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OT3eIB Beaymeii opranusanum
Ha quccepTannoHHyio pabory KOaxnna Imurpus Biragumuposnua «MonexkyasipHo-
OHoIOrHYecKHE OCHOBBI CHHAPOMA JIOMKOH X-XPOMOCOMBI», NPeICTAB/ICHHYI0 HA COMCKAHHE
Y4eHO# cTeneHH JOKTOpPa GHOTOrHYecKHX HAYK M0 CIEeHAIbHOCTH
1.5.3. — MostekyisipHas 6uoaorns

AKTYaIbHOCTB TeMBI HCCIEIOBAHMS H €€ CBA3b ¢ IIAHAMH 0TpacjieBoil HAyKH

3aboneBanusi, aCCONMMPOBAHHbIE ¢ JTOMKOI X-XpoMOCOMO#, BBI3BaHBI MyTallMell — JKCraHCHelt
TIOBTOPOB B MPOMOTOpHOW obmacti rena FMRI. B 3aBucuMocTd oT pasmepa MOBTOpa pazmHYaloT
HECKOJIBKO aJlIEJIeH, B TOM YHCIIE TOJHYIO MYTALUIO, KOTOPas MPHBOIMT K PA3BHTHIO CHHJIpOMA JIOMKO#M
X-XpOMOCOMEL. JIaHHBIH CHHIPOM, TaKKe Ha3bIBAEMBIH cunapoM Mapruna-benn, sBasercs mambGonee
PacrnpocTpaHeHHOM (HOpMOH HacIeCTBEHHOH YMCTBEHHON OTCTANOCTH y YeNIOBEKa IocClie CHHIpOMa
Hayna. B Hactosimee BpeMs NaHHAs MATONOTHs He u3jievynuMa, MPHMEHSETCs JIUIOb CHMIITOMATHYECKas
Tepanus. YUuThIBas pacIpOCTPaHEHHOCTh 3200 eBaHui, aCCOLIMMPOBAHHBIX C JIOMKOH X-XpOMOCOMO#, U
CIOKHOCTE MCXaHW3MOB HMX DasBUTHS, LEIM M 3aJjaud IMCCEPTAlMOHHOH paboThl JA.B. KOnkuna

ABJISTIOTCH KpaHe aKTyalbHBIMH.



Hucceprannonnas pabora JI.B. IOnkuea BemonneHa B COOTBETCTBHH C ILUIAHOM HAay4HO-

HCCITeIOBATEICKON paboThl, mpoBoaumoii 8 ®BYH I HII Bb «Bekropy Pocnorpe6ransopa.

Hayqﬂan HOBH3HA HCCIe0OBaHHA, NOJNMYYE€HHBIX Pe3yJabTaTOB, BEIBOJIOB H pemomeﬂnauﬂﬁ,

COPMYIHPOBAHHBIX B AUCCEPTALHH

ABTOpOM BIEpBBIE TpEICTABICHE NAHHBIE O Pa3INYHAX CTCNEHH COMATHYECKON SKCOAHCUH
noeropa CGG y MOIeNbHBIX MBImEH W ee 3aBHCHMOCTH OT BoO3pacTa KUBOTHoro. Ilpemnoxena
ONTHMH3HPOBAHHAS CXeMa pacyéTa MHAEKCAa COMATHYECKOH HeCTaBHIbHOCTH nosropa CGG, xoTtopas He
3aBUCAT OT 3(deKTHBHOCTH aMILTH(UKALHK PasIHYHBIX annenei rera FMRI. Arropom paspaGorau
MOJICKYIIPHO-UUTOICHETHYECKHH MOAX0M JIs BA3yaM3aunn JIoMkoro caita FRAXA B rene FMRI,
BEIAB/ICHDI TIATTEPHBI JIOKAIU3alMi 30HI0B, KOTOpbIE XapaKTEPHB! IS HOPMAJIBHBIX M NATOJIOTHYECKUX
ajnenei. C HCHOTB30BaHUEM 3TOTO MOAX0A POBEACH aHAMH3 X-XPOMOCOM MALHEHTOB C MOJ03PEHHEM
Ha CHHZpOM NIOMKOH X-Xpomocomsl. B aucceprammonnoit paboTe HCclle[oBaHbI IPHYMHEI 06PA30BaHUS
jlomkoro cafita FRAXA, BeisBiieHa HemopemtHkanus YBEIHYCHHOTO y4acTka. Ha ocHoBe momyueHHBIX
A@HHBIX BNCPBBIC NpENNIOKEHA MOJENb 00Pa3OBaHHA JOMKOro cafita FRAXA. ABTOpPOM BIIEpBEIE
HCCIICNI0BAHO BIMSHHE DPOMHUJCICHHA WM BOPHHOCTATA — MHIUOUTOPOB JealleTHIa3 TI'MCTOHOB, Ha

dKenpeccuto reHa FMR] B KynbType KITeTOK 4YemoBexa.

QyHIaMeHTATbHOE 3HAYEHWE pe3yILTATOR, NOMYYEHHBIX B [UCCEPTAUHOHHOH pabore JI.B.
Onkuna, 3akmodaeTcss B ux 3HAUMTEIBHOM BKJIaJle¢ B KOMIITIEKCHOE MNPEACTaBIEHHE O MeXaHH3MAaX
Pa3sBUTHS 3a00/1eBaHUH, aCCOLMHPOBAHHBIX ¢ JTOMKOMH X-XpOMOCOMOH, a Takxke O MyTAX UX AUATHOCTHKHU

u Tepanun. Takum 06pasoM, Hay4Has HOBH3HA Npe/CTABICHHON paboTEI HECOMHEHHA.

3HaYMMOCTE VISl HAYKH W IIPOH3BOACTBA (MpaKTHKH) MOIy4eHHBIX ABTOPOM AHCCePTAIHH

pe3yabTaToB

Pabora IOaxuna JI.B. umeer maxmoe lpakTHdeckoe 3HaveHue. Iloaxon st Busyanuzamuu
nomkoro caita FRAXA yxe ycnemno HUCTIOb3YETCA IS NMAarHOCTHKH NAMEHTOB C NOJO3PEHHEM Ha
CHHIIPOM JIOMKO# X-XpoMOocoMBl. MeTox oKasaics oueHs YAOOHBIM I MHOTHX M€IHKO-IeHETHIECKHX
KOHCYJILTAIMH B CBS3M C TeM, YTo aMiuTHbUKamus yeenudennoro CGG [IOBTOpa KpalHe 3aTpyAHEHA U He
BO BCEX ClyHasX BOMOJKHA, & IHTOreHETHYECKHE METObI GOJIee JOCTYIHBI H TNPUMEHAIOTCSI BO MHOTMX

YUIPEXKACHUSX 31paBOOXPAHEHHS,

PaspaGoranmsiii MeTon pacuéra mHzexca comaTHueckoi HecrabunbHocTH noBTopa CGG Mosxer

OBITH MCTONB30BAH B MeIMKO-TEHETHYECKOM KOHCYIBTHPOBAHHMH JUIS [IPOTHO3a Pa3BHTHA 3a60JEeBaHHIA,

ACCOLMHUPOBAHHBIX C JIOMKOH X-XPOMOCOMOIA.



Pe3yibTathl, MoMy4eHHBIE MIPH HCCIIEOBAHAH BIMAHHS HHTHOMTOPOB JealeTHIa3 I'HCTOHOB Ha
peakTHBanuMiO rTeHa FMRI, BHOCAT BKIax B pa3spaGOTKy METONOB  JICUCHUS 3ab0eBaHmI,

ACCOIIMMPOBAHHBIX C JOMKOH X-XpOMOCOMOI.

Crenenb 000CHOBAHHOCTH W AOCTOBEPHOCTb HAYYHBIX MOJI0KEHHH, BLIBOIOB M 3aKII09eHHUIl

HocroBepHoCTh mpencTaBiICHHBIX B auccepraunu J[.B. IOaxuua pesynetaToB obGecmeuena
TPUMCHCHACM CaMbIX COBPEMCHHEIX U aJIeKBATHBIX 3ajadaM METOIMK, MPABUJIBHBIM BeIOOpOM
MOZE/IbHBIX 00BEKTOB, GOJBIINM 0OBEMOM MOTYUYEHHBIX NAHHBIX M HX eTATbHEIM aHam3oM. Llens u

3aJla9H NCCIE0BaHus CHOPMYTHPOBAHEI YETKO H COOTBETCTBYIOT HA3BAHHIO U NPOQHIIO TUCCEPTALIUH,

BeBozbl, npencTasieHtble B paGoTe, KOPPEKTHEI | COOTBETCTBYIOT IOJYYEHHBIM pE3yIbTaTaM.
[Tonosxennus, BEIHOCHMBIE Ha 3amUTY, COpMyTMPOBaHb! YOENUTENLHO H OTPAKEHEI B COOTBETCTBYIOLIUX
rnaBax. OGcyxIeHHe IONYYeHHBIX Pe3yNbTAaToOB IETATHHOE ¥ BBIIOIHEHO HA OCHOBE COBPEMEHHBIX
IIPENCTABICHUH 00 IKCIIAHCHOHHBIX 3a00seBanusX. B o630pe TMUTEPaTypbl U 00CY)KACHHU pe3yJIbTaTOB

HCIIONb30BaHa COBPEMEHHAS H aKTyallbHada Hay4Has JHTEparypa.

Marepuansl gHCCepTAUMOHHON paboThl MPEICTABNEHB HA MHOIOYHCIEHHBIX POCCUHCKHX U

MENIYHAPONHBIX KOHbeperuusx. [1o Teme muccepranun omy6mmkoato 20 Hay9HBIX CTaTeil B KypHayax

13 nepeuns BAK.
Obmas onenka paboro.

Juccepraims npencrasiena Ha 249 CTPaHAIAX MAITHHOMHCHOTO TEKCTA M BKJIFOYAeT BBEICHHUE,
0030p JMTEpaTyphI, MaTepHansl W METOHBI, 4 T7IaBhI, TOCBSIIEHHBIX pesynpTaTtaM M HX O0CYXIEHHIO,
SaKJIFOYCHUE, BBIBOIBI, CITHCOK JIMTEPATYPHI W NpHUioxenus. JuccepTauus COIEPKHUT 38 PUCYHKOB U 8§

Tabmmn. CIucox nuTHpyeMoit JUTEpaTypel BKJIIOYaeT 466 HCTOYHHUKOB.

Beenenue x nuccepramuonnoit paGore coorBeTcTBYeT TpeboBanuaMm BAK. B uem npexncraBieno
000CHOBaHHE AKTYyalbHOCTH paGOTEI, KOTOpas HE BHI3BIBAET COMHEHHH, U3 aKTyaJbHOCTH JIOTHYHO
CACAYIOT Wb M 3anauu. Bo BBeleHWM NpeJCTABICHA HOBH3HA, TEOpETHYECKas H IpaKTU9ecKas
SHAYMMOCTB HCCIEN0BAHHA. TaKoke TyT NPeNCTABICHBI KOCHOBHBIE TIOJ0XKEHHUS, BEIHOCHMBIE Ha 3aLIUTY».
OHM NOTHOCTBIO COOTBETCTBYIOT BHIBOJIAM, IpeNCTaBICHHbIM B KOHIE JUCCEPTALMH, H OATBEPKIAIOTCS
couckoM mybmwkanmit n3 20 crareit. Bo BBeaernu npuBoguTes MH(OpMAIWA O BKJIaJle aBTOPa B paboTy

anpobalum pe3yabTaToB Ha POCCUHCKHAX 1 ME@XKIYHAPOAHBIX KOHDEPEHIHX.

B rmase 1 mnpencraBien ouens MonpoGHBIH  0630p JIMTEpATYpEl. ABTOpP NpOBEN AHAH3
IyONUKalUK 110 HalpaBleHMIO HcchenoBanuit ¢ 1943 mo 2022 rog. B o6G3ope nmteparypsl omucans
MOJIEKYIAPHBIC MEXaHU3MBI PasBUTUA 3a00/IeBAHUMN, ACCONMMPOBAHHBIX C JIOMKOM X-XpOMOCOMOH, U BX

KIIMHMYECKHE NposBIeHns. Takke, B 5TOM pasiene PACCMOTPEHBI PA3NUUHBIE ACHEKTH H MEXAHH3MbI
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FeIepoXpomaTHHu3alil Jokyca FMRI, w Bausnume MukpoPHK u RAN-Tpascnsumm Ha matoremes
dpakconaruii. Ouensr moAPOGHO OmHCAHEI BEPOSITHBIE MEXaHHU3MBl COMATHYECKOM HECTaOMJIBHOCTH
TOBTOPOB M JIOMKOCTH XPOMOCOM. BONbINOH pasfen NMOCBAMIEH METOXAM AMATHOCTHKH M Tepanuu

3ab07eBaHHH, ACCOIMMPOBAHHBIX C JIOMKOM X-XpOMOCOMOIA.

['naBa 2 «Matepuansl 1 METOMBI» HpeicTaBlIeHa Ha 22 CTpaHHlax U NOAPOOHO ONMMCHIBAET BCE,
HCMIOJIE30BAHHBIE B IHCCEPTALHH, SKCMEPUMEHTANbHBIE MpoueAypsl. B Hauane pasnena mnpuBeeHa
HHPOPMANHS 06 HCIIOTH30BAHHEIX MOIEIIIX: nabopaTOPHBIX MBIIAX U KIETOYHBIX JINHUSX. Hanee aBrop
AaeT HMCYCPIBIBAIOIIYIO HH(OPMAIHMIO O IIMPOKOM CNEKTPE HCIIONB30BAHHBIX B paboTe MeTo0B H
noxozoB. ONUCaHHE METOIAHK COOTBETCTBYET o0LenpuHATEIM HopMam. Bee MCnonb30BaHHbIE METONBI H

NOoAXOnbl aACKBATHBI LIEIAM H 3aJa4amM paGOTI:I.

B I'nase 3 aBTOp ONHCEIBAET pe3yNbTATE HCCIEAOBAHMS COMATHYECKON HEeCTabUIBHOCTH TIOBTOpA
CGG xax na IpAMEPE MOJEIBHBIX OOBEKTOB, TAK U y NMAI[UEHTOB C 3aboneBaHuAMH, aCCOLMHUPOBAHHBIMHU
¢ JIOMKOH X-XpOMOCOMOH. 3/1eCh € NPUBOJMTCA METON KOJHYECTBEHHOH OLECHKU COMaTHYeCKOM
HECTaOMIBHOCTH — HHIEKC COMATHYECKON HECTAGMIBHOCTH M AHAIM3 B3AHMOCBS3H 3TOr0 KpHUTEpHs C

H3MCHEHHUAMM HA YPOBHE I'OJIOBHOI'O MO3Ta Y DalHeHTOBRB,

B rnase 4 npuBozmrcs onucamme paspaGoTku  MeToma MOJICKYJIIPHO-IIUTOTEHETHUECKOH
BU3yalm3aluy joMkoro caiita FRAXA. B sroit xe riaBe nogpo6HO ONMCAH IPHMEp HCIOTb30BAHMS
Takoro mnoaxola JIJisi IOHAarHOCTHKM M BBISBJIEHHSA JIOMKOro caiita FRAXA IPH HCCICA0BAHUH

KIIMHIYECKOTO CEMEHHOrO Cilydasi YMCTBEHHOM OTCTANTOCTH, COMPSDKEHHOMN ¢ IOMKOIH X-XpOMOCOMOIA.

B I'maBe 5 mpescrasiena cxema o6pa3oBaHHMs JOMKOrO caiiTa FRAXA, koropas ocHoBaHa Ha

HE0pEIIHKany yBenuyeHHoro nosropa CGG npu BXOKIEHHHN KIETKH B MUTO3.

B I'maBe 6 mpuBeneHBl pesysbTaThl HCCICIOBAHUS BIHSHHS POMUJICTICHHA W BOPHHOCTATa Ha

dKCIpeccHto rena FMR].

B pasnene 3axinouenue npuBoauTes o6 aHATH3 MOy YeHHBIX pe3yIbTaToB.

B nenom, npejcrapiennas paGora u3noxkeHa JIOTHYHO U TIOC/IEIOBATENLHO, Pucynku nonsoctsro
OTP@XKAIOT TOIYHCHHBIC PE3YABTATHI H [03BOJIAIOT OLEHHTH MX JOCTOBEPHOCTh. BBIBOMBI OJHOZHAYHO

000CHOBAHBI, YETKO C(OPMYITHPOBAHEL U COOTBETCTBYIOT pe3y/IbTaTaM KCIIEPUMEHTOB.
3ameuanns k qucceprauuonHoii paore

3ameuanuit o TpexcTaBieHHOH paGoTe HemHOro. B TexcTe MMeeTcs HEOOJIBIIOE KOJIHMYECTBO
onedatok. B I'mase 1 ma ctp. 57 Bo 2 cTpoke CHH3y HAmMCAaHO «C pPaspelICeHHEM B HECKOJIBKO
XPOMOCOMHEIX O9HNOB, T.e. HECKO/Ibko M.MH. (Mrasek et al., 2010).» Cnenyer ykasare, xakue G3HBI

MMEET BBUIY aBTOp HCTOUHMKA, H IIPH KakoM paspenieHnn G-05HI0B HA KAPHOTHI [pHBeeHa muTara. B
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'maBe 2 Matepuansr  MeTojie! Ha crp. 99 B NepBoM ad3alle CBEpXY HY)KHO yTOUHHTD, B KAKUX €IHHUIAX
BRIMHUCIACTCH MHTOTHYECKHH MHAeKc. B I'mae 4 ma crp. 142 B mocnenmeii crpoke HecornacoBaHHe:
«4ETKHH CHTHAN IBYX 30HIOB Ha JBYX XPOMATHAAX», TOTAA KAK 110 CMBICAY HEOBXOIMMO «IIPH 3TOM
BUJEH YETKHH CHTHAI ABYX 30H/IO0B Ha BTOPOW Xpomaruie». B tabmuuy 5 ma crp. 147 He BHECEHEI
Pe3y/IbTaThl CTATUCTHYECKOH 00pabOTKH, XOT4 Ha CTp. 148 npu onMCaHUK JOCTOBEPHOCTH OTIIMYMA €CTh
CChUIKa Ha 3Ty Tabnuuy. B Tabnune 6 He ykasana kommeHTpars 5-dpropaesokcuypuauHa, H B KaKHX

CIHHUIAX YKa3aH MUTOTHYECKHI MHIEKC.

CooTBercTBHE aBTOpEdepaTa OCHOBHBIM I0/I0KEHHUSM IHCCEPTALMH

ABTOpeepaT IMCCEPTALMM TIONHOCTBIO OTPAkKAET €€ COAEPIKAHHE, BKIIOYAET BCE OCHOBHBIE
Pa3leibl, TEKCT HeTKO CTPYKTYPHPOBAaH, Dpe3y/IbTaThl HPOBEICHHBIX HCCIEAOBAHHA  XOPOLIO

IMPOHJLIIOCTPHPOBAHEL.

ToaTBepsaenne oMy6IMKOBAHHBIX OCHOBHBIX DPe3YJILTATOB AHCCEPTALMH B Hay4HO#H

mevyaTHn

OCHOBHBIE pe3yJbTaThl, M3JIOXKEHHblE B JHCCEPTALWH, IPEACTABIEHBl B 20 nybiukanusax B
PCUCH3HPYEMBIX H3MAHUAX, COOTBETCTBYIOIMX TpeboBanuaM BAK Muuucrepcrsa Haykm M BBICIIEro

obOpa3oBanus PO.
3akmo4enue.

Huccepranmonnas pabora HOnkuna JIMurpus Brapumuposnya «MostekynsipHo-6ron0THEECKIE
OCHOBBI anﬁpoma JIOMKOH X-XpOMOCOMBI», MPEACTABIEHHAas HA COMCKAHHE YYESHOM CTeleHM JIOKTOpa
OMOJIOTHYECKHX HayK [0 crenuansHocTH 1.5.3. — MOJIeKyJspHas OHOJIOTHS, SABIAETCH 3aKOHYEHHOMN
Hay4HOH paboTOH, B KOTOpPO# NMpPOBEAEHO KOMIUIEKCHOE MCCIIENOBAHHE MOJIEKYJISIDHBIX MEXaHH3MOB

aToreHesa CHHApPOMaA JIOMKOHM X-X.pOMOCOMbI C HCIIOJIB30BaHHEM CaMbIX COBPEMEHHEBIX [IOJIXO0I0B.

Ilo  axtyampHOCTH, HOBH3He, Hay4HOH 1 NPaKTUYEeCKOH  3HAYUMOCTH, a TaKXKe
MCTOAOJIOTHYCCKOMY M METOIUYECKOMY YPOBHIO TOIYYEHHBIX pE3YIbTATOB paccMarpuBaeMast
AMCCEPTAlMOHHAs] pPaboTa TMOJHOCTBIO COOTBETCTBYeT KpHuTepusiMm BAK P, IIPEABSBISIEMBIM K
AUCCEPTALHUIM Ha COMCKAHWE YYEHOH CTEIeHH NOKTOpa Hayk corigacHo 1. 9 «Ilonoxenus o mopsmke
TPHCYXICHUS YHEHBIX CTEICHEeH», YTBEPXKIEHHOro mocraHoBieHWeM [IpaBuTenscrBa Poccuiickoit
Denepanun ot 24 centabdps 2013 r. Ne 842, a ee aBTOP 3aCY)KHBAECT NPUCYKICHUS UCKOMOH CTEIeHH

AOKTOpa OHONOTHYECKHX HAYK 110 CrienHansHocTu 1.5.3 — MoneKyspHas GHONOTHS.

Ombe  obcywmen u onobpeH Ha cemuuape JlaGoparopun MOJIEKYJIIPHOH  KapHOJIOruK
DeznepaabHOIO rocyapcTBEHHOTO GHOMKETHOTO YUPEXKICHMS Haykd MHCTHTYT MonexysipHoil GHonoruu

uM. B.A. Dnremsrapara Poceuiickoii akanemun Hayx.



Cemunap mpommet 25.10. 2023 (mpotokon No 10-23).
CBelieHns 0 cocTaBuTele OT3BIBA:
MypaBenko Onbra BHKTOpOBHa, HOKTOp GHONOTHYECKHX Hayk mno cnemmanbHocTsaMm 03.01.03 —
«Monexymsapras Guonorus» u 03.02.07 — «[enernkay, npodeccop, TIIABHBIA HaydHBIH COTpYIHHK
naboparopun MoneKyaspHoit kapuonorun UMB PAH
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Vyensrii CeKpeTaph UME P AH : R

boyapoB Anexcanip Anatosnbesnya

KaH[IMIAT BETEPUHAPHBIX HAYK =

Ceenenus 06 opranuszanmu:

DenepansHOE TrOCYIapPCTBEHHOE OHOIKETHOE YIpeKaeHHe Haykd WHCTUTYT MonekynspHoit
Ononornu um. B.A. Duressrapara Poccuiickoif akamemun nHayx (MUMB PAH)

[loutomsit anpec: I'CII-1, 119991, Poccuiickas ®enepanus, r. Mocksa, yn. Basunosa, a. 32.
HMME PAH.
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