MUHUCTEPCTBO 3IPABOOXPAHEHUS POCCUVICKON ®EJEPAIIUUA

®denepanbHOe rOCy1aPCTBEHHOE ABTOHOMHOE 00pa3oBaTeIbHOE YUpPeKIeHHe
BbICIIEro o0pa3oBanus «PoccuiicKuil HAMOHAJIBHBIN HCCIEI0BATEIbCKHUH MeIUIIUHCKU I
yHusepcurer umenu H.U. Iluporosa»
Munucrepcersa 3apaBooxpanennst Poccuiickoii @enepanun
®PI'AOY BO PHUMY um H.U.IInporosa Munsapasa Poccun (IIuporosckuii YHHUBepcuTeT)

I/IHCTI/ITyT OMOJIOTMH H NMATOJIOTHH YeJIOBeKa

YTBEPXJIEHO
Hupektop

Kunparomos Esrennii
Muxainosuy

PABOYASA ITPOI'PAMMA JTUCHHUIIVIMHBI
b.1.B.B.02.02 CpaBHuTenpHas TeHOMHas TuOpuIu3anus
JUIst 00pa30BaTENIbHOM MPOTrpaMMbl BbICILIET0 00pa30BaHUs - IPOrPaMMbl CIIELUATU3UPOBAHHOTO
BbICILIEr0 00pa30BaHUs
10 HaIIPaBJICHUIO NMOATOTOBKH
06.04.01 buonorus
HaIpPaBJIEHHOCTH (PO UIIb)
VYrpaBineHue reHeTH4eCKON MporpaMMon
I'ox nabopa - 2026

Moanucar: PEAEPANBHOE FOCYJAPCTBEHHOE
ABTOHOMHOE OBPA3OBATEJILHOE YYPEXAEHVE
BLICLLEFO OBPA3OBAHUS "POCCUNCKUIA
HALIMOHABHbIN MCCIEAOBATENLCKAN MEAULIMHCKM
YHVBEPCUTET MMEHW H.W. IMPOrOBA" MUHUCTEPCTBA
3[PABOOXPAHEHWSI POCCUNCKOW ®EJEPALIM

Mocksa, 2026



Hacrostmmas pabGouass mnporpamma naucuumiandsl b.1.B.B.02.02 CpaBHuTenbHas TI'€HOMHas
rubpuauzanus (mamee — pabodas mporpaMma JUCHUIUIMHBI) SBJISIETCS YacThIO IPOrPaMMBbl
CHELMATU3UPOBAHHOTO BhICIIEr0 00pa3oBaHus 1o HarpasieHHo noarotosku 06.04.01 buonorus.

Hanpasnennocts (npoduib): YrpaBieHue reHeTH4eCKoi MporpaMmMon.

®opma o0yuyeHus: OyHasl.

CocraBurenu:
Ne, damunusn, Ums, Yuénas cTeneHb, JI0/ZKHOCTH MecTto padoTbI
n/n OtuecTBO 3BaHHe
1 Pebpukos [lenuc JoxTop [Ipopekrop no SOI'AOY BO PHUMY um. H.U. Iuporosa
Bnagumuposug OMOJIOTHIECKIX HAy4HO padoTe, Munznpasa Poccun (ITuporosckuit
Hayk, [Ipodeccop npodeccop YHuBepcuTeT)
kadeaps! OHOIOTHI
um. akan. B.H.
Spoeiruna UBITY
2 EpmonaeB Anexcanap Kannupar JoreHt kadeapst SOI'AOY BO PHUMY um. H.U. ITuporosa
I'ennagseBuy MEIULIMHCKHUX OHOJIOTHH M. Mumnsapasa Poccun (ITnporosckuit
Hayk, /loueHt akan. B.H. YHuBepcUTeT)
Speiruna UBITY
3 lamuconns Annna Jupextop meHTpa OI'AOY BO PHUMY um. H.U. ITuporosa
MyxaauHOBHa MOATrOTOBKH Kafpos | Munsnpasa Poccuu (ITuporosckuit
JUISL TEHEeTHYECKUX YHuBepcuTer)
TEXHOJIOTUH

Pabouas mnmporpamMma JUCHUIINIMHBI pCKOMEH/IOBAHA K YTBCPIKICHUIO PCIICH3CHTAMM:

Ne Damuaus, Ums, YuéHnas cTeneHs, JoJzKHOCTD MecTo padoThI
n/n OTtuecTBO 3BaHHe
1 JlyxbsiHOB Cepreit Jokrop Pekrop OI'AOY BO PHUMY um. H.1. [Tuporosa
AHartonbeBUY OHMOJIOTNYECKUX ITuporosckoro Munsnpasa Poccun (ITuporosekuit
HayK, AKaJleMUK YHuBepcurera YHuBepcurer)
PAH
2 MBanoB Poman AnexceeBuu JoxTop [Ipencenarenn IIpencenarens Yuenoro coera Hayuno-
OGUONOrNYECKUX VYueHoro coeta TEXHOJIOTHYECKOTO0 YHHUBEPCUTETA
HayK, [Ipodeccop Hay4no- "Cupuyc", IUPEKTOp HayYHOT'O LEHTpa
TEXHOJIOTHYECKOT0 TPaHCIAMOHHON MeHIIUHBI
YHHUBEPCUTETA
"Cupuyc", IMpeKTop
HAY4YHOT'O LIEHTpa
TPaHCIALMOHHON
METHIITHBI

Pabouas nporpamMMa AUCIUILTUHBI pACCMOTpPEHA U 0JI00peHa Ha 3aceTaHuu Kadepbl

3aB. kadeapoii

Pe6pukoB Jlenuc BnagumupoBud
JlokTOp OMOJIOTUYECKUX HAYK,
[Tpodeccop

Pabouast mporpamma IUCIUTUTHHBI pACCMOTPEHA B 0I00peHa YUYEHBIM COBETOM

JAupexkTop

Kunparomos EBrennii
MuxaiiioBu4

«Kadenpa 6uonornu um. akagemuka B.H. SApeiruna UBITY»
npoTokoi ot 22.06.2026 Ne 11

((I/IHCTI/ITYT OMOJIOTMH U IIATOJIOTHHU YEJI0BEKA »
poTokoi ot 23.06.2026 Ne 8



HOpMaTI/IBHO-HpaBOBLIC OCHOBBI pa3pa60TKI/1 U pcajin3annun pa6oqel71 nporpaMmbl JUCHUIIJIMHBI:

1. YcraB u n0KaJbHBIE HOPMATHUBHBIE AKTHI Y HUBEPCUTETA.
2. OOmias xapakTepuCTHKa 00pa30BaTEIbHOW MPOTrPaMMBlI.
3. YueOHblii mi1aH 00pa3oBaTeIbHOM MPOrpaMMBbl.

© denepaibHOE TOCYIAPCTBEHHOE aBTOHOMHOE 00pa30BaTEIbHOE YUPEIKICHUE BHICIIETO 00pa30BaHUS
«Poccuiickuii HaIMOHAJIBHBIM HCCIENOBATEIBLCKAN MEIUIIMHCKUN yHHBepcuTeT uMeHu H.U.
[Tuporosa» MunuctepcTBa 3apaBooxpanenus Poccuiickoit @enepannu



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

1.1.1. ens: ®opmupoBaHUE CIIOCOOHOCTH MPUMEHSATH CPABHUTEIBHYIO TCHOMHYIO THOPUIN3AIUIO
U HMHTETPUPOBATH €€ pPe3yibTaThl C AAaHHBIMU MNPO(ECCHOHAIBHBIX TEHOMHBIX PECypCOB s
BBISIBJICHUSI U1 HMHTEPIPETAllM U3MEHEHUN 4ucia KOMHMM reHOMa, OLEHKU UX CBSI3U C IMATOJOTHEH,
n030BbIMH 3P (EeKTaMu TEHOB M TEHOMHON CTaOMIBHOCTBIO KIETOUHBIX MOJENel, a Takke
000CHOBaHHS CTpPAaTEeTMU JAbHEHIIMX MCCIEAOBAaHUN B OO0JAcTH YIpaBIEHUS TEHETUYECKOU
IIPOrpaMMoin.

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

® CdopmupoBaTh CHCTEMHBIC 3HaHHS O OWOJOTHMYECKUX MEXaHMW3MaxX BO3HUKHOBEHHUS WU
(YyHKLIHMOHAIBHBIX MOCIEACTBUAX HW3MEHEHUIl uMcla KOMWW TeHoMa, MPUHLMIAX
MeradasHoit CGH wu array-CGH, ux ornamuusax ot SNP-comepxkamux mniatdopm,
BO3MOXHOCTSIX M OTPAaHUYECHUSAX MPH PEILICHUH KIMHUYECKHX M UCCIIE0BAaTENIbCKUX 3a/1a.

® Pa3BuTh HaBBIKM OLEHKM KadyecTBa, OOpaOOTKM M MHTEPHPETALUU pe3yIbTaTOB
CPaBHUTEJIBHONM T'€HOMHOW THOpUAM3ALMM C MCIOJNb30BaHUEM IpodecCHoHaNbHBIX 0a3
JaHHBIX, BKJIOYas aHHoOTauMi0 U Kiaccudukanuioo CNV, comocTaBieHHE HaXOIOK ¢
(eHoTUIIOM, HAclleJJOBAHMEM M JI030BOM UYYyBCTBUTEIBHOCTBIO T'€HOB, pa3rpaHUYEHUE
JI0Ka3aHHOM 3HAYMMOCTH U UCCIIEJOBATEIbCKUX THUITOTES.

® CdopmupoBarh yMeHHs pa3padaTeiBaTh M apryMEHTHPOBATh CTPATETHH PEIICHUS
HEOJHO3HAYHBIX JUAarHOCTUYECKUX M HCCJIEJ0BATENbCKUX CHUTyallMii Ha OCHOBE
MEXIUCHUIUIMHAPHOTO M0/AX0/1a, OOOCHOBBIBaTH BBIOOP JOMOJHHUTENBHBIX METOJOB HU
CEeMEMHBIX HCCIeAOBAaHUM, MOATOTABIMBATH 3AKIIOUEHHUS C YKa3aHUEM J0Ka3aTelbCTB,
OTPaHUYEHUI U COXPaHSIOIIEHCS HEOIPEAECICHHOCTH.

1.2. MecTO THCUMIIJIMHBI B CTPYKTYpPe 00pa30BaTeIbHOM MPOrPaMMbl

Hucuunnuna «CpaBHHUTeNbHAss T€HOMHas TuOpuaM3anus» ulydaercs B 2 cemecTpe(ax) u
OTHOCHUTCS K 4acTH, (QopMHpyeMOH YydyacTHHMKaMH o0Opa3oBaTelbHOro Ipoiecca, bioka b.1
«Aucuunnuney. SIBIsSETCS TUCUUIUTMHON MO BBIOODY.

OO01as TpyA0EeMKOCTh TUCIUILUIMHEI cocTaBisiet 2.0 3.e.

JlJis yCHEemHOro OCBOGHHUS HACTOSIIEH AMCIMIUIMHBI 00ydarouiecss B paMKax oOpa3oBaTelbHOU
MPOrpaMMbl JIOJDKHBI OCBOMUTH CIEIYIONINE AUCIUIUIMHBI U MpPaKkTHKU: Pa3zpaboTka M Mpous3BOACTBO
BMKII, CAR-T, npenapaToB reHO3aMECTHUTEIBHON TEpanuu, MPEnaparoB Ha OCHOBE T€HOMHBIX
penakTopoB; MenunuHckas TeHeTuka; buoundpopmaTtuka; YHOpaBieHHE HUMMYHHUTETOM;
buorexnonorus u reHernueckas uWHXkKeHepus; MeTtomonoruss HaydyHoro wuccienoanusi; Medical
writing; MHTepnipeTaius pe3yabTaToB CEKBEHUPOBAHUS BpauyOM-TeHEeTUKOM; PaboTa ¢ reHeTHuecKuMu
O0azamu naHHbIX; [IpakTUKyM 1O MOJEKYJISpHO-TeHETHUYECKUM MeTonaM; [IpakTukym 1o
CEKBEHHUPOBaHMIO; Pa3zpaboTka reHoTepaneBTHUYECKOro MpemnapaTta.



1.3. Ilnanupyemble pe3y/ibTaThl OCBOCHHUS THCUMIIJIMHBI

2 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.

3HaTh: 3aKOHOMEPHOCTH OpraHHU3alMH U (yHKIIMOHUPOBAHUS TEHOMA, MEXaHU3MbI
BO3HHKHOBEHUS NENEINH, NYTUIMKAINN, aMIUTH(UKAIUI U aHSYTUION M, OMOI0THIecKue
HOCJIEICTBUS U3MEHEHUS YKcia KON FeHOB, BKIIIOUasl rajoHeJOCTaTOYHOCTb 1
TPUIIIOTYBCTBUTEIBHOCTE. MOJIEKYISIPHO-0HOIOTMIECKHE OCHOBBI CPABHUTEIIBHON
TeHOMHOU rHOpUIU3aLiy, TPUHLUITEI CpaBHEHUsI uccienyeMoit u pedepencuoii JJHK,
BO3MOXKHOCTH U orpanndeHust MetadaszHoit CGH, array-CGH n SNP-cogepskammux
wiatopM. bruonoruyeckue 3akOHOMEPHOCTH, ONPEACIISIONINE CBS3b TEHOMHBIX H3MEHEHUI
¢ heHOTHTIOM: OCOOEHHOCTH HACIEIOBAHMUS, MO3AHIN3M, HETIOTHYIO IIEHETPAaHTHOCTH,
BapradebHyI0 9KCIIPECCUBHOCTh U HEOAHOPOIHOCTh KJICTOYHBIX ITOITYJISIIIUH.

YMmeTb: ®opMyIHpOBaTh ANATHOCTHUECKUE U NCCIIEA0BATEIbCKIE 3aaUH aHAIN3a
M3MEHEHUH Yiciia KoMK reHoMa Ha OCHOBE CBEICHHUH 0 (heHOTHIIe, CEeMEHHOM aHaMHese,
CBOIfcTBaX OMOJIOTMUECKOTO MaTepHaa U MPeANoNIaraéMbIX MEXaHU3Max HapyIICHHS
¢ysknuu renoB. OOOCHOBBIBATH BHIOOP MIaT(HOPMBI, HCCICIYEMOro MaTepHana, pedepeHca
U JJOTIOJTHUTEIBHBIX METOIOB C y4ETOM OHOIOTHYECKOH IPHPOABI IIPEIIOIaraeMbIX
W3MEHEHUH 1 OPaHUYCHUH CPaBHUTEIILHOM TeHOMHOM rubpuan3anuu. OObICHATH
BO3MOXHBIE (DyHKI[OHAIBHBIE TIOCIEACTBHS BBIABICHHBIX U3MEHEHHUH C yIETOM FT€HOMHOTO
KOHTEKCTa, J030BOH YyBCTBUTEILHOCTH I'€HOB H OCOOCHHOCTEH HaCJIeI0BaHS;
(hopMyIHpPOBATH ANBTEPHATUBHBIC THIIOTE3HI U IIPEIaraTh CIIocOObI MX MPOBEPKH MPH
HEOJHO3HAYHBIX pe3ysbTaTax.

Baaaerb npakTH4ecKHMM ONBITOM (TPYAOBBIMM AeficTBUsIMHU): HaBbikaMu npuMeHEHUs
(yHIaMEHTAIBHBIX 3HAHUH 110 MOJIEKYJISIPHOH OMOJIOTHH, TUTOT€HETHKE 1 TeHETHKE
YeJI0BeKa JUIsl IOCTAHOBKY HECTAHAAPTHBIX 33124 KIMHNIECKOH HHTEPIPETAIH 1 OL[CHKU
TeHOMHOM CTaOMIIBHOCTH KJICTOYHBIX Mozelne. [Ipuemamu ananusa npuauHHO-
CJIC/ICTBEHHBIX CBSA3€H MEX Iy H3MEHEHHEM YHCIa KO TéHOMHOTO y4acTKa, HapyIIeHHEeM
(YHKIMY T'eHOB M HaOIr0JaeMbIMU (PEHOTUITMYECKMMH WITH KJIETOUYHBIMU NPOSIBICHUSIMH.
HasbIxamu mocTpoeHus 1 apryMEeHTHPOBAHHOTO BBIOOpA CTPATETHN PELICHHS 3a[adn:
CONOCTaBJICHUS OMOJIOTMUECKUX TUIIOTE3, ONPEIeNICHUS] HEOOXOJUMBIX JIOTIOTHUTEIBHBIX
JAHHBIX 1 000CHOBAHUS HANbHEHIINX HCCICIOBAHUN C yIETOM HEONPEAEICHHOCTH 1 TPAHHMI]
METOJa.

OIIK-3 CnocoGeH TBOpYECKH MPUMEHATh H MOIM(UIHPOBATH COBPeMEHHbIE KOMIIbIOTEPHbIE TEXHOJIOTHH, PA00TATh €
npogecCHOHAILHBIMY 023aMH JAHHBIX, IPO(ECCHOHATBHO 0()OPMIIATH H NPEACTABJIATH Pe3yJIbTaThl HOBLIX pa3padoTok

OIIK-3.U /12 Ucnonb3yet
npodeccuoHanbHbIe 6a3bl TaHHBIX
pu 00paboTKe ¥ HHTEPIIPETALUN
JIAHHBIX, IOJ[yYEHHBIX B XOJE
9KCHEPUMEHTAIBHBIX UCCIICI0BAHUH.

3Harth: HazHaueHue, CTPYKTYpY U BOBMOXKHOCTH MPO(ECCHOHATBHBIX TCHOMHBIX PECYPCOB,
HCIIOJIb3YEeMBIX JUTSl HHTEPIIPETALIMU PEe3yIbTaTOB CPABHUTEIBbHOI T€HOMHON THOPHIM3aIHY,
Bkitodast DGV, ClinGen, ClinVar u DECIPHER, a Taxxe 0cCOOCHHOCTH COJICpKAIINXCS B
HHUX MOMYJSILMOHHBIX, KITHHUYECKHX U (PyHKIHMOHAIBHBIX TaHHBIX. [[pHHIMIIBI TOUCKA
COIOCTABIICHHS CBEJICHUI O TCHOMHBIX HHTEpBaliax, reHax 1 CNV ¢ yuetom pedepeHcHOM
cOOpKH, KOOPJMHAT, YHCIIa KOMHUIA, IEPEKPBITHS YYACTKOB, JO30BOW YyYBCTBUTEILHOCTH
TEHOB U OMUcaHHOro (peHoTHa. KpUTEepru OIICHKU TOCTOBEPHOCTH, aKTYAILHOCTH U
NPUMEHUMOCTH 3anuceil 0a3 JaHHBIX, IPHYMHBI PACXOXKICHUS HHTEPIPETALUH U paBHIa
JIOKYMECHTHPOBaHUsI HCTOYHHKOB, BEPCHUI U JaThl O0OpaICHUSI.

‘YMeTh: BRIIONTHATH MOKCK B 0TOOD cBeneHHH O BBIsBIEHHBIX CNV U 3aTpOHYTHIX TeHax B
npoecCHOHANBHBIX 0a3ax JaHHBIX, IIPOBEPSS COOTBETCTBHE pedhepeHCHOH cOOpKH,
KOOPJMHAT, TUIIAa U3MEHEHHUsI K TeHOMHOT0 KOHTeKcTa. CONOCTABIIATD MOMYJISILIHOHHbIE
YaCTOTHI, CBE/ICHUS O JI030BOH UyBCTBUTEIHFHOCTH, KIMHUYECKHE KIIaCCH(UKALINH 1
(eHOTUIIMYECKHE ONUCAHUS U1l 00OCHOBAHHS HHTEPIPETALMH KOHCTUTYIMOHANBHBIX CNV,
YUYUTBIBasI KAYECTBO JI0KA3aTENbCTB M OTPAHNUYCHUS UX HCIIOJIb30BaHNU. BBIBIATE
HPOTUBOPEYMBbIC, yCTAPEBIINE U LyOIUPYIONME CBEACHHUS, Pa3TPAHUYMBATD HE3aBUCHMBIC
JIOKa3aTeNIbCTBA U TOBTOPHOE MPEICTABICHNE OJJHOTO HaOIoAeH!s, popMupoBaTh
AQHHOTHUPOBAHHYIO Ta0JIMIY HAXOJIOK ¢ 0OOCHOBaHHBIMH BBIBOJIAMH.

Buaners npakTHYeCKHM ONBITOM (TPYAOBBIMH AeiicTBusiMu): HaBbikamu
BOCIPOM3BOANMOTO TIOMCKA U CHCTEMATH3aluy HH(QOPMAIHH U3 PpodeccnoHaTbHBIX
TCHOMHBIX pecypcoB A aHHOTaluuu pe3ysbTaros array-CGH. Ilpuemamu unterpanuu
JAaHHBIX O MOMYJISAIHMOHHON BCTPE4aeMOCTH, TEHHOM COZIeP KaHHH, T030BOIt
YyBCTBUTEJILHOCTH, (eHOTHIIE U HacienoBaHun CNV ¢ pa3rpaHnueHHeM CBEACHHH 0a3bl
JAaHHBIX ¥ CAMOCTOSATEIbHOTO HHTEPIPETALMOHHOTO BBIBOIa. HaBbIkaMu OATOTOBKH
JIOKa3aTeJILHOTO JI0Che 10 BhIsBIeHHOMY CNV, BKIIIOYAIOIIEro HACHTH(HHKATOPHI 3arncei,
UCTIOb30BAHHbBIE HCTOUHHKH, AaTy OOpaIleHus], MPOTUBOPEUHS U OTPaHUICHHS, C
COOJIFOICHUEM YCIIOBHH JIOCTYTA U KOH(PUASHINATBHOCTH JaHHBIX.




Koa 1 HaMMeHOBaHHe KOMIIETEHINMH

Koa u HanMeHOBaHUe HHAUKATOpPA
JIOCTHIKEHUSI KOMIIEeTeHIIHHT

I[Lrannpyemsle pe3y1bTaThl 0CBOCHHS AHCIUNINHBI

IIK-1 CnocoGeH BBISIBIATH H HHTEPIPETHPOBATH MOJIEKYISPHO-TeHeTHYeCKHe MUIIIEHH HA 0CHOBE AHAJIM3a TeHOMHBIX H
TMOCTTeHOMHBIX JAHHBIX M 000CHOBBLIBATh MX IHATHOCTHYECKOE U TepaneBTHYECKOe 3HAYEHHe

[K-1.1/1 UaTepnpeTHpyeT JaHHBIE
CEKBEHHPOBAHUS ¥ MHBIX
MOJICKYJISIPHO-TEHETHYECKUX
HCCIIC0BAHNM, CBSI3BIBACT BAPUAHTEI
C TIaTOJIOTHEH/MUIIIEHBIO.

3HaThb: [IpUHLIMIIBI HHTEPIIPETALIUH PE3YILTATOB CPABHUTENILHOM e HOMHON THOpUIM3AIINH,
KPHUTEPUH OIIEHKU KauecTBa MPOQUIIS B JOCTOBEPHOCTH BBISBICHHBIX JCICIHHA, TyTLTHKALIIAI
1 aMIUTMHUKAIUH, a TAKXKE OTPAaHUYCHHUS OTIPEICIICHHS UX TPAHUIL U KIICTOUHON
npezacraBieHHOCTH. [Toaxoas! K KiaccuuKauy KOHCTUTYIHOHATBHEIX CNV ¢ yueTom
JI030BOM YyBCTBUTEIHLHOCTH I€HOB, MOMYJISIIUOHHBIX, KIMHUYECKUX U CEMEMHBIX
JTOKA3aTeNbCTB; PA3JIMYMsI HHTEPIPETAIIMH KOHCTUTYIIHOHAIIBHBIX, OITyXOJEBBIX 1
HCCIIEIOBATENBCKUX HaX0I0K. [IpUHIINITIBI yCTAHOBIIEHUS CBSI3U T€HOMHOT'O U3MEHEHHUS C
MaTOJIOTHEN M MOTCHIHATBFHON MOJIEKYIISIPHO-TeHETHYECKOH MUIIIEHBIO € YI€TOM (PEHOTHIIA,
HACJIeTOBAaHUsI, MEXaHNU3Ma 3a00J1eBaHusI U PYHKIIMOHATBHOTO 3HAUCHHUS 3aTPOHYTHIX TCHOB
U PETYISTOPHBIX YYaCTKOB.

Ymern: UnTtepnperuporats npoduis array-CGH, orieHUBaTh KaueCTBO U JJOCTOBEPHOCTh
HaxoJoK, onuckiBaTe CNV ¢ ykazaHuem pedepeHCHOH cOOpKH, KOOPIMHAT, pa3Mepa, Jrcia
KOIHUI ¥ TEHOMHOTO cojiepkanust. OO0CHOBBIBATh KJIaCCH()UKALNIO KOHCTUTYIHOHAIBHOTO
CNV H olLIeHHBaTh €ro COOTBETCTBHE KIIMHHYECKOMY CIIY9al0, COTIOCTABIISSA TO30BYIO
YyBCTBHTEIILHOCTH T€HOB, ()EHOTHIT, MOZIENb HACIICOBAHUS U PE3yIbTaThl CEMEHHOTO
WCCIeIOBaHMs. BEIIENATh TeHBI 1 TEeHOMHBIE YIACTKH, TIOTEHIINAIBHO CBA3aHHBIE C
MaTOJIOTHEN WM MPEACTaBIIAIOIINE HHTEPEC KaK UCCIIEA0BaTENbCKUE MUILIEHH; ONIPEEIISTh
HEOOXOMMOCTE JIOTIOTHUTENFHBIX UCCIIeIOBAHHHN, BKITIOYAsi CEKBEHUPOBAHUE, 1
pa3sTpaHUYUBaTh AUATHOCTHUYECKYIO 3HAUYMMOCTh HaXOAKU U JOKa3aHHOCTD €¢
TepaneBTUIeCKOW TPUMEHUMOCTH.

Bnajaerb npakTH4YeCKHUM ONBITOM (TPYAOBBLIMHM AelicTBUAMHU): HaBbikamu
MOCIIEZIOBATEIBHOTO pa30opa pe3yabTaTOB CPAaBHUTENFHON TeHOMHOWM THOPHIU3AINHN: OT
olleHKH KayecTBa u anHoTanmu CNV 10 kiacCu(pUKaNUU U KIMHUKO-TEHETHUECKOTO
comocrasieHus. [IpuemamMu GOpMUPOBAHUS U IPOBEPKH TUIIOTE3 O CBA3H BBIIBICHHOTO
M3MEHEHUsI ¢ 3a00JICBaHNUEM, KJIICTOYHBIM (DEHOTUTIOM HJIH TIOTCHIIUATBHON MHUIIICHBIO HA
OCHOBE COBOKYITHOCTH MOJIEKYJISIPHO-TEHETHUECKIX, (YHKIMOHAIBHBIX U CEMEWHBIX
JaHHBIX. HaBbIKaMM MOJIrOTOBKHM apryMEHTHPOBAHHOT'O HHTEPIPETALIMOHHOTO 3aKIIIOYSHUS C
yKa3aHHEM JI0Ka3aTeNbCTB, albTEPHATHBHBIX 00BSICHEHHH, OTpaHIYCHHUN METOIa U IUTaHa
JTOTIOJTHUTENLHBIX UCCIICOBAHUN, HEOOXOJUMBIX IS YTOYHEHHUS THATHOCTUUECKOTO HITH
HCCICAOBATEIHLCKOrO 3HAUEHHS HAXOIKH.

YK-1 CniocodeH ocyuiecTBIST, KPUTHYECKH aHAJIM3 NPOGJIeMHBIX CUTYAIHii HA OCHOBE CHCTEMHOI0 IOAX0/1a,

BbIpaldaThIBaTh CTPATErnIo AeiicTBUIL

VK-1.U/13 PazpabaTeiBaet u
COZIepKaTeIbHO apryMEHTHPYET
CTpaTEeTHIO PeIIeHNUs POOIeMHOIT
CHTYallii Ha OCHOBE CHCTEMHOTO U
MEKAUCIUIITMHAPHOTO MTOIXOO0B.

3HaTh: [IpUHINTIBI CHCTEMHOTO aHANN3a IPOOIEMHBIX CUTYaIUi IIPU IPOBEACHUU U
MHTEPIPETaly CPAaBHUTEILHOW T€éHOMHOI TMOPHIM3aIMN: BBIIEICHHS IIPOOIEMBI,
OIIPEe/IeNICHNS LEITH, OLIEHKH NCXOMHBIX JaHHBIX, OTPAHUYCHUH U BO3MOXKHBIX CIIOCOO0B
petreHus. Bo3MOXXHOCTH B3aHMOIOIIOIHSIOIIETO HCIOJIB30BAHNS KITMHUYECKUX,
IIUTOT€HETHYECKUX, MOJIEKYIAPHO-TCHETHIECKUX U OMOMH(OPMAIIMOHHBIX JaHHBIX JUIS
YTOYHEHHMs] 3HAUUMOCTH BBIBICHHBIX CNV 1 IpHYHH NPOTHBOPEUYHMBEIX PE3yJIbTaTOB.
Kpurepun cpaBHeHus cTpaTernil JanbHEHIIETo HCCIeI0BaHUS: TUaTHOCTHYECKYTO HIIH
HCCIIEI0BaTEIbCKYI0 HH(POPMAaTHBHOCTb, IOCTOBEPHOCTD, JOCTYITHOCTh, CPOKH, PECYPCHBIE
3aTpaThl, STHIECKHUE OTPAaHUICHHS U 0)KUAAEMOE BIMSHHIE Pe3yJIbTaTOB Ha PEIICHNE 3a1aun.

YMeTb: AHANM3UPOBATH NPOOIEMHYIO CUTYAIHIO, Pa3rPaHNYMBATh TEXHUUECKUE U
O6noIorHUecKre IPIIMHBI HEONPEIEICHHOCTH, BEIIBISITH HEOCTAIOIINE CBEACHUS 1
($hopMyIHpOBAaTH BOIIPOCH!, TPEOYIOIINE JOOIHUTENEHOTO HcciieioBanus. Pa3pabaTeiBaTh
aJIbTePHATUBHBIE CTPATETUH PEIICHUS 3a/1a9i, 000CHOBBIBATH MTOCIIE0BATENBHOCTh
HPOBEPKU Ka4ecTBa JaHHBIX, yTOYHEHUs (DeHOTHIA, CEMEHHOT0 aHaIn3a U MPUMEHECHUS
JOMOJIHUTEIBHBIX METOAOB C YYETOM BO3MOKHOCTEH M OTPAaHUUCHUH KaXkKI0TO JTama.
ApryMEHTUPOBAHHO BHIOMPATh CTPATETHIO HA OCHOBE COBOKYITHOCTH JOKa3aTelIbCTB,
OIIpEeAeNATh KPUTEPUH €€ Pe3yIbTaTUBHOCTH M YCJIOBHUS IEPECMOTPA IPH HOTyIEHIH HOBBIX
WY IPOTHBOPEYHBBIX JaHHBIX.

Baaaerb npakTH4eCKHMM ONBITOM (TPYAOBBIMM AelicTBUsIMU): HaBbIkaMK moCcTpoeHuUs
CTPYKTYpUPOBAHHOTI'O IIJIaHA PELLICHUS KIMHUYECKOH MK HCCea0BaTeNnbCcKoi 3a1a4uu ¢
UCIIONB30BAHIEM PE3yIbTaTOB CPABHUTENHHON T€HOMHON THOPHIM3AIN U TaHHBIX
CMEKHBIX AUCIMIUIUH. [TpuemaMu cpaBHUTEIBHON OLIEHKH aJIbTePHATUBHBIX PEIICHHH,
BBISIBIICHNUS JOIYIIEHUH M PUCKOB, 000OCHOBAHMS HEOOXOIUMOCTH YJIacTHsI CTIEIHAINCTOB
paznuyHoro npoduist. HaBeikamu npecTaBieHus U 3aIlUThl BHIOPaHHON CTpaTeruH,
JIOKYMEHTHUPOBaHMsI OCHOBAHUI NMPUHSTHIX PELIEHUH U KOPPEKTUPOBKH IJIaHa JEUCTBUM C
Y4€TOM pe3y/IbTaTOB JONOJHUTEIILHBIX UCCIEJOBAaHUN U COXpaHSIOLIeHCs
HEOTIPEIEIeHHOCTH.




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

®opmbl padoThl 00yuaromuxcs / Buabl ydeOHbIX 3aHATHI / DPOpMBI Bcero Pacnpenenenune yacos 1o
MPOMEKYTOUHOH aTTecTAUU yacos ceMecTpam
2

YuyeOHble 3aHATHS
KonTakTHasi padoTa o0yyalouuxcs ¢ npenojaasaresneM B cemectpe (KPQO), B T.4.: 30 30
Jlekmmonnoe 3ausartue (J13) 16 16
JlaboparopHo-npakTudeckoe 3austue (JII13) 10 10
Kosmoksuym (K) 4 4
CamocTrosiTesbHasi padoTa o0y4yalomuxcs B cemectpe (CPO), 32 32
B T.4.:
IloaroroBka K y4eOHBIM ayIUTOPHBIM 3aHITHIM 32 32
ITpoMesKyTOYHASI ATTECTALMS:
KonrakTHas pa6oTa o0yuyarommuxcs B Xoe npoMexyTo4yHoii artectanuu (KPIIA), 2 2
B T.4.:
3auer (3)* 2 2

B yacax: OT/] = 64 64
O6ﬂlaﬂ TPYAOEMKOCTb JUCHUIIINHBI KPO+CPO+KPITA+CPIIA
(OT) B 3aueTHbIX eqununax: OTJI (B yacax): 32 2.00 2.00

* Bpems miis mpoBeAeHHUS MPOMEXKYTOYHOHM arrectauuu B (opme 3a4éTa BBIACISETCS B paMKax
KoHTakTHOU padoThl ([IB3) IIpoBenenne nmpomMexyTodHOM aTTecTanu B (hopMe 3a4éTa OpraHu3yeTcs
B COOTBETCTBUU C PACIHCAHUEM 3aHSITUH.



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

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

Pasznen 1. OcHOBBI, IJIATGOPMBI M OPTraHU3AIMS CPABHUTEILHOI FreHOMHOM THOPHIN3AIHA

VK-1.1/13, OITK-
1111, OTIK-3.
W12, TIK-1. W11

Tema 1. CpaBHUTEIbHASA TEHOMHAS
rudpuausanus B reHOMHOM
JUarHOCTUKE

[MpuaIun cpaBHeHUS UcctexyemMoii u pedepercuoit JJHK.
Krnaccuueckas metadasnas CGH u muxpomarpuunas array-CGH.
MecTo B cuCTeMe IIUTOTeHETHIECKUX U MOJIEKYJISIPHBIX
nccaeaoBaHuiA. 3a1a4n BhIABICHH H3MEHEHHH uncia Konuil u
TPaHUIEI METONA.

1.U/11, OITIK-3.
W12, TIK-1. W11

HUCCIICAOBAaHHUU KJICTOYHBIX Moueneﬁ

2 |VK-1.1]3, OIIK- |Tema 2. buonoruueckue 0CHOBBI Jlenernyu, nyIIMKanuy, aMIUTH(QUKAIUA 1 aHESYTUTOUANH.
1.1, OIIK-3. W3MEHEHUH YHCia KOMUil reHoMa Mexanu3mbl BO3HUKHOBEHUSI CNV. J1030BBIe 3¢ GEKTHI,
naz, 1iK-1.111 ramjaoHe0CTaTOYHOCTh U TPUILUIOUYBCTBUTENBHOCTD. Poib

TEHOMHOTO KOHTEKCTa, PETyISATOPHBIX Y4aCTKOB U MO3aHILIU3Ma.
Pasrpanudenye KOHCTUTYIIMOHAIBHBIX U IPHOOPETEHHBIX
HM3MEHCHUM.

3 |YK-1.M[3, OIIK- |Tema 3. [lu3aifH MUKPOMATPHILL Tumb! 1 pacmonoXeHue 30H10B, TNIOTHOCTh MOKPBITHSA,

1.1, OIIK-3. BBIOOD IIaTGOPMBI pedepencHas c6opka 1 dpdexTrBHOE pasperieHne. TapreTHsie u

naz, rK-1.141 reHoMHbIe au3aitabl. Otamuns array-CGH, SNP-matpur u
KOMOMHHMPOBaHHBIX Iu1aTdopM. JlononHurensHble curHansl SNP-
aHaNM3a ¥ HeJIOMYCTUMOCTh IIPUINNCHIBATh UX OOBIYHOM array-
CGH.

4 [YK-1.UA3, OIIK- [Tema 4. [InanupoBanue uccnenoBanus |KinHuueckuid wim uccienoBaTesbckuil Borpoc. Beidbop
1.1, OIIK-3. U MIpeaHATUTHYCCKUHN JTaIll MaTeprana u pedepeHca, HIeHTUPUKANUI 00pas3na u
na2, 1rK-1.1/1 nHpOpMUpOBaHHOE coriacue. KomuuecTBo, KauecTBO U

nenoctHocTh JJHK. Kontamunanus, HeoqHOPOAHOCTh MaTepuaia
¥ TpeOoBaHus K npueMKe. ITpociiekBaeMoCTb.

5 |YK-1.M[3, OIIK- |Tema 5. JlaGopaTopHbIii 3Tl U Jloruka noxaroroBku u meueHus JJHK, rubpunusanin, OTMBIBKH U
1.1A1, OIIK-3. KOHTPOJIb aHAJIMTUYECKOT'O KauecTBa CKaHMUPOBaHHMS 0€3 HKCIICPIMEHTAIBHBIX PEXKUMOB.
na2, rk-1.1al dryopecueHTHbIH cUrHai, (OH, HACHICHUE U CHCTEeMaTHYSCKUE

cMeleHus. BHyTpeHHre KOHTpOIH, peepeHCHbBIe 00pasIsl 1
KPHUTEPHHU MIPUTOTHOCTH AAHHBIX.

6 |YK-1.1[13, OIIK- |Tema 6. IlepBuunas obpaboTka Hopmanusalist CHTHaJIOB M OTHOLIIEHHE HHTEHCUBHOCTEH, l0g2-
1.1J11, OIIK-3. IaHHBIX U BeIgBIeHHE CNV ratio, CCTMEHTAIHS U aJITOPUTMHYECKOE BBIICIICHHE YIaCTKOB.
naz, rK-1.111 [ToporoBsie pemeHns 1 YUCiIo MOAAEPKUBAIONINX 30H10B. LlyMm,

BOJIHOOOpasHbIe apTe(haKThl ¥ HOTPAaHUIHBIC HAXOKH.
KoopanHaTel, cOOpKa ¥ BU3YyajJbHasi IPOBEPKA.
Paznes 2. UnTepnperanus pe3yJbTaTOB M IPMMeHeHHe CPABHUTE/ILHOI TeHOMHOI TH0puan3anun

1 |YK-1.1U[13, OIIK- |Tewma 1. Omucanue CNV u pabota ¢ ['panuIrs! nHTEpBANa, pa3Mep, YUCIIO KOIHH, COep KaIInecs TeHBI
1.1, OIIK-3. TE€HOMHBIMH PECYpPCAMHU U peryJIATOpHbIN KOHTEKCT. [IpHHIMIIBI 3a1MCH 110 TPUMEHUMOMN
na2, rK-1.1Ma1 Bepcuu ISCN u o6o03nauenue cobopku. DGV, ClinGen, ClinVar u

DECIPHER kak nmpumeps! pecypcoB. YpOBHH JIOCTYyIIa,
IIPOUCXOXKJICHHIE M KaUeCTBO JIOKA3aTEIILCTB.

2 |YK-1.1U[3, OIIK- |Tema 2. Knaccudpukanms IIate knaccoB KIMHUYECKOH 3HaunMocTH. [Togxonq ACMG
1.1, OIIK-3. KOHCTUTYIHOHATIBHBIX CNV /ClinGen K OLieHKe MOTeph U YBeIMICHHUH yrcia konuii. Jlo3oBas
a2, 1rK-1.1/1 YYBCTBUTEJIBHOCTb, IOITYJISIIUOHHBIE, KTMHUYECKHE U CEMEWHBIE

nanHble. Cucrema J10Ka3aTeNbCTB, MPeI0oTBpPaIeHHe ABOHHOTO
ydeTa U paboTa ¢ HEONPEAeICHHOCTEIO.

3 |YK-1.1[13, OIIK- |Tema 3. KnuHuko-reHeTH4eCcKOE CornocraBiieHne (heHOTHIIA, HACIEAOBAHMS, pa3Mepa U
1.1, OIIK-3. COIIOCTABIICHUE U CEMEHHBIN aHAIH3 conepxxanust CNV. BapuabenbHas 5KCIPECCUBHOCTD U HEMOTHAS
naz, 1iK-1.111 NEHETPaHTHOCTh. De novo U yHacne10BaHHbIC U3MEHEHUS.

O6cnenoBanye poauTeNnei U MOMCK MEXaHU3Ma IIEPECTPOUKU
npyrumu Metonamu. Pazmane knaccudukanm CNV u
00BACHEHHS] KOHKPETHOT'O CITydJasi.

4 |YK-1.1/3, OIIK- |Tema 4. [IpenatanbHOe U Br16op muarHocTrdeckoi 3a1a4n Ipy aHOMAITUSAX Pa3BUTHS U
1.1, OIIK-3. [IOCTHATAJIbHOE IIPUMEHEHHE array- JPYTHUX KIMHAYECKHX MOoKa3aHusX. [IpeHataibHble 00pasipl,
naz2, 1K-1.141 |CGH MaTEPHHCKAs KOHTAMUHAIS U OTPAaHUYEHHS HHTEPIIPETAlHH.

HeonpeneneHHsle U 1ONOIHUTENbHBIE HAX0AKUA. OTpULIaTeNbHBIN
PE3yIbTaT ¥ OCTaTOYHASI AUATHOCTHUECKAsI HEOPEIETEHHOCTb.
5 |YK-1.M[13, OIIK- |Tema 5. CGH B oOHKOT€HOMUKE U [IproOpeTeHHBIE TOTEPH U YBETMUCHUS YUCIIa KO,

ammrdukanun. Kietounocts onyxoneBoro oopasia,
KJIOHATBHOCTh M HEOJHOPOAHOCTh. OTIHYMs HHTEPIPETAIINT
COMAaTHYECKHUX U KOHCTUTYIHOHAIBHBIX CNV. UccnenoBanue
TE€HOMHOM CTAaOMIBHOCTH KIETOYHBIX JIMHAN ¥ FeHETHYECKH
MOIU(PHUIMPOBAHHBIX KJICTOK; OTPaHHUCHHS METOIa KaK
€MHCTBEHHOI0 KOHTPOJISL.




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

6 |YK-1.M[3, OIIK- |Tema 6. OrpanudeHus, COanaHcupOBaHHbBIC IEPECTPOHKH, TOUCYHBIC BAPUAHTHI U
1.1, OIIK-3. MOATBEPKICHUE HAXOI0K U HU3KOYPOBHEBBIII Mo3auiu3M. OrpaHinyeHus OOHapYKEHHs
NA2, TIK-1.MJ1  |MexMeTOomHas HHTETpaIus MONUIIIONINH cTaHapTHOH array-CGH. OtcyTcTBue mpsMoro

BBIABJICHUS NIPOTSDKEHHBIX YUYaCTKOB TOMO3UIOTHOCTH 6e3 SNP-
kommoHeHTa. Betoop FISH, MLPA, xonmyectsennoi [11P,
KapHOTHITUPOBAHUS WA CCKBCHUPOBAHUS B 3aBUCHMOCTH OT
Bornpoca. [TokazaHus k He3aBHCUMOMY TIOATBEPXKICHHIO, a HE
aBTOMATHYECKOE MOATBEPKAeHHE Kakaon CNV.

7 |YK-1.M[13, OIIK- |Tema 7. [lonroroBka 3aKkat04eHHs CogepixaHue oTdera: Matepual, miatdopma, cOopka, KauecTBo,
1.1J1, OIIK-3. HCCIICIOBAHUS HAXOJIKH, KJTacCU(HUKALUA U OrpaHHdIcHUs. Pasrpannienne
na2, rK-1.111 71a00paTOPHOTo OTUETA M 3aKIIIOUEHUS Bpada-reHeTuka. KoHtpons

BEpCHUil HHTEPIIPETAINH, IEPECMOTP H KOHOUACHIINATEHOCTb.
KoMmiekcHbIH pa300op M 9KCIEPTHOE PELIEH3UPOBAHHE.

3.2. Ilepeyenb pa3aenoB, TeM IWUCHUILUIMHBI JJIsi CAMOCTOSITEJLHOT0 H3Yy4YeHUs
o0yvyarumumMmcs

Pa3z[em)1 1 TEMbI JUCHUININHBI AJI9 CAMOCTOATCIBbHOI0 U3YUCHUS 06y‘~IaI-OHII/IMI/IC$I B IIporpamMme HE
IPEIyCMOTPEHBI.



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

Ne | Buabt Ilepuon ooyuenus (cemectp). [lopsinkoBbie Homepa |KosuyecTBo | Buasl Tekyuero ®DopMBbI NPOBeIEHUS
N | y4eOHBIX | ¥ HaMMeHOBaHMS Pa3Je/oB (MPU HAJIMYHUHU), TEM, 4acoB KOHTPOJIsI TeKYLIero KOHTPOJIs
/m | 3ansTHIE* Y4eOHBIX 3aHATHIA KOHTAKTHOI | ycmeBaeMoOCTH® * ycneBaeMocTu***

padoThI KII oy
1 2 3 4 5 6 7
2 ceMecTp

Pasznen 1. OcHOBEI, IaTGOPMBI K OpraHU3alKs CPABHUTEILHON T€HOMHOM THOPUIN3aIMHI

Tema 1. CpaBHHTENbHAS T€HOMHAS THOPHUIN3AIHS B TEHOMHOMN JHATHOCTHKE

1 JIII3  |CpaBHuTeNbHas TeHOMHAs THOPUAN3ALNS B TEHOMHON 2 I 1
JIMarHOCTHKE

Tema 2. bruonornyeckrue OCHOBEI H3MEHCHHMI YHCIIa KOIWA T'eHOMa

2 I3 Buonoruueckue 0CHOBBI U3MEHEHUH YUCIa KOIUN 2 A 1
TeHOMa

Tema 3. JIu3aiiH MUKPOMATPHIL M BEIOOD M1aT(HOpMBI

3 JI3 JIn3aiiH MEKpOMATPHMIL U BBIOOP MIaTGOPMBI 2 | J1 I 1
Tema 4. [InanupoBaHKEe UCCICAOBAHMS M TPEAHATMTHUCCKIH Tall
4 JI3 [TnanupoBaHue KccaeI0BaHUs U TPpeaHATUTHUSCKUN 2 pi| 1
JTan

Tema 5. JITabopaTOpHBIH 3TAll ¥ KOHTPOJIb AHATUTHYECKOT0 Ka4eCTBA

5 J3 JlaGopaTopHBIii 3Tall 1 KOHTPOJIb AHATUTHYECKOTO 2 a 1
KayecTBa

Tema 6. [lepBrunas 00paboTKa JJaHHBIX M BbisiBIeHHe CNV

6 JITI3 [lepBruHas 00paboOTKa JJaHHBIX M BhIsiBieHne CNV 2 T 1 1
7 K Komnoksuym 1o pazneny "OcCHOBBI, IIIaTGOPMBI 1 2 P 1 1
OpraHM3alys CpaBHUTEIbHON FeHOMHON
rubpuamnzanun’

Pasnen 2. MnTepnperalys pe3yJibTaTOB U IIPUMCHEHHUE CPABHUTEIILHOM T€HOMHON THOPUIM3AIIMH

Tema 1. Omucanne CNV 1 paboTa ¢ TeHOMHBIMU PeCypcamMu

8 | JI3 |OHI/IcaHHe CNV u paboTa ¢ TeHOMHBIMH PECYpPCAMU | 2 | J1 | 1 |

Tema 2. Knaccudukammst KOHCTHTYIIHOHAILHEIX CNV

9 | JI3 |Knaccncb1zu<au1/1;{ KOHCTUTYIIMOHAIBHBIX CNV | 2 | J1 | 1 |
Tema 3. KIHHMKO-TeHETHYECKOE COMOCTABJICHUE M CEMEHHBIN aHaIM3
10 JI3 KiuHMKO-TeHeTHIeCKOe CONOCTABICHUE M CEMEHHBII 2 pi| 1
aHaJIn3

Tema 4. [IpenaTanbpHOE U IOCTHAaTAIbHOE NpuMeHenune array-CGH

11 JIII3  |IIpenaTtanbHOE U MOCTHATAIBHOE IPUMEHEHUE array- 2 pil| 1
CGH

Tema 5. CGH B OHKOr€HOMHUKE U UCCIIECOBAHNH KJIETOYHBIX MOJIETICH

12 JIII3  |CGH B OHKOT€HOMMKE U UCCIIEAOBAHUH KIETOYHBIX 2 pi| 1
MOJENIEH

Tema 6. OrpaHrueHUs, TOATBEPKACHIEC HAXOM0K M MEKMETOIHAS MHTETPALIH

13 J3 OrpaHu4eHusI, TOATBEPKICHAE HAX0I0K U 2 I 1
MEXMETOIHAs] HHTETIPALHs

Tema 7. [ToaroToBka 3aKIIOYCHHUS MCCICIOBAHHUS

14 JITI3 TloAroToBKA 3aKIIOUCHHS UCCICIOBAHMS 2 T 1 1
15 K Komnnoxsuym no pazneny "Uurepriperanus 2 P 1 1
pe3yJIbTaTOB U NPUMEHEHNUE CPAaBHUTENIBHON T€HOMHOM
rubpuamnzanmn’
Bcero B cemecTpe 30 15 4
16 3 3auer 2 I1A 1 1
Bcero mo gucnunjinHe 30 15 4

(%, **, *** cMOTpU yCIOBHBIE 0003HAYCHHUS)

YcioBHBIE 0003HAYECHUSA



Bunpl yueOHBIX 3aHATHIT*

Buab! yueOHBIX 3aHATHIH CoxpanéHHoe HaMMeHOBaHHE
JleximoHHOE 3aHATHE Jlexus JI3
JlaGopaTopHO-TIIPaKTHUECKOE 3aHATHE JlaGopaTopHO-TIpaKTHYECKOE JIII3
Konnoxsuym Konnoksuym K

Bunel Tekymiero kontpons ycnesaemoctu (BTK)**

Buasbl TeKkylero KOHTpoJst CoxpaménHoe Conepixanne
ycneBaemoctH (BTK) HanMeHOBaHUe

Texymmuit Juctmnmuaupytommii | J] | Kortpons nocemaemocTr 3aHATHI 00y9aromMcst
JUCHMILTMHUPY IO
KOHTPOJIb
Texymuii TeMaTH4ecKuil TemaTuueckuit T | Ouenka ycBoeHUs 00y4JaronuMcs 3HAHHH, YMEHHUIT U OIIbITa
KOHTpOJIb MPaKTUYECKOH AESTENbHOCTH MO TeME 3aHATUS
Texymmit pyOesxHbII PyGexHbIit P | Ouenka ycBoeHust o0yyaronmMcs 3HaHUH, YMEHUH U OIbITa
KOHTPOJIb MPaKTUIECKOH AESATEIFHOCTH M0 TeMe (pa3aery, MOILYIIIO) TUCIUILTIHEL

®DopMbI TPOBEICHUSI TEKYIIETO KOHTPOJISI YCIIEBAEMOCTH 00yJaromuxcs ***

Ne | @opmbl npoBegeHUSs TEKYLIEro KOHTPOJIS TexHnveckoe u Bo3Mo:kHOCTH NPOBECHHS TEKYLIero
ycneBaemoctu odyuyaromuxcs (PIITKY) COKpauéHHoe KOHTPOJIfl yCIIeBAeMOCTH 110 BUAAM KOHTPOJISA
HAaHMEeHOBaHHe
bl | T P
1 | KorTpons npucyrcrus IIpucyrcrBue KII |+
2 | Ompoc ycTHBIH Omnpoc yCTHBIH oy + +




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
2 cemecTp 3auer Kontpons npucyrersust, Onpoc yCTHBIN
YciaoBHbIE 0003HAYEHHS ** %%
DopMbI IPOMEKYTOYHOMH aTTECTAIIMA Cokpanménnoe HaHMEHOBaHM e
3ager 3auer 3

5.2 Kputepuu BbICTABJICHHS OLIECHOK

KpnTeplm BBICTABJICHUS OLCHOK IMPH MPOXOKACHUN HpOMe)l(yTO‘lHOﬁ arrecralnum B (bopMe

3adyeTra
2 cemecTp
Hlxama Kputepuu BoICTaB/IeHUS OLICHOK

OLICHNBAHUS

«3auteHo» |IIpm ycTHOM OTBETE CTYJEHT AEMOHCTPHPYET OCBOCHHE MAaTepHaa He HIDKE CIESAYIOINX TPeOOBaHMUIA: - JACTUIHO
BBITIOJTHIII 3a1aHUs, IIPETyCMOTPEHHbIE OUIIETOM; - IEMOHCTPUPYET yCBOGHHE ITPOrpaMMHOI0 MaTepHaia (B X0/e OTBEeTa
B OCHOBHBIX YEPTaX PACKPHIBACT CYIIHOCTH MOHATHHI, SBJICHNH, NPUHIUIIOB, 3aKOHOB, 3aKOHOMEPHOCTEH, TEOPHIL), HO
HCTIBITHIBACT 3aTPYAHEHUS IIPH €r0 CAMOCTOSITEIbHOM BOCIIPOU3BEICHNH, TPEOYET TOMOIHUTEIBHBIX ¥ YTOYHSIIONIIIX
BOIIPOCOB IPENOAABATENS; - JACT HE MONHBIH, HEAOCTATOYHO apTyMEHTHPOBAHHBINA OTBET; - IETaeT MPABUIIbHbIC
000011IeHNSs ¥ BBIBOABI IO OT/EIBHBIM BOIIPOCAM; - IOITYCKAaeT OMIMOKH IIPH BOCIIPOM3BEACHHUH 3HAHUIL; - Ha
JOTIOTHUTEIBHBIE OTBETHI T10 IPOTPAMMHOMY MaTepHaly OTBEYAET C TPYAOM; - yMEET IPUMEHSTh NOTyICHHBIE 3HAHUS
TIIPY PELICHHUH MIPAKTHIECKHUX (CUTYallIOHHBIX) 33/1a4, HO JOIyCKaeT He3HAYNTENbHbIe ONOKH; JlOITyCKaloTCsl OMMOKH 1
HETOYHOCTH B COJIEPKAHUM OTBETA, KOTOPBIE UCTIPABIIAIOTCS 00YJAIOIIMMCS C TOMOIIBIO HABOSIINX BOIIPOCOB
IIpenoaBaTelis.

«He CTyzIeHT: - He BBIIIOJIHUII 33/IaHus, IPEyCMOTPEHHBIC OUIICTOM; - IEMOHCTPUPYET Pa3pO3HECHHbIC 3HAHUS

3a4YTEHO» IIPOrpaMMHOT0 MaTepraa (B XoJe 0TBeTa (hparMeHTapHO U HEOTWYHO M3JIaraeT CYIHOCTh MOHSITHH, SIBICHHH,

IIPUHLUIIOB, 3aKOHOB, 3aKOHOMEPHOCTEH, TEOpHii), HE MCIOIB3YeT WM cJ1a00 MCHOJIB3yeT HayYHYI0 TEPMUHOJIOTHUIO); -
JIOITYyCKAaeT CyIIECTBEHHbIEC OIINOKN 1 HE KOPPEKTUPYET OTBET ITOCTE AOMOTHUTENBHBIX U YTOUHSIOIINX BOIIPOCOB
TIpernoiaBaTes; - He JesiacT 000OMEHNs ¥ BBIBOJIBI; - HE OTBEYAeT Ha JAOMOJHUTEIBHBIE BOIPOCHI; - HE yMEET IPUMEHSTh
TEOPETHIECKHE 3HAHMS IIPH PEIICHIN MPAKTHIECKUX (CUTYalMOHHBIX) 3a/at; WIH: - OTKa3bIBAETCS OT OTBETA; MIIH: - BO
BpeMsI OATOTOBKH K OTBETY U CAMOI'0 OTBETa UCIOJIb3yeT HECAHKIIMOHUPOBAHHbIE HCTOYHHUKHY HH(OpMaIuy,
TEeXHUIECKHE CPEICTBA.




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.

2 cemecTp
CooTBeTCTBHE OLIEHOK
Brn sanaTHi ®DopMbI IPOBeIeHUS TEKYIIEro Koua-Bo . Makc. KoJI- eHTHHIOBLIM GaIam
KOHTPOJIS1 ycIIeBaeMOCTH KOHTpoJIel | Bo 6a/10B
TK|BTK | Ot. | Xop. | YaoBa.
JlaboparopHo- 73 Onpoc yeTHBiii oy 2 300 B| T |150|100]| 50
MPAKTHYECKOE 3aHITHE
Komnoksuym K Onpoc YCTHBIN oy 2 702 B P 351 | 234 117
CymMa 6ajjIoB 0 JMCIHUIIINHE 33 CEMECTP 1002

Kpurtepuu BbicTaB/IeHHsS] OLCHOK NPH NMPOXO0KICHUH NMPOMEKYTOUYHOI aTTecTanuu B opme
3a4eTa (HA OCHOBAHUM PEHTHHIA YCNIEeBAEMOCTH 00y4alomierocss M pe3yJbTaTOB NPOXO0KICHUS
TeKylero pyoe;kHOro KOHTPOJIA 10 AUCHHMILIMHE (MOAYJ/II0) MJIH €€ YaCTH B cemecTpe)

2 cemecTp

IIxamna Kputepuu BbICTaB/IEHUSI OLIEHKH
OlIeHUBAHHUSI
«324TEHO» Peiitunrossiii 6amt — He MeHee 60 % (He meHee 600 OansoB)

u
INomyuenue OIEHKH HE HIXKE «YIOBIETBOPUTETBHOY 3@ MPOXOKACHHE KaXJ0T0 TEKYIIET0 PyOeKHOT0 KOHTPOIIS B
ceMecTpe

«He 3a4TeHo» |PeliTnHrossrit 6amn — menee 60 % (menee 600 6atoB)

W/

IMosryueHHE OLICHKH HIKE «yOBJICTBOPHTEIHLHOY 32 MPOXOXKICHHUE XOTS ObI OTHOTO TEKYIIEro pyOeKHOr0 KOHTPOJISL B
CEMECTPE MIIM HEe TTPOXOIKJICHHE PYOEeKHOr0 KOHTPOJIS




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

2 cemecTp

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

1.

10.

11.

12.

13.

14.

15.

B uem 3axnitoyaercs NPUHLUII CPaBHUTENbHOW TeHOMHOM rubpuauzauuu? OObsCHUTE
Ha3zHadyeHHe nuccienyemon u pedepercuoit JJHK u popmupoBanne cpaBHUTEIIBEHOTO CUTHANA.

. UeMm pasznuuarorcs kinaccudeckas wmeradaszHas CGH u wmukpomarpuunas array-CGH?

ConocTaBbTe UX MPUHIIMIIB, PA3PEIIAIOIITYI0 CTOCOOHOCTH M 00JIACTH MPUMEHECHHSI.

. KakoBo MecTO CpaBHUTENbHOM TE€HOMHON THOpUAM3AlMM CPEAM LUTOIEHETUYECKUX U

MOJIEKYJIIPHO-T€HETHUECKUX MeTOoA0B? CpaBHUTE €€ BO3MOXHOCTU C KapUOTUIMPOBAHHMEM,
FISH u cexBeHnpoBaHueM.

Kakue wu3MeHenus umcia komuil reHoma wuccieaywTcs ¢ mnomombio CGH/array-CGH?
OxapakTepu3yiTe Jenenuu, TyTUIMKaluu, aMIUIM(QUKAIUN 1 aHSYTUIOHTUH.

KaxoBsl ocHOBHBIE MexaHU3MBbI BO3HUKHOBeHUsT CNV? Kak 0COOCHHOCTH OpraHu3aliy reHoMa
MOTYT BJIUSITh Ha MOSIBJIEHUE TOBTOPSAIOMINXCS U YHUKAJIbHBIX MIEPECTPOCK?

Uto mnoHuMaercs TMOJ J030BbIM 3(p(eKkToM TreHa, TaljJoHEJOCTAaTOYHOCTBIO U
TPUILIOUYBCTBUTEIBHOCTHIO? KaK 9TH MOHATHS UCIOIB3YIOTCS MPU OLIeHKe nocieactsuiit CNV?

Kax renHoe conepikaHue M perylaTOPHBIA KOHTEKCT U3MEHEHHOTO y4acTKa MOTYT BIIUATH Ha
denotun? Ilouemy pasmep CNV He sBisieTCS €IUHCTBEHHBIM OCHOBAaHHUEM JJis OLICHKU €e
3HAYUMOCTH?

. Uem pas3siIM4ar0TCsd KOHCTUTYIIHMOHAJIBHBIC U HpI/IO6pCTeHHHC n3MeHeHus 4mciaa xomui? Kak

MMPOUCXOKACHUEC NU3MCHCHH A BJIUSACT HA ITIOCTAHOBKY 3a/1a4X U UHTCPIIPCTALIHUIO pe3yHLTaTa?

. UTo Takoe MO3auIu3M U HCOJHOPOAHOCTDH KJIETOUHOM HOHYJ'IHI_II/II/I? Kak onn MOTYT OTPaXKAThCA

Ha pe3yJbTaTax CPAaBHUTEIbHOW T€HOMHOM rudpuau3anuu?

Kak ycrpoena mukpomatrpuia ans array-CGH? OObsicHuTe 3HaueHUE TUMA, paclpeaesieHus u
IUIOTHOCTH 30H/I0B.

Yem HOMHUHANIBHAS TIOTHOCTH MHKPOMATPHIBI OTIHYAETCS OT 3(P(HEKTUBHOTO pa3pelICHHS
uccinenoBanus? Kakue (akTopel ONpenenstoT BO3MOXHOCTb BBISIBJICHHS KOHKPETHOTO
N3MEHEHUA?

B ueM pasnuuus reHOMHBIX M TapreTHBhIX au3aiiHOB Mukpomatpuil? Kak o00CHOBaThH BBHIOOD
nU3aiHa JUIST JUArHOCTUYECKOU WIH UCCIIEN0BATEILCKON 3aqaun?

Yem pasznmuuarorcs array-CGH, SNP-matpumer m xomOunumpoBanHble maaTdopmbel? Kakue
BO3MOKHOCTH SNP-aHann3a Henb3s aBTOMaTHYECKH TPUIUCHIBATh 00bIaHOM array-CGH?

Kak cdopmynupoBaTh KIMHUYECKHM MM HCCIIEN0BAaTEIbCKUM BOINPOC Mepe] MpOBEIEeHUEM
array-CGH? Kakue wucxomHsie cBeAeHHST HEOOXOIMMBI sl BbIOOpa 1mIaTGOpMBI H
MOCJEAYIOLIEH HHTEpIpeTaun?

Kak oGocHoBaTth BbIOOp Oumosorumueckoro marepuana u pedepencHoit JJHK? Kakue pucku
CBSI3aHBI C HEOJTHOPOJHOCTHIO 00pa3ia M €ro HECOOTBETCTBHEM ITOCTABIEHHOM 3a1aue?
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Kakue tpeOoBaHus TpeabsSBISIOTCS K KadecTBy, kKoiquuectBy u 1enoctHoctu JIHK? Kak
KOHTaMUHAIIMS ¥ HAPYIICHUS IPEAHAIUTUYECKOTO ATara MOTYT MOBJIHUAThH Ha pe3yIbTar?

KaxoBbl ocHOBHBIE 3Tambl JlabopatopHoro mpomecca array-CGH? OObsicHuTe Ha3HaueHHE
noarotoBku U meuenns J{HK, ruGpuau3anmm, OTMBIBKH U CKAHUPOBAHUSI.

Kakue mokazarenn HCIIOJIB3YIOTCA IJId OUCHKU aHAIITUTHYCCKOI'O kauectBa? Kak pacrno3HaBaThb
BJIMSHUC (1)0Ha, HAChIIICHHA, IIyMa U CUCTCMATHYCCKUX CMEIICHUI curHaia’?

Jnst yero BBITIONHSIOTCS HOpMalid3allds W CerMeHTanus AaHHbIX? Kak uHTepmnpeTupyercs
nokasarenb log2-ratio ¢ yauerom ocobeHHOCTel 0Opasia u miathopmbi?

Kak ownenuBate JocroBepHOCcTh KanaugaTHod CNV? PackpoilTe 3HaueHHe uwucia
HO//IEP’KUBAIOIINX 30H/I0B, Ka4eCTBa MPO(UIIst, HOPOTOBIX PEHICHUH U BU3YyaIbHOW POBEPKH.

Kakue cenenuss HeoOxomumbl anst omucanuss CNV? OObscHHTEe 3HaUYeHHE pedepeHCHOM
cOOpKH, KOOPJIMHAT, pa3Mepa HHTEepPBaIa, YHCIIa KO U HEOTIPEICICHHOCTH TPaHMII.

KakoBbl npuHIMNGI npeacTaBieHus pe3ynsraToB array-CGH ¢ ucnonb3oBaHHEM NMPUMEHUMO
Bepcuu ISCN? Kakue omrOky BO3HUKAIOT MTPU CMEIIEHHH COOPOK M cucTeM 0003HaueHHs?

Kak ucnons3oBare DGV npu onenke CNV? Kakue orpannueHust HCOOXOAUMO yUUTHIBATh MPH
COIIOCTABJICHUHU MCCIIEyEMOro N3MEHEHHS C TOMYJIISILIMOHHBIMH HAOIIOACHUAMU?

Kak wncnonb3oBath MaTepUualibl ClinGen o J1030BOM YYBCTBUTCIIbBHOCTU T'CHOB U TI'CHOMHBIX
peFI/IOHOB? Kak pa3rpaHuiuBaTh A0Ka3aTciabCTBAa ranmjaoHeaA0CTaTOYHOCTHU u
TpHHJIO‘-IyBCTBHTCJIBHOCTH?

Kak ucnons3oBars ClinVar u DECIPHER nns ananuza CNV? Kak o1ieHUBaTh IPOUCXOXKACHNE
JAHHBIX, TOJHOTY (EHOTHIHYECKOTO OMHCAHUS M COOTBETCTBHE 3alUCH HCCIEIyEeMOMY
ciayvaro?

Kax HeﬁCTBOBaTB IIpu HIPOTUBOPCUUBBIX KJ'IaCCI/I(I)I/IKaI_II/ISIX U pasiindyaromuxcsa OIMHMCAHHUAX
OJHOT'0 TCHOMHOIO Yy4YaCTKa B Oazax I[aHHBIX? Kakx o0Oecneuuts AKTYAaJIbHOCTh H
IMPOCIIC)KNBACMOCTD ,I[OKaSaTeJ'IBCTB?

Kakue knaccel KIMHUYECKOW 3HAYMMOCTH MPHUMEHSIOTCA K KOHCTUTyHHOHalbHbIM CNV?
Oxapakrepusyite oot moaxonx ACMG/ClinGen k ux KiaccupuKamum.

Kax pasiInvarOTCsd MOAXO0AblI K OOCHKE IMMOTCPH U YBCIIMYCHHA YHCIa xormmii? Kakue CBCICHHA O
T'¢HaxX U TCHOMHBIX PETrUOHax HGO6XOI[I/IMBI JIIA 000CHOBaAHHMS KJ'IaCCI/I(l)I/IKaHI/II/I?

Kak yuuThIBaTh mMOMyNSLNHOHHBIC, KIWHUYECKHE, (YHKIIMOHAIBHBIE H CEMCHHBIC
nokazarenbcTBa? Kak m30exarh JBOWHOTO ydeTa OJAHOTO HAOJIOJCHUS, MPEICTABICHHOTO B
HECKOJIBKMX UCTOYHHUKAX?

[Touemy wnaccuduxanus CNV U ycTaHOBJIICHHE €€ CBSI3M C KOHKPETHBIM 3a00JICBAaHHEM —
pasnble 3a1aun? Kak comnocTaBisiTh HaxoJIKy ¢ ()EHOTHIIOM M MpPEANoaraéMblM MEXaHU3MOM
MaTOJIOTUH?

Kak wemonHas MeHETpaHTHOCTh W BapuabelbHash IKCIPECCUBHOCTH BIHUSIOT HA KIMHUKO-
reHeTndeckyro wuHTepnpetanuio? I[lodyemy Hanmume W3MEHEHHS y KIWHHYECKH 370POBOTO
pPOACTBEHHUKA TPEOYET B3BEIIEHHOMN OLICHKHU?

KakoBo 3HaueHue cemeiiHoro wuccienoBaHusi npu BbisiBieHurn CNV? Kak ucnosib3oBaTh
CBEJICHUS O BO3HMKHOBEHHM H3MEHEHHS de novo M ero HacjielIOBaHUM NpPU IUIAHUPOBAHUU
JanpHelmero oociae10BaHus?
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KakoBbl ocobeHHOCTH npeHatanpHOro npumeHenus array-CGH? Kakwe Bompochl BO3SHHKArOT
npu BbIOOpE MaTepuana, OLEHKE MAaTEepUHCKON KOHTaMUHAIlMM W HUHTEpIpeTanuu
HEONPEIETICHHBIX HAX0I0K?

KaxoBel ocobeHHOCTH nOCTHaTanpHOro npuMeHeHus array-CGH npu aHomanusax pa3BuUTHS U
JIpYyruX KIMHUYECKUX 3a1ayax? Kak yunTeIBaTh OTPULIATENBHBIN PE3YNIbTAT U COXPAHSIOIIYIOCS
JMArHOCTHYECKYIO HEOIIPEIEIEHHOCTD ?

Kak mHTEpnpeTpoBaTh N3MEHEHHS YMClia KOMUI B OIyXosieBoM oOpasie? PackpoiiTe 3HaueHue
KJIETOYHOCTH, KJIOHAJIHHOCTH ¥ HEOJHOPOJHOCTH, a TaKXe OTIHYUA OT OICHKH
KOHCTUTYLMOHAJIbHBIX CNV.

Kak npumensts array-CGH nns ucciienoBanusi TEHOMHOW CTaOMJIBHOCTU KJIETOYHBIX JIMHUU U
TEHEeTUYECKH MOAU(PUIHPOBAHHBIX KiIeTok? I[louemy 3TOT MeTOn HE CleayeT CUYUTaTh
€IMHCTBEHHBIM JIOCTATOYHBIM CTIOCOO0M KOHTPOJIS?

Kakue orpannuenus array-CGH HeoOX0IMMO y4YWUTHIBATH B OTHOIICHHH COAlaHCHPOBAHHBIX
MEPECTPOEK, TOUCYHBIX BapUAHTOB, MOJUILIOUANHN, HU3KOYPOBHEBOTO MO3aWIIM3Ma U YYaCTKOB
TOMO3UTOTHOCTH?

Kak o6ocHoBaTh HEOOXOAMMOCTh HE3aBUCHUMOTO MOJATBEPXKACHUS HAXOAKU U BBHIOpATh
nononaHutenbHbil Meton — FISH, MLPA, xonuuectBennyto 1P, kapuorunupoBaHue uiu
cexkBeHupoBanue? [loueMy He cienyeT NPUMEHSATh OJAMHAKOBYIO CXEMY MOATBEPKACHUSA KO
BceM CNV?

Kak paspaborare cTpaTeruto IEHCTBUI NMpH HEOJHO3HAYHOM pe3ysbTaTe, HEAOCTATOYHOCTH
JAHHBIX WJIM HECOOTBETCTBUM HaxoJkH (eHoTury? CpaBHUTE albTepHATHBHBIC PEIICHUS C
y4eToM MH()OPMATUBHOCTH, CPOKOB, PECYPCOB U AITUYECKHX OIpPaHHYCHHH.

Kakne CBCACHUA OOJIZKHBI OBITh OTPA’KCHBI B J'Ia60paTOpHOM OTUCTC U HMHTCPIPCTAIUOHHOM
3akmoucHun? Kak MMPEACTAaBUTh A0KA3aTCJIbCTBA, OIPAHUYCHUSA, AJIbTCPHATUBHLIC O6’bHCHeHI/I${,
HCO6XOI[I/IMOCTB nepecMoTpa U 1jian JalbHEHIIINX PICCJ'IG)IOB&HPIIZ?



Oo0pa3zen OuseTa 11 NPoBeIeHUsI 3a4eTa

OI'AOY BO PHUMY um. H.U. Iluporosa Munsapasa Poccuu (ITuporosckuii Y HuBepcurer)

Kadenpa 6uonorum um. akagemuka B.H. Spsiruna UBITY
buser Ne

IUI IPOBEJIEHUS 3a4eTa Mo Juciuminie «CpaBHUTEIbHAsI TEHOMHAs THOPUAM3AIIHS 1O
IporpaMMe CHeHaJIn3upOBaHHOTO BBICILIEr0 00pa30BaHUs 110 HAPABICHHUIO MOATOTOBKU
06.04.01 buonorus
HaIpaBJIeHHOCTD (po¢uiib) YIpaBieHUue reHeTHYECKON IporpaMMoit

1. Yrto moHuMaeTcs 1moj 4030BbIM 3PPEKTOM reHa, rarioHe10CTaTOYHOCTBIO U
TPUILIOUYBCTBUTEIBHOCTHIO? Kak 3TH MOHATHUS UCHOIB3YIOTCS MPU OLIEHKE MOCIIECTBUI

CNV?

2. Kak ncrnions3oBats ClinVar u DECIPHER gns ananmuza CNV? Kak orieHuBaTh
MIPOUCXOXKICHNUE JAHHBIX, TOJHOTY (PEHOTUITUICCKOTO OMTHUCAHMS U COOTBETCTBHUE 3AITUCH
HCCTIEAYEMOMY CITy4aro?

3. Kak pa3paboTtarh cTpaTeruto AecTBUNA IPU HEOJHO3HAYHOM PE3yJIbTaTe,
HEIOCTaTOYHOCTH JTAHHBIX WJIM HECOOTBETCTBHU HaxoJku (eHoTurry? CpaBHUTE
JIbTEPHATHBHBIEC PEIICHHS C Y4EeTOM HH(OPMATHBHOCTH, CPOKOB, PECYPCOB U THYECKUX
OTpaHUYCHUH.

3aBenyronuit kadenpoit
Pe6puxos [lenuc

Kadenpa Ouonorun um. akanemuka B.H. Speiruna MBITY Bnagumuposuu
JlokTOp OMOJIOTMYECKUX HAYK,
[Tpodeccop




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

IToaroToBKa K 3aHATHSIM JIEKIIMOHHOTO BKIIIOYAET npeABApPUTCIIbHOC HU3YYCHUC TCMATUYCCKOI'O
I1J1aHa HCKHHﬁ, a TaKKC U3YUCHUC TCOPCTUUCCKOTIO MaTCpUalia 1o TeMe HpC,Z[CTOHL[ICﬁ JICKIIMH.

MeTtoauyeckue ykazaHusi AJs NOATOTOBKH K 3aHATHAM JIA00PATOPHO-NPAKTHYECKOT0 THIIA

[ToaroroBka K 1a0OpaTOPHO-NPAKTHUYECKUM 3aHATUSM OCYILIECTBIAETCS IyTEeM H3y4EHUs
JEKIIMOHHOTO Martepuayia, y4dyeOHOW JuTepaTypbl, pabOThl C MaTepualaMH B SJIEKTPOHHOU
o0pa3oBaTeNbHON cpelle YHUBEPCUTETA, PEIIeHUs 3a/laHui, KOTOpble pa30upanuch Ha 3aHATUSAX WU
OBLITH PEKOMEH/I0BAHBI JUISI CAMOCTOSITEIILHOTO PEIICHUSI.

MeToanuyeckne yKa3aHus JJIs1 MOATOTOBKH K KOJJIOKBHUYMY (TeKYIIUil pyOesKHbIH KOHTPOJIb)

[Ipn moArotoBke K KOJJIOKBUYMaM, CTYJIEHTY HEOOXOIMMO BHHMMATEIbHO H3YYUTh/MIOBTOPUTH
MaTepuanabl JIEKUHUH, J1abopaTOPHO-MPAKTHUUECKUX 3aHATHUN, PEKOMEHIyeMylo JuTepaTypy,
MaTepHaybl B JJIEKTPOHHON 00pa3oBaTeNbHOM cpenie Y HUBepCUTeTa.

MeToauueckue YKa3aHuA IJISl MOATOTOBKH K 3a9€Ty

HSy‘II/ITB CIIMCOK BOIIPOCOB K 3a4€Ty, IOCJIEC I3TOr0 HUIYYHUTH TeOpeTI/I'-IGCKI/Iﬁ MaTtcpual,
COCT&BJ’I?IIOHII/H\/’I OCHOBY JIs1 OTBCTOB HA 3aJaHHA K 3a4UCTy, pCIIUTH NPAKTUYCCKUC 3aJaHH.

MeToauyeckue yKazaHus JJIs CAaMOCTOATEIbHOMH padoTsl ctyaeHToB (CPC)

CamocrositenpbHas paboTa CTyAEHTa CKJIAIbIBACTCA W3 PETYISIpHOM NpopabOTKH yueOHOro
Marepuaita (JeKnuid, ydeOHOW IUTepaTypbl) MPHU MOATOTOBKE K JA0OPaTOPHO-NPAKTHICCKUM
3aHATHUSIM, MOATOTOBKE K TEKYyIIEMy TEMaTH4YE€CKOMY, TEKyIleMy pyOexHOMY KOHTPOJISM
yCIEBAaEMOCTH.



9.

YueOHO-MeTOANIECKOE,

AUCHMILTUHBI
9.1. IlepeyeHb JTUTEPATYPHI 0 JUCHHUIJIMHE:

HH(POPMALIMOHHOE M MAaTepHAJIbHO-TeXHHYeCKoe obecneyeHne

— 3-¢ u3., nepepabd. U mom. — Mocksa :
I'D0TAP-Menua, 2010. — 832 c.

IaTGOPMBI U OPTaHU3AIINSA
CpPaBHUTEJIBHON TeHOMHOU
rUOpUAN3aLHK

Ne HaumeHnoBaHue, aBTOp, roJ 1 MeCTO PexomMennyercs npu u3y4eHun KosmmmyecTBo DJIeKTPOHHBII aapec
n U3AaHUS pa3es 0B JUCHUTITHHBI 3K3eMILISAPOB pecypca
/n B Oubanoreke
1 2 3 4 5
1 [Kimaudeckas reHeTHKA [ DIEKTPOHHBIH Hurepnperanus pe3ynbTaToB U Y naneHHslit 10CTy:
pecypc] : TeHOMHUKA ¥ MPOTEOMUKA HACIEACTB. |IPHMMEHEHHE CPaBHUTEIBHOM https://www.
natoorui : y4e6. [Tocobue / I'. P. MyToBuH. |reHOMHO# rubpuan3aiym OCHOBEI, studentlibrary.ru/book/

ISBN9785970411520.html

HarnsimHas renetrka [DnekTpoHHbIH pecype] /
3. Maccapr ; [mep. ¢ aur. : H. C. Tuxomuposa
; mox pex. J. B. PeGpukoBa]. — DnekTpoH.
TEeKCT. JaH. — Mockaa, 2020.

WHTtepnperanus pe3yabTaToB U
MIPUMEHEHUE CPaBHUTEIHHOMN
reHoMHOU rubpunu3anun OCHOBBI,
IaTGOPMBI U OpTaHU3AIIAS
CPAaBHUTENIBHON T€EHOMHOU
THOpHUIM3aUH

VY naneHHslit 1ocTyn
https://rsmu.
informsystema.ru/u
ploader/fileUpload?
name=121bn .
pdf&show=dcatalogues/1
/5362/ 121bn.
pdf&view=true

9.2. IlepeyeHb pecypcoB MHGPOPMAIMOHHO-TEJIEKOMMYHUKANIMOHHON ceTu «/HTepHeT», B TOM
yncse npodeccCHoHaIbHBIX 023 TaHHBIX, HE00X0AUMBIX IJISI OCBOCHUS JUCIUIJIMHBI

9.3.

PubMed
eLibrary
OMIM

PR

Med» https://pubmed.ncbi.nlm.nih.gov/
5. PedepaTuBHas u aHanuTH4eckas 0a3a HAyYHBIX IMyOJIMKAUWNA W LUTUPOBAHUS M3IATENIbCTBA

Elsevier

«Scopus»

display=basic&zone=header&origin=#basic

Ilepeyens WHGPOPMALUMOHHBIX TEXHOJIOTHUIA,

[ToHOTEKCTOBAS KOJUICKITUS BEIYIIMX XXKYPHAJIOB MO OMOMEAMIIMHCKUM HccienoBanusM «Pub

https://www.scopus.com/search/form.uri?

HCIMOJbB3YEMbBIX IIPH OCYHICCTBJICHUMU

0o0pa3oBaTe/ILHOIO Mpouecca Mo JUCHUILVINHE, BKJIKYAs NepedyeHb MPOrpaMMHOro odecneveHust
U HHGOPMAIMOHHBIX CIPABOYHBIX CHCTeM (IPU HAJTUYHMH)

1. MS Windows B penakuusix: 7 Pro, 10 Pro, 11 Pro (x86, x64) — nutieH3us 6eccpouHo
2. MS Office B pemakmusx: «Standard», «Professional Plus» (2013, 2016, 2019, 2021(x86, x64)) —

TUICH3US 6€CCPOUHO

3. MS Visio B penmakmusx: «Professionaly (2013, 2016, 2019, 2021(x86, x64)) — nuueH3us

0eccpouHo

4. Astra Linux Special Edition, Bapuant munensupoBanus «Open», PYCB.10015-10 — nuuenzus

0eccpouHo

. Adobe Acrobat Reader — cBoGo1HO pacnpoctpansemoe [10
. I'apanT (cnpaBo4Has npaBoBas cucreMa) — uueH3us 1o 31.07.2027

. Slanexc bpay3zep i opranuzanuii — cBo60oaHO pacnpoctpansemoe 110
. IInmatpopma «1C:Ilpeanpustue 8», konpurypauuu «1C:JokyMeHTOO00POT TOCyIapCTBEHHOTO
yupexaenusn», «1C:Yausepcurer [IPOD», «1C:Meauuuna» — nuueH3usi 6ecCpouHo

5
6
7. FastStone Image Viewer — cBo6omHO pactpoctpansemoe [10
8
9

. MTC Jlunk nnatdopma 11 npoBeaeHus: BeOuHapo — nunensus 10 04.07.2027 r.
. Anruupyc Kaspersky endpoint Security — nunensus g0 19.09.2027 r.
. Apxusarop 7-Zip — cBo60HO pacupoctpansemoe [10
. IInmardopma «Kinescope» - muuensus no 11.03.2027 r.
. Cucrema ynpasnenus o0yuenneM (LMS) — nunensus 6eccpounas
. Ubuntu — cBo60oH0 pacnpoctpansemoe [10 (OC ¢ OTKPBITHIM HCXOTHBIM KOJIOM)

. Debian — cBo6oano pacmpocrpansemoe [10 (OC ¢ OTKpBITBIM UCXOTHBIM KOJOM)

. DnekTpoHHas nH(pOopMaMOHHO-00pa3oBarenbHas cpeaa PHUMY uwm. H. U. ITuporosa







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 HaumeHoBaHue 000pYy/10BAHHBIX YYEOHBIX ayTUTOPHiIi [epeyeHp cienuaIU3UPOBAHHOI MebeH,
I TeXHHYECKHX CPEACTB 00yueHHUs!
/m
1 Aynutopusi Ui IPOBEACHUS 3aHATHI JIEKIIHOHHOTO THIIA, 3aHATHH Crynbst , Ctounsl , [IpoexTop My nbTUMEIUAHBIN

CEMHHAPCKOT0 THIIA, TPYNIOBBIX U MHAWBUIYAIBHBIX KOHCYIBTAINH,
TEKYILETO KOHTPOJIS U IPOMEKYTOUHOM aTTecTalluy, 000pyA0BaHHAS
MYJIETUMEIMHHBIMA ¥ MHBIMH CPEJICTBAMU 00YYEHHUS

2 |IlomemeHune st CaMOCTOSTENILHOM pabOTH 00yJaIOIUXCS, YueOHast MeOenb (CTOJIBL, CTYJIbsI), KOMITBIOTEpHAsT
OCHAII[CHHOE KOMITBIOTCPHON TEXHHKOH ¢ BO3MOKHOCTBIO MOAKIIOUCHHUS | TEXHHKA C BO3MOXKHOCTBIO MOAKITIOUCHHUS K CETH
k cetu MHTEpHET 1 00ecniedyeHreM JOCTyIIa B 3JIEKTPOHHYTO «/HTepHET» U 0becreueHneM 0CTYIA B JJIEKTPOHHYIO
MHGOPMAIIMOHHO-00pa30BaTEIbHYIO CPEY OpraHU3aliu nHGOPMAIIMOHHO-00pa30BaTEIbHYIO CPEIY

3 |YueOHas ayAUTOPHS AJIsI IPOBEACHUS IIPOMEKYTOYHOM aTTeCTallui Y4eOnast MeOeIb (CTONBI M CTYIbS IS 00yJarOIIIXCs),

CTOJI, CTYJI IPETOIaBaTElIsA, TEPCOHATBHBIN
KOMIIbIOTEP; HAOOP AEMOHCTPAILIOHHOTO
000pyI0BaHus (IPOEKTOP, SKPaH, KOJOHKH)

YHuBepcuter oOecriedeH HEOOXOAMUMBIM KOMIUIEKTOM JIMIIEH3MOHHOTO U CBOOOJHO
pacupocTpaHseMoro MporpaMMHOIO obecnedeHus (CocTaB ompenessieTcs B paboueil mporpamme
JUCIUIUIMHBI U TOAJICKUT OOHOBJICHUIO MTPH HeoOXoaumocTr). bubianorednsiit poH ] yKOMIUIEKTOBAaH
MeYaTHBIMU W3JaHUAMH U3 pacuera He MeHee 0,25 sk3eMIUIsipa KaXJA0ro M3 W3JIaHUN, YKa3aHHBIX B
pabouell mporpaMMe IUCLUMIUIMHBI, Ha OJHOrO OOYy4YalIlerocs W3 4ucia JUl, OJHOBPEMEHHO
OCBaMBAIOIINX COOTBETCTBYIOIIYIO AUCHUILINHY.

OO6yuatomuMes o0ecriedeH JocTyn (yAalleHHbIH JOCTYI), B TOM YHCJIE B Cily4ae MPUMEHEHUs
3JEKTPOHHOTO OOy4YeHHs, IUCTAHIMOHHBIX O0pa30BaTEIbHBIX TEXHOJOTHH, K COBPEMEHHBIM
npodeccruoHanbHBIM 0a3aM JaHHBIX U UHPOPMAIMOHHBIM CIIPABOYHBIM CHCTEMaM, COCTaB KOTOPBIX
ornpezesnsercs B paboueit mporpaMmme IUCHUIUIMHBI U MOAJICKUT 0OHOBJICHHIO (IIPH HEOOXOAUMOCTH).

OOyuaronuecs H3 4YUCIa HHBAIUAOB oOOecnedeHbl NeYaTHBIMU W (WUJU) 3JIEKTPOHHBIMU
o0pa3oBaTeNbHBIMH pecypcamu B popmax, alaliTUPOBAHHBIX K OTPAHHUYEHUSM UX 3/I0POBBSI.
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