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OT3BIB Beaymeii opranusanum
Ha quccepTannoHHyio pabory Oaxnna Imurpus Biragumuposuua «MonexkyasipHo-
OHOIOrHYecKHE 0CHOBLI CHHAPOMA JIOMKOH X-XPOMOCOMBI», NPEeICTAB/ICHHYI0 HA COMCKAHHE
Y4€HOi CTeneHH JOKTOPa GHOTOrHYeCKHX HAYK MO CIeHAIbHOCTH
1.5.3. — MontekyisipHas 6Hoorus

ARTyaJ'leOCTL TEMEBI HCC/IEA0BAHHUA H €€ CBA3h C ILNIAHAMHA 0Tpac.11eaoii HayKH

3aborneBanusi, aCCONMMMPOBAHHbIE C JTOMKOI X-XpOMOCOMO#, BBI3BaHBI MyTallMel — JKCIaHCHelt
TIOBTOPOB B INMPOMOTOPHOM oOnacTH rema FMRI. B 3aBUCHMOCTH OT pasMepa MOBTOpa pa3aHuyaroT
HECKOJIBKO QJIIENIEH, B TOM YHCIIE TONHYIO MYTALU0, KOTOPask IPHBOIUT K PA3BHTHIO CHHJIpOMA JIOMKO#
X-XpOMOCOMBI. JIaHHBIH CHHAPOM, TAKXKE HA3BIBAEMBIH cunapoM Mapruna-benn, sBasercs mambGonee
PacrnpocTpaHeHHOH (OpMOi HacIeNCTBEHHOH YMCTBEHHOM OTCTANIOCTH y YeJIOBEKa IOcClie CHHIpOMA
Hayna. B mactosimee BpeMs NaHHAs MATONOTHs He u3JieuynMa, IPHMEHSAETCS JIUIIb CHMIITOMAaTHYECKast
Tepanus. YUnThIBas pPaclpoCTPaHEHHOCTh 3a00 eBaHuiA, ACCOLIMMPOBAHHBIX C JIOMKOH X-XpOMOCOMOM, H
CIOKHOCTE MCXaHW3MOB HMX DasBUTHS, LEIM W 3aJjaud JHCCEPTAlHOHHOM paboThHI JA.B. KOnkuna

ABJIAIOTCS KpalHe aKTya/IbHBIMH.



Hucceprannonnas pabora JI.B. IOnxuna BbmonHena B COOTBETCTBHH C ILUIAHOM HAay4HO-

HCCIIeI0BATEIbCKON paboThl, mpoBoaumoit 8 OBYH I HII Bb «Bekrop» Pocnorpe6ransopa.

Hayunas noBusha ucciegosanus, TOTYy€HHBIX Pe3yJbTATOB, BHIBOJOB M PeKOMEHJALHI,

COPMYIHPOBAHHDIX B AUCCEPTALMH

ABTOPOM BIIepBEIE TIPENCTABIEHBl NaHHEIE O PasIHYHAX CTCNEHH COMAaTHYECKON SKCIAHCUM
nosropa CGG y MOAENnBHBIX MbImeld W ee 3aBHCHMOCTH OT BO3pacTa HBOTHOro. Ilpemnoxena
ONTHMH3HPOBAHHAA CXeMa pacyéTa HHAEKCa COMaTHYECKONR HeCTabHIbHOCTH nosropa CGG, xoTtopas He
3aBUCHT OT 3(dekTHBHOCTH amITHdUKALHK PasiHYHBIX ajnened reHa FMRI. Arropom paspabortau
MOJICKY IAPHO-LUMTOTCHETHYECKHH TTOAXO NI BH3YATH3AMMM JIOMKOTO caifTa FRAXA B rene FMRI,
BBUABJICHBI [IATTEPHBI JIOKAIU3aIM 30HI0B, KOTOpbIE XapaKTEPHb! JUI HOPMAIBHBIX M NATOJIOTHYECKHX
ajnened. C MCIIOIB30BAHHEM 3TOTO [TOIX01A POBEACH aHaMH3 X-XpPOMOCOM MALHEHTOB C MOJO3PEHHEM
Ha CHHZpOM JIOMKOH X-Xpomocomsl. B mucceprammonnoi paboTe HceeT0BaHbl IPHYHHEI obpaszoBaHus
fomkoro cafita FRAXA, BeisBieHa nemopemtuxkanus YBEIHYCHHOrO y4acTka. Ha ocHoBe momyueHHBIX
A@HHBIX BNICPBBIC NpPENNIOKEHA MOJENb O0OPa3oBaHHA JOMKOro caifita FRAXA. ABTOpPOM BIIEpBhIE
HCCIICNI0BAHO BIMSHHE DPOMHUJEICHHA M BOPHHOCTATA — MHIUOUTOPOB JealleThIa3 I'MCTOHOB, Ha

dKcnpeccuio reHa FMR] B KyIbType KIeTOK YeloBexa.

DyHIaMEHTAIbHOE 3HAYEHHE PE3yJIbTATOB, TNOMYYCHHBIX B [UCCEPTAllHOHHON pabore JI.B.
IOnxuna, 3akmodaercss B ux 3HAYMTEIBHOM BKJIa[l€ B KOMIIIEKCHOE IIPEICTABJIIEHHE O MeXaHM3Max
Pa3sBUTHSA 3a00/eBaHHH, aCCOUMHPOBAHHBIX ¢ JIOMKOH X-XpOMOCOMOH, a Takxke O MyTAX UX JUATHOCTHKU

u Tepanun. TakuM 06pa3oM, Hay4YHas HOBH3HA NpE/CTABICHHOMN paboThI HECOMHEHHA.

3naunmocty 105 HaykH u NpOH3BOACTBA (IPAKTHKH) MOJY4EHHBIX ABTOPOM AHCCePTALHH

pe3yabTaToB

PaGora Oaxuna JI.B. mmeer Baxmoe paKTHdecKoe 3HaueHue. [loaxon st Busyanuzamuu
JIoMkoro caiita FRAXA yixe ycremno mcnonesyercs mis QHATHOCTHKH NAIIHEHTOB C IOJO3PEHHEM Ha
CHHAPOM JIOMKO# X-XpoMOCOMEL. MeToa oKasajics O4eHn YOOOHBIM 1JI1 MHOTUX MEIHKO-TeHETHIECKHX
KOHCYNBTALMH B CBS3H C TeM, UTO aMIUIH(HUKAIUS yBeludennoro CGG [IOBTOpa KpalHe 3aTpyAHEHA U He
BO BCEX ClyHasX BO3MOJKHA, & HTOreHETHYECKHE METObI GOJIee JOCTYIIHBI H NPUMEHSIOTCA BO MHOTHX

YUPECKIOCHHUIX 3ApaBOOXpaHeHU.

PaspaGoTanmbiit MeTon pacuéra muzekca coMaTHUeCKo HecTabunbHoCcTH noBTopa CGG Mosxer
OBITH MCTONB30BAH B MEIMKO-TEHETHYECKOM KOHCY/IbTHPOBAHMH JUISl IIPOTHO3a Pa3BUTHA 3a60NeBaHMIA,

aCCOLMHUPOBAHHBIX C JIOMKOH X-XPOMOCOMOIA.



Pe3ybrathl, nonydYeHHble MPH UCCIENOBAHNN BIHAHHS MHIHOMTOPOB JealleThIa3 I'HCTOHOB Ha
peakTHBaLMiO reHa FMRI, BHOCAT BKIax B paspabOTKy METONOB JICUCHUS 3aboneBaHuit,

ACCOIMUPOBAHHBIX C JJOMKO# X-XpOMOCOMOI.

Crenenb 000CHOBAHHOCTH U AOCTOBEPHOCTb HAYYHBIX MOJI0KEHHH, BLIBOJOB M 3aK/II09eHHUil

JlocTOBEpHOCTH mpesncTaBICHHBIX B auccepraunu J[.B. lOnkuna pesynetaToB obGecmeuena
TPUMCHCHACM CaMBIX COBPEMEHHBIX U aJIeKBATHBIX 3aja4aM METOIMK, MPABUJIBHBIM BBIOOpOM
MOZE/IbHBIX 00BEKTOB, GOJBIINM 00BEMOM MOTYUYEHHBIX NAHHBIX M HX JeTATbHBIM aHaymm3oM. Llens u

3a/la9H NCCIEN0BaHus CHOPMYTUPOBAHBI YETKO H COOTBETCTBYIOT HA3BAHHIO H NPOQHITIO TUCCEPTALIUH,

BeiBozbl, npencTaBiennble B paGoTe, KOPPEKTHHI | COOTBETCTBYIOT IOJIyYEHHBIM DPE3yJIbTATaM.
[Tonoxenus, BEIHOCHMBIE Ha 3amUTY, COpMyTHPOBAHE! yOEAUTENEHO H OTPAKEHBI B COOTBETCTBYIOIIHX
rnaBax. OGCyx/IeHHe IOIyYeHHBIX pe3yNbTAaToB HETATHHOE ¥ BBIIOTHEHO HA OCHOBE COBPEMEHHBIX
NPEACTaBIeHUN 00 IKCIMAHCHOHHBIX 3a00/IeBanusIX. B 0030pe JIMTEPaTYpBl M OOCYKAEHHH PE3yIILTATOB

HCIIONIB30BaHa COBPEMEHHAA H aKTyallbHasa Hay4Has JHTEparypa.

Marepuansl gmCCepTaUMOHHON pabOThl MPEICTABNEHB HA MHOIMOYHCIEHHBIX POCCUHCKHX |

MEXIyHApOIHBIX KOH(epennusx. ITo Teme muccepramuu omy0ukoBaHo 20 HayYHBIX CTaTel B JKypHaIax

u3 nepeuns BAK.
Ob6mas oneHka paborbl.

Juccepranus npencrasiena Ha 249 CTpaHHIAX MAIIMHOMHCHOIO TEKCTA H BKJIFOYAaeT BBEICHHUE,
0030p NHTepaTyphI, MaTepHatsl H METONbl, 4 IJIaBBI, MOCBSIIEHHBIX pesyasTaTaM ¥ HX 00CYKIEHHIO,
3aKIIOYCHAC, BBIBOIBI, CITHCOK JIMTEPATYphl U NIpuioxenus. Jluccepraius COIEPKHUT 38 pUCYHKOB U 8

Tabimmu. CIuCcOK nuTHpYyeMoit JUTEPaTyphl BKJIFOYaeT 466 HCTOYHHKOB.

Beenenue x nucceprammonnoit paGore cootBeTcTBYeT Tpebosanusam BAK. B wem npencraeneno
000CHOBaHME aKTyalbHOCTH DPabOTEI, KOTOpas HE BH3BIBAET cOMHeHHH. U3 aKTYaJIbHOCTH JIOTHYHO
CACAYIOT Lelb M 3agaud. Bo BBeleHWM IpeiCTaBICHA HOBH3HA, TEOpETHUECKas M IpaKTHYecKas
3HAYUMOCTB HCCIIeN0BaHHA. TaKoke TyT NpeCTaBICHBI «OCHOBHbIE TOJI0XKEHHUS, BEIHOCHMBIE Ha 3alIUTY.
OHH IOJIHOCTBIO COOTBETCTBYIOT BBIBOIAM, IIPEACTABIEHHBIM B KOHLIE AMCCEepTalMHU, H TOATBEPIKIAIOTCS
cnuckoM mybswkanui u3 20 crareil. Bo BBenennu npusoguTes MH(pOpMaIWA 0 BKJIaJIe aBTOpa B paboTy U

anpodaluy pe3yabTaToB Ha POCCHHCKHX U MEXIyHAPOAHBIX KOH(EepeHHsX.

B rnase 1 mnpencraBien ouens noapoGHBI  0630p JIMTEpaTYpel. ABTOpP NpOBEN AHAIM3
MyOMKalHi 10 HanpaBleHUIo uccienoBanmii ¢ 1943 mo 2022 rox. B 0030pe JIMTepaTypsl OIUCAHEI

MOJICKYJIApHbIC MEXAHH3MBL Pa3BHTHs 3a00/€BaHHH, aCCOLMMPOBAHHBIX C JOMKON X-XPOMOCOMOIA,  HX

IMHMYECKHe NposBNeHns. Takke, B 5TOM pasiene pacCMOTPEHbI Pa3NHUHEIE ACTICKTB H MEXAHH3MbI
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F€TCpOXpoMaTHHU3auK Jokyca FMRI, w Biausuue muxpoPHK u RAN-TpaHCcIIunM Ha maroreHe3
pakconmatuii. Ouenb IOAPOGHO OmHCAHEI BEPOSITHBIE MEXaHHW3MBl COMATHYECKON HeCTaOHJIBHOCTH
TOBTOPOB M JIOMKOCTH XpOMOCOM. BONbINOH pasfen MOCBAMIEH METOXAM AWATHOCTHKH M Tepanuu

3a607€BaHHH, ACCOIUMPOBAHHEBIX C JIOMKOM X-XpOMOCOMOIA.

['naBa 2 «Marepuaner u MeTomBI» IpencTaBlieHa Ha 22 CTpaHMIlax W IOAPOOHO ONMMCHIBAET BCE,
UCTOB30BAHHBIE B IHMCCEPTAllUM, SKCIEPUMEHTAIbHBIE NpOLEAYpsl. B Hauane pasnena npuBeaeHa
uH(pOpManHs 06 HCIOIB30BAHHBIX MOIENIAX: 71abopaTOPHBIX MBIIAX U KIETOYHBIX JHHHAX. [lasee aBTOp
AaCT HMCHCPIBIBAIOIIYIO HH(OPMAIHMIO O IIMPOKOM CNEKTPE MCIIONB30BAHHBIX B pabote MeTomoB H
noxoz10B. ONKUCaHHE METOINK COOTBETCTBYET o0LIEenpUHATEIM HopMaM. Bee MCToIb30BaHHbIE METONBI

IOAXOABI aACKBATHBI LIETISAM M 3aJadyamM paGOTI:I.

B I'naBe 3 aBTOp OmHCHIBaeT pe3ynbTaTHI HCCTIELOBAHHS COMATHYUECKON HeCTabMIBHOCTH TIOBTOpA
CGG xak Ha mpEMepe MOJETHHBIX OGBEKTOB, TaK U Yy TIAlIMEHTOB C 3a00JI€BAHUAMH, ACCOLUMPOBAHHBIMH
C JOMKOH X-XpOMOCOMOH. 37ech ke NPHBOAMTCA METON KOJIHYCCTBEHHOH ONEHKH COMATHYCCKOM
HECTAOM/IBHOCTH — HHIEKC COMATHYECKON HECTAGHIBHOCTH M AHAIH3 B3aHMOCBS3H 3TOIO KPHTEpHUS C

H3MCHECHUSMM HA YPOBHE I'OJIOBHOI'O MO3Ta Y DalHeHTOB.

B rnase 4 npuBommtes onucamme paspaGoTké  MeToga MOJIEKYJISIPHO-IIATOT€HETHYECKOH
BU3yalu3auuy jomkoro caiita FRAXA. B sroit ke rmaBe mompo6HO ommcan OPUMEP HCIIOIB30BaHHSA
TaKoro TOAXola VI JMATHOCTHKM ¥ BbIABIEHHA JoMKoro caidita FRAXA mpu wucciegoBanmu

KIIHHUIECKOTO CeMEHHOTO CIydas yMCTBEHHOR OTCTATOCTH, CONPSDKEHHOM C JIOMKOM X-XpPOMOCOMOIA.

B I'maBe 5 mpesncraBnena cxema o6pa3oBaHHMs JOMKOrO caiiTa FRAXA, Kotopas ocHoBaHa Ha

HEIOpCIIHKaK YBenu4eHHOTo noBTopa CGG npu BXOXKIEHHAHN KJIETKH B MUTO3.

B I'maBe 6 mpuBeneHBI pe3sysbTaThl HCCICAOBAHUS BIIHSHUS POMHJIETICHHA W BOPHHOCTATa Ha

dKCIpeccHro rena FMR].

B pasnene 3axmouenue npuBoauTes o6muii aHaM3 TIOJIy4EHHBIX Pe3YJIbTATOB.

B nenom, npencrapnenuas paboTa H3/10KeHa JIOTHYHO W TIOC/Ie0BATENLHO. Pucynku nmosnsoctsio
OTpaXKaloT ITOJYyYCHHBIE PE3yIbTAThl H [103BOJISIOT OLIEHHTH HMX JIOCTOBEPHOCTH. BBIBOABI OAHO3HAYHO

000CHOBAHBI, YETKO C(OPMYITHPOBAHEI U COOTBETCTBYIOT Pe3yJIbTaTaM 3KCIIEPUMEHTOB.
3ameuanns k qucceprauuonHoii paore

3ameuanuil O TpexcTaBieHHOH paGoTe HeMHOro. B TexcTe MMeeTcs HeOOJIBIIOE KOJHMYECTBO
onedatok. B I'mae 1 ma ctp. 57 BO 2 crpoke CHH3y HaluCaHO «C pa3peli€eHHEM B HECKOJIBKO
XPOMOCOMHBIX O3HJIOB, T.e. HECKONBKO M.ILH. (Mrasek et al., 2010).» Cnenyer ykasarb, Kakue OIHIBI

MMEET BBUIY aBTOp HCTOYHMKA, H IIPH KakoM paspemeHnn G-05HI0B HA KapUOTHI [pHBejeHa muTaTa. B
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I'maBe 2 Marepuarnsr u MeTozie! Ha crp. 99 B nepBoM ab3alle CBEpXy HY)KHO YTOUHHTD, B KAKUX €IHHUIAX
BRIMHUCIIACTCH MHTOTHYECKHH MHAeKc. B T'mae 4 ma crp. 142 B mocnenmeii cTpoke HecornacoBaHHE:
«4ETKMM CHTHAN IBYX 30HIOB Ha JBYX XPOMATHAAX», TOTAA KaK 10 CMBICIY HEOBXOIMMO «IIPH 3TOM
BUJCH YETKWH CHIHAN JBYX 30HIOB Ha BTOPOW XpoMaruje». B tabmuiuy 5 ma crp. 147 He BHECEHEI
Pe3yJIBTaTEl CTATHCTHYECKOH 00paboTkH, X0T Ha cTp. 148 IpH ONHMCaHUH TOCTOBEPHOCTH OTIMYMA €CTh
CChUIKA Ha Ty Tabmuuy. B rabnuue 6 He ykasaHa KOHLEHTpauus S-QTOpIE3OKCHYDHIMHA, H B KAKHX

COWHULAX YKa3aH MHTOTHYECKHI HHIEKC.

CoorBercTBHE aBTOPEdepaTa OCHOBHBIM IOJI0KEHHUAM HCCEPTALHMH

ABTOpC(bepaT AUCCCPTAHH TIOJIHOCTBI) OTpakaeT €e COACPXAaHHE, BKJIHOYAET BCE OCHOBHEIE
pasaeiibl, TEKCT YEeTKO CTPYKTYPHPOBaH, peE3YJbTaThl IPOBECACHHBIX HCCJIENOBAHUH Xopouo

IPOMJLIIOCTPAPOBAHBI.

TloaTBepiaenne omy6IMKOBAHHBIX OCHOBHBIX pPe3YJILTATOB JUCCEPTALMH B HaY4HO#

nmevyaTH

OCHOBHbIE pe3yJIBTaThl, M3JIOKEHHblE B JUCCEPTALWH, NPEACTABIEHbl B 20 nyOnuKanusax B
PCUCH3UPYEMBIX H3MAHUAX, COOTBETCTBYIOIMX TpebGoBanusM BAK MuHucrepcTBa Haykum M BBICIIEro

obpaszoBanusi PO.
3akmouenue.

Hucceprannonnas pabora HOnkuna JIMurpus BrnagumupoBuda «MosieKyIspHO-OHONIOrHIECKHE
OCHOBBI CHHﬁpoma TIOMKOH X-XpOMOCOMBI», MpPEACTaBIeHHasi Ha COMCKAHHWE YYEHOH CTEeleHu JIOKTOpa
OMOJIOTHYECKHX HayK 110 crenuaipHocTH 1.5.3. — MOJIEKyJIsipHas OHMOJIOTHA, ABIAETCS 3aKOHYEHHOM
Hay4HOH paboTOH, B KOTOpPO# NpPOBENEHO KOMIUIEKCHOE HCCIIENOBAHHE MOJIEKYISIDHBIX MEXaHM3MOB

naToreHesa CHHApOMa JIOMKOH X-XpOMOCOMbI C HCIIOJIB30BaHHEM CaMBbIX COBPEMECHHEIX I10IX0I0B.

ITo  axTyampHOCTH, HOBHM3He, HayuHOH NPaKTUYEeCKOH  3HAYUMOCTH, a  TaKXKe
MCTOMOJIOTMYICCKOMY M METOJHYECKOMY YPOBHIO TOIYYEHHBIX pE3YJIbTATOB paccMarpuBaemas
AMCCEPTAMOHHA] pPaboTa TMOJNHOCTRIO COOTBETCTBYET KpHTepusiMm BAK P, [IPEABSBIAEMBIM K
AUCCEPTALHUAM HA COMCKAHWE YYEHOH CTEIeHH JOKTOpa Hayk coriacHo m. 9 «IlonoxeHus o mopsmke
IIPHCYXICHUS YYEHBIX CTENEeHe», YTBEPKIEHHOTO IOCTAaHOBIEHHeM [IpaBuTenncTBa Poccuiickoit
Denepanyn 0T 24 centadps 2013 r. Ne 842, a ee aBTOP 3aCNIY)KHBAET NPUCYKICHHS UCKOMOMN CTEIeHH

AOKTOpa OHONOTHYECKHX HayK IO CTeNHanbHOCTH 1.5.3 — MoneKy IspHas GHONOTHS.

Or3eB  0b6CyknmeH W 006peH Ha CeMHHape Jlabopatopun MONeKyNSApHOH KapHONOTHH
DezepaabHOTO rocyapcTBEHHOTO GHOIKETHOTO YUPEKICHHUS HayK1 MIHCTHTYT MonexyispHo# 6Honoruu

uM. B.A. Onremsrapara Poceuiickoii akanemun Hayx.
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