
OT3biB 
na aBTopelJlepaT .uu:ccepTatum IlpoTacosoH: Mapnu CepreeBHhl 

«reneTuqecKHe lJlaKTOpbi pe,UKHX lJlopM Bpo~eHHbiX MOJmeqKOBbiX 3T3KCHH», 
npe,UCT3BJieHHOH Ha COHCK3HHe yqeHOH CTeneHH K3H,UH,U3T3 6HOJIOruqeCKHX HayK 

no cneuuaJihHOCTH 1.5. 7 - reneTuKa 

.ll.HccepTaiJJ10HHa51 pa6oTa ITpoTacoBo:tf MapHH CepreeBHbi rrocBSim;eHa H)leHTHqmKaUHH 

reHeTHqeCKMX )le¢eKTOB, IIpHBO)lSIIIJ:HX K pa3BHTHIO pe)lKHX ¢opM Bpo:IK)leHHbiX M03:/KeqKOBbiX 

aTaKCMH - Ja6oJieBaHHH, COIIpOBO)K)laiOm;HXCSI HapyrneHHeM MOTOpHbiX ¢YJIKUHH, 3a)lep)KKOH 

pa3BHTH51, rrpHBO)l51IIJ:HX K MHBaJIH)lHOCTH. AKTyanbHOCTb pa60Thi orrpe)leJISieTC51 3HaqHTeJibHOH 

KJIHHHqeCKOH H reHeTHqeCKOH reTeporeHHOCTblO IIIHpOKOH rpyiiiibi HaCJie)lCTBeHHbiX aTaKCHH, B 

TOM qHcJie BpO)K)leHHbiX M03)KeqKOBbiX aTaKCHH, cpe)lH KOTOpbiX )lO CHX IIOp OCTaeTCSI 

)lOCTaTOqHO 60JibiiiM )lOJISI CJiyqaeB C HeycTaHOBJieHHOH reHeTHqecKOH IIpHqHHOH 3a6oJieBaHHSI. 

PacKphiTHe MOJieKyn.HpHo-reHeTHqecKHX rrpHqHH TaKHX MOHoreHHbiX 3a6oneBaHHH 51BJI51eTcSI KaK 

He06XO)lHMbiM ycJIOBHeM )lJISI pa3pa60TKH IIO)lXO)lOB HX ,l.(HK-)lHarHOCTHKM, TaK H 

¢yH)laMeHTaJibHOH OCHOBOH )lJI51 II03HaHH51 rraToreHe3a H IIOCJie)lyiOme:tf pa3pa60TKH 

rraTOreHeTHqeCKHX MeTO)lOB JieqeHHSI. 

B Hccne)lOBaHHH ITpoTacoBo:tf M.C. IIOHCK reHeTHqecKHX rrpHqHH pa3BHTH51 6one3HH 

rrpOBe)leH B CeMh51X rrauHeHTOB C HaH60Jiee pe)lKHMH ¢opMaMH BpO)K)leHHOH M03)KeqKOBOH 

aTaKCHH - B II51TH CeMbSIX 3a6oJieBaHHe xapaKTepH30BaJIOCb Bhipa)KeHHbiMH HapyrneHH51MH 

MOTOpHhiX ¢YHKUHH, CB513aHHbiX C fHIIOIIJiaJHeH M03)KeqKa 6e3 KJIHHHqecKH 3HaqHMbiX 

KOrHHTHBHbiX HapyrneHHH, B O)lHOH CeMbe - COIIpOBO)K)laJIOCb TSJ:)KeJIOH ¢opMOH YMCTBeHHOH 

OTCTaJIOCTH H KBa)lporre)lHe:tf ( CHH)lpOM CAMRQ). Hccne)loBaHHe rrpoBe)leHo c 

HCIIOJib30BaHHeM MeTO)lOB MaCCOBOfO rrapanJieJibHOfO CeKBeHHpOBaHH51 HaH60Jiee 

3¢¢eKTHBHoro coBpeMeHHoro IIO)lXO)la, rrpHMeHSieMoro )lJISI aHaJIH3a reHoMa qeJioBeKa. B TaKHX 

HCCJie)lOBaHHSIX Ba)KHeHIIIHM YCJIOBHeM H)leHTH¢HKaUHH HCKOMbiX IIaToreHHbiX BapHaHTOB 

SIBJI51eTCSI HCIIOJib30BaHHe a)leKBaTHbiX MeTO)lOB 6HOHH¢opMaTHqecKoro aHaJIH3a )laHHbiX NOS 
ceKBeHHpoBaHH51. Cne)lyeT OTMeTMTb, qTo B )lMccepTaUHOHHOH pa6oTe rrpo)leMoHcTpHpoBaH 

rpaMOTHbiH yrny6neHHbiH aHaJIH3 BCeX IIOJiyqeHHbiX )laHHbiX, B pe3yJibTaTe KOTOporo aBTOpy 

y.llaJIOCh M)leHTH¢HUMpoBaTb reHeTHqecKMe )le¢eKTbi BO Bcex o6cne)loBaHHbiX ceMbSIX. B 

pe3yJibTaTe HCCJie)lOBaHHSI 6biJIH IIOJiyqeHbl Ba)KHbie )laHHbie, xapaKTepH3yiOm;HeCSI HayqHOH 

HOBM3HOH M rrpaKTHqecKo:tf 3HaqHMOCTbiO. B qacTHOCTH, 6biJIM BbNBJieHbi HOBbie reHeTHqecKHe 

BapHaHTbi B reHaX, OTBeTCTBeHHbiX 3a pa3BMTMe M03)KeqKa, a TaK)Ke M)leHTM¢HUHpOBaHbi 

rraToreHHhre BapHaHTbi B reHax LRCH2 M CSMDI, 3KcrrpeccHpyiOmMxc51 B M03)KeqKe, HO paHee 

He OIIHCaHHbiX B OTHOIIIeHMM M03)KeqKOBOH aTaKCMH. B rrpouecce CBOeH pa60Tbi aBTOpOM 6biJI 

pa3pa6oTaH IIO)lXO)l 6MOMH¢opMaTMqeCKOfO IIOMCKa KaH)lH)laTHbiX reHOB HaCJie)lCTBeHHbiX 

3a6oJieBaHMH Ha OCHOBe MHTerpaUMM )laHHbiX reHOMHOfO CeKBeHMpOBaHH51 M « IIpOCTpaHCTBeHHO

BpeMeHHOH » 3KcrrpeccHH rrapanorMqHbiX reHOB. TaK)Ke 6biJIH o6Hapy)KeHbi oco6eHHOCTH 

3BOJIIOUHM reHa GRID2, BOBJieqeHHoro B pa3BHTMe M03)KeqKa M OTBeqaiOmero 3a ¢opMHpoBaHMe 

6MIIe)laJibHOH JIOKOMOUMH, KOrHMTHBHbiX ¢YHKUHH M peqM - 3TOT pe3yJibTaT rrpe)lCTaBJI51eT co6o:tf 

OT)leJibHbiH HHTepec H B o6meM rrnaHe M3yqeHHSI 3BOJIIOUHH qenoBeKa. B 3TOM reHe aBTopoM 

6biJia M)leHTM¢MUMpOBaHa HOBaSI MyTaUMSI - KpyrrHa51 )leJieUMSI , BbNBJieHHM y 60JibHbiX qJieHOB 

CeMbM B fOM03MfOTHOM COCT051HMM, M )lOKaJaHa ee pOJib B pa3BHTHM pe)lKOfO CMH)lpOMa 

M03)KeqKOBOH aTaKCHH C )'MCTBeHHOH OTCTaJIOCTblO M KBa)lpOIIe)lMeH. 

B ueJIOM, B )lHCcepTaUMOHHOH pa6oTe BhiiiOJIHeHbi BCe IIOCTaBJieHHbie 3a)laqM. 

Pe3yJibTaTbi pa6oTbi B aBTope¢epaTe rrpe)lCTaBJieHbi 51CHO M qeTKO, rrpMBe)leHbi KaqecTBeHHbie 

MJIJIIOCTpaUMM. BbiBO)lbi pa6oTbi xoporno o6ocHoBaHbi. Pe3yJibTaTbi Mccne)lOBaHMH 

rrpe)lCTaBJieHbi Ha pOCCMHCKMX M Me)K)lyHapO)lHbiX KOH¢epeHUM51X, OTpa)KeHbi B 7 HayqHbiX 

rry6miKaUH51X, B TOM qHCJie B 3 CTaTbSIX B Be)lyiiJ:H X 3apy6e)KHbiX H3)laHHSIX. 

)J,HccepTaUHOHHM pa6oTa ITpoTacoBOH MapHH CepreeBHbi cooTBeTcTByeT Tpe6oBaHH51M, 

rrpe)lCTaBJieHHbiM B « I10JIO)KeHHH 0 IIpHCY)K)leHHH yqeHbiX CTeiieHeH» (yTBep)K)leHO 

rrocTaHOBJieHHeM rrpaBHTeJibCTBa P<D OT 24.09.2013 N2842), a ee aBTOp 3acJiy)KHBaeT 



IIp11CY)K.[(eHI15I 11CKOMOH CTerreHI1 KaH.[(I1.[(aTa 6110JIOri1'IeCKI1X HayK ITO CIIeiJ.I1aJibHOCTI1 1.5. 7 -
reHeniKa. 

CornacHa Ha BKJIIO'IeHI1e B arrecTaiJ.I10HHoe .[(eno 11 .[(aJihHelirnyiO o6pa6oTKY MOI1X 
rrepCOHaJibHbiX .[(aHHbiX, He06XO.[(I1MbiX .[(JI5I IIpOIJ.e.[(ypbi 3aiii11Tbi .[(11CCepTaiJ.I111 TipoTaCOBOll 
Map1111 CepreeBHhi, 11CX0.[(5I 113 HOpMaTI1BHbiX .[(OKyMeHTOB TipaBI1TeJibCTBa P<D, MI1Ho6pHayKI1 
P<D 11 BAK rrp11 MI1Ho6pHayKI1 P<D, B TOM 'II1CJie Ha pa3MemeHI1e 11x B ceTI1 MHTepHeT Ha caH:Te 
MOreH PAH, Ha caliTe BAK, B e.[(I1Hotl: 11HcpopMaiJ.I10HHoli cl1cTeMe. 
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