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FeHemuyeckas nabopamopus Health in Code, YHusepcumem Jla KopyHes, UcnaHus

BHe3anHan cepaeyHas cMepTb cocTasAeT 20% CMepTHOCTU B oblueii nonyaaummu’. B gaHHOM aoknage
byaeT npeacTasneHa UHGOPMaALIMA O MATOTEHHbIX FTEHETUYECKUX BapuaHTax, KOTOpble MOTyT NPUBECTU K pa3Bu-
TUIO BHE3AMHOW CepAEYHON CMEPTU C KAMHUYECKUMM Cydasmu. Halwa reHeTuyeckas nabopatopua umeet 20-
JNIETHUIA OMbIT reHeTUYECKON AMAarHOCTUKM HacNeACTBEHHOIO CepAeYHO-COCyAMCTOro 3aboeBaHumsA, YTO NO3BO-
N0 Ham NoAyYnTb 6a3y AaHHbIX U3 142 000 NauMeHTOB C 3TOM Natonorueit. Mbl Tak:Ke NPOBOAUM CUCTEMAT K-
YyecKkue UCCaef0BaHWA B iMTepaType No HOBOM MHPOPMALIMM O HOBbIX BapUaHTaxX U reHax, v B HacTosLee Bpe-
MA Mbl MOXKeM [aTb NPOrHOCTUYECKYIO MHPOPMALMIO A1 HEKOTOPbLIX BapMaHTOB y NpobaHaa M YNeHOoB ero
cembM.

Tmneptpoduueckas kapauommonatua. [KMI xapakTepusyeTtca runeptpoduein N1eBoro Kenyaouka He-
BbIAB/IEHHOI 3TUONOIMK, YaCTO ¢ NPeobaafaloLLM BOBNEUEHNEM MEXKENY0UKOBOI NeperopoiKkm, a Takke ¢
disarray kKapanommuoumTos 1 dbnubposom>. Yactota BCC ABnAETCA HU3KOI (<1%) y 60NbLIMHCTBA NalmMeHToB. Tem
He MeHee, Hebo/bLLOE KOIMYECTBO NALIMEHTOB MMeeT ropasao 6onee BbicOKMIA puck BCC. B npeseHTauuu npu-
BOAMTCA UCCNef0BaHNe, NPoBeAeHHOe B Hawel nabopatopun Health in Code no mytauuam B 061acTu KoHBep-
TepHOro pernoHa ronosbl MYH7, ogHa u3 Kotopbix Arg719GIn nopasxaet 143 cembu, 470 naumeHnTos (350 ¢
TKMM 1 120 apyrve KMM) 1 npusoauT k 158 BCC?

ApUTMOreHHasa KapauomuonaTua npenctasnseT coboit HacneacTBeHHoe 3abosieBaHWe, XxapakTepu-
3yloLLEecs NPOrpeccupyoLnM KUPOBbIM U GUOBPO3HBIM 3aMeLLleHNEM KapAUOMUOLIUTOB U BeayLlee K XKU3He-
YrpOXKaloWMM apUTMUAM U cepaedHOoi HegocTaTouHocTU. Mpu nopaxeHun JIK ecTb BbICOKUIA PUCK pa3BUTHA
KU3HEYTPOXNKAIOLMX aPUTMMUIA, BeAyLLMX K BHE3aMHON CMepTH B MOOA0M Bo3pacTe™®

BbicokonpoussoautenbHoe ceKkBeHupoBaHue. MossneHne NGS npuseno K nporpeccy B 60/1blUMHCTBE
[HK-guarHoctnyeckmx nabopaTtopuii, OT CKPMHUHIA OAMHOYHBIX FEHOB UAN HeBOoNbLUMX NaHenel reHoB A0 Tec-
TMPOBaHMUA BONBLIMX MHOTOTPaHHbIX NaHenel, COCTOALUMX W3 ecATKOB reHo’. MpaBuUAbHas KAMHUYECKAA W
6uonHdpopmaLMoHHan MHTepnpeTauma n 6onbluas 6as3a AaHHbIX O4EHb BaXKHbI B FEHETUYECKOM UCCNEA0BAHUN.
WX Lenb cocTomT B TOM, 4TObbI AaTb MHGOPMALMIO O NATOTEHHOCTU KaXA0ro U3 BapuaHTOB, KOTOPas BbINOHA-
I0TCA HEe TONIbKO BMONOraMm, HO U KAMHULMCTaMK, JAOWUMM NPaKTUYeCKMe PeKOMEHAALMN NO BEAEHUIO 3TUX
NaLUMEHTOB U CHUMKEHWUM pUcKa passutusa BCC.

Kniouesble cnosa: aputmuu, KapAMoMMOnNaTMK, BHE3anNHaa cepaeyHan CMepTb, reHeTUYecKan guarHo-
CTUKA, CEKBEHWPOBaHNe HOBOrO MNOKONEHUA, KIMHUYECKaA MHTepnpeTaLma.
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