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O HAyYHO-TIPAKTHYECKOH 3HAYMMOCTH auccepTanud Hyxuoro Esrenus Ilerposuua
«KIMHHKO-T€eHETHYECKAs: XapaKTePUCTHKAa ayTOCOMHO-PELECCHBHBIX ~ aTakCHil y
MallMeHTOB B3POCJIOI0 BO3pacTa», IPEICTAaBIECHHOM Ha COUCKAHHE YYEHOH CTeleHH

KaHIuJaTa MEHIMHCKHUX HayK 1o crneuuansHocTd 14.01.11 — HepBHble 60m1e3HH.

AKTYAJIBHOCTb TEMbBI JUCCEPTALIUHA

CHHApOM aTakCHMM 4YacTO BCTpe4aeTcss B KIHHHYECKOH INPakTHKE H MOKET
HaOIIoJaTeCsl IIPU IIMPOKOM CIHEKTpe 3a0oneBaHWil HepBHON cucTeMbl. Ocobble
TPYAHOCTH TpeAcTaBiseT AuddepeHLHanbHas JUACHOCTHKA IPH CIOPaJMYECKHX
ClIydasX aTakCHH HeHpoJereHepaTWBHOM npupoasl. Jlanuele 3abosieBaHus dalle
neOOTHPYIOT B MOJIOZOM TPYAOCIOCOOHOM BO3pacTe M XapaKTEePHU3YeTCs HEYKIOHHO
MPOTPECCUPYIOIIMM TEUEHHEM, YTO OOYCIOBIHMBAET HMX COLMAIBHYIO 3HAUUMOCTb.
AytocomHo-peneccuBHble arakchu (APA) Berpewarores ¢ gactortoil 3—6 wa 100000 B
pa3TMYHBIX MOMYJISAIHUAX, OAHAKO UX JUarHOCTHKA 3aTPyIHEHA M3-3a BHICOKOTO YPOBHSI
KIMHUYECKOH M TeHETHYECKOH TIeTePOreHHOCTH JAHHOW HO30JIOTUYECKOW TIPYIIIEI,
OoNBLIOr0 4HMCIa CHOPAagHYeCKUX CIy4aeB W HEIOCTATOYHOM OCBEIOMIEHHOCTH
NPaKTUKYIOLIMX HEBPOJOIrOB M KIMHHUYECKHX T€HETHMKOB 00 3THX 3aboneBaHusix. o
Hacrosiero BpeMeHu rpynna APA He Obuta nmogpoOHO wHccienoBaHa B Poccuw.
OtcyTcTBYIOT paboThl, KOTOPBIE OBl OMUCHIBAJIM CIIEKTP HAaHOOJIEe YaCThIX HO30IOTHIl U
MyTauui, Heilpodusznonoruueckre U HeWpOBU3yaNM3alMHHBIE ocobeHHocTH APA. B
nocieHee [JECATUIETHE W3YYEHHE CIOKHBIX TIpyNn 3aboNeBaHuii, K KOTOPHIM
oTHOCsiTCs: APA, M3MEHHMIIOCH B CBA3H C, BHEPEHHEM B KIMHHYECKYIO IPAKTHKY

METOJI0B MacCcoOBOI0 MapaljeNpbHoro cexkseHupoBanus (MPS), mno3Bonsromumx



OJIHOBPEMEHHO HCCJe0BaTh OOJNbLIOE YUCIO MHTEPECYIOIMIMX T'e€HOB MM JIaXKe BCETO
3K30Ma/reHoMa, oaHako B Poccum nopoOHble wuccienoBanus APA panee He
npoBoaunuck. Kpome toro, cymectByer psa ¢opm APA, ans KoTopsix pa3paboTaHbl
3(p(peKTUBHBEIE METO/BI NAaTOTEHETUYECKON TEepanuH, YTO AUKTYeT HeoOXOJMMOCTh HX
CBOEBPEMEHHOH JUArHOCTHKH. YUHTHIBas 3HAYMTEIBHYIO I'€TEPOreHHOCTh CHHAPOMA
aTaKCUM y B3POCIBIX, BBICOKMM KIMHHYECKHH MOMUMOPPU3M U  HAIH4YHE
«IEepPEeKpBIBAIOLIMXCS» M aTUINM4YHBIX BapuaHTOB APA, akTyalbHOCTB TEMBI

nucceprauoHHoi pabotsl HyxHoro E.I1. He BbI3bIBaeT COMHEHUH.

OBBEM U COAEPKAHHUE PABOTbHI

Juccepranms u3noxeHa Ha 163 cTpaHMLaX MAIIMHOMUCHOTO TEKCTa, BKIHOYAeT
19 T1abmun u 22 pucyHka. PabGora cocTomT u3 ornaBieHus, BBeIeHHUs, 0030pa
JIATEPATyphl, MaTEepHaIOB, METOAOIOIMH M METOLOB MCCIENOBaHHs (C MOJIrIaBaMHu,
MOCBALICHHBIX  ONKCaHWIO  oOllero Au3aiiHa  HCCIeJOBaHHA, MOJEKYISPHO-
reHETHYECKMX W CTATUCTUYECKHX METOJOB), PE3YJIBTATOB HCCIIEAOBAaHUS (H3JI0KEHBI
o0IIMe pe3yNbTaThl pealu3ali AUArHOCTUYECKOTO ajropuTMa, a TakKe TOATIaBbl C
ONHCaHWeM OTIeNbHBIX Ho3onmorudeckux ¢opm APA), oOcyxneHue, BBIBOALI |
NpaKTUYeCKHe peKOMeHIalluHY, CIIMCOK JTUTEPATYPHI, TIPUITOKEHUS.
bubnuorpadguueckuii ykaszarenab COAEpKUT 36 oTedecTBEHHBIX M 176 3apyOexHBbIX
WCTOYHWUKOB JIATEepaTyphl, a Taikke 12 coOCTBEHHBIX TIyONMKAIMii aBTOpA,
MOATOTOBJIEHHBIX 10 TEMe JUCCEePTAIHOHHOM paboThL.

Pabora HamMcaHa XOpOIIMM HAYYHBIM SI3BIKOM C I[IOCJI€OBATEIbHBIM H
JIOTHYHBIM H370XKeHHeM MaTtepuana. OdopmieHre aHCCepTallMd COOTBETCTBYET
TpeOoBaHMSAM, yCTaHOBJIEHHbIM MHUHHCTEPCTBOM 00pa3oBaHUs W Hayku Poccuiickoii

®enepaun. ABTopedepat MOJTHOCTHIO0 OTPaXKaeT OCHOBHBIE ITOJIOKEHUS IUCCEPTALIHH.

CBSI3b TEMBI C INTAHAMH COOTBETCTBYIOIIUX OTPACJIEA
HAYKH U HAPOJHOI'O XO35IICTBA
Huccepraunonnas pabora Hyxuoro E.I1. BeIMONHEHa B COOTBETCTBHH C [IJIAHOM

Hay4Ho-Hccnenoparenbckux pador ®I'BHY «HayuHslii eHTp HEBPOIOTHIY.



HEJb UCCJIENOBAHUA
KiIMHUKO-TeHeTHYeCKUH  aHalu3  ayTOCOMHO-PELECCHBHBIX  aTaKCHH B
POCCHHCKHX CEeMbSX Yy I[IAlHMEeHTOB B3pPOCIOrO0 BO3pacTa, OLEHKA 4YacTOThI
BCTPEYaeMOCTH OTAENBHBIX (OopM 3TuUX 3aboneBaHW W pa3pabOTKa AJrOPUTMOB KX
MOJIEKYJIAPHO-TEHETHYECKOM JIMarHOCTHKH C MCII0JIb30BAHUEM TEXHOJOIMHM MacCOBOrO

mapajuieibHOI'o CEKBEHHPOBaHHUA.

HAYYHASA HOBHU3HA HCCIIEAJOBAHUSA U TOJTYYEHHBIX
PE3YJIbTATOB, BBIBOJIOB U PEKOMEH/IAIIA,
COOPMYJIUMPOBAHHBIX B ITUCCEPTALIUN

BriepBeie B Poccuu Oblla u3ydeHa pelnpe3eHTaTHBHAs HEBBIOOpOUYHas IpyIIa
MalMeHToB B3pociaoro Bo3pacta ¢ APA ¢ HUCHONB30BaHUEM COBPEMEHHBIX METOJI0B
MOJIEKYNISIPHO-TEeHeTUYEeCKOM  JUAarHOCTHKM, BK/IIOYas  TEXHOJNOTHH  MacCOBOrO
napaiensHoro cekBeHupoBaHus (MPS). OmnpeneneH HO30IOrMYECKHH CIEKTP STHX
3a0oyieBaHMii, BBISBJIEHA BBICOKAs PaclIpOCTPAaHEHHOCTh MHUTOXOHAPUATBHBIX ATaKCHIA
(6onesus @punpeiixa u POLG-accouuupoBaHHble atakcuu) — 32,9% nauueHTos
cpemd Bcex NoATBepxkIAeHHBIX ciydyaeB APA. Hcnons3oBaHHe COBpeMEHHBIX
TreHeTHYEeCKUX MOJXOJ0B ITO3BOJIMIIO YCTAaHOBHTH MOJICKYJSpHBIA nuarHo3 B 40%
UCCIIe[IOBAHHBIX IMMAlMEHTOB, YTO COOTBETCTBYET MHPOBBIM JaHHBIM. V3ydeHbI
penpe3eHTaTUBHbIE TpPyNnbl MHalUWeHTOB ¢  Oone3Hsto  @punpeitxa, POLG-
aCCOLMMPOBAaHHBIMU  aTaKCUSAMH  (IPEUMYILIECTBEHHO cUHApoMoM SANDO) wu
aTakcussMu ¢ HapyuieHuem penapauuu JIHK (arakcusi-teneaHruskTazusi U aTakCHH C
OKYJIOMOTOpHOI ampakcueid 1-ro u 2-ro TunoB). BmepBele onucaHsl Haubojee
XapaKTepHble KIMHHUYECKUEe NPOSIBIEHUS U OCOOEHHOCTU (EHOTHUNOB B POCCHHCKUX
ceMbsX: IpeobiajaHue KJIaCcCHYECKOro MOJIMOPraHHOro BapuanTa Oone3nun ®@punpexa,
aTUITHYHBIE «MATKHE» (POPMBI aTaKCHU-TEIeaHIMIKTA3UM, BBISIBIEHBl KIMHUYECKHE W
HelpoBU3yalnu3allioHHble  ocoOeHHocTH  cuHApoMa SANDO  (cMMMeTpUYHEIE
TMIIEPUHTEHCUBHBIE OYard B IOJIyIIApHAX MO3XedkKa, CTBOJE MO3ra M Tajamycax),
ompeneneHa MaxopHas Myrtauus p.W748S B reme POLG, cocraBuBlas 85%

MYTaHTHBIX ajjened B poccuiickod mnomynsuud. Bnepeeie B Poccuu Obutu
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HIEHTH(QUIMPOBAHbl WM TOAPOOHO ONHCAHBI IALMEHTHI C PeAKMMH (PEHOTHIIAMH
APA: atakcus ¢ OKyJIOMOTOpHO# anpakcueit 1-ro tuma, cuanagpom MEMSA, PNPLAG-
accouuMpoBaHHble aTtakcud (cuHApoM byme-Hoiixayzepa u cunapom I'opaona
Xommca), SCAR10 u SCAR16, HefipomereHepalus ¢ HAKOILICHHEM JKejle3a B TOJIOBHOM
mosre 2B tuna u roBeHwibHas ¢opma Gonesnu Kpabbe. B mcciaemoBaHum mokasaHbl
Hanbolee xapakTepHble (PeHOTUNB OCHOBHBIX (hopMm APA, BeTpeuaromuecs B Poccuu, a
TAK)XX€ BBICOKas 4acToTa aTUNUYHbIX QopM AT (0e3 TeneaHrusKraszuit ¥ NPU3HAKOB
MMMYHOE(QUIINTA, C HE3HAYUTEJLHO MOBBILIEHHBIM YPOBHEM anbda-heTonpoTenHa).
Briepeeie B Pocc Ha OCHOBE HCIIOJIB30BaHHS COBPEMEHHBIX METOJOB MOIEKYISPHO-
FeHeTHYeCKOM JMarHOCTHKHU IIpe/CTaBlIeHa MOApoOHAas KIIMHHUKO-TeHEeTHUecKas
xapakrepuctuka APA u pa3zpaboTaH KOMIUIEKCHBIH JUArHOCTHYECKHH aJrOpUTM Ha
OCHOBE KIIMHHYECKUX MPOSIBIEHHH, JaHHBIX 3JeKTPOMHOTrpaduH, HeHpOBU3yaTH3aIlHH

A OMOXUMHUUECKUX ITOKa3aTele.

SHAYUMOCTD JJIsI HAYKH U IIPAKTUKHU IMTOJIYYEHHBIX
ABTOPOM PE3VJIbTATOB

[IpoBeneHHOE  AMCCEpPTALIMOHHOE HCCIEAOBaHHUE TO3BOJIAIO  OMNPEIeNTUTh
Ho3oJoru4eckuii cnektp APA B pocCHMCKHX CEMbSX y MallMEHTOB B3POCIOro BO3pacra,
410 MOKeT obnerunts rutanupoanue JIHK-muarnoctuku. Paspabotan koMIuieKcHBII
anroput™M auarHoctukud APA, OCHOBAHHBIH Ha KTHHHYECKOH KapTHHe 3a00JIeBaHus,
JaHHBIX J1a0OpaTOpPHBIX KW HHCTPYMEHTAIbHBIX METOJOB HccienoBaHus. I[lokazana
nenecoodpaszHocte nposeneHus JIHK-muarHoctuku Haunbonee dacThIX ayTOCOMHO-
JOMHUHAHTHBIX  CIIMHOLEpPEOEeIIAPHBIX  aTaKCHUH, CBA3@HHBIX C  OSKCMaHCcHel
MHKPOCATE/UIMTHEIX IIOBTOPOB, II€pel IIPOBEAEHHEM MacCOBOr0 IMapajuieIbHOTO
CEeKBEHUPOBAHUs IIpH aHAJIM3€ CIOPaAUYECKUX ClIy4daeB AereHepaTUBHBIX AaTaKCHIA.
ITokazaHo, 4YTO MCIIOJIL30BaHME TapreTHOM MynpTUTreHHONt MPS mnanenu mnossosser
ONTUMHU3UPOBATE U  YIPOCTUTH JUAarHOCTUYECKUM TIOMCK TMpu oOCIenoBaHUH
nauueHToB ¢ APA. Pesynbrarel HMcClIeIOBaHMS IMO3BOJIMJIA OYEPTHTH ONTHMAJbHBIH

NEpeUCHb I'€HOB W CBA3aHHBIX C HHMH TI'pyIIN 3a0oJieBaHKiH A BKJIFOYECHHSA B



nuardoctudeckue MPS-nanenun npu ob6cneoBaHHHM LIMPOKOrO Kpyra MAlHMEHTOB C

nono3peHueM Ha APA.

OBOCHOBAHHOCTB 1 JOCTOBEPHOCTHB INOJIYYEHHBIX
PE3VYJIbTATOB

OOO0CHOBaHHOCTh HAyYHBIX IOJIOXKEHWH H BBIBOLOB, C(HOPMYJIHPOBAHHBEIX B
JMCCEPTAllMOHHON ~ paboTe,  [OKa3bIBa€TCS  JOCTATOYHBIM  OOBEMOM  TPYIIIIEI
o0ceJOBaHHBIX IIAl[MEHTOB, HCIIONB30BAaHHEM B paboTe COBPEMEHHEIX METOIOB
MCCIIeJOBaHUS (BKITFOYAs KJIMHUYECKUe IIKAJTBI, MPT-uccnenoBanue,
HEHPOU3UOIOTHUYECKUE U  MOJIEKYJISPHO-TEHETUYeCKUe METOBI), TPHMEHEHHEM
aJIeKBaTHBIX METOJIOB CTATUCTUYECKOrO aHaM3a MOIyUYeHHBIX pe3yIbTaToB. BEIBOIEI U
NpaKTHYECKUEe PEKOMEHJAIMU IOJHOCTHIO OCHOBAHBI HA pe3YJbTaTaX IPOBEIEHHBIX
MCCIIe/IOBaHNH, JIOTHYHO BBITEKAIOT M3 MaTepHajloB JMCCEPTALUU H MONHOCTHIO

COOTBETCTBYHOT IMOCTABJIEHHEIM 3a/la4aM.

JIMYHBINA BKJIAJL ABTOPA

ABTOpY NpUHAIJIEKUT OIpeleNsionias pojlb B IOCTAHOBKE LEJIM H 3anay
HCCeIOBaHUs, O0OOCHOBaHMM  BBIBOAOB M NPAaKTHYECKHUX  pPEeKOMEHIALMA.
[TpoananusupoBaHo 36 oTeuecTBEHHBIX U 176 3apyOeXHBIX MCTOYHUKOB JIUTEPATYPEI.
CamocTosaTensHO OBUTH IPOBEJEHE] BCE 3Tallbl KIMHUYECKOr0 OCMOTpa, HHTEPIPETALHs
HeHpO(QU3UOIOTHYECKUX M HEeHpoBH3yalM3alMOHHBIX mHaHHbBIX, JIHK-mwarnoctuka
Oonesnn @puapeiixa, a Takxke aHanus JaHHeIX MPS, B ToMm umnciie ¢ ucnonb30BaHHEM
CreLHaM3UPOBAHHBIX IporpaMMm U 6a3 JaHHbIX. CaMOCTOSTENBHO aBTOPOM ObLIH
NpOBEIEHBl CTAaTHCTHYecKas o00paboTka M aHaMM3 MOJyYeHHBIX pe3ylIbTaTOB.

[ToxroroBiieHsl CTAaThH € UX NOceayoLel myOnukanyei B HayYHBIX Ky pHaax.

PEKOMEHJAIIUH ITO UCITOJIb30BAHHUIO PE3YJIIBTATOB U
BBIBOJOB JUCCEPTAIIMOHHOM PABOTHI
PesynbraTtel  auccepranmoHHod  pabotel  Hyxuoro E.JL  Moryr 6biTh
MCII0JIb30BaHbI B MPAKTHYECKOH M HAy4HO-HMCCIIENOBATENLCKON paboTe HEBPOJOIroB U

MEIHIIMHCKUX TCHETHUKOB HEBPOJOIHYECKUX KIIMHHUK M HAYYHO-HCCJICOOBATEIbCKUX



LEeHTPOB, a TaKXKe MNPH NPOBEICHUH JalbHEHIINX HAYYHBIX HCCIENOBAaHUM B 001acTH
M3y4eHHs HO30JIOTHYECKOTO CIIEKTpa HAacleACTBEHHbIX AaTakCHid B pa3JM4HBIX

MOy IALHSX.

IMOJTHOTA HU3JIOKEHUS PE3VJIBLTATOB JIMCCEPTAIINHA B
OIIYBJIMKOBAHHBIX PABOTAX
Ilo Teme muccepranuu omy0nukoBaHqQ 12 HaydHBIX paboT, U3 HUX 7 B XKypHAaax,
peKoMeHAyeMbIX BpICIIed — arTecTallMOHHOM  KoMHCcHel mnpu  MuHHCTEpCTBE

obpazoBanus U Hayku Poccuiickoit Denepaiun.

3AMEYAHUSA

IIpuHIMIHATEHBIX 3aMeYaHUi K AUCCEPTalHOHHOM paboTe HeT.

JAKJTIOYEHUE

Hucceprauust Hyxxnoro Esrenuss IlerpoBuua  «KiuHHMKO-reHeTHdecKas
XapaKTepUCTHKa ay TOCOMHO-PELIECCHBHBIX aTaKCHH Y MAllUEHTOB B3POCIIOr0 BO3PACcTay,
IpeICTaBIeHHass HAa COMCKaHHE YYEHOW CTENeHW KaHAWAaTa MeIULHUHCKHX HayK II0
cnennansHocTH 14.01.11 — HepHble 6one3HH, BBINOJHEHHAS IOA PYKOBOACTBOM
wieHa-Koppecrionnenta PAH, poxropa memunmuHCKMX Hayk, mnpodeccopa C.H.
WnnapuonikuHa, ABJIAETCS CaMOCTOSITEJIbHOU 3aKOHYEHHOU Hay4YHO-
KBaNH(QUKAIHOHHON paboToil, B KOTOPO# COMEPIKUTCS PElIeHUe aKTyanbHOM 3a1aduu —
U3y4eHue [€HETHYECKOIo pa3HooOpasusi, HEHPO(U3HOIOrHYeCKHX 1%}
HEHPOBU3YAlIM3AIIMOHHEIX  XapaKTEPUCTUK ayTOCOMHO-DELECCHBHEIX aTakcHil B
POCCHHCKHX CEMBSIX, YTO MMEET CYLIECTBEHHOE 3HAUEHHE /I HEBPOJIOTHH.

Hucceprauus Hyxnoro Eprenmst IleTpoBuda mo axTyanbHOCTH, Hay4HOM
HOBH3HE, TEOPETHYECKOW M NPAKTUYECKOH 3HAYMMOCTH, {OCTOBEPHOCTH IOJYyUYEHHBIX
pe3ynbTaToB H 0OOCHOBaHHOCTH BBIBOJIOB MOJHOCTBIO COOTBETCTBYET TPEOGOBAHUAM II.
9 «IlonoxxeHus O MPUCYKAEHUH YIEHBIX CTEeTeHe», YTBEPKIAEHHOrO OCTAHOBIEHHEM
[paBurenscrBa Poccuiickoit ®enepaumn Ne 842 or 24.09.2013 r. (B pemaxkuum
nocraHoBnenuid IlpasutensctBa Poccuiickoit ®eneparmu Ne 335 or 21.04.2016 1., Ne

748 ot 02.08.2016 r., Ne 1168 o1 01.10.2018 r.), npeabsBIiIseMbIM K JUCCEePTallHOHHBIM



paboTaM Ha COMCKaHHME YYEHOW CTEIeHH I;aH,anaTa HayK, a e€ aBTOp 3aCily)KHBaeT
IPUCYXKIEHUS UCKOMOH CTeNeHH KaHAMZaTa MEeAWLHMHCKHX HayK M0 CHelHalbHOCTH
14.01.11 — HepBHsie 6ome3HH.

Ot3bIB Ha muccepranuioo o0CyXkAeH M 0100peH Ha 3aceaHHH COTPYIHHKOB
kadenpsl Hesposnorun u peabumuranun ®IBOY BO Kaszanckuit TMY Munsapasa
Poccuun, npotoxon Ne 102 ot 7.10.2019 .

3aBenyrouuii Kadeapoit HeBPOJIOTHH U peabHITUTAL}
®I'bOY BO Kazauckuit 'MY Munsapasa Poccun, e
JOKTOP MEJAHMLMHCKUHI HayK, mpodeccop __9.M. bornaHoB

Hato cornacue Ha cbop, o6paboTKy

1 XpaHEHHE NEPCOHANBHBIX JAHHBIX — .M. bornaHoB

[Toamuce 1oKTOpa MEAMLIMHCKUX HayR

aBEPSIO:
VueHBlii cekpeTaph
®I'BOY BO Kasauckuit T'MY MunsnpasdLoCiir .,
JOKTOP MEAMILMHCKHUX HayK, TIpodeccop o __O.P. Paguenxko

@enepanbHOe TOCYyIapCTBEHHOE OIOMKETHOE 00pa30BaTebHOE YUPEXkIEHHE BBICLLIErO
obpasoBanuss  «KasaHckuii ~ rocyJIapcTBEHHBIH  MEAMIMHCKUM  yHHBEpPCHTET»
Munncrepcrsa 3apaBooxpanenus Poccuiickoii @eneparin

420012, r. Kazans, ya. Bytneposa, 1. 49

Ten. 8(843)236-06-52, e-mail: rektor@kgmu.ken.ru

Web-caiit: https://kazangmu.ru
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