OT3bIB
Ha aBTOopedepar nquccepranuu AnepsH ApeBUK BajlepbeBHEI

Ha TEMY: ((KJIHHI/IKO-I[I/I&I‘HOCTI/I‘ICCKOC 3HAYCHHUC MOICKYIAPHO-ITCHETUICOKUX

MapKEpPOB B I'€HE3C OJIMTOMCHOPEH Y ITIOAPOCTKOB» HpC,HCTaBﬂeHHOfI Ha COMJKaHucC

YUYEHHOU CTEIIEHU KaHIuIaTa MEAUIMHCKUX HAYK II0 CIIEIHaIbHOCTH
3.1.4. AkymepcTBO U THHEKOJIOT U

JuccepraimonHoe ucciefoBanue AmnepsH ApeBUK BallepheBHBI ABISACTCS

aKTyaJlbHBIM H CBOCBPEMCHHBIM, TaK KaK IIOCBAIICHO OI[HOfI U3 Hagbolee

pacrpocTpaHeHHBIX (HOpM HapyIIeHUN MEHCTPYaIbHOIO IMKIA Y IIOAPOCTKOB —

OJIMTOMCHOPEH.

OJIHI‘OMCHOPCS{ MIONUATHONOTHYeCKOoe 3aboneBanue. B HOﬂpOC]KOBOﬁ

IIOIMYJIAIUHY YaIle BCEro pacCMaTprUuBacTCs KaK (bI/ISI/IOJIOI‘ UYECKOE COCTOAHHUE

n3-3a

v

OTCYTCTBUA YETKOM B3aUMOCBSI3H C KaKOH-THO00 OHPGI[GJ’ICHHOfI COM&TH‘-ICCK:”H ni

THHEKOJIOTHYECKON IIaTOIIOTHEH. FOpMOHaJILHOC HUCCIIEOJOBAHHE, B OOIBIII
'cnyqaeB, HE ABIACTCA I/IH(bOpMaTI/IBHBIM, OCO6CHHO, Ha paHHUX | &

HCTBC
Tarax

336OJICBaHI/Iﬂ, IIO3TOMY IIPECACTABIIICT OHpC}ICJ’IGHHBIﬁ HHTCpEC HUZYHCHUC

HauOoJee 3HAYUMBIX T€HETHYECKUX U SHIOKPHHHBIX (i)aKTopOB B
OJIMTOMCHOPEH, HBJISIIOIJ.[GIZCX CHUMIITOMOM, KakK IIPpEXKICBPC

[CHE3C

HHOU

- gemocTaTounoct guuaukoB (IIHS), Tak ¥ cuHApOMA MOJHUKUCTO3HBIX AHYHHKOB

(CIIKsI). B cBs3m C 3TUM, aKTyaldbHBIM SIBIIETCS IIOMCK MOJICKY,

SAPHO-
e Ha

GHOOTHYECKUX MAapKepoB, MO3BOISIONMX IHATHOCTHPOBATH 3a00JCBaH

PpaHHHX dTalax €ro pa3BuTHA.
B mHacrosmee BpeM:A 0oJIpIIIOE BHUMAHUE YACILIETCA HOBBIM | |l

[UIIaM
HCHUHU

TeHETUYECKUX HApYIICHWH — JOWHAMHUYECKAM MyTaluaM — 9KC
(yBEIUYEHHIO) UHCIAa KOMMH BHYTPUI'€HHBIX TPHHYKICOTHUIHBIX IIOBI

OpOB.

IbHOU

CoBpeMEHHBIE MCCIIEJOBAHMUS BLIABIIM BO3MOXHOCTE y9aCTHs TCHA dpar
X-xpomocoms! (FMR1), pacro: 0keHHOTO Ha JIIMHHOM IIICHC X-xpomoce

MBI B

nokyce Xq27.8, B matonoruu ¢ommkynoresesa. VccnenoBaHut, TPOBOJMMEIX B

TIOJPOCTKOBOM IONYIIAIMM, K- .CAIOIMXCSA B3aMMOCBA3H aHOMAJIBHOTO
CGG-noropoB B TeHe FMRI ¢ guchyHKOuEd SUIHUKOB, IIPOSBIIAIO
Pa3IMYHBIMU HapyIIeHUAMH MEHCTPYaIbHOTO IHUKIA, Ha CETONHSIIHAN JEH

quciia

[eiics

b HCT.

' UccnemoBanns nponykra rea FMR1 — 6enka FMRI (FMR1P) y moap@cTkoB

TaK)Ke He TPOBOIUIMCE.
B cBeTe M3N0KEHHOro, e Th HCClefoBanus AepsH ApeBuk Banepsg

yIyqmaTh Ju(GepeHIHaIbHyIC JUATHOCTHKY OJMITOMEHOPEH Y MO/POCT
- OCHOBAHMH  WCCJIEIOBAHUSA  MOJIEKYIAPHO-TEHETHYECKHUX  MapKepoB

BHBI —
OB Ha
KaK

IIPOTHOCTUYCECKUX LI)aKTOpOB C-BapHaJIBHOﬁ HEJOCTAaTOYHOCTH, OpeacTaBiICTCA

aKTyaHBHOfI KaK C HaquOﬁ, TaK 4 C HpElKTPI‘-ICCKOfI TOYEK 3pCHUA.




Pabora BRIMOIHEHA HaA NENPE3CHTATUBHOM KIMHHYECKOM MaTCpH

'~ MCIIOJIb30BAHUEM COBPEMCHHBIX METONOB HCCICOOBAHHUA MW CTATUCTI
O6pa6OTKI/I IIOJIYYCHHBIX PpPE3YJIBTaTOB, B COOTBECTCTBUH C IIOCTABII
3aJadaMu.

I/ICHOJ'IBB}’}I COBPEMCHHBIC MCTOIBI MCCIICIOBaHHA, aBTOp YCTAaHOBH

- HaJIMYUE ONUTOMEHOPEM C MEHapXe B COYETAaHMM C TETEpO3H
HOCUTENBCTBOM aHoManbHOTo urcia CGG-ToBTOPOB SBISETCS (PAKTOPO!
dbopmupoBanmg [THS y neBouek-mompoctkoB. Takke B paboTe MOTIEPKH)
tectupoBanue CGG-noBTopoB reHa FMR1 Heo6xoauMo IIpH pasIngHbIX
. OJIMTOMEHOPEH Y TOAPOCTKOB, KaK I paHHEH THArHOCTHKU 3a00JIeBaHH
TSt PaCKpBITHS TOHKHX MOJIEKYJIIPHO-T€HETHIECKUX MeXé
MaTOJOTUYECKOTO Mpoliecca.

Hayunas HOBH3HA M TeopeTHYecKas 3HAYMMOCTb OIPENENSACTCS Te)
paboTe pacIIMpeHEI MPEICTABICHUS O IIaTOTE€HE3€ OJMIOMEHOPEH y IOJ[
Kak 3a00J€BaHHH C MOJEKYISIPHO-TEHETUYECKUM MEXaHU3MOM D3
BmepBele y HOAPOCTKOB C  OINMIOMEHOpPECH  OIICHEHAa  BCTPEY
reTepo3UroTHRIX cybremotumoB B obmactu CGG  MOBTOpOB TIeHa

YCTaHOBJEHA  B3aMMOCBA3b  aJIeTBHOTO  IOomHUMopdusMa B
" tpunykneotuaasix CGG mosropos rema FMRI ¢ mponykmued 6enka F
[IOKA3aTEIIMH OBapHUATBHOTO pPE3epBa; BLIABIEHA aCCOIMMHPOBAHHOCTD

MOJIEKYJIIPHO-TEHETHIECKUMHU  HApyIIEHUsAMM — HaJIU9MEM TIETEPO3Y
cyorenoTunoB B o6mactd CGG mOBTOpOB reHa (parmibHOH X-XpOMO
- ayTOMMMYHHOM [aTOJIOTHEl; OIpeielieHa B3aUMOCBA3h OMOIOIUIECKUX M
OBapHANFHOTO pe3epBa C YPOBHEM HpORyKiuu Oeska FMR1;
XapaKTEPUCTHKA KIMHUKO-IA00PAaTOPHEIX OCODCHHOCTEH TEYEHMs OBapy
JUcOYHKIMM B 3aBECHMOCTH OT BBIJEICHHBIX I'€TEPO3HIOTHBIX CyOrex
. rena FMRI.

MeTomoNoTHs HCCIIEIOBAaHUA COBPEMEHHAs, KOPPEKTHasd, COOTBE
[IOCTABJICHHBIM 3ajadaM. B HccIeIoBaHMM IIPOBENEH aHaau3 JIUTE

BKITFOUAONTHi 132 HcTodHMKa, 13 HuX 42 — oTedecTBEHHBIX U 90 — HHOCTpa}

_ Ampo6arus paboTEl IpOBENEHa Ha COBMECTHOM 3acelaHMM aKyl
runexoyormueckoro orgena HUMWAII u HaydYHO-KOOPAMHAIMOHHOTO
OI'BOY BO PoctI'MY Munsapasa Poccun. MaTtepuaiisl JuccepTanuy 0
ma XVIII, XIX u XX BcepoccuiickuX HaydHBIX (opymax «Matp u Iy
Mocksa, 2017, 2018 u 2019 r.r.); Ha III HayJHO-TIPAKTHUECKOH KOHpEPS
" MexIyHapomHBIM ydactTHeM «HarmoHansHBIN MEKIYHAPOIHBIA OITBIT
PETPOAYKTHBHOTO 3[0POBbA NeBoUeK» (I. MOCKBa, 2019).




[To Teme guccepranuu omyomukoBano 10 pabor, U3 HHX - B
" peleH3MPYEMBIX HAy4YHBIX XKypHaitax, pekoMeHnoBanHEXx BAK PO. IMomyjeno 2
IIaTeHTa Ha U300pETEHHUE.

ABTopedepar HammcaH MO TPAAWLIMOHHOMY IUIaHy, IIOCTPOEH JIOTHMHO H

OTpakaeT IMOCIEIOBATEIFHOCTh 3TAllOB NPOBEIECHHOIO HCCIENOBaHUsA. BRIBOIBI

- chopMynHpPOBaHEI B COOTBETCTBHM C 3aJadaMHU HCCIEIOBAaHUS, IOITBEPHKICHBI
JIOCTOBEPHLIMU PE3YIBTATAMH, TTONYYEHHBIMUA B IpOIECCE MPOBEIECHUS HAyIHOU
pabotel. IIpakTHUeckwe pPEKOMEHTAIUH HAaydHO OOOCHOBAHEBI, KOHK|PETHEI,
COOTHOCATCS C IIENBIO U 3a7ja4aMi UCCIENOBaHNA.

3aMevaHuiil IpH IPOYTEHUY aBTOpedepaTa He BOSHUKIIO.

Taxum 06pa3oM, UCXOAS ¥3 MaTEpUAIOB, IIPEICTABIEHHBIX B aBTOpE@iepaTe,
CIIElyET, 9TO JAMCCEPTAMOHHOE HCCeqoBaHue ATiepsH ApeBUK BalepheRHEI 110
aKTyalbHOCTH, O0BEMy, Hay4YHO-METOIUIECKOMY YPOBHIO, TEOPETHUCCHOH U
IIPaKTHYECKOM 3HAYMMOCTH, COOTBETCTBYeT TpeboBaHMAM II. 9 «lloIoxgHus o
NpUCYXIECHAM  y4eHBIX  cTemeHeil»,  yTBepxxaenHoro  llocTaHOBjEHHEM
ITpaButensctBa PO ot 24.09.2013 Ne 842 B pen. ot 01.10.2018, ot 20.0%.2021,
IpENBABISEMBIM K KaHIMTATCKUM JHCCEpTalMsM, a e aBTOp 3aciyfnBacT
IOPUCYKIEHUsT WCKOMOM  CTENEeHM KaHIumara MEIUIMHCKHX  Ha o

. cnenuanbHOCTH 3.1.4. AKyIIEpCTBO M TMHEKOIOrHS (MEIUITUHCKHIE HAYKH)
deiepabHOE TOCYAAPCTBEHHOE OIOHKETHOES
06pa30BaTeNIbHOE YIPEKIECHUE BRICIIEI0 00pa30BaHUA
~ «KeMepOoBCKHii roCYIapCTBEHHbBIA MEIUIIMHCKUH YHUBEPCUTET)
MuHHCTepeTBa 30paBooxpanenus Poccuiickoi deepanuu
(®I'BOY BO Kem['MV Mumnsnpasa Poccun),
npodeccop kadenphl aKyIepcTsa
u TuHeKoorud uM. I'.A. YakoBou,
JOKTOp MEAUIIMHCKUX HAYK, OIEHT
(3.1.4. AkymiepcTBO X THHEKOJIOTHS) Enruna Ceernana MBgHoBHA
JlaTa: 55 Cz/ ‘“ é& Zeerrl—
[Tonmucek C.M. EnruHon nmoareepxaa
VueHsIi ceKpeTaph YUeHOIO COBETY,, 32
¢Gu3nOIOTHH, J.M.H., JOICHT L
. WITHOB
650056 Poccuiickas @enepanus, I. KemepoBo, Y=k
: 8 (3842) 73-48-56, e-mail: kemsma@ kemsma gl




