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CoxpaHUTb He/b3A NpepBaTb: yYEHble HALL/IN
crnocob BbIABAATbL be3onacHble aHOMaAuun
XpOMOCOM Yy 3apOAblLUa

YueHnble HUM meaunumHckom reHeTukn Tomckoro HUMLL PAH BmMecTe ¢ HOBocMBMPCKUMKM Korreramu paspaboTanu
anropuTM, NO3BOSAIOLLMIA BbIABAATb JIULLHIO, HO HE HECYLLYIO PUCKM AN PasBUTHA 3apoabilla XpoMocomy. O6 aTom
coobuaet TACC co ccbinkoit Ha npodeccopa PAH, pykosoanTens nabopatopuun oHToreHeTUkn HAW meanumnHcKom
reHeTukn Tomckoro HUML Mropa Jlebenesa. MeToaunka no3sosiMT 6onee ka4eCTBEHHO NPOBOAUTL NepUHATasIbHYHO
ZIMarHOCTUKY M n3beratb HEHYXXHOrO NpepbiBaHUA 6ePEMEHHOCTY.

cBOel npakTuke nabopatopua oHToreHeTukn HUW meaunuymHckoi reHetukn Tomekoro HUML] ctonkHynack co
CINOXHBIM AWArHOCTUYECKUM CriyyaeM, koraa y pedeHka Obinu BelfBreHbl A0NONHUTENBHBLIE XPOMOCOMHbIE
n3MeHeHuA. Ero reHeTMYeckunin Koz BrIOYaN CBEPXYUCIIEHHYHO Mayto XPOMOCOMY.

«JTO ABNAETCA BCeraa npobaemoi B MpUHATAM PeLEHNI O NPOAOIXKEHNN BEpEeMEHHOCTU, eCTb
pYCKU, CBA3aHHbIE C UHTENIEKTYa/IbHbIM pa3BUTEM pebeHKa, ero 3,0pOBLEM, HAMPUMED
nopokamu cepaua. B Hawem ciyuae 6epeMeHHOCTb MPoXoaunaa HOPMasbHO, CEMbs pelnaa
COXpaHUTb pebeHKa, OH poan/ICca abCONOTHO HOPMabHbIM. Mbl peLLInIv YCTaHOBUTb, MOYEMY 3TO
MpoucxoaunT», - pacckasan Miropb Jlesebes.

ToMCKME reHETHUKM 06 beANHUMNUCH C YUYEHBIMU U3 MHCTUTYTa LuuTONOorMKu 1 reHetnkn CO PAH v npoBesnn HayuHyto
paboTy Ha cpeacTBa rpaHTa Poccuidickoro HayuyHoro ¢oHza. B xoae Hee BbIACHWNOCh, YTO YNOMAHYTaA NULLHAS
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XPOMOCOMa ABMAETCH KOMbLEBOM, a He JIMHEHHOM, Kak 0BbluHble. KOHLbI KOMNbLEeBOW XPOMOCOMbI 3aMKHYTbI CaMu Ha
cebA — 310 AenaeT ee HECTaBUIbHOM M NO3BONAET «BbIXOAWTL» U3 KNETKU B XOAe KIeTOYHOro AeneHud. Fosops
MPOCTLIMU CIOBaMM, y NroZa NPOUCXOAUT CaMOKOPPEKLIMA — eCTECTBEHHOE BOCCTaHOBIIEHWE XPOMOCOMHOro Hadopa.
OTOT NoKa elLe ManonayyeHHbli NpoLecc AaeT BO3MOXHOCTb peBeHKy pasBuMBaTbCH HOPMasbHO.

JInwHAaa Xpomocoma BblABNAETCA y OAHOIo 3apoAbllla Ha 50 Tbica4y. OaHako paHbLUe HeNb3A Obino AO0CTOBEPHO
CKa3aTb, HACKOJ1bKO OnacHa Takad aHOMal11Ad.

Ha ocHoBe nony4yeHHbIX B pesynbTaTe UccrieaoBaHuii AaHHbIX yueHble paspadoTany anroputM. BeigBraa Konblesble
XPOMOCOMbI, OH NMO3BOJIAET CNPOrHO3UPOBaTh CyAbBOY KNETOK C XPOMOCOMHOW aHOMar1en 1 yaHaTb, CTOWT N
npeKpallaTb 6epeMeHHOCTb MO MeAULMHCKUM MoKasaTtenaM Uiu Niok PoANUTCA 340P0BbIM.

Kpome Toro, MeToZinKa nos3sosfaeT UCKIOUMTL OLLMOKK MPKW NpoLeaype UCKYCCTBEHHOro onnoaoTsopeHua. Hepeako
reHeTUKM BbIABMAIOT XPOMOCOMHbIE MyTaLuK Y 3MOPUOHA, CTaBA EHLLMHY B CUTYaL MW NCUXONOTMYECKU TAXKENOro
BbiGopa — NOWTK Ha NpoLeaypy UK HET, 0CO3HaBas BCE PUCKM ANA 340p0BbA pebeHKa.
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