OT3bIB 0pHIHAJIBLHOIO ONMOHEHTA
AOKTOpa MEAMUMHCKMX Hayk, podeccopa kabeaps! HepBHEIX 6onesnet UT10
Opnosoii Oneru Parmuposasl ®TAOY BO «Ilepssiit MockoBckuit
rOCyIapCTBEHHBIA MEAMLMHCKHUNA yHHUBepcuTeT uMeHd .M. Ceuenopa»
(CeuenoBckuii YHHBEPCHTET) Ha JUCCepTalMOHHYI0 pabory KpacHoBa Makcuma
FOpresrua «[lepBruuHas JUCTOHHSA ¢ paHHMM HAYaJIoOM: KIHHHKO-TeHETHYECKHE
COTIOCTaBJIEHHS U 9acTOTa GOPM B POCCHHCKOM MOMYNAIMIY, MPEACTARICHHYIO Ha
COMCKaHHe YYEHOH CTENEHM KaHauaTa MeAULIMHCKHUX HayK 110 CHeLHaIbHOCTH
14.01.11 — HepBHble Gonesnu

AKTyaJIbHOCTb TeMbI BbINIOJHEHHOH paboThl

Huccepraumonnas pa6ora KpacmoBa M.IO. nocesmena akTyanbHOI
mpoGieMe  HEBPONIOTMHM — HMCCIIE[OBAHHIO HO30/OTHYECKOTO CHEKTpa W
KIIMHHYECKHUX 0COobeHHOCTeH nepBuyHoi quctonuu (I1/1). OcoGoe Mecto B pabote
3aHUMAIOT HaCle[CTBeHHO oOycnomneHHsle THnbl IIJl, B 9acTHOCTH (OPMEI,
CBsA3aHHBIE C MoBpexaeHWeM reHoB DYTI1, DYT6 u rena poda-uyscrBuTensHoit
nactonuu DYTS. B rpynne nepsuunoil quctonnu ¢ panaum (10 40 1eT) Hadanom
Haubonee dyactod npuuMHOM Gonesum smusiorcs Mytamumu DYT1 u DYT6.
PazHooOpasue ux (peHOTHMHIECKUX MPOSBIEHMH 0OBIACHIET KaK AHarHOCTHYECKHE
CIIOXKHOCTH, TaK U TPYAHOCTH IIpH NMoAOOpEe ONTHMANIbHBIX METOIOB JICYEHHS M
peabunuranuu. I'enepamusosannbie hopmel 171, 1ms KOTOPBIX XapaKTepHO paHHee
Haqano M Hambonee TAKENOe TEYEHHEe, 3HAYUTENHHO YXY/IIIAIOT COLIMATIBHYIO
a/lanTalliio ¥ Ka4eCTBO JKM3HH NauueHToB. QokanbHeie (GopMEI (Jalie Bcero —
KpaHHO-LIepBUKAJIbHAs ~ [MCTOHMs) B  LEIOM  XapaKTepH3yloTcs  Golee
OnaronpuUATHEIM TeYeHHEM M 3HAYUTENHHBIM Jie4eOHBIM [IOTEHI[HAJIOM, OIHAKO
COMyTCTBYIOIIHE KIMHUYECKME NpPOsABIEHHs (6onb, TpeBOra U JENpPeccHs) TaKKe
OKa3bIBalOT BIMAHHE Ha IICHXO3MOLMOHAIBHOE COCTOSHHE, KAYeCTBO KU3HH H
paboToCnoco6HOCTL MalHUeHTOB.

Hoda-uyBcTBUTENBHAS AMCTOHUS (OYM; cuumpom CerapBbl), W3BecTHas Kak
puctonus DY'TS, deHorumudecku xapakrepusyercs paHHUM (B JETCKOM MM
MOZPOCTKOBOM) BO3pacTe AeOIOTOM ¢ NEpBOHAYANLHBIM BORJICYECHHEM HOP
TNOCNeNyIoleH reHepanu3aluel, JpaMaTHYeCKUM yiTyqluieHHeM Ha ¢doHe mpuema
MAJIBIX 1103 JIeBOAONEL. KiHHIYeCKas U IeHeTHYeCKas TeTepOreHHOCTh MHCTOHUM
DYTS rakxe nenaer AMarHocTHKY 3TOH HO30I0THE HEIPOCTOM HEBPOJIIOTHYECKOH
3a/la4ei.

Hnst naunenTos ¢ 1] u3 poccuifckux cemeit He OINpejeieH HO30JIOTHYEeCKU
CHEKTP, MOMyISLMOHHO-CIELU(UIECKHE MYTAIUH, a TAKIKE ONTUMATBHEIN 06BeM
obciie10BanMmii, YTO 3aTpymHSET npoBefeHHe AU(pdepeHIMaNbHOIO aHarLo3a u
TIOCIEAYIOmee MENUKO-TeHETHYeCKOe KOHCYNETHpOBaHHe. Takum obpazom,
HEOOXONMMOCTh BEIIEIEHUS (beHOTHNHYECKUX 0COBEHHOCTEH (B TOM uwmcie ¢



MCIOB30BaHHEM  HEHPOBU3yallM3allMOHHBIX,  HEHUPOMHU3MOIOrHYECKHX  H
1abopaToOpHBIX METO/IOB) H OMpeleeHUus Hauboliee pacnpocTpaHeHHbIX Gopm 1]
Yy  POCCHHCKMX  MalHeHTOB  OOYCIIOBIMBAe€T  akTyalbHOCTb  JAHHOIO
JUCCEPTALMOHHOIO UCCIIEOBAHHUA.

JlocToBepHOCTh H HOBH3HA Pe3y/ILTATOB paboTh

OG0CHOBaHHOCTH HAaYYHBIX MOJIOXKEHHH W BBIBONOB, CHOPMYITMPOBAHHBIX B
JAUCCEpPTalliK, JOKAa3bIBAETCA JOCTATOYHBIM OOBEMOM HCCIIENOBaHHS, YETKOM
(opMyIHMpPOBKO# Lieny  3ajia4 uccienoBanus. B pabore 6bUIM IIHPOKO U HATTSAHO
HCIIONB30BaHbI ~ COBPEMEHHBIE  MOIEKYIAPHO-TeHEeTHYeCKHe  MeToabl. s
¢opmupoBanuss rpynmsl namueHtoB ¢ I1J[  mpoBomuiock obciemoBaHme,
HalpaBjieHHOe Ha HCKIIOYEHHME NPHOOPETEHHBIX H APYIMX BTOPHYHBIX NPHYHH
pucToHuu. KiMHHYeckas oLeHKa IPOBOIMIIACE C UCIIONB30BAHUEM OBIIENPHHATHIX
wkan.  Mcnone3oBaHHbIE  METOOBI  CTaTHCTHYECKOrO  aHANM3a  [JAHHBIX
COOTBETCTBYIOT IIOCTABIICEHHBIM 3a/1a49aM HCCIIEOBAHMUA.

Broepeele B Poccuu 6BUTO TNpOBeeHO KOMIUIEKCHOE HCCIIEHOBAHHE
MallMeHTOB B3pocjoro Bo3pacta ¢ IIJI, ompexnenen Ho3onoruyeckwii u
MYTallMOHHBIA CIEKTp JaHHBIX 3abonepanuii. I[Togpo6HO OMMCAHBI MALKHEHTHI C
pa3nuuHbIME (Qenotunamu I1]I, o6yclOBIEHHBIMH HOCHTENLCTBOM MyTalyil B
redax DYTI1, DYT6 u DYTS5. locrarounslii o6beM HCClIENOBaHMS ITO3BOJMI
aBTOpPY OINpeNeNuTh OCOOEHHOCTH HeKoTOphix (GopMm IIJ] CO CKIOHHOCTBIO K
TeHepalM3aluy U Haubollee TAKEIIOMY TEYEHHMIO.

IleHHOCTD 1151 HAYKH H NPAKTHKH AHCCEPTALHOHHOM paboThbi

B mwccepranmonnoit paore noapo6HO OMHCAaHBI KIMHHYECKHE W
MOIEKYISPHO-TeHETHIeCKHe OCOBEHHOCTH oThenbHBIX (opM IIJ], uTo HMMeer
B)KXHOE 3HAYCHHE I NIPOBE/IeHHs JU(GEpEHIMATEHOTO JUArHO3a Y MAHEHTOB C
AUCTOHHEH, B OCOOEHHOCTH — ¢ paHHAM HAYaloM M CKJIOHHOCTBIO K
reHepanusanui. ITokaszaHo, 4yto Mcnons3oBanue TexHonoruii JTHK-uccnenopanus
ABIBICTCS.  BXHBIM dSTanoM B nauarHoctuke IIJl M mossonser ycTaHOBHTH
OKOHYAaTeNIbHbIH MONEKY/IAPHO-TeHeTHYECKHI AMarHo3. Y6eauTensHO noKazaHa
HeobxonumocTs JIHK-IMAarHOCTHKH B ceMeiHHbIX CllydasiX M B ClIyYasx C paHHHM
mebrorom. Takke 06GOCHOBaHA Ba)KHOCTB ONpEeNeNICHUs] KaveCTBa KU3HHU M
TICHXOSMOLMOHANBHBIX [IAPAMETPOB C LIENIBIO ONTHMM3ALMHU IIOIXOMO0B K JICYEHHUIO.
IlokazaHo, 4TO rpynma mauWeHTOB ¢ I/l sBnsiercs BecbMma TreTEPOreHHOH H
BKIIFOYAET B Ce0s UMPOKHIA CIEKTpP HACTENICTBEHHBIX JBHTATEEHEIX PacCTpOMCTB.

Ouenxka coxepxanus nuccepranuu, ee 3aBepPIIEHHOCTh

Hucceprauus wusnoxkena Ha 115 CTpaHHMIaX MALIMHONMCHOTO TEKCTa,
coaepxkHT 17 tabnun u wunocTpuposana 16 pucynkamu. Pabora nocrpoena no
KIACCHYECKOMY IIPHUHIHMIY M BKIIOYAET ClIEAyIOLIHe pa3felnsl: OINaBleHHE,
BBE/ICHHE, 0030p JIUTepaTypbl, MATEPHAIIBI, METONONOIHS U METO/IBI UCCIIENOBAHUH,



Pe3yIBTaTEl UCClIe0BaHHsA, 00CYKIeHHe, BBIBO/IbI M MPAKTHYECKHE PEKOMEH/IAI|H,
CIIMCOK JIMTEepATyphl, NpUIoKeHusA. bubnuorpadpuueckuit ykasarens coueput 13
OTEYECTBEHHBIX M 1356 3apybelkHbIX MCTOYHHKOB, a Takxke 10 coOOGCTBEHHBIX
myGnMKalMi aBTOpa, IOATOTOBIEHHBIX 110 TEME AUCCEPTALMOHHON PaboTHI.

Bo BBeeHHM CQOpPMYyNTHpOBaHBI aKTyalbHOCTb, Uelb M  3ajaud
MCCIIeIOBaHuUS, HayYHasi HOBU3HA M NIPaKTHYeCKas 3HAYUMOCTh PaboTEI.

B 0630pe nuTEpaTypEl CONEPKATCS OCHOBHBIE COBPEMEHHBIE MPEICTABICHHS
M panHele 00 onuaemuonorud IIJI, H3NOKEHBI OCHOBHBIE IPHHIIMIIBI
knaccubukanuu 3THX 3abonepaHuit. PaccMmoTpenbl ocHOBHBlE rpynmel I1J] u
OT/EJIbHbIE HO30J0TMYeCKHe (GOpPMBI, MPHBOAATCS M[aHHBIE OO 3THONOTUU U
naToreHese,  MOAPOOHO  OMMCaHa  KIMHHYECKas  KapTMHa  Haubonee
PacrpOCTpaHeHHBIX HO30JOTHM. M3moxkeHBl COBpeMeHHEBIE IIPEICTABIEHHA O
penkux ¢enorunax I1]], B ocobeHHOCTH — 0 n0(a-9yBCTBUTENBHON AHCTOHMH.
[loppobuo obcyxnensr BosMoxHOCTH JIHK-IHArHOCTHKH, NMPUBONATCS aHHBIE
MHUPOBBIX HCCJIEIOBAHUH, KPAaTKO OIMCAHbI IPHHLIKIILI JIEYEHHU.

Bo Bropod miaBe NOAPOGHO W3NOXKEHBI METONONOTHS M  METOMIBI
MCCIIEZIOBaHUs, IPEJICTaBlIeH OOLIMH HU3aiiH paboTEl. ABTOPOM ONMCAHbI MIKAIBI U
TECTBl, HCNOJNb30BaHHEIE B paboTe /IS OLEHKM TMKECTH IUCTOHHM M
MCUXO3MOLIMOHANBHBIX HapyIIEHWH, OObeM BBINOIHEHHBIX MHCTPYMEHTAIBHBIX
obcrenoBaHui, a Takke METOAMKH MOJIEKYISPHO-TEHETHYECKMX HCCIIeJOBAHMIA,

[lpencTaBneHsl MeTONBI MaTeMaTHYeCKOH W  CTaTMCTHYECKOH 06paGoTKm
TIOTyYEHHBIX JaHHBIX.

B _Tperbed [aBe mNpHBEeNEHB pe3yNbTaThl HCCIEHOBAHWA M aHAIM3
TIOMY4CHHBIX NaHHBEIX. IIoApOOHO MpencTaBNeHBl KINHHYECKHE XapaKTepPHUCTHKH
nanueHToB. [lanee cnexyroT moApoGHBIE ONMMCAHHMS OTAENBHBIX HO30JOTHYECKHX
dopm IIJI, munoCcTpUpyeMble KIHHAYECKMMH NpPHMepaMH. PesyssTarsr paboTer
NOJPOGHO OIUCAHBI H XOPOILO IPOHIUTIOCTPHPOBAHEI B BH/IE TAGIHIl 1 PHCYHKOB.

B yeTBepToli mIaBe momydYeHHBIe aBTOPOM JaHHBIC AHAIU3HPYIOTCH B CBETE
UMeroIencs nH(opMaLuK 1o mpobaeMe Ucclien0BaHuUS.

BEIBOZBI ¥ MpaKTHYECKHE PEKOMEHIAINH, IPECTARIEHHbIE B JAH¥CCepTaluy,
OTPaXAIOT LENH W 3a1a4M HCCIENOBAHMSA, JIOTHYHO BBITEKAIOT M3 MOTYYeHHBIX
pe3ynbTaToB.

Pabora Hamucana XOpOIIMM HayYHBIM S3BIKOM, OXBATHIBAET BCE ACIIEKTHI
M3y4aeMOH NPOGIEMBI, CBHAETENBCTBYET O NIY6OKOM MPogecCHOHANBHOM 3HAHMU
aBTOPOM  aHAIIM3MPYEMOH MpPOONEMBI M IIOIHOM OBIAJEHHH METONOIOTHel
HAay4YHOIO HCCIIEIOBaHHS.

IlonyyenHble aBTOPOM pe3ynsTaTsl U TEOPETHYECKHE IIONOXKEHHS MOXKHO

KBaJIM(QUUHPOBATh KaK peLICHHE aKTyalbHOH Hay4HO# 3amaud. Mertomuueckas
4aCTh pabOTEI COOTBETCTBYET CHELHAM3ALIHH.



Ceenenns 0 MOJIHOTE ONYOJIHKOBAHHBIX PE3yJ1bTATOB

[To Teme muccepramuu omybnukoBaHo 10 HaydHeIX paboT, M3 HHUX — 3
myOIMKalMK B HayYHBIX PELeH3MPYEeMbIX M3JaHHAX, PEKOMEHJOBAaHHBIX BEricieit
aTTeCTAllUOHHOW KOMHCCHMEeH npuH MuHucrepctBe o06pa3oBaHMs H = HayKd
Poccuiickoli ®enepanyuu. OCHOBHEIE pe3ynbTaThl MCCIENOBAHMA NONOXKEHBI HA
KOH(EPEHIMAX BCEPOCCHUCKOIO YPOBHSI.

CoorBeTcTBHE cOepxkaHus aBTOpedepaTa OCHOBHBIM IOJIOKEHHAM

AHCCEPTALHH

Apropegepar auccepranmu KpacHoBa M.IO. cOOTBETCTBYET OCHOBHBIM
TIOJIOKEHHAM AUCCEPTALIMH C OTPAKEHHEM aKTyallbHOCTH TEMEBI, HAy4YHOH HOBH3HBI,
OCHOBHBIX pe3YyJIbTaTOB M HX OOCYKAEHHsS, BHIBOIOB M IPAKTHYECKUX
PEKOMEHJalHUH.

3ameuyanus

1. Hesacno, mpoBoamiack JiM BHIEO3aIMCh MAIHEHTOB C JUCTOHHMEH B Xone
HalOmoneHus U JTe4eHHs?
2. YuuTbiBas BO3MOXHYIO IeTEPOr€HHOCTh STHHYECKOIO COCTaBa 06CIIe0BAHHBIX
OONbHBIX, ClledyeT CHenaTh akKUEHT He TONBKO Ha TNpeoGIajaHWH BOCTOYHO-
CIaBSAHCKOH IOIMYIISLMH, HO M yKa3aTh Ha IPeCTaBIeHHOCTh APYTHUX 3THOCOB.

ChenanHele 3aMe4aHHd HE HOCAT INPHHIHITHAILHOIO XapaKTepa ¥ He
CHHXKAXOT LIECHHOCTh NMPOBEJAEHHOIO JUCCEPTAIHOHHOIO UCCIIeIOBAHMS.

3aknwuyenune

Takum obpazom, nuccepraunonHas pa6ora Kpacnosa Makcuma IOpreBuua
«IlepBuYHas  JMCTOHHS C paHHAM  HAYaioM:  KJIMHHKO-TeHETHYeCKHe
CONOCTABIIEHHS U 9acTOTa GOPM B POCCHHCKOH MOMNAIMMY», NPEACTABIEHHAsS K
3allliTeé Ha COMCKAaHHWE yYEHOH CTeNeHH KaHIMJaTa MENMUMHCKHX HayK II0
cnenuanbHocTd 14.01.11 — HepBHble Gone3Hu, BBIIONIHEHHAS 1O, pyKOBOJICTBOM
AM.H. Tumepbaesort C.JI., sBIseTCA 3aKOHYEHHOW M CAMOCTOSTENBHOMN Hay4yHO-
KBaTH(UKAIIMOHHOM paboToii, B KOTOPOH CONEPXKHUTCS PpeIleHHe aKTyaTbHOM
Hay4HOH 3a]1a4¥ — Ompe/elieHHe HO30JI0THYeCKOro CIIEKTpa IIEPBUYHON JHCTOHUH
B POCCHHCKHMX CeMbAX W pa3pabOTKa aNrOpHTMa HX AUArHOCTHKHU, YTO MMeEeT
CYIWIECTBCHHOE 3HAYEHUE /IS KITMHUYECKON HEBPOJIOTHH.

Ilo cBoelt akTyansHOCTH, Hay4HOM HOBH3HE, O0OBEMY BEHINOIHEHHEIX
HCCIIeIOBAHUH, TEOPETHYECKOW H MPaKTHYECKOM 3HAYUMOCTH, JOCTOBEPHOCTH
TOTySCHHBIX  pE3yNbTaTOB AMCCEpPTAllMOHHAs pabora KpacHoBa Maxkcuma
IOpeeBHYa momHOCTBIO COOTBETCTBYeT TpeboBaHusM 1. 9 «Ilojoxkenus o
MPUCYKNCHWH  yYeHBIX  CTENeHeW»,  YTBepKAEHHOIO ITocranoBnennem
Ilpasurenscrea P® or 24 centabpst 2013 roma Ne 842 (pen. IlocramosneHus
IlpaButensctea P® Ne335 or 21.04.2016 ., Ne748 ot 02.08.2016 1., Nel168 or



01.10.2018 r.), mpeapsABNAEMBIM K AHCCEPTALMAM Ha COMCKAHME YYEHOH CTEerneHH
KaHauaara Hayk, a ee aBrop KpacHoB Makcum IOpeeBuu 3aciyxuBaer
NPUCY)XKICHUSI HUCKOMOM  CTENE€HM KaHAMAaTa MeJWLIUHCKAX HayK [0
cnenransHocTé 14.01.11 — HeprHBle Gone3Hu.

OdpuuuaibHbIi ONNMOHEHT

JOKTOp MeJHIIHHCKHX HayK, podeccop
npodeccop Kabenps! HepBHBIX Gonesnen UITO
®I'AOY BO IlepBriit MITMY
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