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FeHeTnYeckasa guarHocTuka mbiweyHon auctpodpua OroweHHa u bekkepa (DMD)

MNMokasaTtenb PesynbTtar Ped. 3HaueHusn

[MaTonornyecknx geneunn n gynnukaummn
9k30HOB 1-79 B reHe DMD obHapyxeHo He
ObIno

[eHeTnyeckas AMarHOCTMKa MbILLEYHOM OGHapyxeHa naTonornyeckas geneums
anctpodumsa OiowerHHa n Bekkepa (DMD) B reHe DMD 3k30Ha: 41-55.

KommeHTapum Kk npobe:

OuncTtpoduHonaTm npeacTaBnsitoT cobor CNekTp HacneaCTBEHHbIX X-CUENMEHHbIX 3aboneBaHui, BbI3bIBAEMbIX Pa3fIUYHbLIMA
natonoruyeckummn abeppaunsmu B reHe DMD. Y HocuTenen myTaumm MyXCKoro nona puck passutus 3abonesaHusa coctaBnsaet 100%,
y HOCUTEnen XeHCKoro nona — nposieneHus 3abonesaHus 6onee markne, nubo He HabnogaTcs coBceM. TSXeCTb NPOSABNEHUI
ancTpoduHonaTuii 3aBUCHT OT TUMNOB MyTaLU U MOXET BapbMpoBaTb OT aCUMMTOMAaTUYECKOrO NOBbILIEHWS KpeaTUH(OCHOKNHa3bI
WITN MbILIEYHbIX CYA0POr C MUOTNOGUHYpUEN, 0O Pa3BUTUS KITACCMYECKMX CUHOPOMOB, TakUX Kak MbllevHas auctpodusi Bekkepa n
OioweHHa. Muogunctpodums AoweHHa (M) vaiwe Bcero maHndecTnpyeT B paHHEM AETCTBE A0 5 NeT € 3a4epXKn AOCTUXKEHUS
OCHOBHbIX 3TanoB MOTOPHOrO Pa3BUTUS, N XapaKTepuayeTcs NoMnHbIM OTCYTCTBMEM CMHTE3a (PYHKLUNOHANbHO aKTUBHOIO ANCTPOUHA.
Ha HavanbHbIx aTanax M B OCHOBHOM NnopaatTcs NPOKCMMarbHble OTAenNbl MbILLEYHOM cnucTeMsl (MbllwLbl 6eapa, Tasa, nnevyesoro
nosica), Ho Npv NocneayoLLen NPorpeccum 3aTparnBatoTcs BCE OTAENbI MbILLEYHON CUCTEMBI. [TOMUMO BbIpaXXeHHOM MUoaNCTpodun y
naumeHToB ¢ M1 HabnopaTCa NOBLILEHNE YPOBHS KpeaTMHAOCHOKNHA3bI, NCEBAOTMNEPTPOMUS MBbILLL, FTONEHEN, PasnnyHble
CKerneTHble aHOManuu 1 kapanommonaTus, Yalle Bcero Bo3Hukatowwas nocne 18 net. MNpumepHoy 75% naumeHtos ¢ M
HabnogaeTcs geneuns unu gynnmkauust O4HOro UM HeCKONbKMX 3k30HOB reHa DMD. Muoauctpodus Bekkepa (MB) npeactaBnsieT
cobor 6onee nerkyto hopmy AUCTPOUHONATUM, XapaKTEPUIYHOLLYIOCA 4OCTAaTOYHbIM CUHTE30M (PYHKLMOHANbHO akTUBHOMO Gernka.
Mpu MB HabnogaeTcsa MblleyHasi crabocTb NPOKCUMAIbHbIX OTAENOB MbLUL, HU3KasA TONEPaHTHOCTb K HAarpy3kam,
MWOrNoBynMHypus, MManrus 1 NoBbiLEHWEe YPOBHSA KpeaTuHgochoknHasbl. Jeneumnu n gynnmkaunm ogHOro Unmn HeCKoNbKUX 9K30HOB
reHa DMD saBnstoTcs Hanbonee YyactbiMu HabnogaeMmbivu npu MB reHeTndeckummn abeppaumamu (70-80% Bcex cnyvaes).
OuncTtpoduHonaTns moxeT NposiBnATbes y 5-10% HocuTene MyTauum XXeHCKOro nona MbileyvyHon cnabocTeio, Muanruen, cygoporamm
1 gunaTtaunoHHON kapguomuonaTtuen. AuctpodurHonatum — X-cUenneHHble 3aboneBaHusa u HacneayeTcsi N0 ayTOCOMHO
-0OMUHAHTHOMY TUMy, TOo ecTb MMeeTca 50% pucka HacrnegoBaHMs AaHHoOro 3abonesaHusi oT MaTepw ¢ abeppaHTHbIM FEHOM.
lMpeacTaBneHHble 4aHHbIE N MHTEpNpeTaunsa pesynbTaTtoB COOTBETCTBYIOT pekoMeHaaunam European Molecular Genetics Quality
Network.
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