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110 Teme «Pacnpocrpanennocts 1 TPAHCKPHIITOMIBIC (P (K THI XPOMOCOMITBIX
MHKPO/ICICIHIT H MEKPOY VKA 3aTparnsatomux ren CNTNG6»
HA COMCKANUC YUCHOI CTCNCHH Katjimjlara M¢/(MIIMIICKHUX HayK
1o crieranbuoct 1.5.7 — reneruka

AKTYQIBHOCTL TEMbI MCCIC/IOBAHMSA OOYCIOBICHA 1CM, 410 XPOMOCOMIIbIC OO0JIC3HH
ABJISIOTCS OJIHUMH M3 HanOoJice pacipoCTPaHEHIIBIX HACIHC/(CTBCHIILIX W BPOKJCITHDIX
3a001eBaHMI, CONPOBOKIAIONIMXCSA BPOXKJICHHBIMH aOMAJIMSAMH U HITCIUICKTYJIbHBIMH
pacCTPOMCTBAMH, @ TAKKC HAPYUICHHSMH AayTHCTHUCCKOIO CICKTPa, JIMICICHCH U
HapyueHussMu oOMeHa.

[I[puMeHsieMble B HOCJAC/AHEE BpeMs METOJIBl  JIMAIIOCTHKH  I'CIICTHYCCKHUX
3a00IeBaHMI C 3aJCPIKKON HHTCIUICKTYQILHOTO PAa3BUTHS € IIOMOIILIO HOJITOICIIOMHOTO
ananu3a BBIABISIOT GOJIBIIMHCTRO CyOMHKpOCKONMUeckux abeppanuii, i Bapuanui B
yucse konuil ygactkos JIHK (CNV).

B cBSA3M ¢ TPY/UIOCTSMH B JIMArHOCTHKE DTHX 3a0oJicBallMi B 11OCIC/UTUC TI'OJIBI
HIHPOKO CTAlH TMPHMCHSTLCS MCTOJBI  IOJYUYCHHMs I(CJICBOIO THIIA KICTOK M3
HHJIY IIMPOBAHHBIX [TIOPHIIOTCHTHBIX cTBOJOBBIX KieTok (MIICK) or mnamuenros ¢
Pa3zIMYHBIMH XPOMOCOMHBIMH H F€HOMHBIMH MyTallMsIMHU.

Vcenenosarens  nmocrasuil  CBOei  yeawlo  ouenuTh  pactpocrpanciiocts  CNV,
sarparuBaionix red CNTNG, u oXxapakTepH3oBaTh MOJCKYJsipHbie d(G(CKTpl BapuadeILHOCTH
gica konuit CNTNG6 B neliponax Ha TPAaHCKPHIITOMHOM YPOBIIC.

WUccaenosaresieM 1poBe/icH oOmUpHEI 00beM paboT. bbura obciicjiosana obmuphast
rpyIina NalkeHToB ¢ HepBHO-MIcnXuyeckumu 3aboneanusiMu (1070 narmenron), 86 nanuenTos ¢
mmsoppenueit 1 200 3/10pOBBIX HHIMBUJIOB JUISL BBIIOJIHEHUS HOITYJISSIIAOHIILIX MCCIIC/IOBAHHMA.
BLLTH HCIOIB30BaHbl Bee coBpeMentbie MeTojibl iuarnoctuku (aCGl, kosmuccersennas [P B
pexume peanbHoro Bpemenn (PCR, penporpammuposanuc (ubpobiiacrtos, CRISPR/Cas9,
i depenmposka  MIICK B HeHpoHBI, TPaHCKPHIITOMHBLIM — anayin3  1a  MUKPOYHIIAX,
Ouonndopmatryeckuii anamus u [1L[P ¢ obGparnoit Tpanckpurycii).

Briepebic ¢ MOMOIIBLIO TEXHOJOIHH KJIETOYHOTO PCIPOIPAMMUPOBAIINS U MCTOJOB
pC/IaKTHPOBAHHUS reHoma nostydensl  nanuent-crnienuduunnpie UIICK  or  wiywmsuaos ¢
MHTEIUICKTYaIbHBIMH ~ PACCTPOHCTBAMH M YHHUKAIBHBIMH  PCIMIPOKIILIMA - XPOMOCOMHBIMH
myTtaisamu B cybeermente 3p26.3, UTICK oT ycioBHO 3/10poBOro MijmBua, ssisiomerocs
nocuteneM Mukpoaynaukanun CNTNG, u munns UTICK ¢ dynximonainnoii nyjumcomueii no
JanHomy redy. Bnepseie uccsieioBanbl ocobeHHOCTH Jiudeperialibiion HKCIPECCHH reHOB B
neitponax, nomydennbix U3 MICK ¢ pasmuunsmv unciiom konwit CNTNG. Jlist ucitponansinix
KJIETOK ¢ pemunpokHeiMM  MonorenuoiMH  CNV  giiepsbic  1okazaiinl
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TPaHCKPHIILIHOHHBIE H3MCHCHUS 1no BCEMY reHomy. besikonnie POJLYKThI

FHITOSKCIIPECCHPYIOUIMXCSH I'CHOB YHAaCTBYIOT B 3HAYUMBIX JUISL PA3BHTHS MO3Ia 6HOJIOl‘H'~lCCKHX

nponeccax (Heiporenese n cuHanTHueckol mepesaue). Buepnbie oxapakrepusonan criekTp

TPAHCKPHIITOMHBIX M3MCHECHHI B HEHPOHAX ¢ MOHOTCIHBLIMH PCIMIpoKiibiMp CNV KOTOPbIii
bl 2183



HPCICTARICH 8 BOIMOKHBIMU KOMOHHAMAMH H3METICHHS HKCIIPCCCHI 1CHOB B 3aBHCHMOCTH O
et wonmit CNTNG. Cpasiienine cnnekoB Jmdepenimaibiio HKCHPECCHPYIONHXCs TCHOB
HO3BOTHIIO BLIIBHTH FEHBL, 0UI0HANPABICHHO H3IMEHSIONIHE CBOIO IKCIIPECCHIO BIIC 3aBHCHMOCTH
OT THIIA XpoMOCOMHOI My Tanui. Briepsbie yetanosicinl 0co0CHTIOCTH IKCHPECCHH TCHOB B
neitponax, auddepernmponannix 13 UIICK Geceunirronmioro tocutess monorenioi CNV,
sarparuBarouteii CNTNG.

Hayunas  smaummocti  uccaejioBanusi  3akiioyacres B HOJyHCIMM - HOBBIX
GyrravenTanbHbpIX  3nanuii 0 Mexanu3max  peannsaimu - oddekron CNV, 1enoiHoi
NICHCTPAHTHOCTH ¥ (DCHOTHIIMYCCKOIO TIPOSBJICHHS XpOMOCOMIIOro Jwchasanca y HCJI0BCKA.
PaszpaGorannsie crpateriu nosmyuenus kyastyp nepeonuduinaposaninix MHICK or nanuenTos ¢
YHHKQUIBHBIMH - XPOMOCOMHLIMH  MYTAIMSAMH M MX Jjlsibliciimas  judgepennmposka B
OIIPE/IC/ICHHBIC THIIBI KJACTOK MOTYT MPEIACTARIATL HHTCPCC JUISL 1IPOBC/ICIIHS HecIIe/loBalui,
HANPABICHHBIX Ha paciii(poBKY 1ATOTCHETHYCCKUX MCXAHU3MOB XPOMOCOMIILIX oosiesnci, a
TAKKC 11 BBISBJICHHE HOBLIX MHIICHCH JICKAPCTBEHIBIX CPCJICTB M CHIITC3 1OBLIX TaprCTHBIX
npenapartos. B xosie BbINOIHCHHAS HCCIEN0BAHUS pa3paboTana HoBasi MC)(MIMIICKast TCXITOJIOTHS
«AZITOPHTM MOIIEKY.ISPHO-IIHTOICHECTHYECKOI IMAarHOCTHKH MUKPOCTPYKTYPHBIX XPOMOCOMIIBIX
aGepparmii B cermente 3p26.3 y siereii ¢ HeandepenupoBaniion yMCTBCIION 0TCTATOCTHION,
BHepeHHas B sedeOHO-AMarnocTHueckuii  mporece  MEJIMKO-ICHCTHYCCKOTO  [eHTpa
(I'enernueckoit kunukn) HUM mejunmuckoit reneruku Tomekoro [HUMI (akr Bucjipennst N 4
ot 10.10.2016 1).

Pe3y ibTaThi IMCCEPTAIMONHOIT PaGOTHI ITOJTYUCHDI ABTOPOM CaMOCTOSTCIBIT0 JIHO0 B X0/1¢
coBMeCTHOI paboThl ¢ Kosuieramu 13 naboparopun onrtorcneruku HUW mejmnmickoii renerukm
Tomckoro HUMII (3aB. — 1.6.11., npoeccop PAH W.H. JleGeies), siabopartopun MOJICKYISPHOI
renetukn u 6uoxumuu HUU ncuxmueckoro 3joposest Tomckoro HHUMIL (3as. — jum.a,
npodeccop C.A. Usanosa) u Ot/ie1a MOJIEKYJISPHBIX MCXanu3mMon orrorenesa MejiepalibHoro
ucciaenosarenbekoro nentpa «Muctutyt muronorun u renerukn CO PALD (3as. — n.6.r.,
npodeccop O.JI. Cepop). Mayuenue auteparypsl 110 TEME JIMCCCPTAIMA, DKCIICPUMCIITANILHAS
paboTa, ananu3 W 060OGIIEHHE PE3yIHTATOB, HAIMCAIMC JICCCPTAIMM BLIIOINCHLL JIMUHO
aBTopoM. JIMCCepTaHT yuacTBOBAJ Ha BCEX JTanax 00CYIHJICIHs MO CHIBLIX PC3Y/IbTATOB, HX
oy GIMKOBAHUS ¥ IPE/ICTABICHHA HA KOH(PEPEHIMSX.

Jlucceprauns wanoxena na 233 CTPAHMI@AX MAILIMIONKMCIONO TCKCTAa W BKIIOYaCT
BBEJICHHUE, OCHOBHEIE T1aBEI (0030 JIMTEPATY PbI, MATECPHAI M MCTO/ bl HCCJIC/LOBALIISL, PE3YJIbTaThI
n ofcyxkaenne), BEIBOJLL, CIIHCOK JIATEPATYPLl U 4 NIPHIOKCIINS. PaGora wunocrpuposana 52
pucynkamu, 28 tabmunamu. buGnmorpadgus Brmoyact 336 HCTOUNNKOB, W3 1THX 22 HCTOUIIKA
oreuectpennofi 1 308 uctounnkon 3apyGexuoit Jimreparypo, a Takke 6 nurepuer-pecypeon. o
teme ucenenosanua omy6mkosaino 19 pabor, B rom uncie 7 crareii nokypraiax Hepews BAK
P®, w3 nux 5 crateit B scypianax, pedepupyemnix b Gase samimix Web ol Science n Scopus, u 2
craten B kypHate, mijexcupyemoM B Gase stanmmx PHUITTL 12 nyGamkannii npeseranieni

craThaMu B cOOpHEKAX M Tedncamu nayqnbix kondeperiui. 3aperneipuponana Gasa janinix
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