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SAKJIIOYEHHUE
®enepaabHOro rocyiapcTBeHHOro GIOIKETHOIO HAYYHOIO YUpesKIeHus!
«Hay4HbIH HEHTP HEBPOJIOTHH»
Huccepranus «IlepBuuHass MUCTOHHS C pPaHHEM HAyYaJoM: KJIMHUKO-
TeHETHYECKHE COMOCTABIECHHA M 4YacToTa (OpPM B POCCHHCKOM IOMYJISLHU»
BbIIOIHEHa B DenepanbHOM rocy1apcTBEHHOM GIOIKETHOM HAYYHOM y4pexIeHUH

«Hay4Hbll IEHTP HEBPOJIOTHH» B 5 HEBPOJIOIMYECKOM OTIEIICHHUH.

B nepuoz nonroroBku auccepranuu couckarens Kpacaos Makcum IOpresuy
ofyuancs B 04HOM acrupanType B QefepajbHOM rOCYIapCTBEHHOM GHOIKETHOM

Hay4HOM yupexaeHud «HaydHbIi EeHTp HEBpOIOTHm».

B 2011 r. oxonyun neueOHbIH akynsrer DenepaqbHOr0 IoCyIapCTBEHHOIO
OIOIUKETHOTO ~ 00pa3oBaTeNbHOTO  YUYPEXKAECHHS  BBICHIETO  0OpPA30BaHHS
«POCCHHCKHH HAlMOHANBHBEIA HCCIEN0BATEIbCKAN MEIUIMHCKHE YHHBEPCHTET
uvenn H.M. TIluporosa» MuHucTepcTBa 31paBoOXpaHeHust Poccuiickoit
Deziepaui 110 CIeNKATBHOCTH «TedebHoe meno». C 2011 mo 2013 rox obyuancs
B opauHarype @DefepanbHOTO TOCYNapCTBEHHOrO GHOMKETHOrO  HAYYHOIO

YYpEXKICHHUA ((HayT-IHBIﬁ OEHTP HEBPOJIOTHH» TI0 CHEeIHUaAIILHOCTH «HEPBHBIC

DosIe3Hm.

CrpaBka o cjave KaHIuOaTCKUX 5K3aMeHOB Bbiana B 2015 rony B @enepaibHoM

FOCYIapCTBEHHOM  OIOUKETHOM HayyHOM yupexieHud «Hayumsii meHTp

HEBPOJIOTUM.



Hay4unbiii pykoBogHTEb:

Tumep6aesa Codusa JleoHnI0BHA, JOKTOP MEIMIMHCKMX HAyK, 3aBeLyIOIIas
naboparopuedl KIMHUYECKHX HccleqoBaHuii (DenepanbHOro rocyIapCTBEHHOIO
0101KETHOTO Hay4HOro yupexaenus «aydHbli HEHTp HEBPOIOrHMY.

ITo uToram obcyxaeHus: NPHHATO CieAylOlIee 3aKTI0UeHHE:

AKTyaJIbHOCTh TeMbl  0OyCIOBJIEHA COIMAIbHON-3KOHOMH YE CKOM
3HaYUMOCTBIO JHCTOHHH B CHJIY €€ paclpOCTPaHEHHOCTH, M KIMHHYECKHM
nomuMopQu3MoM BcTpedarommxcs ¢opMm. IlposiBieHus GONE3HH CYIIECTBEHHO
BIIMSIOT HA KaY€CTBO JXKH3HH: OT 25% gm0 50% maumeHTOB CTpanaioT AENpeccuii,
00J1b ABIAETCS ONHOM M3 KIFOYEBBIX Kanob y 67-75% manueHToB.

I[lo sTHOnOrMm 3aboneBaHHs pa3NENsIOT MEPBHYHYIO W BTOPHYHYIO (DOPMEI
nuctonuy. Ciy4au NepBHYHOM NHCTOHHM MOTYT OBITH KaK CHOpaJUYeCKHMH, TaK
¥ HaCIIe/ICTBEHHO 00ycrmoBneHHbiME. [To Bo3pacTy febiota 3a60n€BaHus TPHHSATO
BBIZIEJIATh PAHHIOKO UCTOHHIO (1€0I0T 110 40 1eT), 06BIKHOBEHHO HAYMHAIOIIYOCS
C KOHEYHOCTEH W B [JalbHEHIIeM paCHpPOCTPAHAIOLIYIOCS HA  JpyrHe
aHaTOMHYeCKHe o0OnacTH (reHepanuzanms). [1031HAS TUCTOHUS XapaKTepHu3yeTcs
NI€pBOHAYAJIEHBIM  BOBJICYEHHEM KDaHHOUEPBHKATBHOH 00IacTH HIM PyK W
aHATOMHYECKH PEIIKO BBIXOMHMT 33 PaMKH JIOKAIbHOH HIH CErMEHTapHOH (HOPMEIL.
Cpenu dokansHeIX popM Haubonee pacrmpocTpaHeHa LEepBUKAIIbHAS OUCTOHHUS, B
OCHOBE KOTOPOH JIeXAT yCTOMYMBBIC HACHIILCTBEHHbBIE COKDALIEHHS MBILII IIEH,
NPHBOJSAIIHE K OOJIE3HEHHBIM M HHBAJIMIU3UPYIONIAM CIIa3MaM H TTATOIOMHYECKIM
03aM rooBel W mred. IlaToreHeTHYeckne MeXaHW3MBI NUCTOHHM OCTAIOTCS He
BIOJHE  SICHBIMMH M  CErOAHS, OJHAaKO He BHI3BIBAET COMHEHHS ee
MYJIBTH(aKTOPHAIbHBS PUPOLA, BEAYIIYIO POJIb B KOTOpPO# HMIpaeT reHeTHYecKas
[IPEpacCIONIOKEHHOCTD, MPOSIBIAIOMIAACS B YCIOBHAX BO3IEHCTBHSA 3K30TEHHLIX
haxropos. K HacTosmemy mMoMmeHTy ommcano Gomee 20 ¢dopM HacnencTBeHHO
NepBUYHON auCTOHHMHU. [lomaBnsromee GONBIIMHCTBO Clly4aeB HaCleICTBEHHOM

AUCTOHMH C paHHUM (110 40 neT) Havanom o6ycIIoBIeHO MyTauusMu B renax DYT]
u DYTe.



DYT1 - renepanu3oBaHHas AUCTOHHUS C PaHHMM Ha4ajoM, - NPENCTaBIAET
coboii Hambonmee dHacTyro ¢opMy TMEepBHYHOH HACIEeNCTBEHHOH JIHCTOHHH.
3aboeBaHie HaCHeoyeTCs 10 ayTOCOMHO-IOMUHAHTHOMY THILy U B OOJBIIMHCTBE
ciyuaeB neOlOTHpyeT B paHHeM Bospacre. Hecmorps Ha Hamuuue o6mmux
3aKOHOMEPHOCTEeH, (heHOTHMHYECKHHA cnekTp MyTaiud DY 11 mmpok ¥ BKIOYaeT
HE TONBKO (pOKaJIbHBIE W TeHepalW3oBaHHBIE (GOpPMBI, HO U  (OpPMBI,

MaHH(pECTUPYIOIIUE U30THPOBAHHBIM TPEMOPOM.

DYT6 - nucTOHHS «CMEIIaHHOTO» THIIAa C Ha4aJIoOM B IOHOIIIECKOM BO3pacTe, -
Mo pa3HeIM oneHkaMm cocrtaBisieT oT 1% mo 25% Bcex cimydaeB NepBUYHON
HaCJIeICTBEHHOM IUCTOHUU C HadajoM B paHHeM Bospacte. Kak u DYTI, dopma
DYT6 nacnenyercs ayToCOMHO-JTOMHHAHTHO. Ha ceronusimnuii neHs onucaHo
Oonee 60 MyTaumii, KOTOpble MOIYT 3aTparMBaTh BC€ TPH 5K30Ha reHa. Yerkas

KOoppeisinus I‘CHOTPII'I-(beHOTHH J0 HACTOsALIEIro BpEMEHH HE OIIHCaHa.

Hoba-gyBcTBUTeNnbHAsE OUCTOHUS (cuHApoM CeraBel), TakKe HW3BECTHAs Kak
muctorus DYTS5/DYT14, nacnemyercs mo ayTOCOMHO-IOMHHAHTHOMY THITY.
KimHu4Yeckas M reHeTHdeckas IeTeporeHHOCTh A0(a-dyBCTBUTENBHON TMUCTOHHU
JenaeT JUarHOCTHKY 3TOM HO30JIOTHH HEIIPOCTOM HeBPOJIOTrHYeCcKo# 3amadeit, XoTd
obmenpunsToe ceronds mnpenenende JIUJl xak cHHApOMa uH30HMpaTenbHON
HHTPOCTPHAPHOM HENOCTAaTOYHOCTH NO(GaMUHA B CBS3M C HACIEICTBEHHBIMU
Aedexramu ero Metabosu3Ma M03BoJIsIeT OOBEAMHHUTE BCE TUIIMYHBIE U aTUITHYHEIE

CIIy4au.

Bce BeImeunsnoxeHHoe MMOCITY)XHJIO OCHOBaHHEM [JIA BEINIOJIHEHHS JAHHOH

paboTEHL.

CBs3b TeMBI ¢ ILIAHOM HAay4YHbIX HCCJIeJOBAHHH HEHTPpa: NHUCCEePTAllHOHHAsA

pabora Kpacmosa M.IO. BEIIONHEHa B COOTBETCTBHH C IUIAHOM HAy4HBIX

uccnenosannit ®I'bHY HIIH B pamMkax TeMbl Hay4HO-HCCIIENOBATENLCKHX PaboT
Ne(01201054151.



KonkperHoe yd4acTHe aBTOpa B MNOJYYeHHH pe3yjbTaToB: aBTODY
NPUHAIEKUT ONpeAeNsiomas poib B IIOCTAHOBKe LEeTH M 3a1a4, 000CHOBaHHH
OCHOBHBIX  MOJIOXEeHHH, (QOpPMYTMpOBAaHMH  BBIBOJOB M  INPAKTHYECKUX
pexoMennaruit. [Iposenen cbop anaMmuesa, MOAPOOHBIN HEBPOIOTHYECKHH OCMOTP
HAlMEHTOB, OLIEHKA N0 KIMHWYECKUM InKajaM. CamMOCTOSTENbHO OCBaWBAIOCh U
IIPOBOJIMJIOCH BBINOJHEHHWE METOAUKH OOTyIMHOTepanuu, B ToM gucie mox IMI -
koHTponeM. CaMocTosfTeIbHO TpoOBeAeHa mocienywomas obpabotka u
CTaTUCTHYECKHMA aHATU3 MOMYYEHHBIX NAHHBIX. ABTOpPOM MpOaHAIU3UPOBaHO 13
OTEYECTBEHHBIX M 156 3apyOeXHBIX HCTOYHHMKOB JIMTEPATypbl, MOATOTOBJIEHBI

MyOWKAIIAH 110 TeMe JUCCEPTAMOHHOM paboThI.

CreneHb [J0CTOBEPHOCTH pe3yJbTATOB MNPHBEIAEHHBIX HCC/IeI0BAHMIA:
JOCTOBEpDHOCTh  IOMYYEHHBIX  pe3YyJbTAaTOB  ONpPEAENseTCS  KOMHMYECTBOM
HaOJIIOIeHHH, TOCTAHOBKOM LIENIM M 3a1a4, KPUTEPHSIMH BKJIIOYEHHS MAIlMEHTOB B
HCCIIeIOBaHHEe, HCIIONb30BaHHEM B paboTe COBPEMEHHBIX METOHOB 00CIeq0BaHHs,

INPUMCHCHHCM CTATHCTHYCCKOI'O aHaJIi34a, aICKBATHOTO 3aa9aM HCCIICIOBaHHA.

Hayuynass HOBH3HA NOJy4YeHHBIX pe3yJbTAaTOB: BIEPBbie B POCCHHCKOM
MOMYJISAIMHA OBIIO MPOBENEHO KOMITIEKCHOE KIIMHMKO-TEHETUYECKOE HCCIIE0BAHUE
pasHooOpasus ¢deHoTunuyeckux nposiBiaeHud nucroHuii DYT1, DYT6 u moda-
4yBCTBHUTEIbHOW NHCTOHMH. BriepBbie Ha oTOOpaHHON KOropTe MAIlHEHTOB OLLIM
COMOCTaBJIEHbl BO3MOXKHBIE KOppensius reHotun-denorun. [Ipencrasnena onenka
CTENEHH B3aUMOCB’3M KIMHHYECKMX NMPOSBIEHUH TUCTOHHU C BO3PAcTOM JebroTa
3a0oneBaHus, €ro JIUTENBHOCTBIO U IOJNO-BO3PACTHBIMH XapaKTePHCTHKAMU
MaldeHTOB. BEBINOIHEHO KOMILIEKCHOE KIMHHUKO-T€HETHYECKOE MCCIIEN0BaHNUE,
HalpaBIeHHO® HAa BBIABIIEHHE B3aMMOCBA3eH (EHOTHUNIMYECKOTO CHEeKTpa W
XapakTepa Te4eHHs OONIE3HH C KauyeCTBOM JKH3HH OOJBHBIX M CTEINEHBIO HX
COLMaNbHOH ananTauud. Brepsble B pPOCCHHCKON IOMyNsUMH ONMMCAH COydait
HIMOTIaTHYECKOW IUCTOHWH C PAHHHM HavalloM, 00yCIIOBIEHHBIA MyTalkell B reHe
DYT6, u nponeMOHCTPUPOBaHO OTIHYHE €ro KIMHHYECKMX XapaKTePHCTHK OT

paHee acCOLUHPOBAHHEIX ¢ 00HAPYKCHHBIM THIIOM MYTAIHH.



IMpakTHYeckass 3HaYAMOcTh: IlokazaHa BbICOKas CTENEHb BEPOSATHOCTH
HACJTEICTBEHHO OTATOIIEHHOH (OpPMbI MAMONATHYECKOM NHCTOHHUU B ClIydasx C
panHuM JebroToM 3aboneBaHHsi W TIE€HEPAIU30BAHHBIMH  JIHCTOHHYECKHMH
runepkuHesamu. [IpogeMOHCTPHPOBAHO, YTO HAIHYHE HMCCIEAYEMBIX MYyTallHH
Xapakrepusyer Oojiee TAKeNble KIMHHYECKHE TMPOSBIEHHS W 3HaYMMO BIHACT Ha
CTeNeHb yXyIIIEHUs KadecTBa JKU3HU OOJNBHBIX, CHHKEHHE HX (QYHKIMOHAIBHON
aKTUBHOCTH M CTeNeHb HHBANKAU3ANWH. [lokazano 3Ha4UMOe YXYAILICHHE Ka4eCTBa
)KU3HM HE TONBKO 3a CYeT (HM3WYecKuX (B INEpBYIO oO4epedb IBHUIaTeNIbHBIX)
IapaMeTPOB, HO ¥ 3a CYET HEIOOIEHUBAEMbIX NCHXO3MOIMOHAILHEIX HAPYIIEHHH,
TaKMX KaK TpeBOora W JeNpeccus, M HMX 4YeTKas B3aMMOCBA3b C THKECTHIO
KJIMHAYECKUX TIPOSBICHHUM, IUTHTENbHOCTBIO TeUeHUs 3a00J1eBaHMs U TeHIEPHBIMU
pa3IH4YMsIMU TTallHeHTOB. BEIABIEHO NOCTOBEPHOE YXyAIIEHHE Ka4€CTBA KU3HH 110

MEpe HapaCTaHHA CTENECHH I'eHepaIu3allii TUCTOHHH.

IlenHOCTh HAYYHBIX PaloOT COMCKATEJSN: Pe3ylbTarhl, NOTY4YEeHHbIE aBTOPOM
HACTOAIIEH AUCCEPTAlMOHHOW paboThl, NO3BONAIOT PACIIMPUTH IPEACTABICHHS O
KIMHAYECKOM MOMMMOpGHU3Me HAaClIeACTBeHHBIX (GOpM IUCTOHHHM, OLEHHTh
CTeNeHb TSKECTH 3a00JieBaHHWS M CTeleHb (QYHKIMOHAJIBHOW [e3afanTalud OT
BO3pacTa ne0roTa, AIMTENbHOCTH 3a00NeBaHMsS W CTENEHHM IeHepallu3alliy, 4TO

TaK¥X€ KOPPEIIHPYET C HaCJI€ACTBEHHOHN OTATOLIEHHOCTBIO.

CaeneHusi 0 MOJIHOTE H3J/I0KEHHS MAaTepHAJIOB JHCCepPTalMH B paborax,
ony0/IHKOBaHHBIX COHCKaTeJIeM: [0 TEME AUCCepTaliu omyonukoBano 10 pabor
obmuM ob6bemMoM 2,8 MedaTHBIX JMCTOB, B TOM YHCJIE 3 CTaTbd B JKypHaiax,
pexomennoBaHHelx BAK mnpum Munobprayku P® nna pasMernenuss HaydHBIX
nyonukanuii. OCHOBHBIE TONOXKEHWUS  JUCCEPTALlHOHHOIO  HMCCIIENOBaHHS

AOCTATOYHO IMOJIHO NMPEACTABICHBI B HUKEYKa3aHHBIX HyﬁHHKaLIPIﬂX.

Cratbli B Hay4HBIX JKYpHaJlaX M HM3JaHHAX, pekoMmeHavembix BAK npwu
MunobpHayku PO:




1. Kpacmos M.IO., Tumepbaesa C.JI., Wmnapumomkun C.H. TeHeruka
HAClIeJICTBEHHBIX (OPM AUCTOHUH // AHHAIIBI KITMHUYECKOH U SKCIIEPUMEHTAIBHON

Hesponaorud. - 2013. - T. 7. - Ne 2. C. 55-62.

2. KpachoB M.IO., Tumep6aesa C.JI., AbpameiueBa H.IO., Crenanoa M.C.,
Inumoxosa [0.A, Epmosa M.B., Wmnapuwomkna C.H. DYT6-dopma
HMONATHYECKOM IMCTOHMH: 00630p JMTEparypsl U cobcTBeHHOe Habmonenue //

AHHaJTBI KTHHAYECKOH W KCIIepUMeHTaIbHON HeBposoruu. - 2016. - T. 10. - Ne 2.

C. 52-56.

3. KpacaoB M.IO., A6pamsryeBa H.IO., Beruunoa A.C., Tumepbaesa C.JIL.,
CemenoBa O.B. Knunuueckuit M MONEKYIAPHO-TE€HETHYECKHH mMOMMMOpdU3M

nmoda-ayBcTBUTENbHON aucToHuH // Hepomorus u Heilipoxupyprus. Bocrounas

EBpoma. - 2016. - T. 6. - Ne 4. C.468-477.

CooTBercTBHE CONEPKAHHA JHCCEPTALHH CNIENHAJTbHOCTH, IO KOTOPOH OHA
PEeKOMEHJA0BaHA K 3allMTe: MarepHalbl JUCCEPTALlMOHHOM paboThl OTBEYaroT
TpeOOBaHMSAM COOTBETCTBHMs H30paHHOM crnenmanbHOcTH 14.01.11 — HepBHbIE

0oJIe3HN.

Juccepramonnas pabora KpacnoBa Makcuma HOpneBuua «IlepBuunas
AHCTOHMS ¢ PaHHHM HA4YaJOM: KIHHHKO-TeHeTHYEeCKHE CONOCTABJICHHH H
4acTora (OPM B POCCHHCKOW MNOMYyJsINHH» DPEKOMEHIyeTCs K 3alluTe Ha
COMCKaHHE Y4YEHOW CTeleHHM KaHIWAaTa MeIMIHHCKUX HayK M0 CIENHaIbHOCTH

14.01.11 — HepBHbIe 60ne3HH.

3axyro4eHHe NPHUHATO Ha PAcIIMPEHHOM 3acellaHWM HAyYHbIX COTPYIHHKOB
NepBOro, BTOPOrO, TPETHEro, MATOrO, LIECTON0 HEBPOJIOTHYECKHX OTIEICHHIA,
Hay4YHO-KOHCYJIbTaTHBHOI'O OTHE/IEHHUS, OTAEIEHHS Ty4eBOH TMarHOCTHKH, Hay4yHO-
KOOPIMHAIIMOHHOrO OTAeNa, J1abopaTopuH KapAWOHEBPOJIOIHH, YJITPa3BYKOBOH
JAMarHOCTHKH, J1abopaTropud KIMHHYECKOH Helipodusuonoruy, naGopaTtopuu

TaTOJIOTHYECKOH aHaTOMUH, JIAOOPaTOpUKM IeMOPEOJOrHH M HEHPOMMMYHOIOTHH



@enepalibHOrO roCyAapCTBEHHOTO OIOIKETHOIO HaydHOTO yupexaeHus «Hayunsri

IIEHTP HEBPOJIOTHHY.

Ha 3acemanum npucyrcrtBoBasio 49 uenoBek. Pe3ynbrarsl ronocoBaHus Mo
NPHHATHIO 3aKIIOYEHHA: «3a» - 49 YelloBeK, «IIPOTUB» - HET, «BO3AEPXKAIUCHY -

HET.

IIpencenarens 3acenanus
PyxoBoauTens 2 HEBPOJIOrHYECKOTO OT/IEIEHHUS.
I.M.H., Ipodeccop M.IO. MakcuMmoBa

IToanuce a.M.H., mpodeccopa M. KO. Makcumot

«3ABEPAIO»

VYuensiii cekperaps ®PIT'BHY I—I]J;H, 524300,

KaHIUaaT MeOHUIIHHCKHX Haym Ca s - A.H. EBnoxumenko
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