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Dp71
Dp427
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Duchenne muscular dystrophy

Duchenne muscular dystrophy(DMD)

dystrophin
Dystrophin
DMD 20 26.8 14-38
DSM—IV-TR
autism spectrum disorder 4
2 2 1 1
dystrophin

dystrophin
DMD
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BMD 71 354 11 49
354 46  13%
DMD34 DMD 12% BMD12 BMD 17%
27 8% DMD22 8% BMD5
1 0.2% DMD1 0.4% 18
DMD11 3% BMD7 10%
5
8  44% 7 39% 3 17% 10
13 72% 10 12 67%
10  56% 7 39%
6% 15 83
BMD BMD X2
37 X2 P=0.0008
GABA
8% 6%
4% 0.8%
44
13%
BMD
37
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(DMD)

(1) CT CT
10-30 32 (2)
CT 5 (2331 )
Exon 45-54 Exon 45 Exon 2 2
11 5 2 2
1
5 2 (NPPV)
2 NPPV 1 2L
(1) DICOM Onis Viewer (2

Image/d DICOM Window 32740- 32870
8 bit (3) MRIcro TIFF

Photoshop® (4) Image/J Analyze
MRIcro (5) Matlab
SPM 5 (Normalize) (6) NifTI Analyze

eZIS Ver3.2 (7
DMD
-2SD
DMD
3D 3D
MRI MRI
MRI 1
MRI
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preliminary study

DM1
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AD/HD

DMD/BMD AD/HD

1) 1) 1) 1) 1)

2) 2) 2)

1)

Duchenne Becker DMD/BMD

DMD/BMD

AD/HD
AD/HD

1)

6-15 DMD/BMD 26 DMD 23 BMD 3
26 ADHD ADHD-RS Strength
and Difficulties Questionnaire SDQ: WISC-IV
A.M.I.
ADHD-RS SDQ
WISC-IV 2
ADHD-RS a=.84
a=.85 ADHD-RS SDQ
ADHD-RS
ADHD-RS SDQ ADHD-RS
SDQ 4
ADHD-RS
DMD/BMD
11
ADHD-RS SDQ

38



1) 1) 2)

1)
2)

(Waite, Brown & Blake,2012)

1992
22
2012
15
WAIS- 10
CAT)
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1 1 1) 2)

2)
,2012 ,2012
DMD 11  BMD
33.83  SD:7.33) 2014 7
SRS-2 Adult Form Relative / other Report
2012
WAIS-
WMS-R
CAT SDMT PASAT
BADS
( )
PASAT1
SRS-2
r=-.58 -.79, p<.05)
SRS-2
(r=.58 .69, p<.05) SDMT PASAT2
r=-.40
SRS-2
SDMT PASAT2
SRS-2
R2=43 .89, p<.05
DMD ( ,2010 )
SRS-2 PASAT2
SRS-2 SDMT
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DM 1

DM 1
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Fact sheet

[
@
a. (Dystrophinopathy, Duchenne /Becker muscular dystrophy:
DMD/BMD ) X (dystrophin )
b. (Limb-Girdle muscular dystrophy: LGMD) /
1
c. (Congenital muscular dystrophy: CMD) /
X 1
d. (Facioscapulohumeral muscular dystrophy:
FSHD) ( )

47



e. (Myotonic dystrophy: DM)

« )
f. (Emery-Dreifuss muscular dystrophy:
EDMD) / X
g. (Oculopharyngeal muscular dystrophy: OPMD)
h. (unclassified)
[
( )
(Fukuyama congenital muscular dystrophy: FCMD)
( )
DMD | BMD | LGMD | CMD(FCMD) | FSHD | DM | EDMD
(1979-1982)1 6.71
(1989)2 7.13 | 1.82 |1.55 1.14(0.89) 2.03 |9.13
Emery (1991)3 6.3 1.4 <4.0 2.0 5.0
Hughes(1993-1994)4 | 4.2* 1.6% | 1.1 0.6 3.1 8.4 0.4
Siciliano (1999)5 9.31
Norwood (2002)6 8.29 7.76 | 2.27 0.89 3.95 10.57 | 0.13
Jeppsen (2002)7 5.5
Mostacciuolo(2004)8 4.4
CDC (2007)? 13-18#
(2008)10 4.99 0.77 | 1.17 0.81 0.45 5.86 | 0.09
(2010)11 5.64 | 1.63 |0.47 0.41 0.29 | 1.41
(2013) 3.98 (330 |0.85 0.57(0.47) 0.66 |2.45
DMD BMD 10 (*: Hughes 10 # CDC 524
10 ) 10 Emery (
) Hughes Siciliano 2
) Norwood Jeppsen Mostacciuolo
CDC 4 ( )

muscular dystrophy clinical trial network (MDCTN)

48




DMD 3,500 1
6 10 55 7
13-18 9 (2008 )10
1979 -1982
11989 10
DMD
2/3(
DMD
57.6% 13
BMD
2-4
10 78 6 10
BMD DMD
BMD DMD
10 0.43 6
CMD 10 11
1988 0.57 1989
0.6 4 2002 0.89
FCMD 8
3 SVA
1 FCMD 90%
FSHD DM 10 1.6
18
20 LGMD
881 LGMD

49

7.1

1/3

3.

10

(2010
10

2

139

3

CK

14-16

1.14

6

1989
2.0

19

5-24

)it

10

DMD

DMD

10

2

9.1

1993

1978

34.4%

10
10
(2013 )
4.0-5.6

8.3

6.7

12

1/4

0.42-0.81
-1994
CMD

90

17

2 LGMD
DM2

-2012
LGMD2A

11.8%



LGMD2B  9.9% (LGMD2C-F) 3.6% a -

3.0% (LGMD2M 1.6% 1.4%) LGMD1B( )
2.6% LGMDI1C 1.4% 1%

SRS AOT—DRR mLGMD1A
mLGMD1B
mLGMDIC
B LGMDI1E
uLGMD2A
mLGMD2B
®LGMD_SGP
B LGMD2I
W LGMD2L
uLGMD2M
® LGMD2N
W LGMD2P
= LGMD_aDGP
W LGMD_PTRF

undiag
1978-2012 LGMD
881 303 LGMD2A 104 LGMD2B 87
LGMD2C-F( ) 32 LGMD1B( ) 23 LGMD2M 14
a - 12 LGMDI1C 12 (
)
EDMD OPMD 500
10
17-20 ( : 4-5, LGMD: 1.5-2.0 CMD: 0.4-0.8 FSHD: 2, DM:
9-10, EDMD, OPMD: <0.1 )
ADL QOL
26
27
2013 10 1 1526 1067
( ) 564
( )
FSHD 69 49 17
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27 (2013 10 1

795 653 273
DMD 702 610 253
LGMD 184 71 27
CMD 96 72 61
FSHD 69 49 17
DM 378 117 179
14 6 7
1526 1067 564

(DMD ) ( )

AoF79Y
HraE FEY B
@ w2 » poManTie. 3 /L
Q@ SeEPNI PO"W
Aa‘-y
AL R 21 IIC

T

VCP
RRTY .2
PABP2

%

z E D2 M
(@-F2F=>, FAIY, Yvay
aBYYREY Y, IASP)
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X Duchenne
(Duchenne muscular dystrophy: DMD) Becker (Becker muscular dystrophy:
BMD)

Xp21
X
DMD BMD
DMD: 2 3 5
CK
5 10
10
30
BMD DMD CK
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DMD

QOL
2014 2014 21
CK
60 10
30
MLPA Multiplex Ligation Probe Amplification
70 MLPA CK
b. LGMD?22-24
1
25
LGMD1

LGMD2 1 1A 1H 8 2 2A 2T 20
1H LGMD 60

LGMD L4

LGMD1A 5q31.2 MYOT

LGMD1B 1q22 LMNA AD/AR-EDMD

LGMD1C 3p25.3 CAV3 Rippling muscle disease

LGMD1D 7936.3 DNAJB6
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LGMD1E 2435 DES
LGMD1F 7932.1 TNPO3
LGMD1G 4921 HNRNPDL
LGMD1H 3p23-p25.1
LGMD2A 15q15.1 CAPN3
LGMD2B 2q13.2 DYSF
LGMD2C 13q12.12 SGCG
LGMD2D 1721.33 SGCA
LGMD2E 4q12 SGCB
LGMD2F 5333.2-933.3 | SGCD
LGMD2G 17q12 TCAP
LGMD2H 9¢33.1 TRIM32
LGMD2I 19q13.32 FKRP MDC1C
LGMD2J 2q31.2 TTN TMD
LGMD2K 9934.13 POMT1 WWS
LGMD2L 11p14.3 ANO5
LGMD2M 9¢31.2 FKTN FCMD
LGMD2N 14924.3 POMT2 WWS
LGMD20 1p34.1 POMGNT1 MEB
LGMD2P 3p21.31 DAG1
LGMD2Q 8p24.3 PLEC1
LGMD2R 2935 DES
LGMD2S 4935.1 TRAPPC11
LGMD2T 3p21.31 GMPPB
LGMD
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LGMD

LDMD

ACE B -

26

LGMD CK

(Possible)

LGMD the
American Academy of Neurology ”Evidence-based guideline: Diagnosis and treatment

of Limb-Girdle and distal dystrophies”2? Jain Foundation ”Automated LGMD

diagnosis assistant”(http://www.jain-foundation.org) Pompe

a -glucosidase (GAA) LGMD 25
LGMD
(1
sLGMD1A

(MYOT) Z
sLGMD1B
A/C(LMNA) A/C
Becker
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CK 2000IU/L
LMNA
(EDMD) Charcot-Marie-Tooth
EDMD LGMD1B trancating
mutation
nLGMD1C28
3 (CAV3) 3
rippling muscle disease
CAV3 QT
sLGMD1D
DNAJB6 DNAJB6 7Z
25~50
sLGMD1E
(DES) 10~20
DES LGMD2R
sLGMD1F
3 (TNPO3)
()
nLGMD2A29 30
3(CAPN3) LGMD LGMD2B
CK
3
M N2A C129S
3 M
N2A
N2A 3 MARP2
3
3
m LGMD2Bs31. 32
(DYSF) allelic disease
LGMD LGMD2A
1,000IU/L CK
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aLGMD2C~2F(

LGMD2C~F

SCARMD

10
sLGMD2G

sLGMD2H
TRIM32

sLGMD2I, K, L, M, N(a -

a -

FKRP POMT1 FKTN POMT2 POMGNT1
MDC1C POMT1

FKTN

FCMD

MEB

LGMD

CK

aLGMD2J
(TTN)
TTN

aLGMD2L
-5(ANO5)

Duchenne

TRIM32

10~50

E3-

LGMD

CK
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B-vy- 0
Becker
CK

LGMD2L K, L, M, N
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