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O6Hapy)XeH reH cepaeyHbix 3a6oneBaHuMm

60 MUINIMOHOB YESIOBEK B MUPE ABMIAKTCA HOCUTENAMM FEHETUUECKOW MyTaL MK, KOTopas NPaKTUUECKU HEU3BEXHO
MPUBEAET K Pa3BUTUIO Y HUX CepAeYHbIX 3a00neBaHui.

CornacHo uccnefosaHuto, onybnukosaHHomMmy B xypHasne Nature Genetics, HoCUTeNAMM TakoW MyTaL UK ABAETCA
OKOIOo 4% HaceneHua nonyoctposa MHAOCTaH. PUCK BO3HWKHOBEHMSA Y 3TUX NtoAei cepaeyHblx 3aboneBaHuil
NPMMEepHO B CeMb pas Bhille, YeM y obnazaTenei 340poBoro rexa.

Mo cnosam npeacrasuTenen MexxayHapoAHOU KOMaHAb! y4eHblIX, MPOBOAMBLUUX UCCIEefoBaHWe, KparnHe peaKo MOXHO
BCTPETUTb HACTOSIbKO PacnpoCTpPaHeHHOE reHeTUUYECKOE OTKIIOHEHWE, UMEIOLLIEe K TOMY XKe HaCTOSbKO HENPUATHLIE
nocneacTBUs.

CepaeuHble 3aboneBaHus - OCHOBHasA NpUYMHA CMEPTHOCTH B MUpe, 0cobeHHo B MHauK, rae aTa npobnema B
6nuxaiiLune roabl CTaHeT elle ocTpee.

CornacHo pacuetam Bcemumpron Opranusanun 3apaBooxpaHenus, kK 2010 rogy okono 60% Bcex noaen,
cTpazarolmnx ot 3aboneBaHnini cepeUHO-COCYAUCTON cUCTEMbI, ByayT NpoxuBaTb B MHAMM.

HenpaBunbHbIi 6enoK

BrepBbie yueHble 06HapyxunuM MyTaLuto reHa, oTeevatroLero 3a nponssoactso 6enka MYBPC3 (oH coaepxuTtcsa
UCKITFOYMTENBHO B CEPAEYHbIX TKAHAX), NATb NIeT TOMy HasaZ B ABYX MHAMMCKUX CEMbSX, YIEHbl KOTOPOW cTpaZjanu oT
KapavomuonaTuu - 6oresHuU, NPUBOASALLENH K MOPAXKEHUIO CePAEUYHON MbILLLbI.

Ins npoBeaeHus Goree LMPOKOro UccneaoBaHus 6o npusnedeHo 800 nayMeHToB, CTpadatoLlmx cepaeyHbIMM
3aboneBaHUAMM, B KOHTPOMbHYHO rpynny Bowwnv 700 aobpoBonbleB. Ero pesynbTaThl Nokasanu, YTo reHeTudeckas
MyTalu1s Takoro poAa A0BOJSIbHO pacrnpocTpaHeHa U HabnroaaeTcA NPUMEPHO Y KaXA0ro COTOro YeroBeKa.

Puck pasBuTUA 3a60neBaHm7|, CBA3AHHbIX C cepaequ-cocyaMCTon CUCTEMOMN, y HocuTenen MyTunpoBaBLUEro reHa
noAcCKaknBaeT B CeMb pas, 4TO O3HA4YaeT NpaKTU4eCKu HeunsbexxHoe BO3HUKHOBEHWEe B0nesHMU.

B nabopaTopHbIX yCroBWsX UCCriefoBaTen NPOAEMOHCTPUPOBAIN, UTO CEpAEUHbIe KIeTKMU, HocALme B cebe
MyTauuto, NP1 KOTOPOK BbinagatoT 25 OyKB reHEeTUUECKOrO KOAa, MPOM3BOAAT HenosHoUeHHbIM 6enok MYBPCS3,
KOTOPbIW HapyLIAeT CTPYKTYPY CepAeYHOM MbILLLibI.

Mo cnoeam yueHblx, y NoAel MOMOAOro Bo3pacta opraHMaM yCheLLHO crpasnssncs ¢ "MoMoMKon" U BoccTaHaBnMBan
NPaBUIIbHYO CTPYKTYPY Benka.

OpaHako B 3penoM Bo3pacTe 3TOT MexaHW3M HaunHaeT paboTaTtb BCe Xy)Ke, UTO M MPUBOAMT K PasBUTHUIO CepaeyHO-
cocyaucThIX 3aboneBaHui.

Kak nepexutputb asontouuto

Kpuc Tannep-CmuTa, coTpyaHuk BputaHckoro nHeTuTyTa Wellcome Trust Sanger Institute cunTtaet, uto ata
reHeTuyeckana myrtauua, no BCEM BMAMMOCTH, BUANMO BO3HUKIIA NPUMEPHO 30 ThicAY neT TOMY Hasaj,

B otnnumne o1 60NbLUMHCTBA APYrMX HEraTUBHbBIX FEHETUUYECKUX MyTaLWi, UCUe3atoLLnX B pesyibTaTe 3BOOLUMU, 3TOM
yZanoch YCreLIHo pacnpoCTPaHUTLCA, Tak Kak Yallle BCEro ee NocrneAcTBUA CKasbiBatOTCA HAa 340POBbE YesloBeKa
NYLLb MOCS1E TOro, KaK y HEro POAWUIUCE AETH.

"O6blYHO MyTaL MK NBO LUMPOKO PaCTpOCTPAHEHbI, HO NPU 3TOM HE OKa3blBatOT 3HAYUTENBHOMO BIIMSHNUA Ha
COCTOfIHME 310POBbA, MO0, HANPOTUB, OKA3LIBAKOT, HO MPU 3TOM HE TaK LLMPOKO PacripOCTPaHEHbI, - FOBOPUT YYeHbIW.
- YavBnaeT UMEHHO coveTaHue CTOMb CYLLEeCTBEHHOro BO3AEMCTBUA Ha 340POBbLE U CTOSb BbICOKOrO
pacnpocTtpaHeHusa".
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Mo ero cnosam, B NpUHLMME, O4YEHb HECITIOXHO TECTMPOBATL MOJSIOALIX NtoAEN Ha Hanuume mytauuu. OaHako
npobnema 3aknoyaeTca B TOM, YTO 3D HEKTUBHBLIX METOZOB €€ NIeYeHNUs NoKa He HaaeHo 1 Bce, YTO JOKTOpa MoryT
MOCOBETOBaTb HOCUTENAM MyTUPOBABLLErO reHa - 3TO BECTHU 30P0BbIN 00pa3 XU3HU.
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