OT3bIB

Ha asropedepat quccepramuu KOakuna Imurpust Bnagumuposuua «Mostekyaspuo-
OHo/I0rHYecKHe 0CHOBBI CHHAPOMA JIOMKOi X-XpOMOCOMBI»,

MOJAAHHON HA COMCKAHHE YYeHOI cTerneHH J0KTopa GHOJIOrHYeCKHX HAYK 110
cnenuaibHocTH 1.5.3 — MostekyasipHast GHo0rUst

JuccepranyionHas paboTta NMOCBAIIEHAa H3YYeHHIO 3a00JeBaHHM, aCCOIMHPOBAHHEIX C
nomkoif X-xpomocomoii. JlaHHEIe 3a60/1eBaHHs ABJIAIOTCS OCTPOH MPOGIEMOH 3paBOOXPAHEHHS,
TaK KaKk 001aaloT BEICOKOH pacipoCcTPaHEHHOCTEIO, CIOYKHBIM MEXAHH3MOM MAaTOIeHEe3a, a TAKKe
C CJIOJKHBI JII JMATHOCTUKH, IIporHosa W nedeHus. K 3Toil rpynne 3aboneBaHuil OTHOCSTCS:
CHHIPOM JIOMKOH X-XpoMocoMbl (cHHApoM MapruHa-benn), cHHIpoM arakcuu/Tpemopa H
CHH/IPOM TNEPBHYHOM OBAPHAJILHOM HEOCTATOUHOCTH. Bce OHM pa3BHBAIOTCA M3-3a JKCIIAHCHH
MOBTOPORB B IPOMOTOPHOH 0obnacTu reHa FMRI. B cinyuae cunapoma Mapruna-bemn npoucxoaut
MpeKpameHe padoTel IeHa M pa3BUTHE YMCTBEHHOH OTCTalOCTH, B CIydYae JBYX JPYrHX
CHH/POMOB MMPOUCXOAHUT H3MeHeHHe ypoBHeH MPHK u Genka, koTopoe HOCHT MaTOIOTrHYECKHIA
Xapakrep.

B sT0#l cBasu mucceprammonnas pabora IOnkuna [[.B., mocesinenHas Mccliie0BaHHIO
naroreHesa 3a00NeBaHHi, aCCOMUPOBAHHBIX € JIOMKOH X-XPOMOCOMOIi, pa3paboTke METOI0B HX
JIMarHOCTHUKH M JICUCHM ABJISETCS aKTyalbHBIM 3aKOHYCHHBIM HAYYHBIM HCCIIEI0BAHUEM, LIEJIH H
3a/1a44 KOTOPOTO abCOMOTHO 000CHOBaHBI. TakiKe GONBIIMHCTBO MPEACTABIEHHEBIX PE3YILTATOB
SIBJISTOTCS. HOBBIMM U TIOJTyY€HBI BIIEpBbIe. B yacTHOCTH, B Xole pabOThI aBTOPOM HCCIIe0BaHa
coMaTHyecKas HecTabuIbHOCTh T0BTOpoB CGG B Ky/IBTYpax KJIETOK HALMEHTOB H J1ab0paToOpHEIX
MbImax. Paspaborana cxema pacueTa HHIEKCA COMATHYECKOH HECTAOMIBHOCTH M IOKA3aHO KaK
OKCIIAHCHA BJIUSET HA OJIOBHOH MO3T TAIHCHTOB.

[IpejuoxkeH HHTEPECHBIH METO/| ONIpe/IelIeHNs] HAJIMYHsI JIOMKOTO caiTa Ha X-XpoMocoMe
C IMOMOIBIO THOPH/IM3AIIMH 30H/I0B, HECYIIMX J[BA T'eHA U3 JUCTAIBHON YacTH XPOMOCOMBI, OJIHH
13 kotopeix FMRI, a BTopoii GPR5(), koTOpbIi MapKHpyeT (GparMeHT 6mmke K tenomepe. OUueHb
BaXXHO NPAaKTHYECKOE 3HAYEHHME HTOr0 IMOJAX0Ja, TaK KaK OH HCIOJIB30BaH Ul JHArHOCTHKH
MAalUEHTOB B MEIMKO-I€HETHYCCKOH KOHCYIbTALMU. ABTOPOM JTHCCEPTALMHM MCCJIEN0BAHA
IIpUpoJa JIOMKOCTH XPOMOCOM Ha IIPUMEPE JIOMKOro caifta B nokyce FMRI. CocTaBiena Mojelb
obpasoBanus 5TOrO caiTa ¢ yJacTHeM TakuX (JepMeHTOB Kak renukasa, Tormousomepasa I, JIHK-
MOJIMMEPA3a 0. ¥ UHAYKTOP JIOMKOCTH S-()TOP/Ie30KCHY PHIHH.

[Ipu nouncke myreit n1eyenus 3aboneBaHui, aCCOLMUPOBAHHBIX C JIOMKOH X-XPOMOCOMOIi,
uccesenosanbl onobpennsle FDA npenaparbl Ul MOAaBIEHHS T'MCTOHOBBIX J€AlleTHIA3 M
YTBEPHKIAETCSA, YTO OHH HE MOTLYT CIYyXWTh IEPCHCKTUBHBLIMH BEIIECTBAMH JUIS JICUCHUS
HCCIIEIYEMEBIX MMaTOJOTHH,

PaboTa mpoBeseHa ¢ MCIIONB30BAHHEM CAMBIX COBPEMEHHBIX METOJMK HCCICIOBAHMUSL.
JIoCTOBEPHOCTL MOJYYEHHBIX Pe3yJIBTaTOR IOATBEPIKIAETCS KOPPEKTHOH MOCTAHOBKOH Iieseit
OKCIEPUMEHTOB M BBIOOPOM aJIEKBAaTHBIX METOJOB aHaaM3a MaHHBIX. OCHOBHBIE MOJIOKEHUS
AMCCepTalMU OIyOMMKOBaHbI B JIBA/IATH CTAThSIX B JKypHAIaX PEKOMEH/I0BaHHBIX nepeuHeM BAK
P®. 3ameuanuii k aBropedepary HET.

[TosBosIsI MITOT, CIIEMyeT 3aKIIIOUHTB, uTo Anccepranus [.B. KOxkuna npexcrasiser coboit
3aKOHYCHHOE OPHUTHHAJILHOE HCCIIEJOBAHME C BBICOKOH CTETICHBIO HOBH3HELI. BBIHOCHMBIE Ha
3allIUTY TOJIOKEHHS HMMEIOT XOPOLIYK JloKa3aTenbHylo 0a3y. ChenaHHble 3aKIIOUEHUs
000CHOBaHBI M JIOTHYECKH BBITEKAIOT M3 IIPUBEACHHBIX B aBTOpedepare MaTepHaIoB.




Ha ocHOBaHMHM BBIIIEH3I0KEHHOTO CUMTAIO, YTO JMCCepTalortas paborta FOnkuma J1.B.
SBJIACTCA  3aKOHYEHHOM  Hay4HO-KBaMHM(UKAUHOHHOW  paboTod, KoTOpas  IIOJHOCTHIO
cooTBeTcTByeT 1. 9 [lonoxeHuss o mopsake MPUCYKACHHS YUCHBIX CTETeHEH, YTBEPIKIEHHOTO
nocranosinenueM IlpaButensctBa Poccuiickoit ®enepanmn ot 24.09.2013 . Ne 842,
NPEIBABIAEMBIM K JOKTOPCKUM JIUCCEPTALMSM, a €€ aBTOP 3acIly;KUBAET MPUCYKICHHUS YICHOH
CTENEHH JOKTOPa OMOJIOIrMYCCKUX HAyK M0 CHEeNHaTbHOCTH 1.5.3 — MosieKyasipHast MO0 1.
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