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Ha Ne

OT3bIB
Ha aBTopedepar aucceprauun Jonarkuuoii Mapun EBrenbeBHbl
«PacnpocTpaHeHHOCTh H TPAHCKPHIITOMHBIE 3G eKTHIXPOMOCOMHBIX
MHKPpO/JeJendii ¥ MHKPOIY IUIHKaLHii,3aTparupaomux ren CNTN6y,
NpeACTaB/ICHHOH Ha COMCKaHHe YYEHOH CTeNeHH KaHIHIaTa MeIHIMHCKHX
HayK mo cneurajbHocTH 1.5.7. reneruka

Hucceprauus Jlonatkunoit M.E. mnocesaimena usyudeHuio MOJIEKY TSI PHBIX
MEXaHH3MOB,JIEKAIKUX B OCHOBE [AaTOJNOrHYeCcKoro shdekra pelunpoKHbIX
XPOMOCOMHBIXMHUKPOJENEIMA MW MHUKPOIAYIUTHKALMA B MOMAENBHON CHCTEME
HeHUpoHOB, IubdepennrpoBantbix W3 MIICK nandeHTOB ¢ MAMOMATHYECKHMH
HUHTEJUIEKTYallbHBIMUHAPYIIIEHHSIMHU.

HeobxomumocTh W aKkTyalmbHOCT 3TOTO HCCIIEIOBaHMS OGYCIOBIEHA TeM,
4TO HECMOTps Ha yCHEeXUAHArHOCTHKH XPOMOCOMHBIX GoJie3Hel Bciyyae
BbisiBIeHHss CNV 'y mnaiueHTa, WHTepHpeTanusi KIMHUYECKOW 3HAYUMOCTH H
OLIEHKa TI'eHO-(DEHOTUNUYECKUX KOPPENSLUA MOKET OCIOKHATHCS HalHuheM
HECIeLH(QHIECKHX CHUMIITOMOB, KIMHHYECKMM MOJTMMOPDHU3MOM 3aGoneBaHus,
HETIONHOW [E€HETPAHTHOCTHIO M BapHabelbHON IKCIPECCHBHOCTHIO BBISBIECHHOIO
XPOMOCOMHOro BapHaHTa, HAIMYUEM IMPOTSHKEHHOHM XPOMOCOMHOM MEPECTPOMKH,
3aTParuBalolled OJHOBPEMEHHO INMPOKHH CIOEKTP TEHOB C pa3lIHYHBIME
(QYHKUMAMH, a TakKe OTCYTCTBMEM PpeNeBAHTHOrO THMA KIeTOK IS aHaIW3a
3¢pdextoB CNV.

ABTOp JHccepTallMOHHOM pa6oTtei/lonatkuuoit M.E..mocTaBuna  cBoeii
[ICJIbI0  OLECHUTH pacrpoctpaHeHHocTe CNV, 3artparuBarommx ren CNTNG,
HOXapaKTepH30BaTh MOJIEKYJSIpDHBIE S(QQEKTbl BapHaOENLHOCTH YUCTA KOMMM
CNTNG6 BHelpoHax Ha TPaHCKPHITOMHOM ypoBHe. lys pELIEeHUs MOCTaBIEHHOH
LeNn OBLTHCIIONBE30BaH NOJIX0/1,0CHOBaHHBIH Ha MOJTyYeHHUH
nepconnpuumposannbix MICK, HanpasnenHoit auddepeHimposke B HEWPOHBI M
NPOBEICHUH aHAJIM3a T€HHON IKCIIPECCHH.



JlvuccepraHToM BrepBble MoiydeHbl nauueHT-crienupuyansle MIICK ¢
UCIIOJIb30BAHUEM TEXHOJIOTUH KIETOYHOIO pEernporpaMMHpPOBaHUsS M METOMIOB
peIaKTUPOBaHUs T€HOMAOT UHIUBUIOB C UHTEJUIEKTYaTIbHBIMUA PacCTPOHCTBAMH U
YHUKaJIbHBIMA PELUIPOKHBIMH XPOMOCOMHBIMA MYTallMsIMH B cyOcerMeHTe
3p26.3, UIICK or ycnoBHO 340pOBOrO HMHAWBUIA, SBISIOMIETOCS HOCHUTEJEM
mukpoynnukauuuCNTNG, u nuaus UICK ¢ QyHKIMOHATBHON HYJUIHCOMUER 11O
INaHHOMY TreHy.B paMkax BBINOJIHEHHOTO HCCIIEOBaHUSl BIepPBBIEHCCIIEI0OBAHbI
0cOOeHHOCTH AuGdepeHIUanbHON IKCIPECCHH T'eHOB B HEHpPOHAX, TMOJyYeHHBIX
u3 UIICK c¢ pasznuunbiM ukciaoMm komuit CNTN6.Jlomatkunoit M.E.BrepBbie
NOKa3aHbl IJ100AIBHBIE TPAHCKPHUIIIMOHHBIE WU3MEHEHHs MO BCEMY TE€HOMY,MJIs
HEHPOHANIBHBIX KIIETOK C pPEeUUIpOKHbIMH MoOHOreHHbiMu CNV. Bnepseie
OoXapaKTepH30BaH CIIEKTP TPaHCKPUNTOMHBIX M3MEHEHHH B HEHpoHaX C
MOHOTE€HHBIMU  peuMnpokHbiMU  CNV.BnepBble ycTaHOBIEHBI OCOOEHHOCTH
SKCIIPECCHM TeHOB B HelpoHax, auddepeHumpoBanubix u3z  MHIICK
6eccumnTomMHoro Hocurenss MoHorenHod CNV, sarparusarorieii CNTNG.

B pesynerare nposeneHHoro ucciaeaoBanusJlonatkunoit M.E. ybeautensHo
nokasaHo, 4ro auddepenuupoBanHeie HedWpoHbinz MIICK mnamueHTtoB ¢
PELUIIPOKHBEIMH ~ MOHOI€HHBIMH  XPOMOCOMHBIMH  MHKPOJENICLMSIMH U
MUKPOLYTUIMKALUAMHU 3p26.3, XapaKTepu3yl0TCs MHOKECTBEHHBIMUA U3MEHEHUSAMHU
TPaHCKPUIILIMOHHOW aAKTUBHOCTM TIeHOB.Ba)KHBIM pe3ynbTaToM HCCIIeI0BaHuUs

SBJISIETCS BBISIBJICHUES KaTeropui TPaHCKPUIITOMHBIX 3¢ hexToB,
COOTBETCTBYIOILIUX AaAAUTHUBHOM, JOMMHaHTHOM u U-ob6pa3Hod MomensMm
(eHOTHUIIMYECKOrO  TposiBieHus:  peuunpokHeix  CNV, B He#poHax,

nuddepenumpoBanubix w3 MIICK  maumeHTOB ¢ MHKpozenenueid U
MUKpoxyrvkauueid rena CNTN6.Y craHOBIEHO, YTO JTOMUHUPYIOUIUM 3hdhexrTom
SIBJISIETCS CHUKEHUE TPaHCKPHUTILIUU o0Lmx nuddepeHLIuanbHO
OKCIIPECCUPYIOIIUXCS TEHOB Kak B KJEeTKax ¢ MHUKpoAelelelf, Tak U C
MHUKponyIuMkalueMCNTNG, 1o CpaBHEHHIO C HOPMAalbHOM KOMUHHOCTBHIO
reHa.J[okaszaHo 4To, BHelpoHax, nonydeHHbix u3 UTICK namumenTa ¢ yMCTBEHHOM
OTCTaJIOCTBIO, ITPe0bIalaloT 'eHbl CO CHUKEHHBIM YPOBHEM SKCIIPECCHH.

ABTOpedepaT quccepTallMOHHON paboThl HAIIKMCAH B TPAIUIIMOHHOM CTHIIE.
JIOCTOBEPHOCTh IIOJNYYEHHBIX pE3yJNbTaTOB W OOOCHOBAHHOCTH BBIBOJIOB HE
BBI3bIBA€T COMHEHHWH. IIpuHUUMNUAnbHBIX 3aMedaHui K aBTopedepary Her.
PesynbraTel nccnenoBaHus OblIM OMyOIMKOBAHBI B 7 CTaThsX B aBTOPHUTETHBIX
peuensupyeMbix BAK u3nanusix u 5 crareir B )xypHanax, pedhepupyeMbix B 6ase
nanHelx  WebofScience u  Scopus.OcHOBHble  pe3yibTaThl  HACTOSILETO
UCCIIeI0BaHKUs HEOAHOKPATHO IIpeCTaBlIeHbl U 00CYKIEHBI HA MeXKIYHAPOIHBIX U
POCCHUCKUX HAYYHBIX KOH(EpPEHIIHsIX.

Takum ob6pasom, muccepraumonHas pabora JlomarkuHod M.E. sBnsercs
3aKOHYEHHOMU, CAaMOCTOATEIEHOW Hay4HO-KBAIU(PUKALHUOHHOW paboToM, B KOTOPO#
COMEP)KUTCS pELIEHHE aKTyallbHOW 3a1adyu, MMEIIIed Ba)kKHOe 3HA4YeHHe Jis
Ouonoruyeckoi Hayku. J(uccepranuonHas paboTa COOTBETCTBYET TPEOOBAHMSM 1.
9-14, ycranosneHHelM «llonoxeHneM o0 noOpsAKe TNPUCYKAEHHUS YUEHBIX
CTENIEHEW», YTBEPKAEHHBIM roctaHoBieHue IlpaButenscTtBa  Poccuitckoit
@enepamun ot 24.09.2013 r. Ne 842 (B pemakuud C HW3MEHEHUSIMH U



pononHeHusMH oT 30 uronsg 2014 r., 21 ampens, 2 asrycra 2016 r., 29 masg, 28
asrycra 2017., 1 oxtsabps 2018., 20 mapra, 11 centsOps 2021 r.), a ero aBTOp —
JlonatkuHoit Mapusi EBrenbeBHa 3acily’)KMBaeT NMPUCYKIEHHS YYEHOM CTerneHH
KaHJIuJaTa MEAULMHCKUX HAayK IO CHelralbHOCTH 1.5.7. reHeTHKa, MeIUIIMHCKHE
HayKH.

Cormnacen Ha c6op, 06paboTKy, XpaHeHHe U Tepeiady MOMX MMEPCOHANBHbIX
JaHHBIX IIpU paboTte auccepraloHHoro cosera 24.1.215.03mo0 aucceprauMOHHON
pabore  JlomarkuHoit  Mapus  EBrenpeBHa  «PacmpocTpaHeHHOCTH M
TPaHCKPUIITOMHBIE YIPPEKTEl XPOMOCOMHBIX MUKPOIEIENHi ¥ MUKPOIYLIMKALIUA,
3aTparuBaroiiux red CNTN6», npenctaBleHHOM Ha COMCKaHHE YYEHOH CTeleHH
KaHJMaTa MEJULMHCKUX HAyK O crielraibHOCTH |.5.7. reHeTrka.

Crapimuii HaydHBIH cOTpyIHUK OTHena SKONOTMYECKOH W MeIULMHCKOM
O6uoxuMuu, 6UoTeXHONOTUH«HCTUTYT OHONOrHYECKUX MPOOIEM KPHOIUTO30HBI
Cubupckoro otpenenus Poccuiickoii akaleMHM HayK», KaHIWIAT MeIULMHCKUX
HaykK (crneuuanbHocTh 03.02.07 «renetrkar)
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