Ot3biB Ha apTOpedepat quccepranun ¥Oakuna [Imutpus BaaguMuposuda Ha Temy
«MoJteKy ISpHO-GH0I0rHIeCKHe OCHOBBI CHHAPOMA JIOMKOH X-XpOoMOCOMBD)
NpeICTABJICHHOM HA CONCKAHHE YIeHOH CTeIeHH JOKTOpa OHOTOrHIecKHX HAyK M0
crenuaabHocTH 1.5.3 — MosieKyIsipHas OHoJI0rus

Curzpom nomkoi X-xpomocoMsl (FXS) — maunboiee pacrpocTpaHeHHOE MOHOTCHHO® X-
CIeIUIeHHOe 3a00NeBaHue, BEI3BIBAIONIEE ayTW3M K YMCTBEHHYIO OTCTaloCThb. llpu<mHON
cuHapoMa sBisercs skcrancust CGG-moBTopa B IEPBOM 3K30He reHa FMRI, yBemIeH#e KOIuH
xotoporo 1o 200 emuuui 1 Gojee HA3BIBAETCSA IIONHOW MyTAlMed M IPHBOIUT K PETPECCHH
TPAHCKPHUIIHA TeHa. HOCHTEIN MEHBIIHX SKCIaHCHH mMeoT oT 55 no 200 xommi moBTOpa
CGG, uro ompezmensercs Kak IPEMyTalusd, IPH 3TOM TPAHCKPHUIIMS TCHA FMRI y HuX
moBbImeHa. B BepxHeM amama3oHe mpemyTauud (120-200 xommit moBTOpa) ypoBEHB Oernka
FMRP MoxeT OBITh HIDKE HOPMBL KiMHHWYecKde NpOGIEMBI, CBA3aHHBIC C IpeMyTaiuei,
BEI3BaHEl Tokcmunoctbio PHK, obycnosnennoii mossmmerHeM yposHeM MPHK FMRI1 u
nouwxerreM yposHs Genka FMRP. Toxcwarocts PHK BbI3BIBacT pasiM9HBIC IpoOJIeMEI CO
370pOBBEM y HOCHTeNeH, BKIIOYAs, NOMHMO IPOYET0, CHHIPOM TPEMOpa/aTaKCHH,
accorumpoBanubii ¢ nomkoit X (FXTAS), nepBuuHyr0 HEIOCTaTOYHOCTh SHUYHHKOB,
acconmmpoBannyo ¢ nomkoii X (FXPOI), m He#porncHxmaTpuiecKue pacCTpPOHCTBa,
acconuupoBaHHEle ¢ JomKoi X-xpomocomoit (FXAND). Yactora FXS cocTaBmier 1:4000
MYXJHH, a uactora mnpemyramuu 1:113-1:259 sxenmmus. Ilpa sToM u3-32 ocoOeHHOCTEH
MOJIEKyJISpHOH CTPYKTYpsI Gosbinoro urcia komu# CGG-moBTopa, MONEKYIAPHO-TEHETHIECKAs
JIMArHOCTHKA STON JHHAMMYECKOH MyTalluy 3aTpyJHEHa. [103ToMy KOMITIEKCHOE HCCIEA0BAHNE
3a00JleBaHMI, ACCOMMPOBAHHBIX C JIOMKOH X-XpOMOCOMOH, a TaKkke ONTHMH3AIKI
JIMATHOCTUYECKAX M TEPAEBTHUYECKUX IIOIXOJOB SBJSAETCS BEChbMa aKTyallbHBIM H BaKHBIM
HAyYHBIM HaIlPaBICHUEM.

B mucceprammonno# pabore IOnxuma J[.B. moxasaHO, YTO COMATHYCCKas SKCIAHCH
CGG-noBTOpa y MBIIel BaprabenpHa B Pa3IMYHBIX TKaHAX M 3aBHCHT OT BO3pacTa, IPH 3TOM
IIPEIIOKEHA CXeMa pacdeTa CoMaTHUecKoll HecTabMmbHOCTH moBTOpa. Kpome Toro, GonpImon
[IEHHOCTBIO pPabOTHl sBJSIETCS pa3paboTka M ampobauys HOBOTO IOJAXOJa MOJIEKYJIIPHO-
[IUTOTEHETHUECKOH BH3yanmu3anuy JoMKoro caiita FRAXA ¢ HCIONb30BaHUEM JBYX 30H/IOB UL
dyopecuenTHOM THOpUIM3AIMK in Sify, Tak KaKk BU3yalu3allds 3TOTO JIOMKOTO caiita ¢
TTOMOIIBIO CTAHAAPTHBIX HTOTEHETHIECKAX METONOB JacTO IPUBOJIAT K JIOKHOIOIOKHTEILHO’
muargocTuke FXS. ITpu sToM GONBINOH HayYHBIA HHTEPEC BHI3BIBAECT MOJEINb, OMHCHIBAIOMIA
06pazoBaHye PeIKEX JIOMKEX CafiTOB XpOMOCOM Ha IpuMepe caiTa FRAXA, KOTOpBIH, Kak
[OKAa3aHO B HACTOSIIEM HCCIENOBAHHH, SBJSIETCS PE3YIbTaTOM HEOPCIUIMKAIMHM OpHDKHHA,
JIOKQJIM30BAHHOTO B IIPOMOTOPHOM peruone rena FMRI. Tlomy4deHHbIC JaHHBIE O COMAaTHYIECKOH
HeCTabMIFHOCTH M Ipupone joMmkoro caiita FRAXA 3HauuTeNPHO PACIIMPAIOT MOHAMAHHC
MEXaHWH3MOB PAasBUTHS 3a00JeBaHH, aCCOLUMMPOBAHHEIX C  JIOMKOM X-XpOMOCOMOH.
HecoMHEHHBIH HOpPaKTHYECKHM MHTEPEC MPENCTABIAET MOJI0KEHHE O TOM, HTO PEaKTHBATOPBI
JeAleTHIa3 TUCTOHOB HE MOTYT SBJIATBCS pEeakTHBaTOpaMu SKcmpeccun TreHa FMRI w
paccMaTpUBAThCS. KaK HNOTEHIMATBHBIC TEPATICBTUYCCKUE AreHTBI UL 60pEOBI C CHHIPOMOM
JNOMKOH X-XpPOMOCOMEL DTOT pe3ynbTaT pabOTHI MOMOXKET H30exKaTh omuboK B pa3paboTke
TepaIeBTHUECKHX [TOX0/0B K JIEICHHIO OOTBHBIX ¢ CHHAPOMOM JIOMKO# X-XpPOMOCOMBL.



Bemonel, caenannsle IOmkuaemn JI.B. Ha ocHOBe 0000ImeHMs MOMy4EHHBIX AAHHBIX, H
PEKOMEHIAINY MMEIOT BaKHOE Hay9IHOE 3HAYEHHE H ABILIOTCA 3HAYUMBIME VIS IIPAKTHYECKOTO
IIPUMEHEHHSI B 00JIaCTH MONEKYISIPHOX OHONOTHH.

ITo 00BEMY BBITOJHEHHBIX HCCIEIOBAaHUM, 3HAYUMOCTH IOIYYEHHBIX HAY4HBIX
PE3yJIBTATOB, XOPOIIEMY YPOBHIO IyONHMKanui cumTaeM, 49ro muccepranus IOnkuna JiMutpus
Brnagumuposrua Ha TeMy «MoeKysipHO-OHOIOTHYIeCKHe OCHOBBI CHHApPOMa JIOMKOH X-
XpOMOCOMEI», TIPEICTABICHHAsA Ha COUCKAHHE YyIEHOH CTEIEHH NOKTOpa OHOJIOIMYECKUX HayK,
IIOJIHOCTBIO COOTBETCTBYeT TpeboBaHusSIM II. 9 «llonmoXeHHA O IPHCYXKICHHH YYEHBIX
cremeHeil», yreepxaeHnsM [locranoBnenweM [IpaBurensctBa Poccmiickoli ®enmepanuu or 24
centsiops 2013 r. Ne 842 (B pemakmuu ¢ M3MEHEHHSIMH, YTBEPKICHHBIMH llocTaHOBIEHHEM
[TpaButensctBa PO ot 11.09.2021 N 1539), npenbaBiseMbM K JOKTOPCKUAM AUCCEPTALHSIM, & €€
aBTOp 3aCITy)KMBACT IIPUCBOCHUS CTEIICHH JOKTOpa OMOJOTMYECKHX HAyK IO CIENHaTbHOCTH
1.5.3 — MoJIeKyJIsIpHAs OHOIOTHUS.

JlaeM cBOE coryacue Ha cOop, 00paboTKy, XpaHEeHHEe H Iepefady HAIIHX IIePCOHAIBHBIX
IaHHEIX B paboTe muccepramuonHoro cosera 64.1.001.01 mpu @eneparbHOM OXOMKETHOM
yIpEXIEHAM HAayKd | OCYIapCTBEHHBI HAydYHBIM IIEHTP BHPYCOJNOTMH M OHOTEXHOJIOTHH
«Bextop» ®emepansHOM CciyKOBI M0 Ham3opy B chepe 3alqUTHl IpaB IIOTpeOHTENeH H
0J1arOMOIydYHs 4eTI0BEKa.
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