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OT3bIB
Ha apTopedepar nuccepraiuu Anepss ApeBuk BanepbeBHbI
Ha TeMy: «K/ITMHMKO-IMArHOCTHIECKOE 3HaUSHHE MOJIEKYIAPHO-TEHETHICCKHX
MapKepoB B TeHe3e OTMTOMEHOPEH Y TOIPOCTKOB) MpPe/ICTABICHHOM Ha COMCKAHME
yquoﬁ CTEIEeHHU KaHauaara MEAULHHCKHX HayK I10 CIIeHaJIbHOCTH
3.1.4. - AKyIIepcTBO ¥ THHCKOJIOTHA

AKTyaJbHOCTh  JMCCEPTAllHOHHOTO  HCCIICAOBAHHA AnepsH  ApeBHK
BanepheBHBI HE BBI3BIBAET COMHEHHH, IOCKOJIBKY OHO IOCBAIICHO OIHOM W3
BAKHEIX NPOOJIEM TMHEKOJIOTHH — OJIMTOMEHOPEH Y IOJPOCTKOB. OnuromeHopes
gBIISIeTCS CUMIITOMOM MHOTUX 3aboneBanuii, Takux kak CIIKA, npexxaespeMeHHas
HEIOCTATOYHOCT SMYHMKOB, KOTOPHIE MAHU(ECTUPYIOT B MyOEPTaTHOM INEpHOJE
¥ MOTYT IPUBOJNTE K TSDKEJIBIM [OCIEACTBUIM JUISL 30POBBA B OynymeM. B cBa3u
C 9THM, OUYEHb Ba)XKHA MX CBOSBPEMEHHAs, & JIy4Ile JOKIHHIIeCKas THarHOCTHKA.

B macrosmee BpeMs Oonblioe BHHUMaHWe YHAENSETCSs HOBBIM THIIAM

reHeTHYeCKHX HApyIIeHHWH - JHHAMHYECKHM MyTauusM —  OKCIaHCHH
(YBEJIMYEHHMIO) YHMCIIa KOMMH BHYTPUICHHBIX TPUHYKICOTHAHBIX MOBTOPOB. OTtH
MOJIEKYJISIPHO-0HOIOTHYECKHE MapKephbl MOJKHO UCIIOJIB30BATh hil) b

TIPOTHO3UPOBaHKs 3a007IeBaHMs 38]10IT0 JIO €T0 PA3BUTHUA.

COBpeMeHHbIE WCCIICAOBAaHHS BBIBIIM BO3MOXHOCTb ydacTHd T€Ha
dparmsHoit X-xpomocombl (FMRI1), pacnosnoxeHHOro Ha IJIMHHOM mwieye X-
XxpoMocombl B Jokyce Xq27.8, B IaTOJIOTMH dommakynorenesa. KiuHuka
3a0071eBaHKi, 0OYCIOBIECHHBIX yBEIHUYCHHEM YHC/Ia TPUILICTHBIX CGG-1noBTOPOB
s rese FMR1 6Gonee 200 (monHas MyTaius reHa), JOCTaTOYHO H3yd4eHaA. Poib
npemyTaiuu — ysenrderns qucna CGG noBTopos B Tpesienax ot 50 mo 200 — B
regeze IIHS u 6Gecrmogus NpeACTaBIeHbl MAlOYHCICHHBIMA  HAayYHBIMH
COOOIICHHUAMH.

HauMeHee M3YYEHHOH sBIAETCS B3aUMOCBA3b YMEHBIICHHA HHCIA CGG
OBTOPOB MeHee 26 C PHCKOM OBapHalbHOH nuchyaxuuu. Cesa3b CyOreHOTHIIA
het-norm/high ¢ (YHKUHOHATBHBIM COCTOSHHEM PENPOAYKTHBHOH CHCTEMBI
BOOOIIE IpeJCTARIEHA EMHMYHBIME paboTaMu, B KOTOPBIX HCCIEAyETCHd HE



JaHHBI CyOTEHOTHII, @ YMCIO TMOBTOPOB 35-54. B OCHOBHOM, B MMEIOLIMXCA Ha
CeroqHALIHMIA JeHb pe3ybTaTax HaydHbIX paboT, paccMaTpMBAcTCs B3aHMOCBA3b
aroManpHoro uucia CGG-mosropos B rese FMRI1 ¢ IMHS u Gecromuem.
WccnenoBanuii, HPOBOIUMBIX B IOJPOCTKOBOH TONYJIALWH, KacarolMXCA
BaamMochs3n anomanproro uncna CGG-noeropos B rene FMR1 ¢ muchynkupei
SIMYHWKOB, TIPOABJIIOMIEHCS Pa3THIHBIMA HAapYLIEHHSIMH MEHCTPYaIbHOTO IIMKIIA,
Ha ceroqHsmHHM nens HeT. Uccnenoranus mpoxaykra reia FMRI - Genka FMR1
(FMR1P) y oApOCTKOB TaKke He MPOBOJMIIUCE.

HecMmoTpsi Ha HMeIOIMecs HaydHble paboTsl MO NaHHOH npobiieme, Pl
BOIPOCOB OCTAKOTCS HEAOCTATOYHO OCBEIIEHHBIMH, YTO ONPEAENIeT AKTyaILHOCTD
ACCIIeIOBAHMIA, HAPABISHHBIX Ha AalbHEIIee H3y4eHHe B3aUMOCBA3H Haubomee
JHAYMMBIX TEHETHYECKMX U DHIOKPHHHBIX (PaKTOpOB B Ie€HE3€ OJIMIOMEHODEH,
SABJISEOIIEHCS CHMIITOMOM, KaK HEOCTATOYHOCTH AMYHHMKOB, TaK u CIIKSL.

TakuM oOpasom, cGhOpMYyIHpOBaHHas aBTOpPOM Lejab -  YIydIIHTE
nubbepeHIMATEHYIO JUArHOCTHKY OJMTOMEHOPEH y TIOAPOCTKOB HA OCHOBAHMIH
HCCIEOBAHMUA MOJEKYIAPHO-TEHETHYECKMX MapKepoB Kak MpOrHOCTUIECKHX
(akTopoB  OBapUANIBHOM  HENOCTATOYHOCTH -  ABIACTCA aKTyaJlbHOH H
CBOEBPEMEHHOH.

JUist peali3aniy [OCTABNEHHON 1enn OB rpaMOTHO chopMyITHpPOBaHbI U
[TOCJIeOBAaTeIBHO pelleHbl 5 3aiad. Pe3ynbTaThl HCCICAOBAHMA H3JIOKEHBI B
COOTBETCTBMM C IIOCTABICHHBIMH 3alayaMM W OTPaXaroT JOCTHIKCHHUE
ITOCTABJICHHOM LIETTH.

PaGoTa BBINONHEHA HA PENPE3eHTATHBHOM KIMHHYECKOM MaTepHaia ¢
HCIIONE30BAHHEM COBPEMEHHBIX METOJIOB HCCIIE0BaHNA U COBPEMEHHBIX METO/0B
CTATHCTHYECKOH 0OpaGoTKM MOJNYYEeHHBIX NAaHHBIX, B NOJHOM COOTBETCTBHM C
IOCTARJCHHBIMHE 3a7auamMd. Ha OCHOBaHMM aHanM3a pe3yJbTaTOB KIMHUKO-
naGopaTopHEIX ¥ MHCTPYMEHTAIBHBIX ~METOOB  HCCIENIOBAHHUA aBTOPOM
pacIIMpeHsl MpPeCTaBIeHUs] O IaToreHe3e ONMrOMEHOPEH Yy IIOJPOCTKOB KaK
3a60JI€BAHIH C MOJIEKYJISIPHO-TeHeTHUECKAM MEXaHM3MOM Pa3sBUTHA.

HayuHas HOBM3HA M TEOPETHYECKas 3HAYMMOCTE ONPENCIACTCH TCM, 410 B
paboTe: BHepBble OIEHEHA BCTPEYAEMOCTH TeTEPOSMTOTHBIX CyOTeHOTHIIOB B
o6mactu CGG nosropos resa FMR1 y noapocTKOB ¢ OJIUTOMEHOpeei; BIIEPBbIC
yCTaHOBJIEHa  B3aUMOCBS3p  AJUICIBHOIO monuMopdusmMa B 00macTH
tpunykieoTuaHEX CGG moBTOpOB reHa FMRI1, nponykuuu OGenxa FMRI1 u
oKazaTeseil 0BapHaJbHOIO pe3epBa y MOAPOCTKOB C OJUTrOMEHOpEEH; BIEPBLIC B
[OIYJISIMK TIOAPOCTKOB C OJTHTOMEHOPEeH BhISBICHA aCCOIMMPOBRAHHOCTE MEXAY
MOJIEKYIAPHO-TEHETHIECKUMU  HAPYIIEHUsAMH -  HATM4HCM reTepO3UTrOTHBIX
cy6renotunos B obmactu CGG moBTOpOB reHa ¢dparwipHORH X-XpOMOCOMBI U
ayTOMMMYHHOH TaTONOTHeH; BIEpBBIC ONpeieNeHa B3aMMOCB3h OHOJIOTMYECKUX
MapKepOB OBapHalbBHOTO pe3epBa C YPOBHEM TMPOAYKIHMH o6enka FMRI1 mpu
OJIMTOMEHOPeH y TOAPOCTKOB; BIEPBblE JaHA XapaKTepUCTHKA KIIMHUKO-
1a60paTOPHBIX 0COOEHHOCTEH TeUEHHA 0BapHAJBHOM JUCHYHKIMH B 3aBUCUMOCTH
OT BBUIENEHHBIX T€TEPO3UTOTHBIX CyOT€HOTHIIOB IeHA FMR1 y noapocTKOB €
OJIMTOMEHOPECH.
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PaGoTa HMeeT BLIPAXKEHHYIO TIPAKTHYECKYIO HampaBieHHoCTs. TTomyuennbie
JaHHEIE YOEIUTENbHEI, MO3BOJAIOT CeaTh LEHHbIE HAayYHbIE M IPaKTHIECKHE
BEIBOIBL. ABTOpedepaT HAalMCaH B TPAJUIMOHHOM CTUIE, MOCTPOCH JIOTHIHO 1
TI0C/Ie0BATENIbHO OTPaXKaeT BCe OCHOBHBIE 3Tallbl MPOBEJCHHOIO HCCICIOBAHMAL.
Hay4Hble TIONOXKEHHS, BBIBOABI M PEKOMEHIALMH chopMynupoBaHbl YETKO,
COOTBETCTBYIOT IOCTaBIICHHOH LeNd W 3amadaM HCCIIeN0BaHMs, Oa3upyloTcsa Ha
JOCTATOYHOM (PAKTHUSCKOM MaTepuale.

Martepuansl AuccepTalii ObLIH JIOJI0MKEHBl HAa BCEPOCCHACKHMX W HAy9HO-
npaxkTudeckux kondepenuusx. [To reme muccepTaiuu onyGiukosano 10 pabor, u3
HUX 7 — B pelleH3MpyEeMBIX Hay4YHBIX JXypHajuax, pEKOMCHAOBaHHBIX BAK PO.
ITosy4eHo 2 mateHTa Ha H300peTeHHE.

3aMeuaHHil IpU MPOUYTEHHH aBTOpe(epara He BO3HUKIIO.

Taxum 06pa3oM, HCXOJs U3 MaTEPHANIOB, NIPE/ICTABIECHHBIX B aBTOpedepare,
CIIeZyeT, UTO JUCCEPTALHOHHOE HCCleNoBanue AMepsiH APEeBHK BanepbeBHbI Ha
TeMy: «KJIMHHKO-AMArHOCTUYECKOE  3HAYEHHE  MOJICKYJIPHO-TCHETHYCCKHX
MapKepoB B TeHe3e ONMTOMEHOpEH y MOJPOCTKOB» IO aKTyalbHOCTH, o0BeMy,
Hay4HO-METOJUYECKOMY YPOBHIO, TEOpeTUYECKOH M MPaKTUYECKOH 3HAUMMOCTH,
cootBercTByeT  TpeboBaHusM 1. 9 «llonmoxeHMs O MPUCYKACHHH YICHBIX
cTereHeit», yreepxaenHoro IlocranosnenneM I1paBUTeNbCTBA P® ot 24.09.2013
No 842 B pen. ot 01.10.2018, ot 20.03.2021, npenssaBISeMEIM K KaHAHUIATCKUM
OUccepTaldsaM, a €€ aBTop 3aciIyKHBacT MPUCYNICHHA HCKOMOH CTEINeHH
KaHOKMOaTa MEOUIMHCKMX HayK [0 CICHHATBHOCTH 3.1.4. AxymepcTBO H
rHHEKONOTHs (MEIUIMHCKHE HAYKH).

PyKOBO/IUTENb OTACICHHS aHTEHATANbHOH OXpaHBI III0/A
®I'BY «HAU OMM» Munszpasa Poccui,
JIOKTOp METUIMHCKUX HAYK, TOLEHT 7%(

(3.1.4. AKyIIepCTBO ¥ THHEKOJIOTHA) H.B. ITytniosa
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