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bone3ns BriepBrie onrcaHa B Poccuu .M. Pocconumo B
1901 rogy.Ilosgnee lllTeiHepT 1 barTeH He3aBUCUMO

IPYT OT Apyra B 1909 TOAY.

Yacrorta 60/1e3HU cOCTaBIsIET 1 HA 8000 HaceneHUs
EBpombI.

My>xkauHbBI 60/IEIOT B TPU pa3a Yallie YXeHIIHH.
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[ eHeTn4yeckne gaHHbIe

MyTanus rena JIMIIK Ha gyiMHHOM miede 19
XPOMOCOMBI(3TOT O€/I0K JIOKA/IM3yeTCsI B CKeJIeTHOM,
I7IaIKOM MBIIIIEYHOM TKAaHU,B MHUOKap/e,B IIHC).

Cozepxwurt Tpurutet Hykiaeotus CTG
B HOpMe TpumnieT NOBTOPSIETCS OT 5-37 pas3

38-49 MOBTOPOB-NIPeMYyTalMsl U MOBBILIEHHBINA PUCK
POXIeHHsI OOTbHBIX IeTel

Bosee 50 mOBTOPOB-KIMHUYECKHE ITPOSIBIEHUS
3a00/IeBaHU s
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YeMm GosblIlie IIOBTOPOB , TEM
PaHbIIIE TTPOSIB/ISIETCS
3a00JIeBaHUe U TeM TshKeiee

OHO TeyeT!
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[loBTOpEeHue TpUumiera 1o 500 pas

1. 5% IBJIHIIT

2. 33% mo3aHue YKeTyJJOUYKOBbIe MOTEHIIHUAIbI
[ToBTOpeHMe Gosee 500 pas

1. 42% IIBJIHIIT

2. 83% mosgHue XemyJouYKOBbIe TOTEeHITUATbI

3.  29% aputMus



® AyTOCOMHO-JOMHWHAHTHBIN TUN HaCIeJOBaHUS

® deHOMEH aHTHUILIMIIALIUU

MuoToHuueckaa auctpopua

CNBP gene

3q13-q24

DMPK gene
19q13




HUKA:

® KinuHunveckue nposiBJIeHUSI MOSIBJSIIOTCS B 16-20 JIeT.

© KapTuHa CK1aibIBaeTCs U3 MUOTOHUYECKOTO,
MU OMATUYECKOT'0,BHEMBIIIEYHbIX CUHAPOMOB.

Myotone Dystrofie

Frontaal kalend

Spierzwakte en
-verdunning van de
2 m. temporalis (spier
Wl  bij de slaap)

1

Ptosis en hangende
# -, mond als gevolg
van zwakte van

'/ de gezichtspieren

Verlies van musculus
sternocleidomastoideus
(borstbeen-
sleutelbeen-
tepelspier)
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MuoToHun4yeckmne cCUMnNTOMbl

AXKTHUBHast MUOTOHHS (MHUOTOHHUYECKHE CITa3Mbl B
cruaTesIsIX MaIblieB M )XeBaTeTbHOW MYCKy/IaType.
[TosiBAsIIOTCST CHavasia MpU MPOU3BOIbHbBIX
IBIDKEHUSIX- Pa3)KaTh KY/IaK,0TOPBATh HOT'U OT T10JIa
IIpU X0b0€,0TKPHITH POT).

BrIpa)KeHHOCTh aKTUBHOM MUOTOHHWU HA MO3HUX

cTagusix 3a0oeBaHus yMeHbIaeTcsi( Ha poHe
MBIIIEYHOM aTpOdUHU)
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MuoToHun4yeckmne cCUMnNTOMbl

MexaHuyeckass MUOTOHUS

Il TuTeIbHOE COKpallleHHe MBIIIeYHOI0 ITy4YKa B OTBET Ha
MeXaHHUYeCKHH yIap MOJIOTOYKOM 10 MBIIIIIE(
CUMIITOM «BaJIMKa»).

Yaiire Bcero B 00/1aCTU BO3BbIILIEHMSI OOJIBIIOrO MaJblia ,
YeThIpeXI/IaBOM MBIl 6eIpa, Te/TFTOBUIHOMN
MBIIIIIBI.



/
e

/ATpquM;l MbILLIL

B JK€BATEC/IbHBIX,HAaJOCTHDbIX,ITOAJOCTHBIX, ' PYANHO-K/JIFKOYNYHO-
coCueBMAHbIX,BUCOYHDBIX MBILHHaX,MI/IMI/I‘IeCKOﬁ MYCKYJ/1aTYyPpe€.

Atpodust TUIEeBOH MYCKY/IaTyphbl- MACKOOOpa3HOE,yTPIOMO-
MevaibHOE BhIPpAaXKeHHUe.

[TopakeHne OyTbOAPHBIX MBIIII-HOCOBOM OTTEHOK T'OJIOCA,
MOHOTOHHAsI peYb,lTOTlepXUBaHUE

ATpodusi AMCTATbHBIX U TPOKCHUMATIBHBIX MBIIIIL]
KOHEeYHOCTeH

ATpodus AbIXaTeNbHbIX MBIIIL], -OTPAaHUYEHUE JBKEHUIN
IPYAHOU KJIETKU,HapyLIeHWe aKTa BAOXa U BbIIOXA,
a/IbBEOJISIPHAS TUITIOBEHTUJISILMS, apTepHUaIbHas TUTIOKCEMUS,

rurepKanHus(acrnypanioHHas THEBMOHUS,AITHOD BO BpeMsI
CHA)



[ lopaxeHue cepaevyHon MblLLLbI:

® Aputmun
©® ATpHOBeHTPUKY/ISIPHBIe OJIOKAbI

® 3acTrouHas cepAevYHasi HEJOCTAaTOYHOCTh
® CHHKOTIIa/NbHbIE COCTOSTHUS

© BHezanHas cMepThb

AaHTPUOBEHTPUKYNAPHbDIM Snokmposka
(AB) ysen anexkTpoumnysbca s AB-ysna



OHOOKPUHHbIE HapyLLEHUS:

CHKeHUe TUOUIO , UMIIOTeHLIUS , TUIIOTOHAIN3M,
a300CIIePMHUS Y MY)KUUH (TUCTOIOTMYeCKU
IIepPBUYHBIN CKJIEPO3 KaHAJIbIEB SUYEK,aTpoPpus
ANYEK)

HapylieHne MeHCHUPYa/IbHOTO LUKJIQ,TUPCYTU3M Y
YKeHIIWH

O6apIceHUe B TOOHO-TEeMEHHOM 00/1acTHu
? R




[ lopaxkeHne rnaas:

TTto3s npu cuHapome KypumarHa-bBarreHa-

® bnedapur LLiTetinepra
©® brnepapoKOHBIOKTHBUT
© IlomyTHeHuMe pOroBuULIbI

® DHodTanmbM "
©® Hwuskoe BHYTpUI/Ia3HOE JaBIeHUE
©® IlTos3

® CmaboCTh Hapy)XHBIX MBIIIIII I71a3



[TopaxeHne OLC:

® TumnepocTo3 T0OHBIX KOCTeH

©® YenrocTHO-/MHLIEBbIE AVCIUIA3UH

©® Manbli1 pasmep TypeLKoro ceajia

® Jlec
® Jlec

DOPMaL M IPYSHOM KJIETKU
DOpMaL M TO3BOHOYHMKA

® Jlec

DOPMALIUA CTOIL




[ lopakeHne ronoBHOro Mo3ra

©® [lpu BpoxxaeHHON popMe — YMCTBEHHASI OTCTAIOCTh

® Jle6Gr0T BO B3pOC/IOM BO3pacTe- KOTHUTHUBHBIE
HapylIeHUs
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MMSE TPUUECKOR Gurypes IR e 111

H
(2e

7d\(rm(m¢_& /
nnnnn Q.AA4 W thn o dh A —— K(
uuuuuuuu
(i‘
n

lin




33MOpuoreHeTnY

CTUTMb:

©® [lpunrocHyThIe yIIHbI€ PAKOBUHBDI

©® Bricokoe roTuyeckoe v apkooOpasHoe HeOO
® HM3mMeHeHUe KOXXHOI'O pYCYHKA Ha JIAJOHU
® CumdanaHruu

® Jlepopmarus yepena

® «/IBysyOel», «Tpu3ybel» Ha CTOTAX
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ML 2Tnna

PROMM (mmpokcumasibHast popma)
AYyTOCOMHO-JOMUWHAHTHBIN THUII HAC/IeJOBAHUS
MyTanus reHa ZNFg Ha JJIMHHOM 1U1e4e 3 XpOMOCOMBI
4 nykneoruga CCTG

MeHee BbIpa)XKeHHAst KJIMHUKA
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ML 3 Tna

B 2004 roay onvicaHa ceMbs B TpeX MOKOJIEHUSI KOTOPOU
10 601bHBIX M/] ¢ ppOHTO-TEMIIOPATbHOM
neMeHLUen. B ocHOBe IeXXUT MyTaLus B 15
XpoMocoMe. AYyTOCOMHO-AOMHWHAHTHBIN THII
HaCJ/IeJOBaHUS.



BpoxXgeHHaa goopma:

©® CHwKeHUe IBUTAaTeTbHOU aKTUBHOCTU pebeHKa
® CuMOTOMBI «BSLIOTO peOeHKa» U « 103 JISITYIIKH»
® [Lnoxo cocyT rpyab MaTepu , MOMePXUBatOTCS

® CocarebHbIE ABWXEHUS COMTPOBOXIAIOTCS
MHOTOHUYECKUM CIIa3MOM MBIIII JIUIIS
ITbIXaTe/IbHBIX MBIIIIII

Hypotonia
(decreased
muscle tone)
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[lnarHocTtuka:

® DOHMI'( cHmKeHVe CKOPOCTH ITPOBeIeHUsT UMITY/IbCa
I10 IBUTATE/IbHBIM BOJIOKHAM neprdepudeCcKux
HEepPBOB, MUOTOHHYECKHE PeaKIVH)
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[lnarHocTtuka:

AxtuBHoCcTh KOK 1 ipyrux mpiiiedyHbrx pepMeHTOB B
KPOBH MOXXeT OBITh HOPMaJIbHOM WJTH MOBBIIIAETCS B
HECKOJIbKO COTEH pas (HUKOIIA He MOBBIIIAeTCs B
HECKOJIbKO ThICSY pas)

[71a3HOe JHO- MMIMEeHTHAasi peTUHOMATUS, JereHepanus
YKeJITOTO MATHA,M00IeTHeHHe JUCKOB 3pUTeTbHOTO HepBa

PenTreHnosmornyeckoe ucciegoBaHe TPyOIaThIX KOCTEM -
OCTEOIOPO3,UCTOHYEHUE KOPTUKAJIBHOTO C/10S1

MPT ronoBHOTro Mo3ra- yMeHbllleHHe 00'beMa OOJTBIITHIX
MOy LIAPWT,MO30/IUCTOTO Tena,runodursa
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[lnarHocTtuka:

IKI HeoOXxomMMa eXXKeroTHO B paHHEM JIeTCKOM BospacTte. Y3U
OPTAHOB OPIOIIHOU MOJIOCTU MOXXET Ha3HAYAThCS IETSIM
T'PYZHOTO BO3PACTa ISl BBISIBIEHUS JUCPYHKIIUU Arapparmsl.
MoskeT ObITh TTOKAa3aHa PeHTreHOTpad s TPYAHOU KIIETKU U
OPIOIIHOM MOJIOCTH, a TakKe ucciaegoBanre Mmotopuku JKKT c
BBeJ,€HUEM KOHTPACTHOIO BelleCTBa.

OcHoBHOU MeToZ, anarHocTuKu — JIHK-ananmus kposy,
IeMOHCTPHUPYeT MaToaorn4eckyro skcnaHcuo CTG-moBTopos.

Bo3amorkHa mpeHaTa/ibHasA AUArTHOCTHUKA. MbIlIeyHast OMOIICUS Y
neteii 60Jiee cTapIIero BO3pacTa BhISIBIsSIET MHOYKECTBEHHbBIE
MBILLIEYHbIE€ BOJIOKHA C LIeHTPA/IbHBIMU SIIPAMU U CEJIEKTUBHYIO
aTpoduI0 BOMOKOH | THTIa, BO/TOKHA C iIeTeHepaTUBHBIMU
M3MEeHEeHUSIMH MAJIOYUCIeHHbI U paccesiHbl. [Ipr3Haku
$r6p0o3a MBIIIIEI MUHUMAJIbHBI MU OTCYTCTBYIOT,
MAaTO/IOTUYECKUe U3MeHeHUsI MHTPaQy3aTbHBIX BOJTIOKOH
MBILLIEYHBIX BepEeTEH.
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Kputepum gnarHoasa:

AyTOCOMHO-TOMUHAHTHBIHN TUIT HAC/IeIOBAHUS
Jle6GrOT B BO3pacTe 16-20 jIeT

CoyeTaHUe MUOTOHHUYECKOTO U MUOIIaTUYEeCKOTO
CUMIITOMOKOMIIVIEKCOB

[lonmucrucTeMHOCTh MOpaXKeHUs
MuoTtonnyeckure peakiuuu Ha IMI’
[Topaxxenune CCC

[Iporpeccupytoiiee TeueHue
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HeBpanbHaa ammoTtpodua Llapko-Mapu-TyTa

Kpurepuu nuarsosa:
AYTOCOMHO-ZOMWHAHTHBIN TUIl HAC/IeJOBAHUS
Jle6r0T- IpeuMYyIIeCTBEHHO 1-2-€ IeCSATUIETUE YXU3HU

[TopakeHue IMCTaIbHBIX OTAE/I0B B BH/Ie MBIIIEYHOMN
c1abocTu,aTpodUii, HapylLIeHUH YyBCTBUTETIBHOCTHU

CHMKeHHe CKOPOCTH MPOBeAeHMsI IO MOTOPHBIM U
CeHCOPHBIM BOJIOKHAM

['mcronornyeckasi KapTUHa: yIDIOTHEHHE U YBeJTMYEeHUe
neprdepruieCcKruX HEPBOB,aKCOHa/IbHasI aTPOdHSI C
CerMeHTAapPHOU JeMUeTMHU3AL e

MepieHHO MPOTrpecCUpPYIOLUM XapaKTep TeYeHU s



ITpn3Hak JIne1onaTovYH M/ bekepa

omaedyeBas M/

CnmabocTs U T T + _
arpodust
JINLI€BBIX MBIIIILI

* YKeBaTenbHBIX ++ + _ _
MBIIIIL]

* [LmeueBorO +- ++ + +
osica

*TA30BOrO Mosica  +- + ++ ++

*OPOKCHUMAJ/IbHBI + 1 ++ ++
€ MBIIIIIbI
KOHEYHOCTeHn

ucTanbHbIE ++ +- + +
MBIIIIITBI

KOHEYHOCTeHn

MHNOTOHUA ++ — - -
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JleyeHune:

AHTHKOHBY/IbCAHTHI((PeHUTANH,KapOaMaseIvH)
AHTHapUTMUKU (HOBOKaMHAMM/I)

OpTOHe,ZLI/I‘IeCKI/Ie BMellaTe/1bCTBA

Koppexkuus HapylIeHUi I7IOTaHUS U JbIXaHUSA






