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IIporpeccupyonias MbIlIeYHast AUCTPO( U — HACIECICTBEHHOE
3a0051eBaHUE C X-CIEIUICHHBIM PEIIECCUBHBIM TUIIOM HACJICAOBAaHUS,
00y CJIOBJICHHOE MyTallMEN TreHa, KOJUPYIOIIEro OEI0K MUOIIMTOB-
AUCTPO(UH, IPOSBISIOMIMNICA Ae(heKTaMy MeTa00In3Ma Uln
CTPYKTYPBI MBIIIICYHON TKaHH, IIPUBOJAIIMMU K aTPO(UX MBIIIIII,
Pa3pacCTaHUIO COCAUHUTEIILHOU TKAHU U YBEIIMUYEHUIO ) KUPOBOU
KJICTYATKH (IICEBAOTHIIESPTPOPPHH).

ITonoxxenue rena Xp21.2-p21.1

boiie3Hb 00ycioBIeHA MyTallME€N B T€HE , KOAUPYIOIIEM JUCTPOPHH
(DMD; 300377) I1puOnu3UTENbHO ABE TPETH MyTallMil B 00EHX
dbopmax (/{romenHa u bekepa) nmpeacTaBiIsIOT COOOM ASTICNN
OJIHOTO MJIM MHOTHX 3K30HOB B I'€HE AUCTpPO(PHUHA.

IIM/I 8 OMIM niog Homepom 310200
Konx mo MKB-10 - G71.0




Hacnenyercs 1o peneccCuBHOMY THUITY CHEIUIEHHOMY ¢ X-XpOMOCOMOW;

Yacrora Bctpeuaemoctu — [IM/J] Tromenna 1: 4000 HoBOpoXX A€HHBIX
myskckoro noisa, IIM/] bekkepa 1:20000. MyTtauuu B reHe JUCTpOdus
MOT'YT OBITh YHACJIEAOBAaHbI WJIM BO3HUKAIOT CIOHTAHHO BO BpeMs
3apOABIIIECBON JUHUM TIEPEIAYH.

Muopuctpoduu dromenHa u bekkepa sSBISIOTCS allJIeIbHBIMHU
BapHMaHTaMH SKCOPECCUM €IMHOI0 T€HETUUECKOro Je()eKTa B JTOKYCe
KOPOTKOTO 1ie4ya P21 X-XpomMOCOMBI.

B 60—65 % ciydaeB myTaiys IpeacTaBisieT cO00M AeIeIUI0 TeHa
auctpoduHa, a B 5—10 % — ero aymiukanuio. Bectpedarores u
TOYKOBBIC MyTanuu reHa (1o 30 % ciydacs).

OTcyTcTBHE AUCTPOPHUHA MPUBOJUT K IIPOHUKHOBEHUIO N30BITOYHOIO
KaJIbIIUS B CAPKOJIEMMY, YBEIIMYUBAIOTCS MPOSBICHUS OKUCIMTEIBHOTO
CTpecca, MIPUBOAAIIMN K CMEPTH KJIETKH. MBIIICYHBIE BOJTOKHA
ITOJIBEPTarOTCsI HEKPO3Y , MPOUCXOAUT 3aMEHA MBIIIICYHON TKaHU Ha
KUPOBYIO ¥ COCIUHUTEIBHYIO.



Kinuuanueckne popmer [TM /]

e [IMJI TromieHHa — Tskenast popMa MHOAUCTPOPHH,
OTJIMYAKOIIASICSI PAHHUM HAa4aJIOM, OBICTPBIM YCYTyOJICHHEM
MBIIIICYHOM CJIA00CTH, BBIPAKCHHBIMHU Je(OpMaIsIMHU CKEJIETa U
MOPAKEHUEM CEPJICUHOM MBIIIIIBI. XapaKTepU3yeTCsl Ha4aJIOM B
IepBbIC 3-5 JeT KU3HU PEOCHKA, TAKEJIBIM TCYCHUEM, IPUBOASIIIUM
K IOJIHOM 00€3/IBU>KEHHOCTH Y TMOEJIH ITAlIMEHTOB B CPEIHEM K
Bo3pacrty 15-25 ner.

e IIMJI bekkepa — BapuaHT ¢ 0oJiee 3aMEJICHHBIM U
T0OPOKAYECTBCHHBIM TCUECHUEM. 3a00ICBAaHUE XapaKTEPU3YETCS
MOCTENCHHO YCYTYOISIOIMICHCS U PACIIPOCTPAHSIOMIECHCS MBIIIIEYHON
C1a00CThIO, THIIOTOHUEW U aTpo(HeH, IepBOHAYAIBHO
BO3HHMKAIOIIIEH B MBIIIIAX OCAEp U TA30BOIO IOsICA.
IIporpeccupoBanne 00Ja€3HA NPUBOAUT K IIOTEPH OOJILHBIMU
CIIOCOOHOCTH CaMOCTOSITEIBHO MEPEIBUTAThCA K Bo3pacTy 40 JeT.




CHMIITOMBI

IIMJ1 Hronieana

Manudect B 2-5 aer;
porpeccupytomias ciadocThb
MBIIIII] Ta30BOTO U INICUEBOTO
11osica; HECIIOCOOHOCTh XOIUTh
nocie 12 geT; Kudockoanos;
IbIXaTelIbHAS
HEJI0OCTAaTOYHOCTh B BO3PACTE
20-30 net; kapauoOMHUONATHS;
CHIDKEHIE MHTEJIEKTa

IIMJ1 bekkepa

Manudect B 10-15 mer;
MEIJICHHO IIPOrpecCcupyromias
CJ1a00CTh MBIIII] TA30BOTO 1
IIJICUEBOTO MOICA; COXPAHCHHUE
CIIOCOOHOCTH XOIUTH T1ocie 15
JIET; IbIXaTeJIbHas
HEeI0CTATOUYHOCTE toce 40
JIeT; KapAUOMHUOIIATHUS




Popma OwouweHHa

M LI EYHSA TMAOTOHMA McepaorMNepTod A MEDOHOHHBIY  CHMMEEHME MHTENNeETS
BABILL LY

TopMa Jadgyan-HepeHuHa O TansMonnerMyackan AucTaneHas fopra

http://rspp.com.ru/image7T5%36-2.html

http://universalsoloads.info/?
d=Beckers+muscular+dystroph
y++Wikipedia

Muognctpochua Bekkepa momeT PAa2BMBATLCA
nocne 15-20 neT, NPOTEKasT ropasno Marde.
BoneHbie ¢ 210 oproil muoguetpodum

- OCMBADT 00 3penoro Boapacrta. Hapywenna
MHTENNASKTA O HeS HEXADAKTEPHDbI,
PETPAKLMK CyXOMHMIMEA 1 KOHTPAKT ¥PEI MEHaS
BEIPDAKEHLI, Y8M NP MmuonucTpod i
QoWweHHA, KAPOWMOMMONATAA MOXKST
OTCYTCTBOBATL. JOHAKD ¥ HEKOTOPBIX BONBHBLIX
HaPYLWeHNA OeATENLHOCTH Cepaua BLICTYNAT
HA NEPBbLII NNAH 1 YACTO ABNAKITCA
MAHUPECTHLIM CHMOTOMOM Bonaeadn. Kpome
TOrD, y 4acT BonbHLX MuoaneTpodren
Bekkepa coxpaHeHa epTurbHOCTL, NOSTOMY
B3POCNLIE BOMLHLIE YEPas AoMb MOy T
nepenAasarts 3a60NeBAHUE CBOKM BHYKAM
(«apdpexT nepax).




JlnarHocTuka
OLICHKA COCTOSIHUSI HEPBHO-MBIIIEYHOU CUCTEMBI C TIOMOIIIBIO
CTaHIAPTU3UPOBAHHBIX IIIKAJI ¥ TECTOB;

onpeaeneHue kpearnHpocokunassl (KOK) tpancamunasz AJIT,
ACT B 0/X KpOBH;

MOP(OIOrHYE€CKOE 1 HUMMYHOXHUMHUYECKOE UCCIIE0BAaHNE 00Pa3IlOB
MBIIIEYHON TKAHU, TCHETUYECKOE KOHCYJIBTUPOBAHUE Y AHAJIU3

JTHK.
OMT u DHT.



JleueHnue

Teparnus DIFOKOKOPTUKOUIAMU — €AWHCTBEHHBIN U3 JIOCTYIHBIX
METOA0B MEIUKAMEHTO3HOTO JICYEHUS, KOTOPBIU MMO3BOJISET
3aMEJINTh YTPATy MBIIICYHON CHIIbI U (DYHKIHUH, YMEHBIIUTh PHUCK
Pa3BUTHS OPTONEANUECCKAX OCITOKHEHUN U CTAOMITU3UPYET
(PYHKIIMOHATIBHOE COCTOSHHUE JIETKUX U CEep/IIa.

* OpeaHu30H/IpeaHn30y0H 0,75 MI/KT/CyTKH, yTPEHHUMN TTPUEM
npenapar InepBoi JJUHUK TP OTCYTCTBUH TaKUX (PaKTOPOB, KaK
M30BITOK Beca /MU HApYIICHHUE TTIOBEICHUS,

e nedaa3zokopt 0,9 MI/KI/CYyTKH, yTPEHHUN OPUEM — Mperapar
NEPBOM JIMHUU MPU HATUYHAM CYIIECTBYIOIIUX MTPOOJIIEM C BECOM
W/VJIHA TIOBEJICHUEM.
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