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1. O01mue moI0:KeHNuS
1.1. llean u 3aga49u OCBOEHUS JUCIHUILIHHBI

1.1.1. Uens: [Monydyenne oOyyaronmMucs CUCTEMHBIX 3HaHUN O (DyHAAMEHTAIbHBIX U MPUKIAIHBIX
aclneKkTax MEIUIMUHCKOM TEeHETHKH, IOJy4YeHHE 3HAHUM O CTPYKType TI€HOMa 4YeJOBEeKa u
HACJICACTBEHHONW MAaTOJNOTHH, OOYCIOBJICHHOW HApyIIEHHEM OJTOH CTPYKTYpbl, COBPEMEHHBIX
MOJIX0JaX K TUATHOCTHKE, MPOPUIAKTUKE U TEPATUU HACIEICTBEHHBIX OOJIE3HEH.

1.1.2. 3agauu, pemiaembie B X0/1€ OCBOEHUS JUCHUILIIUHBI:

® CdopmupoBars 3HaHUS O COBPEMEHHBIX METOJaX aHallM3a FeHOMAa M JACTEKIMH MyTaluil u
TeHETUYECKUX BapHAHTOB.

® CdopmupoBaTh CHCTEMy 3HAaHUH O KIMHUKO-TEHETUYECKHX XapaKTEPUCTHKAaX U
MOJIEKYJIIPHO-TEHETUYECKMX MEXaHM3Max [aToreHe3a 4YacTo XpOMOCOMHOM U
MOHOTE€HHOH HacJeICTBEHHOM MaTOJIOIHH.

® CdopmupoBars cucTeMy 3HaHUH O HATPABJICHHUAX M MEPCIIEKTHBAX PAa3BUTH COBPEMEHHON
MEAULUHCKON T€HeTHKH.

® CdopmupoBarhk crcTeMy 3HaAHHH O COBPEMEHHBIX MOAXOJAX K JCYCHUIO U MPO(UITAKTHKE
HacJleICTBEHHOM MaTOJOTUH.

1.2. MecTO TUCUMIIIIMHBI B CTPYKTYpPe 00pa30BaTe/IbHOM MPOrpaMMbl

Hucuunnuaa «MeaunuHckas TeHeTHKa» u3ydaercss B 1, 2 cemectpe(ax) M OTHOCUTCA K
o0s3atenbHOM yacTu biioka b.1 «/luciurinHe. SIBisieTcs 00sA3aTeIbHON JUCIUILUIHHOM.

OO01as TpyA0EeMKOCTh IUCHUIUIMHEI cocTaBisieT 5.0 3.e.

3HaHMsI, YMEHUS U OIBIT IPAKTHUYECKON JIesATeNIbHOCTH, MPUOOPETEHHBIE TP OCBOCHUHU HACTOSIIEH
JTUCIUIUIMHBI, HEOOXOAUMBI ISl YCIIEIIHOTO OCBOCHHUS IUCUUIUIMH: BbImyckHas kBanudUKaIMOHHAs
pabora (MOATOTOBKA K MPOLEAYpe 3alUThl U 3allUTa BBIMYCKHOW KBadu(UKAIIMOHHOW pPabOThI);
Menununckas reHetnka; buodapmaneBtuueckoe mnpous3BoacTBo; {dapmaieBTHUeckas cuUcTeMa
kauecTBa; Pa3paborka u nmpoussoactso BMKII, CAR-T, nmpemapaToB reH03aMeCTUTENBHON TEpaIuu,
IpEernapaToB Ha OCHOBE TI€HOMHBIX peaakTopoB; HeuwHBa3uUBHBIM MpeHATaJbHBIM CKPUHUHT;
CpaBHuTeNbHAsA TEHOMHAs THOPUIN3ALIUA.

3HaHMSI, YMEHUS U OIBIT IPAKTHYECKON JesSTeIbHOCTH, MPUOOPETEHHBIE TP OCBOCHUHU HACTOSIIEH
OUCHUIUIMHBI, HEOOXOAMMBI Ui  YCIEIIHOTO  MPOXOXJEeHUs  MmpakTuk: Pa3paborka
FE€HOTEPareBTUUECKOro Mpernapara.



1.3. Ilnanupyemble pe3y/ibTaThl OCBOCHHUS THCUMIIJIMHBI

1 cemecTp

KO}I 1 HAUMCHOBAHUEC KOMIICTCHIIMH

Koa n HaumeHoBaHHe HHAUKATOpA
JOCTHKCHUA KOMIIECTCHIIMHU

“Haﬂl/lpyeMlﬂe pe3yjJabTaTbl OCBOCHUS ANCHUIITIMHBI

OIIK-1 Cnioco0eH MC0/Ib30BAaTh U IPUMEHATh (PyHIaMeHTA/IbHbIe 0MOI0THYecKUe NPeACTaBJIeHUs U COBPeMEHHbIe
MeTO0JI0THY€eCKHe TMOIXO/bI 1715 IOCTAHOBKH M PelleHHsI HOBBIX HECTAHIAPTHBIX 3a/1a4 B cepe npodecCHOHANBLHOI

AEATECJIbHOCTH

OIIK-1.U1 Ucnone3yet
(yHIaMeHTaIbHbIE OMOJIOTHIECKHe
NPECTABICHUS JUIS IOCTAHOBKH U
peluIeHus HOBBIX HECTaHIAPTHBIX
3am1a4 B cepe npodeccunoHaATEHON
JeATEIBHOCTH.

3nartb: OCHOBHBIE TCPMUHBI U [IOHATUSA MCI[I/IL[I/IHCKOﬁ TF€HETHUKU, MOJICKYJIIPHO-
TeHETHYCCKHIE OCHOBBI YaCTOM HACJIECACTBEHHOM MATOJIOTHH U MEXaHH3MBI HX peann3anuu B
6OJ'I€3HI>; COBPEMEHHBIC METO/IbI NTUATHOCTUKH HaCJ'IeZ[CTBeHHOﬁ aToJIOruu; OCHOBHBIC
TIPUHIOUIIBI OLICHKHA MATOT€HHOCTU HACIIEACTBCHHBIX U COMaTUYECKUX MyTaHHﬁ;
PIH(bOpMaIIPIOHHO-HOPICKOBLIe CUCTEMBI 1 0a3bl JaHHBIX, UCITOJIB3YIOIIHUECH B MeZ[PIIlHHCKOﬁ
TCHCTHUKE.

Ymetb: Onpenensate HeOOXOAUMOCTh U LENIeCO00Pa3HOCTh MPUMEHEHUSI KOHKPETHBIX
METO/IOB HCCIICIOBAHMS HACIICICTBEHHOMN ATOJIOTUH; HHTEPIIPETUPOBATH PE3YJIbTAThI
MOJIEKYJIIPHO-TEHETHYECKOT0 ¥ LIUTOI€HETHUECKOT0 HCCIICJOBAHMS; HHTEPIIPETHPOBATh
TEHETHYECKUE BAPUAHTHI C TOYKU 3PEHMS UX NMOTEHIHAIBHON IATOreHHOCTH, OLICHUBATh
PHCK pa3BHUTHS 3a00JI€BaHUS IPY HAJIMYMHU TOTO WIIK HHOTO T'€HETHYECKOTO BapHUaHTa y
o0cexyeMoro.

BiageTh NpakTH4YeCKHM ONBITOM (TPYAOBBIMH AeiicTBUsIMH): HaBbikamu npuMeHeHus
Pa3IUIHBIX TEHETHIECKUX METO0B, HHTEPIPETANH PE3yTbTaTOB MOJICKYIISIPHO-
FEHETUYECKUX U LIUTOI€HETUYECKUX METOJI0B AUArHOCTHKY HACIIeICTBEHHOH N1aTOJIOTUH;
OLICHKU NMAaTOT€HHOCTH F€HETHUECKUX BAPHAHTOB; YCTAHOBIICHHS KOPPETALINH MEXIY
TEHOTHIIOM U NaTOJIOTUUECKUM (DEHOTHUIIOM.

OIIK-1.MJ12 Ucnonb3yer
COBPEMEHHbIE METO/BI ISl PEIICHHS
npodeccHOHANBHBIX 3a1ad.

3uarb: COBpEeMEHHBIE METO/IBI HCCIIEOBAHMS TEHOMA, IHATHOCTHKU MYTAIUi, OLICHKH
JKCIpeccuu reHoB u MeTmwmposanus JIHK, ux npenmyinectsa 1 orpaHuueHus,
COBpEMEHHBIE 0a3bl JAHHBIX, COJIEPIKAIINE HHPOPMAIIHIO O KOPPEIALIUHE MEKILY TCHOTHIIOM K
(heHOTHITOM.

YMmeTb: MHTEpIpeTHPOBATh PE3YNBTaThl MOJIEKYISIPHO-TEHETHUECKUX U IINTOTCHETHIECKIX
HCCIIeIOBaHUI TeHOMa; BBIOpPATh HanboJee MoXO SN METO] UCCIIEI0BaHMS;
MHTEPIPETHPOBATH TeHETUUECKHUE BAPUAHTHI C TOYKH 3PEHHUS UX TTOTEHIINATBHON
NaTOr€HHOCTH, OLICHUTh PUCK Pa3BUTHS 3a00JICBaHMS IIPH HAINYUH TOTO WJIIH UHOTO
TEeHETUYECKOT0 BapHaHTA.

BiiageTh NpakTH4YeCKHM ONBITOM (TPYAOBBIMH AeiicTBUsIMH): HaBbikamu nnpuMeHeHus
Pa3IUIHBIX METONOB MCCIIEA0BAHNS TCHOMA; HHTEPIPETALlNH PE3YIbTaTOB MOJIEKYIISIPHO-
FEHETUYECKUX U LIUTOI€HETUYECKUX METOJI0B AUArHOCTHKY HACIIEICTBEHHOH 1aTOJIOTUH.

IIK-1 CnocoGeH BbISIBIATH M HHTEPIPETHPOBATH MOJIEKYISPHO-TeHeTHYeCKHe MUIIIEHH HA 0CHOBE AHAJIM3a TeHOMHBIX H
NOCTT€HOMHBIX JAHHBIX U 000CHOBBIBATH HX JHATHOCTHYECKOE M TepaneBTHYeCKOe 3HAUeHUe

[IK-1.1/]1 UaTepnpeTupyeT JaHHBIE
CEKBCHUPOBAHHMS U MHBIX
MOJIEKYJISIPHOT €HETHUECKHX
HCCIIeJOBAHMI, CBSA3BIBACT BapHAHTHI
C MaTOJIOTUeH/MHUIICHBIO.

3naTb: OcHOBHOE IporpaMMHOe obecriedeHue 1 6a3bl JaHHBIX, NCIIOJIb3YEMBIX JUIS aHAIIN3a
pe3yNbTaTOB CEKBEHHMPOBAHUS U JPYTUX MOJIEKYJIIPHO-TEHETUYECKUX HCCIIEIOBAaHUI.

Ymeth: [IpuMeHsaTs OCHOBHOE NTporpaMMHOe oOecriedeHne 1 0a3bl JaHHBIX [UIS aHaIH3a
pe3yIbTaTOB CEKBEHHPOBAHUS U JPYTHUX MOJIEKYJIIPHO-TEHETUUECKUX HCCIIEIOBAHUI.

Banajaerb npakTH4YecKHUM ONBITOM (TPYyAOBBIMH AelicTBUAMHU): CONOCTAaBICHHS JAHHBIX
CEKBCHHPOBAHUSA U APYTHX MOJCKYJISIPHO-TEHETHYECKUX UCCIEIOBAHUH ¢ (PEHOTHUIIOM
MAIMCHTA; YCTAHABIUBATH IIPUYUHY HACIICJICTBCHHOU OOJIC3HH.

YK-1 Cnocoden OCYlIeCTBJIATH Kpl/lTl/l‘leCKl{lﬁ aHaJ/Iu3 l'lpOﬁJ'leMHle chyaum‘i Ha OCHOBE CUCTEMHOI'0 Ioaxoaa,

BbIPa0aThIBATh CTPATErUIO el CTBUM

VK-1.U]/13 PazpabaTbiBaet u
COJIEPKATEIFHO apTyMEHTHPYET
CTPATETUI0 PELIEHHSI TPOOIEMHOM
CUTYyallld Ha OCHOBE CHCTEMHOTO U
MEKAUCLUIUTMHAPHOTO TTOJIX0/I0B.

3narb: OCHOBHEIE COBpPEMCHHBIC Hp06JIeMI)I B 00J1acTH JAUArHOoCTHUKHU U TEpaluun
HAaCJICICTBEHHON MMaTOJOTHH.

YmMmerth: Pa3pa6aTI)IBaTb CTPAaTEruro peuIcHus HpO6JIeM B o0JjacTu JUAarHoCTUKU U TEpanun
HAaCJICICTBEHHON MMaTOJOTHH.

Biiagerb NpaKTHYECKHM ONBITOM (TPYAOBBIMU AelicTBUAMH): [IpuMeHeHUs
(byHIaMeHTalbHBIX 3HAHUI B 00JIACTH IMAaTHOCTHKH U TEPAluK HACJIEACTBCHHON MaTOIOrHH
Ul CUCTEMHOIO PellIeHHs IIOCTaBICHHBIX 3a/1a4.

2 cemecTp




Koa 1 HaMMeHOBaHHe KOMIIETEHINMH

Koa u HanMeHOBaHUe HHAUKATOpPA

I[Lrannpyemsle pe3y1bTaThl 0CBOCHHS AHCIUNINHBI

JAOCTHKCHHUSA KOMIICTCHIIMU

OIIK-1 CnocofeH UCNOIb30BATh U PUMEHATH QyH/IaMeHTAIbHbIe GHO0I0THYeCKHe NPEICTABJIEHUS] M COBPeMEHHbIE
METOI0/I0rMYECKHE MOAXO0/IbI UISl IOCTAHOBKHU M PellleHHsI HOBBIX HECTAHIAPTHBIX 3a/1a4 B cdepe npodeccHoHATbLHOI

AeATCIbHOCTH

OIIK-1.M1 Ucnone3yer
(byHIamMeHTaIbHbIe GHOJIOrHYECKue
TIPEICTABIICHUS ISl TIOCTAHOBKH U
peleHns HOBBIX HECTaHIAPTHBIX
3amad B cepe npohecCHOHATEHON
JeATETbHOCTH.

3HaTh: OCHOBHBIC TEPMUHBI M IOHATHS MEIULIUHCKON I€HETHKH, MOJIEKYJISIPHO-
TeHeTUYEeCKHE OCHOBBI YacTOI HACJIEICTBEHHOH MaTOOTUN U MEXaHU3MBbI UX pealln3allui B
00J1e3Hb; COBPEMEHHBIE METObI TUATHOCTUKU HACJICACTBEHHON MaTOJIOTUU; OCHOBHBIE
MPUHIIMITBI OIEHKH TATOTCHHOCTH HACIIEICTBEHHBIX M COMAaTHYECKAX MYTAIlHiA;
MH(POPMAIIMOHHO-IIOUCKOBBIE CUCTEMBI U 0a3bl IaHHBIX, UCIIOIB3YIOIHECS B MEAULIUHCKOM
T€HETHKE.

YMmerts: Onpenensate He0OXOAUMOCTb U 11€71eC000Pa3HOCTh MPUMEHEHHUS! KOHKPETHBIX
METOJIOB HCCIIEIO0BAHMS HACIIEICTBEHHOH [TaTOJIOTUH; HHTEPIPETHPOBATh PE3yIbTaThI
MOJIEKYJISIPHO-T€HETHYECKOTO U LIUTOTCHETHYECKOTO MCCIIEIOBaHMS; HHTEPIIPETUPOBATD
TeHETUYECKHE BAPHUAHTHI C TOYKH 3PSHNUS UX IIOTEHIMATLHOM aTOTeHHOCTH, OIIEHHBATh
PMCK pa3BUTHS 3a00JI€BaHMS MIPH HATUYMHU TOTO MIIM MHOTO T€HETHYECKOTO BAPUAHTA Y
obcremyeMoro.

BaageTh npakTH4YecKUM ONBITOM (TPYAOBBIMM AeiicTBUsIMHM): HaBpikaMu npuMeHEeHUs
Pa3JINYHBIX FCHETUYECKUX METOI0B, HHTEPIPETALUH PE3YJIbTATOB MOJICKYISIPHO-
TEHETUYECKUX U IIUTOr€HETHYECKUX METOI0B JHArHOCTUKU HACIEACTBEHHOH MaTONOrHY;
OLIEHKY NIaTOI€HHOCTU IeHETUYECKUX BAPHAHTOB; YCTAHOBICHUS KOPPEISAIIMU MEX Y
TEHOTHUIIOM U MaTOJIOTUUECKUM (DEHOTHUIIOM.

OIIK-1.M /12 Ucnone3yeT
COBPEMEHHBIE METOIBI JUIS PEILICHHS
npohecCHOHANBHBIX 33/1a4.

3uarb: COBpEeMEHHBIC METO/IBI HCCIICOBAHHS [CHOMA, THATHOCTHKU MyTalUi, OLICHKH
9KCIPEcCHy TeHoB 1 MeTHnpoBanus JHK, nx npenmymiecTsa 1 OrpaHHIeHuS,
COBpPEMEHHBIE 0a3bl JJAHHBIX, COJIEPIKAIINE HHYOPMALIHIO O KOPPEISAIUH MEXKIY TCHOTHIIOM U
(dheHoTUIOM.

Ymern: HTEpHIpeTUPOBATH PE3YIHTATHI MOJIEKYJIIPHO-TEHETHUECKUX U [IUTOT€HETHUECKUX
HCCIIeIOBaHUM reHoMa; BEIOpaTh Hanbosee NOAXOSIINA METO T HCCIICAOBaHNUS;
HHTEPIPETUPOBATh TEHETUYECKUE BAPUAHTHI C TOUKU 3PEHUS UX MOTEHIIMATBLHON
MATOr€HHOCTH, OLICHUTh PUCK pa3BUTHSA 3a00JIeBaHUS IPU HATTMYUH TOTO UM HHOTO
TeHEeTUYECKOT0 BapHaHTa.

BaageTh npakTHYecKUM ONBITOM (TPYAOBBIMM AeiicTBUsIMM): HaBpikaMu npuMeHEeHUs
pa3IMYHBIX METOOB UCCIIEIOBAHNUS [EHOMA; HHTEPIPETAllUH PE3YJIbTATOB MOJIEKYJIIPHO-
TEHETUYECKUX U IIUTOr€HETHYECKUX METO0B JHArHOCTUKU HACIEACTBEHHON MTaTONIOTHN.

ITIK-1 Cnoco0eH BLISABJIATH M HHTE

PHPETHPOBATH MOJICKYJIAPHO-TCHETUYECCKHE MUIIICHA HA OCHOBE aHAJIN3a TCHOMHBIX U

MOCTreHOMHBIX JAHHBIX U 000CHOBBIBATH UX THATHOCTUYECKOE U TepaneBTH4eCKoe 3HaYeHue

TIK-1.1/]1 UnTepnperupyeT NaHHbIE
CEKBEHUPOBAHUS U UHBIX
MOJIEKYISIPHOT€HETHIECKIX
HCCIICIOBAHUM, CBSI3bIBACT BApUAHTHI
C TIATOJIOTHEeH/MHIIEHBIO.

3HaTb: OcHOBHOE IPOrpaMMHOe obecriedeHie 1 0a3bl JaHHBIX, HCTIOIb3YEMBIX /IS aHAITH3a
PEe3yIbTaTOB CeKBEHHPOBAHUS U JPYTHUX MOJICKYIIIPHO-TEHETHYECKUX HCCIIEIOBAHMUI.

Ymers: [IpuMeHATs OCHOBHOE MPOrpaMMHOE oOecrieueHue U 6a3bl JaHHBIX AT aHAIU3a
PE3yJIbTaTOB CEKBEHHPOBAHUS U JPYTHX MOJICKYJIIPHO-TEHETUIECKUX HCCIICIOBAHMUI.

Baagers npakTHYecKHAM ONBITOM (TPYA0BbIMH JAeficTBHsiMH): COMOCTaBICHUS JaHHBIX
CEKBEHHPOBAHUS U IPYTUX MOJIEKYJISIPHO-TEHETHUECKUX HCCIIeIOBaHUH ¢ (DEHOTUIIOM
HAIMeHTA; YCTAHABJIUBATh MPUYMHY HACJIEICTBEHHOH OOJIe3HH.

YK-1 Cnocoben ocymecTBJAATh KPUTHYECKUH aHAIU3 NPOOIEMHBIX CUTYallMii HA OCHOBE CHCTEMHOI0 OAX0/2,

BBIPA0ATHIBATH CTPATErHIO JIeiiCTBHIi

YK-1.1M/13 Pa3pabatsiBact 1
CoZiepKaTeIbHO apryMEHTHPYET
CTPATETHIO PELICHUs MPOoOIeMHOMI
CHUTyallly Ha OCHOBE CHCTEMHOTO U
MEXJMCLIUIUIMHAPHOTO MOIXOIO0B.

3HaTh: OCHOBHBIC COBPEMEHHBIE MPOOJIEMBI B 00JIACTH TUATHOCTHUKU M TEPAITUU
HACJIEJCTBEHHOM MATOIOIHH.

YMmern: Pa3pabaTbiBaTh CTpATETHIO PEHICHUS MPOOJIEM B 00JACTH TUATHOCTUKU M TCPAIUU
HACJICJICTBEHHON MATOJIOTUH.

BuaageTh NpakTH4YeCKHM ONBITOM (TPYAOBBIMH AelicTBUsIMH): [IprMeHeHns
(yHIaMEHTAIBHBIX 3HAHUI B 00IaCTU THATHOCTHKH U TEPaNUK HACIEACTBEHHON NAaTOJIOTUI

JJIA CUCTEMHOI'O PpCHICHUA IMTOCTAaBJICHHBIX 3a1a4.




2.@opMmbI padoThI 00YYAKIINXCH, BUAbI YUeOHBIX 3aHATHI U UX TPYAOEMKOCTh

®opmbl padoThl 00yuaromuxcs / Blfll];l y4eOHBIX 3aHATHIi / PopMbI Bcero Pacnpenenenune yacos 1o
NMPOMEKYTOYHOM aTTecTalUH 4acoB ceMecTpam

1 2
YueOHble 3aHATHS
KonrakTHas pa6ora o0y4yaromuxcs ¢ npenoaasarejem B cemecrpe (KPO), B T.4.: 62 30 32
Jlekmmonnoe 3ausartue (J13) 32 16 16
Kimmauko-npakruyeckoe 3ansrue (KI13) 26 12 14
Kosmoksuym (K) 4 2 2
CamocTrosiTesbHasi padoTa o0y4yalomuxcs B cemectpe (CPO), 64 32 32
B T.4.:
IloaroroBka K y4eOHBIM ayIUTOPHBIM 3aHITHIM 64 32 32
ITpoMe:kyTOYHAsI ATTeCTALMSI:
KonrakTHas padora o0yuarommxcs B Xxoae npome:xkyrouHoii arrecrauuu (KPITA), B 10 2 8
T.4.:
Ok3ameH (D)** 8 0 8
3aver (3)* 2 2 0
CamocTrosiTesibHasi padoTa 00y4aromuxcsl NPU NOATO0TOBKe K MPOMeKYTOYHOMH 24 0 24
arrectannu (CPIIA)**
O6umas TpysoesKocTs s (OTI) B yacax: OT/I = KPO+CPO+KPITA+CPITIA 160 64 96

B 3aueTHBIX equnnnax: OTJI (B yacax): 32 5.00 2.00 3.00

* BpeMms [y mpoBeACHHUS MPOMEKYTOYHOHM arrectanuu B (opme 3a4éTa BBIACISETCS B paMKax
KoHTakTHOU paboTsl ([IB3) [IpoBenenue npomexxyTouHoM aTTecTanuu B popMe 3a4€Ta OpraHu3yercs

B COOTBCTCTBUU C PACIIMCAHHUECM 3aHATHUH.

ok HpOMe)KYTOLIHaSI aTTecTaluua 06yqa101unxc;1 IO JUCLMIIIIMHC B (I)opMe OK3aMCHa OPraHU3ycCTCs B
paMKax 9K3aMEHAIlMOHHOM CECCHHM COIJIaCHO pacliMCaHUI0 5K3aMCHOB. BperI Ha TIOATOTOBKY K

OK3aMCHY U €T0 MMPOXOKACHUC YCTAHABIINBACTCS yLIe6HBIM IIJIaHOM O6pa3OBaTeJILHOI>'I nporpaMMmal.




3. Copepixkanue IUCHUNIITHHBI
3.1. Conep:xaHue pa3ieoB, TeM IMCUUILIHHBI

1 cemecTp
Ne Mudp HaumeHnoBaHue pa3aesia, TeMbl Copep:xanue pa3eia H TeMbl B JTHAAKTHYECKHX eTUHULIAX
/n KOMIIeTeHIHH JUCHUILUIMHBI

Pa3nen 1. BBenenne B METHIIMHCKYHO T

CHCTHKY. MeTobl TeHeTHKH YeJI0BeKa

YK-1.1/13, OIIK-

Tema 1. BBenenue B MEJUIIMHCKYIO

DNUIEeMHOIOTHS HACIEICTBEHHON MTATOJIOTHH. OcobOeHHOCTH

1.1, OIIK-1. TCHETHUKY MpOsIBJICHHA HacJeICTBEHHOI matosoruu. Iloaxoasl k
naz, rK-1.1ua1 KJTacCU(UKAIUY HACIEICTBECHHOHN MAaTOIOTHH. MeTO bl TeHETHKH
yeJoBeKa.

2 |YK-1.U/3, OIIK- |Tema 2. 3akOHOMEPHOCTH JIOMHHaHTHOCTB U PELECCUBHOCTh. MONEKYIISIpHBIE MEXaHU3MBbI
1.1J1, OIIK-1. HacJIEA0BaHMS IPU3HAKOB JIOMUHAHTHOCTH U PELIECCUBHOCTH. BUIbI JOMUHAHTHOCTH.
naz, rK-1.141 [leHeTpaHTHOCTE M AKCTIPECCUBHOCT. [lnelioTpomnHoe aeiicTBre

reHa. JleranbHele amuienu. Bzanmoneiictsue reHoB. Turist
Hacnenosanus. Hacnenosanue, cuemieHHoe ¢ mojoM. CLerieHHOe
HACJIeI0BAHUE.

3 |YK-1.UA3, OIIK- |Tema 3. KnuHuKO-TeHEaIOTHYECKUN KnuHuKO-reHeanorn4ecKkuii METOI: ATarbl, BO3MOXHOCTH 1
1.1, OIIK-1. METOx orpanuueHus. [IpaBuia coCcTaBICHUS POJOCIOBHOM. AITOPUTM
naz, rk-1.1ua1 aHaJIn3a POAOCIIOBHON U OINPEEIICHUS TUIIA HACIEIOBAHMUSI.

Pacuér reHeTHYECKOr0 pUcKa.

4 |YK-1.1/3, OIIK- |Tema 4. OCHOBHI Oy ISIIMOHHON OCHOBHBIC TIOHSTHS OMYJIALUOHHON TeHETHKH. 3aKOH XapIu-
1.1, OIIK-1. reHeTuku. [lomynsauonHo- Baitn6epra. ®axkTopbl NOMyJISIMOHHOM AUHAMUKHU. ['eHeTHYeCKHEe
12, IIK-1.1/1 CTAaTUCTUYCCKUI METOJI. Mapkephl. [1onyIsIHOHHO-CTaTUCTHYECKUA METOI.

Paznen 2. XpoMoCOMHasi IATOJIOTHSL U METO/bI €€ AMATHOCTUKHU

1 |YK-1.1/3, OIIK- |Tema 1. BpoxneHHusle HOpoku Ortansl OHTOI€He3a YelloBeKa. BpoxkieHHbIe IOPOKU U aHOMAIUU
1.1, OIIK-1. pas3Butus. OCHOBBI pasButus. Knaccuguxanus BITP. Tepatorennsie GpakTopsl.

12, TIK-1.1/J11 CHHJIPOMOJIOTHYECKOI0 aHAJIN3a MexaHnu3MbI (OPMHUPOBAHHUS IOPOKOB PA3BUTHSL.

2 |YK-1.UA3, OIIK- [Tema 2. XpoMocoMHasl aToJIOTUs Iomxomsl k KiaccuGUKAIIMUA XPOMOCOMHO# MATOJIOTHH.
1.1, OIIK-1. [NaTomorus ayrocom: curapom Jayna, [laray, DnBapaca.
naz, rk-1.1ua1 [TaTonorus monoBeIx XpoMocoM:cuHIpoM TepHepa, cuHApOM

Knaitagpensrepa, curapoM monuX, CHHAPOM TonuY .
MiuxpoieselIuOHHbIe 1 MUKPOYIUIMKAIIOHHbBIE CHHIPOMBL:
CHHJIPOM KOILIAYbET0 KPHKa, CHHAPOM Buibsimca, cHHIpOM
JIeJIeMH ¥ AyIuMKanuu 22g11, cuaapoM aymaukamuu 7gl1.

3 |YK-1.1[3, OIIK- |Tema 3. Ilutorenernueckuii MeTon Krnaccuguxanus xpomocom. [TokazaHus K HCCISIOBaHUIO
1.1/11, OIIK-1. aHanmm3a xpomocoM. FISH-meTox kapuotumna. CTaHIapTHOE [IUTOTCHETHUECKOE HCCIICIOBAHNE.
W2, IK-1.1M]11 MeTtoap! okpacku xpomocom. FISH-meTo.

4 |YK-1.1/3, OIIK- |Tema 4. XpoMOCOMHBIi [loxa3zaHus k uccienoBaHuio kaproTuia MetogoM XMA. XMA:
1.1A1, OIIK-1. MUKPOMAaTPUYHBIN aHAIN3 JTaIlbl, BO3MOKHOCTH U OrpaHudcHUs. MHTepnperanus
W2, IK-1.1]11 pe3ynabTaTa, MOJAYYEeHHOTro MeTo oM XMA.

Paznen 3. MoHOoreHHasi NaTo/10TUsl M METO/bI €€ TUATHOCTUKH

1 |YK-1.1[J3, OIIK- |Tema 1. Boxe3Hu reHOMHOTO I'eHOMHBIIf IMOPUHTUHT. MeXaHU3MbI HApyLICHUS TEHOMHOTO
1.1/1, OIIK-1. AMIIPUHTUHT A umnpuntuHra. Cunapowm I[panepa - Bumuu. Cunapom
naz, rK-1.141 Amnrensmana. Cuaapom CunsBepa-Paccena. Cuagpom BunemanHna-

Bbexsura.

2 |YK-1.1U]J13, OTIK- |Tema 2. HacnenacTBeHHbIC OOJIC3HH Bbone3nu sxcnaHcuu HYKJICOTUIHBIX TOBTOPOB. opest [ eHTUHI TOHA.
1.1, OIIK-1. LEHTPaJIbHON HEPBHOW CUCTEMBI HHIPOM JOMKOH X-xpomMocombl. Atakcusi Opuapeiixa.
naz, rK-1.111 Muotonnyeckas auctpodus Kypmmana-Iliteitnepra-barrena 1 u

2 Tuna.

3 |YK-1.1[3, OIIK- |Tema 3. HacnencTBeHHBIC HEPBHO- XapaKTepUCTHKa HACJIEJCTBCHHBIX HEPBHO-MBIIICUHBIX OONe3HEH.
1.1J1, OIIK-1. MBIIIEYHbIE OOJIE3HI HMCH 1A, 1X, 1B, Heiiponatus ¢ napajanyaMy OT COaBJICHHUS.
naz, riK-1.111 Muomuctpodus JromenHa-bexkepa. [IpokcumansHas cimHaIBHAS

MbledHas arpodus 1- 4 tuna.

4 |YK-1.1/3, OIIK- |Tema 4. HacnenctseHHble 601e3HI Toaxoxs! k KaccH(UKALUK HACIEICTBEHHBIX 00JIe3HeH 0OMeHa.
1.1J1, OIIK-1. oOMeHa BeIMeCTB: aMUHOAIMIONATHN U | AMuHOarnonaTud. OpraHndecKue aiuIypud. AJTbOHHA3M.
a2, 1NK-1.11a1 OpraHuYeCcKHe alluIypua TunepdenunanannaeMun. QeHUIKETOHYPHSL.

5 |YK-1.M[3, OIIK- |Tema 5. HacnencTBenHbIe O0e3HH HacnenctBenHbIe 00J1€3HM HapyIIeHUS OOMEHA YIICBOIOB.
1.1, OIIK-1. oOMeHa BelecTB: HapynieHus ooMeHa | nmmkoreHo3sl. ["anakTo3eMust.

M2, TIIK-1.1MJ11 | yriaeBomoB

6 |VK-1.1]13, OIIK- |Tema 6. HacneacTBeHHbIe O0I€3HH HacnenctBeHHbIe 00JI€3HN HAPYIICHHS 0OMEHA JTUITHAIOB.
1.1UA1, OITK-1. oOMeHa BeleCTB: HapyleHus ooMeHa |['mnepxonecrepuHeMuu.
N2, TIK-1.1MJ11 | nummmoB

7 |YK-1.1MA3, OIIK- |Tema 7. HacnencTBeHHsIe TH30cOMHBIe |JIm30coMHBIe Goe3HU. MyKomoncaxapiao3sl. Anbda -

1.1, OIIK-1. U IEPOKCUCOMHBIE O0JIC3HU ManHOo3u103. ChuHronunuaossl: 6onesHs [omre, 6onesnp Dadpwu,
naz, riK-1.111 6one3ns Kpabbe, 6one3ns Humana-ITuka. [lepokcucomHsle

6one3nn. Cunapom LlenbBerepa. Cunapom Pedeyma. X-
cleIUIeHHas ajgpenoeiikoauctpodus. Curgpom Ju.




Ne Mudp HaumeHnoBaHue pa3aesia, TeMbl Copep:xanue pa3eia 4 TeMbl B JTHAAKTHYECKHX eTUHULIAX
/m KOMIIETEHIIHHU JMCIHUTINHBI
8 |VK-1.1]/13, OIIK- |Tema 8. HacrnencTBeHHbIe MuToxoHpUaNbHbIN reHoM. MUTOXOHApUANbHBIN THIT
1.UA1, OIIK-1. MHUTOXOHIpHATILHBIC OOJIC3HH HacnenoBanus. ['eTeporuiasmusi. MUTOXOHAPHATBHBIC OOJIC3HH.
naz, rK-1.141 Cunnpom Kepac — Ceiipa. Curnpom [Tupcona. Atpodus
3putenbHbIX HepBOB Jlebepa. Cunnpom MELAS. Cunmpom
MERREF.
9 [YK-1.M3, OIIK- [Tema 9. HacnenctBennble 00Jie3HU HacnenctBeHHbIe 00€3HA COSTMHUTENRHOMN TKaHN. CHHIPOM

1AL, OTIK-1.
W12, TIK-1.1/11

1.1, OIIK-1. COCIMHUTEIBHON TKaHU Mapdana. Cunnpom Dnepca-/lannoca. HecoBepuieHHbIH
2, TIK-1.1/11 OCTEOTEHE3.
10 |YK-1.1M13, OIIK- |Tema 10. HacnencTBeHHBIE GONE3HH I'emodpummu A n B. Tanaccemns. CeprioBHIHOKIETOYHAS aHEMHSI.
1.1, OIIK-1. KpOBU Anemus Munkosckoro-Ioddapa.
na2, nK-1.111
11 |YK-1.U]3, OIIK- |Tema 11. MynbrudakropuaibHble MyneTH(akTopHaIBHEIE 3a00neBanus. MynbTH(haKTOpHOE
1.1, OIIK-1. 3a00eBaHusA HacleloBaHue. B3anmoeiicTBrue reHoTUIIAa U OKpY Karommeit
naz, rk-1.1ua1 cpenbl. HaciencTBeHHas OTSATOMICHHOCTD U MPOGUIIAKTHKA
MyJIbTH()AKTOpHANEHOH maTonoruy. bpoHxuansHas acTMa.
Bonesns AnbureiiMepa. AprepuanbHas TUIEPTEH3UsL.
12 |YK-1.1M[3, OIIK- |Tema 12. OcHOBBI OHKOT'€HETHKHU I'eHBI-OHKOTeHBI U TeHBI-CYIIPECCOPHI OIMYX0JIEBOTO POCTA.

HacnencTBeHHBIH pak MOJIOYHOM *keje3bl. PeTnHOONIAacTOMA.
HacnenctBeHHble 0myxoJieBble CHHIPOMBI. AJIECHOMATO3HbBIN
moauno3 ToacTor kumku. Heipodhubpomaros I u 11 Tuma.

13

VK-1.1/13, OITK-
1.UJ11, OTIK-1.
WJ12, TIK-1. 111

Tema 13. IILIP B ntuarnoctuke
HacJeICTBEHHOH NaTONOTUI

Ckanupyronue 1 ckpurupyomue merogs! JJHK-nuarnoctuku.
Merton IILP. Metozs! nerexuuu pesynsraTos ITLP.
Onekrpodopes. [P B peanmbrom Bpemenu. [Ipumenenue [1L[P B
JMaTHOCTUKE HACeACTBEHHOM maTonoruu. OnpeaeneHue momna
mroga. Onpenenenue pesyc-haxropa. neHTnUKaIMs THIHOCTH
1 yCTaHOBJIEHHE poacTBa. CKPHUHUHT HAa aHEYIIOWIUH.

14

VK-1.M/13, OITK-
1AL, OTIK-1.
W12, TIK-1.M/11

Tema 14. dparMeHTHbIH aHATH3 B
JIMarHOCTHKE HACJIEACTBEHHOM
narosiorud. CeKBEeHUPOBaHHE MO
ChHrepy B INarHOCTHKE
HACJIeJICTBEHHOI TaTOJOTHU

®parmenTtHsIi aHanu3. Kanmuisapasiii snexrpodopes. Meron
MLPA u ero npuMeHEHUE B HACIEACTBEHHON AaTOJIOIHH.
CexBennpoBaHue 1o CaHTepy: NIPUMEHEHUE B JUATHOCTHKE
HaclecTBeHHOH natonoruu. [loareepxknenue pezyabratoB NGS.
OmnpeseneHye UC-TPAHC-TION0KEHHS MyTalUi.

15

VK-1.M/13, OITK-
1.M/11, OTIK-1.
W12, TIK-1. W11

Tema 15. Metoast NGS B quarHoctuke
HaCJIeICTBEHHOMU maTojioruu. Yacte 1

Mertonet NGS: ceKBeHUPOBaHUE CHHTE30M, HAHOIIOPOBOE
CEKBEHHPOBAHKE, HOHHOE ITOJIyIIPOBOHUKOBOE CEKBEHUPOBAHUE.
Oramnbl mpobonoaroroBk. OneHka kadectsa JaHHBIX NGS.
Bronndbopmarrueckast 00padoTka ganHbix NGS.

16 |YK-1.1J13, OIIK- |Tema 16. Metoxsr NGS B muarnoctruke |OCHOBBI KIMHUYECKOH OMOMH(OPMATHKU. AJITOPUTM OLICHKH
1.1, OIIK-1. HACIIeICTBEHHOH MaTonoruy. YacTe 2 [maToreHHOCTH reHeTHYeCcKOro BapuaHTa. Kpurepun maToreHHOCTH
2, IK-1.1/11 BapuaHTa. ba3pl JaHHBIX TEHETHYCCKUX BAPUAHTOB.

17 [VK-1.MA3, OIIK- (Tema 17. Ananu3 maHeneil reHos, CexBeHHpOBaHKE U aHAIHN3 NaHesel reHoB. CeKBeHUPOBAHUE U
1.1A1, OIIK-1. 9K30MOB 1 T€HOMOB aHanu3 9K30M0B. CeKBEHHPOBAaHHUE U aHAIU3 T€HOMOB.
a2, IK-1.1/11

18 |YK-1.1[3, OIIK- |Tema 18. UadopmaunonHo-norckoBsie |basbr qanHBIX B MeauuuHckoi renetnke. HGMD. OMIM.
1.1A1, OIIK-1. CHCTEMBI 1 0a3bl JaHHBIX B ClinVar. gnomAD. LOVD. UCSC. HPO.
a2, 1NK-1.1M1a1 MEIMIIMHCKOMN T€HETHKE

2 cemecTp
Ne HIudp HaunmenoBanue pasziesia, TeMbl Copnep:xkanne pa3zena ¥ TeMbl B AMIAKTHYECKHX eIMHUIIAX
/m KOMIIeTeHIUH JAUCHUITHHBI

Pa3nen 1. MoHoreHHasi MATOJIOTHsI M METOAbI €€ THATHOCTHKH

YK-1.1/13, OIIK-

Tema 1. boe3nu reHOMHOTO

T'eHOMHBIH HUMIIPUHTUHT. MexaHu3MBI HapymeHus reHOMHOI'O

W12, TIK- 1.1

YIJIEBOJOB

1.1, OIIK-1. MMIPUHTHHTA nmnpuaTHHTa. Cuaapom [panepa - Bummu. Cuaapom
naz2, 1rK-1.1/1 Amnrenbmana. Cunapom CunbBepa-Paccena. Cunnpom Bunemanna-
bexBuTa.

2 |VK-1.1A3, OIIK- [Tewma 2. HacnexncTBeHHBIE G0ONe3HH Bonesnu sxcnancuy HyKI€OTUIHBIX IOBTOPOB. opes I eHTUHI TOHA.
1.1, OIIK-1. LEHTPaJIbHON HEPBHOH CUCTEMBI HHAPOM JIOMKOH X-xpoMocoMbl. Atakcust Opuapeiixa.
naz, 1iK-1.111 Muoronmueckas auctpodus Kypmmana-Iliteitnepra-barrena 1 u

2 Tuna.

3 |YK-1.M[3, OIIK- |Tema 3. HacnencTBeHHBIE HEPBHO- XapaKkTepUCTUKA HACIIEACTBEHHBIX HEPBHO-MBIILICYHBIX OONE3HEH.
1.1J1, OIIK-1. MBIIIECYHbIE 0OJIE3HU HMCH 1A, 1X, 1B, neliponarus ¢ mapajindaMmu oT CAaBJICHHUSL.
naz, rK-1.111 Mruoauctpodus Jromenna-bexkepa. [IpokcumansHas ciMHaIbHAS

MblIIeYHas aTpodus 1- 4 Tuma.

4 |YK-1.1]J3, OTIK- |Tema 4. HacnencteBeHHbIC OOJIC3HH Iomxome! k KnaccuuKau HACICICTBEHHBIX O0Ne3Hel 0OMeHa.
1.1, OIIK-1. oOMeHa BelecTB: aMUHOAIMAONATHHN U | AMuHOaronaTud. OpraHn4eckue auIypud. AJTbONHNA3M.

12, TIK-1.1/11 OpPraHUYEeCKHE alluIypuu I'unepbenmnanannaeMun. PeHUIKETOHYPHSL.

5 |YK-1.1/3, OIIK- |Tema 5. HacnencTBeHHbIe 00IC3HH HacnenctBeHHble 60€3HM HApyIICHHS OOMEHA YIIICBOIOB.
1.1, OIIK-1. oOMeHa BelecTB: HapyleHus: oOMeHa  |[mkoreHo3bl. [anmakTozemust.




Ne Mudp HaumeHnoBaHue pa3aesia, TeMbl Copep:xanue pa3eia 4 TeMbl B JTHAAKTHYECKHX eTUHULIAX
/m KOMIIETeH NN JUCHUILIHHBI
6 |VK-1.1]13, OIIK- |Tema 6. HacrneacTBeHHbIe O0I€3HH HacnenctBeHHbIe 00JI€3HN HApYIICHHS OOMEHA JTUITHAIOB.
1.UA1, OIIK-1. oOMeHa BeleCTB: HapyleHus ooMeHa |['mnepxonecrepuHeMuu.
N2, TIK-1.1MJ11 | nummmoB
7 |YK-1.1MA3, OIIK- |Tema 7. HacnenctBeHHbIe TH30cOMHBIe |JIm30coMHBIe Goe3HU. MyKomocaxapiao3sl. Anbda -
1.1, OIIK-1. U IEPOKCHCOMHBIE O0IC3HU ManH03u103. ChuHronunuaossl: 6onesHs [oure, 6onesnp dadpwy,
naz, 1iK-1.111 6one3ns Kpabbe, 6one3ns Humana-ITuka. [TepokcucomHsle
6one3nn. Cunapom LlensBerepa. Cunapom Pedeyma. X-
cleIUIeHHas ajgpenoeiikoauctpodus. Curgpom Ju.
8 |YK-1.U3, OIIK- |Tema 8. HacnencrBeHHbIe MuToxOHpUaNbHbIN reHoM. MUTOXOHApUaNbHBIN THIT

1.AJI1, OTIK-1.
WJ12, TIK-1. W11

MUTOXOHAPHUATIBHBIE 0oJIe3HI

HacnenoBaHus. [etepomnasmust. MUTOXOHIpHAIIbHBIE OOJIE3HH.
Cunnpom Kepae — Cetipa. Cuanpom [Tupcona. Atpodus
3putenbHeIX HepBoB JleGepa. Cunnpom MELAS. Cunnpom
MERREF.

9 [YK-1.U3, OIIK- [Tema 9. HacnenctBeHHble 60Jie3HU HacnenctBeHHbIe 007€3HA COSNTMHUTENBHON TKaHH. CHHIPOM
1.1, OIIK-1. COCIMHUTEIHHON TKAaHU Mapdoana. Cuagpom Dnepca-/lannoca. HecoBepieHHbII
12, TIK-1.1/11 OCTEOTeHE3.

10 [VK-1.M3, OIIK- [Tema 10. HacnenctBenHble Oone3HU I'emodunuu A u B. Tanaccemusi. CeprioBHIHOKIETOYHAS aHEMUSI.
1.1, OIIK-1. KpOBU Anemus Munkosckoro-Ilogdapa.
a2, K-1.1J11

11 |YK-1.U]J3, OIIK- |Tema 11. MynbtudakropuaibHbie MynbeTrdakTopranbHble 3aboneBanus. MynbTadakTopHOES
1.1, OIIK-1. 3a00JIEBaHHS HacienoBaHue. B3aumoseiicTBue reHoTUIIA M OKpYXKaroIei
na2, rK-1.111 cpensl. HacnencTBeHHas OTATOLICGHHOCTh U PO UIIaKTHKA

MyJIbTH()AKTOpHANEHOI naTooruy. bpoHxuansHas acTMa.
Bonesnp AnblireliMepa. ApTepHuaiibHasi THIIEPTEH3H.

12 |YK-1.1[13, OIIK- [Tema 12. OcHOBBI OHKOT'€HETUKU I'eHBI-OHKOTEHBI U TE€HBI-CYTIPECCOPHI OIyXOJIEBOTO POCTa.
1.1A1, OIIK-1. HacencTBeHHBIH pak MOIOYHOM kene3bl. PerinHoOmacToma.
naz, rK-1.111 HacnencTBeHHBIE OIyXO0IEBBIE CHHIPOMBI. AIEHOMAaTO3HBII

nonuno3 Toacroi kumku. Hefipodubpomaros I u II Tuma.

13 [VK-1.MJA3, OIIK- |[Tema 13. IILIP B quarnoctuke Ckanupyronue u ckpunupyrouume meroas! JJHK-nuaraoctuku.
1.1/11, OIIK-1. HACJICJICTBEHHOM MaTOJOTHH Merton ITP. MeToas! nerekiuu pesyastatos [1LIP.
naz, 1K-1.111 Onextpodopes. TP B peansrom Bpemenn. [Ipumenenue I[P B

JMaTHOCTUKE HAaCIeACTBEHHO! maTonoruu. Onpeznenenne momna
miona. Onpenenenue pesyc-haxropa. aeHTnUKaMs TMIHOCTH
U yCTaHOBJIEHHE poacTBa. CKPHHUHT Ha aHSYIIOUIUH.

14 |YK-1.1[13, OIIK- |Tema 14. ®parMeHTHbIH aHATH3 B OparmenTtHbIi aHanu3. Kammusipaeiii anexrpodopes. Meron
1.1UA1, OITK-1. JIMarHOCTHUKE HACJICJICTBEHHOU MLPA u ero npuMeHeHHe B HACIEICTBEHHON MATOJIOTHH.

NA2, TIK-1.MJ1 |matomorun. CeKBEHHpPOBaHUE 110 CexBennpoBaHue 1o CoHTepy: IPUMEHEHUE B JUATHOCTHKE
CoHrepy B JUarHoCTUKE HacnencTBeHHo# naronoruu. [onreepxkaenue pesynbsratoB NGS.
HACJIEICTBEHHON NATOJIOT U OmpeneneHne MUc-TPAHC-TION0KEHHS MyTalli.

15 |VK-1.113, OIIK- [Tema 15. Meronst NGS B auarnoctuke |Metoast NGS: cekBeHMpOBaHHE CHHTE30M, HAHOTIOPOBOE
1.1, OIIK-1. HacleICTBeHHOH naTonoruu. Yacte 1 [cexBeHHpoBaHKE, HOHHOE MOIYIIPOBOIHUKOBOEC CEKBEHUPOBAHME.
naz, riK-1.111 Ortans!l npobonoaroroBku. OneHka kadecTBa JaHHBIX NGS.

BuonndopMaruyeckas 00paboTka naHHbIXx NGS.

16 |YK-1.M3, OIIK- |Tema 16. Meroast NGS B auartoctike |OCHOBBI KIIMHUYECKO# OMOMH(DOPMATHKU. AITOPUTM OLICHKH
1.1A1, OIIK-1. HACIeCTBEHHOH naTonoruy. Yacte 2 [maToreHHOCTH reHeTHYecKoro BapuaHTa. Kpurepun natoreHHOCTH
a2, 1NK-1.1M1a1 BapuanTa. ba3pl JaHHBIX T€HETHYECKUX BAPHAHTOB.

17 [VK-1.M3, OIIK- (Tema 17. Ananu3 maHenei reHOB, CexBeHHPOBaHKE U aHATN3 MaHeNel TeHoB. CeKBeHUPOBAHUE U
1.1/1, OIIK-1. 3K30MOB ¥ TEHOMOB aHayn3 7k30MoB. CEeKBEHHPOBAHUE U aHAJIU3 TEHOMOB.
na2, 1K-1.111

18 |YK-1.1[13, OIIK- |Tema 18. MadopmannonHo-orickoBbie |basbr qaHHBIX B MeaunuHCKo# reaetrnke. HGMD. OMIM.
1.1UA1, OITK-1. CHUCTEMBI 1 0a3bl JAHHBIX B ClinVar. gnomAD. LOVD. UCSC. HPO.

N2, TIK-1.MJI1 | MeAUIIMHCKON IT'€HETHKE
Pa3nen 2. IlpoduaakTHKa HACAEACTBEHHOM MATOJOTHHA

1 |VK-1.1/3, OIIK- |Tema 1. IIporpaMMbl CKpUHHHIA Ha IIporpaMms! CKpUHHMHIA HAa HACIEICTBEHHYO [1aTOIOTUIO,
1.1, OIIK-1. HaCJIeICTBEHHYIO MaTOJIOTHIO. peanusyemsle Ha Tepputopuu PD. Y3 -ckpuHHHT.
nA2, 1IK-1.1M11  |IIpeHaTanbHbIA CKPUHUHT Buoxumudeckuii CkppHUHT. MeTO/bI AMarHOCTUKH,

HCIIOJIb3yEMBIE B MporpaMMax ckpununra. HUIIT.
IIpeKOHIENIIMOHHEIN CKPHHHUHT.

2 [VYK-1.UA3, OIIK- [Tema 2. HeonaranbHbIi CKpUHHHT Kpurepuu orbopa 3abosieBaHHi B TPOrpaMMy HEOHATAITLHOTO
1.1, OIIK-1. CKpHHUHTA. bruoxuMuieckue METoAbl B MEIUIUHCKON TeHETHKE.
naz, rK-1.111 Aynuonornueckuii CKkpuHUHT. CKpUHHHT Ha (QEHUIKETOHYPHIO.

CKpUHMHT Ha MyKOBHCIIHI03. CKPUHUHT Ha IaJaKTO3EeMHUIO.
CKpUHMHT Ha BPOXKAECHHBIN rHIIOTHPeo3. CKpUHUHT Ha
aIpeHOTeHUTANTBHBIN CHHApOM. HacrencTBennsie Oone3HH,
BXOJISIIME B IPOrpaMMy PACIIMPEHHOI'O HEOHATaIbHOTO
ckpuHuHra. CKPUHMHT Ha IIEPBUYHBIE UMMYHOAE(QUIINTEL.
Cxpunuar Ha CMA. CKpUHUHT Ha HaclIeICTBEHHBIE OOJIE3HH
00MeHa BELIEeCTB.

3 |OK-1.MA1, YK-1. |Tema 3. I'ennast u knerouHas tepanus | OCHOBHBIE IOAXOBI K CO3/IaHHIO TEHOTEPATIEBTHICCKIX JICKAPCTB.

W3. OIIK-1.

1A JICYCHUSA HACJIICICTBEHHBIX

CucreMbl DeTaKTUDOBAHUS TeHOMa. MeTonbl TOCTABKU




Ne Mudp HaumeHnoBaHue pa3aesia, TeMbl Copep:xanue pa3eia 4 TeMbl B JTHAAKTHYECKHX eTUHULIAX
/n KOMIIeTeHIHH AV CHUTIJIMHBI

WA1, OIIK-1.MA2 |6oxe3neit TeHOTEPareBTUUECKOT 0 MpenapaTa B KJIETKH OpraHu3Ma.
Knerounsle mpenapaTsl Ui Tepaliuy HacaeJCTBEHHbBIX
3a00JIeBaHU.

3.2. IlepeyeHp pa3aejioB, TeM [JTUCHHUIVIMHBI JJIS CAMOCTOATEJbHOI0 M3y4YeHUs
00y4aoIMUMuCs

Pa3nensl 1 TeMbl TUCHUIUIMHBI U1 CAMOCTOSITENIFHOTO M3YYEeHHs O0yUYaloIMMUCS B IpOorpaMMe He
PEyCMOTPEHBI.



4. TemaTuyeckuii NJaH KOHTAKTHOW padoThl 00y4yawIIUXCsi C NpemnojaBaTeeM IpPH
NPOBeIeHUM 3aHATHI

Ne | Buasl Ilepuon o0yuenus (cemectp). IlopsinkoBbie HoMepa u |KonnuectBo | Buabl Tekymero | ®opmbl IpoBeieHUs
n | y4eOHBIX HAaHMEHOBAHHUSI Pa3/e/0B (NP HAJIUYHH), TeM, 4acoB KOHTPOJIS TeKYIero KOHTPOJIs
/m | 3ansTHIE* y4eOHBIX 3aHATHI KOHTAKTHOIi | ycmeBaeMoCcTH™* ycneBaeMocTu***

padore! K | oy | on
1 2 3 4 5 6 7 8
1 cemecTp

Pa3nen 1. Beegenre B MEIUIIMHCKYIO TeHETHKY. METOIbI TeHETHKH YeJIOBEKa

Tema 1. BeieHne B MEIUITMHCKYIO TEHETHKY

1 | JI3 IBBe,ZICHI/IC B MEIUIIMHCKYIO T€HETUKY | 2 | J1 | 1 | |

Tema 2. 3aKOHOMEPHOCTH HACIEAOBAHMS IPU3HAKOB

2| KII3 |3aK0H0MepHocm HacleI0BaHus PU3HAKOB | 2 | T | 1 | | 1

Tema 3. KnnHHUKO-reHeaIOrnYeCKHi METOT

3 KII3 IKnanKo—reHeanomqecmﬁ METO/T I 2 | T | 1 I | 1

Tema 4. OCHOBBI HONYJISIIIHOHHON TeHEeTUKH. [1onyISIIIMOHHO-CTATUCTHYECKHA METOI.

4 KII3  |OcHOBBI nOMyJISLMOHHON reHeTHKH. IlonynsanuonHo- 2 T 1 1
CTaTHCTHIECKHUI METOI.

Pasngen 2. XpoMoCOMHas TATOJIOTHS M METOABI €€ THArHOCTHKH

Tema 1. BpoxxieHHbIE TOPOKHU Pa3BUTHs. OCHOBBI CHHJIPOMOJIOTHYECKOTO aHaJIN3a

5 JI3 BposxaeHnHble mopoku pa3BuTHA. OCHOBBI 2 I 1
CHHIPOMOJIOTHYECKOTO aHAIN3a

Tema 2. XpoMOcOMHas IATOJIOTHsI

6 | JI3 |Xp0MOCOMHa$[ IIATOJIOT U 2 | J1 | 1 | |
Tema 3. Ilutorenernyeckuii MeTos aHaan3a xpomocoMm. FISH-meTox
7 KII3  |Lurorenernmyeckuii MeTos aHamm3a xpomocom. FISH- 2 T 1 1
METO/I

Tema 4. XpoMOCOMHBIN MUKPOMATPUYHBIA aHAIH3

8 KII3 XpOMOCOMHBI MUKPOMAaTPUYHBIA aHAITN3 2 T 1 1
9 K Kommoksuywm 1 2 P 1 1

Pa3nen 3. MoHOreHHast aTOJIOTHS M METOIBI €€ THATHOCTHKH

Tema 1. boae3Hn rTeHOMHOTO HMIIPUHTHHTA

10 | JI3 |Bone3HH T€HOMHOI'O MMIPHHTHHIA 2 | J1 | 1 | |
Tema 2. HacnencTBeHHBIE 00IE3HH IIEHTPAILHON HEPBHOW CHCTEMBI
11 J3 HacnenctBennbie 00J1€3HM EHTPAIEHON HEPBHOM 2 pl 1

CHCTEMBI

Tema 3. HacnencrBeHHble HEPBHO-MBIIICYHEBIE 00IE3HU

12 | JI3 |HaCJ‘IeZ[CTBeHHI;Ie HEPBHO-MBIIIEYHBIE 00JIE3HU 2 | J1 | 1 | |

Tema 4. HacaencTBeHHbie 0oJ1e3HH 0OMEHA BCIICCTB: aMHMHOAIIMIOIIATHH U OPraHMYCCKHUEC alluaypPHKn

13 JI3 HacaencrBeHnslie 001€3H1 0OMEHA BEIIECTB: 2 I 1
AMHMHOAIIUIONATHH U OPraHUYCCKUE alliayPHH

Tema 5. HacnencTBeHHBIC 00J1e3HH 0OMEHa BCIICCTB. HAPYIICHUL oOMeHa y TJICBOJOB

14 J3 HacnenctBeHHble Gone3HH 0OMeHa BEIIECTB: HAapYIICHUS 2 pi 1
oOMeHa YIIeBOIOB

Tema 6. I111P B 1riarHoCTHKE HACIEACTBEHHON MATOJOI MU

15 KI13 TI1IP B AMAarHOCTHKE HACACACTBCHHON MATOJIOIHMH 2 T 1 1
Bcero B cemecTpe 30 15 1 6
16 3 3auer 2 TIA 1 1
2 cemecTp

Paznea 1. MoHOreHHast MATOJIOTHS M METOABI €€ TUAarHOCTUKH

Tema 1. HacnencTBeHHble 00I€3HM OOMEHA BENIECTB: HAPYIIEHHI 0OMEHA JINIIHIOB

17 J3 HacnenctBennsie 0one3Hn 0OMeHa BEIIECTB: HAPYIICHUS 2 pl 1
0o0MeHa JIMINJIOB

Tema 2. HacnencTBeHHBIC TH30COMHBIC U IICPOKCHUCOMHBIC 00J1e3HI

18 I3 HacnenctBeHHble TH30COMHBIE U IEPOKCUCOMHBIE 2 pil 1
Gone3Hu

Tema 3. HacnencrBeHnble MUTOXOHAPHAILHEIE O0JIE3HI




Ne | Buasl Mepuon odyuyenus (cemectp). [lopsinkoBbie HoMepa u |KoauvectBo | Buasl Tekymero | ®opmbl NpoBeieHHsT
| y4eOHBIX HANMEHOBAHMSA Pa3eioB (MPH HATUYHH), TEM, 4acoB KOHTPOJIsI TeKYIIero KOHTPOJIs
/n | 3ansTHIT* Y4eOHBbIX 3aHATHI KOHTAKTHOIi | ycreBaeMocTH** ycneBaeMoCTH***

padoTbI KTI oy oIl
1 2 3 4 5 6 7 8

19 JI3 HacaeacTBeHHBIE MUTOXOHAPHAIbHBIE 00IE3HH 2 J1 1

Tema 4. HaciieictBeHHbIE 00JIE3HH COETMHUTEILHON TKAHK
20 I JI3 HaciecTBeHHbIe OOIE3HH COEIMHUTENBLHON TKAHH I 2 | J1 | 1 I |

Tema 5. HaciiencrBeHHbIE 00JI€3HH KPOBU
21 | JI3 IHaCJ’IeI[CTBeHHBIe 00JIE3HU KPOBH | 2 | J1 | 1 | |

Tema 6. MynbTH(haKTOpHAIbHBIE 3a00I€BaAHUS
22 | JI3 |MyJ'ILTI/Id)aKTODI/IaJ'ILHBIe 3a00JIeBaHUS | 2 | J1 | 1 | |

Tema 7. OCHOBBI OHKOT€HETHKH
23 | JI3 |OCHOBI>I OHKOTCHETHKH | 2 | J1 | 1 | |

HAacCJIEICTBEHHOM MaTOJIOTHHU

Tema 8. q)paFMCHTHLIi/‘I aHaJIN3 B THarHOCTHKE HACIICICTBCHHOM ITaTOJIOTHH. CCKBSHI/IpOBaHI/Ie o C3Hrepy B IMardHOCTHUKEC

24 KII3  |®parMeHTHBIN aHANKU3 B AUATHOCTHKE HACIEICTBEHHOM 2 T 1 1
naronornu. CekBeHUpoBaHue Mo CHHrepy B AUATHOCTHKE
HACJICACTBCHHOM MMaTOJIOTHH

Tema 9. Metonsl NGS B 1MardHocTHKE HAcJIEACTBEHHOM maToyioruu. YacTs 1

25 KII3 Metoasl NGS B 1MarHocTHKe HaCJIeICTBEHHON 2 T 1 1
marojioru. Yactp 1

Tema 10. MeToast NGS B AMarHOCTHKE HACJIEICTBEHHON maTogorun. Yacts 2

26 KII3 Mertoast NGS B 1MarHOCTHKE HaCIIeICTBEHHOM 2 T 1 1
natoyioruu. Yacte 2

Tema 11. AHanm3 maHelIe reHOB, YK30MOB M T€HOMOB

27 | KII3 |AHaJ‘II/I3 IMaHeJIel TeHOB, SK30MOB M TECHOMOB 2 T | 1 | | 1

Tema 12. lubopManMOHHO-IIONCKOBBIE CUCTEMBI M 0a3bl JaHHBIX B MEIUIMHCKON TCHETHKE

28 KII3 MHpOpMAaITOHHO-TTONCKOBEIC CHCTEMBI U 0a3bl JaHHBIX B 2 T 1 1
MEIMITMHCKON TeHETHKE

Pasznen 2. [IpodunakTuka HaCcaeACTBEHHOM [TATOJIOI MK

Tema 1. [IporpaMMbl CKpHHHHTA HA HACJICICTBEHHYIO MATOJIOTHIO. [IpeHaTanbHbI CKPUHUHT

29 KII3  |IIporpaMMsbl CKpUHHMHIA Ha HACIEACTBEHHYIO IaTOIOTHUIO. 2 T 1 1
IIpeHaTaabHBIM CKPUHUHT

Tema 2. HeonaTabHbI CKPUHUHT

30 I KII3 IHeOHaTaanbn‘/i CKPUHUHT 2 | T | 1 I | 1

Tema 3. ['eHHas ¥ KJIETOYHAsI TEPAIUs JJIs JICYEHHs] HACJIEACTBEHHBIX OoJie3HEl

31 J3 I'enHas u kIeTouHas Tepanus Uil Je4eHUs 2 pi 1
HACJICACTBCHHBIX 00JIe3HEH

32 K Kommoksuywm 1 2 P 1 1
Bcero B cemecTpe 32 16 1 7

33 D DK3aMeH 8 TIA 1 1
Bcero mo gucuuninHe 62 31 2 13

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

YciaoBHLIE 0003HAYEHUSA

Bunbl yueOHBIX 3aHATHI*

Buap! yueOHbIX 3aHATHH

CokpaméHHoe HauMeHOBaHUe

JlekunoHHOE 3aHATHE Jlexuus JI3
Knunauko-npaktiuueckoe 3aHATHE Knunauko-npakTiuyeckoe KII3
Komnoxsuym Komnoxsuym K

Bunsl Texymiero koutpods yecnesaemoctu (BTK)**




Buabl Tekymero KOHTpoJIs Coxpaménnoe Conepixanne
ycneBaemoctu (BTK) HAHUMEHOBaHHE

Texymuit Juctummuaupyromuii | 11 | KoHTpons nocemaeMocTy 3aHATHIA 00y9aromuMCst
JTUCHUILTUHUPY O I
KOHTPOJIb
Texymuii TeMaTu4ecKui Temaruueckuit T | Onenka ycBoeHust 00y4aroniMcs 3HAHUH, YMEHHUI U OIIbITa
KOHTPOJIb MIPAKTHYECKON JESITEIHLHOCTH 110 TeME 3aHITUS
Texynmii pyOe:KHBII PyOexHbIit P | Onenka ycBoeHus 00ydaromMcst 3HAHU, YMEHHI | OITbITa
KOHTPOJIb MPAaKTUUECKOHN NESATENBHOCTH 0 TeMe (pa3ley, MOAYIIIO0) THCIUIIIHHBL

@opMBbI IPOBEJCHUS TEKYIIETO KOHTPOJIS YCIIEBAEMOCTH O0yJaromuxces ***

Ne ®DopMbI NPOBeIeHHUs TeKyIIero KOHTPOJIs TexHuveckoe u Bo3moskHOCTH NpOBeIeHUs TeKyIero
ycneBaemoctu odyuyaomuxcs (PIITKY) coKpauiéHHoe KOHTPOJISI YCII€BAeMOCTH 110 BUAAM KOHTPOJIS
HaMMeHOBaHHe
pi | T P
1 | KonTpons nmpucyrcTus [IpucyrctBue KII | +
2 | Onpoc ycTHBIiH Omnpoc yCTHbIH oy +
3 | Onpoc nucsMeHHSIH Onpoc nuceMenHsii | OI1 +




S. IlpomexyTouHas aTTecTAlMs 00YYAIOLIHUXCSH 10 JHCIUIIIMHE
OueHoOYHBIE CPEICTBA IPOMEKYTOYHOM aTTeCTAlluH

5.1. ®opMBbI IPOMEKYTOUHOM ATTECTALNH

CemecTp ®dopMa NPOMEKYTOUYHOMH ATTECTAIHT* *** dopma npoBeIeHAsSI MPOMEKYTOUHOM aTTECTAIHHA
1 2 3
1 cemectp 3auer Kontpons npucyrersust, Onpoc yCTHBIN
2 cemecTp OK3aMeH Kontpons npucyrersus, Onpoc yCTHbIN
YcioBHBIE 0003HAYEHUSA *¥**%
DopMbI MPOMEKYTOYHOI ATTECTALIMH CokpanéHHoe HaHMEHOBAHHE

DK3aMeH DK3aMeH D
3ayer 3auer 3

5.2 Kputepuu BbICTABJICHHS OLICHOK

Kpurepun BbIcTaB/ICHUS] OLICHOK NPH NPOXO0KACHHH IPOMEKYTOYHOM aTTecTauu B oopme

3agyera
1 cemecTp
Hlkana Kpurtepuu BbicTaB/IeHHSI OLIEHOK

OLlEHHBAHHS

«3auteno» |[Ipu ycTHOM OTBeTE CTYIECHT IEMOHCTPUPYET OCBOGHHE MaTepualla He HHXKe CIIEAYIOIMX TPeOOBaHUMN: - YACTUYHO
BBITIOJTHIJI 3aJIaHHUs, IPEyCMOTPEHHBIE OMIIETOM; - IEMOHCTPHPYET YCBOCHUE MTPOTPaMMHOT0O MaTepraia (B X01e OTBETa
B OCHOBHBIX YepTaxX PacKpbIBAET CYLIHOCTb IOHATUH, BICHUH, IPUHLIUIIOB, 3aKOHOB, 3aKOHOMEPHOCTEH, TeOpuit), HO
WCTIBITHIBACT 3aTPYAHCHHS IIPU €70 CAMOCTOSTEIILHOM BOCIIPOM3BEICHHH, TPEOYET AOTIONHUTEIBHBIX U YTOYHSIOIIAX
BOIIPOCOB TIPENoaBaTes; - JaeT He IOJIHBIN, HeIOCTATOYHO apI'yMEHTUPOBAHHBIN OTBET; - [ieJIaeT NPaBUIIbHbIE
00001IeHHS ¥ BEIBOBI IT0 OTICIBHBIM BOIIPOCAM; - AOIYCKAET OMIMOKH MPU BOCIIPON3BEACHUH 3HAHHH; - Ha
JIONIOJTHUTEIIbHbIE OTBETHI 110 IIPOrPAMMHOMY MaTepHally OTBEUAeT C TPYAOM; - yMEET IPUMEHATh N10JyYCHHbIC 3HAHUS
MIPH PEIICHUH TPAKTHICCKUX (CUTYAIIMOHHBIX ) 3a/1a4, HO IOITyCKAET HE3HAYUTEIbHBIC OMMOKH; J[OITyCKaroTCs OIUOKH 1
HETOYHOCTHU B COAEPKAHUU OTBETA, KOTOPHIC UCHPABILIIOTCS 00YYarOLIMMCS C HOMOIIBIO HABOSILIMX BOIIPOCOB
MPEIOAaBaTels.

«HEe CTyIeHT: - He BHIIOJHIII 33JJaHus, IPEIYCMOTPCHHBIC OWIICTOM; - IEMOHCTPHUPYET Pa3pO3HEHHBIC 3HAHUS

3a4YTEHO» MporpaMMHOro MaTepuaia (B Xo/e oTBeTa pparMeHTapHO U HEIOTWYHO M3JIaraeT CyIHOCTh OHSTHH, SIBICHH,

MIPUHIUIIOB, 3aKOHOB, 3aKOHOMEPHOCTEH, TEOpHii), He MCIONB3yeT WIH cJ1a00 MCHONb3yeT HayJHYI0 TEPMUHOJIOTHUIO); -
JIOMyCKaeT CyILECTBEHHbIE OIINOKN U HE KOPPEKTUPYET OTBET IOCTIE AOMOTHUTENBHBIX U YTOUHSIOIIUX BOIIPOCOB
TIPEITIoIaBaTellsy; - He JAesIacT 000OMIEHNS ¥ BBIBOJIBI; - HE OTBEYAET Ha JOMOJIHUTEIEHBIE BOIPOCH; - HE yMEET IPUMEHSTh
TEOPEeTUYECKHE 3HAHUS NIPU PELIEHHHN NMPAKTHYECKUX (CUTYallMOHHBIX) 3a/]a4; WIIH: - OTKa3bIBAETCS OT OTBETA; UIIH: - BO
BpeMsI HOATOTOBKH K OTBETY U CAMOT'0 OTBETA HCIONIB3yeT HECAHKIIMOHUPOBAHHbIE HCTOYHHUKY HH(OpMaIuy,
TEeXHUYECKHE CPEIICTBA.

Kpurepun BbicTaB/IeHUS] OLICHOK NPH NPOXO0KACHHH IPOMEKYTOYHOH aTTecTauu B opme

2 cemecTp

IK3aMe¢Ha

IIkana OlLICHUBAHUSA KpnTean BbICTABJICHUS OLICHOK

«HEYAOBJETBOPUTEJbHO» |B TOM ClIydac, €CIIN 06y‘Ia}OHIHfIC}IZ - YaCTUYHO BBIIIOJTHUII WJIX HE BBINIOJIHUII 3aIaHUs, IIPEAYCMOTPCHHBIC

OUICTOM; - ICMOHCTPUPYET Pa3pO3HCHHBIC 3HAHUS ITPOTPAMMHOT0 MaTepHana (B X0/Ie OTBeTa
(hparMeHTapHO W HETIOTHYHO M3JIaraeT CYIIHOCTh MOHSATHHU, SBICHUH, MPUHIUIIOB, 3aKOHOB,
3aKOHOMEPHOCTEH, TEOPHii), HE UCIIOJB3YET WK CJIa00 UCTIONB3YET HAYUHYIO TEPMHUHOJIOTHIO); - TOTTYCKAEeT
CYILIECTBEHHBIE OMIMOKH U HE KOPPEKTHPYET OTBET MOCIIE IOTIOIHUTENBHBIX U YTOYHSIOMIUX BOIIPOCOB
MpernoaBaTelis; - He JAenacT 0000IIeHHS U BEIBOBI, - HE OTBEUYACT Ha JOMOJHUTEIBHBIC BOIPOCH; - HE
yMeeT MPUMEHSTh TEOPETUIESCKUE 3HAHNS NIPU PEIICHUHU MPAKTUICCKUX (CUTYallMOHHBIX) 33/1a4; - HE YMEeT
MOJIb30BaThCsl HEOOXOAUMBIM 000PYI0BaHHEM, HHCTPYMEHTAMHU, OOPAIAaThCs C MpenapaTaMu; HiIH: -
OTKAa3bIBAETCS OT OTBETA; MIIU: - BO BPEMsI TOJTOTOBKH K OTBETY M CAMOT'O OTBETA HUCIIONB3yET
HECAHKIIMOHMPOBAHHLIE MCTOYHMKY MH(OPMALIMK, TEXHUYECKUE CPEJCTBA.

«XOpoumIo»

B TOM Clly4ae, eciii 00y4aroUiCs: - BEIOJIHWII 3a1aHNUs, IPEyCMOTPEHHBIE OMIIETOM; - IEMOHCTPUPYET
YCBOEHHE IIPOrPaMMHOT0 MaTepHaa (B XO€ OTBETa PaCKPHIBACT CYIHOCTh IOHATHH, SIBICHHH,
MPHUHIHUIIOB, 3aKOHOB, 3aKOHOMEPHOCTEH, TEOPHii), BBIAENAET B HEM TJIaBHbIE MOJOXKEHHUS; - TPAMOTHO,
WCITOJTh3VSI HAVIHVIO TENMHHOIIOTHIO. MAlIAraeT MOrNaMMHBIA MaTenHall. JIaeT MoCIIenoRaTeThHBI 1




IlIkayia oneHMBAHUSA

Kputepuu BbICTABJIEHHSI OLIEHOK

HCYEPILIBAIONIMI OTBET HA TIOCTABJIEHHbIE BOIPOCHI, J€IAeT 000OMUIEHHS ¥ BBIBOIBI; - HE JOIYCKAET
CEepbE3HBIX OIUOOK MPH BOCIIPOM3BEACHUN 3HAHUI; - OTBeyaeT 6e3 0COObIX 3aTpyAHEHNUI Ha
JIOTIOJIHUTEIBHBIE BOIIPOCHI 10 IPOrPAMMHOMY MaTepHaIy; - yMEET IPUMEHSTH [TOTyYeHHbIE 3HAHUS 1
YMEHHS TIPU PEIICHHN MPAKTHYECKUX (CUTYAIHOHHBIX) 33124, J[OMyCKAOTCsI MEJIKHE HETOYHOCTH U HE
GoJiee IBYX OMIHOOK, KOTOPBIE MOCIIEC YTOUHEHHUs! (HABOISAIINX BOIPOCOB) 00YUAOIIHICS CLIOCOOCH
VCTINABUTH.

«yA0BJIETBOPUTEIBHO»

B TOM CIIydae, eCJIM 00YJaIOIIIIACS: - YJACTUYHO BHIITOIHIII 3aJaHUs, IPELyCMOTPEHHBIE OMIICTOM; -
JEMOHCTPUPYET yCBOEHHE ITPOrPaMMHOT0 MaTepuaa (B X0J€ OTBETA B OCHOBHBIX U€PTaX PACKpPBIBAET
CYIIHOCTH ITOHSTHH, IBICHUH, IPUHIUIIOB, 3aKOHOB, 3aKOHOMEPHOCTEH!, TeopHii), HO HCIBITHIBAET
3aTPYAHEHUS IPH €r0 CAMOCTOSTEILHOM BOCIIPOU3BEICHNH, TPEOYET JIOMONHUTENBHBIX U YTOYHSIOIINX
BOIIPOCOB TIPETIOIABATEIS; - JAa€T HETIOJIHBIN, HEJOCTaTOYHO apIyMEHTHPOBAHHBII OTBET; - HE JIeTlaeT
MpaBUIbHBIE 0000IIEHNS U BBIBOABL; - IOMTyCKAaeT OLIMOKH IPH BOCTIPOM3BEACHUH 3HAHUI; - Ha
JIOTIOJTHUTEIIbHBIC OTBETHI 10 IPOrpaMMHOMY MaTepHary OTBeYaeT ¢ TPYIOM; - yMEeT IPUMEHSTh
MOTy4YeHHbIEe 3HAHUS NPY PEIIEHNH MPAKTHUECKUX (CHTYallMOHHBIX) 3a/1a4, HO JOIMyCKaeT He3HAUUTEbHbIE
ommOkH; JIomyckaTces OIMOKN M HETOYHOCTH B COJIEPKaHUH OTBETa, KOTOPBIE UCIIPABIISIOTCS
00Y4YaroNMMCsI ¢ MOMOIIBIO HABOSIINX BOIPOCOB NPENOaBATENs.

«OT/IMYHO»

B TOM CJIy4ae, eClii 00yYaroluiics: - BBITOIHII 3aaHUs, IPEAyCMOTPEHHBIC OHIIETOM; - IEMOHCTPUPYET
YCBOEHHE BCETO 00beMa IPOrPaMMHOTO MaTepualia (B X0JIe OTBETa PACKPHIBACT CYIIHOCTh MOHSATHIA,
SIBJICHUH, IPUHIIUIIOB, 3aKOHOB, 3aKOHOMEPHOCTEH, TEOPHIA), BBIACISAECT B HEM IVIAaBHBIC ITOJIOKEHUS; -
TPaMOTHO, UCIIOJIB3YS HAYUHYIO TEPMUHOJIOTHIO, JIOTMYHO U3JIaraeT MporpaMMHBINA MaTepual, 1aet
MOCIIEI0OBATEIbHBIA M CUEPIIBIBAIOIINI OTBET HA MIOCTABIEHHbIE BOIIPOCHI, JiefIaeT 000OIEHHUS U BBIBOIBI;
- HE JIOMYCKAeT OIMUOOK MPH BOCIIPOU3BEICHUY 3HAHMUIA; - JIETKO OTBEYACT Ha JOMOIHUTEIBHBIC BOIIPOCHI
10 IPOTPaMMHOMY MaTepHaIy; - OCMBICICHHO IPUMEHSET MTOYYCHHBIC 3HAHHUSI U YMEHUS MIPH PEIICHUH
MIPaKTUYECKUX (CHUTYallMOHHBIX) 3a/1a4.




6. CTpyKTypa peHTHHIa 110 AMCHMILIMHE

6.1. O0yuarommiicss ¥MeeT MPaBo MPOMTH MPOMEKYTOYHYI0 ATTECTALMIO 110 JUCHUIIIHHE HIIH
e¢ yacT Ha OCHOBAHMHU PEeliTHHIa yCIeBaeMOCTH 00y4alolierocsi U pe3yabTaTOB MPOXO0KICHUSA
TeKyLIero pyoe;xHoro KOHTPOJIs M0 JMCHHUILUIMHE B COOTBETCTBYIOIIEM ceMecTpe.

6.2. Kpurtepum, noka3areju TNpPOBeJIeHUSA TeKYHIero KOHTPOJHA YCHeBAeMOCTH C
HCIO0JIb30BaHUEM 0AJUIbHO-PEHTHHIOBOM cucTeMbl (110 ceMecTpaM U ()OpMaM NMPOMEKYTOYHOM
aTTecTalun)

PelTUHr 1O JUCLMIUIMHE PpacCUMUTHIBAETCA IO pe3yjabTaraM TeKyIlled yCIeBaeMOCTHU
oOyuaronierocs. Tun KOHTpoJs 10 BceM (opMaM KOHTPOJs TuddepeHIUpOBaHHbIN, BBICTABISIOTCS
OLICHKM 110 IIKaJe: "HeyAOBIETBOPUTEIBbHO", "ya0BIE€TBOpUTENLHO", "X0opomo", "oTimmuuno". Ucxons
U3 COOTHOWIGHHMS U KOJUYECTBA KOHTPOJIEH, pacCUUTHIBAIOTCA pPEUTHHIOBBIE Oaibl,
COOTBETCTBYIOIIUE cucTeMe AU PepeHInPOBaHHOTO KOHTPOJISL.

1 cemecTp
Co0oTBeTCTBHE OLIEHOK
Brn 3anaTHi ®opMbI IPOBeIeHHUS TEKYIIEro Koua-Bo . Makc. K0J1-BO PEHTHHTOBLIM Ga11aM
KOHTPOJIS1 ycleBaeMOCTH KOHTPOJIei 0a/I0B
TK|[BTK | Ota. | Xop. | YaoBa.
Knunwnko-
NPaKTUYECKOE KII3 Onpoc NMCbMEHHBIN OIl 6 144 B| T 24 16 8
3aHATHE
Komnoksuym K Omnpoc yCTHBII oy 1 351 B P 351 | 234 117
CyMMma 6aJuTOB 10 JIUCIHHUIIIMHE 33 CEMECTD 495

2 cemecTp

CooTBeTCTBHE OIIEHOK

Buab! sansTHii ®DopMbI IPOBeIeHHU TeKYyLIero Koa-Bo 5 Makec. k0.1-BO PeTHHIOBLIM 6a11aM
KOHTPOJISI yCIIeBaeMOCTH KOHTPOJIei 0asioB
TK|[BTK | Ota. | Xop. | YaoBJ.
Knnnnko-
NIPaKTUIECKOE KII3 Onpoc NMCbMEHHBIN OIl1 7 168 B| T 24 16 8
3aHATHE
KomtokBuym K Onpoc YCTHBIA oy 1 351 B P 351 | 234 117

CymMMma 6aJTOB 0 IUCHHUILIMHE 334 CEMECTP 519

Kpurtepuu BbicTaB/IeHUS] OLIEHOK NPH NMPOXO0KIEHNUH NMPOMEKYTOUHOI aTTecTanuu B opme
3a4eTa (HA OCHOBAHUM PelTHMHIA yCIeBAeMOCTH 00y4Yalollerocss M pe3yJbTaTOB NMPOXO0KIEHUS
TeKylero pyoe:kHoro KOHTPOJIA 10 AUCHHUILINHE (MOYJ/II0) MJIU € YaCcTH B ceMecTpe)

1 cemecTp

Mxana Kpurepum BoicTaB/IeHUS] OLEHKH
OLICHHBAHUS
«324TEHO» PetiturroBHII Oarmt — He MeHee 60 % (He MeHee 293 OanoB)

u

HOHy‘IeHI/IC OLICHKHN HC HUKE «YyAOBJIECTBOPUTECIILHO» 3a IMIPOXOKACHUE KAXKIAOT0 TEKYIIETO py6e)KHOI‘O KOHTPOJIA B
CEMECTPEC

«He 3a4TeHo» |PeiiTuHroBslit 6ama — menee 60 % (MeHee 293 6aioB)
17070078

INomyyeHue OLEHKH HIXKE «yJOBIETBOPUTEIBHO» 3a MIPOX0XKIECHHE XOTSI ObI OJJHOTO TEKYILETO PyOEexKHOT0 KOHTPOJIS B
CeMecTpe MM He MPOXOKACHHE PYOeKHOTO KOHTPOJIS

Kpurtepuu BbhICTaBJ/IEeHUS OLEHOK NMPH MPOXO0KAEHUH MPOMEKYTOUHOH aTTecTanuu B Gopme
JK3aMeHa (HAa OCHOBAHHUHM PpelTHHIa YcCHeBaAeMOCTH O00ydyawinerocs H pe3yabTaToB
NMPOXO0KAEHUS TEKYIIero pyoe:KkHOro KOHTPOJIS M0 JMCHUILIHHE (MOAYJII0) WIHN €€ YacTH)

CEMECTD
IIxaJjia oueHnBaHus Kpurepuu BbICTaBJIEHHS OLIEHKH

«OTJITHYIHO» Peiitunroseiii 6ayut ve Menee 90 % (He menee 900 6aioB)
)4




IlIkayia oneHMBAHUSA

Kputepun BhICTABJIEHHS OIEHKH

HOJ'Iy'-ICHI/Ie OLICHKH HC HUXKE «YIOBJICTBOPUTEIIBHOY 3a IMMPOXOKACHUE KAXKIOI0 TEKYLIETO py6e>!<H0r0
KOHTDOJIA B CEMECTNE

«XOPOIIOo»

Peitrunrossiii 6amt He MeHee 75 % (He MeHee 750 GaiioB)

"

INomy4enue OIEHKHN He HIKE YIOBICTBOPUTEIHHOY 3a MIPOXOXKIECHHUE KaXI0T0 TEKYIIEro pyOeKHOTO
KOHTPOJISL B CEMECTPE

«YyTOBJIETBOPUTEIBHO»

Peiitunroserii 6amn ve menee 60 % (e menee 600 6amtoB)

u

[MonyyeHue OLEHKH HEe HIKE «YIOBICTBOPUTEIBHOY 3a MPOXOXKICHHE KaXI0T0 TEKYIIEro pyOeKHOro
KOHTPOJISL B CEMECTPE

«HEYAOBJETBOPUTEJIbHO»

PeiitunroBerit 6amn menee 60 % (Menee 600 6anoB)

u/unu

IMonydyeHue OLEHKHU HIDKE «yIOBIETBOPUTEIBHOY 32 MIPOXOKIEHHE XOTSI ObI OJJHOTO TEKYIIETO PyOEKHOTO
KOHTPOJISL B CEMECTPE HIIM HE MPOXOKICHHE PYOEKHOr0 KOHTPOJIS




7. OueHo4YHble MaTepHAJbI /sl MPOBeJACHUs] NMPOMEKYTOYHON aTTecTallMu 00y4arolUXCs MO
AUCHMILIHHE

1 cemecTp

Hepeqeﬂb BOIIPOCOB IJIA MOATOTOBKH K l'[pOMC)KyTO‘lHOi;I aTTreCTallum B (])opMe 3a4yéTa

1. OcHoBHEIE 3aKOHOMCPHOCTHU HACJICAOBAaHHA ITPHU3HAKOB. BI/II[I)I JOMUWHAHTHOCTH. OTKJIOHEHUS OT
MCHACJICBCKOT'O paCIICIITICHUA.

2. Cuennennoe Haciieqosanue. Haciienosanue, CLEINIEHHOE C ITOJIOM.
3. Knaccuduxanus 1 HOMEHKIaTypa MyTalui.

4. OCHOBBI TOMYJSIMOHHON TeHETHKH. 3aKoH Xapau-BailiHOepra W yClIOBHS €ro BBITIOJTHEHHS.
[TomyAsIIIMOHHO-CTATUCTUYECKUN METO/I.

5. @akTopbl MOMYISIUOHHOW TUHAMUKH.

6. Knaccudukanus BITP, MexaHu3Mbl HX BO3HUKHOBEHHUSI.

7.1latonorus ayrocom: cunapoM Jlayna, cunapowm Ilaray, cunapom DnaBapica.

8. [TaTosnorus mosoBbIX XpoMocoM: cuHApoM TepHepa, Knaitndensrepa, monmuX u nmonu Y.

9. MUKpOJENEeMOHHbIE U MUKPOAYIJIMKALIMOHHBIE CUHAPOMBI: CUHAPOM KOIIAYbEero KpHUKa, CUHAPOM
Bunbsamca, cunapom aenenuu u gymiukanuu 22q11, cunapom aymmkanuu 7q11.

10. I'eHoMHBII UMIIPUHTHUHT. bosie3HU HapyllleHNs T€HOMHOIO UMIIPUHTHHTA: cunapoM Ilpanepa - Bumn,
CUH/IPOM AHIeJIbMaHa.

11. bone3Hu 3xcnaHCUM HYKJIEOTUIHBIX IOBTOPOB: X0opes [ eHTUHITOHA, CHHJIPOM JIOMKOM X-XPOMOCOMBI.

12. bone3Hu 3KCMaHCUU HYKIJIEOTHAHBIX MOBTOpPOB: aTtakcusi dpuapeiixa, MHOTOHHYECKass TUCTPOdUs
Kypmmana-IIreiinepra-barrena | u 2 tuna.

13. HepHo-mbimeunsie 6one3an: HMCH 1A, 1X, 1B, HeiiponaTus ¢ mapaqnyamMu OT CIaBJICHUS.
14. HepBHO-MbIIIeUHBIC O0JIe3HN: Muoauctpodus Aromenna-bekkepa.

15. HepBHO-MBITIIEYHBIC OOJIC3HH: MPOKCHUMAaJIbHAS CIIMHAIbHAS MbIleuHas aTpodus 1- 4 tuma.
16. HacnencrBeHHbIE OOJIE3HU aMUHOKHUCIIOT. AJTBOMHU3M.

17. HacnenctBeHHble 00NIe3HU aMUHOKUCIIOT. [ unepdennnaraHuHEMUIH.

18. HacnenctBennbie Oone3nu oOMeHa unuaoB. [ unepxoiaecTepuHeMIH.

19. HacneactBenHble 00s1e3HM 0OOMEHa YIIeBOJIOB. [ TMKOTE€HO3bI.

20. KnuHuKO-reHeasornueckuii Metos1. XapakTepuCTHKa TUIIOB HACJIEJOBaHMSL.

21.l{uToreHeTuYeCKHil METO/I UCCIIEIOBAHUS XPOMOCOM.



22.FISH-MeTon B qMarHoCTUKE HACIEACTBEHHON IIATOJIOTUH.
23.Metonx XMA B 1HarHoCTUKE HACIEICTBEHHOMN ITAaTOJIOTHH.

24 . TI1IP B 1MarHOCTHKE HACAEACTBCHHOM ITaTOJIOTHH.

Oo0pa3zen OusteTa 1JIs MPOBEACHUS 3a4eTa

OI'AOY BO PHUMY wum. H.U. ITuporoBa Munszapasa Poccun (ITuporoBckuii Y HUBepCcUTET)

Kadenpa obmieit u MenuuuHCcKoM reneTukn Mb®d
buaer Ne

JUISI IPOBEJICHUS 3a4eTa Mo TUCHUIUINHE «MeIuIuHCKas TeHeTHKay 10 TporpaMMe
CIIEIMaTU3UPOBAHHOTO BBICIIETO 00pa30BaHMsI 1O HarpasjeHuto moArotoBku 06.04.01
buonorus
HanpaBleHHOCTh (Ipoduiib) YIpaBieHHue reHeTHIeCKON IporpaMMoi

|. OCHOBBI MOMYJISAIMOHHON TEHETHUKH. 3aKOoH Xapau-BaitHOepra M yCJIOBUS €ro BBIITOJTHEHUS.
[TonmynsSIIMOHHO-CTaTUCTUUECKUI METO/I.

D. HepBHO-MBIH_IG‘-IHBIC 0ose3HU: IMPOKCHUMaJIbHAas CIIMHAJIbHAA MBIIICUYHAA anO(bI/ISI 1- 4 Tuna.

3aBeayronuit kadenpoit

Kadenpa obmieit 1 MmenuuuHCKOM reneTnkn Mb®d Bounosa Buktopus FOpeeBHa
JIOKTOp MEIUIIMHCKUX HAYK

2 cemecTp
IlepeyeHp NpakTHYeCKHX YMEHHMH M HaBBIKOB /JJs1 NOATOTOBKH K IPOMEXYTOYHOH
arrecrauuu B (hopme IK3aMeHa
1. OCHOBHBIE 3aKOHOMEPHOCTM HACJIEJOBAaHUs NPU3HAKOB. Buabl NOMUHAHTHOCTH. OTKJIOHEHHS OT
MEH/IEJIEBCKOIO PACLIEIUICHUS.
2. Cuennensoe Hacinenosanue. HacienoBanue, CIIETNIEHHOE € TIOJIOM.
3. Knaccuduxanus 1 HOMEHKJIaTypa MyTaluil.

4. OCHOBBI TOMYJSAIMOHHON TEHETWKH. 3akoH Xapnau-BaitHOepra u ycloBHS €ro BBIIIOJHEHHUS.
[TonmyIIMOHHO-CTaTUCTUYECKUI METO/.

5. @akTopsI NONYJIALMOHHON AUHAMUKH.



6. Knaccuduxanus BITP, MexaHu3Mbl UX BO3HUKHOBEHHUSI.
7.1laTonorust ayrocom: cuuaapom Jlayna, cunapowm Ilaray, cunapom DnaBapca.
8. IlaTomorust moJoBBIX XpoMocoM: cuHapoM Tepuepa, Knaitndensrepa, momuX u monu V.

9. MukpoenenmoHHble 1 MUKPOAYIUIMKAIIMOHHBIE CHHAPOMBI: CHHAPOM KOIIAYhero KpHKa, CHHIPOM
Bunbsmca, cunapom aeneunu u gymiukanuu 22q11, cunapom aynnukanuu 7ql1.

10. 'eHOMHBIM UMIPUHTUHT. BoJie3HN HapyllIeHUs FEHOMHOTO UMIPUHTUHTA: cuHapoMm [Ipanepa - Busu,
CUHJpPOM AHreiabMaHa.

11. bone3nu 3xcriaHcHu HYKJICOTUAHBIX ITOBTOPOB: XOPCA FeHTI/IHrTOHa, CUHAPOM JIOMKOM X—XpOMOCOMbI.

12. bosie3HM 3KCHAHCHUU HYKJIEOTHAHBIX MOBTOPOB: aTakcusi Pdpuupeiixa, MUOTOHHYECKAs IUCTPOGUSL
Kypmmana-lIreitnepra-batrena 1 u 2 tumna.

13. HepBuo-mebrmeunsie 60e3uu: HMCH 1A, 1X, 1B, Heliponatus ¢ mapaindaMu OT CAABJICHUS.
14. HepBHO-MbImeuHble 601e3Hu: MuoaucTpodus Jromenna-bekkepa.

15. HepBHO-MBIIIEUHBIE OOIE3HN: IPOKCUMAaIbHAS CIMHATIbHAS MBIIIeuHas arpodus 1- 4 turma.
16. HacnenctBeHHbIC 00JIC3HM aMUHOKHUCIIOT. AJTLOMHU3M.

17. HacnenctBeHHble 00JIe3HH aMUHOKUCIIOT. ['unepdennnaraHuHEMUHH.

18. HacnenctBeHHsie 00Jie3HM OOMEHA TUTTUIOB. [ UTIepX0oIecTepUHEMUH.

19. HacnenctBeHHsbie 00JiIe3HN OOMEHa yTeBOOB. [ TMKOTEHO3HI.

20. Hapymenune oOMeHa CTEpOMIHBIX TOPMOHOB. AJPEHOTCHHTANIbHBIM CHHIApPOM. HeoHaTtambHBIN
ckpuHuHT Ha AT'C.

21.Kananonatuu. MykoBucuna03. HeonatanbHblli CKpUHUHT Ha MYKOBHUCIIHIO3.

22. HacnencrBeHnHslie Oone3nu oOMeHa YIJIeBO4OB. I'anakto3zemus. HeoHaTanbHBIN CKPpUHHUHI' Ha
TaJJaKTO3EMHUIO.

23. BpoxneHHbIi runotupeos. HeoHaranbHblli CKpUHUHT Ha BPOXKIEHHBIM TMIIOTUPO3.

24. Mutoxonapuanbhbie 6oneznu. Cunapom Kepue — Ceiipa, cunapom Ilupcona, aTpodust 3puTeIbHBIX
HepBoB Jlebepa.

25. Mutoxonapuanbsibie 0one3nu. Cungpom MELAS. Cunnpom MERREF.

26. JIuzocomusie Oosie3an. Mykomonucaxapu103el. Abda - MAHHO3HUI03.

27. JIuzocomubie Oosie3an. CHuHTOIUIUI03BI: 001e3HB [ otre, 601e3Hs Dadpw.

28. JIuzocomusble Oose3uu. Chunronunuaossl: 601e3ub Kpadoe, 6one3np Humana-I1uka.
29.Ilepokcucomusie 6ose3nu. Cunapom LlensBerepa, cunapom Pedeyma.

30. Ilepokcucomubie OoJie3HH. X-ClIeTUICHHAs aipeHoIeKkoaucTpodusi, cuaapom JIu.



31. HacnenctBennsie 0osie3Hn coenuHuTeNbHONU TKaHu. CunapoMm Mapdana. Cunapom Dnepca-/lanmnoca.
HecoBepieHHbIi 0CTEOTeHES.

32.HacnencrBennsie 6one3nu kposu. I'emodunnu A u B.
33. HacnenctBeHHbie 00sIe3HU KpoBH. TamacceMus.
34. HacnencrBeHnsie 0osie3HM KpoBH. CeproBUAHOKIETOUHAs aHeMuUsa. AHemust MunkoBckoro-Illoddapa.

35. MynbTudakropuanbHbie 3a0oieBanusa. bpoHxuanpHas acTMma, 0oyie3Hb AJbITreiMepa, apTepruaibHas
TUNIEPTEH3HUS.

36. KnuHuKO-reHealornueckuil MeTo 1. XapakTepUuCTUKA TUIIOB HACIEAOBaHUSI.

37. lluTOoreHeTHYeCKUii METO UCCIIEIOBAHUS XPOMOCOM.

38. FISH-meToa B 1MarHOCTHKE HACIEACTBEHHOM MAaTOJIOTUH.

39.Meton XMA B IMarHoCTHKE HACJIE€ICTBEHHOM MAaTOJIOTHH.

40.I11IP B guarHoCTUKe HACIICACTBCHHOM MAaTOJIOTHH.

41. ®parMeHTHBIN aHaIN3 B AMATHOCTUKE HACIIEICTBEHHOM MAaTOJOTUH.

42. CexenupoBanue 1o Canrepy. [IpumeHneHnune B AMarHoCTUKE HACIEICTBEHHOM MAaTOJIOTUH.
43.Metoapt NGS. Dtansl mpoOonoaroToBku. [IpumMeHeHne B TUarHoCTUKE HACJICICTBEHHON MTAaTOJIOTHH.

44. Metonbsl NGS. CexBeHMpOBaHME TMaHENEH, 3K30Ma, reHoma. Kputepuu OLEHKH NaTOT€HHOCTH
TeHEeTUYECKOTO BapUaHTa.

45.Buapl CKpUHUHTA Ha HACIEACTBeHHYIO narojoruto. [Ipenaransubiii ckpunauar. HUIIT.
46. Buapl CKpUHUHTA Ha HACTIEACTBEHHYIO MATOJIOTHIO. [[peKOHIIENIIMOHHBIN CKPUHUHT.

47. HeoHaTalbHBI CKPUHHHT: 00IIast XapaKTePUCTHUKA, KPUTEPUH BKIIOUYEHHUS 3a00JIeBaHUS B IPOrpaMMy
CKpUHHMHIra. AyJIMOJOrN4eCKUI CKPUHUHT .

48. HporpaMMa pacIMp€HHOr0 HEOHATAJIbHOTO CKpUHUHTIA.

O0pasen OnJieTa /11 IPOBeICHUsI IK3aMeHa

OI'AOY BO PHUMY um. H.U. IIuporosa Munsapasa Poccun (ITuporosckuii Y HuBepcurer)

Kadenpa obmieli u menunmHckoi renetuku Mb®D
buser Ne

JUI [IPOBEJICHUS 3K3aMeHa M0 AUCUUILIMHE « MeAUIMHCKasi TEHETUKA 110 IporpaMme
CHEMAIM3UPOBAHHOIO BhICILIEr0 00pa3oBaHUsl 110 HanpasiaeHUo noarotosku 06.04.01
buonorus
HaNpaBJICHHOCTH (PO uiIb) YpaBiieHHe TeHETHIECKON MporpaMMoit




4

|. 'eHOMHBIN UMOPUHTHHT. BOJIE3HH HapylIeHHUs] TEHOMHOTO MMIIPUHTHHTA: cuHapoM lIpanepa -
Bwinu, cunapom AHrenbmasa.

. CexBeHupoBanue 1o CrHrepy B AMarHOCTHUKE HACJIEICTBEHHOM MMaTOJIOTHH.

3aBeyromnuit kadenpoit
Kadenpa obmieit u menunuHcKkoi reneTnkn Mb®d Bounosa Bukropus FOpeeBHa
JIOKTOp METUIIMHCKUX HAYK




8. MeTroauyeckue ykazaHusi 00y4aommuMcs M0 0CBOEHHIO U CUUIIJIMHbBI
MeTtoauyeckue yKkazaHusi AJsl MOJATOTOBKH K 3aHIATHAM JIEKIIMOHHOT0 THIIA

N3yunte MaTepuai NpeapIAyuX JEKIUN U 3aHATHMN.
MeToanuyeckne yKkazaHus JAJIsl NOATOTOBKH K 3aHATHAM KJIMHHUKO-NPAKTHYECKOr0 THIIA

N3yunts wMatepuanm JEeKIHH, O3HAKOMHTBCS C YyYEOHBIM MaTepHajoM 10 Y4YeOHHKY,
JIOTIOJTHUTEIIBHOW JIMTEpaType, BKIIOUas AJICKTPOHHBIE 00pa3oBaTEIbHBIC PECYpChl M KIMHHYECKHE
PEKOMEH/IAITUH.

MeToanuyeckne yKazaHus JJIs1 MOATOTOBKH K KOJJIOKBHUYMY (TeKYIIUi pyOesKHbIH KOHTPOJIb)

O3HAaKOMUTKCS CO CTUCKOM BOIIPOCOB K KOJJIOKBUYMY.
N3yuuth y4ueOHBIH MaTepual MO BCEM TeMaM 3aHSATUH JaHHOTO pas3fena, UCHOJIb3ys MaTepuaibl
JeKIui, ydeOHUKa, JOMOJHUTEIBHOMN JINTEPATYPhI U 3JIEKTPOHHBIE 00pa30oBaTeNIbHbIE PECYPCHI.

MeToauueckue YKazaHuA IJIl MOATOTOBKH K 3a9€TYy

®  (O3HAKOMHUTHCS CO CITUCKOM BOIIPOCOB K 3a4CTYy.
I/I3y‘-II/ITB y‘{e6HLII71 MaTcepruail 1o BCEM TEMaM yqe6H0r0 Kypca: MaTcpualibl HCKHHﬁ,
y‘{e6HI/IKOB, JIOTIOJTHUTEIbHOM JIATCPATYPBI U 3JICKTPOHHBIX O6pa3OBaTCJ'IBHLIX PECypCOB.

MeToauuecKue YKa3aHud IJIsl MOATOTOBKH K 3K3aMEHY

O3HAKOMUTKCS CO CIIMCKOM BOIIPOCOB K 9K3aMEHY.
N3yunTh ydeOHBI MaTepHal MO BCEM TeMaM Y4eOHOro Kypca: MaTepHalbl JICKIHH, y4eOHUKOB,
JIOTIOTHUTEIIFHOU JIMTEPATyPhI U JIEKTPOHHBIX 00pa30BaTEeIILHBIX PECYPCOB.
OTMETUTHh BOMPOCHI, BBI3BIBAIOIINE CJOXHOCTH, 4YTOOBI OOCYIHMTh WX C TpernojaBaTeyieM Ha
KOHCYJIbTAIIMH TIEPE]T IK3aMEHOM.

MeToauuyeckue yKazaHus JJIs CAMOCTOATEIbHOM padoTsl ctyaeHToB (CPC)
CamocrosTenbHas paboTa CTyICHTa CKIabIBACTCS U3 PETYISIPHOM MPOpabOTKU y4eOHOTO

matepuaia (JIeKIUi, y4eOHO! JInTepaTyphl), MOATOTOBKE K TEKYIIEMY TEMaTUYECKOMY,
TEKyIIEMY pyOeKHOMY U TEKYILLIEMY HTOTOBOMY KOHTPOJISIM yCIIEBAEMOCTH.



9.

YueOHO-MeTOANIECKOE,

AUCHMILTUHBI
9.1. IlepeyeHb JTUTEPATYPHI 0 JUCHHUIJIMHE:

HH(POPMALIMOHHOE M MAaTepHAJIbHO-TeXHHYeCKoe obecneyeHne

Ne HaumeHnoBaHue, aBTOp, roJ 1 MecTO Pexomennyercs npu u3y4eHun KonnuectBo DJIeKTPOHHBII
n H3JaHUS pa3aesioB JUCHUNTHHBI IK3eMILISAPOB ajpec pecypca
/n B Oubanorexe
1 2 3 4 5

1

Knuunyeckast reHeTHKa [ DIeKTpOHHBIH
pecypc] : reHOMUKa ¥ IPOTEOMHUKA HACIIE/ICTB.
maToyxoru : y4eo. mocobue / I'. P. MyroBuH. —
3-¢ u3n., nepepad. u gom. — Mockea :
I'D0TAP-Mennua, 2010. — 832 ¢

[podunakTruka HaCIEeACTBEHHON
[aTOJIOTMH XPOMOCOMHAs MaTOJNIOTUs U
MeToJbI €€ IMarHoCTUKH BBenenue B
MEUIMHCKYIO TeHeTHKY. MeTo bl
TeHEeTHKH YelloBeKa MoHOreHHas
[IaTOJIOTHSI U METOMbI €€ TMarHOCTUKU

https://www.
studentlibrary.ru
/book/
ISBN9785970411520.
html

2 |KnuHnueckas reHeTuKa [ DIeKTpOHHbIH IMpo¢unakTuka HacIeACTBEHHON https://www.
pecypce] : [y4e6. s BeicL. Ipod. [aToJIOrud XpOMOCOMHAs NaTONOTUS U studentlibrary.ru
obpasosanusi] / H. I1. Boukos, B. I1. ITy3bipeB, |Merons! e€ nuarHoctuku Beenenue B /book/
C. A. CmupHuxuna ; noa pen. H. I1. boukoBa. |MequuuMHCKYyIO reHeTHKY. MeToabl ISBN9785970458600.
— 4-e u3g., fom. u nepepad. — Mockaa : TeHETHKH uelloBeka MoHoreHHas html
I'D0TAP-Memua, 2020. — 582 c. MaTOJOTHs M METOJBI €€ TNMarHOCTHKH
3 |HacnencreenHble 60ne3HN [ DIIEKTPOHHBIN IMpo¢unakTuka HacIeCTBEHHON https://www.
pecypc]: Haw. pyk. / [AnekceeB JI. I1. u ap.] ;  |matosorust XpoMOCOMHAsI MATOJOTHS U studentlibrary.ru/book
ri. pex. H. I1. boukos [u ap.]. — Mocksa : MeToAbl e JuarHocTuku Beenenue B /1S
I'DOTAP-Menua, 2013. — 964 c. MEIUIMHCKYIO TeHETHKY. MeTo b BN9785970424698.
TeHEeTHKH JelloBeKa MoHoreHHas html
TaTOJIOTUSI U METOJBI €€ TMarHOCTUKH
4 |Maremarndeckue acieKTol reHeTuku / A. H. BBeneHue B METUIIMHCKYIO TEHETUKY. https://www.
Bonoo6yes, U. JI. laBeinkun, A.B. KoncanoB, |MeToabl TCHETHKH YeIOBEKa studentlibrary.ru
A. A. Kynnaii. [DnekTpoHHBIH pecypc] — /book/
Mocksa : '90TAPMenua, 2020. — 176 ¢ ISBN9785970458907.
html

9.2. IlepeyeHnb pecypcoB MHGOPMALMOHHO-TEJIEKOMMYHMKANMOHHOH ceTH «HTepHeT», B TOM
yuciie npodecCHoOHAIbHBIX 023 TaHHBIX, He00X0AMMBIX 1JISl OCBOCHUS JUCIUIJIMHBI

9.3.

PubMed
eLibrary

https://www.ncbi.nlm.nih.gov/
https://useast.ensembl.org
https://genome.ucsc.edu
https://www.omim.org/

WX_RANE DN —

https://hpo.jax.org
http://www.hgvs.org/mutnomen

Ilepeyenr WHGPOPMALUOHHBIX TEXHOJIOTHIA,

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

. https://www.deciphergenomics.org
. https://www.hgmd.cf.ac.uk/ac/index.php

Knunnueckue pekomenaanuu (MuHHCTEPCTBO 3/ipaBooxpaHeHust PD)

HCIOJB3YEMbBIX IIPpH OCYHIECTBJICHUMU

o0pa3oBaTeIbHOI0 Mpouecca 1Mo JUCHMILJIMHE, BKJIIOYasi lepedeHb MPOrPaMMHOI0 odecrevyeHus
U HHPOPMAIMOHHBIX CIIPABOYHBIX CHCTeM (IIPH HAJTUYMH)

. MS Windows B penakuusx: 7 Pro, 10 Pro, 11 Pro (x86, x64) — nunieH3us 6eccpouHo

1
2.

o

=R Wn

MS Office B penakiusix: «Standard», «Professional Plus» (2013, 2016, 2019, 2021(x86, x64)) —
JMLIEH3Us1 6ECCPOUHO

MS Visio B pemaknusx: «Professional» (2013, 2016, 2019, 2021(x86, x64)) — nuieH3us
O6eccpouHo

Astra Linux Special Edition, BapuanT nuuensupoBanus «Opem», PYCB.10015-10 — nunensus
O6eccpouHo

Adobe Acrobat Reader — cBo6oaH0 pacnpoctpansemoe I10

["apanT (cripaBoyHas mpaBoBasi cucrema) — Jurens3us a0 31.07.2027

FastStone Image Viewer — cBo6ogHO pacnpoctpansemoe [10

SAunexc bpaysep s opranuszanuii — cBo0oiHO pacrpocTpansemoe [10



10.
11.
12.
13.
14.
15.
16.
17.
18.
19.

. Mmardopma «1C:Ilpeanpustue 8», konpurypamuu «1C:JJokyMeHTOOOOPOT rOCY1apCTBEHHOTO

yupexenusn», «1C:Yuusepcutetr [TPOD», «1C:Meauunna» — nuueH3ust 0ecCpoyHO
MTC Jlunk nnatdopma a1 npoBeaeHus: BeouHapos — nueH3us 1o 04.07.2027 r.
AntuBupyc Kaspersky endpoint Security — nunensus g0 19.09.2027 r.

Apxusarop 7-Zip — cBoboaHO pacrpoctpansemoe [10

[TnaTdopma «Kinescope» - munensus 1o 11.03.2027 r.

Cucrema ynpasinenus ooyuenueM (LMS) — nunensus 6eccpounas

Ubuntu — cBo6onHo pacnpoctpansemoe [10 (OC ¢ OTKpBITHIM UCXOIHBIM KOJIOM)
Debian — cBo6oH0 pacnpoctpansiemoe [10 (OC ¢ OTKpPBITHIM HCXOIHBIM KOJIOM)
DnekTpoHHas nHpopmanmoHHo-00pa3oBaTenbHas cpena PHUMY um. H. U. [Tuporosa
RealTime PCR (AHK-Texunonorus)

Chromas



9.4. MaTepuaJIbHO-TeXHHYECKOe o0ecnevyeHue JUCIUIINHBI

Kaxnpiii oOydaromuiicss B TedeHHE BCero mepuoja oOydeHHs oOecrieueH WHIANBUIYaIbHBIM
HEOTPAaHMYEHHBIM JIOCTYIIOM K 3JIEKTPOHHOHN MH(OPMaLMOHHO-00pa30BaTeNbHOM Cpe/le YHUBEPCUTETA
U3 000N TOYKH, B KOTOpPOH MMeeTcs AOCTyHn K MH(OPMAIMOHHO-TEIEKOMMYHUKAIIMOHHON ceTu
«utepuet» (nanee - cetb «MIHTEpHETY), KaK Ha TEPPUTOPUH Y HUBEPCUTETA, TaK U BHE €€.

OnexTpoHHas MH)OPMAIIMOHHO-00pa3oBaTeNbHasl cpella YHUBEpCUTETa 00eCcIIeYrBaET:

- JIOCTYIl K y4yeOHOMY IiaHy, paboyeil mporpamme AMCHMIUIMHBI, 3JEKTPOHHBIM Y4YEOHBIM
U3JIaHUSAM M 3JEKTPOHHBIM 00pa3oBaTelbHBIM pecypcaM, YKa3aHHbIM B paboueil mporpamme
JUCLUIUIMHBL,

- (popMHpOBaHUE 3IEKTPOHHOTO NOPT(POINO 00YUAIOIIErocs, B TOM YHCIIe COXpaHEHUE ero paboT u
OLIEHOK 3a 3TH palOTHI.

VYHUBEPCUTET pacrojiaraeT CiaeayroIlUMU BUIAMHU MOMELICHUH 1 000pyIOBaHMs AJsi MaTepHUaIbHO-
TEXHUYECKOro oOecredeHus: o0pa3oBaTeNbHON MEATENBHOCTH JAJs pealn3allud 00pa30BaTeIbHOM
IpOrpaMMbl JUCLUIUIUHBIL:

Ne HaumeHnoBaHue 000py/10BAaHHBIX Y4eOHBIX IlepeyeHb cienHATU3HPOBAHHOI Me0esIn, TEXHHYECKHX CPEACTB
n ayJuTOpUi o0yueHuUst
/m
1 |Aynutopus 1uis NIPOBEACHUS 3aHATHH JIEKIIHOHHOTO Hocka menoBast , Ctynes , Ctonsl , Hoytoyk , [Ipoektop
THIA, 3aHATHH CEMHHAPCKOTO TUIIA, TPYIIIOBBIX U MYJIBTEMEIUHHBIA , DKpaH I IpoekTopa , AMImmudukarop , Boprekc
WHAWBUYaJIbHBIX KOHCYJIbTAlMH, TEKyIIero KOHTpoist |, JlozaTopsl munerounsie Ha 2, 10, 200, 1000 Mk , JlabopaTtopHast
1 IPOMEXYTOYHOH aTTeCTaluy, 000pyA0BaHHASL nocyaa , Muxpockons! , Mukponentpudyra , O6opynoBanne st
MYJIbTUMEINHHBIMA M HHBIMHU CPEACTBAMU 00YUECHHS snexrpodopesa , Tepmoctart , Tpancmromuaarop , Hlenrpudyra
2 |IlomemieHue A CaMOCTOSTENBHOU pabOThHI YuebHas Mebenb (CTOIBL, CTYIbs), KOMIIBIOTEPHAsI TEXHUKA C
00y4aroIMXcsl, OCHAIIEHHOE KOMITBIOTEPHOM TEXHUKOH —|BO3MOXKHOCTBIO MOJKITIOUeHUS K ceTH «MIHTepHeT» 1 obecrieueHneM
C BO3MO>KHOCTBIO TIOAKITIOUEHHs K ceTu VIHTepHeT n JIOCTYTIA B 3JIEKTPOHHYIO HH()OPMAIIMOHHO-00pa30BaTEIbHYIO CPELy
o0ecriedeHHeM J0CTyIa B IEKTPOHHYIO
MHPOPMAIMOHHO-00pa30BaTEIbHYIO CPEY OpraHU3alun
3 |YueOHas ayAUTOpHS AJIsSI MPOBEACHUS IIPOMEKYTOUHOH | YueOHas MeOenb (CTOBI U CTYIBS IUIs O0YYAIOIINXCsI), CTOJ, CTYTI
aTTecTaluu MpernoaBaTes, epCOHANTBHBII KOMIIBIOTEP; HA00p
JIEMOHCTPAIIMOHHOTO 000pyJ0BaHUS (IPOEKTOP, IKPaH, KOJTOHKH)
yHI/IBepCI/ITeT obecreuen HCO6XOI[I/IMLIM KOMIIJICKTOM  JIMIOCH3HMOHHOI'O n CBO6OI[HO

pacnpocTpaHseMoro MporpaMMHOro obecreueHus (coctaB ompenensercs B pabodeld mporpamme
JUCIUTUTMHBI ¥ TIOJUIEKHUT OOHOBJICHUIO TIPU HEOOXOAMMOCTH). brubnnorednslii (OoH yKOMILIEKTOBAH
NeYaTHBIMU M3JAHUAMH U3 pacdyera He MeHee 0,25 sK3eMIUIsipa KaXKAOro M3 M3/IaHUM, YKa3aHHBIX B
paboueil mporpamme AMCHUMIUIMHBI, Ha OJHOTO OOYYAalOUIerocss M3 4YHCIa JIMI, OJHOBPEMEHHO
OCBaMBAIOUINX COOTBETCTBYIOUIYIO AUCHUILINHY.

OO6yuarouuMest obecriedeH A0CTyn (yIOajJeHHBIM JIOCTYI), B TOM YHCIE B cllydae NMPUMEHEHUS
AJIEKTPOHHOTO OOy4YeHHs, AUCTAHIMOHHBIX O0Opa30BaTEIbHBIX TEXHOJOTHH, K COBPEMEHHBIM
npodeccHoHaIbHBIM 0a3aM JaHHBIX U MH(OPMAIIMOHHBIM CIIPAaBOYHBIM CHCTEMaM, COCTaB KOTOPBIX
ompezeIsseTcss B padoueit mporpaMme TUCIUTUTHHEI M ITOJICKUT OOHOBJICHHIO (IIPH HEOOXOAUMOCTH).

OOyuaroniuecss W3 4YWCIa HMHBAIHAOB OOECIEYEeHbl NEYaTHHIMU U (WJIM) BIEKTPOHHBIMHU
00pa3oBaTeNbHBIMU pecypcaMu B GOpMax, aJanTUPOBAHHBIX K OTPAHUYCHUSM HX 3710POBBSI.
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