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X nuuoHHoro ¢aktopa FRA1 B natoreHe3e ncopuasay,
npeacTaBfeHHON Ha CoMcKaHue y4eHol CTeneHn kaHangaTta buonornyeckuin Hayk
no cneyunansHocTtn 03.02.07 - "TeHeTUKa"

[unccepTtauma 3onotapeHko A.[l. nocBsiLleHa OOHOM M3 cCaMbiX aKTyarbHbIX NpoGrem
COBPEMEHHOWN reHeTUKN YeroBeka: BbIICHEHUIO reHeTUYEeCKUX (DakTOpPOB, OTBETCTBEHHbIX
3a naToreHes HeusnevyMMblX Ha AaHHbI MOMEHT 3aboneBaHuii, KOTOPble 3HAYUTENBHO
CHWXXalOT KayecTBO XU3HW nogen. ViccnegoBaHua guccepTtaHTta 61y cpokycupoBaHbl Ha
ncopuase, pacrnpocTpaHEHHON MOMAUrEeHHOW naTonoruu, npuyuHsowen crpagaHua 3%
HaceneHusa, npuyem Tsxxenbie dopmbl rncopuasa (30% cnyyaeB) NpMBOOAT K BPEMEHHOWN
noTepe TpyaocnocobHocTv n uisanuansaunn. CyllecTeytowme MeToabl NeYeHus ncopmasa
NALLb CHWXAaIOT ero TAXeCTb; FeHeTUYecKUe MPUYMHBI ncopuasa A0 CUX MNop He 6binu
yCTaHoBMeHbl. [103ToMy akTyanbHOCTb TEMbI AUCCEPTALUN HE BbI3biBAET COMHEHUIA.

B cBoen guccepTaumoHHon pabote 3onoTtapeHko A.[l. npumeHuna coBpeMeHHbIi MeTon,
MONMHOrEHOMHOro CEeKBEHUPOBAHUS TPAHCKPUNTOMA KepaTUHOLMTOB (CTPYKTYPHbIX KMNETOK
KOXW, NOpPaXKEHHOW N BU3yanbHO He MOpPa)KeHHOW NCopuasoM) OT HECKONbKMX NaLWEHTOB,
npoBeria KOMMNbIOTEPHbIA aHann3 TPaHCKPUNTOMA ANSA PEKOHCTPYKLMN FEHHOW CETU 3TOro
3aboneBaHus, BbisBUNA B HEW MACTEpP-TEH U perynnupyemMble UM reHbl-MULLEHMW, co3fana
reHeTUYecKnme KOHCTPYKThI ANSA MHAYLUMBEnbHON Cynepakcnpeccumn aToro Mactep-reHa u ans
MHrMBUPOBaHUSA €ro 3KCNPECCUU C NOMOLLLIO Manon nHtepdgepeHumnorHHoit PHK B kauecTtse
MoZenen ncopuasa u ero Tepanuu Ha ypoBHe KynbTypbl knetok HaCaT yenoseka. Cambim
LEHHbIM B AnccepTaumm SBnaeTcs, No MOEMY MHEHUIO, TO, YTO OHa npeacTaBnseT coboi
MOMHbINA Hay4YHO-UCCNEeAoBaTENLCKUIA LMK OT B3ATUA Npobbl TKAHM NauMeHTa 40 YKasaHus
BpayaMm Ha KIo4eBOi B naTtoreHese ncopuasa reH FRAT yenoBeka M BOCnpoussegeHue
CYMMNTOMOB 3TOI 3ab6oneBaHus B KynbType KNeToK Npu aApecHOM BO3AENCTBUN Ha 3TOT reH.

B kayecTBe 3ameyvaHus nnu, TouHee, NoXenaHusa cnegyeT, Mo MOEMY MHEHUWIO, OTMETUTD,
yTO AmnccepTtauusa 3onotapeHko A.[l. morna 6bl cTaTh UCHEpPNbIBAOLLIMM UCCeqOBaHUEM MO
reHeTuke, ecnu Obl B pamkax obLefocTynHbix AaHHbIX npoekta “1000 reHomoB” aBTOp
paccmoTperna oAHOHykneoTuaHbln nonumopdusm (SNP) BbisBneHHoro et reHa FRA1
yenoseka N paHxuposana ero noteHumanbHble SNP-mapkepbl no nx o60CHOBaHHOCTU B
KayecTBe Mep reHeTU4EeCKoN NpeapacrnonoXeHHOCTU K ncopuasy Ansa yyeTa B NpeaAnKTUBHO-
NpeBeHTMBHOW NepcoHanuanposaHHon meaguunHe. OgHako, 3To coobpaXkeHne He CHUXKaeT
BbICOKYIO OLIEHKY AAaHHOW AnccepTaunn, a CBUAETENLCTBYET O ee Boratom noteHumane.

ABTOpedepaT ACHO npeacTaBnseT Guonornyeckne sagadn auccepraumm, MeToabl UX
PELLEeHUs], NoMyYeHHbIE pe3ynbTaTbl, MEPY UX AOCTOBEPHOCTU M 060CHOBAHHOCTL BbIBO/OB.
OcHoBHble MaTepuanbl auccepTauuy 6binv NpeacTaBneHbl U OBGCYXXKAEHbI HA BeAyLUMX
Hay4HbIX KOHEepeHLMAxX, onybnuKoBaHbl B LEHTParbHbIX Hay4HbIX XXypHanax.

Cuutato, 4To HacToswas gucceprtauuoHHas paboTa oTBe4aeT BCEM MpeabABMAEeMbIM
BAK P® tpebosaHusam, a 3onotapeHko A.[l. 3acnyxvBaeT NPUCBOEHMUS il y4EHOI CTeneHu
KaHanpaTa buonorudecknx Hayk no cneymnansHoctn 03.02.07 - "T'eHeTnka".
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