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LLinszodppeHuna: reHeTUUeckas, HO He
HacneaCcTBeHHas

CroHTaHHbIe MyTaLKu HECYT OTBETCTBEHHOCTb 3a MOSTOBUHY CriydaeB 3ab0rieBaHus WHM30pPEHUEN, yCTaHOBUMH
FEHETUKM. OTO CTABUT NOA BOMNPOC BO3MOXHOCTb NPEBEHTUBHON rEHHOW KOPPEKLMM 3TOM NaTONOrnK v 3aaeT HOBYHO
cTpaTter1io B u3yyeHun 60nesHu.

HecmoTpa Ha npocnexveaemyto B 60NbLLIOM YKCTIe CrlyYaeB HacneACTBEHHYO NPpUPoay LM30PPEeHUU, MHOXECTBO
ntoaei 3aboneBatoT eto, He UMeA HUKAKOM «MII0XO0W» HaCNeACTBEHHOCTH.

Takue cnyyam OTHOCAT K paspaay cnopaanyeckon HeHacneACTBEHHOM LWKM30dpeHMH, Mpupoaa KOTOPOK ocTaeTcA
HEBbIACHEHHOW.

MokasaTb MyTaLMOHHYIO M OAHO3HAYHO HEHACeACTBEHHYH Npupoay 3abornieBaHnA Kak MUHUMYM B 50% criyyaes Tak
HasblBaeMOW CNOPaANYECKON LUM30PPEHUN YAANOCE UCCNEea0BaTENbCKON rpynne MeAULMHCKOro LeHTpa npy
Konym6uiickom YHueepcuteTe (CLLA), paboTatoweit noa pykosoacteom Mapuu Kapavopry (MD) v Ihxoseda Moroca
(PhD, MD) v ony6nukoBaBLLel onucaHue cBoero oTkpbITUA B Nature.

MeZuku conocTaBum reHbl 60sbHbIX WKM30dPEHNEN adPUKAHEPOB C reHaMK UX BNKaNLLMX POACTBEHHUKOB, a TaKKe
C reHamu 340POBbIX JIOAEN U3 KOHTPOMLHOM rpynmbl. APprKaHepbl (MOTOMKKU EBPONENCKUX KOSIOHUCTOB
rofIaHACKoro, HEMELKKOTro U ppaHLy3CcKoro npoucxoxaerus, npoxusatowme B KOAP 1 Hamubuu) 6binv BoiOpaHbl Kak
OTHOCUTENBHO M30NIMPOBaHHANA STHOrPYNNa, Ha NPOTHXEHUU HECKOSbKUX MOKOMEHUI HacenaBLUAnA KOMMNaKTHYO
TEPPUTOPUIO. B reHeTnyecknx uccneioBaHuaAX Takas U3onsauua — BaXKHOE yCroBKe, No3sonstoLlee 6onee TOYHO U
KOPPEKTHO pasnunyatb HOBbIE, HE HACNEACTBEHHbIE, FTEHETUYECKUE MyTaLMKU OT HACTEACTBEHHbIX.

15 net Hasag rpynna Kapavopry onvucana HOBYH CMOHTAHHO BO3HUKAIOLLYHO FrEHETUUYECKYIO MyTaL o, OTBETCTBEHHYHO
3a 0AVH-ABa NPOLEHTa CriyyaeB Criopaanyeckon HeHacneACTBEHHON LM30PpeHUn. Yepes HECKOMBLKO NeT, C
COBEpLUEHCTBOBaHWEM TeXHOMorMn cekseHnpoarmna JHK, ypoBeHb 3a60neBaeMoCcTH LWK30ppeHnen oT
HeHacneacTBeHHoro gedekra B reHe DGCR2 Bbipoc yxe 10 10%.

InAa uccnenosaxus, pesynbtaTthl KoToporo ny6nukyet Nature, 6bina Ucnonb3oBaHa y)xe HoBeMLlan TeXHONorus
«rny6OoKOro CeKBEHMPOBaHUS», NO3BOSIAOLLAA CONOCTaBMATb NPaAKTUUYECKU BCE HYKNEOoTUAHbIE NocneAoBaTelbHOCTH
cpaBHuBaembix JHK.

Ha aToT pas, 6narogapa 6onee coBEpPLUEHHOW TEXHOMOMMHU, yAanochk TOYHO BbIABUTL yxe 40 HeHacneACTBEHHbIX
MyTauui pasnuyHbIX FeHOB — U3MEHEHWI, KOTOPLIE MPOBOLMPYHOT MOJIEKYTIAPHYIO AedopMaLuio BESIKoB U B KOHEUHOM
UTOre HapyLUEeHUEe KIMEeTOUHbIX, OPraHUYeCKUX U NCUXMUYECKUX PYHKLMK. ABTOPbI CTaTbW YBEPEHbI: AdSTbHENLLNE
nccneaoBaHnsa C BbICOKOM BEPOATHOCTbLIO MOTYT BbIABUTb YXXe COTHU TakKnX HeHacneACTBEHHbIX MyTaLWIVI, YTO CTaHEeT
OrpOMHbIM LWarom enepej B NOHMMaHWK NPUYKH U CLeHapueB pasBUTUA aTOM BONEesHMU.

«OTKPbITUE TaKUX HEHACTEACTBEHHbIX MyTaLWi GyHAaMeHTanbHbIM 06pasoM MeHAET Halle NoHMMaH1e
reHeTUYECKUX MEXAHU3MOB LLUK30DPEHUU», — CUMTAET BeAyLUMiA aBTop nybnukaumu, npodpeccop Hepobuonorum
Konym6éuiickoro yHuBepcuteta BuH Cy. «®akT, uTo MyTauun oBHapyXeHbl B pasfiMyHbIX reHax, npeacTaBnfeTca B
[aHHOM Cyyae OYeHb BaXHBLIM, TaK Kak 00 bACHAET KOMMIIEKCHBIN XapaKTep HEMPOCUMMNTOMOB, aCCOLUUPYEMbIX C
LIM30PPEHNEN», — TOBOPUT OH.

MoTeHuMansHO GOSbLLIOE YMCTIO HOBbIX MyTaLuid, OTBETCTBEHHLIX 32 Pa3BUTUE NATONOMMK, HE TOMBKO 00BACHAET
MHOTOUYUCTIEHHbIE Cllyyaun Cropasnyeckon LUK30dPEHUH, HO U CTaBUT NoA GOsbLLIOW BOMPOC BO3MOXHOCTb
MPEBEHTUBHOM reHETUUECKOWM KOPPEKL MU 3TOM BONesHW — cTpaTteriio, 0A08pPeHHYH0 HayuHbIM coobLuecTBoM. MNoxoxe,
UTO OT ITUX MEPCMEKTUB NPUAETCH 0TKA3aThCH.

HacneacteeHHas WM30dpeHHa, pUKCMpyeMan B M30/TMPOBaHHbIX cooBLLecTBax, IeMCTBUTENbHO UMeeT MecTo. Ho,
BO-MEepBbIX, Ha3BaTb OTBETCTBEHHbLIM 3a LUM30MPEHUIO OAMH NN [aXKe HECKOSBbKO KIoUEBbIX A8 (DEKTHbLIX FEHOB YXXe
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He yaacTcA. M, BO-BTOPbIX, KOPPEKLMA AaKe KNOUYEBbIX ANA LUM30DPEHUN fedEKTHBIX TEHOB yxe He ByaeT
rapaHTUpoBaTb, YTO FEHETUYECKME MyTaLMK CHOBA HE BOSHUKHYT.

OpaHako, NoHAB, KaKMe reHbl 3a Kakue MOJ1eKynApHble AePEKTbl 0TBEYAKT, MOXHO 6onee TOYHO KOPPEKTUpOBaTb 3TN
ANUCOYHKLMM C MOMOLLIbIO JIEKapCTB. B aTtom cmbicne OTKPbITUE YYEHbIX U3 KOHyMéMVICKOFO yHuBepcuTeTa A0JHKHO
CKOppEeKTUpoBaTb HanpaBieHne AanbHENLINX uccnenoBaHui U METOAOB SleYeHus LnM3odppeHnu.
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