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IO creUranbHoCcTH 1.5. 7 — renernka.

NucceprammonHoe Hccnenoanue [Iporacoroit Mapuu CepreeBHsl

TMOCBSAIICHO H3Y4YCHHIO I'CTePOTreHHON TIPYNIBl PEIKMX BPOXKIEHHBIX MO3KEUKOBBIX  ATaKCHId,
CONpPOBOX/IAIOMMXCS HAPYIIEHHEM MOTOPHBIX QYHKIMI M THIOILTa3Hel MOKEUKA, HO C COXPaHEHHEM
KOTHHTHBHBIX CTIOCOOHOCTEH, XOTA GONBIIMHCTBO aTAKCHIt  OTATOIIEHO YMCTBHEHHOH OTCTANOCTHIO. [l
TIOHMMaHHsl MOJICKYJIIPHO-TeHETUYECKHX MEXAHHU3MOB [IATOTEHE3d MO3XKEUKOBX aTaKCHil HeoOXoauma
MJCHTH(HUKALMA HOBBIX BADHAHTOB MYTAaHTHBIX allelell yke W3BECTHBIX T€HOB, a Taloke IOHCK
KaHMJAHTHBIX PCHOB. PACIIMPEHNs 3HAHHN O TeHETHUECKOM KOHTPOJIE Pa3BHTHS MO3XKEYKa, MOTOPHBIX
¥ KOTHWTHMBHBIX ()YHIMH YeNOBeKa MO3BOJIMT HANPaBUTh YCHITHA Bpadel Ha pa3paboTKy MOIXONOB K
Tepanuy 1 NpOHIAKTHKE OAOGHBIX GoMe3HeH, BIUTOUas NPEHATANBHYIO JUATHOCTHKY.

Huccepranpontas pabota Ilporacosoit Mapuu CepreeBHbl BIEYaTISeT PasMaxoM BBINOIHEHHBIX
VCCNENOBaHUH M BBICOKHM METOIMYECKMM YPOBHEM, aBTOP MCIOJIB30BAla CaMble COBPEMEHHBIE
BBICOKOMH(OPMATHBHBIE ~ METOABI ~ MCCNENOBaHMil, BKIIOYAIOIHE  MAcCOBOE  NapalIeNbHOE
cexsenupoanue JTHK v GMoMH(OpMaUMOHHDIA aHAM3 JAaHHBIX CEKBEHHPOBAHMS Y MALMEHTOB C
penxumu Qopmamu Mo3keukoBoi arakcuu, I[P u cexseHupoBaHue mo CeHrepy, SBONIOLMOHHBIN
aHAIU3 MPOCTPAHCTBEHHBIX CTPYKTYP O€NKOB-NPOLYKTOB HCCICQYyeMBIX MYTaHTHBIX I'€HOB C YYETOM
(UIOreHeTHYECKOr0 peBa NPHMATOB U TPAAUIMOHHbIN KIMHUKO-TEHATOTHYECKHUI METO/.

K HpHOpHTETHBIM pEe3yJIbTaTOM AMCCEPTALMOHHOM paboThl ClERyeT OTHECTH HASHTH(HKALMIO HOBBIX
BapHaHTOB MyTaHTHbIX ajulenedl reHOB(ATP7A m ABCB7) , 3KCIpecCHpYIOIMXCS B MO3KEUKE,
xomupytonux AT®-3aBUcHMBIE TPAHCTIOPTEPEl HOHOB MEIHM U KeJie3a COOTBETCTBEHHO M NMPHBOIIINX
K Pa3BHTHIO MO3KEUKOBOH aTaKCHM 0e3 KOTHMTHBHBIX HADYLIEHUH, a TAIOKe BEIBICHHE
TeHETHYECKOH TeTepOreHHOCTH M JETEKUHs HOBOHM MyTaumu B reHe GRMI1 npu pemkux ¢opmax
MO3KEYKOBOM aTaKCHH y MAIIHEHTOB, UMEIOIMX CXOXHE KIIMHIIECKUE IPOSBIICHIS.

ABTOpOM 6bUT paspaboTaH aNropuT™M OGHOMH(QOPMALEOHHOTO MOKCKA TEHOB-KAHIMAATOB , Ae(EKThHI
KOTODBIX MPHBOJSAT K MO3XKEUKOBBIM aTAaKCHAM , 6a3HpYyIOMMHCS Ha CPaBHEHEHHH IeHHOM (YHKIHMM U
SKCIPECUU TEHOB —KaHIUIATOB M HX [apaJIOroB.

ABTOpOM OBUTH YCTaHOBJIEHB OCOOEHHOCTH 3BOMOLMHK reHa GRID2, BOBI€YEHHOrO B pasBHTHE
MO3KeYKa , KOTHKTHUBHEIX QYHKIMH ¥ (POpMHpOBaHHE OHITeJATbHOM JIOKOMOIMHU. B reHe rimyramarHoro
peterrropa GRID2 6pUta 0OGHapyXXeHa paHee HEONMCAHHAd MyTalUs- KpYIHAs JeNeLus C 5 10 7 9K30H ,
NpUBOASIIAs K ToTepd 130 aMHHOKHMCIIOTHBIX OCTATKOB M K PEIIKOMY CHHIPOMY MO3)KE€UKOBOH aTaKCHH,
YMCTBEHHOH OTCTAIIOCTH U KBaPOIEIHH.

IIpoBeneHHOE UCCIIeOBaHUE , HECOMHEHHO, HMEET NPAKTHYECKYIO 3HAYMMOCTD , PACLIMPSAs CITHCOK
TeHOB-KAHMATOB B PA3BUTHH MO3XEYKOBBIX aTAKCHH ¥ JIEMOHCTPHPYS POJb HOBBIX T'€HOB B MPOLIECCE
Pa3BHTHH MO3Ta YeNoBEKa. Bce BHOBb OGHAPY)XEHHBIE aBTOPOM Y MAIMEHTOB MyTalld¥ BHECEHSBI B 6a3y
naHuex ClinVar ¥ HaxomsaTcs B CBOOOXHOM MEXIYHAPOJHOM JOCTYIIE.

ABTOp nocrasuia nepe cO60H H YCTIEIHO pelliia 3a1a4H HCCIIeI0BaHNUS, IO MaTepHaaM
JMCCEPTALMH OMY6IHKOBAHO 7 HAYYHBIX CTaTel B HaydHBIX JKypHalaX, HHIEKCHPYeMbIX B 6a3ax
nanseX Scopus, Wed of Sciens 1 pekomeHnoBanHbiX BAK.

TakuM o6pasoM, JMCCEpTAlMOHHAs paboTa Mo peleHsupyemoMy aBTopedepary IIporacooit
Mapuu CepreeBHsl Ha TeMy «IeHeTHYecKHe ¢akTopsl pefkux GOpM BPOXKIEHHBIX MO3XKEUKOBBIX
ATAKCHIl», NPEJCTABJeHHAT HA COMCKAHHE YYEHOH CTeNeHH KaHiuuara OHONIOTMYECKHX HAyK IO
CHELHMATBHOCTH 1.5.7 — FeHeTHKa, MONHOCTBIO YAOBIETBOpsieT TpeboBanusaM 1.9 «IlomoxeHus o nopske
NPHUCYXICHUA  YYEHBIX crenenei» ot 24.09.2013r., Ne842, yTBepKOEHHOTO IOCTAHOBJICHHEM




Hpaswicnncrss Poceuiicrols Depiepatmn |, a conckarein, [poracora Mapns Cepreesa acavampzer
HPHEYAGICIIA HCKOMOM CTenenm kanmiaTa BROSOTmsCckus iayx 1o crieimatsocty -TEHETHKA.
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