAX PAa3BUTHS COBPEMEHHOMN
MEJUIUHCKOW T€HETUKH.

® CdopmupoBaTh cCHCTEMY 3HAHHH O COBPEMEHHBIX MOAXOJaX K JUATHOCTUKE W JICYCHHUIO

HAaCJIEICTBEHHOM ITAaTOJIOTHH.

1.2. MecTo AucOMIIMHBI B CTPYKTYpe 00pa3oBaTeIbHOM MPOrpaMMbl

Hucuuminna «MeaunuHCKas TeHeTHKa» u3ydaercs B 9 cemecTpe (ax) M OTHOCUTCS K
oOs3arenpHOM yactu biioka b.1 «lucuumianasl (MO )». SIBiseTcst 00s13aTeNbHON TUCHUTUTMHOM.

OO6m1ast TpyA0€MKOCTh TUCIHMIUIUHBI cocTaBisieT 3.0 3.¢.

JInst yCHemHOro OCBOEHHUS HAacTOsLIeNd MUCHUIUIMHBL (MOAyJisi) oOydaromuecs B paMKax
00pa3oBaTeabHON MPOTpaMMBbl JTOJKHBI OCBOUTH CIEAYIOLIUE AMCUMIUIMHBL: VHOCTpaHHBIN SA3BIK;
MonekynsipHass O6uosorusi M TeHeTHKa; buoxumus; Teopuss BEpOSTHOCTH U MaTeMaTHyYecKas
cratuctuka; Ousnonorus; OOIIas MATOJIOTHS: MAaTOJIOTHYECKasi aHaTOMUs, maTodusuonorus; Oo6mas
Mopdostorust (aHaTOMUS, TUCTOJIOTHSI, IIUTOJIOTH).

3HaHMSI, YMEHUS U OIBIT IPAKTHYECKOH JEeSTeIbHOCTH, MPUOOPETEHHBIE TP OCBOCHUHU HACTOSIIEN

JUCIUIUIMHBL, HEOOXOJUMBI 11 YCIELIHOT0 NMPOoXokaeHus npaktuk: [Ipeanunnomuas, HUP.



1.3. Iliianupyemble pe3yJbTaThl OCBOCHUS JUCIHUIJIMHBI

9 cemectp

KOI[ U HAUMCHOBAHHUEC KOMIICTCHIIUHU

Koax u HammeHoBaHnue
HHAUKATOPA 10CTHKECHUS

KOMIIETCHIINHN

Ilnanupyemsle pe3yabTaThbl OCBOCHHMS AUCHHUIIIMHBI (MOXYJIA)

OIIK-4 Cnioco6eH co0upaTh M AHAJIU3UPOBATH JAHHBIE )KAJI00 MALMEHTA, AHAMHe3a

3a00/1eBaHNs; AHAJIU3UPOBATH M HHTEPIPETUPOBATH Pe3YJbTAThl KINHUYECKHX,

J'laﬁOpaTOPHle H UHCTPYMEHTAJBHBIX METO0B oﬁc.ne)]onamm B IeJddAX JTMAarHOCTUKHU

3aboJieBaHMii, 0OPMJISITH M BECTH MeIMIIUHCKYIO IOKYMEHTALMIO

OIIK-4.1/11 CoOupaer
aHaMHe3 U JKaJI00bI
00JIBHOTO, TPOBOIUT
¢buzuKanbHOE

o0cienoBanue

3HaTh: OCHOBHEIC (beHOTHHquCKHe ITPOSABJICHUA XpOMOCOMHOﬁ

MaTOJIOTMH U HanOoJIee YaCTON MOHOT€HHOM MAaTOJIOTHH.

YMmern: IpCAIIOJI0KUTH HaCJ'ICIICTBeHHHﬁ XapaKTep 3a00/1eBaHus.

Biajers NpakTH4YeCKUM ONBITOM (TPYAOBBIMHM IeHCTBUSIMH):
paboThI ¢ TeHETHYECKMMH 0a3aMU JaHHbBIX, COJIEPKALIUX OMHUCAHNE

Pa3aUyYHbIX (PEHOTUIIOB IIPU HACJIEICTBEHHOW MATOJIOTUH.

OIIK-4.1/12 OcymectBiser
JMarHOCTUKY 3a00JeBaHUN
Ha OCHOBE aHAIU3a U
UHTEPIIPETALAN
pE3yJIbTaTOB KIMHUYECKUX,
71a00paTOPHBIX U
UHCTPYMEHTAJIBHBIX

METON0B 00CIEI0BAHUSA

3HaTh: BO3MOXKHOCTH U OTPAHUYEHUS] METOOB J1ab0paTOpHOl U
MHCTPYMEHTAJIbHOM TMarHOCTUKU HACJIECTBEHHBIX OoJie3HEN

YCI0BCKa.

YMeThb: HHTEpIIPETUPOBATH PE3YIIbTaThl MOJIEKYIISIPHO-
TFE€HETUYECKUX, IUTOTEHETUYECKUX U OMOXUMUYECKUX METOI0B

HUCCIICA0OBaHUA ITPU HaCJIeICTBEHHOM MaTOJIOTHH.

Baaners npakTH4eCKHUM ONBITOM (TPYAOBBIMH e CTBUAMM):
COITOCTABJICHUS PE3YJIbTATOB PA3TUYHBIX JIAOOPATOPHBIX U
MHCTPYMEHTAIBHBIX METOJIOB 00CIIEIOBaHUS MEX 1y co00il 1

(heHOTUIIOM MAIUeHTA.

OIIK-4.1 13 Odopmiser
MCIUIUHCKYIO
JOKYMCHTAllHUIO B
COOTBETCTBUH C
HOPMAaTUBHBIMHA

TpeOOBaHUSIMHU.

3HaTh: ImpaBujia O(I)OpMHCHI/Iﬂ HalTpaBJICHUS HA TCHECTUYCCKOC
O6CJ'ICI[OB8.HI/IG, 3aKJII0YCHUN T€HEeTHYECKOTO O6CJ'I€,[[OB3.HI/IH,

MEIUIIUHCKOM KapThI MMAITUCHTOB C HacCJIeACTBEHHON NaTOJIOTHEH.

YMeTb: 3aI0IHITh HalnpaBJICHUS Ha TCHECTUYCCKOC UCCIICI0BAHNC,

3aIUCaTh PE3YJIbTAT I'CHETUYCCKOI'0 UCCIICAOBAHU.

Baajerh NpakTH4YeCKUM ONBITOM (TPYAOBBIMHM IeHCTBUSIMH):
TEXHUKOW HAUCAaHUsI U 0(OPMIICHUS 3aKIFOUEHUN IO TeHETUYECKUM

oOcneioBaHUSM, HAIIPaBJICHUI Ha TEHETUYECKOE 00CIeIOBaHuE.







2.®opmbl padoThI 00y4AOIIUXCH, BUAbI Y4eOHBIX 3aHATHI U UX TPYA0EMKOCTh

®opmbl padboThl 00yuaromuxcs / Buabl yueOHbIX 3aHATHIA /

Bcero

Pacnpenesienue yacos

DopMbI IPOMEKYTOYHOM aTTECTALIUH 4acoB 1o cemMecTpam
9

YueOHble 3aHATHS

KontakTHasi padoTa 00y4aommuxcs ¢ npemnojgaBarejieM B 46 46

cemectpe (KPO), B T.u.:

Jlexumonnoe 3anstue (JI3) 16 16

Kmanko-npaktudeckoe 3anstue (KI13) 26 26

Komnoksuym (K) 4 4

CamocrosiTesibHas padora odyuaromuxcs B cemectpe (CPO), 48 48

B T.4.:

[ToaroroBka K y4eOHBIM ayAUTOPHBIM 3aHATHIM 48 48

IIpoMexxyTOYHASI aTTECTALIUA:

KonTakTHas padora 00yyaomuxcs B Xo/1e NPOMEKYTOYHOM 2 2

arrecrauuu (KPIIA), B T.u.:

3auer (3)* 2 2
B yacax: OT/l = 96 96

O61was TpyJ0eMKOCTh KPO+CPO+KPITA+CPITIA

aucuumael (OT/I) B 3aueTHBIX equaunax: OT/] (B 3.00 3.00
yacax): 32

* Bpems 015 nposedenusi NpoMedicymouHol ammecmayuu 6 opme 3auéma (3aujumsl Kypcosoll

pabomul) evldensemcs 6 pamkax Kowmakmwuou pabomul ([B3) Ilposedenue npomedncymouHoll

ammecmayuu 8 opme 3auéma (3auumel Kypcogol pabomvl) OpeaHu3yemcs 6 COOmeemcmeuu ¢

pacnucanuem 3aHAMUIL.



3. Copep:xkanue IUCHUNIHHBI

3.1. Conep:xanue pa3ieioB, TeM IMCHUILIAHBI

9 cemecTp
Ne Hudp HaumenoBanmue pa3ziena Conep:xanue pa3jiesa U TeMbl B
/1 [KoMIeTeHIuH (MoayJisi), TeMbI AUJIAKTHYECKHX eIMHUIAX
AUCHMIINHBI
Pa3znen 1. MennuuHcKasi reHeTHKA

1 [OIIK-4.1]/11, |Tema 1. Beenenue B Ilenu v 3a1a4n METUITUHCKON TE€HETHUKH.
OIIK-4.1/12 , |MEOUIMHCKYIO T€HETUKY ONuIEeMHUOJIOT s HACIECTBEHHBIX 00JIE3HEH.
OIIK-4.1/13 Krnaccudukanus HacieCTBEHHOW MAaTOIOTHH.

Knaccudukanus mytanuii 1 reHETUIECKUX
BApUAHTOB.

2 [OIIK-4.1UJ11 , [Tema 2. 3aKkOHOMEPHOCTH IlonsiTHE TOMUHAHTHOCTH U PEIIECCUBHOCTH.
OIIK-4.M/12 , |HacienoBaHus IPU3HAKOB MonekynsipHble MEXaHU3MBbI IOMUHAHTHOCTH U
OIIK-4.1 13 penieccuBHOCTH. JleTanbHble annenu. Bubl

JIOMUHAHTHOCTH. [IeHeTpaHTHOCTh U
3KCIPECCUBHOCTH. [lnelioTponHoe aeiicTBre
reHa. Bzanmopericteue reHoB. [IpuzHaku,
ClLIeTUICHHBIE € MoJioM. CIIerIeHHOe
HaclienoBaHue. THUIIbI HACIEIOBAHMSI.

3 |OIIK-4.1U/1 , |Tema 3. Knunuko- KnvuHuKo-reneasorndyecKui MeTo/I; dTallbl,
OIIK-4.1[12 , |reneamornuecKkuii METoI obnacTe mpuMeHeHus1, orpanudeHus. [Ipasuna
OIIK-4.1/13 COCTaBJICHUS POJIOCIOBHBIX. THIIbI

HacJeI0BaHMs: ayTOCOMHO-IOMUHAHTHBIN,
ayTOCOMHO-PELIECCUBHBIN, X-CIEIIJICHHBIN
JIOMUHAHTHBIN, X-CUEIUICHHBIN PELIECCUBHBIN, Y -
CLEIUICHHBIN, MUTOXOHIpUAJIbHBIA. AHAIN3
POIOCTIOBHBIX.

4 [(OIIK-4.1J1, |Tema 4. BpoxxaeHusie ['enernueckas nporpamMmmMa OHTOrEHE3A.
OIIK-4.1]/12 , (mopoku pa3BUTHUS Knaccudukanus BITP. Mexanu3msl
OIIK-4.113 Bo3HUKHOBeHU BIIP. ®deHoTUNMUECKHE

nposiiueHus BIIP.




OIK-4.M1 ,

Tema 5. OCHOBEBI

OCHOBHBIE TTOHSITHS HOHy.]'IfIIIHOHHOﬁ T'€HCTHUKU.

OIIK-4.1]12 , |monynsiuuoHHol reHeTuku. |['eHeTnueckue mapkepbl. @akTOpbI
OIIK-4.1/]13 |[TomynsuuoHHO- MOMYJIAIIMOHHON AuHamMuku. MyTtaruu. OToop.
CTaTUCTUYECKUN METO/. Onenka ckopocTt MyTanuil. Murpanuu. [Ipeiid
reHoB. ['py3 HacneaCTBEHHOM NMaTOJIOrHH. 3aKOH
Xapau-BaiinOGepra u yCcJIOBHsI €70 BBITIOJTHEHUS.
YacToTsl ansienei u TeHOTUIIOB B MOMYJISIIHH.
@akTOopsI MONYJIALMOHHON JUHAMUKH.
OIIK-4.1/1, [Tema 6. XpoMocoMHas XpOMOCOMHasI MATOJIOTUS: MEXaHU3MBI
OIIK-4.1]/12 , (maTomorus BO3HUKHOBeHUS. OCHOBHEIC KIIMHHYCCKHUE
OIIK-4.1/13 XapaKTEPUCTUKHU MaTOJIOTUU ayTOCOM U IOJIOBBIX
XpOMOCOM Ha IIPUMEPE YACTHIX XPOMOCOMHBIX
cuHapoMoB (cunzapom [layna, cunapowm Ilatay,
CUHJpOM DjiBapAca, cuHApoM TepHepa, CHHIPOM
Knaitndensrepa, cuaapom nonuX u nonuy,
CHUH/IPOM KOLIauybero KpuKa, CUHAPOMBI JI€TIEIUH
u nymukanun 22q1 1, cuaapom Bomnbda-
XupiuixopHa, ¢. Bunssimca, Cuaapom
nymukauu 7q11.23).
OIIK-4.M/1 , |Tema 7. lutorenernueckuii |IlokazaHus K UCCICTOBAHUIO KapUOTHUIIA.
OIIK-4.M/12 , |MeTon aHaInu3a XPOMOCOM. CrangapTHOE ITUTOI€HETUYECKOE UCCIIEAOBAHUE:
OIIK-4.M/J3 |FISH-metos. 3a00p MaTepuasna, KyJbTUBUPOBAHUE KIIETOK,
IIOArOTOBKA IIpenapaTa. Buabl okpacku
xpomocoMm. Knaccudukamms xpomocom. FISH-
MeTol. Buasl xpomocomHbIX 30H10B. [IpaBuna
3aIMUCH TEHOMHBIX M1 XPOMOCOMHBIX MYTaILlAH.
OIIK-4.1U/1 , [Tema 8. XpoMOCOMHBII XMA: npumeHenue, orpannueHus. Jdtamnsl XMA.
OIIK-4.1/12 , [MukpomMaTpUuHbIN aHAMKU3.  |AJTOPUTM UHTEpHpPETALNH pe3yabTaToB XMA.
OIIK-4.1/13
OIIK-4.1/]1 , |Tema 9. bone3nu reHoMHOroO |I'€HOMHBII UMIIPUHTUHT. IMIpUHTHPOBaHHBIE
OIIK-4.1/12 , |uMnpuHTHHTA IeHBI YeI0BeKa. MexaHn3Mbl HapyIIEHUs
OIIK-4.1/13 T€HOMHOI'0 UMIIPUHTHUHIA. BOJIE3HU F€HOMHOrO

HUMIIPUHTHUHTA: CHHAPOM AHFCHBMaHa, CUHAPOM

IIpanepa-Bun.




10 |OIIK-4.1U/1, |Tema 10. IILIP B OcCHOBHbIE TPUHIUITBI MOJIEKYJISIPHOM
OIIK-4.M/12 , |muarHocTuke JIMAarHOCTHUKH HaCJIEICTBEHHOM ITATOJIOTHH:
OIIK-4.1M/13 |HaciencTBEHHOM MAaTOJNIOTUH. |CKAaHUPYIOIIME U CKPUHUPYIOIIME METOIbI.

[Tpumenenue [11[P-ananu3a B auarHoctuke
HacnencrBeHHou naronoruu. [P B peansHom
BpeMeHH. OLieHKa SKCIIPECCUH T€HOB METOJI0M
TTI1P.

11 |OIIK-4.1/1, |Tema 11. ®parmMeHTHBIN CxpuHuHr Ha aneymiuouauu merogoM QF-ITLIP.
OIIK-4.1/12 , |aHanu3 B THArHOCTHKE Jlnarnoctrka 0oJie3HEH SKCIAHCHHU TaHICMHBIX
OIIK-4.M/I3 |HaciencTBEHHOM NMAaTOJOTHUU. |IOBTOPOB. TECT Ha yCTAaHOBIEHHUE POJICTBA.

Wnentudukamus nuanoctu. Meron MLPA.

12 |OIIK-4.1/1, |Tema 12. HacnencrBeHuble  |bone3HM 3KCMAHCUU TPUHYKIICOTUIHBIX
OIIK-4.1]/12 , [60one3HM IEHTpaTbHOM noBTOpoB. Xopes ['entunrrona. CuHapom
OIIK-4.M/I3 |HEpBHOM CUCTEMBI JOMKO# X-XpOoMOCOMHI (B T.4. ¢. MapTuna-beimn),

atakcusi @puapeiixa, MUOTOHUYECKas AUCTPOodUs
Kypumimana-IlIreitnepra-barrena 1 u 2 tuna.

13 [OIIK-4.UA1, [Tema 13. HacnenctBennsie  |[loaxoms! k kiaccuukanuym HEPBHO-MBIIICYHBIX
OIIK-4.1]/12 , |HepBHO-MBIIICUHBIC O0JIe3HU |Ooie3Hel. HaciencTBeHHAs MOTOPHO-CEHCOpHAs
OIIK-4.1/13 Heriponatus 1A, 1X, 1B. Muoauctpodus

Mromenna-bekkepa. CiHaJIbHAST MBIIIIEYHAS
atpodus 1-4 TUTIOB.

14 |OIIK-4.1/1, |Tema 14. NGS B MeTtonpl NGS: BO3MOXHOCTH ¥ OTPaHUYECHHUS.
OIIK-4.1]/12 , |nnarHocTuke [Ipo6onoaroroska. OneHka KayecTBa ChIPhIX
OIIK-4.1/I3 |HaciencTBEHHOW MATOJOTUU. |JaHHBIX. AITOpUTM aHanu3a gaHHbIX. FASTA-

Yacrs 1 ¢dopmar nanueix. BAM-daitnel. Ctpykrypa VCF-
¢aiina.

15 [OIIK-4.1M/11 , |Tema 15. NGS B CexBeHHPOBAHUE NTAHEIEH T€HOB.

OIIK-4.1/12 , |nuaraHocTuke [TomHOPK30MHOE CEKBEHMPOBAHUE.
OIIK-4.M/3 |HaciencTBeHHOM natojaoruu. |[loJIHOreHOMHOE CEKBEHUPOBAaHUE. AJITOPUTM
Yacts 2 MTOMCKA MMATOr€HHBIX TEHETUYECKUX BAPUAHTOB.
Kpurepun onieHKH IaTOr€HHOCTH T€HETUYECKOTO
BapuaHTa. [IpaBuia opopmieHus 3aKiI0UeHus Mo
pesynbratam NGS.

16 [OIIK-4.U1, [Tema 16. Uadopmanmonno- |ba3bl naHHbIX B MenuiuHcKo#i reHetuke. NCBI.
OIIK-4.1]/12 , |mouckossie cuctemsl u 6a3pl |Ensembl. UCSC. OMIM. ClinVar. HPO. LOVD.
OIIK-4.M/I3 |maHHBIX B MEIUITUHCKOM HGMD.

TCHCTUKCE




17 |OIIK-4.1]11 , |Tema 17. HacnenctBennsle |HacmemcTBeHHBIC O0JIE3HN aMHUHOKHCIIOT.
OIIK-4.1]/12 , (Gone3nu oOMeHa BELIECTB AnpOunusm. ['unepdennnanaHuHEMUHH.
OIIK-4.1/13 Hacaencrsennsie 00e3H1 OOMEHA JIAIIAIOB.

I'mnepxonecrepnnemun. HacnencrtBeHHble
0oJie3HN OOMeHa yraeBoAOB. [ TMKOTEHO3HI.
Hapymienne oomMeHa cTepouaAHbIX TOPMOHOB.
AJnlpeHoreHuTanpHbI cuHapoM. Kananonarum.
MyxoBucuuno3. Hacneacrsennsie 00se3HH
oOMeHa yriieBo10B. ['amakTozemusi.

18 |OIIK-4.1U/11 , |Tema 18. bone3nu MuTtoxonapuansubie 6one3nu. Cuaapom Kepue —
OIIK-4.1M]/12 , |kJI€TOYHBIX OpraHEeII: Ceiipa, cunapom [Tupcona, arpodust 3puTEIBHBIX
OIIK-4.1/13 |nmu30COMHBIE U HepBoB Jlebepa. Cunapom MELAS. Cunnpom

MIEPOKCUCOMHBIE OO0JIE3HH, MERREF. JIuzocomubie 00e3HU.

MUTOXOHJIpUAIbHbBIE Myxkononucaxapuao3bl. Anbda - MaHHO3HI03.

0011e3HU Cdunronunumossl: 60ne3Hs [omre, 601e3Hb
®abpu. bonesns Kpaboe, 6ose3ar Humana-
[Tuka. ITepokcucomusie 601e3HU. CUHAPOM
LenbBerepa, cunapom Pedcyma. X-cuernennas
anpenoneikoauctpodus. Cunapom Jln.

19 |OIIK-4.1U/1 , |Tema 19. [Iporpammer Bubl ckprHMHTa Ha HACIEACTBEHHYIO
OIIK-4.1/2 , |ckpyHUHTa Ha narojoruto. ¥Y3U-ckpuHuHr. buoxummdeckuii
OIIK-4.1/I3 |HaclienCTBEHHYIO ckpunuHr. HUIIT. MHBa3uBHas [UarHOCTHKA.

narosioruto. [IpenatanbHbIl
CKpPUHUHT.

20 |OIIK-4.11 , |Tema 20. HeonatanbHbIi HeonaranbHbIl CKPUHUHT: 00IIIas
OIIK-4.1]/12 , |ckpuHUHT XapaKTEPUCTUKA, KpPUTEPUH BKIIFOUCHHUS
OIIK-4.1/13 3a00J1€BaHUs B MPOTPaMMYy CKPUHUHTA.

buoxumMuueckre METObl B MEIUIIMHCKON
TeHETHUKE. AyAHONIOrMYECKUN CKPUHUHT.
HeonaranbHblll CKpUHUHT Ha (PEHUIIKETOHYPHIO,
TJIAKTO3EMHUIO, BPOXKICHHBIN THIIOTUPEO3,
MYKOBHCIMJI03 U aIPEHOTE€HUTAIbHBIM CHHIPOM.
[Iporpamma pacmIMpeHHOrO0 HEOHATAIBHOTO

CKpUHUHTA.




21 |OTIK-4.11 ,
OIK-4.1J12 ,
OITK-4.1J13

Tema 21. PaciumpeHHbIH

HeOHaTaJbHBIN CKpWHUHTI.

MoneKkyJIapHO-T€eHETUYECKHUE METO/IBI,
MPUMEHSIEMbIE B IPOrpaMMax HEOHATAIHLHOTO
CKpHHUHTa. HeoHaTambHbI CKPpUHUHT HA
nepBUYHble UMMYHOIeUUnTEL. HeoHaTtanbHbIN
CKPUHUHT Ha CTIMHAIHHBIC MBIIIICUYHBIE aTPODUH.
HeonatanbHbIil CKpUHUHT Ha HACJIEACTBEHHBIE

0o0J1e3HH 0OMEHA BEIIECTB.

3.2. Ilepeyen» pa3aenos,

o0yyamumMmcs

TEM JUCHUILVIMHBL A CaMOCTOATEJIBHOI0O HU3YYCHHUSA

Paznenbl 1 TeMbl JUCUMILIMHBI I CAMOCTOSTEILHOIO HU3YYUCHUs O6y‘IaI-OH_II/IMI/IC$I B IIpOorpaMmc HE

MpeayCMOTPCHBI.



4. TemaTruyecKknil NJAH KOHTAKTHOW padoThbl o0ydammuxcsi ¢ IpenoaaBaTejieM IpH
NMPOBEACHUM 3aHATHI.
Ne Buapl Ilepuoa o0yuenus KosmuectBo |Buabl Tekymero (@opmsbl
3aHATHA |y4eOHBIX |(cemecTp). 4acoB KOHTPOJIA NnpoBeJeHUs
n/n 3anaTH* ([lopsiakoBBIe HOMEpPAa U |KOHTAKTHOM |yCIeBaeMOCTH** (TeKyliero
HAMMEHOBaHUS padoTbI KOHTPOJIA
pasaesioB (Moay.Jiei) ycneBaeMoCTH***
(mpu HAIMYMH), TEM, Ko oy |oOK
Y4eOHBIX 3aHATHH
1 2 3 4 5 6 7 8
9 cemecTp
Pa3zpen 1. Menununackast reHETHKA
Tema 1. BBegenue B MEJUIMHCKYIO T€HETUKY
1 JI3 Brenenue B 2 | 1 1
MEIUIIMHCKYIO TeHETUKY
Tema 2. 3aKOHOMEPHOCTH HACJIE0BaHUS PU3HAKOB
2 KII3 [3akoHOoMepHOCTH 2 T 1 1 1
HacJIeI0BaHUs
MIPU3HAKOB
Tema 3. KiIHHUKO-T€HEATIOTHYECKHUI METO/I
3 KII3 |[Kmuauko- 2 T 1 1 1
reHeaIOrMYeCKU METO.
Tema 4. Bpoxx/ieHHBIE TOPOKU PA3BUTHUS
4 JI3 Bpoxnennsie mopoku 2 | 1 1 1
pa3BUTHS
Tema 5. OcHOBBI NONMYJISALMOHHON TreHeTUKH. [[omyIaIMOHHO-CTaTUCTUYECKUN METO/I.
5 KII3  |OcHoBBI 2 T 1 1 1
MOMYJISIUUOHHON
TCHETHKH.
Tema 6. XpomMocoMHas MaToJorus
6 J3 XpOoMOCOMHasI TaTOJIOTHS 2 i 1 1 1
Tema 7. urorenetuueckuit Mmeron ananuza xpomocom. FISH-mero.
7 KII3  |[Iutorenernyeckuii 2 T 1 1 1
METOJ, aHAIIN3a
xpomocom. FISH-meTox.




Tema 8. XpoMOCOMHBIN MUKPOMaTPUYHBIN aHAIIN3.

8 KII3  |XpomocomHbIi 2 T 1
MHKPOMAaTPUYHBIN

aHaJlnu3.

Tema 9. bone3Hu TeHOMHOTO UMIIPUHTHHTA

9 J3 Bonesnu renomHoro 2 )i 1

HUMIIPUHTHUHT A

Tema 10. ITL[P B ntuarnocTrike HaCIEACTBEHHOM MaTOJIOTHH.

10 KII3  |IIIIP B nuarHoctuke 2 T 1
HAaCJIeICTBEHHOM

IIaTOJIOT'HUH.

Tema 11. @parMeHTHBIN aHAIU3 B JUATHOCTUKE HACIIEACTBEHHOM MaTOJIOTHH.

11 KII3 |®parmeHTHBIN aHAINU3 B 2 T 1
JMarHOCTHUKE
HACJIEICTBEHHOU

I1aTOJIOI'HH.

Tema 12. HacnenctBeHHbIC 00JIC3HU IICHTPATLHON HEPBHON CUCTEMBI

12 JI3 HacnenctBennsie 2 I 1
00JIe3HH IIEHTPATBLHOM

HEPBHOM CUCTEMBI

Tema 13. HacnenctBeHHBIE HEPBHO-MBIIICYHBIE 00JIE3HN

13 J3 HacnencrBennbie 2 i 1
HEPBHO-MBIIIICYHBIE

0o0JIe3HHA

Tema 14. NGS B 1rarHoCTUKE HACIEICTBEHHOM maToiaoruu. Yacrtse 1

14 KII3 NGS B IHarHOCTHKE 2 T 1
HacJIeICTBEHHO

narojiorny. Yacrts 1

Tema 15. NGS B 1rarHOoCTUKE HACIEACTBEHHOM MaTooruy. Yacts 2

15 KII3 NGS B quarsoctuke 2 T 1
HaCJIeCTBEHHOU

nartojioruu. Yactob 2

Tema 16. lndhopmaIimoHHO-TTOMCKOBBIE CUCTEMBI M 0a3bl JAHHBIX B METUIIMHCKOW I€HETHKE




16 KII3  |(MudopmanuonHo- 2 T 1 1
ITOMCKOBBIE CUCTEMBI
0asbl JaHHBIX B

MEIUIIMHCKON reHETHKE

Tema 17. Haciiencrsennnie 00j1e3HM OOMEHA BEIECTB

17 J3 HacnencrBennbie 2 i 1 1
001e3HU OOMeHa

BCIICCTB

Tema 18. bone3Hu KI€TOYHBIX OPraHesI: IM30COMHBIE U IIEPOKCHCOMHBIE OO0JIE3HH,

MUTOXOHJIpHaJIbHbIE 00JIE3HU

18 JI3 bone3nu kneTouHbIx 2 Jl| 1 1
OpraHel: JTU30COMHBIE
Y IEPOKCUCOMHBIE
0oJ1e3HU,
MUTOXOHIpHAJIbHbIE

0o0J1e3HHA

Tema 19. HpOF PpaMMBbI CKpUHUHI'a Ha HACJICACTBCHHYIO ITATOJIOTHUIO. HpeHaTaJ’IBHHﬁ CKpUHUHT.

19 KII3  |[Iporpammbl CKpUHUHTA 2 T 1 1
Ha HaCJIeZICTBEHHYIO
MATOJIOTHUIO.
[IpenaranbHbIi

CKPUHUHT.

Tema 20. HeonatanbHblli CKPUHUHT

20 KII3 HeonaransHbIi 2 T 1 1

CKPUHUHT

Tema 21. PaciumpeHHbIl HEOHATAIbHBIA CKPUHHHT.

21 KII3  [PacmupeHHblit 2 T 1 |

HEOHATaJIbHBIN

CKPUHUHT.
22 K Komnoksuym 1 2 P 1 1
23 K Komnoksuym 2 2 P 1 1
Bcero B cemectpe 46 23 23
Bcero no mucruiuinge 46 23 23
(Momymro)

(*, **, *** cMoTpU yClIOBHBIE 0003HAYCHUS)



YciaoBHLIE 0003HAYEHUSA

Bunb! yueOHbIX 3aHATHN ™

Buabl yueOHbIX 3aHATHH CoxpamiéHHoe HAUMEHOBAHHUE

JIekmoHHOE 3aHsATHE Jlexmsa JI3

KiuHuko-npakTudeckoe 3aHATHE Knunuko-npakrudeckoe KII3

Komnoksuym Konnoksuym K

Bunel Tekymiero kontpois ycnesaemoctu (BTK)**

Buael Tekymero Coxpaménnoe Coaepxanue

KOHTPOJIfAA HAMMEHOBaHHUe

ycneBaemoctu (BTK)

%%

Texymmit Hucuunnunupyromuii | [l | KonTposs nocemaemoctu 3aHATUI

JUCUUTIITMHUPY IO oOy4aromumcs

KOHTPOJIb

Texymun Temarnyeckui T | Onenka ycBoeHHs 00y4aroUIMMCsl 3HAHHM,

TEMAaTHYECKUI YMEHUH U OIbITA IIPAKTUYECKOMN JEATEIBHOCTH

KOHTPOJIb 10 TEME 3aHATUS

Texymuit pyOeKHBIHI Py6exnbIit P | Onienka ycBoeHust 00y4aronMcs 3HaHUH,

KOHTPOJIb YMEHUH U ONbITA IPAKTUYECKON JEATEIBbHOCTH

1o Teme (pasaeny, MOIYJII0) TACIUTTAHBI
®DopMBI TPOBEICHUSI TEKYIIIETO KOHTPOJISI YCIIEBAEMOCTH 00yJaromuxcs ***

Ne | @opMbI IpoBeieHUS TEKYLIETO TexHuueckoe u Bo3moxkxHOCTH IPpOBEACHUSA
KOHTPOJISA YCIIeBAeMOCTH COKpamiéHHoe TeKyl1ero KOHTPOoJIst
ooyuarwmuxcs (PITKY) *** HAUMEHOBaHMeE yCIeBaeMOCTH 110 BUAAM

KOHTPOJIs

i | T P
1 | KonTposb npucyTCTBHS [IpucyrcrBue KII | +
2 | Onpoc ycTHbIH Omnpoc ycTHbIH oy +




3 | Onpoc KOMOMHUPOBAaHHBII Omnpoc OK

KOMOWHUPOBaHHBIH

Tumnst koaTpos (TK)

Tunbl KOHTpOJISI CoxpaiieHHOe HANMEHOBaHHM e
KoHntpous npucyrcreus KII
Omnpoc ycTHBIH oy
Onpoc KOMOMHUPOBAHHBIN OK




5. [IpoMe:xxyTOYHAsI aTTEeCTAUA 00Yy4AIOIIMXCH MO JMCUHUILIAHE (MOIYJII0)
OueHovHbIe cpeCcTBA MPOMEXKYTOYHOM aTTeCTAlMU

5.1. ®opmbI NpOBeeHNS MPOMEKYTOYHOH ATTeCTALUHA

Cemectp |PopMa npoBeaeHUsT IPOMEKYTOTHOM dopmMa OpPraHu3auuy NPOMeKyTOYHOH

aTTecTaluu ™ *** aTTrecTanumu
1 2 3
9 3ayer

Kontpoinb npucyrcTBus, Onpoc yCTHBII
ceMecTp

YciaoBHBIC 0003HAYCHHSA ****

@opMbI IPOBeIEHUsT MPOMEKYTOUHOIH aTTecTaAlMI Coxpaménnoe HaMMeHOBaHHe
3auer 3auer 3
3amuTa KypcoBoil paboThl 3amuTa KypcoBoil paboThl 3KP
DKk3amMeH OK3aMeH €]

5.2 Kputepuu BbICTABJICHUS OLICHOK

KpuTeplm BBICTABJICHUS OLCHOK IPH MPOXO0KACHUN l'lpOMe)KyTO‘lHOﬁ aTrrecralum B ([)opMe

3ayeTa
9 cemectp

Mlxkana Kpurepum BbICTaBJIEeHUS OLIEHOK
OLlCHUBAHUA

/OneHka




«3aYTECHO»

- 00yyaronuiicss JTEMOHCTPUPYET YCBOCHHUE TPOrPaMMHOT0 MaTepuaia (B X0A€ OTBETa
PaCKpBIBAET CYUIHOCTh MOHATHUH, IBIICHUI, TIPUHIUIIOB, 3aKOHOB, 3aKOHOMEPHOCTEH,
TEOpHH), BHIACISET B HEM IJIaBHbBIE TIOJIOKEHUS; - 00yJaromuiics rpaMOTHO, UCTIONb3YsI
Hay4YHYI0 TEPMUHOJIOTHIO, U3JIaraeT IpOorpaMMHBINA MaTepua, JaeT
MOCJIEZI0BATEIbHBIN U HCUEPIIBIBAIOLIUI OTBET Ha MOCTaBJICHHbIE BOIIPOCHI, JIEJIaeT
000011IEHNS U BBIBOIBI; - 00YYaIOIIUNCS HE I0MyCKaeT OMHUOOK WK AOMYCKAeT
HE3HAaYUTeNIbHbIE OMMOKU MTPHU BOCIIPOU3BEIEHNHN 3HAHUH; - 00yJaromuiics OTBedaeT
6e3 0coObIX 3aTpyIHEHUI HA JOTIOJHUTEIbHBIE BOPOCHI IO TPOrPAMMHOMY
MaTepuaiy; - 00y4JaroLUIUIiCs MOXKET OMYCTUTh MEJIKUE HETOYHOCTH U He 0oJiee IBYX
OLIMOOK, KOTOpBIE MTOCIIe YTOUHEHHUs (HaBOASAIINX BOIPOCOB) 00y4aroNuiicss cnocoOeH

HCIIPABUTb.

«HE

3a4YTCHO»

- 00y4aronuiics: IEMOHCTPUPYET pa3pO3HEHHbBIC 3HAHUS IPOTPAMMHOTO MaTepHuana (B
X07Ie 0TBETa ()parMEHTAPHO U HEJIOTHYHO M3JIaraeT CyIHOCTh MOHITUHN, IBICHHH,
MPUHIUIIOB, 3aKOHOB, 3aKOHOMEPHOCTEH, TEOpUIl), HE HCIIONB3YET MK Cl1abo
UCTIOJB3YET HAYYHYIO TEPMUHOJIOTHIO); - 00YUaIOLIUICS JOMYCKAET CYIIeCTBEHHbIE
OLIMOKH U HE KOPPEKTHPYET OTBET MOCIE TOTMOJIHUTENBHBIX U YTOUHSIOMIUX BOIPOCOB
npernoiaBaTens; - 00yJyaromuncs He AenaeT 0000IIeHUs U BEIBOJBI; - 00yUJalonIuiics He
OTBEYAET Ha JIOMOJHUTEIbHbBIE BOIPOCHI; - 00yYaIOIUIACS OTKA3bIBAETCS OT OTBETA; -
BO BpeMs IOATOTOBKH K OTBETY M CAMOT'0 OTBETa 00YYaIOLIHICS UCTIONb3YEeT

HCCAHKITMOHUPOBAHHBIC HCTOYHUKU I/IH(i)OpMaI_II/II/I, TCXHUYCCKHUC CPCACTBA.




6. CTpykTypa peliTHHIa 110 AUCUHIIMHE (MOLYJII0)

6.1. O0yyarommiicsi UMeeT NMPABO NMPOHTH NPOMEKYTOYHYI0 aTTeCTAIMIO MO JUCHHUILIMHE
(MoayJ/110) 1M €€ YacTH HA OCHOBAHMH PEHTHHIA yCIIeBAEMOCTH 00y4alolerocsi 1 pe3yjbTaToB
NPOXOKACHHUS TEKYIero pyoe;KHOro KOHTPOJIA M0 JUCHHUILINHE (MOAYJII0) B COOTBETCTBYIOIIEM
cemecrpe.

6.2. Kpurtepuu, mnokaszareJu TMPOBeACHUS TeKYHIero KOHTPOJSI YCIHeBaeMOCTH €
HCIO0JIb30BaHUEM 0A/LUIbHO-PETHHIOBOM cucTeMbl (110 ceMecTpaM U ()OpMaM NMPOMEKYTOYHOM
aTTecTaluun)

PeliTUHr 1O JUCHMIUIMHE PaCcCUMUTHIBAETCS IO pe3yjibTaTaM TeKyIlled ycmeBaeMOCTH
obyuatomerocsi. Tum KOHTpoJis 110 BceM (popmaM KOHTpoJiss AuddepeHIIMPOBAHHBINA, BBICTABISIOTCS
OIICHKHU MO IIKaye: "HeyaoBIEeTBOPUTENBHO", "ynoBieTBOpUTENbHO", "xopomo", "otnnuno". Mcxons
U3 COOTHOIIEHUS W KOJMYECTBA KOHTPOJEH, paCCUUTHIBAIOTCA PEUTHHIOBBIE Oaylibl,

COOTBETCTBYIOIIHE cUcTeMe TP dEepeHITUPOBAHHOTO KOHTPOJIS.

9 cemectp

®opMbI IPOBeIeHUSA K Makc. CooTBeTCTBHE OLICHOK

0J1-BO .
Buabl 3ansaTui TEKYIIEro KOHTPOJIs .| KOJI-BO PeTHHIOBLIM OasLiIaM
KOHTpoJ1el
ycneBaeMoCTH 6ami0B |TK|BTK|OTa.|Xop.| V0B
Knunuko-
Ompoc

npakrudeckoe |KII3 . |OK 13 312 B| T |24 ] 16 8

KOMOWHUPOBAHHBIH
3aHsTHE
Komnoksuym K Omnpoc ycTHbIH oy 2 702 B| P (351234 117

CyMMma 0ajuIoB MO AUCIUIUIMHE 32 CEMECT] 1014

Kpurtepuu BbicTaB/1eHUsSI OLEHOK NP NMPOXO0KIECHUH NMPOMEKYTOYHOI aTTecTanuu B hopme
3a4eTa (HA OCHOBAHUM PeHTHHIA yCHeBaeMOCTH 00y4Yaluierocss U pe3yibTaTOB MPOXO0KICHUS

TeKyLIero py0e;xHoro KOHTpOJIsi 0 AUCHMILINHE (MOIYJ/II0) WM eé 4acTH B cemecTpe)

9 cemectp
HIkana Kpurepuu BbIcTABJIEHUS OLEHKHU
OIleHNBAHUS
/Onenka
«3aYTEHO» PeliTunroseiii 6ann — He menee 60 % (ue menee 600 6aoB)

u
HonyquHe OLCHKH HEC HUKC «KYOAOBJICTBOPUTCIILHO» 3a IPOXOKACHUC KaKI0I'0O

TEKYIICTO pY6e)I(H01"O KOHTPOJIAA B CEMECTPEC




«HE 3a4YTCHO»

Peiitunroserit 6amn — menee 60 % (menee 600 6aoB)

W/WIm

[TosrydeHne ONEHKH HUXKE «yJIOBICTBOPUTEILHOY 32 MIPOXOKIACHHUE XOTS OBl OJTHOTO
TEKYIIEero pyOeKHOTO KOHTPOJISI B CEMECTPE MIIH HE TTPOXOKIACHHUE PYOSIKHOTO

KOHTPOJIS




—

10

11

12

13.

14

15

16

17

7. OueHoYHbIe MAaTepPHAJIbI /JIsl MPOBEJEHUs] MPOMEKYTOYHOI aTTeCTAMU O00Y4YAIOUIUXCS IO
AUCHUILINHE (MOIYJIIO)

9 cemecTp
IlepeyeHb BONPOCOB ISl MOATOTOBKHU K NMPOMEKYTOYHOM aTrTecTanuu B gopme 3a4éTa
Knaccudwukanus MyTanuii 1 TeHETUYECKIX BapHAHTOB.
DTanbl OHTOTEHE3a YEIOBEKa U UX XapaKTepucTuka. BpoxaeHHbIe MOPOKHU pa3BUTHSA.
XpOMOCOMHBIE CHHIPOMBI: TaToniorus ayrocom (cunapom [layna, [atay, DaBapaca).

XpPOMOCOMHBIE CHHAPOMBI: ATOJOIHsI MOJOBBIX XxpomocoM (cunapom Tepnepa, KnsitndensTepa,

oy X, oyt Y).

MI/IKpOI[eJICI_[I/IOHHbIe U MUKPOAYIUIMKAIIMOHHBIC CUHAPOMBI: CHHAPOM KOIIAYbETO KPpHKa, CUHAPOM

Bonbda-Xupuixopna, cuaapomsl generuu 22q11 (Cuanpom du xopmku), cuaapoM Bunbsmca.
bone3nu renomuoro umnpuntudra. Cuagpom Anrensmana. Cunapom Ilpanepa-Busim.
bosne3nu sknancun noBTopoB. Xopes ['entunrrona. Cunapom Maprtuna-benn. Atakcus @puapeiixa.
HacnencrBennbie HepBHO-MbIIeuHbIe 3a00eBanus. HMCH 1A, 1X.

HacnencrBenHble HepBHO-MbIIIeuHble 3a0osneBaHus. CnuHandbHasg MbllIeyHas aTpodus.

Muoauctpodus Jromenna-bekepa.
. HacnenctBennsle 601e3HM 0OMeHa aMUHOKUCIOT. DeHnIKeTonypus. ATbOUHU3M.
. HacnenctBennsie 6oe3nn oOMeHa yriieBo10B. ['anakrozemusi.
. HacnencTBeHHbIe 601€3HM OOMEHa CTEPOUTHBIX TOPMOHOB. AIPEHOTCHUTAIBHBIN CHHJIPOM.

Muroxonapuanbisie 6osiesnu. Cunapom MELAS, Cunapom Kepuce-Ceiipa, cunapom Ilupcona,
cunapoM Jlebepa.

. JIuzocomusie Oone3nu. bonesns Tes-Cakca. bonesns [Nome.
. Ilepoxcucomusie 6o01e3nn. Cunapom LlensBerepa. X-cuerienHas agpeHoIeHKoaucTpodus.
. Mynbrudakropuanbibie 3a0oneBanus. Atepockiepo3. bponxuansnas actma. bonesnp Anbureiimepa.

. OCHOBBI OHKOT'C€HETHKH. HaCHeI[CTBeHHLIe OITYXOJICBBIC CHHAPOMBIL.



18.

19.

20.

21.

22.

23.

24.

25.

26.

27.

28.

29.

30.

Kinnuko-reneanornyeckuiit Meto. XapakTepUCTHKA Pa3IMUYHbIX TUIIOB HACIIEIOBAHUSA.
OcCHOBBI NONMYJISIUOHHONW FreHEeTUKU. PAKTOPBI MOMYJISLIMOHHON JUHAMUKH.
[TonynauroHHO-CTaTUCTUYECKUI MeTOA. ['eHeTHUecKue MapKephl.

[{uToreneTn4yecKkuii METO aHATM3a XPOMOCOM.

FISH-meTon.

XpOMOCOMHBI MUKPOMATPUYHBIN aHAJIN3.

Metop I1IIP B AnarHocTUKE HACIEACTBEHHOM MATOIOTHH.

Metonq MLPA B I1MarHocTHUKE HaclIE€ACTBEHHON ITATOJIOTHH.

CexBenupoBanue o Crnrepy.

Metoast NGS. CekBeHUpOBaHHE MMaHENEH, YK30MOB, TEHOMOB.

Buapl ckpuHHUHra Ha HaCJIEACTBEHHYIO natoioruto. [Ipekonnenunonnsiii ckpunudr. [T/,
[IpenaTanbHbI CKPUHUHT HACIEACTBEHHON AaTOJIOTHH.

HeonatanbHblil CKpHHUHT Ha HACJIEACTBEHHYIO IMATOJIOTHIO.



3auyeTHbIN OMJIET VISl MPOBEeHUS 3a4éTa

OI'AOY BO PHUMY wum. H.U. ITuporoBa Mun3zapasa Poccuu (ITuporoBckuii Y HUBEpCUTET)
Kadenpa o61eit u Mmennumnnckoii resernkn Mb®

Bujier Ne

JUIs1 IpoBesieHus 3aueta no aucuuiuinie b.1.0.19 «MeauuuHckas reHeTuKay
0 TPOTPaMMe CTICIIHATUTETA
10 CHENHATLHOCTH
«30.05.02 Meaumunckas ounodusukar
HaIpaBJIECHHOCTH (MPOPHIIH)

«MenmunuHCKass OMopU3NKaY)
1. HacnencTBennbie HepBHO-MBITIIeUHBIE 3a00meBanus. HMCH 1A, 1X.
2. FISH-meTon.

3asenyroumii kageapoit Kapenpa obmeii u menunnnckoi renetuku Mb® Bounosa B. O.




8. MeToauyeckne ykazanusi 00y4aUUMCs 10 OCBOCHHUIO JUCHUIJIMHBI (MOAYJIs1)
MeToanyeckue yKa3aHus JJIl MOATOTOBKH K 3aHATHAM JIEKIIMOHHOTO THIA

[ToBTOPUTH MaTEPUI MPEABIIYIIUX JCKIIHIA.

MeToauyeckne yKa3aHus I NOATOTOBKH K 3aHATHAM KJIMHUKO-NPAKTHYECKOIr0 THIIA

W3yuuth Matepuan JeKkuuid, yueOHUKa, JOMOJHUTEIBHON JUTEpaTypbl, BKIIOYAs SJIEKTPOHHbBIE
o0Opa3oBaTesibHbIE PECYPCHI, IO COOTBETCTBYIOIIEH TEME.
MeToanyeckue yKa3aHus JJIl MOATOTOBKH K KO/UIOKBUYMY (TeKYLIHid pyOeKHbIil KOHTPOJIb)

O3HAaKOMUTKCS CO CTUCKOM BOIIPOCOB K KOJJIOKBUYMY.
N3yunth y4eOHBII MaTepuan COOTBETCTBYIOIIUX Pa3JIeioOB, UCIIONIb3Ys MaTepHallbl JIEKIHH, yueOHuKa,
JOTIOTHUTEIBHON JIUTEPATYPhl U DJIEKTPOHHBIE PECYPCHI.

MeToaunyeckue yKazaHus Il NOATOTOBKH K 3a4eTy

O3HaKOMUTKCS CO CIUCKOM BOIIPOCOB K IK3aMEHY.

N3yuuth y4ueOHBIH MaTepual MO BCEM TeMaM Y4YeOHOro Kypca: maTepualbl JeKUUH, Y4eOHUKOB,

JOTIOTHUTEIBHON JIUTEPATYPhl U DJIEKTPOHHBIX 00pa30BaTeNbHBIX PECYPCOB.



9.

YueOHO-MeTOANIECKOE,

JMUCIUIINHDI

9.1. IlepeyeHs JiMTEpaTYpPhl IO TUCHUILINHE:

HH(poOpMALMOHHOEe W MAaTepHAJbHO-TEXHHYECKoe oldecneyeHue

Ne HaumenoBanue, aBTop, roa u Pexomenayercsa | KosmdecTBo |D/IeKTpPOHHBIN aapec
n MeCTO M3IaHuS NpH H3yYeHUH [IK3EMILISIPOB pecypca
/m pa3nesion B OMOJIMOTEKE
JAVCHUTITAHBI
1 2 3 4 5
1 |Kinnauyeckas reHeTrka: reHOMUKa U |MenummacKas 0 https://www.
MIPOTEOMHUKA HACJIC/ICTBEHHON TreHETUKA studentlibrary.ru/book
narojoru, Myrtosun I'. P., 2024 - /ISBN9785970411520.
2025 html
2 |Knunuueckas reHeTuka: yueOHuK, |MenuuuHcKkas 0 https://www.
boukos H. I1., [Ty3sipes B. I1., TeHETHKA studentlibrary.ru/book
Cmupnuxuna C. A., 2024 - 2025 /ISBN9785970458600.
html
3 |HacnencrBeHHbIE OOJIE3HU: Menunusackas 0 https://www.
HAI[MOHAJIbHOE PYKOBOJICTBO, reHeThKa studentlibrary.ru/book
boukos H. I1., 2024 - 2025 /ISBN9785970424698.
html
4 |OcHOBBI IEPCOHATU3UPOBAHHOMN MenuuuHckas 0 https://www.
MeauiuHbL: MeaunuHa X X1 Beka, reHeTUKa studentlibrary.ru/book
Jxaitu K. O., Illapumnos K. O., 2024 /ISBN9785423503437.
- 2025 html
5 |OcHOBBI NEpCOHATM3UPOBAHHON 1 |MeauuumHcKas 0 https://www.
MPEIU3UOHHON METUIIUHBI: reHeTnKa studentlibrary.ru/book
yuebnuk, Cyukos C. B., 2024 - 2025 /ISBN9785970456637.
html

9.2. Ilepeyenb pecypcoB MHGOPMALMOHHO-TEJIEKOMMYHMKANIMOHHOH ceTH «/HTepHeT», B TOM

yucje HpO(l)GCCI/IOHaJ'[LHLIX 0a3 JAAaHHbIX, H606X0)II/IMLIX AJIf OCBOCHUSA TUCHUIIJIUHBI (MOL[y.]'Iﬂ)

PubMed
eLibrary

https://gnomad.broadinstitute.org

A e

https://genome.ucsc.edu

Knuanueckue pekomennanuu (MUHACTEPCTBO 3apaBooxpaHeHus: PD)



https://useast.ensembl.org
https://www.deciphergenomics.org

https://www.ncbi.nlm.nih.gov/clinvar/

A S I

https://varsome.com
10. https://www.omim.org/

11. https://hgvs-nomenclature.org/stable/

9.3. IlepeyeHb HMH(MPOPMANMOHHBIX TEXHOJOIHWH, HCHOJAb3YyEeMbIX IPH OCYLIECTBJEHHH
00pa3oBaTeJIbHOr0 Mpouecca no AUCHUILUIMHE (MOAYJII0), BKJIKYAs MepedyeHb NMPOrpamMMHOro

o0ecrneyeHUs1 M HH(POPMALMOHHBIX CIIPABOYHBIX CHCTEM (IIPH HAJTMYMH)

1. ABToMaTu3upoBaHHbII uHMOpManMOHHBIM KoMmIuiekc «LludpoBas anmMuHUCTpaTHBHO-
oOpasoBatenbHas cpena PHUMY um. H.M. ITuporosax»

Cuctema yrnpaBiieHUsI 00ydeHUEM

RealTime PCR (AHK-Texuomorus)

Chromas

A

IGV: Integrative Genomics Viewer



9.4. MaTepuaJIbHO-TeXHHYeCKOe ofecnevyeHue TUCIHILIMHBI (MOYJIs1)

Kaxnpiii oOyuaromuiicss B TedeHHE Bcero mnepuoja oOydeHHs oOecrieueH WHIANBUIYaIbHBIM
HEOTPaHUYEHHBIM JIOCTYIIOM K 3JIEKTPOHHOHN MH(OpMallMOHHO-00pa30BaTeNbHOM cpelle YHUBEpCUTETa
U3 JI000W TOYKH, B KOTOpPOl MMeeTcs AOCTyHn K MH(QOPMAMOHHO-TEIEKOMMYHHUKAIIMOHHON ceTu
«utepuer» (nanee - cetb «MlHTEpHETY), KaK Ha TEPPUTOPUH Y HUBEPCUTETA, TaK U BHE €€.

DnekTpoHHas HHOOPMAITMOHHO-00pa30BaTeIbHAS Cpella YHUBEPCUTETA O0SCIICUYNBACT:

- JOoCTyn K yuyeOHOMY IUIaHy, paboueil mporpamMme AUCHUIUIMHBI, 3JIEKTPOHHBIM Y4eOHBIM
U3IaHUSIM U DJIEKTPOHHBIM 00pa30BaTEIbHBIM pecypcaM, yKa3aHHbIM B paboueil mporpamme
JUCIUTLINHBL,

- (hOopMHUPOBAHKE AIEKTPOHHOTO MOPTHOIHO 00YUAIOIIETOCs, B TOM YHCIIE COXPAHEHHE €T0 padoT H
OIICHOK 32 3TH PabOTHI.

YHUBEpPCUTET pacrojaraet CIeIyIIIUMH BUIAMU MOMEUIEHUI U 000pyAOBaHUS Ui MaTEpHUAIbHO-
TEXHUYECKOro obecrieueHuss 00pa3oBaTENbHON NEATEeIbHOCTH JUIsl peanu3anuu o0pa3oBaTebHOU

MPOTpPaMMBbl TUCIUIUTAHBI (MOJTYJIS):

Ne | HammeHnoBaHue 000py10BaAaHHBIX Ilepeyenn cnienuaJu3NPOBAHHON MedeIH,
n | y4eOHbIX ayHTOPHIi TeXHUYECKHX CPeICTB 00yUeHusl
n

1 |Aynutopus ans nposenenus 3anatuil  |locka menoBas , Cryinbs , Cronsl , HoytOyk ,

JICKIIMOHHOTO THUIA, 3aHATUN [IpoekTop MynbTUMETUITHBIN , DKpaH Il IPOEKTOpa ,
CEMHUHAPCKOT0 TUIA, TPYIIOBBIX U Tepmoctar TBepaoTenbHblil ['HoM , AMmndukarop ,
WHMBHUIYaJIbHBIX KOHCYJBTAIHH, Boptekc , O6opynoBanue s anexrTpodopesa ,

TEKYIIEeTo KOHTPOJIS U poMexyTouHol |Tpancummromunarop , Llentpudyra naboparopnas ,
aTTecTaluu, 00opy10BaHHAsS JlaboparopHas nocyaa , J{03aTopbl MUIETOYHBIE HA 2,
MYJIbTUMEAUNHBIMA U UHBIMU 10, 200, 1000 mxn , TepmoctaT , MUKpPOCKOTIBI

cpeacTBaMu O6y‘I€HI/IH

2 |Ilomemenue ag caMOCTOATENBHOU VYyeOHast MmeOenb (CTOJIbI, CTYJIbS), KOMIIbIOTEPHAs
paboThl 00yYAIOIIKXCSl, OCHAILIEHHOE TEXHUKA C BO3MOKHOCTBIO MOJKIIFOUECHHSI K CETH
KOMIIBFOTEPHON TEXHUKOM C «HTepHe™ M obecreueHneM JJOCTyIIa B SJIEKTPOHHYIO
BO3MO>KHOCTBIO OJKJIIOUEHHS K CETU  |MH()OPMAaLMOHHO-00pa30BaTeNbHYI0 CPELy

HuTepHeT u obecrnieueHueM J10CcTyma B
JEKTPOHHYIO HH()OPMALIMOHHO-

00pa3oBaTeNIbHYIO CPEIly OpraHU3alUuH

3 |Yuebnas ayauropus Juis ipoBeneHuss | YdeOHas MeOesb (CTOMBI U CTYJbS AJIsi 00yJaromuxcs),
MPOMEKYTOUHOU aTTECTAIINH CTOJI, CTYJI IPEToAaBaTesl, IePCOHATbHBIHA

KOMIIbIOTEP; HA0OP IEMOHCTPAIIMOHHOTO

00opy0BaHus (IPOEKTOP, IKPaH, KOJIOHKH)




YHuBepcutrer obecnedeH HEOOXOJMMBIM KOMIUIEKTOM  JIUIEH3MOHHOTO M CBOOOJHO
pachpocTpaHseMoro MporpaMMHOro obecreueHus (coctaB ompenensercs B paboudeld mporpamme
JUCLUUTUTMHBI ¥ TIOJUIEKHUT OOHOBJICHUIO TIPU HE00X0AUMOCTH). brubnnoreunslii (oH yKOMITIIEKTOBAH
NeYaTHBIMU M3JAHUAMH M3 pacdyera He MeHee 0,25 sK3eMIUIsipa KaXKAOro M3 M3/IaHUM, YKa3aHHBIX B
paboueil mporpamme AMCHUMIUIMHBI, Ha OJHOTO OOYYaloOUIerocs M3 4YHCIa JIHI, OJHOBPEMEHHO
OCBaMBAIOUINX COOTBETCTBYIOUIYIO AUCIUILINHY.

OObyuaromumcst obecriedeH A0CTyn (yIaleHHbIH JOCTYI), B TOM 4YHCJIE B Cly4yae HMpPUMEHEHUS
3JIEKTPOHHOTO OOy4YeHHs, AUCTAHIUMOHHBIX O0O0pa30BaTENIbHBIX TEXHOJOTHH, K COBPEMEHHBIM
npodeccHOHAIbHBIM 0a3aM JaHHBIX U WH(OPMAIIMOHHBIM CIIPAaBOYHBIM CHCTEMaM, COCTaB KOTOPBIX
orpenensercs B paboueil mporpaMme TUCHMILIMHBI U TIOUICKHUT OOHOBJIICHUIO (TIPU HEOOXOMMOCTH).

OOyuaronuecss W3 4YUCIa HMHBAIMAOB O0O0ECIEYEHbl NEYaTHHIMU U (WJIH) 3IEKTPOHHBIMHU

00pa3oBaTeNbHBIMU pecypcaMu B OpMax, aJanTUPOBAHHBIX K OTPAHUYEHUSM HUX 3710POBBSI.
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