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® XpOHUYecKoe
nporpeccupytoulee HacneacT
BEHEHOE HEPBHO-MbILLIEYHOE
3aboneBaHMA,
XapaKTepusyrLimecs
NnepBUYHbIM MOpaXKeHNEM
MbILLIL



® 3aboneBaHMe Ha3BaHO
B YeCTb (PpPaHLy3CKOro
HeBponaTtoJsiora sKy/ibe
mMa beHOxamMuHa
AMaHOa
ArwweHHa (Guillaume
Benjamin Amand

Duchenne), KoTopbin
BNepBble onMcan 370
3ab6o0/s1eBaHMe B 1861

2oay.







Hacnepyetca no peueccmMBHomy Tmny,
cLueneHHOMY C X-XPOMOCOMOM

YacToTa BCTPEYAEMOCTU - COCTaABIAET OKOJI0
30 Ha 100000 HoBOpPOXAEHHbIX MaJIb4MKOB

YacToTta BCTpeyaeMoCTH - y 1 yesnoBeKa Ha
4000 HOBOPOXAEHHbIX MYXCKOro noJsa.

MyTtaummn B reHe AMCTPOMDUH MOryT

ObITb UM BO3HUKAIOT
CMOHTAHHO BO BPEMS 3apO/blLLEBOM JIMHMMU
nepegayu.




® MbiweyHasa auctpodua JoleHHa 06ycnoBieHa MyTaumen B
reHe ducmpo@uH, Kotoporo Xp21. AnCTpodunH oTBeYvaeT
3a COeAUHEHME LUTOCKEIeTa KaXKA0ro MbILLIEYHOro BOJIOKHA C
OCHOBHOM 6a3a/1bHOMN NIaCTUHKOMN (BHEKJIETOYHOIO MaTpMKCa)
yepe3 6eNKOBbIM KOMMJIEKC, KOTOPbIM COCTOUT M3 MHOIMMX
cy6beanHuy. OTcyTcTBUEe p,MCTpochHa NpUBOAMT K
NPOHUKHOBEHMIO M36bITOYHOrO KaslbLiMA B CapKoNEMY (KNETOUHYIO
MemMbpaHy). Kak cneactBmMe M3MEHEHUA 3TUX CUTHaJIbHbIX NYTEN,
BOJA HaMNoJIHAET MUTOXOHAPUM, KOTOPblE MNOC/IE 3TOro
pa3pbiBatoTcA. [pu ,D,I/ICTpOCI)MM CKeIETHbIX MbILLL,,
MUTOXOHApPUAJIbHaA AUMCHOYHKLUMA NMPUBOAUT K YCUJIEHUIO CTpecca
BbI3BAHHOIO LIMTO30/1bHbIM-Ka/IbLUMEBLIM CUIHA/IOM U YCUJIEHUIO
NPOU3BOACTBA CTPECC-UHAYUMPOBAHHbIX aKTUBHbIX (DOpPM
kucnoposa (A®K). B 3TOM C/10’)KHOM KaCKaZJHOM KOMIJIEKCe,
KOTOPbIX BKJIOYAET B CE6S HECKO/IbKO peaKLMM elle 0 CUX Nop
HE MOHATHO A0 KOHLA, NoYeMy M3-3a NOBPEKAEHMA CapKOJIEMMbI
YBE/IMYMBAIOTCS NPOSAB/IEHUA OKMCIMTENBHOIO CTPEecca, KOTOpbIN
B UTOre NMpUBOAUT K CMEPTHU KJIETKU. MbllLieYHble BOJIOKHA
NnoABEPrarTCAa HEKPO3Yy U, HaKOHEeL,, MPOMCXOAMT 3aMeHa
MbILLEYHOW TKAHMU KMPOBOM, @ TAKKE COEAMHMUTEJIbHOM.



MuKponpenapaTt MblilLbl B CTaAMW YaCTUYHOM COXPAaHHOCTM ABUraTe/IbHOM
MdyHKUUM: 6ecnopsaaoyHOe pacnosioXeHue pa3HoKaIMbepHbIX MbILLEYHbIX
BOJIOKOH — aTpodupoBaHHbIX (1), HOpMasibHOro AnameTpa (2), e AMHUYHbIX
rMnepTpodmpoBaHHbIX (3); AMCTPOPUYECKME M3MEHEHUSA B YAaCTU MbILLEYHbIX
BOJIOKOH (4); pa3pacTaHue coeMHUTENIbHOM TKAHU B SHAOMMU3UM (5);



MuKponpenapaT Mbilubl B CTagmMmn 006€34BUKEHHOCTU: e AUHUYHbIE
aTpop1poBaHHbIE MbILLIEYHbIE BOJIOKHA (7) cpean (pMBPO3HOM U KMPOBOM
TKaHW; IMMPOUAHOrMCTUOUUTaApHAA MHDUAbTPauUA (2)



® [lepBble CUMMNTOMDI
nosasnawTcaAB 3 -5 -
6 net




® ABNAETCA MbllWeYHasa caabocmsb, KOTOpPas B
NepBYI0 o4Yepeb CBA3aHa C aTpodMeEN MblLLL,
a UMEHHO CKENETHOM MbILLEYHOU TKAHM.

® B nepsyto oyepenb aTpoPMpPYyOTCA MbILLLb
b6enep, Tasa, nJiey U UKPOHOXKHbIE MbILLLIbI.

® MbilLeYyHada cnaboCcTb BO3HUMKAET TaKXe B
PYKax, Liee U ApYrmx 4acTax tena, Ho
06bI4YHO HE TaK paHO, KaK B HUXHEM YaCcTH
Tena.

® lNcesgormneptpodma MKPOHOMKHbIX MbILLIL



7
- K 5 rolam MbllleYHasa cnabocTb BbISBASETCA Npy ocMoTpe. U3

NONIOXKEHUA , ONMPAACb CHa4ana Ha COGCTBEHHbIE KOJIEHM,
3aTeM Ha begpa
Kak npasuo, , MPUYEM UCTMHHAA TMNEPTPOPUA MKPOHOMKHBIX MbILLILY

B Ha4daJie 6OJ'Ie3Hl/I CO BpEMEHEM CMeHFleTCﬂ I'ICGB,D,OI'I/II'IeprOCI)MeM MblLULa
3aMellaeTcA >Kl/IpOBOM 7 COG,DMHI/ITefleOM TKaHbKO

K 6 rogam dpopmupytotcs U

HapacTaeT, NPEMMYLLECTBEHHO CTPajatoT
I'IpOI-(CIAMaﬂbeIe MbILLLbI HOT (OCOBEHHO) M PYK, CrMbaTenn Len

C 8-10 net 60/1bHBLIM TPEGYIOTCA KOCTbINIM, U3-3a NPEUMYLLECTBEHHO CMAAYErO
MNOJIOXKEHUA YCUMBAKOTCA KOHTPAKTYpbl U B Ta306epEeHHbIX,
KOJIEHHbIX, JIOKTEBbIX, Jly4e3anACTHbIX CyCTaBax

K 12 rogam 60/1bHble NPUKOBaHbI K KOISICKE

KOHTpaKTypbl CTaHOBATCA HEOOPATUMbIMM, HYACTO BO3HMKAET M NporpeccupyeT ,
BbI3bIBAOLLMM

OT 3TOrO U yxyalaeTcsa hyHKUMA NEerkux, Kotopas U
6€3 TOro CTpajlaeT M3-3a MbILLEYHOM C/1IabOCTU

B 16-18 net yacto pa3BMUBaAOTCA TAXeEJblE , HEpeAKo C neTa/ibHbIM NCXO40M



Y BCcex 60/1bHbIX aKTUBHOCTb B CbIBOPOTKE
nosbilieHa B 20-100 pa3. OHa BbICOKa YyKe C
DOXAEHMA, a NPM JasIeKo 3allejllen 601e3HU
CHUXKaeTCA M3-3a 00e34BUKEHHOCTU U
YMEHbLUEHMS MbILLEYHOM MACChI.

[ipn OMI” BbiABNAETCA

- CHUXKEHUE aMNAnTYabl U AJIUTENIBHOCTU U
nonudasHole (6os1ee YeM U3 YyeTbipex das)
noTeHuManbl AEUCTBUSA ABUraTENbHbIX €AUHMLL
KOZIMYEeCTBO ABUraTe/ibHbIX e AUHML,,
BOBJIEKAIOLWMXCA NP NPOU3BOJIbHOM
COKpalleHnn, Bo3pacTaer.



AHK-TecT - np1ymHon muonatum JroleHHa SBAAETCS

nedekt - 6e/IKa C MOJIEKY/IAPHOM MaCcCoMu
427000, HaxoAsLWErocs Ha BHYTPEHHEMN
NMOBEPXHOCTH

- OAMH U3 CaMbIX KPYMHbIX
MAEHTUDUUMPOBAHHDBIX FTEHOB YE€N0BEKa, ero AJMHa - 2 MJIH
HyKneotuaos. OH HaxoaMTCA B

B HacToslee BpeMs M3BECTHbIE MyTaLMKM yAAeTCA BbIABMTb
MPMMEPHO Y ABYX TPETEN BO/bHbIX

Jleneunun pacnonaratotca no AJMHe reHa HepaBHOMEPHO,
yaile B ero Havase (5-koHueBas 061acTb) U B cepeauHe

TeyeHue 60/1€3HU He 3aBUCMT OT pasmepa geneumm. Pexe
BCTPEYaloTCs AYMNMKALUMKU reHa U ToYEeYHble MyTaLmm

Hannuume cneumdmyHoM MyTaumm ogHO3HAYHO
NOATBEP}KAAET AMArHO3 U NO3BONAET HaZEXKHO BbISABNIATD
HOCUTE/IbHML, MyTaLMH.



® HaaeXHbIM AMarHoCTUYECKUM METO0M
ABNAETCA nccaegoBaHme B
MbILLEYHOU TKAHM.

® CopepxaHue u pasMep AUCTpoduUHa
onpeaenatT UMMYHOOJIOTTUHIOM.

® Kpome Toro, otcytcteue Uam
Hea0CTaTOYHOCTb AUCTPOMUHA
B MOXHO BbIABMTb METO0OM
MMMYHOLMTOXMMUYECKOI0 OKpaLLUMBaHUA C
MCMOJIb30BAHMEM aHTUTEN K AUCTPODUHY.

® Y HOCUTE/IbHML MyTauMn UHOTrAa MOXKHO
OOHAPYXMUTb MO3aULM3M.



® lNpu 6Moncmu BUAHbLI pasHOKaAIMbEpPHbIe

MbILLEYHbIE BOJIOKHA, a TaK)Xe Heboiblumue
rpynnbl HEKPOTU3UPOBAHHbIX U
pereHepupyoLWmx BOJIOKOH; 60/1bLLMHCTBO
MbILLEYHbIX BOJIOKOH 3aMEHEHDI
COE€IMHMUTENBHOU U1 }KMPOBOM TKAHbIO.
HeCOMHEHHbIM NOATBEPKAEHMEM AMarHo3a
CNIYXKMT BbISIBIEHME B
ouvonTarte

JIMOO OBHapyXKeHne MyTaumm
MOJIEKYTIAPHO- FEHETUYECKMMU METOAAMM.



NccnepoBaHue ¢ nomMollbto 6uoncuu xopuoHa (CVS) MoXKHO
nposBoaMTb Ha 11-14 HepgenAax

aMHuoyeHme3s MOXHO MUCMNOoJ1b30BaTb nocsae 15 Hegenm
3a60p Kposu ns100a BO3MOXXEH NpUMeEpPHO Ha 18 Heaene.

Poautenu AonxHbl BHUMATE/IbHO U3YYMTb BCE BO3MOKHbIE
MeTOo/bl U, BO3MOXHO, C MOMOLLbIO

Bbl6paTb HamMbosiee onTUMasibHbIM ANA cebs
BapMaHT.

Ecnan TectupoBaHMe 6yaeT oCcyleCcTB/IEHO Ha paHHUX CPOKax
6epeMeHHOCTH, TO 3TO NO3BOJIUT AOCPOYHO NMPEKpPaTUTD
6epeMeHHOCTb, B C/lydae Ha/IM4yMA 3aboieBaHMA Yy N10Aa,
OAHAKO, NpU MPUMEHEHUN TaKMX METOA0B, YBE/IMYMBAETCA
PUCK BblKMAbIWA Mpu nocaeayrowmx 6epeMeHHOCTAX, Yem
NpU TeEX MeToAaxX, KOTOpble MPUMEHAIOTCA Mo3Xe (0K0J10 2%
, No cpaBHeHuio ¢ 0,5%).



® - ynotpebyieHue TaKMX KOPTUKOCTEPOMIOB KaK npeaHU30/10H
1 aednasakopt
- PaHAOMM3UPOBAHHbIE KOHTPOJIMPYEMbIE UCCe0BaHMA
NMOKa3blBalOT, YTO MCMNOJIb30BaHUE OeTa 2-aroHMCTOB
yBENIMYMBAET MbILLEYHYIO CUTY, HO HE 3aMeAIfeT npouecc
NporpeccMpoBaHus 3a60/1eBaHMA (BpeMA KOHTpoasa 12
MecALeEeB)
- pPEKOMeHAyeTCA YyMepeHHasa (pm3nyecKas akTMBHOCTb,
paspellaeTca 3aHMMATbCA MNJlaBaHUEM
- 4218 noAJeprKaHMA MbILLEYHOU CUJIbl, TMOKOCTH U
(PYHKLUMOHA/IbHOCTU CYCTaBOB BaxHa (pmM3noTepanms;
- MUICNONIb30BaHWE OPTONEANYECKUX NPUCMIOCOBIEHMM
- MO Mepe NMporpeccmpoBaHMA 3abo1eBaHMA HEOOXOAMMbIM
CTAaHOBMTCSA UCMNOJIb30BaHUE CreunasibHbIX peCnmMpaTopHbIX
MEXaHM3MOB, MO3BONAOLMNX 06eCneYnTb HOpMasibHbIN
npouecc AblXaHMA



® bonbHble MA/A, Kak npaBuiO, }XMUBYT TOJIbKO
K NoApOCTKOBOMY BO3pacTy MM YMUPaALOT B
Bo3pacTe 30-40 nert. lNocnegHue AOCTUKEHUA
B 06/1aCTM MeAMLUMHbI, NO3BOJIAIOT HAAEATbCS
Ha yBe/IMvYeHue NpoAo/IKUTE/IbHOCTU KU3HMU
60/1bHbIX 3TUM PAaCCTPOMCTBOM.

NHoraa (HO oYyeHb peako) ocoomn ¢ MAA
noxusann ao 40-50 net



© ® ® ®

PebeHok F, 10.01.2002, nocTtynaeT c
¥anobamMun Ha

BoiparkeHHaa o6was c1aboCTb B KOHEYHOCTAX
bbICTpO yCTaeT

CaMOCTOATE/IbHO XOAMUTb HE MOXKeT
CaMocToATeIbHO cebs He 0bCnyKMBaeT









® PebeHOK oT 4 bepeMeHHOCTH, NpoTeKana Ha
doHe aHeMnH

® Poabl camcoTAaoTenbHble, B CpoK 39-40
Heae b

® Bec npu poxaeHmn 3100 r, 3akpuyan cpasy, y
rpyam NpuUaoXKeH cpasy, 4OMOMU BbiMMCAH Ha 3
CYTKM

@ [NpBUT No KaneHgapto

® [lo 4 neT pa3BMBaJICA COOTBETCTBEHHO
BO3pacTy






® C 4 net MamMa 3aMeTMNA, YTO pebeHOK Ha4va
yCcTaBaTb - HE MOl NMPOMTH NPMBbIYHOE

PacCTOAHME, HE MOl A0Nro 6eraTb, Havas
CNOTbIKaTbCA U XpOMaTb

® B 6 net 6b11 BbICTaB/IEH NOATBEPKAEH U

BbICTaBJIEH AMArHO3 - NpOrpeccupytolas
MbllleYyHaAa guctpodpuma JroleHa



® PebeHOK oT 4 6epeMeHHOCTH - cTaplime
o6patba B Bo3pacTte 9 - 11 net ymepau, B
HacTosLlee Bpemsa ctaplimu 6pat (1.05.1999)
60/1€eH AaHHbIM 3ab60/1€BaHUEM






CHMX¥eHa cmna B pykKax U Horax

CHMXKEHME MbllLeYHOro ToHyca, 60/blle B
HOrax

[lceBaormMnepTpodmmM MKPOHOXKHbBIX MbILLL, -
MbILLILbI MNNOTHbIE HA owWynb. be36one3HeHHbIe

ATpodun Mbilwl begep
/lecbopmauma rpygHoOM KNEeTKM

CUMNTOMbI «CBOOOAHBIX HAAMENUYNN>,
«KPbIJIOBUAHBIX JIONATOK>», «OCUHAA Taama»

KOHTpaKTypbl B CyCTaBax


















® ANIT - 1, 47 MKat/n

® ACT - 1,41 MKaT/n

® bunupyouH - 16,4 MKMoNb/n
® KOK - 3484 mn/n

® 06Wwmn 6enokK - 62,3 r/n







©® OcMoTp Kapamosora - MMokapauoamcTpodums,
HKO

® IJKI - pnT™ crHycoBbiM, 30C OTK/IOHEHA
cnpaBa. HapylieHue npoueccos
penosiapusaumm B MMOKapae. HenoaHasA
6n10Kaaa MBIr.






ToT e pebeHoK B 14 net. BolparkeHbl gedpopmMauma No3BOHOYHUKA,
KOHTPaKTYypbl crMbaTesibHOro xapakrtepa, atpoduu MblLLL,






