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Inclusion Body Myositis : IBM

A.
a.
b
* 5
C. 40
d. CK 2,000 1U/L
PSW/Fibrillation/CRD
B.
a.
b
CD8 T
MHC class
tau, p62/SQSTM1, TDP43
COX
( ) 15-18 nm
[ )
HIV, HTLV-I, C
[ )
*
* Myofibrillar myopathy (FHL1, Desmin, Filamin-C, Myotilin, BAG3, ZASP, Plectin
[ )
Definite A a-d B ab
Probable A a-d B ab 5
Possible A a-d B ab

IBM

15

)

Becker



MIM# 254130, Miyoshi myopathy, Distal dysferlinopathy

c. cK (1,0001U/L )

30

B. dysferlin
a. dysferlin
b. DYSF (dysferlin)

CD14 dysferlin

A+B
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CK

A B+C
A B

Oculopharyngodistal myopathy

(1,000 1U/L

fibrillation potential

OPMD

)

17

MUP



Distal anterior compartment myopathy (DACM):

AR DYSF
Non-dysferlin distal muscular dystrophy* : AR  ANO5/TMEM16E
Welander distal myopathy*: 40 AD 2p13
Tibial muscular dystrophy (TMD)*: AD TTN
Early-onset distal myopathy*:
MYH7
Distal myopathy with CAV3 mutation:
AD CAv3
Vocal cord and pharyngeal dysfunction with distal myopathy (VCPDM) *:
MATR3
Distal VCP (valosin containing protein)-mutated myopathy*:
VCP
Distal nebulin (NEB) myopathy*: AR NEB
myofibrillar myopathy : AD
AD: AR: *:

18



MIM# 158810, Bethlem myopathy

o o T
N
o1

50

CK 1,500 IU/L

b. Collagen VI

a. COL6A1, COL6A2, COL6A3

Emery-Dreifuss

19



MIM# 254090, Ullrich disease, Congenital atonic-sclerotic muscular dystrophy

aeoef TP

CK 1,500 1U/L

b. Collagen VI

a. COL6A1, COL6A2, COL6A3

Emery-Dreifuss
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MIM# 600737, Distal myopathy with rimmed vacuoles: DMRV

15 40
5~20
CK 1,5001U/L
fibrillation potential MUP
a b-f
a.
'3_
( ) 15-20 nm (tubulofilamentous inclusions)
a. GNE
A B C
A B
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Schwartz-Jampel

Schwartz-Jampel

(LIFR)

1A

1

B

Giedion

Stuve-Wiedemann

22

A 1B 2

leukemia inhibitory factor receptor



25

25

15
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CK

Prolonged exercise test

Ca Na a

Bartter

tubular aggregate

VVVYVYYVYVYYVY

Andersen-Tawil

Prolonged exercise test
Prolonged exercise test
15 45 3 4 2 5 1 2
5 30 45 CMAP 40 CMAP
2001; 29: 221-7 Ann Neurol
2004; 56: 650-661

Na a

24



10

15
(lid lag)
Prolonged exercise test
Na a
> (Na )
»
>
>
» CK
> tubular  aggregate

Prolonged exercise test
Prolonged exercise test
15 45 3 4 2 5 1 2
5 30 45 CMAP 40 CMAP
2001; 29: 221-7 Ann
Neurol 2004; 56: 650-661

Na a

25



10

Na a

Shwartz-Jampel

Issacs (neuromyotonia)
Pompe

>

>

>

myotonia permanens

>

> Short exercise test

Na a

short exercise test
short exercise test
3
exercise test

(Na

(Na
(lid lag)
(warm up )
Cl
(Na )
myotonia fluctans
Na Cl
5 12 1 10

repeated short exercise test

cooling

2001; 29: 221-7 Ann Neurol 2006; 60: 356-365 Ann Neurol 2011; 69: 328-40

26

CMAP
short



G ERIE e E M

Hoatb BRI ESE

HOERZERME I 4\ F —OREMSHIL &£ SRHAESEER D 72 DWFE (H21-#5-—f%-172)

Na
HyperPP HypoPP
Thomsen Becker PMC
PAM
CACNAI1S
CLCN1 SCN4A SCN4A
AD AR AD AD
10 20 0 10 10 10 5 20
+
+
?
warm-up paramyotonia
+ +
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BEAETEM R EMe  HaMRES IR B
HOERZERME I 4\ F —OREMSHIL &£ SRHAESEER D 72 DWFE (H21-#5-—f%-172)

1
MIM# 300257,Danon disease, LAMP-2 deficency

[ _J
A. a,b a c-g

a

b CK

c

d 10 30

e

f CK 1,0001U/L

g fbrilbton potential MUP
B. a,b c.d

a

b

c (o ¢4 -3

d
C.LAMP-2 a b

a LAMP-2

LAM P-2

b LAMP-2

[ _J
2
[ _J
A B C
A B
C
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BEAETEM R EMe  HaMRES IR B
HOERZERME I 4\ F —OREMSHIL &£ SRHAESEER D 72 DWFE (H21-#5-—f%-172)

2.
MIM# 310440, X-Inked Myopathy w ith excessive autophagy: XM EA

[ J
A. a-c d-h
a
b
o
d
e
f
g CK 1,5001U/L
h forilbton potentrl MUP
B. a,b c-f
a
b
c a2 -3
d C5b-9
e
f
C.
a VMA21
[ J
2
[ J
A B C
A B
C
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BEAETEM R EMe  HaMRES IR B
HOERZERME I 4\ F —OREMSHIL &£ SRHAESEER D 72 DWFE (H21-#5-—f%-172)

1 Danon
MIM# 300257, Danon disease, LAMP-2 deficiency

a,b a c-g

o o

10 30

CK 1,0001U/L
forilbton potentil MUP

Q@ = ® o o

o

a,b cd

C.LAMP-2 a b

a.LAMP-2
b.LAMP-2

MBD I ANRF—PHFET A MO T 4 —HE OHER

- R R
- fEOEEOEEL T 2OME FHE
ZHOER

- BECERTRERT MO I A/ F—
o PMiHTIVU-—

e AFEEBOLGEL—TEFBEZL.HD C &EiEE
TH0 BEUM A+B EiEHETHD
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BEAETEM R EMe  HaMRES IR B
HOERZERME I 4\ F —OREMSHIL &£ SRHAESEER D 72 DWFE (H21-#5-—f%-172)

. BRIECEAEMS EEE I A AF—  BHEE

MIM# 310440, X-linked Myopathy with excessive autophagy: XMEA

N

o ZWTICERRRH
A. BERRBUESH  (a (WA, b-FIRSEMER)
a. BRETHEOHIETS L CHER
(AT EEE/mMR)
. XGEHEMBRE T INEME
FIE (X402 EA
- IDEEECHEER & A O
MiE CK BX. EEALHEERE (1,500IU/LLLTF)
HAEMTHREZDMH ( forilbton potentBICEIRIE MUP ) AAZBHBN B LD

NP QO T

o

. BERATR (ab XA, c-TIEEMR)

a. ECERTREMN iR

b. FRBELETOTLFALIVVIXTFI—HEEOLR ( BEH TOEBMUFRE )
(UTFEEEMR)

C. a? -3
( 1A T ORBEBUFTRE )

d. FFEEIR~OFK C5b-9 OILE ( BA CORBEBHFSRE )

e. HREOERIREOEEN (SBFBEMIER)

f. BCERTHERELOERE (SFEMER)

C. BAETH
a.VMA21

o [RIMTREEKE
B PRAVEER!
MDD I ANRF—PHFET A MO T 4 —HE OHER
- ERERER RES
AISE B
- BCEREREXRTMOI A /NNF—

o PHATIU-—

BEF A FLEBOLAECEL—FEBEL ADC E@BETHD £
(Mil A+B EiEBETED
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LAMP-2

1= )

CK

CK
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