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1. BIE
BEMHMNMFATEREINDEGCEFHREDRM, HERMICEDLEELIDDELGIERENEFTNDES
NTLED, CNETOECA AR TIMBRYZREZRESIEUBEIANTF— 1 (EEEBREBESER (S
BIR))  [ZFRIFNF— | (RREAREBEEER(BHER)) . [IRREEEM I/ N\F— | (BRBKRE
B R (BHEEER)) DIRENFLELTHRESNTVS, WITNEERBICEVWTRRESNERTHS,

2. RAE
MEERY ZZRAZ R MBSA/NF— &, D7 IVBRE SRR OREREREOI—FT 5 GNEERFNDI

AU RERIZKYDTIVEEEREEMNME T T HETRIET D, [SIFRSANTF—IF. BHFEHIR O

T4—2BBLELL, DYSFIEIGFRERICESHHMIREEICREFRISAERECRITILID D REBIETH

%, 05, TIREEERGESANF— IOREERFELT LRPI2, GIPC1, NOTCHZNLC, RILPLT @) CGG

FITLyRJE—MERDRIESN . RIBICH T HMRIFEE RS A /NF— 16D KED. LRPIZ, GIPCI,
NOTCHZNLC DWW NMZE—MBERZH 5L mESNT=, 2L, IREERFMEIF/N\F—1&

FEENAH O HBIZIE, EREICIE., BRRREFNICFELCTHRMBERH RO T —ITEELTLSH

1H5,

3. fE4K
MY ZERE IR M BIANF— 1T A0 K BF ~30 KEBFITIFTTREL. FIREHZERICRRE
T, EITTIEEMBERIND FEZMNICBRIRUEROBIRESEMET S, [ ZFRIANF—E,
10 KB ~30 REBFICREL. EICTREDFHENBININETTILEMBLRESIND, FEZH
[CIEAR R DRI - BETELFHETHY. IE CK ENBEICLRET S, RIFERGCESA/SF—11E.
BERAR~ZFHITHTTREL., RETE. BERESHES. B TESICMA T HFICTR=EH%
B SANF—%2T 5, HRESHIZEZBRYEEERD S,

4. BEE
BRI &kB5M8 . £-TRREEEM B I A/ F— | CIIEE T EE(C L DR R E T LT, SHER

SRS, BTES. REEMXLCENELS,
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1. BEV(SH I EEERZBELRFTER
294 A

2. BRDOEE
THGEGFEENTEIA TN, )

3. MIRMGAERAE
REEIL (BRAREEEGL, )

4. REIDEE
LEGETHETHD.)
HY CERBIZIA/RF—ZHE %)

6. EfEEREE
Barthel Index ZFL T, 85 BLUTERERET S,

O fE#siR#HT
[F A HREICET SREHRE
MERRE RLAKXKFRXFREFRMEHRGEARZE R FAER



<EBOMREZE>

Definite, Probable X% &9 5,
BAUBIANF—ELTTROBEEFEED D,

1) ZRFRIZF/NF—

2)ZEY ZERaE SR A EIS A/ F— (DMRV/GNE myopathy)
3) IRMHEE R B A /N F—

4) DM D= BRI A /NF—

1) Z3FRI= A/ SF— (MIM# 254130, Miyoshi myopathy, Distal dysferlinopathy) 2l & 4
A. BRERHI4HE
a. BRBKRBMER(HMHEER) XITMSE S
b. EITHDHNET RUMER: THRETHE. FICHEHNESNS,

B. dysferlin @ ¥4
a. dysferlin I8 (BEHEHRE L BRIV RF T OV RERT)
b. DYSF (dysferlin) B FDHREZE SR XIFEENTOESRELTE

C. HAIFZH
Fife PR A 255 1
RUFERLEAMMOBER OERMBSANF—ZEET,)
- RERER R R
¥ BB 2 1 55 A
DFHT RO T—
-SRMHR

<gZWOhTIY—>
Definite: AD a M2 b Fiilif=L. ™M DOB®D a £1=(% b #i&l=9
Probable: A a M2 b FiFEf-L. BAEMmIN TLVAELY

<&EFE>
B PR B4 145
“FAEEEE 30 METIZELY,
ETTNISERIFH O AETHAEERT S,
S ER TEREZE L (F=1=L. fibrillation potential B IRIE MUP MEBHLNEZENH D, )
- SATRTREG R A IMSE CK EAYEE S E (1,000IU/L LLE)ERT,
dysferlin @ il
-CD14 G4/ BRD I T RA2 T Oy MERT T dysferlin X8



2) MY ERE{ESEMEISA /NF— (MIM# 600737, Distal myopathy with rimmed vacuoles : DMRV, GNE
myopathy*) 2l E#E

A. BRERBIFFE
a. BRBKBMER (SHER) RITMFELE
b. EITHDEHNET RUHHER  ATEEH OCKRIREGH . KNEHNRINLSH, KBRMEER L
E<I RN,

B. HERFR
BEY ERE S Fh iR

C. BInFHRE
GNEBIEFDHREESERIFEE~NTOESRELE

D. #AIZH
Fifh PR By 85 7
-RZHERLEAMMOHER hOBREEIANF—EEEL,)
- HIZRMER R
REBF A8 A
BRIV ZERERTMDIA/NNF—

<EBEohTI)—>

Definite:A(a /D b) F1=[& B DK EL 1 DZE®E-L. D C &=

Probable:A(a A2 b) Zif=L. M D B &if=9

* DMRV XI[& Nonaka Myopathy [ZEFEIIZ GNE myopathy E#fi—FEFRT 2ENEH S (Huizing et al.
Neuromuscul Disord 2014) %, RZHEER(ICITREBASN TLSEFREHEELT=.

<&ERIE>
7 :OEETEN
“FIEFURIL 15 MAVDS 40 METH BN,
-5~20 FDIFBTHITRRELEDHEMN SN,
‘B&E 9 BDBFITIME CK EIFEEMNSEESHE(1,5001U/L LLF) THS
SR ERITHIRMZE L (7212, fibrillation potential > H1RIE MUP A ZRHENEZENH D, )
LA
BEBUVDRERSZEFEDOED,
-FHRHRNO B-TIOSNEE
-BIRMERN O E X F OB E ALK
- FRERHEA D p62 [H T4 RIK



ISR D) U BREE
(BEFEMEBIZCOBXITHBERND 15~20nm O T 145 A2 MR E A K (tubulofilamentous
inclusions) M7F7E



3) BRIREE =L B =747 VF— (Oculopharyngodistal myopathy) F2 BT £ %

A. BRERBIFFE
a. REE T EFIISREBFE (BLIIZDOWMA)EET D
b. ETEE-BEEEEET S,
c. BUFDHNET -HEBERET S

B. iR R
a. BEYZERZHSIHRHEDOFETITHIBERND p62 Gt READEFR
b. BBD/NALIRIEDERE

CEEFMRE

a. LRP12, GIPC1, NOTCH2ZNLC, RILPL1, LOC642361/NUTM2B-AST1 DL\ TN T 5 FEFHEREEIC
CGG VE—MaEMLABND

b. PABPN1 @ GCN JE—MERMNALNLZL

D. #ERIZH
i PR B 55 A
REIHERLEAMOBHER (hOEREEIA/NNF—ZEEL,)
-REETE.NRFHE. BT -BEEEEELL35h0 MR HEASR REERH RO T—
(OPMD) . 121471 51 AR £ BREAE 1% ¥ (CPEO) . e R AR R NIEIREE. BEEMHENELL)
SRR R
FIYERREE- T O FH&RE (OPMD, GNE 274 /3F—_ VCP BEIA /N\F—, HAKFHXEL)

<EEOhTI)—>

Definite 1: AQERKRFTR D55 1 DLl EE C-a Eifif=7

Definite 2: AQERERFTR D55 2 DL L& B-a, C-b Fiflif=d

Probable: ADEEERFTR M55 2 DL EE B-a 113 B-b (B LLITF DT A) Eiff-7

<ZEFE>
HRRETHETH S,
“ERBAEER(BHER) OREREZREDLIENH D,
7% CKEIXIEEEMNCERESE (6 MARTHE<ES 1 EIF 1,000 IU/L LLTF)
S ERTERIMEZE L (F=1=L. fibrillation potential B IRIE MUP MEBHLNEZENH D, )



4)ZNith

DR BIZF /NF—D ML

OEEMS
FOMOEMBIANF—IREREEFORESNTOVENLDEZED T FEDHENH S, ZZTIE,
FOMOBRMEZANF—HIZ L TA+BOETE®/E=ITENDEEERT B,

o T o

o

A. BRERBIFFE

BAUFHANBAICESNS,

- A TH S,

. BRZEFZHHY . BEMEXITETIETHD,
2 FUEDRBTHD.

B. iR R

a

b

- BREEEDOEFE
CFRREEEEEGVD HoTHIHAETEE THRATEDILDTIHELY,

C. BzFMIRE
REREEFAASNIGEEIZE, ThZEHRETH(REFADE I, REFBAILEHT D).
LTI, EREREB SN HEILIL DO DRRMEMBEIF/NF—THY. BRI, EGHEA. RE
BIEFEIIELT 2. SR EEFSOPENEDYRFILICEET S,

Distal anterior compartment myopathy (DACM) : dysferlin RIE(Z LB, BaRIZ B (= 1F B LD,
THRETE D FH RN FATRENS, AR DYSF
Non-dysferlin distal muscular dystrophy : =3F&! IR - TRIBAMRZE9 5, AR, ANOS
Welander distal myopathy*:40 X LAREIZFAEL . FIEHEHDHFH HIETETRT, AD, TIA7
Early-onset distal myopathy*:/NRFEAE CRIE B H - FIREHBERVEREHBEOHNETET
3, AD. MYH7
Distal myopathy with CAV3 mutation: HERE TFRFHDH NETERL., EFIEXZET HC
EN#HB, AD, CAV3
Vocal cord and pharyngeal dysfunction with distal myopathy (VCPDM) : Ea S LU HEF AETE
=9 s AD. MATR3
Distal VCP(valosin containing protein) —mutated myopathy*: B /N v hEERIEERIEER ZRANEZE
5, LIFLIFwEREEILZHES, AD, VCP
Distal nebulin (NEB) myopathy*: /NEBMWNSEFEMARIE CRIREHDH NIETZETRT . AR, NEB
Tibial muscular dystrophy (TMD)*: BIEEFDEHAHIETERT . AD, TTN
R R ERHMEMES A/ SF — (myofibrillar myopathy) - FRIRFHICEIRERN DKL GEOEERZ RN
9%, 8E AD. TTID, LDB3, CRYAB, DES, FLNC

AD: EFBREMER(BHER) . ARBRZEBABEER(EHER) ..« AR TREXRRE



D. $ERIZH
SERMIANF— BB IANF—DEREELDILEHIN . E TRHIYERNADNEBEIEER
HIANF—ELTHET S,

<zZWoHhTI)—>
Definite: ADa—-dH LUBMDa-bEIT AN Tifwl=9



<EEERE>
HEBE R ST : Barthel Index
85 MU TZERRET B,

BEAE =8
Hi, BBELGEDEET., ZEMNBRNIZEREZS 10
1 BE AN (BIZIE, ENTEY>THALKLTES) 5
29 Bh 0
SN BHi.JL—F ., D9 RAMDBELET (HITEHILED) 15
T T | BEOBANBXEEREETS 10
2 bARYEA E—
EAZLIITTRETHANIFEIX 2B 5
DIEE
2N BIXIEATaTEE 0
L B (G, BE, mEE, O IF#IY) 5
3 ER
MBI XTI T AT RE 0
B (KBRDBRE. BIBREET . R—2T L ERLELEFRALTLSIEEE 0
ZFDEBELED)
4 MLENME . , -
MBI, REXZ S, KR, BIBKRICHBIZETD 5
MBI IIA AT RE 0
. =hva 5
5 AB
AN IEFETHE 0
45m LU EDH1T, HEE (EHF. STHRIEBRO DERADOFEIMHT 15
6 B 45m L LD BISAT. SITROEREST 10
. ST REE DB E B T2 45m LLE D BRI A
EE2Lst
B, FFYBEDFERADEFEIIRHEL 10
7 MBEERFER | NBIXIIEREETS 5
T gE 0
B $t. I7RAFT—  EEDEFEREED 10
8 ®BEEZ BB AZEMNLERN, F 2 LUEFBESTITZS 5
LEE LI 0
KELL, 7RG, LEOIKRLEETEE 10
HeEa - =
9 N, EEIZREDRY. wha. LEORIRWNNINBEETIELED 5
EEELst
KL, URFRESD RV ATRE 10
RV
10 a1 EEIZEREDLY . WRBOIEWVNBEETIELED 5
EEELst
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ﬂ@ﬁ%®%@%%wT%%bizﬁw(tﬁb\%&ﬁﬁ®ﬁm%m?%%ﬁ%#f%of\%
RAREZR B DITIR D, ),

. TRIEBRAGH R B B DRI OV TIE, EUIREFNE O T CIREMThi T Dk

< C, BT 6 22 H Tl b VR TE %E%##Mﬁé LT D,

TR B L JEROBRE N FROBEEE NS T EL RIS L WE TH DA, SRR ERE kT 5
ZEBMER B DIZONWTIE, EREHRORNGET 5,





