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OT3bIB BEAYIIEN OPTAHU3ALIA
dbeepaTbHOrO TOCYIaPCTBEHHOrO OFOJDKETHOrO HAYYHOTO yUPeKACHUS «Hayusno-
HCCIIEeIOBATEIbCKUMA MHCTUTYT aKyIIepCTBa, I’MHEKOJOTHH U PEIIPOAYKTOJIOrHH UMCHU
J1.0. OTra» 0 HAYYHO-IIPAKTUYECKOW IEHHOCTH NMCCEPTallH Jlomarkunot Mapuu
EsrenbeBHsl «PaclIpoCTpaHEHHOCTh W TPAHCKPUITOMHBIE S((OEKTHI XPOMOCOMHbIX
MEKpOZIeTeIH 1 MAKPOIy [UIHKALUH, 3aTPariBarONIUX IeH cntnéy, MpeICTaBIEHHON K
3alUTe Ha COUCKAaHWE YUYeHOW CTeleHM KaHaujaaTa MEAWIMHCKMX HayK II0

crienmanbrocTy 1.5.7. Tenetnka (MeIUIMHCKYE HAYKH).

AKTYaJIbHOCTh TeMbI BbINIOJTHEHHOH PaGoThI

HccnenoBanue (GEHOTUNMYECKHX OCOOCHHOCTEH U 3()PEKTOB MHUKPOICICINN U
MEKDOJTYTUIAKAIIUH MPEeNCTaBIsieT OOIBIIYIO IEHHOCTD /IS Pa3BUTHS HAYYHBIX 3HAHHH
¥ METOIAUYECKHUX MOAXO0I0OB B MEUIIUHCKON T€HETHKE.

M3BecTHO, YTO TEHETWYECKUM aucOamaHC MOXET IPOSBUTHCS Ha BCEX 3Tamax
OHTOTeHEe3a, HauMHas OT HapyIIeHWH Ha paHHUX CTaAMsAX SMOpHOTEHE3a U 3aKaHYMBas
HApyIIEHUSMH  PENpOAYKIMM BO  B3pPOCIOM  Bo3pacte.  bonbIioe  4YHCIIO
MHKPOCTPYKTYPHBIX XPOMOCOMHBIX a0eppaluif, MiM Bapualuii B 9YHCIE KOIMK
yuactkoB JIHK (CNV), BBISBISeTCS Ppa3iM4YHbLIMA COBPEMEHHBIMH TEXHOJIOTUAMU

(MaTpudHO¥ cpaBHHMTeNbHOM reHoMHOM rubpuamsanus (aCGH), cexBeHHpOBaHHEM

sk3oMa (WES) u renoma (WGS)).



3BecTHBl IIaTOEHETHYECKH 3HAYMMble XPOMOCOMHBIE a0eppalyy, KOTOpPbIE
HepeaKo BBIJIEIIAIOT B CaMOCTOSTEIbHbIE MUKPOJIEIEHIUOHHBIE u
MHUKPOIYIIMKAMOHHEIE CHHAPOMBI, Kak, Hampumep, cuHipoM [du JDKOpIKH,
[Ipanepa-Bunnu, Aurensmana, Bunbsmca-bolipena, Cmur-Marenuc, Ilotoxu-Jlyncku,
Kynena me Bpu, Bompba-XupuxopHa u MHorue apyrue. OmHako Bce Ooublie
HaKaIUIMBaeTCsl WHGOPMAIIUK, Kacarollelcs BapMaHTOB C HESICHON MMaTOT€HETUYECKOM
3HAUUMOCTBIO (IIOTEHIIHAILHO TTATOTeHHBIC BAPHALIUH).

MUKpOCTPYKTYpHBIE — aleppalldd  COCTaBIAIOT  3HAYMMYIO  JIOTIO  Cpeau
TeHETUYECKUX NPWYWH 33JE€PKKUA Pa3BUTHS U MHTEIUIEKTYalbHBIX PacCTpoMcTB. s
MHOI'HX 3a00JIeBaHUM, CBS3aHHBIX C HApPYIIEHWEM HEPBHO-IICUXWYECKOTO Da3BHTHS
XapaKkTEepHO HAMUHe MHUKPOCTPYKTYPHBIX IIEPECTPOEK B OJHUX M TEX XK€ pEeruoHax
XpOMOCOM, YTO yKa3bIBaeT Ha OOIMHOCTH 3aTPOHYTHIX NEPECTPOUKON OMOIOIUIECKUX
IIPOIIECCOB W MOJICKYJSAPHBIX IyTed. DyHKIMOHAIBHLIE MCCIENOBAHMS MOKa3bIBAOT,
YTO KakK pelKuhe, TaK U PaCIpPOCTPAaHEHHBIE BapHaHTHI, CBI3aHHBIE C HapPyIICHUEM
HEPBHO-IICUXWYECKOTO pa3BUTUs (HE TOJNBKO NATOI€HHBIE, HO M HE SCHOrO
KIMHUYECKOTO 3HAUEHMs), BIMAIOT Ha TeHbI, TPOIYKTH KOTOPBIX BOBJICUEHBI B OOIIHE
KOHCEpPBATHUBHBIE MOJICKYJISpHBIE IIyTH, CBA3aHHBIE C IIPOIlECCAMHM CHMHTe3a Oelnka,
TPAHCKPUITIIMOHHON WM 3MUTCHETUYECKON peryisalued U CHHAIITHYECKOHN Iepenaden
curaigoB. OmgHAKO MHOTHE acleKThl MaToreHe3a MAaHHBIX COCTOSHHM 10 CUX IIOp
OCTarOTCS HEACHBIMH.

Ha coBpeMeHHOM »3Tame pa3BUTHS HAyKH HH LUTOTCHETHYECKUH aHaJIU3
TIMQPOIUTOB Tepudeprudeckoll KpoBU, HU HCIIOIb30BAHUE JKUBOTHBIX MOZEIEH HE
IOIXOAT OIS MHTEPIPETAITHH KIUHUYECKUX d()PEKTOB U OLEHKH MaTOreHeTHUEeCKOU
3HAYMMOCTH BHOBb OOHApYyKEHHBIX XPOMOCOMHBIX BapHalWdd. BeixomoMm wu3
CIIOUBINIEHCS CHUTYallUU SIBIsieTCsl pa3paboTka U BHEOPEHHE B IPAKTUKY METOAUKU
TIOJyYeHUS ¥ U3yUeHUs MePCOHU(PUIUPOBAHHBIX UHAYLWPOBAHHBIX ITFOPUIIOTEHTHBIX
ctBoioBeIX KieTok (MIICK) oT mamueHTOB C yHUKAIbHBIMU MUKPOCTPYKTYPHBIMHU
abeppalsiMid  XpOMOCOM U  HHTEIUJIEKTyallbHbIMM  HapylneHusMu. Co3maHue
MOJIETTEHBIX CHUCTeM Ha OcHOBe HelpoHOB, mosydeHHeIXx u3 UIICK mnanueHTOB c

XPpOMOCOMHBIMH MYTallAsIMHW, TIO3BOJIACT UIYHYUTH IIATOI'CHE3 3aboeBaHusg Ha



MOJIEKYJISIPDHOM YPOBHE, BKJIOHYas aHalM3 TPAHCKPHUIIIMOHHOH aKTHBHOCTU TI'€HOB C
IIOMOIIBIO oTpeaeneHus konudectsa ux MPHK.

OnHy u3 yIOOHBIX MOJENBHBIX CUCTEM Ui M3YYEeHHS MEXaHHW3MOB MaTOreHe3a
XPOMOCOMHBIX OONle3He Ha KJIETOYHOM K MOJEKYJIIPHOM YPOBHE IIPEICTaBISLET
XpoMocoMHas abbepalvs (MUKPOIETICeHHs WM MUKPOJyIUIMKALUsA) B peruoHe 3p26.3,
3aTparvBarolnas eIuHCTBeHHbIH reH CNTNG, IpOAyKT KOTOPOrO 3KCIPECCHPYeTCs
npeumyinectsenio B I[HC u BoOBledeH B NPOLECCHl PasBUTHs HEWPOHOB,
GOpPMUpOBAHKS CHHANCOB M MUEIMHU3AIMM aKCOHOB. B psAne mocnequux pabor
nokasaHa noreHnuaneHas poib CNV, zarparuBatomux reH CNTNG6, B maroreHese
yMcTBeHHOM oTcramoctu, PAC, musodpennn, cungpoma Typerra, bAP, CIBI' u
JIPYTUX OOJIe3HEH.

Takum oOpasom, olleHKa pacmpocTpaHeHHocTn CNV, 3aTparuBarolmux I'eH
CNTNG6, u xapakTepu3alisi MOJCKYJIPHBIX 3Q(HEeKTOB BapHaOEIbHOCTH YMCIIAa KOIUH
CNTNG B HeMpoHax Ha TPaHCKPUIITOMHOM ypOBHE, 0€3yCII0BHO, ABJIAETCS aKTyalbHOM,
a muccepraimonnas pabora Jlomarkuuo#t MLE. sBisiercs BoCcTpeOOBaHHOW Hay4YHOMH

paboToi, MpeCTaBIAIOIIEH BEICOKYIO HAyYHO-IIPAKTHYECKYIO LIEHHOCTD.

Hayuynass HoBH3Ha padoThI

PaGora oOmamaeT BBICOKOW  CTENEHBIO  HAYYHOW, METONMYECKOU U
METOOJIOTHYECKOM HOBU3HBL. B WacTHOCTH, C HCIIOJB30BAHWUEM TEXHOJIOTUU
penporpaMMUpPOBAHUSI  COMATUYECKHUX KIIETOK BIEPBBbIE IIOJy4YeHBI ITallUEHT-
cnemubuunsie MIICK oT WHIMBUAOB ¢ HWHTEIIEKTyaJbHBIMM PACCTPOMCTBAMHU H
YHUKQTBHBIMU PEIUNPOKHBIMUA XPOMOCOMHBIMHM MyTallUsIMU B cybcermente 3p26.3,
muausg UWIICK - oT yCIIOBHO 3[0pOBOrO0 UHAWBUIA, SIBJSIOIIETOCS HOCUTEIEM
MuKponyrukanuu resa CNTN6. C NOMOIIBIO METOAOB pPelaKTUPOBAHUS TeHOMA
nosryuena nunusg UTICK ¢ dyHKImOHaNsHON HYJUTMCOMUECH TT0 TaHHOMY I'eHY.

Jiss HEMpOHAIBHBIX KJIETOK C PEIlMIPOKHBIME MoHOreHHEIMH CNV Brepsble
IIOKa3aHbl TJ00albHbIE TPAHCKPUIILMOHHBIE W3MEHEHWsS II0 BCEMy TeHOMY —
IIPOJIEMOHCTPUPOBAHO  W3MEHEHHE  OKCIIPECCHHM  OOJIBIIOr0  YHCiia  T'eHOB,
HETIOCPEJICTBEHHO HE BOBJIEUEHHBIX B XPOMOCOMHYIO TiepecTpoiiky. CpaBHeHUe

CIIMCKOB I[I/I(i)(bepeHHHELHBHO OKCIIPECCUPYIOIITUXCA I'CHOB ITO3BOJIMIIO BLISABUTL I'CHBI,
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OJHOHAIIPABJICHHO HM3MCHAKOIHUE CBOIO OKCIPECCUIO BHE 3aBUCHUMOCTH OT THIIA

XPOMOCOMHOM MyTarmu (MEKPOAEIICIIAN HIIX MUKPO Y TNTUKALIAN).

TeopeTnyeckasi H HAY4YHO-MPAKTHYECKAS] 3HAYHMOCTDb PadOThI

Teopetudeckass 3HAYMMOCTb PE3YJIBTATOB MCCIENOBAaHMSA 3aK/I0YaeTCs B
TOTy4eHUH HOBBIX (yHIAMEHTAIbHBIX 3HAHWI O MEXaHU3Max peanu3alud d(PPEKTOB
perunpokHeix CNV u deHoTHmMUecknX 3((QeKkTax XpPOMOCOMHBIX MyTalud ¥ B
BO3HMKHOBEHMH HOBOIO HampaBieHus ucrnonb3osanus nuHui MIICK - mig getexunun
HU3KOYPOBHEBOTO MO3auIIU3Ma Y MALUEHTOB C XPOMOCOMHOM IIaTOJIOTHEHN.

[MpakTHyeckas 3HAYUMOCTH paOOTHI CBs3aHA C CO3[@aHUEM YHHKaJIbHON
xosekmuedt muani UTICK, cozmarmem 6a3nl qaHHbIX «KIMHUYECKAE U MOJIEKYJIAPHO-
reHeTUYECKHE XapaKTEPUCTUKH OONBHBIX IIU30(pEeHUEl», BHEAPEHUEM HOBOM
MEeJIUIIUHCKOU TEXHOJIOTUHN «AnTOpuUT™M MOJIEKYJISIPHO-IITATOTEHETUYECKON
JIIMarHOCTUKHA MHUKPOCTPYKTYPHBIX XPOMOCOMHBIX abeppaluii B cermeHTte 3p26.3 y
merefi ¢ HeauPQepeHIMPOBAHHON YMCTBEHHOM OTCTalOCTBIO» B  JIe4eOHO-
IUAarHOCTHYECKUH mporiecc Menuko-reHeTrndeckoro neHTpa (I'eHeTHueckol KIMHUKH)
HUW wmemumuHckor remetwku Tomckoro HMMIL, a Takke C mepcleKTUBaAMU
UCIIONB30BAHNS CTPATETHH IOJNyueHUs: KynbTyp mnepcoruduuuposanssix WIICK ot
MAI[HEHTOB C YHUKAIBHBIMH XPOMOCOMHBIMH  MYyTallMsSIMH B  pacIIM(poBKe
[IATONEHETHUECKUX MEXaHM3MOB WHBIX XPOMOCOMHBIX O0Jie3HeH U B pa3paboTKe HOBBIX

MUIICHEH JICKAPCTBCHHBIX CPEACTB U TAPIeTHLIX IIPEIIapaTOB ISl TAKUX ITAITUCHTOB.

O60cHOBAHHOCTb H JOCTOBEPHOCTH Pe3y/JIbTATOB HCCIeI0BAHUSA

Huccepranmonnass pabota Jlomarkunodi M.E. cocrour u3 [ByX dacTel:
«KJIACCUYECKOTO»  WCCIENOBaHWS  PACIpPOCTPAHEHHOCTH  MHUKpPOLEIeIUd |
MUKpPOAYIIIUKAIINK, 3aTparuBaoiux reH CNTN6, B BeIOOpKE MAllMEHTOB C HEPBHO-
TICUXUYECKUMU 3a00JIeBaHUSIMUA, U «HOBATOPCKOTO» - B CO3JaHUM pPasHOOOpa3HBIX
muauit UTICK ¢ nampHe#medt nuddepeHIupoBKOM KIETOK 3TUX JIMHUA B HEUPOHBI C
LIETIBIO IIPOBEACHUS TPAHCKPHUIITOMHOIO aHa/IN3a Ha MUKpPOUMIaxX U (PyHKIHOHAJILHON
agHoTaruu moiydeHHBIX J[OI'. Ob6e uwacTu pabOTHl BHINOIHEHBI Ha [OCTATOYHOM

OHOJIOTHYECKOM mMarcpuajie.



PaboTy oOTIW9aeT UYETKWM, JAKOHWYHBIM M CTPYKTYPUPOBAHHBIA IH3alH
HCCIIENOBAHMs, BBICOKUH METOIUYECKUN YPOBEHb BBIIIOJHEHUs MTOCTABIIEHHBIX 3aad,
[OJlyYeHHBIE PE3yJbTaThl COOTBETCTBYIOT IIOCTABIEHHOMW IIENIH, IIPEJCTaBICHHBIC
pe3yIbTaThl CPABHUTEIHHOTO aHalli3a MPUBEICHBI B TIOJTHOM O00beMe.

[IpuMeHeH IMUPOKUN CIEKTP METOAOB MCCIEeNOBaHHUS, HAUYMHASA OT BBIACICHMS
JIHK u PHK, MoJexynspHO-T€HETHYECKOIO U MOJEKYIISIPHO-IIUTOT€HETUIECKOr0
aHanm3a (CeKBEHMPOBaHHUE Clienyrolero noxkoneHus - NGS, cpaBHUTeIbHAS TEHOMHAS
rubpunmsanus — aCGH, monumepasHas LemHas peakiys B pealbHOM BPEMEHH), IO
KyJbTUBHPOBaHUS  (GUOpPOOIACTOB  KOXHM ~ MHAIlMEHTOB,  PEIpOrpaMMUPOBAHUS
comMaTudeckux kieTok ¢ moiyudeHuem WIICK, oleHKHM ITFOPUIOTEHTHOCTH JIMHUHN
merogamu OT-IIIIP, uMMyHOGMIyOopecleHTHOTO aHajiuM3a W MeTona IIOIydeHUs
TepaToM y WMMyHOAedUUUTHBIX Mblmed smHHn SCID ¢ mocinemyromum
I'MCTOJOTUYECKUM aHaJIU30M TepaToM, co3maHus HokayTa reHa CNTN6 meTonom
TeHOMHOTO penakTupoBaHus ¢ momorsio cuctembl CRISPR/Cas9, nuddepeniuposku
NITCK ¢ moMOIIBIO CUCTEMBI JIEHTUBUPY CHBIX BEKTOPOB U APYTHX.

B paboTe wuCIonb30BaHBl COBPEMEHHBIE METOIbI OMOMH(MOPMATUYECKOTO U
CTATHUCTHYECKOTO aHaliu3a. B 4acTHOCTH, IPUMEHEH TakeT [imma, treemap M pecypc
WEB-based GEne SeT Anal ysis Toolkit.

Bce BBIBOOBI Y TOJIOKEHWs, BBIHOCHMBIE Ha 3al0ATy, OCHOBAHbI Ha
CTAaTUCTHUYECKH JTOCTOBEPHBIX pe3yibTaTaX. Pe3ynbTaThl paOOThl TPENCTaBICHB Ha
BCEPOCCUMCKUX U MEXKIYHAPOIHBIX KOH(EPEHIUAX, a TaKKe OImyOJIMKOBaHbl B 19-TH
Hay4dHbIX paboTax, cperd KOTOPBIX 7 cTaTed B XKypHajiaxX, BXOJAIMX B mepedeHb BAK
P®, u3 Hux 5 crareit B xKypHanax, pedhepupyeMbrx B 6a3e maransix Web of Science u
Scopus, u 2 craTeum B XKypHaje, WHAEKCHpyeMoM B 0Oaze manHeix PUHIL. 12

MyONUKalui IIpeNCcTaBleHbl CTaThbsIMA B COOpPHMKaxX U TE3WCAMU  HayYHBIX

KOH(EepeHTIUH.

CTtpykTrypa padoThI
Huccepranuonras pabora B oOveme 233 cTpaHHUIBl TIOCTPOSHA  TI0
TPaJULMOHHON CXeMe M BKIIOYaeT BBEICHHE, OCHOBHEIC IJIaBbl (0030p JUTEPaTypHI,

Marepual W MCTOAblI HMCCIICAOBAHHUSA, PE3YJIbTAThl U O6CY)KJ:[€HI/I€), BbIBOJbI, CIITMCOK
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nmaTepaTyphl W 4 mpunoxeHus. PabGora MIUIOCTpUpoBaHa 52 pHUCYHKamHd, 28
TabnunamMu. bubnuorpadus BKIOYaeT 336 MCTOYHMKOB, W3 HUX 22 MCTOYHHKA
oTreuecTBeHHOM M 308 MCTOYHHUKOB 3apyOeKHOW ITUTEPATyphl, & TAKXKE 6 HHTEPHET-
pecypcos.

Bo «BBeaeHum» aBTOpOM MOAPOOHO, HO HENOCTATOYHO UYETKO H3JI0KEHBI
OCHOBHBIE  JaHHBIE, KOTOpPble  OOOCHOBBIBAIOT  aAKTYallbHOCTh  IIPOBEJIEHUSA
JTUCCEPTAIMOHHOTO MCCIEIOBAHUS U IO3BOJIAIOT CYIUThL O HAYYHOM 3aJ€jle B JaHHOM
HanpaBieHud. CTOUT OTMETUTH W3JIUIIHION [NeTAIU3alUI0 HAyYHOW HOBH3HEI
yccnenoBanus. HecMoTps Ha 3To, HeMW U 3agauud paboThl COOPMYIMPOBAHEl B
COOTBETCTBUH C OCBEIEHHOU MPOOIEeMaTUKOM.

«O030p AUTEPATYPHI» OTPAKAET COBPEMEHHOE IIPEJCTABIEHHE O XPOMOCOMHEIX
MYTaIUSIX KaK 3THOJIOTHIECKOM (aKkTope HapyLIeHUsI HEPBHO-IICUXUYECKOIO PA3BUTHSL.
[TonpoOHO ommcaHbl Bapuauu dncia Konui ydactkos JIHK u ux BKIan B HapyIIeHHS
HEPBHO-TICUXWYECKOTO  Pa3BUTUSA,  IONUYEPKHYTHl  CIIOXKHOCTH B OLIEHKE
(GEHOTHITMYECKUX TMPOSIBICHUN XPOMOCOMHOro nucbananca. ABTOpP OTHENbHOE
BHUMAHME VIEIWI MOJIEKyJIaM MEXKIETOYHOW aAre3vu, WX KiIacCUpUKaAIUH,
cTpykType ¥ QyHkmmu. IlogpobHO omucaHbl OeNKkW - KOHTAKTHHBI M HMX POJIb B
mporeccax pocTa YW Pa3BUTHA HEHPOHOB, KIETOYHOM BBDKMBAEMOCTH, BETBIICHUA
HEHpPUTOB, aKCOHAJIBLHOTO HaBeIAeHUS W (QOPMHUPOBAHUS CHUHANTHYECKUX KOHTAKTOB.
VYelneHo BHUMaHAE MOJICKYJIIPHBIM MeXaHU3MaM AeHcTBUS ogHoro u3 Hux - CNTNG6.
Omucansl KIWHWYeCKHe dPPEeKTh MyTalui, 3aTparuBarolIuX I'eH, KOJUPYEMBIM 3TOT
6enok. Ocoboe BHUMAHUE YIIENEHO JAHHBIX, YKa3bIBAIOIINX Ha 3HAUMMOCTH MyTallui
reda CNTN6 nisg pa3BUTHS COCTOSHAM, XapaKTEPU3YIOIIMXCS KaK HapyIlleHHUEM
HEPBHO-TICUXUYECKOT0 Pa3BUTHUSA, TaK U JPYTUMHU (HEHOTUIMHUUECKUMU ITPOSIBICHUSIMHU.
OTtnenpHas MOATIIIaBa MOCBSAIIEHA MOJEIBHBIM CUCTEMAM Ha OCHOBE MHIYIUPOBAHHBIX
TUTFOPUTIOTEHTHBIX CTBOJIOBBIX KIIeTOK. OTIMCaH TPaHCKPUIITOMHBIN aHAH3.

«MaTtepuajbl M MeTOABD) BKIIOUAIOT AW3aliH MCCIENOBAHUS, TOIPOOHOE
ONKMCaHWE 3alad M COOTBETCTBYIOIIMX MM MaTepUajoB U METONIOB HCCIEIOBAHMUS.
Onucanne METONOB NPUBENEHO B IIOJIHOM O0BEeMe U SBISIETCS JOCTATOYHBIM IS

IMOHNMAaHHKA UX CYIMHOCTU C TOYKH 3PCHUA 000CHOBAHHOCTH Hoz[6opa B COOTBCTCTBHH C

BBIITOJIHACMBIMHA 3a1a49aMH.



B rnaBe «Pe3yiabTaThl M o00CyXAeHHE» IPENCTaBIEHBl DE3YyIbTaThl M HX
II0CIIe[OBATEIbHOE 00CYKICHHE, KOTOPbIE pa3fesieHbl Ha PAl IOAIVIaB B COOTBETCTBUHU
C IU3afHOM MCCIIEOBAHUSA, a IMEHHO: IPOaHaATU3MpOBaHa 4acTOTa MUKPOJEIIEIHN U
MuKpoayuikanuit rera CNTN6 B BbIOOpKE IAIMEHTOB C HapyIIeHMEM HEPBHO-
[ICUXWYECKOT0 pa3BuTHs, onucaHo noxyderue auHui UIICK ¢ pasiauduHbIM 4MCIOM
xonuit rena CNTN6 u nanpasnenHas guddepennrposka UIICK B HepoHEL, IpUBENCH
CPaBHUTENbHBIA aHa W3 JKCIPECCUU I'€HOB B HEHpOHax, AU(QQEpeHIUPOBAHHBIX M3
WUIICK manweHTOB C YMCTBEHHOM OTCTAJIOCTBIO M 3I0POBBIX JOHOPOB. JlaHHbBIE
TTOJIKPETIIIEHBI WILTFOCTPAIMSIMYU U Ta0JIUIlaMu, UX 00CYXJICHUE OMMpaeTCsl HA MUPOBOU
U OTEYECTBEHHBIU OIIBIT.

B «3akaouennn» paboOThl MOABENEHBl OCHOBHBIE HMTOTM HCCledoBaHUsA. B
YaCTHOCTH, PE3yJbTaThl MCCIENOBAHUS CBUAETENHCTBYIOT O TJIOOAIBHOM XapakTepe
HapyllIeHU! TPaHCKPHUIIIIMOHHBIX IIPOLIECCOB B KIETKaX C XPOMOCOMHOM MyTalluei.
Usmenenus B skcnpeccronHbix mpoduisix UIICK u HeWpoHOB Kacaluch HE TOJBKO
TeHOB K3 00JIaCTH MEepecTPOMKH, HO TaKKe M TI'eHOB, JOKAIM30BAHHBIX B JPYTUX
o0JiacTsx reHoma.

«BbIBOABIY OTpaXXalOT  OCHOBHBIE  PE3yJbTaThl  JUCCEPTAIIMOHHOTO

HUCCICOO0BaHUA U ITOJTHOCTBIO COOTBETCTBYIOT IIOCTABICHHBIM 3aladaM.

3aMeuaHus U BONPOCHI N0 JUCCEPTAIHOHHOI paboTe

CymecTBeHHbIX 3aMedaHudl k pabore Jlomarkuunot ML.E. wer. Cpemn
HE3HAUUTEIIbHBIX HY)KHO OTMETUTH OTCYTCTBHE IaThl U HOMEpa PEUICHUS] DTUUECKOTO
Komuteta, pa3pemnBIIero faHHoe uccienoBanue. OqHAKO eCTh CIIeMy OIIHe BOIPOCH:
1. Yro sBusercs mpeobiafarollMM B TpyIIle MAIMEHTOB C HapYIICHUSMU HEPBHO-
IICUXWUYECKOTO  Pa3BUTHUS, HWMEIOIIUX MUKPOCTPYKTYpHBIC TIEPECTPOUKH  C
BoBlledueHUeM reHa CNTN6: UW30IUpOBaHHAS YMCTBEHHAss  OTCTAIOCTH HIIA
COYeTaHWe YMCTBEHHOW OTCTAJIOCTA C MHUKPOQHOMAIMSIMU U MOPOKAMU Pa3BUTHUS

WK NICUXUYECKHE HapyIIeHNUs (ay TUCTHUECKHE TIPOSBICHUS, MU30GPEH¥s)?
2. Ha ckxonpko BenMka JUCHEpCHUs MEXAY SKCIIpecCHeil TeHOB B Pa3HBIX PeILTUKax

onHo u Tou xe auHur UTICK o cpaBHEHUIO ¢ NUCTIEpCUEH MEXKITY JTHHUSIMHU?



3. Iloyemy xosmdectBo [[DI'0B B HOKayTe OBLIO Ha MOPSIOK MEHBIIE, YeM B IPYTHX
JMHUAX, U KaK 5TO COOTHOCUTCS C JAHHBIMH JIUTEPATYPBI?

4. beuto OBl MHTEPECHO CPaBHUTH Te M3MeHeHus B J[OI', KoTopsle ObLIM BHISBIIEHE
[IPH U3YyYEHUM KIIETOK OTL[@ U CBIHA, C 3KCIIPECCHe IeHOB B JAPYTHUX KIETOYHBIX
mvHuAX. Ha ckoiapko OHM OBIM ONM3KM TeM TeHaMH, SKCIPECCHSI KOTOPHIX
OJTHOHAITPaBJIEHHO MEHSJIACh Y CHOCOB?

5. Ilo xakoMy KpuTepus ObUTM OTOOpaHBl JUISI  BalUOAllMA  PE3YJIBTATOB
MHUKpouunoBoro ananmza 6 reHoB: CNTN6, CBLN2, OXRI, PEG3, CHLI u
NOTCHI?

3akiayeHue

Huccepramus JlonatkuHolt Mapuu EBrenbeBHBI «PacnpocTpaHeHHOCTh U
TPaHCKPUNTOMHBIE 3(P(EKTHl XPOMOCOMHBIX MHUKPOJCICIUA W MHKPOIYIIHKAIINH,
3aTparvBarOIlUX TeH cninb», NpPEeNCcTaBIeHHAs Ha COUCKAHWE YUYCHOH CTeIeHU
KaHaumara MEIUIUHCKUX HayK II0 crenuanbHocTH 1.5.7. I'eHeTwka (MeTUIIMHCKHE
HAyKH), SBJIAETCS 3aKOHYEHHOM, CaMOCTOSTENBbHOW HAYYHO-KBATH(DUKAITHOHHON
paboToM, KOTopas CONEPXKHUT peIIeHHe aKTyalbHOW MpoOJIeMbl — OILEHKE PpOJIH
MHUKPOXPOMOCOMHBIX BapHUallii B TTaTOreHe3e 3a00JIeBaHM YeI0BEKa.

ITo cBoel aKTyaJlbHOCTH, HAy4yHOM HOBH3HE, TIPAKTHUYECKOH IIEHHOCTH
IIOJIy4E€HHBIX PEe3yJIbTaTOB, METOAUYECKOMY YPOBHIO U 00BEeMY IPOBEICHHBIX
UCCIICIOBaHMK MIPEACTaBIeHHas JUCCEPTAlIMOHHAs padoTa MOTHOCTEIO COOTBETCTBYET
KPUTEPUSAM, YCTaHOBIEHHLIM IIyHKTOM 9 «llonoXeHus O TpHUCYKICHUH yYEHBIX
cremenen»,  yTBepkiaeHHoro IloctanoBnenmem  IlpaBurenscTBa  Poccuiickont
@enepanun oT 24.09.2013 1. No 842 (c u3MeHEHHMSIMH B PENAKLMU IIOCTAHOBICHUH
IlpaButensctea P® ot 20.03.2021r. Ne426, ot 11.09.2021r. Ne1539),
NPENbIBISICMBIX K KaHIUIATCKHM OHUCCEpTalsaM, a ee aBTop - Jlomatkwna Mapus
EBrenneBHa 3acily’KMBaeT IPUCYXICHHUS yUEHOM CTENEHH KaHIWIaTa MEIWINHCKUX

HayK 10 creluansHocTy 1.5.7. 'eHeTnka (MeTUIIHHCKYE HAYKH).

OT13BIB Ha IACCEPTAaITUIO JlomaTkuHoOU Mapun EBrenbeBHbI

«PacnpocTpaHeHHOCTh u TPaHCKPUIITOMHEIE a3 PeKTh XPOMOCOMHBIX
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MUKPOJIETICIINHA U MUKPOIYTUTUKAIIAN, 3aTPAruBalOIINX TeH chninby, NPeaCcTaBICHHAS
Ha COMCKaHHWE y4eHOW CTeNeHW KaHIWJaTa MEIUIMWHCKUX HayK MO CIeIHaTbHOCTH
1.5.7. T'enetuka (MEIMIIMHCKHE HAyKHW) 3aciylliaH, OOCYXIeH U OJ00peH Ha
sacenanuu Yuénoro coBera ®I'BHY «HUU AT'uP um. J1.O. Ottan (mportokos No 7
oT 20 cents0ps 2022 r.).

CocTaBUTENN OT36IBA
PykoBonuTens oTaena TeHOMHON MeIUIIUHBI

OI'BHY «HUM AT'uP um. J1.0. OTTar

JIOKTOP OMOJIOTHYECKUX HAYK I'moros Anpnpent Cepreesuu

Bpad-reHCTUK MEOAUKO-TCHCTUYCCKOI'O IICHTpAa

KaHIUIAT MEAULMHCKUX HayK &}”//,/ JIszuna JIunus BukropoBHa

ITognuce pyku n.0.H., pyKOBOIUTENS OTHeNa reHoMHoN Memuiubel, ®TBHY «HUU
AT'wP mm. J1.O. Otra» I'moroa A.C. u K.M.H., Bpada-reHetrka MI'1], ®['BHY «H1
AT'uP um. 1.0. Otza

.O. Otran

VuéHbIl Cexpx

I.M.H. Kamyctun Poman BuktopoBuy

DenepanbHOe TOCYNapCTBEHHOE OIOMKETHOe HaydyHoe yupexiaenue «HayuHo-
HCCIIeTIOBATENLCKAN MHCTUTYT aKyUIepCTBa, TMHEKOJIOTHH U PETTPOAYKTOIOIMHA UMEHU
J1.O. OtTtan
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