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3. fEIK
MEEY ZERE SR RIS A/ SF— 1 10 REZF ~30 REFITHITTRIEL. I BHELFICRUBR
T EITTIEEMFLESIND, FEZMNICRIRYZEROBREEFHET S5, T=FBSA/F—11E.
10 REBEF~30 REBFICHRAEL. EICTRETHENBININETTIEAMFLRIND, REFM
(SIS iR DRI - BETEIEFETHY. IE CK ENBEIC LR T 5, [IRIFEEG R4/ S F— (.
BERAG~ZEHICHTTHAEL. RETE, IREBEE . TRESICMA T, HICHREHZE
TIANF—%ET 5, HREFMITTBRYERERD S,

4. BEE
BB 2k BHME (BITEED-6) TIRREEEM B A /NF—ITIX BETES(CKDEM MM LE
XL TIERHEREFTTI,

5. %t
HITEE. ETES. BTHEMRRENELD,

O EHDHEITHELEE
1. BEM
400 A (BAZEIEIZ&D)
2. RIRDE
FHGEEFREINREINTING,)
3. B ARA A
KRHETL R ARARERL, )
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4. RADEE

WEGEITETHD.)
5. A

HY GERLEIS A /NF— (MIM# 600737, Distal myopathy with rimmed vacuoles : DMRV) 52 i EL#E )
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<EBMREZE>

DR BISA/NF—IMELE

Definite, Probable ZX & &9 5,
BREBIANF—ELTTRORERELZED D,

(1) ZWFRIANF—

(2)FmYZErEFS R EIZH /3 F— (DMRV/GNE myopathy)
(3) BRMHEER MBI A /N F—

(4) ZFDMDZEFBIZF /I AF—

(1) =87 FIS A/ F— (MIM# 254130, Miyoshi myopathy, Distal dysferlinopathy) 82l #E
@2 HTIC A A

A. ERFRFIFE (a~c [TH7R)
a. BERBEARSMERXITMSEE
b. EfTHDHNETRUMENR: TREDFICHESNRIND,
c. HITRIREARFHAICIE CK {EMNEE S {E (1,0000U/L HLE)ZTRT,
(ULTFIESE/mMR)
-FHIAEFHRIL 30 METIZELY,
ETITNISERHOHNETHAERT S,
-HEERTHIREREEL

B. dysferlin M i (a X[ b HAAwhZE)
a. dysferlin RIB (BRHREZX B XTI RELTOYMEHT)
b. DYSF (dysferlin) BIEZFDFREZESRXIEE~NTOREGRELER
(LLTFIESEmMR)
CD14 1 N D YT AR T Oy MEHT T dysferlin 18

ORNT REKR
i PR 455 71
-RZMHERLEAMMOHER OEEEIANF—EEL,)
- HIERERE
TR R85 A
DO ANA T —
- BRI %

@ HDATI)—

Definite : A+ B% i 1=9 5l
Probable : AZi#T-9 A, BINEHEIN TLVELVE
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(2)BBMYZERaEHESERMESIA/$F— (MIM# 600737, Distal myopathy with rimmed vacuoles:DMRV, GNE
myopathy*) 32 ¥ &4
@ ZHNICH ALEHY
A. ERERAI4FI
a. BRAERSHEERXILIMFESE
b. EITHDHNETRUFHER AR EHOABRERIE. KNEHNMREINDH ., KEREEERH T
LR =N,
(LLFIEEEmMR)
-RIEFEHG T 15 MHD 40 METHEZLY,
-5~20 EDFBTHITTRELLEHIENZLY,
- I0;E CK fEIXIEEE A HEEE S 1E (1,5001U/L LLF)
# BRI THRMEZE L (fibrillation potential & R1E MUP AERSHHNDZENH S, )

B. AR R (a [L67H)

a. IV ZERIZE D Fh R

(LLTFIESE/mMR)
BERORIERIGEEDLEL,
-FARHERD FTIOANEE
-HREROIEXFUBEE AR
- FRERHER D p62 [HTE B ER
IR DU BRIERD
(BEFEMBIZCORXIITHMBERND 15~20nm D 745 A2 MK A 4K (tubulofilamentous
inclusions) M fF{E

C. BizFHRE
GNEBIEFDHREESEXIFEE~NTOREGRLE

ORI REKRE
B PR B 85 )
-EUHERLEIMOFEE MOEMEIANF—EET.)
- R IR IR R
RIEF R
-BRYZERERTHOIF/NF—

@D ATI)—
Definite : AR [EBD Vgt —AZilf-L. hhD C Zimf=3+m,
Probable: A+B% -9 4HM,
* DMRV XI[% Nonaka Myopathy [LEFREIIZ GNE myopathy &Efi—IEFRT 2ENEH 3D (Huizing et al.
Neuromuscul Disord 2014) h', KEZ M EERICEIREBASN TLSEFREHHEELT=.
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(3) BRMHERE i B =74/ $F— (Oculopharyngodistal myopathy) 2B &%
@RI H ALY
A. ERERFISFH (a. b [XH7E)
a. REETEEZET 5,
b. FIEEHOHNET -HEHEET 5.
(UTFIESEmMR)
-RRETETHS.
SMRFRE. BT -BEEEEET D,
-EEARECOREEEZRODIIENH S,

B. —AXHIIRE (a [FiH7R)
a. Iy CK EIXIEEMoEESE (1,000 IU/L L)
(ULTFIESE/mMR)
E A ER TR ZEE (fibrillation potential P HIRIE MUP MEBHSNDZZENH D, )

C. BAERTR
BEY ZERRE ORI DERE

OFFN T REKRE
R PR B 88 1

-ERUFHERLEAMMOBER ORMEIA/NF—EET,)
-ARIREE R £ & A O 74— (OPMD)

R 8 A
-HFEY ZERE R T DIA/ NF—

@D HhTI)—
Definite: A+ B+ C&i#l=3 1D,
Probable: A+BTdHdH . CEim=cL 1D,

(4) Z DR BISA /N \F U EEE
OKEME
ZOMDZEMEIANF—BFFRERREEFORESNTOVENLDZEH T, EED|MENH D, CCTIE,
ZOMDEMUBEIFNF—HIZUTA+BOETEEH-TLDEEET b,

A. ERPRBIHFE
a. EZEFHMNEREIZREND,
b. AL TH S
c. BREBEHHT . BEEMRITETHETH S,
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d. 2 FLLEDEBTHS,

B. MiERATR
a. BRMEEILDFHE
b. fRREMEELIFEND, HoOTEHAETZETHATEDLD TIIEL,

O RRERT

REBEEFAASNIGSZEICIE, ENERART S (REAFHADSEEE. [REFHAILEHT D).
UTIE, LEBHREBSAFEILL DO DRRMEMESIF /F—THY. BRKRMEFE., BEHEX. REERE
FEIELT %. SRIEEHSTODENEDYF/HEICBET S,

Distal anterior compartment myopathy (DACM) : dysferlin RIBIZ LD, EERZBIEZ= 7R LB AN, TEER
HIEDOFRANFATRENS, AR, DYSF
Non—dysferlin distal muscular dystrophy : =3F& Ll 1-ERK - TRIBRFFRZ 29 %, AR, ANO5
Welander distal myopathy*:40 X LARRIZFAEL . FIEHEHDOHNETETRT, AD., TIA7
Early-onset distal myopathy*:/NRE R TRIIE B H - FHEEHHRVHEMEHHOH NETETT
AD, MYH7
Distal myopathy with CAV3 mutation: HEEFIETFNHDH NETERL. BHEFEXEE T HEN
H%.,AD., CAV3
Vocal cord and pharyngeal dysfunction with distal myopathy (VCPDM) : E &S JUIREF NETETRT,
AD, MATR3
Distal VCP(valosin containing protein)—mutated myopathy*: &/\ T R ERIZEAIEE R SR RNIEF £,
LIFLIEmEREE{LZE#ES. AD. VCOP
Distal nebulin(NEB) myopathyx: /NEMNSEFERAFIE CRIBREHDHNIETERT . AR, NEB
Tibial muscular dystrophy (TMD)*: BIRBHDHNETETRT ., AD, TTN
i RARHEMES A/ S F— (myofibrillar myopathy)  FREZHICHIREN DKL LGEREERER/HHULET S,
BE AD. TTID, LDB3, CRYAB, DES, FLNC

AD:EFBAREBMER. ARIEZEBALSEER. x KB TEERRE

OFR5\ 21T

ERESANF— BEUBIANF—OBRELTLLIELHHIN ETRHIVERDALNDIGEFER
MIFNF—ELTHET S
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<EEERE>
HERERY ST : Barthel Index
85 RLUTERRET D,

BRERNE mE
BHi. BBELGEDEET, ZENBRRNIZENKZS 10
1 BE AN (BIZIE, ENTEY>THALKLTES) 5
28 0
BHiI.JL—F ., D9 RAMDEELET (HITHILED) 15
BEFH
. BEODHINBMRIIEREETS 10
A Yy 5
[ Al g C
DBH i
SN IEATTHE 0
N B GEm., B, |mES, OITHIY) 5
3 ER
MBI XTI T AT RE 0
B (KBRDBRE. BIBREET . R—2T I EBLEEZFEALTLSESE 0
ZFDEBELED)
4 +ALENME - ;
AN E). hEFZZ D, KR, RIERICNHBEIZET D 5
MBI IEA [T RE 0
. =hva 5
5 AB
R MBI IE T AT RE 0
45m L E DT, WEE (ESF. STHRIEIBRO DERADOFEIMHT 15
6 B 45m UL LD BISIT. HSITHROFEREZST 10
T
HITFEEDIS S BB FITT 45m LLEDIRETTEE
EE2Lst
BHi., FFYLEDFERADEEIIRBHEL 10
7 MEERFER | TBXIIEREETD 5
T gE 0
Bi. $t. 77 A F—  EEDEFEREED 10
8 ®BEEBZ BB, IZEMTREREN, 2 ULIIES TITAS 5
LEEE LIS 0
KEZLL., 7H. LEOEIKRLEATRE 10
BEEaU R 5 .
9 a1 EEIZEREDRY. wha. LEORIRWNNINBEETIELED 5
EEELst
KEAL., UNRZRDEIRLE AT RE 10
RV
10 _ EEIZEREDLY . RBOFIEWVNMBEETIELED 5

£z st
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