OT3bIB
Ha aBTopedepart quccepranuu [Iporacosoii Mapuu CepreeBHbl
«enernyeckne GpakTopbl peaKnux opM BPOKAEHHBIX MO3KEYKOBbIX ATAKCHI»,
NpeACTAB/IEHHO HA CONCKAHHE YUYeHOl cTeleHH KaHIHAaTa OHOJIOrHYeCKHX HayK
o cneHadsHocTH 1.5.7 — reHeTHKa

Juccepranuonnas padora [IporacoBoit Mapuu CepreeBHBI 1IOCBSIIEHa HACHTHOHKAIIMK
FEeHETHYECKHX Je(DEeKTOB, IPUBOIAIIIX K PA3BUTHIO PEAKUX (OPM BPOXKAECHHBIX MO3KEUKOBBIX
aTaKCUi — 3a00JIeBaHMi, CONMPOBOKIAIONIMXCS HAPYIIEHHEM MOTOPHBIX QYHKI ~~ 3aJepikkoi
Pa3BUTHS, IPUBOSIINX K WHBATHIAHOCTH. AKTYaJIbHOCTh paboThI OIlpeAessieTCsl 3HaYuTeIbHON
KJIMHUYECKOH U T€HETHYECKOH FeTepOT€HHOCTHIO .....pOKOMH T'PYIIIbI HAcaeACTBEHHBIX aTaKCHi, B
TOM YHCJIE BPOXICHHBIX MO3XKEUYKOBBIX AaTaKCHH, Cpelu KOTOPBIX HO CHUX IIOp OCTaeTcs
0CTaToYHO OOJNbIIAs 10751 CydaeB ¢ HEYCTaHOBJIEHHON TreHeTHdeckol MpUYKHOM 3ab01eBaHMsl.
PackpeITre MONEKYISIPHO-TEHETUYECKUX IPUINH TaKUX MOHOTEHHBIX 3a001€BaHU ABIAETCS KaK
HEOOXOIUMBIM ~ yCITOBHEM 118  pazpaboTku noaxoxoB ux JIHK-awmarHoctwku, Tak u
bynnamMeHTaIbHOH OCHOBOM [JIs IIO3HAHUSA TaTOTeHe3a W TOcTenywlnei pa3paboTku
NAaTOTEHEeTHYECKUX METOOB JICUEHHSL.

B uccrenoanmu [lpotacoBoit M.C. mOMCK Te€HETHYECKUX IPUUYUH Pa3BUTHA 00JIe3HU
MPOBENIEH B CEMbSAX MANMEHTOB ¢ HawOolee pelkUMH (GopMaMu BPOXKICHHON MO3KEYKOBOU
aTakCHH — B HSATH CeMbiAX 3a00JieBaHHE XapaKTEpPH30BANIOCH BBIPKEHHBIMH HapylIeHUIMHU
MOTOPHBIX (QYHKIIMH, CBSI3aHHBIX C THUIOIUIA3MEH MoO3Xkeuka 0e3 KIMHHYECKH 3HAuYUMBIX
KOTHUTHBHBIX HapyIIeHUH, B OZHOH ceMbe - CONPOBOKAANOCH TskKenod GopMoH yMmMcTBeHHOMN
orcranocTd U kBagponeaueit (cunapom CAMRQ). Uecnenosanue MPOBEEHO c
UCIONB30BaHUEM METOJOB MAcCOBOTO  IlapajUIENbHOTO CEKBEHHWpOBaHMs — Hauboiee
5QPEeKTUBHOTO COBPEMEHHOTO MOX0a. TPUMEHIEMOTO0 [T aHANU3a TeHOMa YesloBeKa. B takux
UCCJIEIOBAHHUAX BAKHEUIIMM YCIOBHEM HACHTU(MUKAIIMM MCKOMBIX I1aTOTE X BapUaHTOB
SIBJISIETCS. UCIIONb30BaHUE aJeKBAaTHBIX METOJIOB OMOMHGpOpMATHYeCKOTo aHanu3a AaHHbIX NGS
cexkBeHUpoBaHUs. CregyeT OTMETHTH, YTO B JAHMCCEpPTallMOHHOM paboTe IMpoIeMOHCTPHUPOBAH
TpaMOTHBIN yriiyOJeHHBIH aHaIM3 BCEX HOJYHEHHBIX JAHHBIX, B pe3yabTare KOTOPOTO aBTOPY
yAI0Ch HWAEHTUQHUIIUPOBATh TeHETHUYeCKHe Aeder [ BO Bcex OOCIEeNOBaHHBIX ceMbsiX. B
pe3yabTaTe HCCIeOBaHUS OBLIM IOMYyYeHBl BaXKHbIE JAHHBIE, XapaKTEPU3YIOLIHECS Hay4YHOH
HOBU3HOW W MPaKTUYECKONW 3HAYUMOCTLIO. B yacTHOCTH, OBITH BBIABIIEHBI HOBBIC T€HETHUYECKHE
BapMaHTHI B T'eHaX, OTBETCTBEHHBIX 3a PA3BUTHE MO3KEUKA, a TakKe HACHTU(QHUIIMPOBAHBI
naToreHHble BapuaHThl B TeHax LRCH2 u CSMDI, sxcnpeccupyoIuXcsl B MO3KEUYKe, HO paHee
HE ONMCAHHBIX B OTHOINEHWH MO3)KECUKOBOH atakcuu. B mporecce cBoeil paboTsl aBTopoM ObL1
pa3paboTaH moaxod OWOMHPOPMATUYECKOTO MOUCKA KaHAUAATHBIX TI'€HOB HACIEACTBEHHBIX
3a0oNeBaHUI Ha OCHOBE MHTETPALIMK JaHHBIX TEHOMHOTO CEKBEHUPOBAHHUSA U «(IIPOCTPAHCTBEHHO-
BpPEMEHHOW» OKCIIPECCHH MNapaloTHYHbIX TI'eHOB. Takke OBIIM OOHApyXeHbl OCOOCHHOCTH
sBosmoniuu reda GRID2, BOBIIEUEHHOTO B pa3BUTHE MOKEUKA M OTBEHAIOIIETO 32 QOpMUpOBaHUEe
OuIIe TaTLHON JJOKOMOIIMY, KOTHUTUBHBIX (QDYHKITHH U PeYH — 3TOT pe3yiabTaT pe/ICTaBsieT coOoi
OTICTBHBIA MHTEpeC U B OOIEM ITaHe M3YUEeHUs 3BOJIOIMH 4esOBeKa. B 3TOM rene aBTOpoM
Obl1a MacHTH(GUIIMPOBAHA HOBAsI MYyTaIlMsl — KPYITHAs eNelusl, BhISBICHHAs Y OOJIBbHBIX WICHOB
CEMBH B TOMO3WUTOTHOM COCTOSIHWHM, U JOKa3aHa €€ pONb B pa3BUTUM PEJKOTO CHHIpOMA
MO3)KEUKOBOM aTakCHUH C YMCTB( O OTCTAJIOCTHIO U KBAIPOIIEAUCH.

B 1menom, B JauccepTamoHHONH paboTe BBIIOJHEHB BCE IIOCTaBJICHHbLIE 3aJadu.
Pesynbrarel paboTel B aBTOpedepaTe IMpeAcTaBIeHb! SICHO M YETKO, NPUBE/EHBl KaueCTBEHHBIE
WTIoCTpai.  BeBogsl  paboTel  Xopolllo  00OCHOBaHbI.  Pe3ynbTarel  HCCICAOBAHHH
MPeACTaBIeHbl HA POCCHHCKUX M MEXIYHAPOIHBIX KOH(EPECHIIMAX, OTPaXEHbl B 7 Hay4YHBIX
MyOIMKAIMAX, B TOM YHCJE B 3 CTAThAX B BEAYIIUX 3apyOEXKHBIX U3IaHUAX.

Juccepranuonnas padota [IpotacoBoit Mapuu CepreeBHE COOTBETCTBYET TPeOOBaHHAM,
npeAcTaBieHHBIM B «[lOJIOKEHHMM 0 TPHUCY)KACHUM YYEHBIX CTelleHeH» (yTBep:KIeHO
[OCTaHOBAEHHEM mpaBuTenbcTBa PO ot 24.09.2013 No842), a ee aBTOp 3acioyxKHBaeT



MPUCYKIEHUS UCKOMOW CTENEeHHW Kal....Jara OWOJIOTrHYeCKUX HayK 10 cHeuuaibHo-... 1.5.7 —
reHeTUKa.

CornacHa Ha BKIIIOYEHHE B aTTECTAIMOHHOE €0 U JaIbHEHIIyto o0paboTKy MOMX
MEPCOHABHBIX JIAHHBIX, HEOOXOAMMBIX JUIA HPOLEIypbl 3alllUThl juccepTanuu IIporacoBoit
Mapun CepreeBHBI, HCXO/sl U3 HOPMAaTHBHBIX JOKyMeHTOB [IpaButensctBa PO, M. oOpnayku
P® u BAK npu Munobpnayku P®. B ToM uncie Ha pa3MmellleHHe UX B ceTu VIHTepHeT Ha caiite
HUOI'en PAH, na caiite BAK, B equHO# HHGOPMaLIMOHHOH CHCTEME.
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