OT3bIB HA ABTOPE®EPAT

quccepTanuonHoi padorsl Ponopoil Enn3aBeThb AlleKceeBHbI Ha TEMY
«MO}IH@HIIHPYIOIHI/IFI YOPEKT HHAKTUBAIINU X-XPOMOCOMBI
HA ITPOSIBJEHUE HECBAJIAHCUPOBAHHBIX XPOMOCOMHBIX
BAPUAHTOB INIPU HAPYIIEHUU PETPOAYKIUU Y YEJOBEKAY,

NpeJCTABJICHHOH HA COMCKAHHE yqeHoli cTeneHH KAHIHIaTa MeIHIIMHCKAX HAYK 110
cnenuaasHocTH 1.5.7. - «'enernka»

InccepramonHoe Hccaefopanre PoHOBOK EnuzaBersl AJIEKCEEBHBI, ITOCBAIICHHOE
OlEHKe pOH M30MpaTebHOM (ACUMMETPUYHOI) HMHAKTHBALH X xpomocomsl (sXCI) B
KOMTICHCAIMH HETPOTSHKEHHBIX HecOaTaHCHPOBAHHBIX CTPYKTY PHBIX XpPOMOCOMHBIX BAPHAHTOB
(CNV — Copy Number Variation) X XpOMOCOMBI JKCHIUMH B aCIIEKTC HX BIIMSHUSA Ha
HeBBIHAIIMBaHUE OEPEMEHHOCTH.

VccaenoBaHyue BBITIOJHEHO HA BBICOKOM METOAMYECKOM YPOBHE C HCIOIB30BAHUCM
COBPEMCHHBIX MOJIEKYJIIPHO-TCHETHYECKUX 1 MOJIEKYJ/ISIPHO-IIMTOTE€HETUYECKIX METOJIOB.
BakHO OTMETHTH, 4TO IpH anaiuse BaugHus CNV Ha HHAKTHBAIMIO X XpoMOCOMBI OBLIH
MCKIIFOYEHBI  IIEPBHYHBIE  MOJIEKY/IIPHO-TFEHETHICCKUC IPUYUHEL ACHMMETPUYHOM
WHAKTHBAIIMM X-XPOMOCOMBI: BO BCEX BBIABJICHHBIX CIIydaix sXCI 6duio mpoBeacHo
oTpeie/ieHre HyKJICOTHIHOM MOCIeJ0BaTe/IbHOCTH I'CHOB XIST u XACT metronoM MaccoBOTO
napajienbHoro ceKkBeHupoBanust. CKpHHHHT CNV ObBUI POBEECH C UCIIOIb30BAHNEM MCTO/IA
MATPHYHOM CPAaBHUTEIBHON F€HOMHOM ru6pUAN3alE Ha MEKpOYHIax (array CGH), xoTopbli
ro3BonseT BeigsBUTE CNV B reHOMe.

OcobeHH0 X0oueTcs MOJUYEPKHYTh HOBU3HY IIPOBEACHHOIO HCCICAOBAHMA. Panee poiab
pHAaKTHBAIME X XpOMOCOMEI B OTHOIIeHUY BKIaaa CNV B HEBbIHAIMIMBAHHIC OepeMeHHOCTH HE
TIpoBOIMIAc. BIiepBble YCTAaHOBIIEHO, YTO aCHMMETpHYHA] HHAKTHBALIA X-XpOMOCOMBI Y
JKEHILMH C HeBBIHAIIMBAHHEM OepeMeHHOCTH B aHamuese B 30% cirydacs CONMPOBOMKIACTCA
pasimyreM CNV Ha X-XpoMocoMe.

B nanHO# paboTe BBIABIIEH CIIEKTP MAaTONCHHBIX CNV Ha X-xpomocome y sxeHmmH ¢ sXCI,
KOTOPBIE MOI'YT TIPHUBECTH K HEBBIHAIIHBAHHMIO GepeMEHHOCTH. BriepBbic 9KCIEPHUMEHTAILHO
JI0Ka3aHa NPEUMYLIeCTBEHHAs MHAKTUBALMA X-XPOMOCOMBI € MHuKpojienenyeii peruona Xq24 y
SKCHIUH-HOCUTEIbHHAIl € IIOMOIIBIO OINpEJENEHUs CTaryca METWIMPOBAHUA B pCIHOHE
MyTAl|H, YTO 0OBACHIET GECCHMITOMHOE HOCUTEIBCTBO MUKPOCTPYKTYPHBIX XPOMOCOMHBIX
BAPUAHTOB ¥ OTCYTCTBHUC KIIMHHIECKHX nposeinenni. TakuM o0paszoM, MOKa3aHO, 4TO
Mo upUKALL (bEeHOTUITHYECKOTO IIPOSIBIICHHA XpOMOCOMHBIX MUKPOJEIELHA,
JIOKaJM30BaHHBIX Ha X-XpOMOCOME, MOJKCT NPOHCXOAUTH MOCPENCTBOM [IPEUMYIIECTBEHHOI
MHAKTUBALME X XPOMOCOMBI, COAEPKAMICH MAKPOIETIEIHIO.

PaGoTa NOrMYHO CTPYKTYPUPOBAHA, @ BBIBOJABI IIOJHOCTBIO  IOATBEPHIANOTCA
TIPOBEIEHHBIMH SKCIIEPUMEHTAMH Ha JIOCTATOYHBIX BHIOOpKaX KaK JKEHIIMH, BKIIOUSHHBIX B
{icciieIOBaHUe, TaK ¥ MaTepuajloB abopTycCoB.

Bompoc Kak MpPEAIoNaraeT aBTOp, YEM MOXKET OINpPEASIATRCA sXCI y CHOHTaHHBIX
aGopTyCOB, YYUTEIBas TOT (aKT, YTO UL HUX HE 6b110 BeIABIEHO X-cuemientsix CNV? M Obu
1 00C/IeI0BaHbl POJUTENN B JIAHHBIX crnydasx?



Pe3ynbTaTsl UMEIOT BBICOKHI MOTCHIMAN MPUKIAHOTO KJIMHAYECKOr0 NPHMEHCHUA,
OTHpasCh Ha HPEIOKEHHBIH aBTOPOM  AIrOPUTM nuarsocTuku X-cuervieHHBIX CNV y
JKCHIIMH ¢ HEBEIHANIMBAHUEM GepeMEHHOCTH. BajKHO OTMETHUTD, HUTO JAHHBIA ATrOpUTM OBLI
ampoOUpOBaH Ha TMPaKTUKe B TpeX ClydasX Kak B clydyae [peHaTalbHOW TaK MU
TMpeUMIUIAHTALHOHNHON [MAarHOCTHKM Y OKCHIIHMH C HeBbIHAIMBAaHHEM OEPEeMEHHOCTH C
mukpoznenenueit Xq24.

Tlo TeMe juccepTaliy Omy0MKoBaHo 6 crareil B JKypHanax I[Tepeuns BAK P®, u3 uux 3
CTaTh B XKypHaIaX, pedepupyeMbX B 6azaxX JIaHHBIX Web of Science u Scopus. Marepuan
XOpOIIO M3/I0XKeH. 3aMEYaHtH K COJIEpKaHMIO U oopmIIeHHIO aBTOpedepara JMCCEPTALIT HET.

Taxum 06pasoM, [0 MaTepranam, MPEeICTaBICHHBIM B aBTopedepare MCCEPTAIMOHHON PabOTEL
®onoBoii Emm3aBeTbl  AJIEKCEEBHBI  Ha  TEMY «MOIIHCDI/IL[I/IPY}OU_[I/Iﬁ DODOEKT
MHAKTUBALIMM X-XPOMOCOMBI HA [IPOSIBJIEHUE HECBAJIAHCHPOBAHHBIX
XPOMOCOMHBIX BAPMAHTOB [P HAPVYIIEHHWHA PEIMPOAYKIIMA ¥V YEJIOBEKAY,
JECcepTalksl  TPEJICTaB/IAeT CoOoH 3aKOHUCHHBI Tpya B O0JACTH MEJUUMHCKOH TIEHCTHKH,
cooTBeTcTBYeT TpeGoBaHHsM 1. 9 TTonOXKeHH O NPHCYKICHHH yICHBIX CTEIICHEH, YTBEPKIECHHOIO
TTocramopnenueM IIpaBuTenscTBa Poccuiickoli Qenepamiu Ne 842 ot 24.09.2013 r. (c H3MEHEHUAMHU
B peJaKIuu IOCTaHOoBJIeHUH llpaBuTenscTBa Poccuiickoit ®enepamuu ot 21.04.2016 Ne 335, ot
02.08.2016 Ne 748, or 29.05.2017 Ne 650, or 28.08.2017 Ne 1024, oT 01.10.2018 Ne 1168, ot
26.05.2020 Ne 751, ot 20.03.2021 Ne 426, ot 11.09.2021 Ne 1539, ot 26.09.2022 Ne 1690), a ee aBTOD,
douopa EnuszaBera AJleKceeBHA, [IOCTOMHA NPUCYXACHHA HCKOMOW CTEIeHHM KaHJIuAaTa
MEIMIMHCKAX HAyK 110 crienpanbHoctd 1.5.7. - «I'eHeTHKaY.

PyKoBoUTelb OT/IE/IA MOJICKYIAPHO-TEHETHICCKUX 1 naHo6uonornueckux texuonorud HUL]
®TCEOY BO IICII6IMY um. WLII. Tlasnosa Munsapasa Poccun, T0KTOp OHOJIOTHYECKHX HAyK
e/ [Tuenuna Codss HukonaeBHa
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