OT3bIB
o HUHAIBLHOIO ONNOHEHTA, JOKTOPAa MEAHUHHCKHX HaYK, npogdeccopa,
XacanoBo# Iunbl PycremoBHBI Ha AHccepTauHOHHYI0 paboty XacaHoBo# JInausbl
TembopoBHBLI Ha Temy: «'eHeTHYecKHe 0COOEHHOCTH LiepeOpPaILHOr0 HHCYJILTA Y
kabapaHHIeB H GankapueB», NpeACTaBIeHHOH HA COHCKAHHE Y4eHOH CTeNneHH
KaHAHAATAa MeJHUHHCKHX HayK MO CNelHaTbLHOCTH

14.01.11 — HepBHbIe 60J1e3HH

AKTyaJIbHOCTb H30pPaHHOH TeMbl

AKTyaTbHOCTh JUCCEPTAlMOHHOH paboThl He BBI3BIBAET COMHEHHWH, O He#H
CBUIETENbCTBYIOT MHOrOYUCIEHHble NyONMKaUMKM Kkak B 3apyOexHOH, r1ak M B
OTEYECTBEHHOH JIUTEPAType, MOCBSILEHHbIE T€HETHYECKUM OCOOEHHOCTSM HHCYJbTa B
pa3IMYHBIX 3ITHUYECKUX IpyMmax.

HHcynbT — onHa M3 BenylLMX NMpPHYMH 3a00J€Ba€MOCTH U CMEPTHOCTH BO BCEM
mupe. HecMoTpss Ha oOLIMpHBIE HCCIENOBaHHS, TOYHAs NpPUYMHA RO3HUKHOBEHUS
MHCYJIbTa OCTaeTCsi Malou3ydyeHHoH. HakannuBaromuecs qaHHRIE CBUIAETENLCTBYIOT O
KJIIOYEBOM pOJIM reHeTHueckux (akTOpoB B MaTtoreHese aaHHoro 3aboseBaHus. Bo-
NEePBBIX, paHee MpOBeIeHHble MeHETHYEeCKHE HCCIeNOBaHUS MO3BOJUIH OOHAPYXHUTh
MHOTOYHCJIEHHbIE aJJIeNId, CBSi3aHHble C MOBBIIIEHHEM pHCKa HHCYJIbTa (Kak
MIIEeMHYEeCKOro, TaKk M TreMopparuyeckoro). Bo-BTOpbIX, CKpUHHHI Ha MpeaMeT
Haubonee pacnpoCTpaHEHHBIX IeHETHYeCKHUX (aKTOpOB pHcka MPOAEMOHCTPUPOBA
CBOIO peHTabeNnbHOCTb NpPH MNPOrHO3UPOBAHHK HHAMBUIAYANbHOTO pPHCKA PpPa3BUTHUA
MHCYNbTa. B COBOKYNMHOCTH, MMeEIOIIMECS AaHHbIE YKa3bIBAlOT HA BaXHYI pOJb
reHeTHYECKOH NpeapacnoIOKeHHOCTH B pacCpOCTPAaHEHHOCTH M MaToreHese KHCYNbTa.
OcHoBHbIE 3aTpyOHEHHUs BBI3BIBAET BBISABIEHHE reHETHUYECKUX (akTOpOB, JIEXALIUX B
OCHOBe naroreHesa 3aboneBaHus. Kak U B cinyyae Ipyrux CIOMHBIX MHOTO(aKTOpHBIX
3aboNeBaHUi, OO IOCIeIHEro BpEMEHHU MJIS M3yYyeHHs MCIOJb30BalCs aHalu3
accoUHMallii reHOB-KaHIU1aTOB.

[IpoBeneHbl HCCleqOBaHUS T€HOB-KaHAMJATOB, YYaCTEYIOIIMX B pealaA3aluu

pa3NMYHBIX NyTeH MaToreHe3a HWHCYJbTa, BKJIIOYAs 3HAOTENHAIbHYIO (GYHKIHIO,



BLICBOOOXKIEHHE OKCHIAa a30Ta, PEHUH-AHTHOTCH3UH-ANIE JOCTEPOHOBYIO  CHCTEMY,
MEXaHHU3Mbl CBEPTHIBaHUS KPOBH, TOMEOCTa3a U BOCIANIEHHUS.

CyluecTBeHHBIN Mporpecc Obl1 JOCTHrHYT B BBIABJIEHHHM OXHOHYKICOTHIHBIX
noneMop¢$u3MOB, CBA3aHHBIX C PUCKOM HHCynbTa. B TO e BpeMms ani co3daHUs
IPOTHOCTHYECKOM MOJENH TaKOro CIOXHOro (eHOoTHNa KaKk HHCYIbT HEO0XOJUMO
MCIOJb30BaTh MHOIO(aKTOpHbIA noaxod. Bo3MOXHOCTb NpPOrHO3WPOBaTh MHCYNLT B
KIMHAYECKOH MpaKTHKe MO3BOJHMT BBIABIATL MU KOHCYIBTHPOBATH JIMI[ C BBICOKOH
NpeapacloiOKEHHOCTBI0O K  pa3BUTHIO 3aboneBanusa. Kpome Toro, TovHas
IIPOrHOCTHYECKAs MOJENb MOXET MMO3BOJIUTD BBIIBUTh HOBBIE JIEKAPCTBEHHBIE MUIIICHH.

Taxum obpazom, Tema auccepranmoHHod pabothl XacaHoBoi JI.T. sBnsercs
MHTEPECHOH C TEOpETHYECKUX M MPAKTUYECKUX MO3MLMHA M NMPEeACTaBIseTCS BeCbMa
aKTyaJlbHOH.

CreneHb 060CHOBAHHOCTH HAYYHbIX MOJ0XKEHHH, BLIBOAOB i1 PpEKOMEHIalHI,
cpopMyIHPOBAHHBIX B AHCCEPTANMH

[lony4deHHbIE AMCCEPTAHTOM AaHHbIE 6a3UPYIOTCS HA AOCTATOYHOM KIMHUYECKOM
MaTepuane, C NPUMEHEHHMEM KOMIIJIEKCA COBPEMEHHBIX METOAOB HCCISZOBAHHUA U
NpoaHalM3UpOBaHbl C MOMOIUBIO a€KBAaTHBIX U KOPPEKTHBIX METIIOE CTaTUCTHUECKOH
obpabotku. [Jns OOCTHXKEHMS LENd U pEeUIeHUS IOCT&BIEHHRIX 33434 asTOPOM
npoBeaeHo obcnenoBaHue 200 MaUMEHTOB C OCTPHIM HIHCYIbTOM, LPOXCAMBIUUX
obcnengoBanue u sedyeHue ['BY3 "Pecnybnukanckas Kiuumdeckas bonuHuna"
MunsnpaBa Kabapauno-bankapckoit Pecnybnuku" c¢ 2017 no 2018 rr.,, u 201
310pOBOro A06pOBOJbLA

IlpoBeneHHble HcCCEeNOBaHUS MO3BOJMIM AUCCEPTANTY BLHIIRJIUTH OCHOBHBIE
KJIMHUYECKHE OCOOEHHOCTH TNalMEeHTOB B KabapaMHO-OanKapCKod MNOMyNsLHH.
CpaBHUTENBHBIH aHanu3 U3y4aeMbIX NOJIMMOP(PHBIX IHK-mapkepoB
NPOAEMOHCTPUPOBAl BO3MOXHYIO pOJb H3y4aeMbIX AaIeICH % TeHOTHNOR B
NOBBIUIEHUH PUCKA Pa3BUTUS UHCYJbTA.

Bce HayyHble TONOXEHHS  OUCCEpTAllM¥, BBIEOLE W NpaKTUYeCKUe
pPEKOMEHJalli¥ JOCTOBEPHBI, TOTUYHBI U COOTBETCTBYIOT NOTYYCHHbBIM NaHHBIM

IIOCTOBepHOCTb H HOBH3HA HCC/ICJOBAHHS, MOJYHECHENEIX 23y ALTATOR



CdopmynupoBaHHble HayyHblE TOJIOXKEHHs, BBIBOABI M  NPAaKTHYECKHE
PEKOMEHIAlNH apryMEHTHpOBaHbl, HX OOCTOBEpPHOCTh OOOCHOBaHa pe3yJibTaTaMH
00paboTkH MaTepHala C HCIOJb30BaHHEM COBPEMEHHBIX METONOB MaTeMaTH4YeCKOMH
cTaTUCTUKH. DPakTHYECKUH MarepHal, NpPUBEACHHBIH B AHCCEPTALIMOHHOH paborte,
MOJHOCTBIO COOTBETCTBYET HCCJIENOBaTelIbCKOH ©0a3e MOaHHBIX M NEPBHYHOM
MEIUIIMHCKON JOKYMEHTALUH.

Hcnons3oBaHHbIE aBTOPOM KIMHHKO-1a00paTOpHblE M TE€HETHYECKHE METOMAbI
HHGOpPMATHBHBl U COBPEMEHHBI, a2 00BEM H3y4YaeMOro MmaTepHala IOCTAaTOYeH ISt
NIOJIyYEHHs NOCTOBEPHBIX pe3yibTaroB. HayyHble MoIOkEHHUS U BBIBOABI AMCCEPTALMH
JIOTHYHO BBITEKAIOT M3 COAEpXAHHS [OUCCEPTALUMOHHOM paboThl, 6a3upyroTCs Ha
JOCTaTOYHOM KJIMHHYECKOM MaTepuasie, 000CHOBaHbI U JOrH4YHbl. PaboTa BhINoOIHEHA
Ha BHICOKOM METOOUYECKOM YPOBHE.

AHallu3 TMOJOXKEHHH, BBIHOCHMBIX Ha  3alUTYy, MpPEICTABICHHbIX B
JUCCEPTALMOHHON paboTe, MoKa3al, YTO MOCIEAHHE OTPaXKaloT KIIOYEBblE MOMEHTHI
HayYyHOTO HCCJIENOBaHUS M MOJHOCTBIO COOTBETCTBYIOT LE€IH M 3afadyaM paboThl.
HayyHass HOBM3Ha M 3HAYMMOCTb [ HAyKH M NPAKTUKH NOJYYEHHBIX PE3yJbTATOB,
BBIBOJIOB U NTPAKTHYECKUX PEKOMEHJalluii HECOMHEHHA.

[IpakTHYeCKHE peKOMEHIALNH SBIAIOTCS 3HAYUMOH 4acThio paboThl, B HUX SICHO
H KOHKDETHO H3JIOXKEHBI BCE OCHOBHbIE MOJIO)KEHHUS MCCIENOBAaHUS M OHH MOTYT
CIIy)XHTb PYKOBOACTBOM [IJisi pabOThl HEBPOJOTrHYECKHX OTAEJIEHHH NPaKTHYECKOro
30paBOOXPAHEHHUS.

CoaepxaHHe H 3aBepUIEeHHOCTb AHCCEPTALIHH

Pabota BeimonHeHa B cooTBeTCTBUU C TpeboBanusiMu BAK P®. [lucceprauus
HamucaHa TrpaMOTHBIM $3bIKOM, MaT€pHaJ] XOpOLIO HJUIIOCTPUPOBAH PHCYHKaMH,
TabNMLIaMH, KIMHUYECKMMH NPUMEPAMH, YTO CYLIECTBEHHO OOJjieryaer BOCIPHUITHE H
NOHUMaHHE TMOJIHOTHI MpoOJIEMbl, a TakkKe 3HAYUMOCTH IOJYYEHHBIX aBTOPOM
pe3yabTatoB. CraTHCTHYecKHe MeToabl OOpabOTKH HaHHBIX, MCIOJIb30BaHHbIE B
HacToseld paboTe, COBpeMEHHBI U MO3BOJIAIOT MOJYYHUTh JOCTOBEPHbIE pE3yJIbTaThl, a
TaKKe NMPENJIOKUTh NPAKTUYECKHE PEKOMEHIALHH, KOTOpbIE MOJTHOCTBIO BBITEKAIOT U3

P€3yJabTAaTOB IIPOBEACHHOI'O HCCJICAOBAHUA.



[lenp mpencraBieHHOW OuCCEpTallHOHHOM pabOTBI — IOMCK T€HETHYECKHX
MapKepoB pHUCKa pa3BHTHS liepeOpalbHOro HWHCYJbTa B MOMYJSLHH KabapaWHUEB H
6ankapues. [IyTn ee peanu3aluu pacKphITh B 3 3afa4yax HCCIEIOBaHHUS.

«BBenenne» mpencraBieHO B KJIaCCHYECKOM BHIE M BKJIO4aeT 0OOCHOBaHHE
aKTyaJIbHOCTH, li€JIb M 3a/la4d HCCJENOBaHHs, HayYHYIO U IPAKTHYECKYIO 3HAYUMOCTh
paboThl, a TaKXkKe MOJIOXKEHUS, BBIHOCHUMBIE Ha 3aLLHTY.

B rnaBe «O030p nuTEeparyphl» OETAIbHO OCBELLIEHbI COBPEMEHHBIE OAHHBIE O
reHeTH4YeCKHX (aKTopax, NMOBHIIIAIIIKAX PHCK Pa3BHUTHS KaK HIIEMHYECKOro, Tak H
reMopparuyeckoro HMHcCynbToB. [loapoO6HO H310XEHBI OCOOEHHOCTH TI'€HETHYECKHX
NOJUMOPGHU3MOB, BIHSIOIIMX Ha OCOOEHHOCTH JIEYEHHS M Te4yeHHs 3aboseBaHHS.
O6001mKUB NpeabIoyIIUH OMBIT OTEYECTBEHHBIX M 3apyOEXHBIX YYEHBIX, OTUCCEPTAHT
apryMEHTHPOBaHO  OOOCHOBBIBa€T  HEOOXOOMMOCTb  IPOBENEHHUS  HACTOSILEro
HCCJIEJOBAHHUS.

Bo II rnaBe paborei «OG6mas xapakTepucTHKa OOJIBHBIX W METO.IBI
HCCJIEIOBAaHUS» COINEPXKHUT MoApobHYyr HHGopmauuio o 200 mauHeHTOB C OCTPBIM
uHCyaIbTOM M 201  370poBOM  10OpOBOJIBLIE,  BKJIIOYAIOLIYID  3THHYECKYHO
NPUHALJIEXHOCTb, JeMorpaduyYecKue NoKa3aTell, aHalu3 COMYTCTBYIOLIEH MaTOJIOrHH.
TIpuBenena moapobHast CTpyKTypa MCClIENOBaHHSA, a TAK)X€ METOIbl CTaTUCTUYECKOH
00paboTKH NOJNIydeHHBIX pe3ysbTaToB. lcmonb3oBaHHBIE METOObl COBPEMEHHBI,
HHGOPMaTHBHBI, aIeKBaTHBI U COOTBETCTBYIOT IIOCTABJIEHHBIM 3alayaM.

B Il rnaBe «KnmHudyeckue OCOOEHHOCTH NALMEHTOB C HMIIEMHYECKHM H
reMOpparMiecCKMM HHCYJIbTOM» IPHBOISTCS OCHOBHBIE€ XapaKTEPHUCTHKH TIpYII
NAlMEHTOB M TpYyNNbl CpaBHEHHA. ABTOp NOAPOOHO aHAIU3UPYET KOMOpPOUIHBIE
3abosieBaHus y obcnenoBaHHbIX rpynn. Ha ocHOBaHMHM NMPOBENEHHOrO aHalkd3a aBTOP
JEMOHCTPHUPYET, UTO CaxapHblii AHabeT M OXMpEHHE 3HAYUMO Halle BCTPEYalTCHd Y
MalLlMEHTOB C HHCYJIBTOM [0 CPaBHEHHUIO CO 310POBLIMH JOOPOBOJIBLAMH.

B cnenyrouteii rnaBe «KinHu4yeckne 0cCoOOEHHOCTH MAaLlUEHTOB C HIIEMHYECKUM U
reMopparu4eckuM HHCyabToM» JI.T. XacaHoBa mNpHUBOOMT NOAPOOHBIA aHAIHU3

KJIMHHYECKUX OCOOEHHOCTEH MalHeHTOB B AMHAMHKe (IpH MOCTYIUIEHHH, Ha 3-H, 7-€,




14-e cyTku u npu Bbinucke). Takke aHANM3UpyeTCs AMHAMHKA HEBPOJNOTHYECKOM
cumnroMatiky no mxkanaM NIHSS, moguduuupoBanHoii mkane Pankun U baprenn.

I'naBa «Ocobennoct JHK-MapkepoB B nonyJisuuy kabapauHueB U OankapueB»
MIOCBALIIEHA OlIEHKe H3y4YaeMbIX reHeTHdyecknX noaumopdueix JHK-mapkepoB. ABTOp
npoBell CpaBHHUTeNbHbIH aHanu3 mojumopoublx JHK-mapkepoB y nuum rpymnmnsi
cpaBHEHHS B kaOapIHHCKoi ¥ OajkapCKo# momyislHH, KOTOPhIH MoKa3al OTCYTCTBHE
pa3BUTHH B H3ydaeMbIX BapHaHTax IeHOTHUIIOB M ajjeled, B pe3yibTaTe 4ero B
NOCNEAYIOINX TIjaBaX IallMEeHThl AaHAJIU3HPOBANUCh Kak endHas KabapauHo-
O6ankapckas BbiOopka. [lanee JI.T. XacaHoBa mnpoBena CpaBHHUTENbHbIH aHaIH3
nonuMopoubix JJHK-MapKepoB y mauMeHTOB W JIMI Ipynn cpaBHeHHs. Kpome Toro,
NPOaHaIH3UpOBaHbl Oamibl MO OLEHMBAEMBIM IIKaldaM C pa3HbIMH T€HOTHIIaMH reHa
FGB.

KnuHuyeckud npumep mnpeacraBiseT coboi OeTalbHOE ONHCaHHE HCTOPUHU
00J1e3HH MaLHEHTKU C HOCHTENILCTBOM NOJMMOp(H3Ma reHOB TPOMOOGHUITHH.

B 3akmrouuTenbHOH TIaBe [JUCCEpTAaHT MOCIeNoBaTeNbHO 0006maer u
aHaJIM3UPYET MOJyYEeHHbIE pe3yNbTaThl B CPAaBHEHHH C JAHHBIMH, ONYOJIMKOBaHHBIMHU

OT€CYECCTBECHHBIMH H 3ap}’6e)KHbIMI/I aBTOpaMH.

BriBoabl B kojnyecTBe 5 AOCTOBEpHBI U OOOCHOBaHBI, JIOTHYHO BBITEKAIOT U3
pe3ynbTaTOB HCCIENOBaHHA. 3aKJIIOYEHHE M  BBIBOABI, CHEJAHHbIE aBTOPOM,
COOTBETCTBYIOT IIOCTaBJIeHHbIM 3amauyaM. ConepxaHue aBTopedepara MOJHOCTHIO
OTpaXXaeT CYUIHOCTb INpOBeA€HHOH paboTel. OCHOBHBIE pe3ynbTaThbl IUCCEPTALUHU
OTpaXX€HbI B HAyYHOM [1€YaTH.

IIppHUMNHANBHBIX 3aMeYyaHUH K colepXaHUI0 H 0QOPMIIEHHIO QHcCepTalHOHHON
paboThI HeT.
3akal0ueHHe

TakuM obpazom, o o60beMy H3yyaemMoro MaTepHana, HCIIOJIb3yEeMbIM
COBpEMEHHBIM Me€TOJaM HCClIeJOBaHHA, Hay4HOH HOBH3HE M IPaKTUYECKOH
3HAYUMOCTH aHucceptanus XacaHoBo# Jlnanbl TemOopoBHBI Ha TeMy: «[ eHeTHyeckue
0COOEHHOCTH LiepeOpanbHOrO HHCYJdbTa Yy KabapauHuUEeB M OankapleB» SBJIAETCA

3aKOHYEHHOHN pa60Toﬁ, B KOTOpOﬁ Ha OCHOBAaHHMH BbIIIOJJHEHHBIX aBTOPOM




HCCIeOBaHHK M pa3pabOTOK OCYINECTBIEHO pellleHHe Hay4yHOW 3alayd — IOHCKY
IeHETHYECKHX MapKepOB pDHUCKa pa3BUTHS HHCYJIbTa B MOMYJISALUHH KabapAHHIEB H
OankapueB, HMewIleH BaxHOe 3Ha4eHHe I HeBposorud. Jlucceprauus
cooTBeTCTBYeT TpeboBaHHsM M.9 [lonokeHHSs O MPUCYKNEHHH YYEHBIX CTENEHeH,
YTBEpXIAEHHOI0 mocTaHoBleHHeM [lIpaButensctBa Poccuiickoit ®denepauuu OT
24.09.2013r. Ne842 (B penakuuu [TocranoBnenus IlpaBurenscrBa PO ot 21.04.2016 r.
Ne 335), npeamsiBisieMbiM K KaHAMAATCKHM [OHUCCEPTAalUsIM Ha COHUCKAHHE YYEHOH
CTENIEHH KaHAMAAaTa MEAUIMHCKHX HAayK, a €€ aBTOp 3acCily>KMBAaeT NPHUCYKIAEHHUS

HCKOMOH cTeneHH no cnenyansHocTd 14.01.11 — HepBHBIE O01€3HH.

O¢uuuanbHbIR ONIOHEHT:

JOKTOp MEAHLMHCKHX HayK, mpodeccop,

npodeccop kadpeapbl HEBPOJIOTHH U HEHPOXHPYPrUHU
OI1K u IITIC ®I'BOY BO «Ka3zanckuil rocyaapCcTBEHHBIA

MEIULHUHCKHHA YHHBEP

XacanoBa /luna PycTemoBHa
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