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Muonuctpodus [Jromenna (ML) u ee 6onee nerkas popma — muoguctpodus bexkepa (MB) —
9TO HACJEICTBEHHbIE HEPBHO-MBIIIEUHbIE 3a00J€BaHUs, BbI3BaHHBIE MATOICHHBIMH BapUaHTaMH
B reHe DMD, xogupytomeM Oenok auctpodus. [Ipu ML aucTpoduH MpakTHYECKH OTCYTCTBYET,
YTO MPUBOAUT K MPOrpeccCUpyroliell MBIIIEUHON aereHepanuu, torna kak npu MJIb ero yposenb
CHIDKCH WJIH O€JI0K YacTH4HO (yHKImoHaneH. O0e (hopMBI CONPOBOXKIAIOTCS MTOBBIIIICHHEM YPOBHEH
kpearuapocpoknHazsl (KOK) u rpancamunaz B kpoBu. COBpeMEHHBIE METOIBI TCHHOW TEeparuy U
TEeHOMHOTO PEIAaKTUPOBAHUS, TAKUE KaK TOCTaBKa (DyHKIIMOHAJILHO KOIIMHU TeHa (Harnpumep, npernapar
Onesuauc), 3x30H-ckunmuHT U CRISPR-Cas9-koppekiusi, OTKphIBalOT HOBBIE BO3MOXHOCTH IS
naroreHetndyeckoro sedenus M/IJI/MIB, Ho ux 3pPEeKTUBHOCTh 3aBUCUT OT PaHHEH JUATHOCTHKU.
Lenpro paboThI sIBIsICTCS anpodaius cenekTuBHOro ckpuauara MJIJI/M/IB y neteit 2-ro rofa su3Hu
B Cankrt-IletepOypre. Ha mepBom stamne msmepsiercst aktuBHOoCcTh KOK kunetnueckum YD-MeTonoM ¢
NAC-akruBanuei. [Tanmentam ¢ yposaem KOK>250 EJI/1 mpoBOANTCS MOMCK MATOTEHHBIX BAPHAHTOB
B reHe DMD meronom MLPA u CES. Ilo coctosauio Ha 30.06.2025 uccnenoBansl 2450 00pa3nos:
BBIsIBIICHBI 793 cimyuas ¢ moBeimenHoit KOK, 4 naruenTa ¢ maroreHHsIME Bapuantamu B rene DMD
(TpeM pexkOMEHJOBaHa Tepamus OneBUANHCOM). Takxke BBIABICHBI 5 MaNBYMKOB C MOAO3PEHHEM
Ha apyrue HHM3 (myrtamuu B trenax: GYGI, TTN, CLCNI, RYRI, PLEC). Cpenauii Bo3pacT
oOciesioBaHHBIX JeTeld coctaBun 12,6+1,4 mecsues. IlpeaBaputenbHble NaHHBIE MONTBEPIKAAIOT
3¢ (HEKTUBHOCTB MPETOKEHHON MOJIEIM CKpUHHUHTA 1715 paHHero BolsBieHnus MJ1/I/M/Ib. Buenapenue
TaKUX MPOrpaMM OCOOCHHO aKTyaJIbHO B YCIIOBHSIX MOSIBICHHS METOJ0B TCHOMHOTO PEIaKTUPOBaHHUS
Y TEHHOH Tepamuy, MO3BOJIIONMINX CYIMICCTBCHHO 3aMEIIUTh MPOTPECCHPOBaHIe 3a00NEBaHMS TIPU
CBOEBPEMEHHOM BMEIIATEIILCTBE.

Dunancuposanue: Viccnenosanue nojepxano Harmonansaoit Accormanmeit «I enernkay.
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