OT3b1B Ha aBTOpedepaT AHCCePTALHH
KocrapeBoii AHHBI AJNeKcaHIpPOBHBI Ha TeMy: ‘‘MonexynapHo-zenemuyeckue
MEXAHUIMbBL  pA36UMUSL  UOUONAMUYECKOU PEeCmPUKMUBHOU Kapouomuonamuu’”
IIpeCTaBIEHHON Ha COMCKAHHWE yYeHOU CTeNeHH JOKTOpa MEeIMIMHCKHX HayK IO

cnenuanbHOCTIM 14.01.05 — xapauonorus u 03.02.07 — renetuka

PecTtpukTuBHas ~ KapAMOMHONATHs, HapsXy C  JApYTMMH  THUIIAMH
KapIMOMHUOIIATHI COCTABIISIET BBICOKMH YJENBHBIM BEC B CTPYKTYpe CEpAEYHO-
COCYAMCTOM 3a007eBaeMOCTH U CMEepTHOCTU. B HacTosliiee Bpemsi, ¢ IPOrpeccom
COBPEMEHHBIX JUarHOCTUYECKUX TEXHOJIOTMH, HAaKOIUIeH HeMalblii OIBIT B
JIMarHOCTHKE U BEICHUH MMAlIMEHTOB C KapAHoMuonaTusMu. ITpu aToM coxpaHsieTcs
JOCTATOYHBIM Kpyr BONPOCOB, KacCalolMXCSl TIeHEeTHYEeCKOW OCHOBBI W
MOJIEKYJIIPHBIX MEXaHH3MOB HAMOMATHYECKON PEeCTPUKTUBHOMN KapJUOMHUOIATHH,
0COOEHHOCTEH KIIMHMYECKOTO TeYeH!s B 3aBUCUIMOCTH OT MyTalli¥ B TOM WUJIM HHOM
reHe, aCCOLIMMPOBAHHOM C pa3BUTHEM PECTPUKTUBHOM KapauoMuonatuu. C naHHOM
TOYKH 3pEHUsl aKTyallbHOCTh BhIOpaHHOU Ienu uccienoanus A.A.Kocrapeoii u
chopMyIMpOBaHHBIX 3ajiad, HANPABICHHBIX HA M3Y4YeHHEe CIEeKTPa IeHeTHIeCKHX
IPUYMH  Pa3BUTHUS  UIUONATHYECKOW  pPECTPUKTUBHOM  KapAHMOMUONATHH,
3aKOHOMEPHOCTEH €€ TeueHHUs, C IO3UIMM BBISBIEHHBIX MYyTallUd, a Takxke
oTIpeJielIeHre TNPOrHo3a 3abojeBaHMs, IPEACTaBISIIOTCS CBOEBPEMEHHBIMH U
aKTyaJIbHBIMU.

B wuccrnemosaHue OBUIO BKIIOYEHO 35 MaAlUMEHTOB C HAMONIATHYECKOI
PECTPUKTHUBHOM Kapauomuonartueit (ocHoBHas rpynna) U 334 mamuenra ¢ XCH
(amanusupyeMasi TpyIa), NPUMEHSJINCh COBPEeMEHHbIE METOMAbI JAUAarHOCTHKH,
IIPOBEJICHHBIN 00beM HCCIeOBaHUM NOCTATOYEH JUIS NOTy4EeHUS! OOBEKTUBHBIX U
IJOCTOBEPHBIX AaHHBIX. METOMBl CTaTUCTHYECKOW 00pabOTKH, UCIIONIL30BAHHbBIE B
JMCCEepTallMOHHON paboTe ajeKkBaTHBI ITOCTABICHHBIM 3a/ladaM, COBPEMEHHBI U
HH()OPMATHUBHBEI.

B rpynne nanueHTOB ¢ HIUONATHYECKON PECTPUKTUBHON KapAMOMUONIaTHEN

HOI[pOGHO H3YYEHBI KIMHHUKO-TCHETHYCCKHE KOPPEIAIHH TEYCHHUA 3a00JIeBaHUs y



B3POCIBIX U JeTel. B xolle ucciie1oBaHust aBTOPOM yCTaHOBJIEHBI 3aKOHOMEPHOCTH
HeOIaronpusTHOrO TeYeHHs 3a00JeBaHMs, NPOJEMOHCTPUPOBAHO, YTO MyTalluU B
reHax capkKOMepHBIX O€JIKOB acCOLMUPYIOTCs C HU3KUMH IToKaszaTesaMu 10-neTnen
BBDKHBAEMOCTH, HAaUXy ALK MIPOrHO3 CBsI3aH C PaHHUM Je0I0TOM KapAMOMHONAaTUH
(B BO3pacTe JI0 5 JeT), a y MAIMeHTOB C 1e0r0ToM cTapiue 18 et pakTopom pucka
SIBIISIETCS] HAJIMYUE TIOCTOSIHHOM (opMBbl (GUOPUILIALUY NIpeACEPAUH.

B pesynpTaTe Hccae0BaHUS B MOAEIISIX 1n Vitro ObLIN NOIy4YeHbl UHTEPECHBIE
HOBBIE JIAaHHBIE O MOJICKYJSIDHO-TEHETHYECKUX U NaTO(PU3HOJIOIMYECKUX
MeXaHHM3MaX KapAHNOMHOIIATHH, aCCOIIMMPOBAHHBIX C MyTalliell B reHaX TPOIIOHUHA
I, namuna A/C, necMuHa.

C menero crparddUKaly pHUCKa HEOJArONpUSATHOTO HCXOJa CEpACYHOM
HEJOCTAaTOYHOCTH Y MAlHMEHTOB C PECTPUKTUBHOM KapAUOMHUONATHEH aBTOPOM
MOATBEpP)KIeHAa BO3MOXKHOCTH MCIIOJB30BaHUsl MporHoctuueckux mkan SHFM,
MAGGIC, MUSIC, oxHako B KayecTBe Haumboiee HMH(DPOPMATUBHOM IIKaJIbI
pekoMeHioBaHO ucnonb3oBanue 3C-HF. -

HHTepecHble HaHHBIE OBLIM MOJNyYeHH! B OONBIION IpyIIe NAlUeHTOB ¢ He
reHEeTUYeCKU-O0YCIOBICHHBIMA ~ TOJMI€HHBIMU  3a00JIeBaHUSAMHU  CepIeYHO-
COCYAMCTOMN CHCTEMEI, Yy KOTOPHIX OBLI H3y4YeH CIEKTP N'eHETHUECKUX JeTePMUHAHT
C IIENbI0 YCTAHOBJICHUS N€HETUUYECKUX NPEIUKTOPOB Pa3BUTHs AHACTOIMYECKOH
TUCOYHKIMNA W PECTPUKTHBHOTO KPOBOTOKAa. ABTOpPOM OBLI MPOBEAEH aHaIu3
noJUMOpPGHBIX BapuaHTOB B reHax RBM20 u MADD v ycTaHOBJIEHBI N€HOTHUIIBL,
aCCOLIMMPOBAHHBIE C Pa3BUTUEM CUCTOJIMYECKON AuchyHKIMY y nanuenToB ¢ XCH,
KOppeaupylole ¢ Halu4yueM TunepTpopuu MHOKapaa, OUACTOINYEeCKOU
TuchYHKIUU U TUATATALMH JIEBOTO NIPEACepausl.

B menom, mpencraBieHHas —pabora  SBISETCS  CaMOCTOSITENBHBIM
OPUTHHAIBHBIM UCCIIeIOBaHUEM, COAEP KalM Hay4YHYIO HOBU3HY U IPAKTHYECKYIO
3HAaYUMOCTh, TIOJNyUYeHHBIE pe3yJbTaThl KMEIOT JOCTOBEPHOCTh, BBIBOABI U
IPaKTUYECKHEe peKOMEeHIALMM COOTBETCTBYIOT 3ajauaM HCCIEJOBAaHUS U
IIOJIOKEHUSIM, BBIHOCHMBIM Ha 3alluTy. ABTOpedepaT HamMcaH JUTEPaTypPHBIM
S3BIKOM, IPUHIUIIHANBHBIX 3aMeYaHWil K OQOPMIIEHUI0 U IpeACTaBICHUIO

MaTepUaioB TUCCEPTALHN He HMETO.



3aka04yeHue

Ha ocHOBaHMM mNpeACTaBIEHHOro aBTopedepara, MoJIarald BO3MOXKHBIM
CyIUTh O JAuccepTalMoOHHON pabdore KocrapeBoil AHHBI AJI€KCaHIPOBHBI,
BHITIOJTHEHHOW Ha TeMy: «MonexkynapHo-eeHemuieckue MexaHusmvl pa3eumus
UOUONAMUYECKOU peCMPUKMUBHOU  Kapouomuonamuyu’  TIPeACTaBIeHHOW Ha
COMCKaHHWe YYEHOH CTeNeHH JOKTOpa MEJUIMHCKUX HayK IO CIeLHaIbHOCTIM
14.01.05 — xapmuomnoruss ¥ 03.02.07 — reHerrka, KaKk O 3aKOHYEHHOM HayyHO-
KBaJIU(hUKATMOHHOHN paboTe, COOTBETCTBYIOLIEH TpeOOBaHMUSIM, H3JI0KEHHBIM B I1. 9
«llonoxeHuss 0 mNOpsAKE NOPUCYXKIOECHUS YYEHBIX CTEIEHEN», YTBEPXKIAEHHOTO
[TocranosnenueM [IpaBurensctBa Poccuiickoi @enepannu ot 24.09.2013 roga Ne
842, npenbsaBisieMbIM K AUCCEPTALMSAM Ha COMCKaHHME YYEHOM CTENeHU AOKTOpa
HayK, B KOTOpO#l pa3paboTaHbl 3HAYUMBIE TEOPETUYECKUE U HPAKTHUECKUE
nojioxxeHus. COBOKyIMHOCTh MOCTIEHUX MOXHO KBaJU(UIMPOBATh KaK HaydyHOE
IOOCTHKEHUE U pelleHre KpyNHOU Hay4yHOH npobiieMsl. JluccepTalinoHHas paboTa
MOJIHOCTBIO  COOTBETCTBYeT  TpeOoBaHuUsIM, IpeabsBisieMuM BAK
JUCCepTallMOHHBIM paboraMm, a ee aBTOop — KocrtapeBa AHHa AneKkcaHApOBHa
3aCIIy’KUBaeT IIPUCBOCHUS YYEHOH CTeNeHW [OOKTOpa MENULMHCKHX HayK IO

crnenuansHocTsIM 14.01.05 — xapauonorus u 03.02.07 — renetuxa.

Ot3biB coctaBmwil BoeBoma Muxamn MBanoBuu, akagemMuk PAH, moxtop
MEIUIMHCKUX  HayK, Tmpodeccop, Bpuo  aupekropa  DenepasbHOro
rocyJapcTBEHHOro  OHOMKETHOro  Hay4yHoro yupexuaeHus "®denepanbHbiid
UCCIIENOBATENBCKAN 1IEHTP (YHAaMEHTAIBHON M TPaHCISAIMOHHOW MeIULMHBD
(O ®TM); 630117, HoBocubupckas obnacts, ropoa HoBocubupck, ynuua
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