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Beenenune
I'en mucrpopuna (DMD, Xp21.2) komupyer u3ohopMHBIC OCIKH, OJUH W3 HUX —
muctpouH.  Mpemmeunas guctpodus romenna (MIJ]) — neransHoe 3aboneBaHue.

[Ipekparniaercss cuHTe3 AUCTpOodHUHA M3-3a MyTalMi (M CABUTA paMKu) cuuThiBaHus B DMD.
OtcyrcTBUe aucTpoduHa BeaeT K noctyrieHno Ca2+ B MUOIMTHI, OHU TOABEPTAIOTCS HEKPO3Y,
UJET 3aMelIeHNEe Ha )KUPOBYIO U COCIMHUTENbHYIO TKaHb. bosee yerkas gopma — MbliieuHas
muctpodus bekkepa (M/IB).

ean ncciaenoBanmsi

CraTucTHuecKkuil aHaJIM3 TUIIA U YaCTOT BCTPEYAEMOCTU MyTallMii B I€HE, KOJUPYIOLIEM
0eiok TucTpoduH YelloBeKa, B T. 4., mpuBoasamux Kk MJIJI.

Marepuajbl 1 MeTOABI

Wndopmamms o DMD B3dra wu3 MexayHapomHou 0Oa3el  naHHBIX — Ensembl
(www.ensembl.org), wumuntuduxkarop rena ENSTO00000357033. PaccuuTtanbl YacTOTHI
ucnoip3oBanus ryanuHa (G) u uurosuHa (C) B «CKOJIB3SIIMX OKHAX» MINHON 140 HYKI€OTHI0B
(uar 20), yactotel ucnonszoBanuss G u C B nepoix (1GC), Bropeix (2GC) u tperbux (3GC)
MOJIOKEHUAX KOJMOHOB. MHpopMmarus o myranusx DMD, Benymmux k M1/, u3 oHnaiiH 6a3bl
nanHbix  Leiden Duchenne Muscular Dystrophy Mutation Database (www.dmd.nl).
Craructuueckuii ananus nposoauics B MSExcel.

PesyabTaTsl

benok mucrpoduH kommpyer TreH, conepxkammii 79 3k30HOB. B 06aze Ensembl
conepxkutrcs uHpopMaius o 97282 myranusax rena DMD. Hacnenyemsix — 93132, u3 HUX B
kogupytomei yactu — 4539 (4,87%), B untponax — 88593 (95,13%). Uucno comaruueckux
myTaiuii — 4150, B konupytomeit yactu — 3916 (94,36%), B untponax — 234 (5,64%). Cpennee
3Hau€HUE CYMMBbI YacTOT HCIOJIb30BaHUA ryaHuHa M nuto3uHa (G+C) Ha NpOTSHKEHUH reHa
cocraBisieT 44,4+9,3%, npu 3TOM 4acTOTa MUCIOJIb30BAHUSI COCTABISAET B MEPBBIX MOJOKEHHIX
kogoHOB 1GC = 54,98+3,68%, Bo BTOphix 2GC = 32,5943,62%, u B Tperbux 3GC =
45,62+5,47%. IlonusK30HHBIE Jeseuu — Haubosee pacrnpocTpaHéHHble MyTauuu npu MJIJI
(57,2%). 13 Hux Gomplias yactek B paiioHe 40-55 sk30Ha (66,3%). Pacnpoctpanens! neneunu 2-
9 wuHTpOHOB. IlONMMAK30HHBIE IyNIMKalUMU dYame BceTpedarorcs B 1-11 mHTpoHax. MoxkHO
IPENIOJIOKUTh, YTO CYIIECTBYIOT KOHKPETHbIE NMPUYMHBI BO3HUKHOBEHUS TaKUX MYyTallUi B
YIOMSHYTBIX palioHax reHa. OQHOHYKJIEOTHAHBIE MyTallMM — BTOPOM IO pacHpOCTPaHEHHOCTU
tun npu MJIJI. TIpu atom noutu 20% otHocuTcs k 3amene C Ha T, a Takke 110001 HYKJIEOTH]T
yamie Bcero 3amensierca Ha T (37%). Berpeuarorcs Taxoke Jenenuy, AYTUIMKAUUd U MHCEPLUU
napbl HyKJI€0TUI0B. Takoro poja MyTaiuu 0ojiee MHOTOOOpa3HbI IO PACIIONIOKEHHIO.

BoiBOaBI

B mexayHaponHbix 6a3zax AaHHBIX HE HaWJIeHO MH(POpPMAIMU MO MYyTalMsSM NaleHTOB
u3 PB. Ho no craructuke B Pb 190-475 takux nanuenTos. T.o0. qanpHelniee U3yuyeHUe MyTalui
reia DMD, BO3MOXHOCTEH WX KOPPEKIIUH, CO3aHUe OOIIepeCTyOIMKaHCKOW Oa3bl MallMeHTOB,
SBIISIETCS. BOXHBIM JJsi ydyacTus PBb B KIMHMYECKHUN WCTBITAHUSIX B HACTOSIIEM U TOUCKA
neuenust M1/l B nabHEHIIEM.
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