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Ha aBropedepar AuccepTanuu

IOakuna  JImurpuss BaagumupoBuua Ha Temy: «MoJeKyIspHO-OHMONIOrHYECKUE
OCHOBBI CUHAPOMa JIOMKOM X-XpOMOCOMBI», MPEACTABICHHONH HA COMCKAaHHWE YYEeHOH CTerneHu
JIOKTOpa OMOJIONMYECKHUX HayK I10 CHEeIHUANIbHOCTH 1.5.3. — MOJIeKynsgpHast OHOJIOrus

CuHIpoM XpynKod X-XpOMOCOMBI y 4YeJIOBEKa CBsI3aH C PsIIOM HApyLIEHHH pa3sBUTHS,
BKJIFOYast TPYJHOCTH B OOy4EHUU, KOTHUTUBHbBIC HAPYLIEHUS, PA3BUTHE YMCTBEHHON OTCTAIOCTH.
Jlannass TaToJOrusl pa3BUBAETCS H3-32 JKCHAHCUU TPHHYKICOTHAHBIX moBTOpoB CGG B 5
HeTpaHciupyemMo obmactu reHa FMRI, xoropeii komupyer PHK-cBs3piBaromuii  6enoxk,
BopyieyeHHbli B Tpancrnopr MPHK u3 snep B muromnazmy. B HOpme umeercs 6-53 komwii
nosropa. Ilpu oskcmancuu Habmomaercs 1o 230 moBropoB. B 3aBHcHMMOCTH OT pasmepa
OKCITAHCHH ONPENEIIAIOT TPU THIIA aJUIeNICH: HOPMY, IPEMYTALMIO U MOJTHYIO MyTaruio. CHHIAPOM
pa3BUBAETCs IIPU IOJHOM MyTallMM, OJHAKO IPEMYTAHTHBIE COCTOSIHUS BCTpedaroTcst ¢ Oojee
BBICOKOHM 4aCTOTOM, Tak)Ke MPUBOIAT K Psily MATOJOTHH M UMEIOT PUCK Tepeadu CIIeayIOUHM
IIOKOJICHUSIM B BHJIE IOJIHOW MyTauuu. B HacTosiiee BpeMsl HE CYIIECTBYET METOAUK JI€UEHUs
3a00J€BaHUHN, ACCOLIMMPOBAHHBIX C JIOMKOW X-XpPOMOCOMOH, 3a HMCKIIOYEHHEM HECKOIBKUX
CUMIITOMATUYECKUX IMOAXOAOB. JluarHocTtuka cuHIpoMa Ipd OOJBLIONH HSKCIAHCHH TaKKe
BCTpEYaeTCa ¢ psAAaoM TpynHocred. Bee ato nenaer nuccepranuoHHyro padory FOaxuua J1.B.

KpailHe aKTyaJbHOM.

B npencraBneHHOM paboTe MpOBEAEHO HCCIEIOBAHHE CTENEHH COMAaTHYECKOM
HecTabunbHocTy 1oBropoB CGG rena FMRI B pazawunbiXx mMojmensx. Pazpaborana meroauka
pacyera MHIEKCA COMATUYECKON HECTAOUIBHOCTH M MIOKA3aHO €ro OMOJOTHYECKOe 3HAUECHUE T1PH
o0ciie10BaHUHU NALMEHTOB. ABTOPOM OIMCAHA METOJMKA OINpEACTCHUS] JOMKOro caira Ha X-
XpOMOCOME, W IOKa3aH IpUMEP €€ YCIEUIHOIO MPUMEHEHHUs [UIs AMArHOCTHKHM CHHIpOMa
NOMKOH X-XpoMocOoMBl. MccienoBanue OpUDKMHOB pEIIMKAlMM B palloOHe MpoMOTOpa TreHa
FMR] 103BOJMJIO BBIIBUTH HEJOPEIUIMKALMIO ASTOTO ydacTKa U MPEIJIOKHUTH MOJENb
(GopmupoBaHus JIOMKOro caita. Taxke npoBeneH aHalW3 BIMSHHUS HHIMOUTOPOB I'MCTOHOBBIX
JlealleTHI1a3 Ha SKCIIPECCUIO TIOJABIEHHOro reHa MR/ 1 nokazaH UX HU3KUH TepaneBTUUYECKUN

NNOTEHIIMaJI.

3amaun  JUCCePTAMOHHON YEeTKO W3JI0XKEHBI, HCIIOJIb30BAHHBIE METOJIbl aJeKBATHBI
MOCTABJICHHBIM 3aJlauaM, BBIBOJIBI apryMEHTHPOBAHBL. Pe3ynbTarbl JTUCCEPTALlMOHHON padOoThI
JI.B. 1Oaxuna onyOnukoBaHbl B PELIEH3UPYEMBIX HAyUHBIX >KypHa1aX M ObUIM HEOAHOKPATHO

IIPEACTABJICHBI Ha PA3JIMYHBIX Poccuiickux u Me)I([I}/HapO,Z[HBIX KOH(bepeHLII/IHX.



[lo akTyalbHOCTH BBIODAHHOM TEMbI, HOBH3HE IIOJYYEHHBIX pE3YJIbTaTOB M HX
(GyHIaMEHTATBLHOW M TPUKIAJHONW 3HAYMMOCTH JHccepTanuoHHas padora HOaxuna JMuTpus
Brnagumuposrya «MonekyIsipHO-OHOTOTHYECKHE OCHOBBI CHHIAPOMA JIOMKOH X-XpOMOCOMBI»
COOTBETCTBYET TpeOOBaHUAM I1. 9-14 «[lonokeHHs O MOPSAKE IPUCYKIAECHHUS YUEHBIX CTEIIEHEHY,
yTBepKAeHHOro mnocraHosieHueMm [lIpaButensctBa Poccuiickuit denepaunn or 24.09.2013 r.
No42, mpenbsaBiasieMbIM K JUCCEpTAllMsIM HA COUCKAHUE YUYEHOH CTENEHM IOKTOpa

OHOJIOTUUYECKUX HayK.

HpeZlCTaBHGHHbIﬁ aBTope(pepaT [NOKa3bIBAC€T, 4YTO JUCCEPTALUA ABJIACTCA HAYYHO-
KB&HH(I)I/IK&HI/IOHHOP'I pa60T0171, race ImnoJjiydeHa HOBas I/IH(i)OpMaHI/Iﬂ O MEXaHu3Max IIaToreHesa
3360H€BaHI/II71, ACCOIMHPOBAHHBIX C JIOMKOH X-XpOMOCOMOfI, H METOJaxX HUX JHArdHOCTHKH H
JIeYeHHs. OTHU JaHHbIC HMCIOT OONBILIOE 3HAYCHHUE JUJIs pa3pa60TKI/I NOAXO0J0B  JIsd 60pb6bl C
HacCJICACTBCHHBIMH 3a6OH€BaHI/I${MI/I, a aBTop Auccepranuu }O,HKI/IH IIMI/ITpI/Iﬁ BJ'Ia,HI/IMI/IpOBHLI
3aCJ1YKUBACT NPUCYIKACHUSA quHOﬁ CTCIICHU JIOKTOpa OMOJIOrMYECKUX HayK Mo CleuuaJIbHOCTH

1.5.3. — MoJiekymsipHast OMOJIOTHSI.
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