OT3bIB
Ha aBTOpedepar AuccepTaluu
O nkuna [Imutpus Bnagumuposuda
«MonexyJIsspHO-0M0JIOTHYEeCKHE OCHOBBI CHHIPOMA JIOMKOH X-
XPOMOCOMBI», IPEJCTaBIEHHON Ha COUCKAaHHE YUSHOH CTeNeHH JOKTOpa
OMOIOrHuecKuX HayK 10 CrieluaibHOCTH 1.5.3. — MoneKysipHast GHOJIOTHs

Pemenne 3amady 10 KOPPEKTUPOBAHUIO  TSDKEIBIX  HACIEICTBEHHBIX
3a0oneBaHUil — OAMH W3 KIIOYEBBIX OPHEHTHPOB MEIUIIMHCKOH T'e€HOMUKH.
[loaToMy akKTyalnbHOCTh JOHCCEepTallMOHHON paboTel FOaxuna JMuTpus
BrnanuMmupoBuya, HalleIeHHOM Ha JeTalbHOE M3y4YeHHE IaToreHesa 3a00JieBaHUH,
ACCOLIMMPOBAHHBIX C JIOMKOH X-XpOMOCOMBI M pa3pabOTKU TOIXOMIOB IS WX
JUArHOCTUKU M JIEUECHMUs], HE BbI3bIBACT COMHEHMM. OLIEHKa BKJ1aJja MOJIEKYJISIPHO-
TeHEeTUYEeCKUX M3MEHEHUH B pa3BUTHE CHUMIITOMOB (DpaKCcOMaTHil KpaiHe Ba)kHa
IUIsT TIpOTHO3a TedeHHs 3a0oJieBaHMii, YUWTBIBas CJIOXHBIM, He [0 KOHIIA
PACKpPBITBIM MEXAaHU3M Pa3BUTHS ATOJIOTHH.

B pabore 1mpexacraBiieHBl pPe3yJbTAaThl HCCICIOBAHMUS COMATHYECKOMH
HectabuinpHOocTH noBTOpoB CGG B mpoMoTOopHOH obGnactd reHa Fmrl 'y
1a00paTOpHBIX MBIIIEeH, B KyJIbTypax KIETOK W B TKaHAX ITallHEHTOB C
¢pakconmatusmu.  OmucaH  TOAXOA — pacdyeTa  HWHACGKCA  COMATHYECKOM
HEeCTaOMJIBHOCTH U IMPEUIOKEHO €ro HCIOJIb30BaHUE B MPOTHOCTHUECKHX IIEJIIX
npu paboTe ¢ ManUeHTaMH. ABTOPOM TIpe/UIOKeHAa METOJMKa JOCTOBEPHOrO
BbISIBIICHUS JIOMKUX caiiToB FRAXA nHa X-XpomMocomax MamueHTOB. DTO HMEET
Oonplloe 3Ha4YeHHE [ [OUATHOCTUKM, TaK Kak CYyIIECTBYIOIIHWE IOJXOMIBI
oOnajaroT HensIM psfgoM orpanudeHud. [Ipemiokennas MeToquKa y)ke YCIEITHO
IPUMEHSAETCS IS BBISBICHUS JIOMKMX CalTOB XpOMOCOM Yy TIAlIMEHTOB C
IOJI03PEHHEM Ha CHHIPOM JOMKOH X-XxpomocoMmbl. [IpoBeneHo pgeTanbHOE
McclieloBaHle OCOOCHHOCTe! aKTUBALUYM PEIUIHKAIMK B paiioHe caiita FRAXA B
JUHUAX KIETOK NalnueHToB. [lokazaHo, 4YTO JIOMKHME CalThl TOSBISIOTCS B
pesynbpTaTe HENOPEIUIMKAIlMK ydacTkKa yBenudeHHoro mnostopa. J[.B. KOaxunabiM
Ipe/UIOJKeHa MOoJenb (OPMUPOBAHUS 3TOTO CalTa C Yy4YyacTHEM YeKIIOWHTOB
BXOX/IEHHSI KJIETOK B MUTO3 M HE3aKOHYEeHHOH peruinkauueit mosropa CGG. B
paMKax ITIOHMCKa TEXHOJIOIMH [Jis JIeY€HUs CHUHApPOMa JIOMKOU X-XpOMOCOMBI
JIUCCEPTAaHTOM IIPOBEJEH aHaIW3 PpPeakTHBUPYIOIIHX dS()(PEKTOB T'HCTOHOBBLIX
JlealleTUIa3 ¥ IO0Ka3aHOo, YTO OHM 00IaJalT KpaliHe HU3KHUM pPEaKTHBUPYIOIIUM
s dexToM B oTHOIIEHHH TeHa FMR .

ITpuBiieKaeT BHUMAHUE OPUEHTHP KCCIIeN0BaTeNs He TOIBKO Ha JIeTaJIbHOE
MOIIAroBOe M3y4eHHe cOMaTHUecKol skcnaHcuu noBTopoB (CGG)n y yenoBeka u
MOZEBHEIX MBIIIeH (HOcHTened mnpeMmyTauud no reHy Fmrl), mpuBogsimeii k
CTPYKTYPHBIM M (YHKIMOHAJIBHBIM HAapyLIEHUSM, HO MU Ha MOJIEIUPOBAHUE
npouecca (popMupoBaHus JoMKHUX caliToB FRAXA. Onwupasce Ha pe3yibTaThl
aHaJM3a IPUYUHHO-CIIEJICTBEHHBIX CBf3€H pa3HOM HANpaBIEHHOCTH Ppa3BUTHUS




CHHApPOMA, aBTOp IIPHBEI y'6e,[[I/ITeJ'ILHy1-0 JOKa3aTCJIIbHYIO 6213y, ITO3BOJIMBIIYTO
CXeMaTHU3MPOBATh MPOLECcChl TIOMKOCTH caiita FRAXA.

[lpuBeneHHBIM WUIFOCTPATUBHBIM MaTepuanm U TaONWYHBIE JaHHBIE
OTpaXkalOT Pe3yJbTaThl UCCIe0BaHus B (hopMe, aJalTUPOBAHHOM /1715l MIOHUMaHUS
IIMPOKOT0 Kpyra CeLHaIuCTOB, B TOM YHCIIE T€X, Ubsl OCHOBHAsSI AEATEIIbHOCTh HE
CBsI3aHa C pellieHHeM ITpoOiieM MOJIEKY ISIPHO-TeHeTUYEeCKOM OMOIOTHH.

Cuuraro, 4TO pellleHHe YpPe3BbIYaMHO CIOXKHBIX M aKTyaJbHBIX 3amady —
BaXHOE JIOCTH)KEHHE aBTOpa, II03BOJIAIOIIEE HMCIOJB30BaTh  MaTepHaJIbI
IUCCepTallMK B KauecTBe yuyeOHoro marepuana st BY30B, OpHeHTUPOBaHHbBIX Ha
MTOATOTOBKY CIIEIIUATUCTOB B 00J1aCTH OUOIOTUM U MEIULIMHBI.

Buemom  mucceprarmoHHas — paboTa  SBISETCS  CaMOCTOSTENBHEIM,
3aKOHUEHHBIM HccienoBaHueM. [lomydyeHHble pe3ysbTaThl SIBISIFOTCS HOBBIMH,
UMEIOT TEOPETHYECKYI0 M IPaKTUYECKyI0 3HAa4YUMOCTh. PaboTa BBINIOJNIHEHA B
COOTBETCTBHH ¢ TpeOoBaHWSIMU MUHHCTEPCTBA HayKH M BBICLIEr0o 0Opa3oBaHUS
Poccuiickoit Menepanuy, NpeabsaBlIseMbIM K IACCEPTALlUM HA COMCKAHHE YUYEHOMU
CTeneHd JoKTopa Hayk, ni. 9-14 «llosoxeHuss O MNPUCYKIESHUH YUEHBIX
cTemnieHei», yTtBepxaeHHoro IloctanoBnennem IlpaBurenscTtBa Poccuiickoit
Oenepanuu ot 24.09.2013 Ne 842, a ee aprop IOakun mutpuit Bnagumuposuy,
3aciTy’)KMBaeT MPHUCYXKAESHUS eMy YYeHOH CTeleHH JOKTopa OHONIOTHYEeCKHX Hayk
IO CHeHalbHOCTH 1.5.3. — MonekysipHasi OMOJIOTHsl.
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