OT3bIB HAYYHOI'O PYKOBOJUTEJISA

HA JHCCEPTALHOHHYIO padoTy concKaTes
y4eHOii cTeneHn KaHaHAaTa 6HOJOrHYeCKHX HAYK
no cnenuajbHocTH 1.5.7 - reneruka
IIporacosoii Mapuu Cepreesubl

Jluccepranmonnas pabora ITporacoBoit Mapun CepreeBHbl 1o Teme “TeHeTHyecKue
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daxTopsl peakux (HOpM BPOKIEHHBIX MO3KEUKOBBIX aTaKCHH™ BbINONHEHa B JlabopaTopHu
sgosronorHoi resomuk MOlen PAH um. H.W. BaBunoa. B pamkax nanHoi paGoTel ObL10
NPOBEJICHO TEHETHYECKOe KCCIIEHOBAHUE PEIKHX YHHKAJILHBIX —CJIy4aeB BPOKIEHHOM
CIIMHOMO3)KEYKOBOM aTaKCHH M CHHPOMAa MO3)KEYKOBOW aTakCHH, YMCTBEHHOH OTCTAlOCTH H
KBaJIPONENIUM C TIPUMEHEHWEM TEXHOJIOTHH MaccOBOTO TapajiefbHOrO CeKBeHHpoBaHus. B
pe3yJyibTare ObUTH BBISIBICHBI HOBbIC I'€HETHUISCKHE MPUYHHBI PEIKUX 3a00/IeBaHuH, CBI3aHHBIX C
runoiJiaskei 1 arpodueii Mo3Kedka. bbun HISHTHHIMPOBAHBI HOBBIE TEHETHYECKHE BAPHAHTHI
B TeHAaX, CBS3aHHBIX C BPOXKICHHBIMH ayTOCOMHO-PEIECCUBHBIMM M X-CHEIICHHBIMU
pellecCCHBHBIMH aTaKCHsIMH, IPHUBE/IIIHE K HOBBIM KIMHHUeCKHM (deHoTunam. bosee Toro, Obuin
BIIEPBbIC BhISABJICHBI MATOTEHHbIE BAapHAHTHI B IeHaX, PaHee HE CBA3AHHBIX C BPOKAEHHBIMH
naronorusmu. JlanHas pabGoTa BHOCHT BaXKHBI BKJIaJ B TEHETHKY DEIKHX 3a00/cBaHuUM
MO3KeuKa, KOTOPBIH IpeJACcTaB/IsieT Kak HayuyHO-(yHJaMEHTAJbHbI HHTEpEC B MOHHUMAHWH
MOJIEKYJISPHO-TEHETHYECKHX MEXaHH3MOB, JeXKallluX B OCHOBE (POPMHUPOBAHWS MOTOPHBIX H
KOTHUTHBHBIX (DYHKIIMH, TAK U MPAKTHYECKOE 3HAUCHHUE JUUIS FEHETHYECKOM MarHOCTHKH.

IIporacosa M.C. ¢ 2011 rosa no Hacrosiiee BpeMs SIBISETCS COTPYIHUKOM JabopaTopyu
sposronuonHo renomukun MOT'en PAH u BoBileueHa B pasHbie Hay4yHO-HCCIIEIOBATEILCKUE
IIPOEKThI, OJHUM W3 KOTOPBIX SBJISETCS MOMCK M aHAIM3 IEHETHYECKHX MPHYMH PEIKHUX
MOHOTEHHBIX 3abosieBanuil. 3a Bpems paboTel B jabopaTopud B IOJHOH Mepe OCBOMIIA
MOJIEKYJIIDHO-TEHETHUECKHE  METOJBI,  BKJIIOYas  COBPEMEHHBIE  METOJbI ~ MaccoBOro
napauielbHOTO CekBeHupoBaHus Ha miatdopme Illumina u meToabl GuoMH(OPMATHYECKOTO
ananu3a JaHHBIX. [lposBuna ceGs OTBETCTBEHHBIM, HACTOHYMBBIM, IIEJICYCTPEMIIEHHBIM,
TPYNOMIOOUBBEIM M CaMOCTOSTENIBHBIM HCCIIEI0BaTENIeM, CIIOCOOHBIM MPOBOAUTH KPHUTHYECKHUi
aHaJIM3 M HAaXOJOUTh MMYTH PCIUCHHUS IS IMOCTaBJICHHBIX HAYYHBIX 3a1a4. PCI"y.TIF[pHO Y4acTBYET B
Hay4HO-00pa30BaTeNIbHBIX MporpaMMax M OOy4YEeHMH CTYIAECHTOB MOJIEKYISPHO-TCHETHYECKUM
METO/IaM.

PesynbraTel quccepranuornoii pabotsl [Tporacosoit M.C. omyGmukoBaHbl B BHJE 3-X
HAy4YHBIX CTaTeil B BHICOKOPEHTHHIOBBIX MEMXIYHApOJHBIX JKypHAaxX, ¥ MPEJCTaBICHb! B BU/IE
IOKIanoB Ha 6-TH koH(pepeHuusx (4 w3 HUX ¢ myOnukanuel Tesucos). PaboTa MoJHOCTBIO
COOTBETCTBYET BCeM TpeOOBaHMSAM, NPEABABISAEMBIM K KaHIWJATCKHM JAHCCEPTALMAM, H
JIMCCEPTAHT 3acIly’KHBAET MPUCY)KIACHHUS CTENEHH KaHuaaTa OMOOrHYeCKUX HayK.
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