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1. O01ue moJI0KeHu s

1.1. Hean 1 32124 0CBOEHHSI TUCUUIJIMHBI
1.1.1. Lens.

[Tonyuenue o0OydarOmMUMHUCA CHCTEMHBIX TEOPETHMYECKMX M MPHUKIAJHBIX 3HAHUM O

(bYH,I[aMCHTaJ'II)HBIX U TPHUKIaJHBIX aCICKTax MCHHHHHCKOﬁ TCHCTUKHU, II0JTYYCHHUC 3HAaHUH O

CTPYKTYpE T€HOMa 4YeJOBEeKa M HACJIeJICTBEHHOW IMaTOJOrHuU, OOYCIOBIEHHON HapyIIeHHEM 3TOU

CTPYKTYpPBI, COBPEMEHHBIX IMOAXOAAaX K JUArHOCTUKE, MPOPUIAKTUKE M Tepaluu HacleJCTBEHHBIX

OO0JIE3HE.

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

CdopmupoBath rOTOBHOCTh U CHOCOOHOCTH MPUMEHSATH METOJbI M TEXHOJIOTMM aHaIu3a
T€HOB ¥ T€HOMA, IPUMEHSAEMBIX B METUIIMHCKON T'€HETHKE.

ChopmupoBaTh cHCTEMY 3HAaHUM O KIMHUKO-TEHETUYECKUX XapaKTepUCTHKAX H
MOJIEKYJAPHO-T€EHETHUYECKMX  MEXaHM3Max  MaToreHe3a  4acTOd  MOHOTE€HHOWU
HACJIE/ICTBEHHOM MAaTOJIOTUU U MYJIbTH(PAKTOPHBIX 3a00I€BaHUII.

CdopmupoBaThs cucTeMy 3HaHUHM O HANpPaBIECHUSAX U MEPCIEKTHUBAX Pa3BUTHs COBPEMEHHOM
MEJUIUHCKOW T€HETUKH.

CdopmupoBarh cucTeMy 3HaHUW O COBPEMEHHBIX MOAXO0JaX K JMArHOCTUKE U JICUEHUIO

HAaCJIEICTBEHHOM ITAaTOJIOTHH.

1.2. MecTo AucOMIIMHBI B CTPYKTYpe 00pa3oBaTeIbHOM MPOrpaMMbl

Hucuuminna «MeaunuMHCKas TeHeTHKa» u3ydaercss B 8 ceMecTpe (ax) M OTHOCUTCS K

oOs3arenpHOM yactu biioka b.1 «lucuumianasl (MO )». SIBiseTcst 00s13aTeNbHON TUCHUTUTMHOM.

OO6m1ast TpyA0€MKOCTh TUCIHMIUIUHBI cocTaBisieT 2.0 3.¢.

JInst yCHemHOro OCBOEHHUS HAacTOsLIeNd MUCHUIUIMHBL (MOAyJisi) oOydaromuecs B paMKax

00pa3oBaTeNbHONW TMPOrpaMMBI  JOJKHBI OCBOWUTH  CJEAYIOIHE JAUCHHMIUIMHBL:  buomorus;

MonexkynsipHass Ouoyioruss U TeHeTHKa,; buoxumus; buoundopmartuka; OOmas naTogoOrHs:

naToyiorudyeckas aHatomus, naropusuosiorus; dusmonorus; OOmas Mmopdosorus (aHaromus,

TUCTONOT U, LuToNIorusA); HOCTpaHHbIH s3bIK; Teopus BEpOsSTHOCTH M MaTeMaTH4ecKasi CTaTUCTHKA.

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

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



1.3. Iliianupyemble pe3yJbTaThl OCBOCHUS JUCIHUIJIMHBI

8 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.




ITK-12 Cnocoden npoBoauts anaau3 pe3yiabraToB JJHK n PHK cexBennpoBanus ¢

HCIIO0JIb30BAHUEM GHOI/IH(l)OpMaTI/I'{eCKI/IX METOI0B U PECYPCOB B HAYYHBIX, JTUATHOCTUHICCKHUX U

KIMHHYECCKHUX HCCJICI0BAHUAX

[MK-12.1 13 [IpoBoaur
Hay4HbIC, JUATHOCTUYECKUE
Y KJIMHUYCCKUC
HCCIIeIOBaHUs, OCHOBAaHHbBIC
Ha nanHbix JIHK u PHK
CEKBEHUPOBAHUS C
HCIIOJIb30BaHUEM
CIICIHATBHEIX
KOMITBIOTEPHBIX IPOTPAMM
1 0a3 JaHHBIX IS
BBISBIICHUS 3HAYMMBIX
T€HOMHEIX 1
TPAHCKPUIITOMHBIX

pas3IM4YHil.

3HaTh: IPUMEHEHUE U OrpaHuyYeHust MeTo0B cekBeHupoBanusi [JHK
u PHK B quarnoctuke HacjaeCTBEHHOM MATOJIOTHUH, TUIIBI My TallUH,
BBISIBJIIEMbBIC C TIOMOIIIBIO METOJIOB CEKBEHUPOBAHUS, OCHOBHBIC Oa3bl

JaHHBIX, UCIIOJIB3YyEMBIC B MC,I[I/IHPIHCKOI;’I I'CHCTUKE.

YMeTb: BBISBIITH KOppECIIAIHUIO MEXKAY JaHHBIMU CCKBCHHUPOBAHUSA U

(heHOTUIIOM MallUeHTa.

Biajers npakTH4YeCKUM ONBITOM (TPYAOBBIMHM 1eHCTBUSIMH):
HaBBbIKAMM aHaJM3a NaTOT€HHOCTU T€HETUYECKUX BAPUAHTOB,
BBISIBJIEHHBIX METOJIOM CEKBEHHUPOBAHUS U COMOCTABJICHUS 3TUX

JaHHBIX C q)eHOTI/IHOM namuecHTa.

IIK-14 Cnoco6eH ncnoib30BaTh 3HAHUSA (PU3HYECKHUX U OMOPHU3NYECKHUX OCHOB METOA0B 1

ycTpoiicTBa 000py/A0BaHus /sl KIMHUYECKOH J1a00paTOPHOI INATHOCTUKH,

(pyHKIHOHAJIBHOM, yIbTPAa3BYKOBOM H JIy4eBOil JUATHOCTUKHU, MOJIEKY/JISAPHO-TeHETHYECKOM

AUATHOCTHKH 1JIl HHTEPIPEeTAllUA PE3yJabTaTOB HCCJIeI0BAHUH B He‘lGGHO-HHaFHOCTH‘leCKOM

npouecce 1 HAYYHbIX MCCICTOBAHUAX

ITIK-14. 113 Hcnons3yeT
3HaHUE (PU3HUYECKUX U
O10(U3UUECKUX OCHOB
METO/IOB M YCTPOUCTBA
o0opyaoBaHuUs AJis
MOJICKYJISIPHO-
TCHETUYECKOM TUarHOCTHKU
JUTSL UHTEPIIPETALUU
pE3yIbTaTOB MCCIICIOBAHUI
B JIeueOHO-
JTMarHOCTUYECKOM TpOLIEcce

N HAaYYHBIX UCCIICAOBAHUAX

3HaTh: COBPEMEHHBIC METOAbI MOJICKYJIIPHO-TCHETUYCCKOI'O U
MOJICKYJIIPHO-IUTOICHETUYCCKOI'O UCCIICAOBAHUA AJI JUArHOCTUKHU

HaCJ'IeI[CTBeHHOI\/II IMaTOJIOrur, UX BO3MOKHOCTHU U OIrPpaHUYCHUA.

YMeThb: OLIEHUTh Ka4e€CTBO MOJYYEHHBIX JaHHBIX MOJIEKYJISIPHO-
TE€HETUYECKOT O UCCIIEIOBAHNS, HHTEPIIPETUPOBATH PE3YJIbTAThI

MOJICKYJISIPHO-TCHCTUYCCKHUX U HUTOTCHCTUICCKUX I/ICCJICI[OBElHI/Iﬁ.

BuaseTs npakTHYeCKUM ONBITOM (TPYAOBBIMH /1€HCTBUAMM):
IIPOBEJICHUS] COBPEMEHHBIX METOI0B MOJIEKYJISIPHO-TEHETHUECKOTO U
LUTOT€HETUYECKOT 0 UCCIICIOBAHMS sl TUATHOCTUKHU
HACJIEICTBEHHOW MTaTOJIOTUH C UCIIOJIb30BAHUEM CIEIIUAJIBHOTO

000pyI0BaHUSI.




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

®opmbl padoTsl o0yqaromuxcst / Buabl yueOnsbix 3anatuii / | Becero | Pacnpenesienne yacos

DopMbI IPOMEKYTOYHOM aTTECTALIUH 4acoB 1o cemMecTpam

8

YyeOHble 3aHATHSA

KontakTHasi padoTa 00y4aommuxcs ¢ npemnojgaBarejieM B 31 31
cemectpe (KPO), B T.u.:

Jlexumonnoe 3anstue (JI3) 16 16
Kmanko-npaktudeckoe 3anstue (KI13) 14 14
Komnoxsuywm (K) 1 1
CamocrosiTesibHas padora odyuawmuxcs B cemectpe (CPO), 32 32
B T.4.:

[ToaroroBka K y4eOHBIM ayAUTOPHBIM 3aHATHIM 32 32

IIpoMexxyTOYHASI aTTECTALIUA:

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

arrecrauuu (KPIIA), B T.u.:

3auer (3)* 1 1
B yacax: OT/] = 64 64

O61was TpyJ0eMKOCTh KPO+CPO+KPITA+CPITA

mucuumiabl (OT/I) B 3aueTHbIX enunniax: OT/] (B 2.00 2.00
yacax): 32

* Bpems 015 nposedenusi NpoMedicymouHol ammecmayuu 6 opme 3auéma (3aujumsl Kypcosoll
pabomul) evldensemcs 6 pamkax Kowmakmwuou pabomul ([B3) Ilposedenue npomedncymouHoll
ammecmayuu 6 opme 3auéma (3awumsl Kypcogou pabomvl) OpeaHu3yemcs 6 COOMeemcmeuu ¢

pacnucanuem 3aHAMUIL.



3. Copep:xkanue IUCHUNIHHBI

3.1. Conep:xanue pa3ieioB, TeM IMCHUILIAHBI

8 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.
IMK-12.1/13 , Krnaccudukanus MyTanuii 1 TeHETUIECKIX
[MK-14. 113 BapHUaHTOB.

2 |OIIK-4.111 , |Tema 2. Kinunuko- Kinnnnko-reneaornueckiii METOI: ATaIlkbI,
OIIK-4.1/I2 , [reHeamoruyeckuii MeTo 00JyacTh MpUMeHeHUs, orpanndeHus. [IpaBuna
OIIK-4.113 , COCTaBJICHUS POJIOCITOBHBIX. THITBI
I[IK-12. 113 , HacJeA0BaHUs: ayTOCOMHO-IOMUHAHTHBIH,
[IK-14. 113 ayTOCOMHO-PELIECCUBHBIN, X-CLEIJICHHBIN

JIOMUHAHTHBIN, X-CUEIJICHHBIM pEelleCCUBHBIN, Y -
CUEIUICHHBIN, MUTOXOHIpUaIbHbIA. AHAIN3
POJIOCIIOBHBIX.

3 |OIIK-4.1U/1, |Tema 3. Bpoxnennsie ['eneTnueckas nporpaMmmMa OHTOI€HE3a.
OIIK-4.1/12 , [mopoku pa3BUTHS Knaccudukamus BITP. Mexanu3zmsl
OIIK-4.1/13 , Bo3HukHOBeHUs BIIP. denotunuyeckue
[MK-12.1113 , nposiBiieaus: BITP.

[MK-14.1 /13

4 |OIK-4.11, [Tema 4. OcHOBBI OCHOBHBIE NIOHATHUS NOMYJISIIMOHHONW F€HETUKH.
OIIK-4.1/12 , |monynsiuuoHHOM reHeTUKU. |HacTOoThl BCTPEUAEMOCTH aJIJIENIEN U T€HOTUIIOB.
OIIK-4.1/13 , |IlonynsuuoHHO- 3akoH Xapnau-BaitnOepra u yciaoBus ero
[MK-12.1/13, |cTaTuCTHYECKUI METO/I. BBINOJHEHUS. PAKTOPBI NONYJISIHIUOHHON
[IK-14. 113 JMHAMUKH. [lonyIamoOHHO-CTaTUCTUYECKUIA

METO/.




5 |OIK-4.U11, |Tema 5. XpomocomHas XpOMOCOMHAsI MTATOJIOTUS: MEXaHU3MBI
OIIK-4.U/12 , (matomorus BO3HUKHOBEHUsI. OCHOBHBIC KIIMHUYECKHE
OIIK-4.1/13 , XapaKTEPUCTUKU IATOJIOTUU ayTOCOM U IOJIOBBIX
IK-12.1/13 , XPOMOCOM Ha IIPUMEPE YaCThIX XPOMOCOMHBIX
I1K-14.1/13 cunapomoB (cunapom [layna, cunnpowm Ilatay,

CUHApOM DJiBapAca, CUHApoM TepHepa, CHHIPOM
Kuaitadenprepa, cuaapom nmomuX v moauy;
CUH/IPOM KOLIA4bero KpuKa, CUHAPOMBI JI€TICIINH
u ayrukanuu 22q11, cuaapom Bosbda-
XupiuixopHa, ¢. Bunbsmca, Cunapom
nymnukanuu 7q11.23).

6 |OIIK-4.1/3, |Tema 6. Meroab! aHanu3za [Toka3zaHus K UCCIAENOBAHUIO XPOMOCOM.
IMK-12.M13 , |xpomocoM. JlnarHoctuka CrangapTHOE HUTOT€HETUYECKOE UCCIEI0BAHNUE.
IIK-14. 113, [XpOMOCOMHOI1 MaTOJIOTUH. FISH. XMA.

OIIK-4.1/11 ,
OIIK-4.1]/12

7 |OIIK-4.1]J11, (Tema 7. bone3nu reHOMHOTO |[’€eHOMHBII UMIIPUHTUHT. IMIIPUHTUPOBAHHBIE
OIIK-4.1/2 , |uMOpUHTUHTA TeHbI YeJoBeKka. MeXaHu3Mbl HApYIIEHUS
OIIK-4.1/13 , T€HOMHOI'0 UMIIPUHTHUHTA. boJie3HH TeHOMHOTO
[MK-12.1/13 , WMIPUHTUHTA: CHHAPOM AHTelIbMaHa, CHHAPOM
[TK-14.1]13 [Ipanepa-Bumnu.

8 [OIIK-4.M1, |Tema 8. MonekynspHo- OcCHOBHbIE TPUHIUIIBI MOJIEKYJISIPHOM
OIIK-4.U]/12 , [reHeTuecKre METOIbI JIMarHOCTHUKYU HACJIEICTBEHHOM MAaTOJOTHH:
OIIK-4.1/13 , |nuarHocTuKu CKAHMPYIOINE U CKPUHUPYIOLIUE METO/IBI.
[K-12.1UJ13 , [nacnencrBenHoi nmaronoruu. |[Ipumenenne [11[P-ananu3a B tuarHoctuke
[K-14.113 [Yacts 1 HacnencrBeHHou narojoruu. [P B peansHoM

BpeMeHH. OLIeHKa SKCIIPECCUH T€HOB METOJI0M
[LIP.

9 |OIIK-4.1/1, |Tema 9. HacnencrBeHHsle bone3nu dKCniaHCUU TPUHYKIICOTUIHBIX
OIIK-4.1/12 , |601€3HM HEHTpaIbHON noBTOpoB. Xopes ['entunrrona. Cunapom
OIIK-4.1/13 , [HEepBHOI cUCTEMBI JOMKOH X-XpOMOCOMBHI (B T.4. ¢. MapTtuna-bemn),
IIK-12.113 , atakcusa @puapeiixa, MUOTOHHYECKast TUCTPODUs
ITK-14.1 /13 Kypmmana-IIreitnepra-barrena 1 u 2 tumna.

10 [OIIK-4.1/1 , (Tema 10. MonekynsapHo- Anamu3 STR mapkepos. MLPA.

OIIK-4.1/12 , |reHeTUYeCKnEe METO b CexBenupoBanue no CaHrepy.
OIIK-4.11/13 , |mmarHoCTUKH
I[IK-12.1J13 , |HacimeacTBEHHOM MaTOJIOTHH.

ITK-14. 113

Yactb 2




11 |OIIK-4.1U/1, |Tema 11. Hacnencteennsie  |Ilogxombl kK kiaccuuKaui HEPBHO-MBIIIEIHBIX
OIIK-4.1]/12 , |[HepBHO-MBITIICUHBIE OONIe3HN |Oosie3Hel. HacnencTBeHHass MOTOPHO-CEHCOpHAs
OIIK-4.1/13 , Hetiponatus 1A, 1X, 1B. Muoguctpodust
[MK-12.1/13 , Jromenna-bekkepa. CimHaIbHAST MBIIIIEYHAS
[TK-14.1/13 atpodus 1-4 Tumos.

12 |IIK-12.1U A3, |Tema 12. NGS B Meroast NGS: BO3MOKHOCTH U OTPAaHUYEHUSI.
I[IK-14 X113 , |mmarHocTtuke [TpoGomoAroToBKa 1 aHAIH3 TaHHBIX.
OIIK-4.1M/11 , |HacnencTBeHHoM natosorun |CexkBeHUpoBaHue naHenell. CEKBEeHUpOBaHKE
OIIK-4.1/12 , 3k30M0B. CEeKBEHUPOBaHUE T€HOMOB.
OIIK-4.1/13

13 |OIIK-4.1U/11 , |Tema 13. HacnencrBennsle |HacnmeacTBeHHBIC 00JIE3HN aMHHOKHCIIOT.
OIIK-4.1/12 , [6one3Hn oOMEeHa BEIIECTB Ans0ounu3M. ['unepdeHniaraHnHEMUIH.
OIIK-4.113 , Hacnencresennsle 0oe3H1 OOMEHA JIATAIOB.
[MK-12.1/13 , IN'unepxonecrepunemun. HacneacTBeHHbIe
[IK-14. 113 0oJie3HN OOMeHa yraeBoA0B. [ TMKOTEHO3HI.

Hapymenne obMeHna cTepouaHbIX TOPMOHOB.
AJnlpeHOreHUTaNIbHBIN cuHapoM. Kananonarum.
MyxkoBucuuno3. Hacneacrsennsie 0ose3HH
oOMeHa yrieBofioB. ["anakro3emusi.

14 |OIIK-4.1U/1, |Tema 14. [Iporpammbl Bunbl ckpyuHUHTa Ha HACJIEICTBEHHYO
OIIK-4.1]/12 , |ckpuHuHTa Ha natojyioruto. ¥Y3U-ckpuHuHr. buoxumuyeckuit
OIIK-4.1M/13 , |HacnencTBEHHYIO ckpunuHr. HUIIT. MIHBa3uBHas TUarHOCTHKA.
[NIK-12.U13 , |marosioruio. HEOHATAJIbHBIM CKPUHUHT. KpuTepuu BKIIFOUEHMS
[MK-14.1 /13 3a00J1€BaHUs B MPOTPaMMy HEOHATAIBLHOTO

CKpUHUHTA. PaclMpeHHbIl HEOHATAIbHBIN
CKpPUHUHT.

15 |OIIK-4.1U/11 , |Tema 15. bone3nu MuTtoxonapuansueie 6one3nu. Cunapom Kepue —
OIIK-4.1]/12 , |KJIE€TOYHBIX OpraHesI: Ceiipa, cunapom [Tupcona, arpodust 3puTeIbHBIX
OIIK-4.1/13 , (mu30cOMHBIE U HepBoB Jlebepa. Cunapom MELAS. Cunnpom
[MK-12.U13, |mepoKCHUCOMHBIE OONIE3HH, MERREF. JIuzocomubie 00I€3HHU.

IIK-14. 113  (MUTOXOHApHUAIbHbIE Myxkononucaxapuao3sbl. Anbda - MaHHO3HI03.
00s1e3Hn Cdunronunumossl: 60me3Hs [omre, 601e3Hb

®abpu. bonesns Kpaboe, 6one3nr Humana-
[MTuxka. [Tepokcucomusie 60ne3nn. CUHIPOM
LenbBerepa, cunapom Pedcyma. X-cuerniennas

aapenoneiikoauctpodus. Cunapom Jlu.




3.2. IlepeyeHp pa3aejioB, TeM [JTUCHUIUIMHBI JJIS CAMOCTOAATEJbHOI0 M3y4YeHUS
00y4arIUMuCs
PaS,Z[eJIBI 1 TEMBbI JUCIIUIIJIMHBI IJII CAMOCTOATCIbHOT' O I/I3y‘-IeHI/I$I O6y‘-IaIOH_II/IMI/IC$I B HporpaMMe HC

IIPEyCMOTPEHBI.



4. TemaTruyecKknil NJAH KOHTAKTHOW padoThbl o0ydammuxcsi ¢ IpenoaaBaTejieM IpH

NMPOBEACHUM 3aHATHI.

Ne Buael Ilepnon o0y4yenus KonnuyectBo |Buasl Texkymero (@opmbi
3aHATHA |y4eOHBIX |(cemecTp). 4acoB KOHTPOJIA NnpoBeJeHUs
n/n 3ansaTuil* ([lopsaakoBbie HOMEpPa M |KOHTAKTHOM |yCIIeBaeMOCTH** [TeKyIIero
HAUMEHOBaHUS padoThI KOHTPOJIA
pasaesioB (Moay.Jiei) ycneBaeMoCTH***
(mpu HAIMYMH), TEM, Ko oy |om
Y4eOHBIX 3aHATHH
1 2 3 4 5 6 7 8
8 cemectp
Pa3zpen 1. Menununackast reHETHKA
Tema 1. BBegenue B MEJUIMHCKYIO T€HETUKY
1 JI3 Brenenue B 2 | 1 1
MEIUIMHCKYIO T€HETUKY
Tema 2. KiInHUKO-reHeanornyeckuii MeTox
2 KII3  |Knunauxo- 2 T 1 1 1
TEHEAIOTMYECKUI METO
Tema 3. Bpoxx/ieHHBIE TOPOKU PA3BUTHUS
3 J3 Bpoxnennsie opoku 2 i 1 1 1
pa3BUTHSA
Tema 4. OcHOBBI NOMYJISUOHHON reHeTHKU. [0y IaInOHHO-CTaTUCTUYECKUI METO/,.
4 KII3  |OcHoBBI 2 T 1 1 1
MOMYJISIIIUOHHOU
TE€HETUKH.
[TonynsiuroHHO-
CTaTUCTUYECKUI METOI.
Tema 5. XpomMocomMHas MaTojorus
5 JI3 XPpOMOCOMHasI TATOJIOTUS 2 I 1 1 1
Tema 6. MeTonbl aHann3a XpoMOCOM. /[narHocTHKa XpOMOCOMHOM ITATOJIOTMH.
6 KII3 |Meroasl ananuza 2 T 1 | 1
XpomocoM. J[naraoctuka
XPOMOCOMHOM
IIaTOJIOTUH.

Tema 7. bone3Hr reHOMHOIO UMIIPUHTHHIA




7 JI3 bone3nu renoMHOTO 2 yil| 1 1 1
MMIIPUHTUHTA
Tema 8. MoJiekyJIIpHO-T€HETUYECKHE METO/IbI IMarHOCTUKY HACJIEACTBEHHOM nartojoruu. Yacte 1
8 KII3  [MonekynspHo- 2 T 1 1 |
TE€HETUYECKUE METO/IbI
JUArHOCTUKHU
HacJIeACTBEHHON
narosioruu. Yacts 1
Tema 9. HacnenctBenHble 001€3HH LIEHTPaJIbHOW HEPBHOM CUCTEMBI
9 JI3 Hacnencreennrie 2 Ji| 1 1 1
00JIe3HH IIEHTPATBLHOM
HEPBHOM CUCTEMBI
Tema 10. MoJiekyIsIpHO-T€HETUYECKHE METObI TIMATHOCTUKY HACIIEICTBEHHOM MaToJoTuu. Yacts 2
10 KII3  |MonexynsipHo- 2 T 1 1 1
TEHETUYECKUE METO/IbI
JTUArHOCTUKHU
HACJIEICTBEHHOM
narosioruu. Yacts 2
Tema 11. HacniencrBeHHbIE HEPBHO-MBIIIEUHBIE 00JI€3HU
11 JI3 Hacnencreennsie 2 Ji| 1 1 1
HEPBHO-MBIILICYHBIE
00me3Hn
Tema 12. NGS B 1uarHocTHKE HACJIE€ICTBEHHOM MaTOIOTUU
12 KII3 NGS B quarsoctuke 2 T 1 1 1
HaCJIeACTBEHHOU
MaTOJIOTUU
Tema 13. HacnenctBeHnsie 601€3HI OOMEHA BEIIECTB
13 JI3 Hacnencrsennsie 2 yil| 1 1 1
0oJe3Hn oOMeHa
BEIIECTB
Tema 14. [IporpaMmel CKpHHMHTA HAa HACJIEACTBEHHYIO MTATOJIOTHIO.
14 KII3  |IIporpammsbl CKpUHUHTA 2 T 1 1 1

Ha HACJICACTBCHHYIO

I1aTOJIOT'HIO.

Tema 15. bosie3Hn KIETOYHBIX OpraHEIUI: JIN30COMHBIE M IEPOKCUCOMHBIE O0JIe3HH,

MHUTOXOH/IpHAJIbHBIE 00JIE3HU




15 13

Bosne3nn KiaeTouHbIX
OpraHeul: TU30COMHBIE
Y TIEPOKCUCOMHBIE
0oJ1e3HU,
MUTOXOHJIpHAIIbHBIC

0o0JIe3HHA

16 K

Komnoksuym 1

Bcero B cemectpe

31 16 16 15

Bcero no gucnumuinge

(Momymo)

31 16 16 15

(*, **, *** cMOTpHU yCIIOBHBIE 0003HAYCHUS)

YciaoBHBIE 0003HAYECHUSA

Bunbl yueOHBIX 3aHATHI*

Buabl yueOHBIX 3aHATHH

CokpaménHoe HaMMeHOBaHM e

JIeKIIMOHHOE 3aHSATHE Jlexusa JI3
KimHHKO-TIpakTHYECKOE 3aHATHE Kimauko-npakruueckoe KII3
Konnoksuym Konnoksuym K

Bunsl Texymiero koutposs ycnesaemoctu (BTK)**

Buab! Texymero Coxpaménnoe Conep:xanue

KOHTPOJIsA HAHMMEHOBaHUe

ycneBaemoct (BTK)

%%

Texymmit PANG(80020030%0502100 1001105051 KonTpoJib nmocemaeMocTy 3aHATUi

JTUCHUTITAHUPY O oOyyJaromumces

KOHTPOJIb

Texymmit TemaTnueckuit OreHKa YCBOCHHSI 00y4YarOIUMCS 3HAaHUH,

TEMAaTHYECKUI YMEHUU U ONbITa MPAKTUYECKON JAEATEIBbHOCTH

KOHTPOJIb 110 TEME 3aHATUSA

Texymuii pyOeKHBIA PyGesxHbrit OreHka ycBoeHUs! 00ydaronuMcs 3HaHUH,

KOHTPOJb YMEHUH U OIbITA IIPAKTUYECKON JEATEIBHOCTH
1o Teme (pasaeny, MOIYJII0) TACUUTLTAHBI




@DopMbI IPOBEJICHUS TEKYIIETO KOHTPOJIS YCIIEBAEMOCTH O0yJaromuxces ***

Ne | @opMbI IpoBeieHUs TEKYIIET0

Texunueckoe u

Bo3moxkHOCTH TpOBeeHUS

KOHTPOJIA YCIIeBA€MOCTH COKpaniéHHoe TeKylero KOHTPoJIs
odoyuaromuxcs (PIITKY) *** HAaUMEHOBaHHe ycneBaeMOCTH 10 BUIaM
KOHTPOJIfA
| T P
1 | Kontposb npucyTcTBus IIpucyrcteue | KII |+
2 | Onpoc ycTHBIH Omnpoc ycrusiii | OY +
3 | Onpoc NUCEMEHHBIN Onpoc OIl +
MACbMEHHBIN

Tunel korTpos (TK)

Tunel KOHTPOJIA

CokpaieHHoe HANMEHOBaHHe

KoHntpous npucyrcreus KII
Omnpoc ycTHbIH oy
Onpoc n1ucCbMEHHBII OIl




5. [IpoMe:xxyTOYHAsI aTTEeCTAUA 00Yy4AIOIIMXCH MO JMCUHUILIAHE (MOIYJII0)

OueHoYHbIE CPEACTBA MPOMEKYTOYHOH aTTECTALUH

5.1. ®opmbI NpOBeeHNS MPOMEKYTOYHOH ATTeCTALUHA

Cemectp |PopMa npoBeaeHUsT IPOMEKYTOTHOM

dopmMa OpPraHu3auuy NPOMeKyTOYHOH

cemecTp

arrecrapuu™*** arrecTauuu
1 2 3
8 3auer KonTpons npucyrerBus, Onpoc yCTHBIH

YciaoBHBIC 0003HAYCHHSA ****

®opMbI IPOBeeHUA TPOMEKYTOYHON aTTeCTALIUH

CokpaménHoe 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
8 cemectp

Mlxkana Kpurepum BbICTaBJIEeHUS OLIEHOK
OLlCHUBAHUA

/OneHka

«3aUTEHO» |- O0YYaIOIIMIICS TEMOHCTPUPYET YCBOCHUE MPOrPaMMHOT0 MaTepuaia (B X0Je OTBETa

Hay4YHYI0 TEPMUHOJIOTHIO, U3JIaraeT IpOrpaMMHBINA MaTepuar, JaeT
000011IeHNS U BBIBO/IBI; - 00yYarOIIUNCS HE I0IyCKaeT OMHUOOK WK AOITYyCKAeT

6e3 0coObIX 3aTPyIHEHUI HA JOTIOJIHUTEIbHBIE BOIPOCHI 10 IPOIPAMMHOMY

PACKpBIBAET CYUIHOCTh MOHATHUH, IBIICHUI, TIPUHIUIIOB, 3aKOHOB, 3aKOHOMEPHOCTEH,

TEOPHii), BBIZCIISICT B HEM TJIaBHBIE TIOJIOKECHHUS; - 00YUYaOIIHUIACS TPAMOTHO, UCTIOJIB3YS
MOCIE0BATEbHBIA H HCUEPIBIBAIOIINI OTBET HA MMOCTABJICHHBIE BOIIPOCHI, 1€TAET

HE3HAYUTeNIbHbIE OMMOKU ITPU BOCIIPOU3BEICHNHN 3HAHUH; - 00yJaromuiics OTBedaeT




MaTepuany; - 00yJarolUiiCcs MOXKET IOMYCTUTh MEIIKHE HETOYHOCTH U He 0oJiee IBYX
OIMOOK, KOTOPBIE MOCIIE YTOYHEHHUs (HABOISAIINX BOMPOCOB) 00yUYarOIIUICs cClIocOOeH

HCIIPABUTb.

«HE

3a4YTCHO»

- 00yyaromuiics TEMOHCTPUPYET pa3pO3HEHHbIE 3HAHUI POTPAaMMHOI0 MaTepuaia (B
X0Jie 0TBeTa (hparMEeHTAPHO U HEJIOTHYHO U3JIaraeT CyIIHOCTh MOHSATHH, SBICHUH,
MIPUHIIMIIOB, 32aKOHOB, 3aKOHOMEPHOCTEH, TeOpHUil), HE UCTIONB3YET WU ClIabo
HCIOJIb3YeT HAYYHYIO TEPMHHOJIOTHIO); - 00yUYaIOIIUICS TOMYCKAeT CyIeCTBEHHBIE
OLIMOKYU ¥ HE KOPPEKTUPYET OTBET IOCIIE AOMOIHUTENBHBIX U YTOUHSIOIIHUX BOIPOCOB
MpenojaBaTens; - 00yJaronuiicst He AenaeT 0000IIeHNS U BBIBOJIBL; - 00yUaIOLIUIiCs He
OTBEYaET Ha JOTIOJHUTEIbHBIE BOMPOCHI; - 00YUaIOIIHIICS OTKA3bIBAETCS OT OTBETA; -
BO BpeMs MOJATOTOBKU K OTBETY U CAMOT'0 OTBETa 00YyYaIOIIUNCS UCTIOIB3YET

HCCAHKIIMOHHUPOBAHHBIC HCTOYHHUKH I/IH(l)OpMaI_II/II/I, TCXHUYCCKUC 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.

8 cemecTp
®opMbI IPoBeIeHUA K Makc. CooTBeTCTBHE OLICHOK
0JI-BO .
Buapl 3ansarui TEKYIIEro KOHTPOJIsA .| KoJa-BO PeTHHIOBLIM OasLiIaM
KOHTpoJIei
ycneBaeMoCTH 6amioB |TK|BTK|OTa.|Xop.|YioB..
Knunuko-
npaktuueckoe |KII3|Onpoc nuceMennsiii | OI1 7 301 B| T |43 29 15
3aHsTHE
Komnoksuym K Omnpoc yctheii OV 1 701 B| P (701|467 | 234
CyMMma 6ajuioB IO AUCIUIUIMHE 32 CEMECT] 1002

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)

8 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 3a4TeH0» |PeliTunroselii 0amn — menee 60 % (menee 600 6anioB)

U/ uim




[TomyyeHne OLIEHKH HUXKE «YJOBICTBOPUTEIBHOY 32 MPOXOXKACHUE XOTs ObI OHOTO
TEKYyIETro pyOeKHOTO KOHTPOJISL B CEMECTPE MITH HE TIPOXOKACHUE pyOeKHOTO

KOHTPOJISI




—

10

11

12

13.

14

15

16

17

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

8 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.

3ayeTHbIN OUJIET VISl MPOBeAeHUS 3a4éTa

OI'AOY BO PHUMY um. H.M. ITuporosa Munsapasa Poccuu (IIuporockuii YHuUBEpCUTET)
Kadenpa o61eit u Mennumnnckoii renernkn Mb®

Bujer Ne

JUTS TIpoBeIeHus 3adeTta 1o auciuiuimae b.1.0.20 « MeaunuHckas TeHETHKAY)
10 MPOTrpaMMe CIICIIHAIUTETA
10 CIENHATBLHOCTH
«30.05.03 MeaunuHckas KUOEPHETHKA»
HaIpaBJICHHOCTH (MMPOPHIIH)

«MenunuHCcKas HHPoOpMaTHKay
1. HacnencTBeHHble HEpBHO-MBITIeUHBIE 3a00neBanus. HMCH 1A, 1X.
2. FISH-meTon.

3aenyromuii kadenpoit Kadbenpa obmieit n meaunmackoit renetuku Mb® Bounosa B. 0.







8. MeToauyeckne ykazanusi 00y4aUUMCs 10 OCBOCHHUIO JUCHUIJIMHBI (MOAYJIs1)
MeToau4yeckne yKa3aHus I NOATOTOBKH K 3aHATHAM KJIMHUKO-NPAKTHYECKOIr0 THUIIA
W3yunth Matepuanbl JIEKIUHA IO COOTBETCTBYIOLIEH TeMe, HU3yUUTh MaTepuall y4yeOHHKa U
JOTIOTHUTEIbHBIE MaTepUaIbl IO COOTBETCTBYIOIIEH TEMe
MeToanyeckue yKa3aHus JJIl NOATOTOBKH K KO/UIOKBUYMY (TeKYLIHid py0eKHbIl KOHTPOJIb)
W3yuuts MaTepuan o BceM TeMaM COOTBETCTBYIOLIETO pasjiena
MeToaunyeckue yKa3aHus JJil NOATOTOBKH K 3a4eTy
W3yunth MaTtepual 1no BceM TeMaM, U3yUYeHHBIM B CEMECTPE B COOTBETCTBUHU CO CIHCKOM BOIIPOCOB

JJI1 IIOATOTOBKHU K HpOMe)I(YTO‘IHOﬁ aTrrecranuu.



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-

TEXHUYECKOTO olecredeHus: oOpa3oBaTeIbHON ACATEILHOCTH ISl pealu3anuud 00pa3oBaTeIbHOU

MPOTpPaMMBbl TUCIUIUTAHBI (MOJTYJIS):

Ne | HaumeHoBaHue 000pyA0BaHHBIX Ilepeuensb cnenuaJIM3MpoOBaHHOI MebeJIn,

N |y4eOHBIX ayAUTOPHId TEXHUYECKHUX CPeCTB 00yUeHust

/m

1 |Ayautopust nis nposenenus 3auatuii | Tepmocrtat TC-1/20 CITY mon.1003 , Xona0auinbHUK Ha
JICKIIMOHHOI'O THUIIA, 3aHATHI 4 0C , Ammumuduxatop , Boprekc , Crynbs , Ctounsl ,
CEMHUHAPCKOI0 TUIIA, TPYIIOBBIX U Hoyt6yk , O6opynoBanue s aaextpodopesa ,
VHJIUBUYAJIbHBIX KOHCYJIbTALlUM, [IpoekTop mynbTUMEMIiHbIN , TepMocTar ,
TEKYILEro KOHTPOJIS U Hentpudyra naboparopnas , JkpaH AJisi IpOEKTOpa ,
IIPOMEKYTOUYHOM aTTeCTalUH, Muxkpockonsl , JlaboparopHas nocyza , Jlo3atopbl
o0opyaoBaHHAs MYJbTUMEAUMHBIME U |uneTo4yHsle Ha 2, 10, 200, 1000 mxi , Jlocka menoBas
WHBIMU CPEJICTBaMU O0yUeHUs

2 |Ilomemenue ag caMOCTOATENBHOU VYyeOHast MeOenb (CTOJbI, CTYJIbs), KOMIbIOTEPHAs
paboThl 00YyYArOIIUXCsI, OCHAIIICHHOE TEXHHKA C BO3MOXHOCTBIO TIOJIKIIOUCHHS K CETH
KOMIIBFOTEPHON TEXHUKOM C «uTepHeT» n obecrieueHneM TOCTYIA B SJIEKTPOHHYO
BO3MOYKHOCTBIO MOAKITIOUEHHUS K CETH  |[MH(POPMAIIMOHHO-00pa30BaTEIbHYIO CPEIY
WNuTtepHeT u o0ecrieyeHueM J0CTyIa B
JEKTPOHHYIO HH()OPMALIMOHHO-
00pa3oBaTeNbHYIO Cpey OpraHu3aIlun

3 |Yuebnas ayautopus Ui IpoBeeHuss | YueOHast MeOesb (CTOMBI U CTYJIbS 7Sl O0yUYaroNuXcs),
MIPOMEKYTOUYHOM aTTECTAllUU CTOJI, CTYJI IPENOIaBaTelis, IePCOHAIbHBIN

KOMIBIOTEP; HA0Op AEMOHCTPALIMOHHOTO
o0opyaoBaHus (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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