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Multiplex Polymerase Chain Reaction #FIFELU 1:
Duchenne #ffiz 2 b0 74 —DRI ) —= %

i AR &% N % Z
W RITERIREE SR A B FERT
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HURIRERIRES S48 A R R BRI R (227

2 B

BERWE IR TR % V72 Duchenne H!
oA RT 4 —DAIY —= v IH{T51%H
DRIGGEMH DB E T - feo KIECRIT 2 22
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JA LT, denaturing 94°C, 14y, annealing 55
°C 24>, extension 72°C, 373D A 2 T30
[T > 72, PCR #T#, RIEE»S 20p] %
Wb, 1.5% 7hr—Ar LVEKEKEBC=F



DMD

St C 303

Reaction |

Reaction |l

298 293 291

289 281

B Multiplex PCR I2X % YA + r 7 4 Vill{EFOHEE
DMD % #303, 291, 289 IZ3\ T, exon 47 & 50 IHI2Y43 % DNA Wi 2AREL T3,

% DMD BEICKITBTA e 7 4 VBETFRE

RFe= 2 v KR
1 1

3, 6 2

8, 13, 17, 43, 47, 50 1

17 1

47, 50 5

50 1
NaE 11

el 18

ar 29

U AT e FYREIT I ) IEIEED B L
7Eo

BREER

multiplex PCR Ti%, =i THE I
<, RIGEMT X - TIEFERN - v FoliBlo
FECRERL S v FOBRE e SRV AFRD
bhtc, BeTRISEY D RE) 7 v ETHREC
XAlTE, FEFREWITEEHET D
B &bz ske, bR o FsM & 3%E L
(K)o ZD%&MHATFIZ multiplex PCR %17y,
FL7e H29OFKFRDBEFIG (K 40 %) Wik

RDI, TDILDOFENR AR T 4 V'
fLf oy, £7:21/328 5 o hot spot
CHEELL: (B, ABETRRAIAIKRED—
e >WTE, YAMr7 4V cDNA #7®
— 7 3% Southern ¥T D fER%®{T\,
[[—DFER 211, RBEIERFDFHARCHENE

2 5% 2 T, DMD Dz k¥ 7oREED B

Enbd—,kAZ7 ) —=v I/DFELLTER
ThdEEx bR,

X B

1) Den Dunnan ]JT, et al: Direct detection of
more than 50% of the Duchenne muscular dy-
strophy mutations by field inversion gels. Na-
ture 329 : 640-642, 1987

2) Koenig M, et al : The molecular basis for Du-
chenne versus Becker muscular dystrophy :
correlation of severity with type of deletion,
Am J Hum Genet 45 : 498-506, 1989

3) Chamberlain JS, et al: Deletion screening of
the Duchenne muscular dystrophy locus via
multiplex DNA amplification Nucl Acids Res
16 : 1141-11156, 1988

4) Beggs AH, et al : personal communication.
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o 2 b o7 4 — OEEFIFE LUEROEF AT AHI%E

TR 2 FFREBRE T

PCR #:#%F\ 1z Duchenne #fffo 2 b v 7 4 —5E
T ORI T2

Pt 8 % R

vt i

kFEPRE BT @Y, ¥ 7

4%

#F, | o @ ORP

D ESEERIIREE 2 REGKERFEBEILEE

=

E =

DMD O RIETF2I © BEko 7o, PCR
YHWT, BEFREOBRES, SR LBk
HELM ATV HEED DNA X5 HEEE
17, DMD %7k BMD D555 FRx x4
E LT, KB L b DNA #Hi L
Too BETFREDHFEDIDHD Primer i,
dystrophin @ exon 8 19 45 47 51 52 Z{li [
L, SR O e DIBIRF 4R %" T pERT
87-15 Xmnl, 87-8 Taq I, 3 CA #{F#H L7,
26T PCR TR&% R, TONILS (2
£), 19 (44), 45 (54), 47 (8 &), 51 (12
£), 52 (128) Thot, HHERT Primer
@ Major Allele %A1 X LA, ~7 =iER
it pERT 87-15/Xmnl (730 bp, 0.58, 0.43),
pERT 87-8/Taql (145bp, 0.74, 0.35), 3’ CA
(133bp, 0.83, 0.34) TH -7, PCR I X
5 BIETF2ENE, KREEX BEHDO2HZTHREL
¢cDNA 7o —7CiHEHLARELEBIT—L
oo HENXTA% D BB T ~T =% RL, PCR
BRAZ)—=v 7L LTHEBHEE L bR,

B 9]

Duchenne B 52 2 + v 7 4 —fF (DMD) %
Becker Bl A + v 7 4 —fiE (BMD) DR
FRM T, ERXREETe —T2IIFT
AV b =TI TCF5 < L7 Scuthern hybri-
dization B TfTic» Ty, T DOFFEHLFE
B7eRIEe, o474 b— SO AR
Ho T

4B} Polymerase Chane Reaction (PCR)
Ex AV, DNA SR X3 RAHFRLTCH
SR AT -7, ¥/ cDNA Fr—7iI2k
LREOWHEMKL, REDAZ Y —=v7
e LTELSY, #5537 exon primer %
HB, Az Y—=v/I/HEELELTO PCR ED
FRMEZRR L

MRELTICHE

BHEVC Bk Ry, DMD ik BM
D D555 %x %4 & L, DNA 3fEkitEsh

TWAHET, BEMKEIERSHE DMK
BIRE X b W L7, dystrophin Wi CIEE

Probe p84 p‘87 plZO JSB 3',CA
5° Dystrophin
1 t Pt
Exon 8 19 45 47 5152
Size 0 2Mb

1

Dystrophin PJC® primer DALE



87-1

5/Xmn |

<730bp
<520bp
<210bp
B2 pERTS87-15/Xmnl O
#tE DNA #87-15CTIIEH, FoEHo—if

’Zlf:[ {EE ? Xmnl TUJWI[

—, WS Fo+ 1 Xk 730 bp
520 bp, 210 bp T, Allele !X 730 bp & 520 bp
+210 bp,

eV Fh~ —

)8

T4 MM% 753 primer 3 ffi, Dystrophin ®
5 Lk bo pERT 87-15 Xmn I, pERT 87-8
Taq IV 3’ ] Primer 3 CA? &, dystro-
phin ® exon %7/~ primer®? O 5% 6 ff
% DNA synthesizer 12X b A& L7: (K
1), Template DNA % Taq polymerase,
primer, dNTP ®D{E&# %, Program temp
control system T30[E®D cycle THiE L 72,
ZD 5% pERT 87-15 Xmnl (XI5IEEY O 10
e ZHIREEF#E Xmnl 10U CTYJKr, pERT 87-
8 Taq I (XTHIMREEHE Taq 1 10U TYMWILT
b, 8~16%® polyacrylamide gel THEX
kB2 177c\ s,  ethidium bromide THift i
FlLic (M2),

RIFEFITHIIREESE Hind 1T, Bgl 11 %M
WTYMT L, cDNA 1-9 o7 r—7%HT
Southern hybridization & T /R 4D i % F# X

f;a)e)c

2

(< |

Bw R

53~554 Dk H\ IR O s\ R T o
primer D %M A FH7- L = 5, 87T-15% HIIRES
# Xmnl TYUM L7243 Dz Allele O+ 1 X
2 730bp HRTLDMNE9% %L, ~T rEE
HHR (PIC) 1343% TdH - 1=, 87-8 wHlllRELHE
Taq I TYW L 73 Dk Major allele 73 145
bp TEDRKILTAD T, ~T rEHEKIL3BY,
3'CA (% 133bp 734 < T83B T~T mEKH 3
%THo1z (F1),

87-15, 87-8 (XLART# T L 7 IEF A A ALtk
DXRffE T v — AL BEROHE L[ U T
AJ;)ﬂ f‘s)

wﬁ@ngA 0D exon D1 X% cDNA

HBETIE1 O 5 A32H D, exon 8§,
19, 45, 47, 51, 52D AHE TRIDI6%
HA—1L7 (K3),

|
11T

II T

1T

U

exon 19

B3 /K4t Primer OfiiE

i
3fi»> PCR primer {fifl$ %2 & T~TF
r R BIXT6% THMTRE LT R S h, FEET4

~nz

A
aff

%1 Primer Allele
: s Allele Num of

Primer Enzyme Size (bp) Frey PIC Chr

pERTS87-15 Xmnl 730 0.58 0.43
5204210  0.42 A

pERT87-8 Taql 145 0.47 0.35
4+ 71 0.26 106

3'CA 137 0.17 0.34
133 0.83 110




BOBPRTL 8 £H—2D Primer T~F
A A R LA, LaL, Abbs 253 pERT
87& 3 CA DHIDHAFFXHIL9.2% WM& L
Tw5?, WA LARRTEREFAARFL LR
W, FD 5 2 FKRILEOMIGRIGETFRENFF
L7, RFLP X% BETHEITTIE ZOM
B2 oOBENFEET S, %< D primer T
TARTHEREYMT IR I, LrLBEDEE
A PCR primer 234 7cu 7o, Southern hy-
bridization IEIZ X % fhd v — 7D LMD
BRELLELEBbIh D,

—HBFE ¥ TISFERD exon primer ARG
ShTWEHY, ThThLToORRIBHT
&, F 7 duplication $ 7 X WHE IRTH
n8, okt rEEE Ebh, ¥4 PCR T
DREFEMNTC X A REESHIEE L BH
n, REKHEE cDNA Fou—72HEALT,
SBIETEMIT 2T b iudis bicu,

T, BAX6FEHED primer T, BEF
RFDE3%BTREXEA LI XD, T3
EF2H Tk PCR IR CRETFRELREL,
RERBDIBETRZOHND cDNA 7=
=7 % AVCCEETFREMBNT I X5 BEZTFL2H
IO ERLTWS, REDILWEZERRT
it, £T®D ¢cDNA 7 v -2 HAWTRESPE
BDOBRFELIT, BETFEWHITI & LALE
Tho,

¥ LEH

3FEHDOERD primer THABDRFZTHH
ThHb, 53BDBETREYTH L, PCR
BRI RIEY B 5%, BEE, BATOFRA
YT OEETFEHMORA 7Y —=v 7RELLTH
BThriExbhi,

X B

1) R. G. Roberts C. G. Cole et al : Rapid carrier

7

and prenatal diagnosis of Duchenne and Becker
muscular dystrophy. Nucl Acid Res 17(2) :
811, 1989
2) Alan H. Beggs Louis M. Kunkel : A polymo-
rphic CACA repeat in the 3’ untranslated
region of dystrophin. Nucl Acid Res 18(7) :
1931, 1990
Jeffrey S. Chamberlain Richard A. Gibbs et

al : Deletion screening of the Duchenne mus-

3

~

cular dystrophy locus via multiplex DNA &mp-
lification. Nucl Acid Res 16(23) : 11141-11156,
1988

4) Thomas W Prior, W. Edward Highsmith Jr
et al: A model for molecular screening of
newborns. Simultaneous detection of Duche-
nne/Becker muscular dystrophies and Cystic
fibrosis. Clin Chem 36(10) : 1756-1759, 1990

5) S. Sugino S. Fujishita et al : Moleculargenetic
study of Duchenne and Becker muscular dy-
strophies : Deletion analyses of 45 Japanese pa-
tients and segragation analyses in their fami-
lies with RFLs based on the data from normal
japanes females. Am J Med Genet 34 : 555-
561, 1989

6) A HFH, BT Bt : Duchenne Bl A b m

7 1 —EOBETFRKIL BV RFLP w7

REZZH L MAT2E, YA e 7 4 —HED

BE, &%, BRI OBREMRCET 2 PER

TSR RMEE, 41-44

Stephan Abbs, Roland G. Roberts et al : Ac-

curate Assessment of Intragenic Recombina-

~

tion Frequency within the Duchenne Muscu-
lar Dystrophy Gene. Genomics 7 : 602-606, 1990

8) J. T. Den Dunnen, P. M. Grootscholten et
al : Topography of the Duchenne Muscular
Dystrophy (DMD) Gene: FIGE and c¢DNA
Analysis of 194 Cases Reveals 115 Deletions
and 13 Duplications. Am J Hum Genet 45:
835-847, 1989



o 2 b o7 4 —OEHIRE LREROEEICET 5P

IR 2 FEMRHEN

EFHEH A b 7 —BEITBT S
BEFREN PEHEOBRS

il a

i S

BT AFEFNHEDFBE

kREpRE K A # 2P & B A

.&1)’ ;E };E @ ﬁZ)

D R ERBAFEREBYAEYFRE P BTSN

= =

EFEGo Ay v 7 4 —R XSG EDOSA
re v, VEBEFORBZIBLIDOTHDT L
NH LI Eh, BETFEHATEEL o7,
COBETFZMICFY T ey FEENERTDH
BENEFENRD LD, HFY TRy FEERWL
OOHREHEL CTHETEREDOH DV F
NEHh3 X oL, ThiAVTesHDHEST
Mo AL e 7 4 —BECRTHBEETREY
B LT, TOE, #BEaTRE McEgs
KB CHTE THET ENnGhot, %
72, EHOHEII3% L LHTOPRFERD 6 ~
THIY L EL, REDHEESCH D 45
DI1ICLE L, ohit, BETENTRWT
FEENER TN ERRL T3, 3K,
AR 7 4 —DEETFEMCITYHHF
Fuy, FERA—F VLTS DR, HE
fbeavea—2{befddI LT TER
%, BB FEtEcEhA Y AT AR D0
B b,

B ®

Duchenne # (DMD) ¥ X0 Becker !
(BMD) #fFHfGC A Fr 7 4 —ik, XY

FoBET B AR T 4 VIREETFO R

B ERBBLMTER, £D cDNA O£l
KTV REI NP, Zhic ko T HETHE
HoAbr7 4 — ORBEFLH P E &ico

Teo PA MR T 4 VIRIBTFOREXTND L
D—2& LT, cDNA ¥ Fr—7 kT35 4+
v7Rry MER Y > GREFORKROTE Y
BT 5 2 EXRLfThbhTWw5, LvL, ¥
A MR 74 VEREFIZSHED=27 Y bt

b, ¢cDNA 2% 14kb & EW-»i, RS
VIERBLZERESHTIREL, FRAVIFD
BALLEHYHAETS LREBTH S, i
i A b r 7 4 —OBRETFEEAINEECT
5D D X S nEmiEERY RT3 2
EMRETHD, T THLIZ, EROVHFV
T By MERWLOnORB R LT X b B
TERHEOHB AV FERD IO, ThE
FiT B4 o DMD RU° BMD %
ZRTACA MR 7 4 VIETFORERERXT
Vv, ToBRAYIGRIETENNICRIT 2y
7 ry FMEOEREYRE LI

k&

X B EN IR ERTH 3% B © DMD, BMD
B outlier &2M IhicizBifrois\EE
ThFEh8l%, 4BRV1BTHDH, WHEEHNH
LEMMm 20ml E~-2) VEEL, #ERWOK
B:C DNA wihHiU7ctt, HIRE## Hind IT
THWL, YA Fr 74 v cDNA #HWTH
FvTey FERTo k., MEARDLRICY
DEDWTIXHIREES Bglll % HVCHRER
L, fERL<HVWHRTWS cDNA Fr—
79-14% I bt 5 HMeHHE L, RERFIOFLE



HindIII digestion, probe 8

79 80 81 82 83 84 85 86 87 88 89 90 YT

;indnvcu-qﬁvdﬁnuna%uhaqr — —
s o . - e U G e
D G GRS T WD S — . o—-—

B1 CAbrr 74 vBEFORES, YT XIEFHSHFO DNA.

3% 12kb 75 14kb LS4 TomEic>
WTRHT Lo —DIEFICOVWTIEA—+ 7
CHITST 4T b A —&— (BE2W
E754 v 72Ky b A%+ F+— CS-9000) i
WFT, RV FDY IFABER LT, Y
ey VEREWTTR LAERATILUT
DD THbH, (1) EXKIkBEIT 5 DNA FE% 7]
e hH—1c L7z, (20 DNA FEAREDH
EEMFAr VEEZHEHAL, 7r—7%% 2T
IEEFEA L7, ) SvAFaT7514~—%
WT 10° cpm/pg L EDOKE®Y L DT r—F
BB, @) ~ATVELAE—> 3 VR
L OEHHR D SDS A 1 i L TRy 2
759 v Falzi,

BREER

X1ty oA b r 7 4 VIRIBFORE
a3, B#ET9, 80, 86, 88, 89iTis\ TH]
MITAY FOWEELRRDBND, K2 1iZEE
69T B W TRD LN IRIETFOEBEHIZ R T,
HindIII GJlric T3 Bglll krics\T

X 2

probe 8
HindIII dig. BgllIl dig.
69 YT 69 YT
-
s
s -—
A ES e
: —— ——
S G
A
—

A LR 7 VRETOERA, YT RIEFRYS
Fo DNA.



YT 70

Hindlll dig.

... probe 10

(o2}

=

X3

L, BOIEF KAV P2 —v L T2 K
DAY FREL > TV D, ShbFRFR 2
RKOANV FIERIC=2 Y YERIGLTWS Z &
Do TWBY, ok 5ICEHEDOHE LA
vV FOEIRECT LI, REDHEERE
BRELTWLWOT, EHEISEHIBIEGIC
D34 T HindlIl & Bglll © ) o g
THER L 1,
HEHEOHER LD EBCIT 2508 90 %
FARD fodic, BETOCE\TED RIS
EHEZEL A AV P E -V EEH v K%
—VERFVV M A—Z - THELE (X
3)o K E—7 DMK RO FIETZ €= 27[HoD
HEEEE 2Rt A—S52H 2757 4 —
KREWTIIRI LIRS LH S h s v V1, 6,
7T OB 1 CEL, EREZRT EHESh
5.V F2—5 oKX 2ICEV, ZOfFER
(L, WYy AR EER VD C &
X - GRIZETZEO ABHENSRETH S =
EERLTW3,

el

migration

CANRT 4 VBEFOF UM A M) —DER, YT RIEHBEF 0 DNA.

K1 VAFR7 4 VEETOREREOKE

i AL 86 (5)

R4 48 (3) (56%) in-frame 4 (0)
frameshift 40 (3)
unknown (JF) 4 (0)

TR ] 11 (0) (13%) in-frame 0
frameshift 9
unknown (JF) 2

RFLP(?) 4 (0) (5%)

wamxhd 26 (2) (30%)

() Az BMD & Outlier O&it% 57,
unknown (JF) (X junction fragment 733 % 7-81C
in—frame 7> frameshift 22DH|WNTE /LW L%
RTo RFLP 46D 5 b 2 /R, 10 HEHEY
£,

CAMRT 4 VEBETFREOBRHERY
W EEDDH, LBED 5L RENSES, THE
3% TR bitz, DMD BHEDKR%Diz &



£2 FYYFAMN)—EBFAEC— 7 ORNE K

vy Y I
' YT HK-70 HK-70/YT
1 9570 7262 0.76
2 15010 27332 1.82
3 7159 16284 2.27
4 32493 62700 1.93
5 15918 32347 2.03
6 40244 36453 0.91
7 16802 15070 0.90

A VY frameshift Z 8 LTk D, reading
frame theory® iZ& - T\ %, SEIOHEBDOH
BB B O RAER (6 ~7 %)V L HANT
JEHTE . FOFERELT, ¥y T ay b
BoEEomE, AMEROZE, HREOTR
NEZ LIRS, WThice X, SEOERI,
BEFIMC R WTRERTICERT 201K
FHLTHY, ERBEOR V¥ T e,y bk
X o THEBYEFECHE L e il biew
CEERLTNWD, TOEKRT, HHEEXHEMT

Duplication

&/o\ PCR RIETH DGR ES X %,
RERCEHOEB N4 TR, K&K, K
#1 & 312 major hot spot(cDNA ko 7-8 kb fF
¥) KX minor hot spot (cDNA ko 1-2
kb L) wAhOICBRH IR, & & CHBRE
WUk, JERROPIR LI X 51T, REFIK
AR U b B34 53K A2 DMD & BMD
b BBENR2HIRDh 122 ETH D,
SDC ki, Rk —-VIZ Lo THEREBY
FRTHE EAEFETHIEETRTEHER
Bz, BERTFCL - URROETEZESED
AR R LTV 5,

T LEH

BT A br T 4 —BERTEBTHC AL
r7 4 VRIETOREY, WOhDHREM
X CHECTEREODD v FEE25 X 5K
LicH#Hv 7 ey Mikd ACTFFEIICREL
o TORER, BEFRYE, BREHLABTHKT
HAlcEI, i, EROFERLEIOWRMY
RIninlkehidl, RROFED 45D 1

Deletion

[
B ————————13y
D 7 ] Y

/

Uppe, Y

UIIIII

/

- 16y
23y

BYD 331y
]

Dystrophin cDNA

B4 vAMr7 4V DNA EBIFBRELEHOFK JF X junction
fragment, I i3 in-frame ##% L, ZThUSML frameshift #E 3. B
WL DMD, BVl BMD, #EHEDOA - 7ckElL outlier 3T



L L, ZhuX, BEFEECKSLTYr¥Y
7By FESRERTHDHZ ERRL TS,
¥k, HivAbre7 4 —DBIETFLEHEAL -5
VIZAT S iy, HEN S R T 4 v rEER
A7V 24— g vtk —7 v ESoBELFIH
THIERI-TCIBIERN EHEAEY S
B, Flov 7 FADZREYD & F O ENIE A
HEMET2 Z i X b BB HENTLS X
STHRETHDEE2D,

BEXM

1) Koenig M, Hoffman EP et al : Complete cloning
of the Duchenne muscular dystrophy (DMD)
c¢DNA and preliminary genomic organization
of the DMD gene in normal and affected in-

Cell 50 : 509, 1987

2) Koenig M, Monaco AP et al.: The complete

dividuals.

sequence of dystrophin predicts a rod-shaped
Cell 53 : 219, 1988
3) Darras BT, Blattner P et al.: Intragenic dele-

cytoskeletal protein.

4)

5)

6)

tions in 21 Duchenne muscular dystrophy
(DMD)/Becker muscular dystrophy (BMD)
families studied with the dystrophin ¢cDNA :
Location of breakpoints on HindIII and BglII
exon-containing fragment map, meiotic and
mitotic origin of mutations. Am. J. Hum.
Genet. 53 : 620, 1988

Koenig M, Beggs AH et al.: The molecular
basis for Duchenne versus Becker muscular
dystrophy : Correlation of severity with type
of deletion. Am. J. Hum. Genet, 43 : 498, 1989
Dunnen JTD, Grootscholten PM et al. : Topo-
graphy of the Duchenne muscular dystrophy
(DMD) gene : FIGE and c¢DNA analysis of
194 cases reveals 115 deletions and 13 dupli-
Am. J. Hum. Genet. 45 : 835, 1989

Hu X, Ray, PN et al. : Duplicational mutation

cations.

at the duchenne muscular dystrophy locus :
Its frequency, distribution, origin, and pheno-
typegenotype correlation. Am. J. Hum. Genet,

46 : 682, 1990



By A+ o7 4 —OREKIRE LUHEROEFCET 5 P18

IR 2 FEEERTAE RAETE

o R a7 —DOEKRKRREEBETFRECET 585

Bt A W

S

KR AR NEF

kApRE K
iR 1 N2l

A FU W B A K

D RBCRFERFINER 2 KBURFRF ISR AR

E B

DMD #7/:iz BMD &2 ¥icizitbhic
28G5 K% E LT PCREBEIRIDCALRTZ
VIBRTF O WHRK B M Ui, 2881 1261
(43%) k%% R, BHEBRHFEIL T
9T ey MEOHREEXTHBETSH
b, THFETH AR CRINRTRETH S = &
LRSI EE 2 bk, REAXRD 120
ROWTIE, IBHEHFrT e, PELEST
RRFEBEOERZIT, K& ERCRA
723 @ & junction fragment % 2% 723 DLISF
® 8 ffih, DMD 5 f5I3-XTA% out of frame,
BMD 3 #lit+XT in frame %7RL, frame
shift theory & —&K L8 % B, FEEH
CE S TR e 2W N B E b 5
b, BFEERZTBD myopathy DZMFEED 1 > &
LT PCR &BxiEHIXE LEbRT,

B ®

HEITEHCA PR 7 4 =1k, AFESALR T
A VEARFIE LT ELZBRAT LD, ¥
A br 74 VEEET O REZOWT DNA 2
MBI fibh T3, SEBAIZEERND
Duchenne Eff A+t w7 44— (DMD), *
O BIERCHS Becker BlffoAbr7 4 —
(BMD), &bz CK &ff, #fii, (47wt
VERERTHDET, Ka RBEBRIERYTRTH
TAMRTZ 4~ BT, Polymerase Chain
Reaction (PCR) 5ROy~ 7' m y PR

WTLAMRT 4 VREFED DNA VA0 D
DLW RITV, BRIER & O HB% H-~HED
AT > EXHNE LIS,

B

DMD %73 BMD &2MiFiifibhic
28FEXEEL (F1), BEOKE~Y vl
Xh 7=/ —AHilEE VT DNA 2H7,

(PCR #:) Chamberlain HD5#EY AW
T, 9D SF5 1 =—12Xkb, a (exon 8) b
(exon 17) ¢ (exon 19) d (exon 44) e (exon
45) f (exon 48) g (exon 12) h (exon 51)
i (exon 4) D 9 rPTOHE%,
f, E~iD3-HTORHT T, Bbh
&ML 1.5 BT e — RS LVEKREERT
W, B RICRIE Lot v FOBLOF S
LEEFREEHE L, (a;360bp, b; 416
bp, c; 459bp, d; 268bp, e; 567bp, f; 507
bp, g; 331bp, h; 388bp, i; 196 bp)

(v 7 ey ) PCRIEBERKTRARRD
R BT, ¥y 7 ey PERTRE
AL DFER T 1T - 7o DNA #ZiHIfREFE Hind
Meibs, 0.8%B7 e —ABKKEZITL,
AEF L —O—VEHAWTHI v /[E (Hybond
N*) WEE L, ¥P T7 -~ Ll cDNA (1-
2a, 2b-3, 4-5a, 5b-7, 8, 9, 11-14) % 7w —
7 & L T24~48FH] hybridization UJE#% 2t
%, 3~7AM7 4+ A AIEBRL, bRl
v FOFEIC X b REGHYFEE L1,

a~c, e~



%1

EER# & PCR ki X A R&EDHE

Case | (Y) PIZREEF MR & | FEE | HEORK | PCR ick sk

1 5 SHoFEh CPK &EiH ® &+ |BfTE e
2 24 EDBONEL Lo T ! = |BEA e {-)

BT (SR)
7 [EELRTV BITRES B &) S L e. f, 2
15 |{E&rE, CPKEHE (8Y) ] = |BEEERc L e, f, h (9

{5 5 SITDHIAEIE (2Y6M) +) (&) ) i~f ()

6 13 HExz v, B (1YIM) &3] @B |H1 A i~f =)

™  [FFEgRERE (2M) ] = PR a ()

8 7 EBEETRR 6Y) =) S a (-

9 9 GOT, GPT & = = pRfrer f, h &)
10 4 (BEEBHREEE 2Y) ] & B i~h
1 5  |[FFESRERE CPK &l =) & BT h &)

12 20 (G, (A s/eEVR (14Y) = O (A5 e f, h()
AR EVR

13 5  [BET QY) EBEHERR o) B B n. d.
14 8 [EBDIEL (4Y) G =) TR n. d.
15 8  [EEMEEETRR (4Y) ] & T n. d.
16 12 R~Aev 1Y1LIM) - ) |EAAER n. d.

11Y~)

17 3 [HAEEREEIE S5 = BT n. d.
18 20 {BEILRT Ehioy (BY) ] B I AIFREBER n. d.
{19 12 BITBHER, SEDER + + fﬁé?@)ﬁﬁ n. d.
20 6  GEE)FEIEIE o) ) PBTE n. d.
{21 5 A (4Y) “ W T r. d.
22 2 |CPK @&ffi EBHFREET ] &) BT n. d.
23 1 |CPK #Affi = W BT n. d.
24 10 PBETRE 10Y) &L = & Rl n. d.
25 2 |CPK fafii ' - @ B n. d.
26 15  [FED0EN ] B |HA A {EHE n d.

oY~)
27 8  |[BITRER, BEwHE 6Y) ) SRR L] n. d.
28 2 EIMET, FPEERE ) &) PR n. d.
*{ 5 BB n. d.; not deleted
WhH LD EEZ bRk, BEER (MR) %K
HRBIUER

PCR #i2 X b DMD ¥7#:i% BMD &2
F xR EEGI28BIR126] (43%) &, A
< & 1R DR FEHBDI, BEDER
7 A A~2U4RCE LU, Mo EFE LT,
WHER, BITREE, HEEREEEYEH L
75 b ooflic, HFEERE CK Bt EiF
ET5HDE2GF G (33%) Bl Zh
W HE R CIERE MBI fThhd L 51Ic
I toted, HFEEEREC CK e Vo iR
HIEDZHIDOFELD D Lich r — AWML T

EEORFEIZOWTUL, REOFE L HBIBIER
T RDIH o oo BHIEIELTORIDHE T
5 Fumflx v, i;11%, a; 18%, g; 11%,

b; 11%, ¢;11%, d; 11%, e;29%, ;25
%, h ;2% TH ol REDHELBERD Y
7wy MR X DR (40~60%)P90 =
HARTEL <, MR RREREOHFEEXFKD
FECHBIBNGRYAZED bhieh - e bR T
Hbo, REDHMIL, A rr7 4 VBEGETL
ORI AL T3 e (exon 45) f (exon
48) h (exon 51) WCHHENEL, s T



B 1 Deletion in DMD and BMD patients relative to the exon-containing HindIII fragments
detected with ¢cDNA probes.

3

7.8
S.9
1.8
3.4
10.0
11-14 ij;
6.8
5.2
2.1
1.5
1.45
2.4
2.55
6.7
10 12.0
2.8
3.5 60 1 2 3 4 5 € 7 & 9 10 1112 CASP
f———— 6.0 58459 -
8.8 (3] -+ = S/ e [V . § - FERAMESUIIL
;‘g 56 3 3
. 55
9 8.3 54 2 g
7.8+41.0 $3 1
7.0 52
3.1 51
3.7 50 3 3
8 1.6 49
1.2+43.9 48 k) 3
10.0, 47 2
1.5 46 I 3
0.5 4s l
4.1 44
a8 3332 7
5b-7  ¢.2 40441
6.1 38439
1.5 37
1.3 36
0.4 s
1.8 34
18.0 30-33
11.0 29
4.7 28
4-5a 5.2 26427
20.0 22-25
12.0 21
7.3 20
3.0 19
12.0 18
1.7 17
2b-3 6.0 16
2.7 14415
6.6 13
4.0 12 s 2
10.5 10411
7.5 B8+9
4.6 7 I I
8.0 L] 1
1-2a 3.1 5
8.5 4 3
4.2 3
3.28 2
3.2 1
LE i
A B c AN 1

A, Dystrophin ¢cDNA probes used for the detection and delineation of the deletions

B, exon-containing Hindlll genomic fragments (sizes in kbp)

C, exon numbers

Black bars indicate the extent of the deletions found in 12 cases.

Dot bars indicate the border of the undetermined deleted region.

Italic numbers above or below the bars indicate exon border type.

Frame shift ; A delation that juxtaposes two exons with borders of the same type maintains the
readingframe. (Koenig et al. 1989).
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CHESRTWAY ¥y 7 ey FEEIZLE S hot
spot D5HL —HDHFKE —H LT, 20
5b, BIED BMD BE3FID 5D 2 FloKS%
Moz e, f,h T—HL, BhO1fite X
KThHote, WEAUHBREREY - 72 DMD
36 (2D 5% 2 URSHBOD TIRIKHEME
EFoRE (BEBGi~f, BY 14li~h)
RSB,

WIZ PCR BRI TR KR FED I 126l BT
i, YTy PEC Y REREOEZY
fToto (K1) 126 &6 TR &L PCR i
T BRERE—F L TCie, REDHEHEM, 5
L RAN 3B GEGIS5, 6, 10) & junc-
tion fragment ZFRSIAEH GEFI11) LSt
8 i+ BMD (33XT in frame, DMD 17
T out of frame %7~ L, frame shift theory
e QI = L g Y o

kXY, 4@ED PCR HKIC L BHRETIIE
IEGID 43 % Wi REEFEYTE, {EkOv
FrTe, MECXAHE L ENTRIHELE
{7e<, #ED DNA b B2 Eh
FICBRINARECH D RN DA Y —= v ik
LTEIBERRFREELDR S, FIREKD
CMD & #x bhTWIIEERGILRIED Be-
cker Fl7p & TR N2 L BHTRE
HBAB D myopathy DZEIFRD 12L& 1L T
EHIhBREFELERbR, ILIEMY
FHRTL¥%, frame shift theory 2AHAADY;
BELHEBET I ENREETTHTC L L

Lz, HEEEORBY MY RREOMIE YD
VAR

¥ &0

PCR LB oA w7 4 VEEEDOLE
B o tre WHREDEBRI VYT ry b
B UTEL L, BRinZiEeExbh

B

BEXM

1) Chamberlain JS, Gibbs RA et al : Multiplex PCR
for the Diagnosis of Duchenne Muscular Dy-
strophy. in PCR Protocols A Guide to Methods
and Applications, ed. by Innis MA, Gelfand
DH, Sninsky JJ, White T]J.

2) Koenig M, Beggs AH et al.: The Molecular
Basis for Duchenne versus Becker Muscular
Dystrophy : Correlation of Severity with Type
of Deletion. Am J Hum Genet 45 : 498. 1989

3) Sugino S, Fujishita S et al : Molecular-Genetic
Study of Duchenne and Becker Muscular Dy-
strophies : Deletion Analyses of 45 Japanese
Patients and Segregation Analyses in Their Fa-
milies With RFLPs Based on the Data From
Normal Japanese Females. Am J Med Genet
34 : 555, 1989

4) Asano J, Tomatsu S et al: GENE DELE-
TIONS IN JAPANESE PATIENTS WITH
DUCHENNE AND BECKER MUSCULAR
DYSTROPHY. Jpn J Hum Genet 35: 159,
1990



Wi 2 b v 7 4 — OEUHEE LEERUEEC T 5 B9

TR 2 FEDR L

Duchenne #ffio 2 b v 74 —0 DNA ¥
Z#5Hr, cDNA 8, PCR i & 2 kst

i A K 1l pii
WHKFERERLS 1 sERR AR
FAGFRE 1 T B B & B L3RV, X R O#F @
T R I N A BEY, MR O 22

DIRBKFEZME L ERAR P HIBRFESDMEDFERE

® B

Duchenne 5 A b 27 4 — (DMD) O
41 DNA Z¥CAHEZHMAEETH %,
%Z T RFLP HHc X 5 RAHZH 1T\,
DMD /BIRizou-Tix cDNA probe TK%kD
HiEY L5, X512 PCR-RFLP #:% v
IR RE BRI L D A il X o H
ERIZM 21T, DMD oH4AFZEICIz E D
HEn b FRME BB L., RFLP &
PICIR18KRD 5 HL16K R (89%) TREAEEZ
WATEETH D, 8 GIMVMERE, 8 GIsIEFER
#E 2 INi-, cDNA probe i X% B#ET
H178F 118 (64.7%) T RER Z bR,
PCR-RFLP ¥Tik 3K FBRCHRRELZH A8
ThY, 100REE, 2 AIEERE L2
Ihic, HAFZHFA(IFKR TIR1IFANHER
TIF®, 2060 BCIRERE L2 I hi,
DMD o i 4 Hij DNA 2 & LT PCR-
RFLP Bl Bl ClRd BRATHH EE LD
n5,

B #

Duchenne Efj 2+ r 7 4 — (DMD) o
2SI CHRIEOMARCITLbRATE N, L
» URAR eERER e WBEZ O AT %
Wit & Ui Hi4: R i o R LE B MR D B
BATAkEV, DMD 44 DNA ZMrT

REEB o (RAFZN RO THETH S, n
Hh OERAH TRV EbrhiEg2, §30
DMD BREZE LRI LRI D H
LTH5bD, £DFP:& LT genomic probe T
RFLP 53#i%1T 5 5P, cDNA probe TX
Ku BB HEY, PCR BTR&Ex BB HED It
EXbB, #Z T RFLP e X 5RR%E2
¥r& TV, DMD HIBIZDVTix ¢cDNA probe
TREDHEY L b e, I HR—HDEFC
DWW Tik PCR B2k % RFLP #+41 (PCR-
RFLP ) % A& ERVIHERRIZE Lo M
by X b 42N 2Ty, DMD oifi4
MBI EDTEBRR b ERA» BRI L
7o
Vi *

BRI RFLP ZHmic X 3 (RIAHZM A
BELERRTHRFRAC L HZDOARD DMD #FT5%
MAEERRIOFR, 240 L0 DMD ¥F7
DRIEHERFR 8 RRAFISHKAREN R E L,

DNA (X RAMER L H HEC X v Ml LA
(11948), 7pg DNA % 6 O FIBERZOWT
AP ELRTXTTYMR, 187 e—RY
AT A XN orBE L 72o DNA (% Vacugene
BHCFAB Y AT VVYRTAHY) PSS VR
7 7 — L7 genomic probe ¥ pERT 87-1,
8, 15%{lifi L7z, cDNA probe IZX 5RK%D
& DMD B 1685 % x4 & LT Hind I
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Table 1 DNA probes and RFLPs used in this study

Allele size (kb)

Probes Fragment size (kb) Enzymes p q
pERT 87-1 1.25 Bst NI 3.1 2.45/0.65
Xmn I 8.7 7.5
Msp 1 4.05 1.8
pERT 87-8 1.4 Bst XI 4.4 2.2
Taq 1 2.7/1.1 3.8
pERT 87-15 1.5 Taq 1 3.1 3.3
Xmn [ 1.6/1.2 2.8
Bam HI 9.4 7.1 /2.3

Table 2 RFLPs anlysis by PCR amplified DNA (R.G. Roberts 1989)

region amplified/enzyme

PCR product

products of digestion

(1) pERT 87-15/Xmnl RFLP

(2) pERT 87-15/Bam HI RFLP

(3) pERT 87-8/Taql RFLP

740 bp

226 bp

155 bp

730+10 bp (—allele)
520+210-+10 bp  (+-allele)
216410 bp (—allele)
166+50+10 bp  (Fallele)
145410 bp (—allele)
74+71+10 bp (+allele)

TYJHT, probe X 8, 1-2a @ 2 fi¥ D L& {#i
L7, L7 probe & RFLP offlafd
i Table 1 LD LA, PCR-RFLP #:ix
Roberts BHDOFEY X b MRHEFRRSFER,
BEERFR LRR A6 RKREHE LT
¥ primer TIEE, HIREFHECUML
RFLP #ik ket (Table 2), M43
2ZW (355R) Tk HATRTZEI o §iic PCR
BIC X DRRIBHTIZME S o i,

# 2

RFLP Z3HiTIRIBRAD 5 H16%K % (89%)
TRIREZEIZTEETH Y, 8 FIARIEL, 8

IDTERIAE L2 Shic, 3D 2KRU1%)
T8 T XTD RFLP K7W LT27 5147

v OO RFLP 235N T & TREEZN
MANBJRETH - 7 (Table 3), 4r#r L 7= DMD
AR 16881 K43 X ¥ recombination (TEH
g }'L t;:?)* i) 7‘:0

c¢DNA probe iZ X% #% Tz 174H 114
(64.7%) CRERHZ bl RFLP 23T
ETRABZMDAVETH > L 2FKRDENL
T REBRL BRI (Table 4),

PCR-RFLP Tt 3 KR CREEZH
BETH D, 1OIMRIEE, 260 EREAE LR
Mrshio, HERRZES (3558 Tkl fin
BRTIER, 26ir&RcIREE L2 SR
7z (Table5),

FEGI1 1251 FI-1 # DMD DOEHT
BB, AR M-4 xERZHCcHELZHE R

Table 3 Results of RFLP analysis in 18 unrelated families

Total no. of families

No. of informative families

No. of non-informative families

18

16 (89%)

8 carrier
8 non-carrier

2 (11%)




Table 4 Results of detection of deletions by ¢cDNA
probes

No. of DMD with

No. of DMD tested deletion

17 11 (64.7%)

1-2a
8 9
1-22 and 8 0

1

Table 5 Results of PCR-RFLPs analysis

case results
Carrier 1 hereditary carrier
diagnosis 2 sporadic non carrier
3 sporadic non carrier
Prenatal 1 sporadic male, not affected
1 . .
dlagnps S 2 sporadic famale, non carrier
3 poradic female, non carrier

7o ZORRIEE DMD BIE -1 o~
vxfFERFIDO~T LT (@ER T-2
ML onTrELT) O ENHBLUIER
BREZM IR, o 1T1-3 AECIEHRE
#ZE2rIhiz (Fig. D,

FEFI 2 LR Y 7 1 F -1 23 DMD 0%
PITHD, LHLIDOFITIEZ254 7 II-
2 OfFF 1-2 © CPK {liniE{E (431 u/md)
THBEDTI A7 Y MW b RERE & E
2 bh5, BKBIE -3 EFI2E o R & 2H
Iht, 2O RIX DMD HBIE T-1 A3
T gL FERBDOAN~NT e x4 FERRBEMLS
ZIHREE EAHBLEE R L2 S
(Fig. 2),

z =

Birssico DMD o4 gij2itk% Fig.3
WZF LWt $¥VEEIRL B RFLP 4 ¥Hiof
HEZWRIZHIOLE TH -1z T DFERIL Ca-
ucasian ZXfR & LI EORIEZERD &
[ THhH -1 cDNA probe X %K&EDKE
FBTIL 2D ¢cDNA probe DX P {HEH L1
M4 T DRIBHRTH - fe, I 6 FEMH
TNTD probe {5 o & RAIFEOHRHERY©
BHot, LIh - T cDNA probe & X 5K4%
DB ILE D 2D cDNA probe D& T
+3CRED hot spot B H N —F BT EPT
THEE2LRB, ThbY ¥ VR L B4
AKICEER T4V P~ FRNFEE LFEEN
BHTHRENH D F CRREERIZ 220 5 SRS

Taq I RFLP in pERT 87-8

—@© 145/74171

CPK 970

I 145/ [O——-7
1 2.
|
CPK 4250
145/ 74471/
i
DMD

J

145/74171 74471

¥ )
non carrier not affected

Fig. 1 Prenatal diagnosis of a family with a sporadic DMD by PCR-RFLPs



Xmn I RFLP in pERT 87-15

L

I ® 520/520
CPK 431
L. 2.
I 730/ O——F--=©0 730/520
CPK 123
1. 2. 3
| O
CPK 19538 ?
520/ 730/730
i !
DVMD non carrier

Fig. 2 Prenatal diagnosis of a family with a sporadic DMD by PCR-RFLPs

Carrier detection

Southern blotting

|

RFLPs analysis Direct detection

of deletion
| .
intragenic genomic probe cDNA
I |
90 ¥ 60 ¥

1

Polymerase chain reaction(PCR)

|

Direct detection RFLPs analysis

of deletion |
i

Time, labor and money consuming !
Recombination 2 ¥ !

DMD patient must be alive !
Carrier diagnosis is difficult !

Chamberlain(1988) Roberts(1989)
i I
30-40 ¥ 90 X ?
Promising !

Fig. 3 Summary of prenatal diagnosis of Duchenne muscular dystrophy

Eipi%\, PCR #HizZh oA —%ic
YT BZ ENTES,

PCR ¥TR&% 5 HETIRINIETURY 18
FEIR ¥ THRT & cDNA probe iI2 X h R T

5 RE (#H60%) DB X RIHTES L
58 La Lz o JjEETid duplication (6 %)
% junction fragment i< X b FiE+% DMD %
ZWTB5Z XTSIV, ¥ FE TS DMD



BREALECTHY, ELEERADLHEDHEEA
FH2W L ARAEETH 5 o DMD Dy 35y D143E
RAHBETH 3 BE»HRIET S new mutation
THHPREEBEBTHLEIDOT 2V » NI
<Tely,

PCR-RFLP i 6 BifTvy, 3 BITHRIAHER
Wi 3 GICTHARIRZEI AT 5 = 2k, &
DH X ERAICIT intragenic genomic probe
TRFLP 3 #% 1T 5 Jik & A UM R(#90%)
HRHZEMNTEDHIEITTHS, PCR-RFLP
EDFAY » MEHI2HD recombination A3
BZh5%5Z2+LTHDH, L2rL DMD gene @
5 il & 3 il flanking marker OYIF & FC
KL R> TV DD TIDELRHTE B,
L 72235 C DMD o H4:RiZ K< X PCR-
RFLP b - b FRATHD EFELBILD,

X M

1) Monaco AP, Bertelson CJ et al : Detection of

deletions spanning the Duchenne muscular

dystrophy locus using a tightly linked DNA
segment. Nature 316 : 842, 1985.

2) Koenig M, Hoffman EP et al: Complete clo-
ning of the Duchenne muscular dystrophy
(DMD) ¢DNA and gene in normal and. affected
individuals. Cell 50 : 509, 1987

3) Chamberlain JS, Gibbs RA et al: Deletion
screening of the Duchenne muscular dystrophy
via multiplex DNA amplification. Nucleic Acids
Res 16 : 11141, 1988

4) Roberts RG, Cole CG et al : Rapid carrier and
prenatal diagnosis of Duchenne and Becker
muscular dystrophy. Nucleic Acids Res 17 :
811, 1989

5) Katayama S, Montano M et al : Prenatal and
carrier detection of Duchenne muscular dys-
trophy by restriction fragment length polymo-
rphism analysis with pERT87 deoxyribonucle-
ic acid probes. Am J Obstet Gynecol 158 : 548,
1988

6) Personal communications



Vo A b a7 4 — OERKHE &REROEFIC BT 5%

SR 2 SREERTRRHET

HAA® Duchenne #f X Becker Bffie = + v 7 1 —¥E
BAERBT 2FRBETFORERIEHDOHRH

i A f B

&5

B LR KRBT

eFpeE B O RO, fF Il & 7P

AT OE IR, B OFRTY
D AR ? RAHR BRI Bk

FL®HIC

Favy VREFCA e 7 4 —iE (DMD)
LRy H—FIF O A L v 7 4 —fE (BMD) 2,
XP b #gE U e S EORIZR TH D,
WEdEFR 41X, YA b w74 v cDNA DOLHHE
e —F L LT, #HREOT e~ AEKIK
%y (CGE) 3:CHBEL, ¥ v 7 u .y MEWT%
I\, ZOFETHREOLEL BITifa KAk
PR TCECORRE L, TOR, AT
HEBERTRET VAV F2RRHEhi, &
ElE 4k, MOEBHYERTSE LD, KR
Hich e s BETHEOZE LB bnicTH e
%, CHEF (Contour-clamped homogeneous
electric field gel electrophoresis) & X % ¥t
L EbE T D THE TS,

#HOR
BN RBRTRUREEIC ABE X, Sh3ksEbed o

BESTA (RBFAIMEEET) FXRRTHEEL
2o

v

CGE ¥ Tk, #EEOKHHBIRXIL, EB
YA NATHL LY v ERA 5 DNA %%k
L, Hind Il THIEE, 0.8 Nk 1%57Hr

— 2 BRkE 21T - ko CHEF ¥: T, EB
YANATHIELICY VAR 7 H v — AT

DNA %, S I TH{EL, 1%7Hr—A
FACEEI LT,
7r—71%, ATCC X b AFEL# cDMD 7
v — 7, 1-2a, 2b-3, 4-5a, 5b-7, 8, 9-14 T, X
5% 5b-7, 9-14 *Hinc I & T, 5b-6, 7, 9-
10, 11, 12-14, hiF 2 h B fVCTHRE Lz,

HRRUEE

X 1%, Hind II'CiH{L L7z DNA %, £E
1%, AXIX0.8% DREKEDT e —AE
KKETHBEL, cDMD 1-2a, XU ¢cDMD 8
Fe— T CRE LEEREO—TH B, cDMD
122 7w —7 T2, #EH2, 5, 6, cDMD
8§ 7w —7Tix, FEGI3, 20, 21, 23, 24,
250 X H A REOBEHIBS TH D, EM
6 DX SITREDWNT 7V VICIECFRL, I
LWLCAY FRELBZ ERD D,

L7 L, cDMD 8 TR&%FDiEH20, 21D
BBCHHI90BE LR URKEFEONLE S H
BREZTE v, X, IEFI261XEBIFTTH,
SRT A ERREETH B,

K212, MOBEBHORLIWIIENSTE, £X
12, RROTHr—-AWEREKEE, HRO CH
EF BT LIBITH B, Vv~ CIRIEEED
AD8 & — v ERLT WD, FRi#iE, Hind
MeEbl, #FL SA T THIEL TS, &£
DR M BIE, 7.5kb DSV FA il o
TWw%, FiZ Sfi I Dphysical map & ¢cDMD
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1 -2a

2b-3 4—-5a 5b—-6 7 8 g-10
l I l I o |
(B) 700 c 230 JD 130 (E) 470 F 200 (6)280(H)S0 I 680
I i l | I
R R N T S R R N TR R R S OO
NNNU\—ADO\M VN oO~) ow Nq _N&N&MQNN — N NmO\\J—QmeWOwQU‘&‘ O\&DU‘
Js—n.d. » —— 1380
Ja— n.d. * —_— 180 — 30
>750 — 50
— 30 8 ormeene — 50
50 s — 20
J 150 s— 20
>800 — 30
J— n.d. s 50
100 s— 50
+25-250
150 # =70
J »—170
300
350 s ——— 120
 ——— 120
»——— 150
» ———— 150
= §Q
== 100 =.50
= loo se= 400
= i ———"F7] s=—= 400
K4
FICHEASA B ELRELDT, 840kb DV F BMD o 5 b AR S c400% £ &

13, BARLIZGRLWEDELT WS, o
CTZDFNE, 7.5kb Hind 77 74 v v &8
158 50 kb DFAEE TH 5 T Lhvbd b,
K31k, REXFOBFBORBILEI T
v VT —Th5b e WL KBTS
%, WEDYFv 7wy KT, EF43DKRE
#cDMD 8 7= — 73 1.6kb 75 1.0
kb Hindlll 75 7 2 ¥ F FTEA - TWBH T &
Hbma, BEAZORELGEETEH
F 4 VT =0 EIDOFESIIHIKR . —7,
CHEF & Ttz il d LBATHH 2KDR
WAV IERRBBECLFEELTED, £+ V7 —
ThHHIEVELNTI o, BEDX S,
BHYYF YT e o MENTE, MERHEL -
SIRAERe, ¥+ V7 —2M03, CHEF #
L OB ERT, ERTH ENRHITRY,
FDOEROKE T THEE IR,

X432, SEEPI%1{TIc->1-57TA® DMD,

DL DTHbD,

REIBHID 5B, REDAL +—, &y b,
ARy FEELRTVWEY Fr—F 8 DHFEET
16fp R Eh, =149 —, wy b, AEy b
LEbhTw5s 1-2a OFIR I EH IR
20

Lo L, MHOBEBHDTHD 55 4402,
cDMD 9-10 #Hi%, 2 {4 cDMD 8 #iR, 1
Bipt cDMD 1-2a FRICTFAEL, A
WHRKONAERD X ST h %, FBRE
WRTHD,

X B

1) Gallati S. L, Koenig M. et al:
letion patterns in Duchenne and Becker type
muscular dystrophy. Hum Genet 81 : 343-348
1989

Molecular de-
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Duchenne Z ¥ Becker Biffiz 2 b v 74— 5
U2 a7y vBEFOFRNT

i A N = —
E L FER AT R b
kEmEE A H B, F ¥ WY, m F of =P

oo F KR, W A

ﬁl)

D FBRFNRR P HEAFARGRE

E B

I#BIFE D fcv s BA A Duchenne # (DMD)
KO Becker # (BMD) oA br7 4 —/8
EZ82FID L R b v 7 4 VIRIET % Southern 4
prL, FBIEE OBRGREBRF L,

3461 (41.5 %) iR ErZEDHHh, 37l
ICEENRSE X1, DMD & BMD o£H A
DO EVCOEERF & LT reading frame {3 AMR™E
Eh, KO 9EL EDFEFI B THRBEE D
BENHABRTWLBYD,

K412 Koenig & & M UZWiMMER AVTR
HOBRERR I, RE=7 YV VORBETER
26216 B\ TR E DEEA AR bR,
reading frame (RZIC X b BARAABEZEORHA
DHELEFPIL 552 EWRB IR, TR
HEBE LI -7c5%]D DMD ©5H 24
BT RRRERNIC X 5 ZRBBMNCRIEL 5 %
EBbhic, SITAREERmCE S KRR
BB AS B D, L hERCBKEEDLT
HERRE IR,

B ®

HAA DMD/BMD BEHIZki}5 AR
74 VBRIBEFORIRERCEE O FE %
Southern 7y #T THE L, X bt DMD &
BMD OEHEI D\ % BT 5 Monaco HD
reading frame Rt % BAANEGNC b A LE

LMREL, 2, 30HMREHLOTRETS,

MRBRTHZE

ST P T B AR b RO K/ N BHC
AR LBz DMD/BMD BHD 5
+, Fewhk8201 (DMD 7941, BMD 3 fi) %
MNHEEL1,

BHEOFRMM 10ml HLEHOHFEC LY
DNA #HiHi U7z, i Hind % HIREEFRIC
JAWT DNA UL, Bohil)i% 0.65
~1.0BD T HFr —RAX AL BREKHLEOL
Amersham #:® Hibond N* & 745 Y 7 m
y T4 VI LE, TRr—7IE ATCC LH A
F L7 cDMD 1-2a, 2b-3, 4-5a, 5b-7, 8, 9-
MUx v, f—2 v 7 vy cEEERIAA 7Y X
AE¥—Y gV, F—bFCHTF7 4 —FfTo
12

BRRARUER

X 1 23R4 R KD R B IAE FI D IR 5 K
w7k L1, Southern ZHTDER, FEH#E820)
F1340] (41.5%) WL AL r 7 4 VEEFOH
DRENTZD BRI, 7Y & wFFr—ERIBAE
LRIBEEAEEX GO LIC I TR A bR
7 4 VEEBEFOEFUIRORENHER I NI, ¥
72 3 1) (8.7%) 12 junctional fragment A13%
Hbh, MAEBEPTRE I,

Hlizixbhb Xoic=ry v TERIRS



c¢DNA 1-2a 2b-3 4~-52

5b-7 8 9 10

Exon No.

1234567849 10411 12 13 14415 16 17 18 19 20 21 22-25 26427 28 29 30-33 34 35 36 37 38039 40441 42 43 44 45 45 47 48 43 50 51 52 53 54 55 56 ST 58459 60

Border type
1333321 3 233 33121313

Cases

$030-D * =

Si07-¥

$053-D *

$075-D E Bt

1570 ——— e

$042-D

31313183

TI34-% —
S003-D
$004-D
$050-D
$052-D
S083-D
S103-¥
$059-D
3057-D
$010-D
3013-D
S096-M
5009-D
Ti21-p
S034-D
$048-D
S018-p
s022-p
$109-¥
S084-M
TId6-p
S067-D
$088-N
Si15-D
Ti28-0
S105-M
$058-D
S063-D
e H reading
g ¢ 3" D ATUIE TR LEP

3323233331813 123 33

Probe §} =

f r ame @ BEEEELIEVGESN

B1 o RE34B DR KEIR

&1 BITEEERT X 5 RATZE & I RKEE

DFE
RER FERE WKL REHE
DMD 671 304 44.8%
BMD 361 ofl 0 %
BERR 351 off 0 %
Z DAt 95| 461 44.4%
=t 827 3441 41.5%

DMD : 1355 BT A RE
BMD : 165X CHITARE

ERA : 13-158 DRI 1TAE
Zoffh : 8 KA DIEGI

% 2 reading frame {Ki&AEL\WIED]

gy JKHUR {7 BRI AR
i

(exon No.)
S030-D* 3 12  DMD 36i%
S031-D* 3 115%  DMD 330k
S053-D 3-15 8%  DMD 207
S075-D 4 9%  DMD 3%
S083-D  45-47 8%  DMD 155%

S034-D 47-55

*: LA

10  DMD 135%

WAREID® y PAKy MiX, Tr—7 1-3,
7-8 D TH D, REKOHE L FAROHMA
mIRi,

DAL m 74 VIRET O BSRE S ESE L
DMD KU BMD O£/ 3FHBBEEZ L cHT
BFFI, EORIKPEHDOKE SRIBALOE
TR S hih 722, l

19884 Monaco biX, R&Lic= 7 vV Ui
TV —AYT bERBITHENITEBE DR
ZhliebTET53H¥ 5 reading frame K3
IR LY, Koenig HIXIHKREDAD BRI
7:258%/> DMD/BMD BEizoWTHERAL,
92% DIEFNC B TRB & DBEE R,

4 11 Koenig HO#IE & w35 7o,
BT TRREFERY RS HoE kBB AVS
Koenig HOZMiaEHEY AV THEEH OEKBL
Bu2MiL, #1DX5BHELL,

oy R&kDB» Bz DMD 3064, K&
L2V vDR~F—24 FTRHELELD
226FITH o0 D5 B21H (80.8%) »
reading frame (R & AFK L, 5PN ATR LK
ot (K1), (F2),

Zh B 56D 5 2 B REREEEEVI Tildb
2L DO0FEMLTHEFERTHY, HEWE

p— 5525 pu—



WMFHO X WHEAIREE S R,

B4 DBRFZ X b, S DHKAEITI
T4 2z DFEBEHS reading frame {7 T
L5%Z ENTEINTA, Koenig HOHEIC
H U TR & OEERIIED - 7ohd, BEOR
ROEHORBIEZY, TEREASICHTIEE
Bhbhis,

EVWEEFRIC OV TUIHGIEGL D2 &
LEHADO—2 L LTEL LRIEN, HICEE
o ZMEECRBE 055 WHEHE S X bh
720 BEEE TH L DRBFR BV THITEER
MNERBHEEL LTHVLATWS2, Th
AR E SR TH B e, 1) F
EFCHATE R, 2) BITARELREORER
RERIRE, 3) PAbu7, vEDRER
NEFB IR T WEDORB AR Tw
5o

DMD/BMD BHEETHCALIRT 4 VD
BRENSDMD TP At r 7 4 VOSELKER
%2, —J5 BMD CTRERNHEMCRE RS A b
v7 4 VOFRENE LN IR T VWS, 2D X
SIERA VAL TRRBAROHFINHETH S
DIZXF L, FEEREIERIE BMD 2 HHiiE DMD
¥ CHifE LB bR R To®, REMABREC
R+ 0ixHETH 5,

0FH A TAEFRORFEEAH L ish -1
DMD 2 fl3FhFh=2rvv3, =774
2y REXHF L, Koenig HLORH? TitE
E BMDIZHY L7, L LEBKSIZERN
TICR% & DMD TH b, BITAEEER» DA
T reading frame KRB E AR Lichot, —
7, BHEMLUEORBIZEHRTHY, DMD T
FEEALRIVRE B2 2 RIF AR TFE
#8211, DMD & U Ciz3E BB CiESE BMD
ot BRIREBELHRTOERBYHE L
Wik, AR 74 VOBRBEIALELEEZD

Nt LOLWFhOIEfIS KRETHY, £
B oERYHTOREETH - I,

B OO 1D IERERZRE 02 H
it ThH s, SHEERBHCML TS A7
1 VOBRBERT, RELERMECERCS
R R T A LBEMENRDB D LE X DRI,

)

1. 82%m» DMD/BMD 3% &2 X & LT
DNA #f#HrL, 3401 (41.5%) LA+ r 7
1 VREBTOMGRIAERDI,

2. R&=2 vV v OREETE 26621423
reading frame (R & AT Lo HARAEFI
BNTHZORBABDOE S ZDEIIT L H
LS5 EMREIRT, HEMRBIEFDE
BRI, FERHECHHEOIGHAMLTEE L BH
i,

3. RHEAH L >7-DMD 58D 5%
2 GITH, BITREERIC X 5 BRI
Erbs EBbhi, X hERELERECER
BN D REHAUREE S his,

X M

1) AP Monaco, C] Bertelson et al : An Explana-
tion for the Phenotypic Differences between
Patients Bearing Partial Deleticns of the DMD
Locus, Genomics 2 : 90-95, 1988

2) M Koenig, AH Beggs et al : The Molecular
Basis for Duchenne versus Becker Muscular
Dystrophy : Correlation of Severity with Type
of Deletion. Am J Hum Genet 45 : 498-506,
1989

3) LL Baumbach, JS Chamberlain et al : Molecu-
lar and clinical correlations of deletions leading
to Duchenne and Becker muscular dystrophies.
Neurology 39 : 465-474, 1989
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Wio 2 b a7 4 — OEHGRE LR IEROEFIBT 5P

R 2 FETREEN

EIEEY 2 b o 74 —REDBEFBEERICAT T

—Not I Vvxvrs4759)—¢
insitu ~f 7YV Ef E— 2V

B A = K
BRARFER

b

l‘_-?_"
kRpresE MmOl o BY, & B
iR

% B Y, W
P RIRKRF R E FIRER A

® E

VHREECSA e 7 4 —iE (DM) OFEREM
B, JoRatko Rl (19918.2) i
T5%, LAiifL b, DM WfETFx BpgEds &
FHRE LIEBIRLT > Tw50%, SELET
DZODOPREIT-7c, @ DM BIETFAH CG
island Wb b &% %, v bEI19GAEED Not 1
VY vxF v 54759 —{ER LI, £LT,
S5O 7 v — i oT, MRS FvTYy
Bk OB ARE (2 7w —vidER, 37
v — ViR T2 &3k, dMgEMRERO
W RFLPs Ofit%x L1z, 3D 7 v —viT
OWTIX RFLPs 2 BWHiLi, @ DM o
LT 5 ERCC2 1o\ C, JERI D EAH+
VEHEITY, insitu ~nf TV EF4 - 5 v
WiTo1e FITC-7T €L VD v 77 A 3bii s
vV — ¥ —EAEHCEPEE T Yt 2
U758, ERCC2 X519 uth DB uiA>
LERKR E TORBDOT6% DELf O R Ez
FEL T,

B ®

VREEC A r 7 4 —iE (DM) OJREAEN
BFE, S99 atko Rl (19q13.2) WL
35, DM HEERAETND DNA ~—
#—& DM HEHLEHT kb BINOEEE % T

[ZI
S S i

—, R A @ K
RN RN

PR R R TR R SISl

ESVTW B, KPR T, DM EEF CG
island 125 & E 2, H19YfEkod Not1 ¥ v
FvIrre—vERBEENLLY, ¥51I2 DM
B35 ERCC2 2\ T, in situ ~4 7
) HA €= 2 YERCTEOYEETD T
fLARE LT,

VR

(1) Notl Vvxv 73475 ) —: {11994
BEDO Notl VvV 754759 —%{ERT
BcdiT, b FEIOSRAKEHEKDO T -2 54
77— (KERAFHRI¥+Y 2 —, £HK
BRI HHEEIPHA L Notl V v v S
5475) —DFERERN 1 CRT L5z
DHEX AT, —FEBOHER, HI19%b4
D7 7= FA477Y) —KERELTEDA
vH—rRYOHL, H1ECRTLSEA Y
#—b+%& Not] & BamH I (B 5\ 3 EcoR 1)
THE#, 79 A 3 ¥ pSPN72 D Not I & Bam
HI (b5t EcoR 1) YIEALIC 7 v — =~
7 L1, #lisx DNA *KBE HB101 ¥
HEHRL, 1 vy —FOELL, kiT, 34
BB L oM DNA vl 7Y &4
- avl, b IR A LB EFHEAL
RE LI, ZFHOKH®IZ, K1ACRTX
512, 77—~ 54A75Y) —thkD A v —
% EcoR 1 M{L#, self-ligation 1T\, KIT



Phage library of chromosome 19

| |

Notl EcoRl

| S— | — | S— L)

N N N N E E E E

| I — | N E—|

N B N E N €
BamHI ligation

N N N N € CE)

H L O E

pSPN72
L1
‘ N E N
Notl linking clone '
®)
PGEM

|

Not! linking clone

E1 e MEIOREENENotlI Y v v /5473
Y — e T

Not I {81t L T, Not I VI iz DFF{ES 5 DNA
Wi D32 pGEM @ Not I YIMIIBALIZ 7 = —
=V 7END X5 iEFE Tk, Mt X DNA
i, BIROAEERBEOHETL Vi — PO
BEwfTole B, FI9YPfkHED DNA
7 m—vEDOWTE, DNA &8 (RFLPs) O
HERARD DI, mEBEGREOLVGIEFA 6
LR 10E DR - L HIREER THIEL A~ 7Y
A E—Ya VETH1,

(2) insitu ~4 7YV XA ¥ - 5 : DM H
(T 5 BIETFTHD ERCC2 (excision
repair cross coplementating rodent repair
deficiency, complementation group 2=DNA &
HREGTFHED—D) DI AI N 7ae—-VTHS
pT4-1-27 (ATCC) % €4+ v CEHL, 2 A
I FROBDBURSINAAT) XL E— g
YRFHTLOXBRET LD, € F2DNA
Y REWE & LTCHER Lic (CISS : chromo-
some in situ suppression hybridization), 4
Zishitio e r AMmBRMaE A 74 ¥ /7 AL
WRHML, pT4-1-27 27/ —7& LTk b &

DNA #BEMWHELLTAM TV FLE - 5
vk, TECV-FITC #RILZ ¥~ 7Y &4
=g VUM R ES Y — v - EAE0E
WS THE LI,

¥ OB
(1) NotI-BamHI®D 54 754 —»5100#H
DFFAIVFVIr—v%, Notl-EcoRID7
A754 = bIX200BDOTIFIAI Frr—V
* SmI¥EERL A v¥— O FEY BR LI
300D 7 v —vD5HL2BHDI v — VRSV

W= P EFATS, 15E BamHI 25

5L EcoRI L% 30 I vn—VvTho
too “OISED 7 r—viY, b5 2 AdD
Not I IRz 0%t BamH I (EcoR 1) Yt
AL & NTBD THETH S 7D, BamH 1
(EcoR 1) YIMFERAZ & Not I YIKTRALORI DA
WU FA Y- a VIRE>TELREELD
i, ®EMCIE, NotI-BamH I @ Y ¢4
v — v EETS 2 —vik 2f8, Notl-
EcoRID 7 e -V 8fHTH-1, M1 EAGD
HETik, 3ED 7w —vDA V49— b hHEH
1Z Not I Iz 2 RFF L TU i,
PEoFktrrn—=v 7 Lik&i13AD 2
B—VZOWT, E+4 DNA % Fr—-7k
LTV ELRFNOFELRIN, WTiho
27—V LEEORIELEINIEE LD
oo THH 137 v —v o §19%u kb o fEfr
B RETH b, 19 Ak AR Bk
DNA &= 9 ADNAXHWTA~A 7Y £4E
— Y g VEfFot, M2k 7 v —v pKNN3
DR YT, pKNN3 i, v—v1 &3 TA
v FRBBT 5100, ZOBETFIEIEHK
BWEEETA Z 00l bicofe, FARCL
T, pKNB46 & 195 B REICHFE LI,
Fl#l3ze—vD5H57r—vite M9
M ABRR(2 7 — v, 37 —viiE
B)chh, 27e—it=vAR¥%E, 27m-—
VITHRAE, 47v—vide t &= Y ATH
B v Fid7ed A2 7HHBL L, RFLPs
DR T, pKNB46(3 Bglll £ Nco I, pKNN3
1 NcoI, pKNE9 X Bg Il ® £ B%RL T,
M3 ZD—POBRER LI, T1MHL



15278, 4.1 2:M:3. 4 112° 3 4

Hind [T Pst |

Probe :pKNN 3

B2 Notl)v*v/ssre—vChHs pKNN3%Z 7
B — 7T LT YR, % S G T RAh R < i
Eo V=V 1=t bEIIRBEDREEATL~
v AMREME DNA, v—v 2=t }EE19Y4sn
REEME D 2% & AT = 7 AM@EHla DNA, v
—v 3=t b4 DNA. v—Vi=<% 2%
DNA,
kb
2 -4.0
® ol a0 o, Tl
-1.9
® s B o1
-0.6
odos o, 0O
PKNB46 pKNN 3
B3 NotllVv*xvs7re—vThsh pKNB4A6 L+

pKNN3 © RLFPs, Ncol {ftic X %,

725 7m—vDA VY- rDEX, ®MEET
DEILEZORE R EX R LT, 8RR FD
BUE X MR R D 7o 19N Z TN TR 72,
(2) ERCCl1 #v#xF 3L, FITC- 7¢
VDY I AR EE Y — 5 — B AOEEEM
FE T3 DYtk 125 L 72, ERCC1 125519
Gt ko Rl A0 HEH RS £ TOREMEDT6
B DMBICHFELEL T,

£ =

rare cutter HlfREEFE TH 5 Not I 11, GCGG
CCGC DFFEIMM A & b7 7 A ETFH 1000
kb \&—{ffT OE A THEAEL, CpG island % 2
WX HTF island (Hpall tiny fragment) &
MEE R B AR 2 F AALFIRIC90% L e 5,
I BHOFIIE house keeping gene 734 <,
DM JEf&T 4 Not I UM GA TV 5 &%
2 bbb, HI9Yaki, Yetafhk4e kst 50Mb
=50x10°%p D KEZF X TH% 7%, NotlI 3
AL SOMERTR & & 2 s, 4lal, 199
KO Notl VvV 754750 —%{EKL,
SO 7 v —viaffie, ChbDZ7r—vnrh
121k, DMGBIETFISERET D 7 v — v AVFEAET
HAREMED B D, GBS HICHEGBX - WY
XA R L T ED D FETH S,

BIEFHEEN > BHEMCIRET B L LT,
insitu ~"{ 7YV FA4E—v 3 vaiph, SnEH
Witk 57cdE RI O €A F V37 LI X A

£1 b FEI9RAAD Notl ) v v s sm— v,
i Rl X)) RIGEEFORS
7m—v4  YIEHIREESEA EX (kb) RFLPs s N1
Belll 6.4kb:0.12
3.9kb: 0.88
pKNB46 Not I -BamHI 1..%

3.0kb: 0.61
Neol 2.1kb:0.39

pKNES2 Notl-EcoRI 0.4 = —

pKNES85 Notl-EcoRI 0.6 — =

pKNE9  Notl-EcoRI 3.8 Bglll —
pKNN3  Notl-Notl 3.4 Necol 8.0kb: 0.45
1.9kb: 0.56

0.6 kb




i HFENER SR Tv-5, Ik DM BT

BEEL/IERCC2DaA I Frm—vkTr— X M

TILT, insitu ~nf 7Y XA E—> 3 VEFT 1) Takemoto, Y., Miki, T. et al.,: The Locus
Vy, 19q13.2 HERAEHR IR T VWA ONS D » of Japanese myotonic dystrophy is also located
oo BRI DL EDBEF = —F —D in situ to D19S19 on the long arm of chromosome
NATYEL - 3 VETRETHD, HEM 19. Genomics. 6 : 195, 1990.

2) Nishikawa, K., Miki, T. et al.: A BgllII poly-
morphism for pKNB46 (D19S73). Nucleic.
Acids Res., 18, 692, 1990

WMRDIERICEBRT 5 L £ 2 bR b,
RAEDHEBIRI L DHINTT5 &, FFENUA
DM BIRFOBETH EE 2 bR D, B h
Th b DM BEETFOBEMRITCE, X5k
DR EFINLBETHA 5,

— 43 —



Wi 2 b o7 4 —OEKHNE LREROEECE T %

T 2 FREBTACHL

ERIEEE Y 2 b v 7 4 —fEiIcEiF 3 Apolipoprotein CII @
in situ hybridization €¥i} 3 8BEFvo >y F

i) B B B =
[E SR T T4 S PR B R B
EEAmEE PR E — @8 H X F
HE BT S EbRR B e A S

g =
WREECA L r 7 4 —EORRMHET X
Bicd, HEALHREEC AR 7 4 —ER
FZOYLARIZ Apolipoprotein CII R{GFD -~
vy €V 7% DIG-ELISA 2 X - TiT -7,
Apo CIl HREFILRETF =y ¥V 7DHER,
19F R EAERBI3C< » 3N, ¥, DM
BHEBE o il 197 P A ERRIER AL
ApoCll SBEFDEH v FAEy FABEIR
7o, ApoCIl BEFD~4 7V £A4 X Ligw
BB bhiz,

] b

HREEC A e 7 4 —FEQCIT DM EET)
O E LBET ORI S19% 048 E
#£-D19S19-Apo CII-CKMM-DM-ERCC1-£
BiksieE 2z bhTw5Y,

ApoCll BJIEFOYfath~ » v I3 Hfath
19%F £ 13.1 0 ke H »?, —J DM s
FIXI9FEB13.2IEH B L ShTwb, LT A
T, ApoCIl BEIETFHDREHAEMARETITIL,
IRETTAY b —7%HVI in situ ~4 7
YEL -2 3 V215~ ¥y 72 Thbh
T &eh, lE, ¥4 %% DIG-ELISA
BEEE, etk bicAfy FELTHRIETE
5 E0b, IhEFHOSVWIIELEELLR
z)o

PlEodind, @HHR X0 DM BEYRE
#iZ APO-CIl MEFD < v €V 7 &7,

2, 3OHREBIoTHET S,

M5 B S AOREARY DM &
WS Hogtntk, i1 Hoftiby v
o

;] *
1. &+ YfatkiZEA D RNase AEEIT - 1,

Rk, Btk B RNA 29T 5 1oHic
T5bDTC, R1THH X OMEHREL I,

#1 TERATMENT of RNase

RNase (10 mg/ml)—100°C 10 min
100 #g/m! RNase/2XxSSC
Incubate for 1 hour at 37°C
Wash in three changes of 2xSSC

70% EtOH 30 sec
80% EtOH 30 sec
90% EtOH 30 sec

Air dry (room temperature)

%2 HYBRIDIZATION SOLUTION

For 100 zl
formamide AR 45 pl
20x SSC 10 gl
100 X Denhardt’s sol 1l
10 mg/m! Sarmon sperm DNA 2.5 ul
S.D. W. 11.5 pl
DNA 10 pl
50% (w/v) dextran sulfate 20 pul




2. BRefofk DNA OZEMIIMAE, wAr a7 3 F
PER IS H, Hacr Yok DNA %% 5
NS HEEBERL, 0% =%/ — LI
0.07N EE® KEEEF bV v 25K C© &M%
THZ IR L,

3. MTVELE— 3 VBEDHEREFE 212
WLic, COFETIRAY 2775V FAEVLD
T, Thxilz s, KERTRFTFALF
YYHNT A b ERERS BT 5 7,

4, "M TV EALE—Y g VIIBADER L1
MEDSETIT > ShIZET 1 7Y %
ASAVFYEZ 50pul 7734 LTHA=7F A
TH\, 80°C DA+ —7 v i EMIT 349 A
N, EHIC —20°C THHARICORTEL I
bo D, 42°C OEFE O rhT24HE[]~48
RFEIRE 22 5,

NA T XA REOWEEF A DSBS
A, TZTRFy bDFEE (BMY #:: DNA
BEilk & BRI AT &) Wt - T L1,

T4TI7vavi7Tey v b DIG-
ALP Pifk & G & B o B R o X470,

7 e = ZIEKRBRKE 4 NRI=R 4 X v ity
SNfc e b Apo CII JEE A L7 pucs
NRIZE—ICH A AR, Z7r—=vIHL T
pstl T, DNA 44 Xix 440bp TH %,

BRRUER

BOEIIEHESE7 7 v T2 — VTS
e l7c, iUt Giemsa ¥fuyk7e & FFAIC
hiced, BEFAFRy PEBIBTERLRS
DTHROGERPDDL L2 HE 2T, Zhic
LoTAA7Y LEBETOAEXy P 2HREIC
WATED XS Ieot, Eh, FF27V =V
X ABERERBRECZ L2 L -
oo THIFIAN TV EAE—Y 3 VRIGIZ L -
THEESRHGEDE L Bisbh 7 7odic &
2hDEEZ2D,

HEHE IR ER O e b ApoCII cDNA
Dy T LR OMHBETH D, BEFIEHFGA
Ay PELTHRN, 19913 DI bR b,

WIIEFH BS54 L DM B# 6 41 ApoC
IIcDNA =y €V /7 LIcfHERAYR1IC/RL
s

BEH1 bt b ApoCIl cDNA 2=, 7 L 7= Jufafkig
(e 554)

-

19 19 19
TS (g
P = [ === ()=
19 19 19 19
HT MW YN HK

R1 EHEL DM B#HICk TS5 ApoCIl cDNA
<~y BV 7 OBRK

EBEWCR LI~ » €V 7 ORI
¥ 5 NOY(fkh & 450 EE L, F O
A7) LICARy bEFHLILDELTEL
72 DT, YEKIIFRB13OMAITIRT0%,
19q13 LIS DI TIX30% D A+E o P iR bh
Tram

T.S (4% DM #E&T 19q13 1266.7% *
Ky bn&EDRL, TN ~DAE Y b
FIEE A I,

I.T (X DM 5% T 19q13 1266.6% & D
ARy PDEFRLTWS,

H.T (X DM H#4E#E T 19913 1258.3% D
ARy PHERLTV B,

M. W (2 DM B EH T 19q13 1272.7% D
ARy PEFLTELRS,

FCNFTDRE — v LS THERRLL
n5Hoic DM E#% Y.N 2355, Zhit



Apo CII JEETFH 19q13 1252.9%, 19% (0
AR AIRTAIZ 29.4% B, Apo CII it
LFDAEy b= 2N 2 I ABRIE &
TH5, 1I9FYPLEEHRFEBLCADID £
AV FARy POHBLEERELT, Ex b
REBZERLIDOCEEAL A TV EFf =
3 YOEGELHIMEL o o lcdTikiubwin &
WO, 2ODIIIRREIIOH SO F T v
ARy —Y g VIZX o THE LD T ic
EE IR, BE X ApoCll T r—7 L L
VT e Ty VIIDOERER TR SR~
DY FICmBE LS RDT, ks
P X > THYROEEEENRED bhitr sl
EwXh, Thix@dmEIhic, L L, streng-
ency #FH< LTHLRA LRI BORZ LR
b, AV FARy PHEZXMMOERICL S
LD EEZBND, ZOHRIZOWTILKOBE
B Lv, ki DM B3 H. K oifafk
CILARy AL, ApoCl EEFD A
7Y XA XZRED bR, FRIhDZ LI
LA 7Y XA XYefofk DNA OZ 1 X 5%
KDOTreANE 2RSS, DM BE 64D
ROGEULLRET~ Y €Y 7OREKLE T
T, R L TEHIFET T - iR 2 Y
BRIV TLEALEBRTH I &nb
Apo CII BEFHEO k&1 TFHEhE, &
#®, REDOTFHEND DM EE HKiZouwT

ApoCll#F e —F L Ly e, 5,4 v
FOGNIERTVERTS L ELIT, DM %%
COWTHESBIEFLHHITLS X5 ApoC
II Ao 7 e -7 L8, BH DNA L%
[P RT3 S

¥ e

1. e} ApoCll BEFIZ~ v €V 7 DR,
198340 4k131I2 < » XM,
2. DM B#E#H 1 B 19F Q@ mmb R imim
fZiZ Apo CII JEBZFDOEH# v FARy A
#gXNht, £, Flo DM BHEBEE 1 Lt
ApoC Il BBEFDO ARy B ABRT, Apo
Cll BIEFHUR O REO WHEHD BETE
Uy :

RBIZAIRICE LR 7 v — Tt L
TRV Te KBRRFEERZEIRET 4 WEL, ZAKHE
[iPTact e = A R D A B

X

1) K[Efh, =ATHM : HREEECA e 7 4 —E
OFERVEF T HHE, HivAate 7 4 —iE
DR, ¥, BEB XOHBREMECETAHR
PRICFEER#ES ¢ 32, 1989
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WY A b o7 1 — OEIRIRE LR IE RO T 3 W5

PIR 2 AT A5

gtERRIc 13 5 DMD carrier 2

B A B B =
B e A\ FERbE
FAPRE kx M O E AP, A ) ¥ RY, M % fav
0 & mb, B2 % %P fh m o AP
FiES E R
D EEERAERBE P REAENEE P ALBERIRE - NEF

®E g

Duchenne #ff< A + » 7 4 — (DMD)
carrier DZWNIBEHEZEO LTEECTH S,
B4 EHERIC X B3 dystrophin kDA%
Rk SUHBREAY PO, carrier D2
TV, TOBMEELXEDO L SREDIL X
W E R LT,

%43 DMD ZFAMNO L 2257384 T,
ZHOEE L LT, F%HN, CK, dystrophin
DRIB, MBFTERO 4FHBEEY Lk, CK
CEWCTXIEFEED 2% E, dystrophin @
KIRR 2 AL LA FEE & L, MBI R SH
TeKADARF, % 6 L L, typel fiber 70
BULD 3OLEFHRD L, TORE,
BB TEDIREAED carrier THH, &
DIHERIZ B TR ERA carrier TH B EB
bhts,

FLBHIC

Duchenne Bl ffo A + »7 4 — (DMD)
carrier DZWNLBERZO LTCEETHS,
A AR X 53T dystrophin HifED 8
a2 S UHEBGRELY RO, carrier DZHT
2TV, TORBMEERZEDO LS TEDILL X
W ERRE L,

HRELTHE
XX DMD AW O ik 225 5% 3844 T,

Bergstrém $HZ X » B BRSO A B BT
L HE, ATP ase, §i dystrophin ¥ifkD 8%
Zﬁff&’ﬁ:ﬁtc 271

BWOEFE L LT, KRE, CK,dystrophin
DRIB, ABTRO4HBEXIY BT, TR
® definite % carrier FE%, probable % EEns
blLuwd L, AT CK KRWTIRRIEMNE
D 2 5 B2 R, EFEX hEv2 2 5N
DHLDOEEENI L E LE, dystrophin DR
B2 A Lo RIBORLNS 0%
TEE, 1HDZELRhDSDORERLLVEL
Too ST RIX KRR, FOBOBM, type
1 fiber DHMD 3 OREFEMH EF 7z, A/
RAEH LR KPREIE 2D H D, s
DI 6 BEL L, type 1 fiber DRIIML 70
FULHS - THIME Lic, Thb 30/
FiROSH 2O EORENRRONS L OXTHE
Ty, 10O0ZDLDXENRHLVE LT,

ZhBbHRFKK, CK, dystrophin OKIB, @
WHEROAFHBD S, 2HAU EORENS
¥, carrier ICRHLEVeV & L,

v O R

384, carrier TH5H I EMNEEMTH-
oDy, 258 THH, Bl LLL D64,
carrier DRJEEENMFEAFENL DX, 74
Thot, 7o DMD ORBTHD A, itk
THHNTHRS &, 3381224 carrier DTJHE
EEREEN O 1 BORTHY (K1), hlikk



§1A DMD o#

No. |E#h SRR CK dystrophin Mo R f:"c\ﬁ'

. : IRIAERHE k']‘ﬂ‘[a‘ i Iﬁber ltlyfe o HE
11/ |49 | © DEFINITE |© 444 [© 12/218 |© | * #+ | +33% |* 95 5 | ©
33 |35 possible © 83 |© 7/619 |O] *+ | * 8% |* 13 26 1 |O
198 | 46 possible © 640 | © 2/356 | © | * + * 19% | * 99 1 ©
10} | 39| © DEFINITE 196 |© 4/138 |©| * + 5% |+ 6 12 12 | ©
26 |30 possible © 767 |©14/292 |©| * # | *13% 67 19 16 | ©
1583 | 60 possible © 587 |© 6/684 |©| * + | * 11% 3 11 5|0
326 | 42 possible © 450 |© 4/532 |©| * + | * 1% 29 15 56 | O
24 | 43| © DEFINITE | © 608 | © 4/451 + 2% 53 13 34 | O
13/ [39| A PROBABLE 142 |© 4/318 |©| *+ | * 7% |* 73 16 11 |©
30ff |58 | A PROBABLE [© 740 | A 1/427 |©| * + | * 6% 6 24 10 | O
3ff |41| A PROBABLE |A 420 |© 3/870 |©| * + 2% |* 80 17 3 |0O
31/ | 45| A PROBABLE |A 298 |© 7/915 |©| * + | * 9% 61 18 21 |O
1f# |37 © DEFINITE 9 |© 4711 |A - | *u% 64 22 14 | O
7% | 35 possible © 819 |©O 2/266 | A + * 7% 62 25 13 | ©
22f} |36 | A PROBABLE |© 760 | © 11/510 + 4% 67 1 32 | O
4 |34 possible A 230 | © 3/449 + 2% 6 20 11 | O
278 |42 | © DEFINITE 105 0/1144 - 1% 47 32 21 |O
29ft |32 | © DEFINITE 103 0/880 3% 3% 2 38 |0
26/t | 73| A PROBABLE | A 310 0/210 | A + | * 1% 5 4 41 | A
3 |52 A PROBABLE | A 33 0/350 + 5% 65 21 14 | A
6 |36 possible B8 1a s o] = |« em 58 34 8 | A
218 | 49 possible 48 0/1815 - 1% 59 15 26

BEHE O: carrier FEEEBbh B, O carrier OFRERENEV. A

168DpTIX6 B/ THo1o (Fi2),

z

7

DMD carrier D ZHKZ IR\ T100% carrier

EEETHC L, BEARE W TIARIEET
H%, CK, HHHERFT RS carrier ¥ZMi T
HRLRIL, BEELESDTHUN L Y ThbhTw
B9 R R WTid, dystrophin DFELES
B, P dystrophin HifRIZ X B HEMRSE
%, DNA ZENC X 5 FENHAVLRTWSY,
ChBLOFEXELTERFEDHZ ERLLI->TX

BblL\w

hIEREZEINTES b L Bbhb,
ChET, a0 AR S
dystrophin ¥t & HLNZ carrier ZWi%{T7s
S TERART, BALMEAIETTE,
121243, carrier 1Z4FHE ToHERIT BAMEL
&, Bt TR0 ET AL
- & Hed, HIEF O artifact 224 <, opa-
que, HIE, FEEHOME, WERHEO ML
i, BTLLEBRITIZIR, Fho type 1
fiber OHMOIFEEEL LT, LT b 55% B
EEuvszEavbhtwns®, LiL, 8



%2 DMD ofiitk

No. |(Fih FRH CK dystrophin Mo R f{f‘;ﬁ
: v N RIRERHE J A Ao Iﬁber ﬁ};pe s HE

201t | 21 possible © 2263 [©10/713 |©O| * + | *12% |* 88 1 1|0

offi | 24 possible © 5339 | ©222/443 | ©O| * # | * 10% 68 14 18 | ©

126fi | 23 possible ©2590 |© 7/210 |©| *+ | *17% 46 17 36 | O

168k | 27 possible © 73 |© 5/385 |©| *+ | *17% 61 25 14 | ©

5i | 5 possible 184 | © 7/499 | ©] * + . 3% |x 11 22 7|0

8 | 16 possible © 4831 | © 3/518 - 2% 64 12 24 | ©

8% | 6 possible 208 | © 9/4300 | A + | * 8% 4 26 30 | O

1785 | 24 possible 155 | A 17490 | A + | % 12% 39 37 24 | A

344t | 12 possible A 268 0/580 - 1% 65 20 15 | A

365k | 48 possible 90 0/590 | A + | * 9% 60 22 18 | A

284t | 17 possible 147 0/915 - 2% 47 26 27

23k | 9 possible 139 0/818 + 1% 61 18 21

254 | 17 possible 106 0/365 + 1% 49 23 27

38 |17 possible 99 0/871 + 3% 56 33 11

4% | 5 possible 88 0/695 - 1% 49 34 17

3Tk | 22 possible 69 - 0/654 4% 52 25 23

WBAKE O : carrier EEEBI D, O: carrier DAIFEESE V. A BEbLW

%3 DMD carrier ¥ DIFE

REOFE A R O
T A POOD5 2T | QOO05 L2
*® %T ® ty‘;: 1 fiber O (T0ZBLLL) e PRI
B dystrophin FTR 12DADKIB 2926 Eokil
CK EFWE, S 25K | EWHED 2{ELE
KFRE probable definite
*2HAU EOREXRIFAZ LT 5.

THHAW L Y, fiber type variation 235:7g
b, WAL LB HHT ST, 1E
ORI TEH 5 M type 1 fiber THDHHRT
WaY, FoT, HEHER BT, 70%LAE type
1 fiber NFEETHERFE L AR LI, £ZT
carrier DZHNIT BT, artifact ODEHEY Z
BFonund Bbhd B oh KPR <H

D% 6 LA EY <type 1 fiber 1Z70BLL £ &
5 3IAKTHEY EFCFHELE, ¥4, =
DIFEEDSH, 2HANECEWTRFEDOR
bhabDk, MHEORFE L LI,

dystrophin B IZ W Tix, 1D2DLD
dystrophin KRIBFRHELRE LHMT LT vk
SHAERTHS L b EXbbE, 2L EOK



HEYHRWE Lk, LiL, &% dystrophin #i

HOELEXCANDLERDL LBHhDY,

¥7e, CK wBiL T, EHAMCL?ER
$#% %, Shumate 5¥ ¥, ZHZRWTIRE
BAMCIY, FH2£4 BeFHefso it
#HhAHELTEY, §EUL, EHFEBO 2L
EERRFEL, ThREIgErbLVE L,

FLRRMLBECIDDOT, definite % 5
%, probable Z#EEM b LV & LT,

ZOFKFRM, CK, dystrophin, —REHELFT R
D 420D 5 2O BEN BT HE &<
carrier TH5 LBbhsd (E3),

T THRET RS &, BEBVTR, 224
F 154 A% carrier Bl s E b, 34N
carrier THHAREHNE L, 3AHMEELLL
WV, ZLT1RADEBEENTHol, TDX
HIZRPIT T carrier DHRNEH 1o &
W5 T e, BREROL L KR4 NMRT
IR ZEwEXD LBROMRTHD L
bhs,

—4, BB carrier ThiuE, Fotfighit
FEHAN carrier T, b 5 FFUL, carrier Tix
WX TCH B, SR, 168 6 £Aic arrier
WESE, 1 B TREMES K, BAMEEA b L,
6 RBBEMTH»Tc, BEXTE WA, B

Z B R carrier T—IGFBEDO IR VFER -

LBbh%,

LD HEROFCBHEH AT, T
DNA ZMid BB LD, BADSEBOFRTIL
Ex T3,

X #®

1) Emery AEH : Muscle histology in carriers of
Duchenne muscular dystrophy. J] Med Genet
2:1, 1965

2) Afifi AF, Bergman RA et al: A possible role
for electron microscopy in detection of carriers
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rol Neurosurg Psychiatry 36 : 643, 1973
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26:1, 1989
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6) Johnson MA, Polgar J et al: Data on the
distribution of fiber types in thirtysix human
muscles. an autopsy study. ] neurol Sci 18 :
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A b8 7 4 — ORI LREROSACBIT BT
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Duchenne BU#FTH:R < 2 b v 7 4 — DILEIRE O FEAE

—WEO =2 - X % 5 Ef o follow up study——

Bt

a A B M %

S BRI RO E b

HAPRE 4K

Bom & BB

2%

P, mOW BERED, P om o

=2)

Y ENEERTRS IR P AP 2 PR

[=1

k- 5

M. = 2 — X% AT Duchenne FiEfT
AL v 7 4 —DLHREY 5 ERici s
h BB LI, X%z DMD BH560 & %
WP L 73500 C, BREREEE LB O ==
—HE2 5RD AR D wall motion index (W
MD % HEL, DHREOHBY AL, *+
DFER, & WMI %L EMALE/LL T
A REE R OHELT & DA OMTRE R SLT
Lh—F LT e o fo, OEFZENEL, BRRIR
WE & HITHEEED ORAEE, LRBCHETLTE
D KL LB E TR T LD EE L
bhtc, ECERDOBEHIFRRLETH - 1,
FhHoFITh WMIRBEERRL T b IFRR
AL L WSS R hi, DMD
DOOLHEEFBEBT S CRMBL=2 - X
5 WMI 2 WAz e ATH S,

Duchenne B A b v 7 4 —i3, BRGO
At LT OHC L BEOLHE Y XeT o &
X CHBRTWEYY, ¥ Ll Cia g,
EBRTRICH BDEBLETER LTS
Flb |EZIhTV327, BEERIC SWTH
10 BOAELTHBZ & XD BRI
WTOHIRZEDRERRERE, Elvms Lk
BRCTFRHCICSVCTEEAEECTH S, +
DIDBRERMOLBEREESAL SR T

SRR TLIRAEREL= 2 —KPC X 5 R[ED
EEEESEB O RAZ bR TV3Y, Lal,
EiEc i h SR Il EhT
Wity &, WA MIB.O= 2 —REXY T
Duchenne Bl 2 + v 7 4, —BEOLHHEL
KOWTS FERChR D BEEL, ZTOOHRE
OWBEEY, #E, FEEE L ORI oW’
AL DTHRE LT,

HRELVFHE

KB ENR BB TR AR DD Du-
chenne B ffr At w7 4 —BHC, BESE
BIiCiste b BAEEE, 34[E, 5EECKEL=
2 — W EER T X 7560, FIEEES S
B B2k CFISEA13.943.45%) & 8+
FETC L7350, FHEEGA1ES 5225k (B
H£416.7£2. 7)) THIHINHITH B,

Wi O= = — i, Bl ARSEmiEas» S
DT 7w —FI LY EERMR L EME LR
WL D B R AL AT e F 7114
BIPETFAT — AR LI, BEEROZHE
iZi%, Fig. 1 &RLA X 51 Hegar® HF
B AWTEREED 920D segment /4%
segment OEEEE)A Hyperkinesis — 1 g,
Normal 0/, —Hypokinesis + 1 f&, Akine-
sis + 2 8, Dyskinesis + 3 o> 4 BB F{H
L D% segment DBFI% Total wall mo-



el

3

Wall Motion Index
Hyperkinesis:-1
Normal:0
Hypokinesis:+1
Akinesis:+2
Dyskinesis:+3

Total WMI:summention of all segments
mean anterior WMIisegment 1+5/2
mean lateral WMI:segment 2+6/2

mean posterior WMI:segment 3+7/2
mean septal WMI:segment 4+8/2
apical WMI:segment 9

Fig. 1 Schematic diagrams demostrating how the left ventricle can be divided
into segments using two-dimensional echocardiography.

tion index (T-WMI) & L7, F1-EZRAT
DEEEF A T 5 DI EREY R LT
L OEHE LT, B EBIE L RO DICEE
LicHiB R iEG S & RA—#ELFHET5 X
5O, BRGOREER I OVTIE Swin-
yard Deaver #3¥A® DILHEITHE -7,

¥ R

O%EFD 5 ERIcT 5 T-WMIL D%k
LREHEE L oG (Fig.2) : WIEEN4EE T
DEEFD T-WMI BEfZRLT%, %)
R 5 L EASR LT flo T-WMI i

154
e : Ist year
o ! 3rd year
X a . 5th year
o
Z 101
Z
=4
=
o
2
-
-
<
3 59
-
<
=
8
/

Lt A A
4%%%%’
1A

7 1)

4 ¥ TOBEFICHND & O IE LR T
HRVB OB AL DIEGIOHEBY R 5 Lk
EREDHETHRD HRIVESITH WMI I35
fEx LD LTE LT LLEEEOMT LITHE
BIH D bhisv, @QFFER BT 5 RATLE
WMI OEEfHOHER (Fig.3) : IFEEN LT
TITFETIAERCREEZRLTWVWS2, £0D
e DAL T S ieERRD bhisy, L
L, SHEERCRTELORT S IOCHEECLE
FIWMERBD LR TED SEFIITTEED
REAEXHRELLTVS, HBERVHRECE
WTREEATRERELERD bhish ot

0
5(2) S(3) S(4)

S(6) S(7) s(8) s-D

class

Fig. 2 Comparison of Swinyard-Deaver’ classification and total
wall motion index values in surviving cases.



QREHE OMITIE & OIHREDOHETTIE & OBk T U D - 1HEHNE 7 F1 D Non-advanced

(Table 1, 2) : FBAPREEEEIET LICEIX group & L 7= (Table 1), T-WMI o Z 1L

4961 Y, Zhb% advanced group &L,  BTh 5 EMITRECII e, ORI X O
BECHBIRBERLRD TR Y, FETHCK
THREEL DRV TERLEMLED TS,

o——e ANT:F,=0.48, N.S.

0— LAT:F,=6.12, P<0.01 - SR =
»—u POST:F,=50.61, P<0.01 Table 2 ICFHFD 5 FMTO TMI ORERE %
0—0 SEPT:F,=1.32, N.S. Tot, WAL 5 ERE WMI 2 HEJAERE WMI

o—an APEXIFy=60.27, P<0.01

N
1

HINTH EDIe AWMI TRLT, &RFT

& SRR YO0 AT-WMI CTb, WREEICHE
z FECR RIS DRI - 2y OFBHRFET
g ] FloWE (Table 3, 4, Fig. 4) : fBthET L
= PSS PIDHVELE & FECHIC 513 5 BESHIE & 4
g WMI £2\C Table3 12, HHEEC SIS
g g% EAFHILTRCHIO% WML O % Table 4
i iRt AFBIOFIFEAL 13.88 5%, FEHE
& (X5.41TTEEHICIE, 16.66 5%, RESEEE27.23
Thote, FIEELRTHITIE, BEEELAES
Tst 3rd Sthyear fRlEE, TE*%SJ:U:'DQGUD WMI CHERE
Fig. 3 Changes in the regional wall motion NHECHELRD I, EFHIL DO
index over a 5 year period. ﬁf&iﬂ?ifﬂ:&v‘ T-WMI &EBWTFHRTHT
ANTmtor il LAT:Jaerd gtk
septal wall, APEX : apical wall Table 3 WCEIFEBC KT ARETH EEFHT

Table 1 Changes in the Swinyard-Deaver’ classification and wall motion indexes
in advanced and non-advanced groups.

year | S-D class |ANT-WMI | LAT-WMI |POST-WMI|SEPT-WMIAPEX-WMI| T-WMI
Ad d 1st| 5.224-1.13 | 0.204:0.39 | 0.124+0.31 | 0.56+0.72 | 0.144+0.34 | 0.2040.45 | 2.27+3.22
aroup | 5th|7.10+£3.36 | 0.20::0.42 | 0.51+0.62 | 1.88:0.59 | 0.26::0.42 | 1.5120.67 | 7.20:3.36
(49 cases)
p<0.01 N.S. p<0.01 p<0.01 N.S. p<0.01 p<0.01
Non— 1st| 6.7141.03 | 0.294-0.36 040 0.8640.69 | 0.07+0.17 | 0.29+0.45 | 2.71+2.43
advanced | 5th 0.144+0.35 | 0.05+0.71 | 1.864+0.64 | 0.144+0.35 | 1.71+0.70 | 7.00+3.85
group
(7 cases) N.S. N.S. p<0.05 N.S. p<0.01 p<0.01
Table 2 Changes in the Aregional and total wall motion indexes in advanced
and non-advanced groups.
AANT-WMI| ALAT-WMI |APOST-WMIIASEPT-WMI|AAPEX-WMI] AT-WMI
Advanced group
(49 cases) 0+0.44 0.39+0.50 1.32-!_-.0.80 0.11+0.45 1.314:0.68 4.49+3.07

Non-advanced _
group (7 cases) 0.144+0.44 0.5040.71 1.004+0.65 0.07+40.17 1.4340.73 4.2942.49

N.S. N.S. N.S. N.S. N.S. N.S.




Table 3 Changes in the Swinyard-Deaver’ classification and wall motion indexes in deceased cases.

S-D class | ANT-WMI | LAT-WMI |POST-WMI|SEPT-WMI APEX-WMII T-WMI
Death | 1st year| 7.24£0.59 [ 0.69+0.51 | 0.3740.47 | 1.44+0.63 | 0.49+0.55 | 0.864:0.68 | 6.83+3.81
(Sgsroup final year| 7.66+0.53 | 0.69+0.60 | 0.81+0.55 | 2.014-0.59 | 0.71+0.58 | 1.40+0.68 9.864_—3.41
cases) p<0.01 N.S. p<0.01 | p<0.01 N.S p<0.01 | p<0.01
Table 4 Changes in the Swinyard-Deaver’ classification and wall motion indexes
in surviving and in deceased cases.
S-D class | ANT-WMI | LAT-WMI |POST-WMI(SEPT-WMIAPEX-WMI| T-WMI
Su?éiSVi:agse‘;{;ses 5.414+1.22  0.214+0.45 | 0.114-0.29 | 0.60+0.72 | 0.13+0.32 | 0.21+0.45 | 2.32+3.14
?ggdc::::)s 7.23+0.59 | 0.69+0.51 | 0.3740.47 | 1.44+0.63 | 0.4940.55 | 0.86+0.68 | 6.83+3.81
p<0.01 p<0.01 p<0.01 l p<0.01 p<0.01 p<0.01 p<0.01
1st year -
2-
X [ e dead
w *% .
o o alive
z
P4 k%
) -
= **
g ok I
-}
-
<
2
< o
P
1]
9 *+P<0.0
&' - me:rftSDl
ANT LAT POST SEPT APEX

Fig. 4 Comparison of regional wall motion indexes between
surviving cases and deceased cases in the lst year.
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W5,
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1) DHRZE O MBI & B & oBfRic D
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Ex bht, ¥lo WMI OHETILT UL
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Diastole

Diastole

BEDS BOLRIBICHT THEEL TV b0 LE L
b, BRI EREECE THERTS &

Bbhil,

Systole
Diastole

-------- Systole

Fig. 5

Diastole
Systole

3) FECRAE DRI > TI, BT L7235
f5leR 30 BAS FER AN T 5 - 1ohs, F ORIy
WMI 2\EfEA R L T IERAR BB L XD



EHLOHESES A S OBEEE L RIFL T
LR TRE X i,

LLEDFR I WVEO= 2~ X 5 ES
BEEBFHIA Duchenne Bl A b w7 4 —
BECILCATS C &3, ERE TH O real
time ICAREL BT TES b T, BH
DOIHRZE D HBL & A2 BT, Lo bR
CABES 5 & EARIBETH Y 44D Duchenne
Bffo A v v 7,4 —BEOEKRTOBRFCTH
HECIERCHR REETH S &L Bbhi,

X ®
1) Zatuchni J, Aegerter EE, Moltman L & Shu-

man CR : The heart in progressive muscular
dystrophy. Circulation 3 : 846-853, 1951

2) Perloff JK, De Leon AC & O’Doherty D : The
cardiomyopathy of progressive musclar dy-
strophy. Circulation 33 : 625-648, 1966

3) {EMHEF : Duchenne BLETTHAIC A br 7 4 —
JEDFRBFMOPIZE, JLEEY: 14 : 248-262,1984

4) Manning GW & Cropp GJ: The electrocar-
diogram in progressive musclar dystrophy.
Br Heart J 20 : 416-420, 1958

5) Hegar JJ, Weyman AE, etc: Cross-sectional
echocardiography in acute myocardial infarc-
tion. Circulation 60 : 531-538, 1979

6) Swinyard CA & Deaver GG : Rehabilitation
of patients with progressive musclar dystro-
phy. Rehabil Lit 21 : 270, 1960

7) R ETEH A F e 7 4 —EOLORE
EHUPEge, PUEMEEE, 31 : 295-310, 1975
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D LN ET -, BEEH% Stable #F &
Unstable Fw4HL, MmiFho CK #, 71
F7—¥ (ALD) ff, & XOBHERLY, KB
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Lich, WThiFEXEIRD bR -1,
—7, 4 DMD BEZB T, £4 L1 CK
fi, ALD {H& OB FEDADOHBEYZAEYD
oo X, EALBEFERHO CT HORLAE
EOAOHBYED I, IHmE CK i,
ALD H & BFREH, BEHAMHD CT i O

CRABZOEOHY Bdt, UEkXb, Sta-
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70V 7 MRRI ESHRRAE
I-B EShk - /RRE4TE

BoA T r7 s —OBRKFELEEROESCET 5%

PR 2 SRR R AR

Duchenne #ffi> 2 b v 7 1 —fEiCi ) 3 BARFFRES ORE

B A & | " ,
R ERBERFMENR

kEPRE X OW @ Y, K OF 1T &P
V ENZEE AR BARBE RN RRRILSIER BRI

FL&IC

Duchenne #ff A b r 7 4 —3E (LATF
DMD) DEEEEE 1T DWW TIL % & o K
RERTELP?, LA LS ET DMD D4R,
BREFFE T O T ORI AT T,

SEBAL, FHLCEFU AT A% A,
DMD DA RFFEE ) % JIE UIRH % & ik
L,

b B

XNEF AN TREFEFTEED DMD BT
7 ﬁJffﬁﬁ%&ilONZlfri‘, JEAERF Y ATVEDEE)
PEREREERE (8 BXBE D) 12 Stage IV 16,
Stage V 1 4], Stage VI 4 ffl], Stage VI 1 #iT
BB, EEXMBIIT 9 ~4TRORYE T 10T
H%5,

-

Tekscan #HHENHHFRIE L VAT A
@ Bigmat &FEHER 2/EZ0.1 mm, # 45 cm X
$i50cm D> — b EF I40cm DKFERED L
Wik E, T RCH LY TEBICH» B EST
#EM L 7z, Tekscan v itz 2 ok &
JIG U CESEIENELT 5 8 % G
WL, To ETFfTHEREFIERY —EDHE
T Yy 72AREREL D OT, Thth
DIENNTREEE LB X 5HR IhT W
%o TRLhOTERLFIEELY AR+
+ VL, XOREDOTREhOIMTKITHE

SUEHIEE = v € 2 — 2 —ICHFACI D A%
TGRS, #RTHIOTH B,

BT U MI LIERRER o RE T8
(Primary Position LAF P.P.) &, Efk%wlhE
RO S, Bh, BHCEG 4 SR
& ORET DD ES TR RIE Lic, fhER
Prib Y RE LI EEZE XL DA B2 ROk
HTDESiRE=2 - bR 2RTET 4+ ATV
1L, TORH%ELHEHES0ecm TR v A N
B L, FEETER~DREI (1 t-devia-
tion LI'F L.D.), HH~DREA (rt-deviation
LI'F R.D.), B ~D1Rf: (back-deviation L)
F B.D.) % 214 pounds/inch?® (PSI) L Eo®
TR THA L 72e ZhiFHEIC KT B
NRTERT S Z LI X b FEBEOBEIEREY kD
o (M1), 6K EGFTEDZNET ECHT
TR RS 3% 5PSI DUl o B o mis

D e 4+ || —

( 1) (2)

]
PP. 214PsILl EmsEs LD.

LD.GHENE, EROLSL, PPICHTZEmARL Y DIERH()
H5LDCH 2 EEAR L) DIERH (2) £51&, ChEFHE
BUSHEIEY/OTHEIELE>TKkDE, Thbb,

LD.(em = { (1= (@) } xs0/x
FHCR O EEASEY 0, BO.GEEESL Y O£ HE
THoETROL,

K1 L.D. R.D. B.D. ol



(right hip area L F R.H.A) SOk -1k
AT oL F oS SPST L
EoFEomfE (eft hip area LI F L.H.A) %
GH LT77"—5—zfﬂL TEHL, -h
T FHICKIT S &WW$¢WOX4V+4;
LD J\luﬂ)lﬁlﬁf‘._fﬁ@,, L7,

/= =R

IEFREKZD DMD Bz zhZih 1
fiﬁ‘“)/ﬁ’i o IEFWHNL30FED L DTK 21X
P.P, L.D,, R.D,, B.D. ® 2 RICERTH 5,
MEEETIC P.P. RO L.D. i TD 3 kit
R X3 v\_/T\’J’J DMD i 21 ik 1 Stage
VIO DT 4 1% 2 RIEHEm. X5k 3k

RTHhbB, IEHAEEE L DMD #fo L.D.,

R.D., B.D. OfEH% £ 1 1R,
EWRCR\TL P. P. TIRERADETIC

&mwmf DDA b, filx OREFNT
T L.D, R.D., B.D. k& X% i&:%}L
WE 2 B D, D5 LB OB BT AER 2 A
BT, FER & DBIRITEICED b
2 7

DMD BTl P.P. RWT EHEDRLDH

A% { DIEGITHEA L, 224D
WZHENRA BRI, K617 T Stage V.o

]

| ®asSGEREBERN

%1 L.D.RD. BD. O§%

(55 5 iR

i | LD RD | BD

i | (em) (em) | (em)

. o . i
1 47 9.6 8.4 9.6
2 32 9.6 7.2 7.2
3 30 4.8 7.2 7.2
1 29 8.4 7.2 6.0
5 22 10.8 10.8 13.2
6 13 8.4 6.0 2.4
7 10 7.2 8.4 9.6
8 10 9.6 7.2 6.0
9 9 4.8 3.6 6.0
10 9 2.4 6.0 6.0
DMD %
w4 | LD | RD | BD
‘ i (em) | (em (cm) Stage

1 21 1.2 0 o | w
2 21 1.2 | 0 0 VI
3 17 48 7.2 0 | VI
4 14 2.4 2.4 0 VI
5 14 2.4 7.2 | 2.4 VI
6 11 8.4 | 2.4 0 v
7 10 1.2 1.2 1.2 %

P.P. % /~x3, DMD # T» L.D., R.D,,
B.D. L IEHEHD ThEFh Lo FHEHDEDK

b
i =
o
o
m
=
m
= |
LA
.
o
L

K2 [EFEH GBomHF) 2 kLR

(EBITESD

filxh 5 —FREND)



B3 IEWH (B0mkH 1) © 3 ki
(R ENTLH 7 —FRENh D)

SEEBREENN

B4 DMD fi (2LikJ; 1 Stage VI) D 2 KILFw
(RESCIED i H 7 —FrEh 5)

Ex1T5 &, Wiy DMD #ick\\wT P<
0.0l ABIIEFLT W
DMD #T 17 F Tz L.D,,R.D. £ 3 5%
BRETREETH » 72021%D 2 WIJ’* 13 & A EART]
BETHo7o L.D. & R.D.ICHEREL—FH
[)Pj;<ﬂ£ F35 4;1—’(9U/J‘15/J)\«»/; ¥ 7- B.D.
X L.D. RO' R.D. ic kg U TH I S8 F L

TNNTE,

KIZR.HA KR LHA. TH5H, EW
HETWThd 0 TH-7o DMD BEIC RT3
R.H.A. X" LHA. ®#8% % 21273,
StageV TiZ R.H.A, L.H.A. £330 Th
- 724y Stage V. OfERIIZ R.H.A.,, L.H. A.
& B IZITRINTHEAE L 72, Stage VI @ 4 fEH)
X\WIhd RHA. & LHA. KE##EDEL
BMHKTH - 72, Stage VI DFER)IL R.H.A;,
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K5 DMD fﬂ C1EFH T Stage VD) ® 3 KItFm
(EBCIZED LD 7 —FRINh3)

K6 DMD 175 F Stage V. .o P.P. @ 1

/LEE& E{)DHL f (f]

WAL, HOEADEDNMCENL LIS,

(EBCRES LY 7 —FREh5)

L. H.A. @z mnl, W ~DEEBTHD
fEENMAl & b ST TWBZ EHRLT

Wik

E -

DMD s\ Tk P. P i\o T EHDESy
TR RO, SHITRE L1k 2, FRZE
i & b EOMEE Ric e -7 h, BB Ik

BHEEFRCH L TR A>T WEE LIED
LD EEZ b, EADBIOESOREA
DEFICZ Hhtens, AT KEBHOZERIC X

DT O RBENMEF LTS DL E2 B
oo REEAHIL A O AL O FHIC lt'\rﬁimf/),}w
LOERALHELTHBRY, ZhiL SEIOHR
REMIET 5,

DMD i\, L.D., R.D,, B.D. D&}
7] CH M I AR RFFRE D DK T 2338 iz,
WAL I TT NS ERDME 72, 2
YRLTHORELCREBZ TS DI, &
L CH OIS 32 Hi2\M# < , DMD #
THEWwTit, L.D, R.D. &€ kXT B.D. it
BB T T2 2 AR I RA, ThiT



&2 RHA & LHA o#%

VI 21 143.6 140.0
VI 21 43.1 3.6
VI 17 50.3 131.7
VI 14 0 58.7
VI 14 0 35.9
\% 10 35.9 41.9
I\ 11 0 0

DMD FiekiF s, EH bfkdETFHO
HIweigs 5PSI LUk o FE ol (right
hiparea, RHA) &, EH R bik2 i1 oD
BB B 5PSI L EoEDT R (left hip
area, LHA)

FREAHETAHOGIMETEZRM LIz D &
EZExbhb, TibbiiBikEE LTHRE
5, BIFAE, MBREAGABES LT\v%4%, DMD
EWTIE, AI2ENREH L D EICHEESIR
&N broTEYY, SEOHERL TS
OFNNRFIMI VET LD THS S,

Wiz L.D. £ R.D. R* R.H.A. & L.H.
A. DFER X b Stage V, VITELFTH iext3
B BARIFRE N OEDRD Btz I~
ERETTORBICIR TR, FELTH
BFEHCBT5EREIHEORUREH &
BUETHD, SEOEMIHEORE I T
b Cobb BHZT20ELIT L BIETH - 7283,
TR THERRBMRFEIDEGENDRD S
Nl X, HIBR TR EFELRVWESIC
FOTHLEAFEGOHICRELRE DY, *
kb, ¥k HESOFREWIRE 57
N RBIhicEELBRD, BRI,
DMD RO BFTR O R H% SR BIZE LT
BB EAEXRWEL, ZhERLOB
Bk X e B 5 2 BoRAECEE 57
YRS D Z EEEH/LTBY,

Gibson Bit, DMD OFERZEH%FHiT%
Tediz, FOBRTARERFEH X O EE2H#L S

RETHDEL, BREYHPRELLLGERY L
5 X5, WE#HBTHC 2y FEM LERET
M7 5AFy 7B+ ~VTHBEL Ny b &
REARKERATERLTWBY,

FFE513, DMD TIESRED T IR &
EHUFER LT, SBEEHCAENEL 2
n5 EHOERIMES R, IR ELRH
B LTOBMEID imbalance 23 b F
BRI ERTE LD EE L, R EPELDL
OXEOBEWZHEAL T 59,

REFRME U - BRI ELAZER S5 E
Ol ETRICHEL, A SO
W EBTRBDETHS 5,

FREOMUZ I RFOLEN & Bk LOMMRAE
CELDTERAEER G 25, ¥ AR
B RPFCHHES O B AIEE D & B
BLTW3, SELEMELHOL, X HFMC
BEAETTWE N,

X M

1) EUEh: oA e 7 o —OEBEE. HYA
} v 7 —fEDWEE, &%, BIKE XUHRERER
BT AR BSOS EPIRRES, 149,198

2) BETTH, HE KO, EBHBECMIT. HrA
b e 7 —fEORE, B¥, BKR XUHRERR
BT AR MACLEETIRHES, 161, 1987

3) LR, BEE #b, HYA a7 4 —ED
FEIE. 92, 1985

4) EHEAX, BFEEHL, HivA e 7 4 —EOE
BAREE L ERFENFTRCOWTC, 03—k
B LOHTRORBOBH—HCA e 7 4 —fE
DRI, ¥, BIKs XORERRCET A
FBRIS6EEER SRR E, 167, 1982

5) Gibson D. A.: The management of spinal
deformities in Duchenne muscular dystrophy.
Clin. Orthop. 108 : 41, 1978

6) WETH, HoAPr7 4 —HTHY ~EYTF
—va v, R, BRAFEREDEYIBFH
%, #2, 1987, p 133
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FKFEGIRE W OB O LY, K &

P, N R

D HEERF AR 2 EIaae R e s

E EB

PMD ER(Dff CT &h bkEE D &+
DREXBRFEL, Hi>vT LR ED 9B
A L oB#ETOWTHE T 5,

B, kR WiBEO£ v S THOFE CT |
LW 2 R, $HELE LCHRRE @ dencity %
N— R AHOHEMK CT fixEHL, oh
EWITEIDOF %A CT index & L7,

RV TR=ARG, BT BT THONM
IZ CT index {3{E<, EFBWv i iz =51
& H 3y BB CT index 2YMEDs - 20
BV AT X v B O CT index
HEL, EXRFEHBHIMOHL Y Ed o
2o

7B, kD CT index i LR REREESBIO
ERMARE I HIE LT, L, BT
AR E AR T CT index TOREEE X 4y
BT 5T,

LB CT index & MMT i ARBIEM &
bt FHEFBII R DA OME DRI &
LT, BREADHREEDHTEZY CT index
HERTHS,

B ®

PMD o LG HBITRE HE LSITAERC
ItofcDbd ADL DO E# & ich, ZD kR
BERE O ST 2 R 7B IS 3 X O ADL ©
HEFF R D D e DICHETH D, 19814ELL3K,
LRGBS REREH O 9 BeRE A SRS LSt L
TV, {4, PMD OBRFOFEY CT

N HEHETCE D Lo itot, UL, E
iz onwToff CT, ¥, HhEoBfRo
WTOBFRITIEEAERG bRV, 46, L
B0 CT Eifgn b HFEEORE 5 X O ki

. BAERRESE 9 BYPEHE & OBIHEIT O THRE L7,

;B S

L EEE 9 BRI BN EF ey BB TH Y,
IR LI L 5K S $ TREENT AT
TRIIVCLHOEHNEN LD, BERE6L
3T bR 22— v T, BHES,

b Bl B
o P e B

. 500gUl ENERLEEFIZL > THIA~ELEFEET S,

. S00gUUENEREEEFIZL » TATHI X THELET S,

. BERTLTEEFLAHA~EEEE,

. BELGLTEEFLEAHN Z THELET S,

. WAL TEEF LB L LR TS,

. HLETHPRIC & 5 FOKFRIH~NISF).

. M ETHRBORE L AALIERIC L 2 FOKFRIH~D
35h,
NETURBNAREZFIALBMRETLNLFOEHT
KFRIH~NIEE.
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9 TULRii LA T O FHaEE) 2 b5, 3 TICH
Bl X O 4L FERFFETRA B s &2 B,
%ﬁ%z , ADL, FEEAT —2in & &Y

mwﬁim BEDHT e ED BARTY
DMD @ FRFEMCx LB 7enfHTHhHL Z &

AL TERLTY,

ST B AT — 2 1~ 8 F ToRE#IH,
BDLicus CT A%+ voOu[fers DMD 4
Bz 8 A 72, CT (X H3ZWA400%! (20A), v 1 v
FLU~L+20HU, v 1 v FiE400, A5 1 Al
S5mm THiftL7w B, Lk, §iko&Lr
TR FEEE LR LA (K2),
WAT =R HOMIZBETCEI LI DT
HhH, ZOFD I ID 2D, HHHDOF
CT flE2BIgiofii (—120) %% L5l
Wix~—Ac Loy CT iz, =
ATHWNE R (mm?2) D% 2 5% sk
CT index & L7z, DMD &#iDF¥ CT {#
EAZETRTYS D O FFRHED WA % Bk 5 2
CT index 3B DA T WL KWL L 7=
BROMIE R A A - 72 DT, ZTOFHOME

HU
1007 Shoulder Arm

C T number

B2 LiEofio stage &L DFH CT {H
(DMD)

D%%£E%OFMB”’H%MWDIEmﬁ
ToWTHR

BREIUVER

1. ko Eh@oFs CT E (K3) k4
HOBEMEDORERMD Z LT 5, CT fEix
KBS B TEV, T2, B CTRER TS
75, ERECik BB BE Y, BB TR O
o L DIk EEIRTW5, ZOF
fEEORED LAIKFHDO CT {HE BB
OB DORMEEIILHTLE —FK LT
Vo TOZERFIRBLALSCERAT -2k
OMIEEECERLALDOTHHZ LIT X
bo JokK, EEGEENIARELE <MD THHE
EIWETH B, = &2 DMD TRIKFHRCH
FEoEE S, ToMBE oS, B
REErE, REGER) /& & L diew, E
NI M e = e I BB R R~ $, oD
EEB{ER 7 A b Do Ic B, LabEA
7 ARENE= = » MITL7cDn BEAT —
CTHBY, Lich - TEBIEHDOFE CT &
BRI E FEAT — 2 LIAEB L,

SHOLDER

f\\ulmr

“J

Extensor
K3 EiioE, Lk, #@ikiv <L Toff CT #
(DMD, 115%, Stage V, EJi7 stage 1)



2. BROTAFE CTindex (M4) THD - pyess oo opgiz—teciv, BT, £
L, bhils & EROBEME TR EEA T -2 B% L~ Co CT index & FREAF — S op
EXSHELTHS, L, filiv 1Tk

BRIz OWTRT,
(x 1000) :
2009 Shoulder Arm | Forearm UPPER ARM
Stage (X 1000)
z 160+
E o]
1501 140 o Triceps
3 brachii m.
3 1204 X Biceps
x 4 brachii m.
&) 6
2 1
= 10045 % 100+
o 5 'E X
(&) N o
6 | 80 o [o]
: o 9
50. 60 ' [} o
X X X o
40 4
X X x © o
X X
of o
‘bc? § T T T T T T 1]
O
/5 01 2 3 4 5 6§ 7
<5
Stage
B4 ERiOffD Stage & D CT index K6 EEiv_ATOLEEAT—C e CT index
(% 1000) (x 1000) FORE ARM
200- SHOULDER 100~
® Extensor
1801 ¢ ® Deltioid m. 90+ © Flexor group
160- X Infraspinatus m. 80+ ’ ° X Deepflexor group
'Y O Subscapralis m. [ ]
1404 X L 704 o %
b e o
[ ] ° o]
5 1201 . x 604 .
he] [} e o Y
£ ° g o
1004 % = 50 o o
- -
(o] ° o
(& 804 e § (&} 401 o [o}
[ ]
X e
o [ [o) o
60 ° x ® 30+ g o
01 j X x 201 x X
(o]}
X
201 ° x o 10+ X
o (o] o
T T T T T Pr— O L] T T T L T T ]
0 1 2 3 4 6 _ 7 6 1 2 3 4 8
Stage . Stage
5 BUv_AToLlEAT—2 &5 CT index H7 Wiy A ToOLEEAT—2 L8 CT index



3. Bv-4d CT index iz kA5 —o L L
LIET LTS (K5), B A CEE
toXEMETI=AHTHY, BT TS BT
HIBBEMEE & U C{#ix %o CT index 115
HTHo, =AM FBEME X LA —v
1~4 DEBEHTH S, THK, BUTHZA
M, BTHasESchs, BEMKIZER
Biff b EBIERH & LT, Fh, BB, X
Mo (BHETR) B & LTi#l,

4. v _ATD CT index i EfEA 7 —
EEBETLTWS (®6), Mo k=5
MBSO EB A X b CT index &\,
ZOBRIE CT fECH AETHB, LirL,
FEFHT A P CRIBEAMHE X b ET,
CT CARLHEERLIMARTAZ LiTkd, =
DT LR MENE T RS & BB
BB, LB EAEBES & LT A,
CT index TlZAF + VIV XA TE Lz bR
Mo lcZ DDODHERNTHRTWB1HTH
b, EIBMBAHTOAT — 51357 A
P EEBRCNERTH - T, EEHSEEO
HOBWIERTHLDOTR, ks, MEfhci
AR X 5 HIEEDIAA D DR & LT
RS, REBEE L CFHESES ST
% (Steindler Bl%),

5. BV ~_ATD CT index 1T kAT —
DHEFT & DBIEMERZ By (K 7), Wil
DFH CT fHik ERPREX v &L, HEH
DREZE, HREEMEBFIR T30

SHOULDER

Stage

THb, *i, FiEHA CT WETR&HD
HESR YR RECE - DTk &
MoOHEMAE L THE LY, CT {f, CT index 7>
LATRHHFPREEIhZ Z LEBLNT
Bbo BT A ORIBETITIRL & 055
THRERLEETH D, Ik, kAT
6 LA EDT A M CIRREREOME X -V THS
2, oV —FEECI b, AgoREEE
L b5 AN EEER & o T 5,

6. CT A% v ER—HFRBTOWTOEF
WHTArofirRLie (K8), MMT 725
R TKBBDHOBERFE, PREUDOFHFIOETD
BEE, DI, MiFoEtis &avbn %,
MMT 3o I onWTH—Ihi-FHT
KT 5 bDT, FEHEFHOEI B TH
% 3EEHH 5 X BEEE i 7 £ O G5B hn
botebDTHD, Lichiso THE—DIFD CT
fiti, CT index DFfEEZRA—8HT5Z &ixT
ES TN

7. BlcEEIRSE, EHOGNTA LD
fHe ERRAT — BRI OHNT A MEs
FBEEVATD CT index & DBFBEYRL
2 (B9), WoOhiHEMTHSB, 77 CT
index T_LBEZ UM E=EAM X 0 BVl
AR UM B i c@ < lEeE s, Lbhifiz CT
AF 4 VTIRMA T WEDTHS,

ERED CT index 3FHFIT A b LIXFHEFE
RS BEROEAY 255G, Homiy
T —OO{ERELTERTHS, Ik, TH

ELBOW WRIST

MMT012345012345012345
ettt ] ]

PPXNDOA DD WN -
<
n

1 extension

== flexion

@8 DMD LfAF—~CokFEHHTA L (MMT)



X =
\T - exX O @ Deltoid m.
Triceps
brachii m.
> VI 4 X
é 8 X Biceps
E brachii m.
[N € * 8%
3
g Vv &x 8
Q
3
° v X O
o
o
2 T €00
I ® OX
1 Qe o
1] 1 2 3 4 5
MMT

=9 kRN (B, LB &
kAT —v

DIFTDOWTUL HEHY o5 Tt CT index
EHNOBBAENRZBR TV 5,

¥ &H

EREBSEREE o 9 BRI LR D BfE-< &
— v EEHL LERIRMEREY R L - 72 DT
S LORER T 5 —FBTH S, # CT
B BB IEXHEE TS CTindex TH -
THBLOBRIELEMTTH ENTE A, B
Lo FITIRBEERE ERkEDid CT
AF p VHARAETH CT BRECIBRALD
54% FF® CT index 1 FEEE X I+ 5FH
HEFEETHD, i, LB BEELBEITHEN

200+

® Deltoid m.
hd Triceps
© brachii m.
Biceps
X brachii m.
1504 .
.
.
.
5 . .
2
= 1004 ¢ X
g .
(8] o
(<]
. o
0 o ©
o
50 ° X X
X
xox XXy
X
X
o
0

LS 08, kR & CT index

HMiTHY BFHAEBBIFCH AL AZYs
LR RERHI &V 2 B,

X M|

1) #3588 RRESHSMEORE & F oRE, BAY
EYF—vav, 11, 245-252, 1983

2) AR BEH YA e 7 4 —EEO RRGEAEE
f BT A b r 7 4 —IEORY, PRk LUBRR
PAZCBe3 % PE9ERE, MRBFSOFEEHEE, 300~
304, 1985

3) EHEEDRIEH : Duchenne Bl A b7 4 —TF
i CT BOERWEN, HrAte 74—
DFF, Rkl XUHRERRECHET 2N, B
SOTEEESRESE, 181-185. 1985



BY A w7 4 — OREIIRIE &REROEFBIT 5 B
IR 2 FEPIRRES

Duchenne #fi> 2 b v 7 4 —SEOFRBERITHONT
— BEETHORN —

# A A+HEH B M
EN LR TR AL

kRAWEHE K D, B OB OHE—IY, K T % B?
® OB O OB, R B a8, N B B o
w4 B om®

DR P R D NER

e B s 5 BEAH B, S, 40 Lo
1. Lol EREIZS B 2\ T BRI SRV Y L
Duchenne 5 2 + v 7 4 —$E(LLF DMD D THET B,
LHE) T12% < OWTHERLEH A AL, K
I IR BAIE RN, BS5 vA, D 2. 3% &
fhkheic d BEEL S XIET XI5 b, 1980—1990F ¥ TOM4BZD DMD D5+,
Zhbicst L, BORT, FMNEREIEHE 40/E LA LD IZS % A5 L 22 18F 5 W &I L s,
LIThNTWB 017, BEMZERNO HRE G PRERE L 6 — 8 T, BITHIREGNIZ - i

J /

N~ 4Z>

AR

/N

7

[
'
3
1
]
'
[}
'
1
]
[
1

ot
1
]
'
]
1
1
I

45/450x 100110 -18/450%100=-4

A: Cobbik B:Modified Kyphotic Index

BEl1 Cobb #:& Modified Kyphotic Index
A : Cobb # B : Modified Kyphotic Index



F-
I—o

g, 120523, 17
+ B ) CREEBIZINR
396 85EC % - 72

::2.97?‘ CF¥E
, 140 B 104,

3. A *

HARLIC TR X g % 2 Ji i Cii il
Z51%, Cobb I THMIL 72, FiEZ51%, modi-
fied kyphotic indexV? %R, HE!L, arm
span TEHli L7 (X 1),

HARLERFE O IR B 7o BRBERETE 1S 8 DAEFIIE,
M b w2 S 5 T % RBY R & AV TARRL A R4 L
e (B2), zhicoWT ;
P77 LR Zs & OB, B XU, RREMICEZE
TEIHIT OVTIE, {12 o T - growth
spurt, ZVC & DBHIZ DT H G L 7,

h—=T 95—

4. ¥ R

Double curve (X2 fIT, 2@~
i, TEHE AT, T1-T9 : 450,
B, T3-T12: 53},
- 72, Single curve (%
£ 5128,

b B M A
T9-15: 85
T12-L5 : 51D fIZ TH
18f4 164, 89 % <, 40
T TH - 72, Harrington

factor 1%, 4.6-11.1°F#7.7% long curve #°
%hs o1,

i, thoracic 6 ffl, throaco-lumbar
TRTH -1 EARBTIE, A
ErMflETH -

3 fl, lumbar

™56, EMIEITHT0% 1L,

X3 Fimcs

725 Double curve DEHEAEIZ S AND L18
FIFR 1361, 72% \CEMER MM R b,
W25 L iR oW TORE T, HTig
TRZ DR REFI &, BET I D R\ FEH
7nHH (K3, 4), modified kyphotic index
i, —1775267T, FEX1.3 L IFRERE
RAER LI, SEOEEAEH cORETE,
WEEFTHEINAIIRAE BT Lo
fRITFRD b ieh - T,
RIS E AT 2 B2 L 72111\ T
ENENOME IS L I iF s ﬁ&,@@
DHEFFICOWTHRE Ui, BB RIZEE, #tih

R2 AfrfRFrdE

DF L 7= flAs



Chos

y=0.02x+12.5

13 S—
® B 6 W @ g :
4 L L )

5 Cobb L4

(cm) 38

r=0.6

y=0.16x+1.9

B 10 28 20 42 50 6@ T €3 9 100 118 120 (1)
iz

6 Cobb fgrHRoffict

WA & D L, Fillh & T IZIET L, 60
FE A 8 2 7R T 1518.95F, 1005 2k 2 -
i, FHI4.5F ThHh-7 (K5),
WCAIZEO#EST & Growth spurt 122U T
Biat L7, BifilicHEfT L7z Cobb ff, fitiiic
[ Uil Arm span DHOZRIEEE5 &,

(%) 198 - r=-0.38

y=-0.32xt59

0 10 20 38 40 50 68 78 80 122110 129 139 [1::3)
=

B47 Cobb 5% VC

r=0.6 DFECHBELA B, HFEOMOK
EURHIC—FH LAZE L ET L Tuve (K6),

DMD FRZET O FMiaEE « 5 MEks %
zBBX, AIBOHETITE L BVC B
ETFT5:0Y, o ECLs, =2
Tk, BEMNBSTHCRTAHEEL %VC ©
BAGRIC OV THRES L 7o, Bililic Cobb f4, #tiih
NG LT BVC 2 B L, 5% 01
MEBTHERECHEBEI AR B, Cobb 400 D
%BVC (1 46%, 60[E1L40% TH-1=0, %VC
MU D BRI AR T3 B AEH & 1T
LT BIETFT2REME, JEFIC X VAL
bivie (MW7),

5. & =

IME? 1%, DMD DOfIZizowT, 20T
IEAETTHE, 20D EAMEITREE DL, Fo



95 HA40E DL EoIZS138925% T, 4018 R # 2 T

SWMCETT A2 HNE O L WE L T2,
DT b, 4 [”l" 40"}'1714':--]& fT | %5 ﬂ"l,[
7‘&1‘:"}" ﬂ][j” { / L &HJ- L 1o

A2 L I o HETTIC D
LK BT A
Lo L,
A & T,

T Wilkins Ot
5 RN AT AR
Awmﬁ,\m ~TED
‘F35 @ modified kyphotic

k"/fj/[’f‘/tf

EH 1.3 TEELEREZRL,
SBE LT

index RPN

@ E D MZ 4 RN ISY g

X8

B : {MEARZEIGER. (RFEETE D)
s = Kefhk oo [Elfhe

Dickson'? (%, HFREMEMBIEDO BT, Hifk
DHTGABITIC HNT@E L, THiE O flE& T
3, i TWwB EHREL T3S, DMD
R W T S EREAIZ £ AT Growth spurt
C—H L THZo#ETr AR E0v b, HE

KD IS & B O @S0 HaEIn HE L i

{125 D IEA TR ONTIE, BEEORIZSFH L
i /_‘Félul—’r/a\,
L, 4E,

il s A biviel s Lo
40FE DL BITHEST L 7o filic o T,

C : {PEARZEITERT (RFE1E D )

A ¢ ARfirds AR L

X9

IR

: fEAZ. SOS *
ﬁh

<4I



BHER AN A SBIEE w Bobh R Sh
5o BREMEET OV, A, FHETA
ZHEL, TOFEHEE LT, Dickson 1%, L,
KENR & DBIHEICOWTERL T3,

DMD & oW Tk, HHETIZX % Collapse
spine &E&x bh o, BEARET, HNEH
fEoizn, M, ESREOMS L ELbh
%, BRI, BRI, KB O Rk
BT &, REBARR, TEHEDOEEEE %
L, ThéoBEIEZLLRD (K8),

B DBFCOWTIE, Bk TR, EEKRF
RES E Sh, RoBFHEERThh T
B, ARTHVWAWAREANHR I WL,
BRSOV, BB ShTE R, T,
MR AR DHEST LIREGIT, BEHES O M2 X
LT, MERSWEBbhb, LirLl, MRk
REEA BB E IERIT, KEBTHOMNZ
R LTR, HRoGRMPETE, BERH
FRLLTHATWS (K9),

6. ¥ & &
1. 40D RizXEfT L7 DMD HREMIZ184%]
TOWTHE L7,
2. 18fIFR13%1 (72%) BEHEMME A ED
1o

3. HIRE LABOBRLED bhich oo,
4. [IBDHETT & growth spurt KITHEE
ErZbhic,

BEXH

1) Xt #, HFIEAE) : Duchenne B A b
B 7 4 —ERBTZERER T onT. Jieig

#0326 £ 179, 1983

2) AR 8, FBR—Es: AR T 4 —fER
15 U2 OREBFHE(LE T OXE. FEEW 1:
69, 1986

3) I W, UK E, : ETEH ALY
1 —EOBFRBEHiz oW, & - 541 28: 439,
1985

4) KM O, B EEs  ETEHCA e T 4 —
EOTFREYORBBIZCOWT. FREY 2:
111, 1987

5) Robin GC et al. Scoliosis in childhood muscu-
lar dystrophy. J. Bone Joint Surg. 53-A: 466,
1971

6) &M i : Neuromuscular Scoliosis O FH7F .
#UsHEE MOOK 18: 256, 1981

7) Weimann RL, Gibson DA et al: Surgical sta-
bilization of the spine in Duchenne muscular
dystrophy. Spine 8, 776-780, 1983

8) Hsu JD: The natural history of spine curva-
ture progression in the nonambulatory Duche-
nne muscular dystrophy patients. Sipne 8,
771-775, 1983

9) Wilkins KE, et al: The patterns of spinal de-
formity in Duchenne muscular dystrophy. J.
Bone Joint Surg. 58-A : 24, 1976

10) Gibson DA, et al: The management of spinal
deformities in Duchenne muscular dystrophy.
Clin. Orthop. 108 : 41, 1975

11) KEME, miERkieh  UIBEOMBME BE
s+ 12:1034, 1977

12) Dickson RA, Lawton JO et al: The pathoge-
nesis of idiopatic scoliosis. ed. by Leatherman
KD, Dickson RA, Butterworth Pub CO, London
1988, p 1.
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MY A b v 7 g — OBRFFE LREROEFCT 55158

PR 2 TR R

R M E KK O 5

——myopathy index D fjRHE—

moOA B MW W B
WAL R BE 1 RE R

KABEZ K A B oZ o B OB K B & a8
HRIBALAEEIABE R EE PR

= 51

EENHENEMNT, HREELORSEZE
#>3 myopathy index (MI) (1238H, 10,'f—iﬁfﬁ
) %, SHEEREHE I A F -0 1 EUFE
gy (185 wItHL, FEEEHREO LR
% (BfE) DORMENHEL, HRZECOWTR
L1, *£u%, Duchenne ! PMD (DMD)
1041, FSH & (FSH) 116, LG & (LG) 13
B, ZREEL (PM) 1060, EF6HIO I
pHiEgE L, Th¥h, 32, 38, 47, 28, 36
DIRAMEIGGEHEN TS S, 11D MI GF
5t) «x, DMD 3.8, FSH 1.0, LG 0.8, PM
0.4, E# 0T, Bfio MI, #h¥h, 6.8,3.7,
2.7, 3.9, 0.04 CH U{E(ET, FERGEMRE
WA U, HAJREHERYL, ML i

£ L FSH, LG, PM TR&HECEMHETH -
7co DMD TRHEENE L, IH~OEEOW
REmyE L, ¥l forEs LT, BT
B, 1 BRI, BEeEing 2MEGEE SR
Zbhit, ChbfiNEo—RE LT, EEH
LM DX HEE LI,

ERmPAFHEREN, HREEE OB
47 myopathy index (MI) %, 44EEL,
HFH I ARF-—0H 1 EUEEG (15 <k
AL, WEEEREY o LH—E (B D
MEMHEL, HRZECOWTHRR L,

HREFE

LT E 1 WRT X 51, Duchenne Eiff
A+r7 44— (DMD) 104, BUAEF gl

®1 X &
ERY GF) EmimE (ER) MMT vax ¥
PiEC B L | g Gum) | Rl o) GE) | BERE

Duchenne #1#7 2 10 0| 12(915) | 8.3 (2.2-13.6) | 3.4 (25
Sy T 011 | 415 | /23 (318 | /78 Gaasd | /30 Gy | 9278
PR LB 4 7 | 44 (22-70) | 24.8 3.2-30.1) | 3.8 25
GahZ A TIE | W2 s 7 | /a3 22-10) | j24z (323910 | /311 G| s
BBy AR 7 6 34 (18-48) 14.9 (3.3-28.1) | 4.3 (3-5)
SN IR o) 18/14 |, 7 7 | /34 (18-48) | /14.1 (3.3-28.1) | /3.5 (2-5) | 47/5!
P R B I
E % 6 6 0 | 21 (20-23) 5 36/36
(1#5/BED)



# 2 Mpyopathy Index (MI)

Normal Limit

MI score

(1) No. of Spikes (NS) >306 *>402 1
(2) Mean Amplitude, ;V (MA) <120 ** 260 0.5
(3} Maximum frequency (MxF) > 92 > 86 0.5
(4) % to NS (%) > 37.7 > 29.8 1
(6) Increase NS (INS) > 71 > 80 0.5
6) % to NS (%) > 29.8 > 28.2 1
(1) Class A1 NS (Al) > 30 > 32 1
8) % to NS (%) > 12.9 > 11.2 1
(9) Class Al, 2 NS (Al.2) >119 >118 0.5
10 % to NS (%) > 50.6 > 40.9 1
(1) Class Al, D2 NS (Al1.D2) > 13 > 11 1
@3 % to NS (%) > 4.9 > 3.7 1

(mean £ 3SDs) 10

Normal: 6 cases, 36 EMGs, B: Biceps brachii, I: Interosseus dorsalis 1,

* : more than Mean +3SDs,
interval of frequency distribution,

(FSH) 116, B® (LG) 1361, & RiEms%
(PM) 10615 IO IEFH R 6 Flo 1 7 bt
L7z, DMD 32, FSH 38, LG 47, PM 28, TE#;
MEMTH 5, ¥, Fip, BRI, EEH
72+ (MMT) O (0~5 M) 125
1DX5Thb, LT HIEEREDBHGHD
F— 2L LT, ek I fioxgut, WwTh
LBHDOLDOTEETNRD, Tl MMT &%
oK, HBELEIAAF =L, WTFhbE
(A EE Y R TREATH B,

RN, —DBROHERT, fBiERE R
18t ORAREEIUER O 1 51D SHH
Lic, &FIOHERIL, EWETREHD, ik
EL5 mm Eihi 6 KAV IELLELLD
T, IAAF—FITLRAE2~6 KAV ENnD
REER L 7c,

SWTTBIL, FEEEOREY LR UTH 5,
1 B ORABEIGEIHERYER Y 250V
DIFfHIFERT AD ZH# L, noise level 100 'V
ok 50V LLEOBEEE»S, 1#ED
AL 7K (NS) &, ZoiRIE (A) L
(D) DAL 75 ABL0A - DHEBIE (A
K E, 100V, ##1~40; D : X 1ms, #&
1~40) Z{ERL, &5 noise level % 100

** :less than Mean —3SDs, Class: Class
A : Amplitude, D. Duration

gV 3B 50V I F o NS © §ing
(increase NS, INS) #BH L, #E217TX5
iz, MI #RD71z,

i ]

1. 1o MI EHBEZDREHBR
[#5D M1 EEBARISREHBRI, £30L

&3 MI score LHBARRBEHAR (1)

MI HE DMD FSH LG PM

(1) NS 0% 3% 2% 14%
2 MA 0% 0% 0% 0%
3) MxF  25% 11% 11% 4%
“ % 59% 11% 13% 0%
(5) INS 19% 1% 6% 0%
® % 50% 11% 9% 0%

1 Al 4% 11% 6% 0%
8 % 63% 11% 6% 4%
9 Al.2 3% 13% 11% 1%
1w % 59% 11% 11% 0%

1) Al1.D2 19% 18% 9% 14%
©w % 44% 13% 15% 0%

Uiy rsp) 3-843.3 1.0£2.4 0.8::2.1 0.4+0.7
(FEPR) 0-8 0-8.5 0-8.5 0-2




5Thb, MI i2¥Hfi¢, DMD 3.8, FSH
1.0, LG 0.8, PM 0.4THH, HAFRFHIBL
iz, MI o b HERERS L, FSH,
LG, PM ¢ %, £IHHE CEETH -7, DMD
TIIHENEMT, IHCEFEORATHS
ZERRB LIS,
2. B Ifhoksg (€2, 4, ©1)
a, FHARICKT5BHE oM
MI &3 B OF3HH L 3SD THRE LICIEFHR

B, £2oZ LS BHEIHmTENHD, £
FEIEBOERL, 4D EL, BHOHII
WX oL, EIRBEOHFRITH - 7o,

b. HH I A F—RETHBHELIHOK

B

Bio MI i, I1#o MI X bhBCEM
T, WHEOEMHEMEEE—KTHLDTDH
ot BRfE 1 FHOHEERIRE HMBIRY L
ThbE, HM1DIZTEL, BHLILXIH

Biceps brachii

-0
= FsA
- LG
=P
NS el Mxc % INS A Al % A1.2 % Al.DR %
nr IE§
[nterosseus dorsalis, |

T8 r

80 =

se
- orp

43

EreRE TR

K o -~ LG
- P

za -

19

NS

R1 Ml OHEHEJRFREKOBL 1 Hok#:
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#4 ML EIHEAL MMT (BifiL 1 ok

MI HA Normal DMD FSH LG PM
NS 1 242453 219+40* 270+ 60* 2804-55** 2884+99*
B 223428 250+68* 254+130 296+ 89** | 328493%*
MA (V) I 720+ 330 290+ 133** 670+350 540+ 250** 6504210 .
B 4404100 2104 60** 300+ 170** 360 140** 310+ 130**
INS 1 37+16 62 19%* 46+ 20%* 51+ 16%* 40+16
B 41+10 90+ 29%+* 631 24** 75+ 20%* 89-+32%*
% I 14.1+4.7 28.9+8.1%* 17.1+8.2 18.5+6.0%* 14.7+4.9
B 18.4+3.6 36.1:+6.9** 32.0+15.7%%  -27.1+10.0%*  27,9411,2%*
MI (GE5) 1 0 3.8 1.0 0.8 0.4
B 0.04 6.8 3.7 2.7 3.9
MMT(E) 1 5 3.4 3.8 4.3 4.6
B 5 3.0 3.1 3.5 4.2

*: P<0.05, **:P<0.01
B : biceps brachii. I : interosseus dorsalis 1

T, NS & INS 2MEVWF{AL AR bR, @iEO
#ZELTEEEIR,

F4w, 150 MI FEHEB OVIHE &8
REY, EBEXMBEOMOBEELMFLTRL
Thbh, BECBHOF— 2 8L, 1H
woWTA 5B &, NS BLTix, FSH, LG,
PM TR AZEICEET, DMD TiHEMEARL,
INS @BLTix, DMD, FSH, LG THEL
B D E AR BT,

O 1 FHOEEN, EEEBHTRLE, #
FHEZE (b, 3 NS LERE - GREGERS O
BMimE LTBbRD EWIEBY B, 1
DT ELEEZTRBLTS, LEIHT
i, FTOENEETERNTHE TS DR
HELTRELR WEHESRS,

£

TEEMHEREMCED bhvic ML i, E£H7
B EEORME $ 47— T, BRBTA
LCB#isfE, 1 MEfE%RLC, ¥4 DMD
TR I HTHEENN LD RATVS Z EAVR
Thic, FLTIHTREBHTL b, HEM:
FEriFEbhiz { WHRADSH S Z EARB LR
o

e AN BT 5B & I HoHBERAE LUt

x5 BEAOBIEIiokE

B I
MUP #& CEH) 10.4ms 8.7 ms
&g (F38) 210V 260 pV
Wi
2-3#1 82.9% 90.7%
2 oF(=) T13.1% 80.4%
IP 1M 223 242
SEIGHRIE 430 2V 720 oV
B SEERAL 774 119
i 750 340

MUP: motor unit potential
IP: interference pattern

WREHT — 2%, MBELTURLDONES TH
229, EEHAEL (motor unit potential,
MUP) & 1 B0 52 FFese, SiRiE, MR
DEEN B, ZDEN T (interference
pattern, IP) 2§ KMIhTw%, 4B H
EIHOBA DA X EZ|LT, EBHHBA
(motor unit, MU) D&% ZichE, =0
HENZEE, I B X H EH) BALFUR
(motor unit territory, MUT) 23£<, ffi4 D
MU D #gHE%EE (fiber density, FD) 23&\
TECHRL TS LHEMShDY,
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£k conventional EMG i}, {A3F—0
RRELL AR, MM MUP LERIE IP b
5&¢ L, % multilead EMG 3 MUT O
Y EIEHL, WThi MU Tos3vEan
fiber loss X% &MRL T3P P, FHED
SFEMG & X% fbAfti, 445 - Tk
FD @il T3 & &R, ORI
K & L T fiber splitting, branched fiber, epha-
ptic transmission 7% & myogenic mechanism
B LT B, '

Z ®D X 57t myogenic mechanism ¥, Bfj
EIfD MU ol h, RERELTOH
bh R ERE U ARSI RS hS, i
MU D #5P32£A3%, myogenic mechanism O HE
DS ELATHARRELE L bR D,

BEB

1) EHME, Kz, MHEEE FREXET,
PMHREXR, BE F: EROHEREOWE—
myopathy index DIGHA—. BEEBHEEHEL
BHRZRERG YA b v 7 4 ~IEORE, EY,

2)

3)

4)

5)

6)

— 102 —

FalR s X OB I3 5 BHR, PR EER
esReEE, PR 243 A, p. 200-204

BEHE, #HALIEHS : BEASURGR BR KT D
DH~——HHEHIT BT SD M biceps brachii &M
interosseus dorsalis I DMH#i——. EEIKEIEE,
10 : 626-633, 1970

Buchthal, F, Schmalbruch, H: Motor unit of
mammalian muscle. Physiological Reviews,
60 : 90-142, 1980

Buchthal, F: Diagnostic significance of the
myopathic EMG, in Pathogene‘sis of Human
Muscular Dystrophies (ed. L P Rowland), p
205-218. Excerpta Medica, Amsterdam, 1977
Buchthal. F, Kamieniecka. Z: The diagnostic
yield of quantified electromyography and quan-
tified muscle biopsy in neuromuscular disorders.
Muscle & Nerve 5 : 265-280, 1982
Hilton-Brown, P. Stilberg, E: Causes of the
increased fiber density in muscular dystrophies
studied with single fiber EMG during electri-
cal stimulation. Muscle & Nerve, 8 : 383-388,
1980



Y A b o7 4 - DERFE LEEROEEET SR

IR 2 FEPRRED

HEEEC 2 o 74— EFEGHY X b a 74 —0

BRAEFZEIIRE
— B E A X A MR AR —
W A B B —
FYZ T\ S
£FEBRE B OB % w0, A/ J F R M W a2

x M OIE AR, H

& m®

D ESRERT\ BRI R P B IR\ R NEE

E g

HREECA e 7 4 —E (LUF MyD) %
JOEKEGF oA e 7 4 —E (LLF CMD)
i, MCHEmSRE Y 245, ¥, WERE
& D IRELANC PR EREROREVPHRES
Twb, 40, WEEEECSCTRERSH
(blink reflex; BR) %##ifT L, BR Eolid#R
CHEREEOHFER XU BRI R & RS
DB I OWTKRE LT,

MyD, CMD (f81li#) & iz Ko DFES
1%, BR k, B%xdld L=E=XHREaEssy

&1 KEGHE O MR NENBIES O LY B

720

Lo L, EHEMEERE LY ~VCBR LRE
MREBLEMI o, ¥, CMD
D5 BIFRIWNIIBRET R 2B b - 1,

H

MyD £ X' CMD %, LCHmpREY 2
Th, Eio, WEREE b CHBERCHRERE
ROREVREINR T3, SEIbAbIIL,
MEBBECT R VT BR %EfT L, BR LD
BREEKEEORFERS XV BR TR LHEH
R D B3 h e oW THRET L7,

@ R

(1) MyD: 136 (5B 7 6, Zik6 f§l, FiBgE
E312.20.65%, PERIZERE061, LAY 3 B1),

(2 CMD: 76 (P46, L3, FH
ERNT16.95%, PIERIZEILR 5 61, JERILE
28,

3) IEFXRBIILPRERERE O HIEHEE
PIEH 71561 (BHE136, ik 2 4, PisE
#12.21.05%),

B &

(1) BR B=X#EH 1 THAIRE Lty
— T OREMCESPIM LA RIRGA X D
FRUENEEE LI, TOB, FEETEX
TRBE i, LEETER X BRI EEL
oo OPTEERIVY 100 msee, J& 3% B0 BRI
20Hz~3KHz & L7, iE&it 4 BORIGY
EECSUFBLEL R L,

(20 Rl Xt (AN R2) IR2 & G
R2) CR2 O&ZEH O HE, HHABERERL LT
WL MO SR E L, RIEA£L £
Loo, EFHNBREISFIOEBE S X UL
DFIBfE +3SD waEli Uicd D& RE &
ELl, T, HWHERER XOBERORE <
#—vXbh BR koM@ EEERAY
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HEE L1,

# R

K1 EFEERT, £ TBELH -
THHIh#E L EF ThHsd, K2 E£XKE
MyD EfID BR %ir$, R1 Ok L
BELRERL T, FAREO= i35
HEEOREI M X, K3 IEAR MyD
JEGID BR %3, FIHMEEfo RL & IR2
GIEFAS, CR2 3l LCERIETH-
oo B & 0 o BRTE #PHE PR L~ D 38 XM HE
£ E1THEAEE neuron DHFIMEERBE S H
oo K 4FELE CMD fEfID BR %R,
4 R1 BEEHE RLICHY, FEEIELTW
o Eto, APBEEFDOE CR2 34 CR2 it
NEBCHIEL T e, AEXMETMERO
REst & AR R R~ 5 2 X EATHEA

Rt.stinky

} R1=11.7ms

lZOO/AV

l10asec
Lt.stinkp :
' L CR2=34.6

e

l0ssec

u v

K1 IE#GL M. K 34y, F)

£ neuron DEEITREI I,

MyD #IEFIDOPT LA Xt iy s L ORI
AT TE Edk (F1), HEM 1 ~101ER
B, JEFN1~13F CRERARTH D, HFFEOR
WEA TR E, Rl ORRERAD
L0k 7.7%, R2 DRAREXRDDH L O
15.4%, R1 & R2 LLRBEFEXRDD LD
38.5% Th»1tco &ETIL 61.5% CRERE
Bz (FE2),

FAKEIZ CMD ZERIOFMR%E ¥ &k
3), EF 1 ~5 X f@LE, fEF 6, 7 XIERRIL
Behsn, mLEEIEFHURHT T BR 2
B L, WHEREFICRFEERDIN, BhE
B2RALLREHTHoT, EHIL, RBUHD
R NETAE, R1 OXRBREXADLLO
% 60.0%, R2 DAZRFEXRDD L DIL 20.0
%,R1 & R2 LLIHRFEEZRDHHDL 20.0

Rt.stinbf
; : I 1IR2:=37.1ms
Rt

2

1 R1:-15.8ns

!l CR2:=33,0ss .~

Lt 3 - S o s SN
W’_ ) Izoouv

10msec
Lt.stinh i
: 1 CR2=32.8ms
Rt - ) B ~ B
e ot e e
{ IR2=37.0ms

/1 R1-16.0as -
j .

;Olséc

R2 iEf. M. K (32y, F), MyD
R1 30 & $iSBIE,
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Rt.stin$}y : Rt.stink§

} R1=11.7as J R1=11.9ms
- N v Rt - 1o o i
g
t IR2=35.3ms /’\;/T

T IR2:=27.0ms

........ — * RZHI#£=S.0IS(E>T§).

"} cR2-no response | I CR2:33.0as

P e
hoe § - \ ) i A - !
V’-"— U S S S L Izowv
: : : : lzoouv - . :
H H : H l
! Lt.stind¥ _O"ec 3

l0asec 1

Lt.stinb¥ S \:\; Y1 CR2:=28.0as :
R O N NI, W, Y N
} CR2=1n0 response ?'w"’“’["“"" e b

]

‘¥ RIM I 2 :=1.8as(H D> E)
f—

: : } IR2=229.9ms
{ R1=11.9ms

j ‘ 200 ¥ / e .
t.IR2=32.5m= . ._’ t R1=10.1as , , . = lowsec

10asec
PR 4 H. T (20y, M), FCMD % R1#RIE
®3 fEFL. F.Y (45y, M), Hgc& Ao Kt = faﬂv:bbbgﬁv:)igm i, ARIBEOLE
A4 & bICIER 5, MyD CR2 (1Ll CR2 #% CR2 I LA EICRIEL T\ 5

& I no response TH5,

. &1 MyD EEAOEBRKMNREHR
A ERIS, D BIEIER LUEREER, —; EF
(No. 1~10; Congenital type, No. 11~13; Adult type)

Absolute latency {,‘:&ff;ﬁf, (::ggr;gzz
Rt Lt
No. Age | Sex R1 IR2 CR2
R1 IR2 CR2 R1 IR2 CR2

1 21 M — — — — - — D — D
2 17 M — — — A — — A/D — —
3 7 F — — — — — - — — —
4 10 F — — — — — — — — —
5 22 M — — — — — — — — D
6 32 F D — — D — — — — —
7 16 M D — — D — D — — D
8 16 F A — — A — — A/D — —
9 12 M — A — — — A — A/D A/D
10 11 M — — — — — — —_ — —
11 41 F — — — — — — — — —
12 45 M — — A — — A — — A/D
13 34 F — — — - — — — — —
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%BTHote (F4),

% =

BR X3E4F, JHREMISHREEEIIHE L LT
FOHREIREIRTVLBY, Hi, BR ©
R4 % U 3% =X —sE 8, &
B —Bm R o FIRZE D RELE, EiE
EHECER TS,

MyD % X0 CMD %, SRR S5
DIFER D IRR IR TR D0, FERANCH
IFREEL S = &AL T5, & O
Wiy primary I3 E O RECEE L

®2 MyDIEflCI sBERRE* 17

EZDEE
Types a ratio of abnormality (%)
R1 only 7.7% (1/13) ‘
R2 only 15.4% (2/13) | 61.5% (8/13)
R1 and R2 38.5% (5/13)

Tw5 EFExX b5 H, Tl aEERPIH

LORENEOBERET S OrFR0FHich
2o

SEIDFERD HE,  FeRK M 0 B e R
% (Moebius SEIRFE) © X 5 B e E S %
WIS U7 BRETRZ S LAEFIARE LS B
Chlshote, LA, ZXMEOHKE LV
polysynaptic /¥ NN neuron ¥ EHE Z Tr
WO RS Y BT 5EM” -, BR
Hik, =XMEDIZY, MG MEEA - fIKE X
U BRI b0 By FT 5107, thb
D FEH ARG O AR R C b 2 B phRe X 3
BHANEE L /b, secondary WERNGALILHE I
Bi5-LTw5 LHEI I i,

4M8l, CMD Cikf@ELE L JERIUERIT BR
FrREIZED I, BR B &L LTEREX
N5 R NREREEOF HECRERL T TR E
DEJNOFREMHERT 5 = LRV, i
DHFREME ST EIETEZLMIRE N2 7o iE
BPRZEOBGHIRA R & Bbhi,

%3 CMD LKEFORBRMERENR
A ERIG, D BRELEER L UERELEE, —; E%

(No. 1~5; Fukuyama type, No.

6, 7; non-Fukuyama type)

Absolute latency

Latency difference
between two sides

RT Lt
No. Age | Sex R1 IR2 CR2
RI ] k2 | crz2 | R1 | IR2 | CR2

1 5| M| — — — D — — D — —
2 | 16| F | — — — — — — D — —
3 |20 | M| — — — — — - — D -
4 || F| a — — A — — | amp| — -
5 | 20| M| — — — — - — D — -
6 | 15| F | — — — — — — — — -
7 | 18| M| D — A — D D D D | A/D

%4 CMD EFCRT 2B ARIRE 21 7L L 0EE

Types a ratio of abnormality (%)
R1 only 60% (3/5)

Fukuyama type R2 only 20% (1/5) 100% (5/5)
R1 and R2 20% (1/5)

non-Fukuyama type 0% (0/2)

— 106 —



S, SHCEITEATHCTE L, [
—REINT BT B RERFOIBR 2 B3 & bR,

# =

MyD, CMD & %12 BR L, #E&di &L
=X MR MER A &5 T O N R 5%
REsEDFEAITET I,

X K

1) Kimura J: Electrically elicited blink reflex in
diagnosis of multiple sclerosis —Review of
260 patients over a seven-year period. Brain
98 : 413, 1975

2) WPIAT, ZIMEES « MERES L O EE LS
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SRR OHERHRKAL BEFE 19 : 475, 1987

3) HEiLE, RAHZS  BREREE LR YE
TE{LIEBF 21T 5 blink reflex & MRI FiR
OxtBE. ERIRBE 81 : 731, 1989

4) TrRES, RAEZ  KigEEmaRREC kT
% Electroneurography & HRHFTR & oxtlt
i3, Facial N Res Jpn 10 : 53, 1990

5) RAEF, KRIKRF L : @UBEREH A
b e g —IEOBRIREFNTR. HIE2: 21
5, 1988

6) REN—: TREEC A e 7 4 —OhREHFED
A WEEPIRE 29 : 469, 1988

7) TR ELRE, KEFER O o KEBCERREEE o R4
Blink reflex & JUx3 28w o\T, RéSHE,
14 : 277, 1986



oA e 7 4 —OERKREEREROEFCHET 5%

R 2 FEFRHRES

o 2 ba 74 —0 Axonal Stimulation Single Fiber EMG

R K W OB K
SRR R

EREBRE M oK

v, 8 | P

oM o#® R R N & BY
DIPTSR P B BRI 3 R

® B

Hi— iR B OB LTk (AN
FIBO ZRACTHY A b e 7 4 —ORRENEE)
B O 2T I8 - 1o,

S ERE LIS Cl it o LR &,
BB S5IEE T O jitter RO REHHRICH
Dhich’, HIRNNFHERBERC S, R jitter
RO RE R AR LRI,

Zh B O RFIHE R RO T B
BT L T3 EE 2 bhis,

(3 -] b

A — AR R R A B 3 U 5 T
Hf7 0 microphysiolosy B985 LT &%
TERTHH, SEE A XHANERERMT T
MoAbr 7 —OMEHEE R OMITLT
oD THET 5,

@R

WEEABEd D Becker &l 4 7, iiE! 3 4,
TR 2 A b m 7 4 — 24, rigid-spine iE
EEL1HTHS (F1),

R
—PleiathAI T, MIRMEEEONE &, M
I SSIAE T (BHEINAER) 3 JOVH5 A M /R

PIgEE CRIBEE) o jitter BI%D mean con-
secutive difference, (MCD) DJEXR (Tt -

®1 XNpBE-E

HEB Z M FE &N
1 BMD 48 5
2 BMD 41 5
3 BMD 26 5
4 BMD 26 5
5 L-G 32 5
6 L-G 28 i
7 L-G 26 L

MyD 64 E's
MyD 53 *
10  Rigid-Spine 28 3

7o

ARHERES Y, IR0E 200 ¢V LA E T rise time
0.3msec LATFOE—FEZE T OB S
ZHEWD at random D204 FT CHIE, 5
LTRD o, BRI © MCD 12, Rig
200 ¢V LA ET rise time 0.3 msec LA FDR—
MEXR T ORBERSTO~7 D MCD %A
@ at random D20AFTTHRIE L1, ¥l o
MCD DJi5Eit, Tronterji HDOFHE? L
AV, EdiEk 2mm FBHIRLT 7 e CEHE
monopolar needle % motor point IZf&Ef & L
THAL, SBMEERLYEREE U GEAHICIERE
L (1), 0.05msec ® HERBGHFIH, IS
I 5Hz T, $&fti E 15-20% DRIBEEE CHA
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Stimulation

Recording

1 Axonal stimulation SFEMG in
muscular dystrophy

PREERI R 5 2 e v, BIBERAZOM 2 em &
PIRC, IRIE 200 2V LLLE T rise time 0.3
msec LA TFOBERSG D MCD %, HHAND
at random D204 Ff TRRHEIE L1z, LD
2 DANTEC #EBlp v v 2 —KAL v D,

Tt D jitter 2 —x — %A L, P
AL 3T 500Hz #5 10KHz T, it&#
FETEHEER 25p OE—HRMHESER
FHEALL, 7ok, FIEE MCD JIEREL T
tX, direct muscle stimulation, summation,
axon refrex IR EFHFEEL, ThHDOLDL
NIEB BB R L,

# £

FIEGID SRR I 2 TmT, RSN TS
Wit Utc, MFARHERERIX 1060 6 FICHIm, Bl
BIERICIE, 10 % L EOSLEE jitter HBL%
8 fIrh 7 HITR®, Th b T MCD fiid
ERALT R, FIBERZIE, 10 % U ko RS
jitter [HBI% 10504 9 TR, £D5H 7
T¥3¥3 MCD {tD L xRdt, HIRHERE,
P AR B X ORI BE ORI b B
Bl WEE e d o1, E1s, HIMEEEE MCD
{H & AR EY MCD filio 1/v/2 £ Dk
%, REE jitter ZRDILTHTHBLIEE
5, APITL X D/NEL, 3FTL XD RE
xR Utc, EWHEE, MRERLE, MHENG
B MCD {EiL Gilchlist »DEFFID EHHD
%, PIEEE MCD {ix Trontelji HD#E? %
BELE LI,

£ =

BHERER, GUAPrT 4 =%, I4.3
F—RBWTHHMTHIMRLORTEY, £
DREFF & LTIRIGRAED fiber splitting, Fi
HER1D ephatic transmission, WiZIHRHED L
HAFBRHENOMBERXRTIC X 5 L E

# 2 Axonal stimulation SFEMG in Muscular Dystrophy : &2

FEFI 1 2 3 4 5 6 7 8 9 10
BMD BMD BMD BMD L-G L-G L-G MyD MyD R-S

TR
(Fiber Density) 2.08 1.16 2.3 2.85 1.50 2.05 1.5 3.65 2.20 1.20
gV e
BrE Jitter 4/20 — 8/20 1/20  9/20  9/20 16/20 4/20  4/20 —
R (20%) (40%) (BH) 5%) (5%) (80%) (20%) (20%)
meara]l\é[g:D 44.00 —  45.95 24.55 64.05 52.90 99.15 37.65 37.30 —
AP R I
B Jitter 9/20  6/20 2/20 0/20 2/20  4/20  4/20 5/20 2/20  2/20
HER 45%) (30%) (10%) (0%) (10%) (20%) (20%) (25%) (10%) (10%)
me?{}—sh)mD 42.35 39.45 26.00 14.25 21.30 33.75 30.95 30.30 34.20 24.05
MCD k* 1.36 — 0.80 — 0.47 0.90 0.44 1.14 1.13 —

- #IBEE mean-MCD
MCD H*= gy #2#% mean-MCD/y/ 2
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Axonal Stimul
in Muscu

IZOOuV

0. 5anmsec

Yoluntary contraction

—

IZO():[V

0. 8nmsce

Intramuscular nerve stimulation

H2 SHEECRSIREE. 2 RERINR THL NP ERI Y

VOLUNTARY MUSCLE CONTRACTION

Vol-Jitter
=+/U18J2+33F+ U1° 327 443°)

INTRAMUSCULAR NERVE STIMULATION

Chv Stin-Jitter = JI"4J27+)3”
) (J37=WF=0)
Vol-Jitter

= Stim-Jitter
V 2
= 3
IhTw3,

Tl jitter BLEu, © LD DIREHE
Dwh, @ fMEIHEETS O HEE O P,
Q@ER  CofRHDmEHEEDD R, nHL
THN, BHoALRT 4 =%, 1435 -TY
BUHE jitter BMHBIT AT LML BR TV,

&l B AR IAERE & RIEF O 2 DY E D jitter
BEoRERat LT -ent, 2200 Ex
B3 L, BEEDNMN T2 D end plate,
W2 148D end plate 2535 (X
3)o T D1, BRI HBEF O MCD 13563
ks T ho 1/y/ 2 kich, BEAOSE
BIIEL R —FT AP B, PR e
fR—E D1, verocity recovery function
(VRF) 12X % interdischarge interval (IDI)
dependent jitter BREHTEHB/NIMeb &
WO H A S D, VRF 12X % IDI dependent
jitter HRESHELTCOBZ EMEEINT
VAT AR 7 4 — 0845, BHE MCD fE
LRI MCD flio 1/4/2 Offik Dbtk
INEL B Y TR h, SEIOBG CER
ZED X 5 e ah T HIP 4 FITERD I,
YT RIWRE 0 jitter BLG D BFITOWTUL,
Hilton-Brown 5% 2%, Fa v = v 28, K
R, BliiEH EMEOFH LA 7 4 —ZEBW
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THE R B o, RIS jitter % 25 % 1230
DIEWMELTVBA, Ra4OMETH 10404
IFIEERIT, Lond Ny h—BICHRENE Y
Atre7 4 —KRWCTHLRERZBRDTVD, &
R HORBEED jitter BIR D RH XM Z AR
b U ETFA IR~ O WPE TS AL o TR
HEBHMOFHEN LS I obh, ThboHt
TR TR & TR D INEE 7 #FEIRE % K
ML TWBDTIIWREEZLBR TS,

RBE, SEXNGRELEAD 5 IREBIEN
%, BABTRRIEYEFIODILL 2D
BETHD, WThLETADORORFCRSH
oo FRBFEBEGCTRIAEN DL, KR
BOBEILH X LM Tlhhot, SBITHERD
BEEECHITE & OB, KREOHHES

DWTHHBRF LT E L,

BEXH

1) Stilberg E, Trontelji JV : Single Fibre Electro-
myography. Mirvalle Press, Old Working, Sur-
rey (UK), 1979

2) Trontelji JV, Mihelin M, et al: Axonal stimu-
lation for end-plate jitter studies. J Neurol
Neurosurg Psychiatry 49 : 677, 1986

3) Gilchrist, et al: Upper normal limits of each
generation. personal communication

4) Hilton-Brown P, Stilberg E, et al: Causes of
the increased fiber density in muscular dyst
rophies studied with single fiber EMG during
electrical stimulation. Muscle Nerve 8: 383,
1985
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WioA b r 74— OBRKRELRERCEFCET 558

TR 2 IR T

L—HF— . Fo 75 —8iTk 3 FMERDGMKEEORAIE

bol3 I | Liiig

& M

BB RFBHIR P IETE 6 #1

EFABRE B O

T LT N N

2o ot B, s W i
HEBKFBEUREET AT 6 M

E B

Rl Fae -T2 BBV —F— e Ny F5—
M (LDF) #GHLce P ERGmitEo
WD THRE Ui, RERRE, BUSHEFEIMmRE
X O IR BRI S\ C LDF K X 5%
Mm% AE, R TROnEEY, E¥H
LfTlcbh TnwBF - AL vy -y« F
vFRAE 7357 (PLT) o X 2 HIREAZEE 2 B
WTHIEL, WHEIIMEEREY HEREFL
72o LDF & X 2 Hf#miti O sIn T2
WRIEERREETE & L CHB iR Ih, ISR
MEFZRIE L. LDF 12 X 5 skt s
PLT & X% FHRImMyiE & OB H B iR
BIE R bhic, L, SimiiZE b iz
INCEER S X O RIBEBR R mARCE
BB LA bRk o fo, ABFGE D, $HE
7w — 7% f\5 LDF 56k Mmoo ik
WELXTREE L, 48, HrAr e 74 —IEF
T KRBT 3 HmBMECHER EE X bl

B 8

BHFREDOBRBIIGC A b r 7 4 —IEDH Y
DUEDTHBD, ZDRRO—IRITAF I
BEOBUNBEFRTIEE LD, FAILE
2, ZomitFAEcilib b R RIEE A i 2
A r 7 —ECRCTHEMEREL THE
L7, #mioZy WHe 35 iedic
X, WARLER M MR E TS LER B

bo ARETIE, HYArr7 4 —fECBITS
WO bxmasZ ExBfIE LT, v —
— ¥y 75—t AV P Ofmikoms
FERIE BT OV TRR L7,

V] P

A MEENE T, EE20.5mm, BXH
10ecm DB F v — T 2ffiztcv —F— -« Fy
7 5 —Mmiii (LDF ; ALF-210, 7 F-3v A#h)
TRV, BETEATTF8AT ML EL, W
THMEOKEE > Fvehd Vit b BEFER
L, WEROHE Y v — 7% FTREZEHO

LDF
Muscle

Skin [~ R B B o s
subcutis [ oo o] [

H1 fAEgEmitiss X TR BT h 8
T B PP AR i BRI E by DB E:
M. LDF; v—%— « ¥y 75 —mikzl,
PLT; KIHATA— e A b Uy — .
TVFRESST
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2-4cm DTEIXWALE (W1),
MTFIE_v v =2 — X2 L LDF o i
NBEOWEI X b AL, mEEMOHC
KHE LI RERE T 2R LD T, RGO
COFESIEFWLT, 5 X I0fDFHE A I
CEfEEL, EERMRETHE L, ZhE kT
BT, FEkD LRV LR TV MENE S
BEELTCOKBRHAT AV Fr—yv .. F
VFAE ST 7L DBIREARECLT)? 26
AL, TRmFEEELHE L, MER, L,
RIGHEFE MY, 3 X OB EEERR S\ T
ﬁ‘ﬁ: el f:o

RIGEFE MO fodiziy, RS & fo
# 7% 260 mmHg L TRPIERZE 1L
Urcth, BABIES © B %t 5 7 % 300
mmHg ZiNEL, BiREM% 77 - %, fAiI
FFfI30, 603 X U'90FD & Uiz, Mo flE
%, LDF CiBiEMe, PLT CikFHImARR S,
108 RIPR TIT 7o » oo HHAEIEEEN & L QX
2otk RKEIO 30 % ENE 25
& w®, MEECIE, ORES X OmE (7
4 F TV A 2300, & LH) ARG L
o

# &

1) REBEC BT 5

LDF & X % Sk OiMe —F Uilk
TR & U CHEBMNCER Shiznd, Bl
WMOBEHEZHALICELLECEROT —F
77 7 FONRA LT, A X B HAKTIITED
BIRIE &3 BT 5T BRh g x
hic (®2), REBHFICH VT R JIE L
LDF I X% THR=E{fHo fd&mitE (LDF)
&,PLT 2 & 5 FRMME & ORI A E DM
BEBAtRIZ A b ler o7z (r=0.43, p>0.05)
(E3),

2) RISHEFEMFFC 313 % Fi ik

X 212608 ¥ X U0 O fEMm AR LDF
XA TREREGOMMBMMKEOEE, KB
HASG A —RA Vv yF— 25 TFTRAROE
b ARFCE Lz n3, BIRBERMZ X 0 O
Me—H L eHmBiZ kL, Bim» 7 E
bR & AR A AR R 3 X O FRR AR A

MLt TRORENEHRCIZBIREEAER» 7
MED7 —F7 7 7 + A HAKMEEZCRA
Lz, RIGHEFMD € — 7 Ji i RH i o 3E
B2 E LVEE 5 7ot 90RO fA MR T
RIS 1 73 LA R B L e,
RIGHTE s s\ CRFICE Lz LDF
IZ X5 TREEOMMmMiEE PLT X3
TRImEFEORICITEEO GRS R bl
(r=0.87, p>0.02) (K3),

3) FEVEREBIRC S 5 F i

LDF i X 2 THRR=SM O AR ML 5iR
EHERAEE, BMAERELRT L, EBfic
AT AR LA, EBHOBRETIIEILIZET
Lic, B ELESC GRS nTEE—8
ML, % oBEEhN OB ECEIE L
(X4),
HEEEBFCRFCHE L LDF X5 F
PR=SAfoMfkmimma e PLT 2 X % FEEHm
i & DM BB HBEBHRIZI L bhicd -
7= (r=0.59, 0.1>p>0.05) (M3),

z =B

LDF & X % Sk i 5t 3 A 12 s 4 B2k
Bo7 -7 577 H&bht, Zhit PLT
X HEIRAZEY BV TROEMERD »
7 MERPEEEEFFC L LIXBIZgEshi o
Eb, ZOT—F7 7 7 FIEFHOARHEMN
B EW S T - FOBHTIC L5 3D
LEZ L5,

HAREBRF L TR S AL O 2 RE SRR IS B
B TTET 2 (M5) &b, EEBEEFHO
B D AF AL AR MM O (R T IR SRR RIS B TTHET
ELROHMENHERRTHLDEE 2 BR
Bo LDrLighh, Rk X OSiEEEIR
BWTHIE L LDF X5 FHR=EG o4
s & PLT X 5 FERMFE & Ok
BAELHEBAZZ R ot, TOERELT
%, PLT X% FRMEFEIHET el
ERomEbaEhsicdtExbhs, Ti
bbb, LR B MR8 i 5E E i T
EHRRELY, BRLOOEEMCI > THA
ELBETHE L, ¥, BRTRKT 58
IR OB K oMt = v & 7 & v ADE
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1G

bpm
100

Heart Rate

20

Muscle
Blood Flow WLH

Plethysmogram

Blood Pressure

1 min

50 ) oo it o

Occlusion

bpm
100
Heart Rate

a.u.
20

10
Muscle \
Blood Flow nw“wu
0

Occlusion

1 min

A Nn— .
50 ] B I g R I i o e PSP SRS 2 o~ A S S

A

90s
L

\N
Plethysmogram \/\/\fv\/\

mmHg

200
Blood Pressure ] S L
0

K2 608} U908 o itk RIGHEF MR 313 5. 0I08, Afgkmit (LDF),
FTHAERBR (FvFRE 75 4), BXOMEOEL

B2 ED ARG EhTw5, Lichis T,
AR, kL DAVLRATWS TV FAE
77 77 X 5iREA%ZKE (PLT) X3 LDF
BRI A g T2 & LT
RTWBHZEERTLIDEEDbRS,

—7, RIGHFEMmEE U THMmME KD ILE
LB Enn, TORBTITRMOTE D
% B iR O & A INCEL, ok

KT mFc s CHIE Lic LDF i X 585
WEkmiE &, PLT w2 X 5 TRliEo MBS
OMHBERAERZbh D EBbh s,

e b OFRIGMEEONMELHE T v —F %
RLY —%— -« Fy 75—t x AT
Rte, TOFEE, ABECID e OBKyHa
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REST & HYPEREMIA

- HANDGRIP
= 4
S 204 = AT r=o0s9
3 @
2 ¢ AN =
w g ] [ ] z £33} 3
5 S g ..
o s . v g “
L2 ]
m§10- 332k LR
=E . oms r=0.87 o =
8 n ® o E
- A x r=0.43 = 1 ¢ o
©
- 3
! 1 1 J 0 1 1 1 J
0 10 20 o 1 2 3 4

Muscle Blood Flow (LDF)
arbitrary unit
B3 K& RGP (ER) 3 X OBINRBEDN (BR)
85 LDF i Lo Gkt () & JvFRrers7
(P1) W X5 TR Gl OBILR
ERO XL LEHroEE, 0, B, ARKICHEFEMFOLERE. LDF
2 X B AR R o B R R

bpm
1007 . R . .
Heart Rate 50] AT TN e S s S N R R S SIPI V)
(30% MVC)
Tension of Handgrip iy .
a.u. 1
o o
i 1l
Muscle Blood Flow ]““Nw%&ww&%k* R bt : L_Llﬂh\uwmuwwuﬂmﬂuumnu«uL*
0
mmHg
200

Blood Pressure

Time(min)

R4 SOEEBEBFCSCTRE LA LDF & X 3 TRERAGAKLTOZEL
ErOOIE, REEN, FRMG0E MEOTLERT.

l{Ll I il I”‘W ‘Jhl I w-.-U 4 ILJM.Ji‘uJM,

2.7 2.73.0 2.827 2.6 21 2.1 1.5 1,515 1.41.2 1.13.9 5.0 3.0 3.1 3.0

Mean Voltage |

Neurogram u,,,JNLl I J -LMJ‘.LI ll

Calf Blood Flow 2.8 2.8 2.7
(m1~100ml—l-min'l)

' i P
Plethysmogram f\/‘\/‘*/““/\/k/‘»//\/\/\_/\/ww\/\/\/‘/\'/\/‘//

20xs 30 sec
Tension of I
Handgrip

o

5 BMREIBEENC KT 3 TREFN IR OB RIS OLL
LSRR MEEE), SVvFAEsI 7L FROKS
ETRAREL XORIBREHOT Y RT, (T3 X HED)
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R SRmT, Lardb T i s
LTCHMELES Z EAFED bk, AL,
HoA e 7 4 —EF E1T BT 5 HRLEL M
% in vivo ODREBIZCRE\WCRIET S ks L
TExhdTHEALEbLIRS,

X ®

1) BEFLBR b, ARIUHRRS DREYREFE & M2 REAhRE
). TR REENR, FRM62ELERE
RMED (& BE #), HyAte 74 —iE
OUEEY, BEKE X OBRERRT 5B,
1987, p. 262.
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2)

3)

1)

5)

Whitney, R. J. The measurement of volume
changes in human limbs. J. Physiol,, 121, 1,
1953

Saito, M., Mano, T., et al,, Changes in muscle
sympathetic nerve activity and calf blood flow
during static handgrip exercise. Eur. J. Appl
Physiol.,, 60, 277, 1990

Salerud, E. G., and Oberg, P. A., Single-fibre
laser Doppler flowmetry. Med. Biol. Eng. Com-
put. 25, 329, 1987

Taylor, W. F., Johnson, J. M,, et al. Cutaneous
vascular responses to isometric handgrip exer-
cise. J. Appl. Physiol,, 66, 1586, 1989



oA e 7 4 — ORKEERLREREFCMET A

PR 2 SEEERR R E T

oA bo 7 —-BEOBRMBEREE

BoOR =ZHFHF OB A
hvai ey papledni
kABRE = B OB 8, 8 B Z?
Wom & FP,om B AP
D ERIREEBEEPIRE 2 PERIRHREEINER

E &

ABEABFROH A v 7 4 —BE— Duch-
enne & (DMD) kIU%EXH (CMD) —i
BT 5 HRGREBEELRE T 0D, WEET
H5HE5FEEX AEMRER T T RAE L,
DMD T FHEAR, HHEESE, BBhREOK
IERBS IO THROF 7 7 — CEEEELOH
EEME <, CMD T BHEREEN BR T TS
B, ERRERNC gk, DMD & CMD
L DHEETIE, HHEREE I EoFE AN EEE
OHEIIES b EFE L bhicn, KFAAK
DBEVTEETADO TV BB IR BEE
R FEELE, BEDORE LD LI BT
i, BHERE L EFEOMENR SR IERD
Hoteh, BMBEEMEIED Rt Eo
—H UK EANFEL, ASMREEL Ethe
T 5B EAKE E O BRSSO
WAHERI I R,

oIS

HoA e 7 4 —DBEHETE T HHHEE
BEEENFEETS 2 L1, BEOWER LM~
LRTWHIM RADHEETH Y, £HE
D, TOBECER DD ELHEIRT
%, LivL, FhixEE LT Duchenne & (L4
T DMD) S IUHRERECA v 7 4 -2k
WTThHY, OFRCELCom&EIHEH
BB bR,

ZZC4EIE AL, THE DMD BEO R
R L RET & &b, B CREGIR
DHEMZ, EREHCA 7 4 — (UTF
CMD) 4o HEMREREEC 2W»Th KRG
T ERBARE LI,

MR EAHE

ABEABEHD DMD EB#294, F#h8hi—
27i%, Fi5916.85%, CMD HBE1I%L, B4A4,
774, 115E—345%, THERH2L. S5 s
L, OIFEETHHSEEIEE LT HEMRE
RIZOETE LI, FP A+ r 7 4 —BREEE
JEAFETUL, DMD % : IV—VI (GF5VI (6.3)),
CMD #f : VI-VIl (GF3HVI (7.7)) ThH, W
FERICIE, SRR AEERR, - 1205
FEERE I ERER 0.01 % UTORERTHEEE
MRED BT,

# 7

F12, ®gE L7 DMD % X0 CMD it
FHT RS PR LB AMRIERY, DMD
BHEOFEIHCE LDLOTHD,

DMD FiZ B\ Tik, HHEMLTHOAKIE
B (55.2 %), HHEREE 10 6 (34.5 %), {®E
7 ME-WEER I EDOEIEEIRT F1 (24.1
%) ENERECED LRI, 1 VEF VA
T ERBbh3GNE, 1 FAOEE - R
IR EAE L, TOBATIFRBEE L S5E
FREBUIIEGITH Y, fho 2 Gli/EHc
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&1 NGl s BREER

DMD FCMD
LENEW 26 (89.7%) 9 (81.8%)
T B & & 16 (65.2%) 3 (27.3%)
e F OB ¥ 10 (34.5%) 10 (90.9%)
KISIER (B8 d) 8 (27.6%) 2 (18.2%)
EERIR’ Y ream o
Ji i 3 (10.3%) 1 (9.1%)
AVYEF /A 3 (10.3%) 0
I N - 2(6.9%) 1(9.1%)
R B % 1(3.4%) 1 (9.1%)
R OF OB % 1(3.4%) 0
B oFL 2 OW 1(3.4%) 1 (9.1%)
M E RO 0 1(9.1%)
R N 1 0 1 (9.1%)
BIALFED F L 0 0
L/ R (R 0 0

DMD: Duchenne &, CMD: %X

EOBROREARLNZ bR, NFWFRIY
higv X it Bbhis,

—F, CMD OBEFZFCEWTiY, HHEEEH
106 (90.9%) &LEHUIET, TREDOWRE3 I
(27.3%) LHIFIERK 261 (18.2%) iz hic
KT, Zof, MECETEYRTL O
1 41, h%ﬁfn&r*ﬂ;@;b 1 BIERD bhtc,

£ B

DMD @313 % BEFREIRC LT, #
20N, 19824EHE; - i HY o DMD 38
e BT AEERH L, COBMETIE, FE-
REOCFKTBE R LHUELHE L, HUR, T
O, B EN T IRV TV S, b
DL TIE DMD BE3BFIT OV T O K
LU ERE R OREA R bR T, Ba DR
W35 - L BER S B EBbh B
2, hELoOBEIEL, B4 DRl DMD
BHT R CTHHERS, BEEERE LU VR
7 v ADBIEAE <, Mo, W, HEREEE
IUFE - REORTHLIEHIL TH - 72
—Jj, ML Tz &3, BIEmEDFHF
Ex T T5 X 5 SO D F LR e
Rante Y OGBRETSEOMAN ot & T

%2 DMD iz 5 A HRER
(38%F)
(19824 g5, tlnB)

F# - RERTH% 52.6%
# I 39.5%
T o 28.9%
& Jif 28.9%
~ KR 23.6%
EoLemE ok 18.4%
Jic} i 15.8%
BeofE R OE 15.8%
B R & % 15.8%
2% IKE 5.2%
i Z 2.6%
)i G ] 2.6%
2507‘:0

DMD & CMD & & D HEIZER T,
e R e PR S o $UE O AR B RERE S 1Y
oENARMEEEO MBI LTV &
X bhtcn, TEGE BEERS X TnE
R L onTiFERoEER# S5 LT
WHHEEESELE L bR,

MoArr7 o — o BHREEECH L T
12, R-R RIREBHI (CVr-r) T2
PP, WL ARIETIOBGY, BtEEFE
I FC IR, SRR Y RUG (SSR)?
PHIER G X 5 RITBEROBHY & h
FTHEIRTV5,

CVr-r DIEMICEI U T3 RIS R fpRE R O B 4
XL LA, HEREBRECETRLEEDE
THEREE-TWB ELTHEIRTEDY,
AL O BfREZIC OV, oo
i, £ UTRREGEROBEERHEE S h
Twb, LLlisnibiliLicn, DMD ¥
YO'CMD BFiek ks EmEx ED
BERBENTH D, Vhd s HAEREE
Xk & 75T % Shy-Drager IERFE® Au-
tonomic neuropathy 75 & & iX 575 BEEBF
B EBOTIRig D G I, REZILH
CHAMRIEROREICE o, SED
MR RRE DR 3TN E AR RPRE R o0 BR§ & B
THLDERXFZEINLVN, 5%, DEokd
ErERICVh, E R XOHELE R EDF
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WMoY $ &%, DMD kX 0° CMD [B#%
DAL O X RN L TITE W& X
T\ %,

X m

1) B, fEniEE8S : Duchenne muscular dy-
strophy D HEHEEECOWT—H3H— &
HBRTREREHRELE, HvAte 7 4 —ED
BRI B X OEFRIBT L, PRRIS6E SR ZEdi s
& : 205, 1982

2) EfEE—, NARELL HIA L7 4 —EOD
ER R-R ROV C. JEELEREBHAS
RGO A e 7 4 —FEOEYE, BIRE XU
BIT BB, MRESTEEPIRRES « 276,1983

3) BREHE, MESFRESL HUoA ey 4 —EOL
TEM R-R FEEORRIIGH. [EEBMRERET
REFEBRVI VA F v 7 4 —EOFYE, BRB LU
HRIFCET 5%, BASSEEMAMSES 361,
1984

4) HEFRM, HE 8BS BRRECSA e 7 4 -
FEWC 31 B AZCRE PR TES). AR - ARRIE
BHRRENRGC A e 7 4 —JEDMIR, B,

Falk3s X ORIEBARC AT 5 TR, SEIRTEIERT
ZeiRsLin - 216, 1990

5) FAWE, hEENS AETEHCA R 7 4 -
ST B E AR B e — 8 W BT R B e
Hic k3., BEARMRREHREENHOA LR
7 4 —IEDEERFEER X O, Bis34
FEPFSERL R &L ¢ 160, 1980

6) FElikE—, RART :HAtr74—fECE
Haerane Rk BALMERBIIRERT
%, oA b a7 —EOREKFRER X OEEN
Broe, IBRS6EIETIRMAE 202, 1982

7) KBES, HHIBRES  ETEHCA IR T 4 —
JEi¥ki} % sympathetic skin response (SSR)
OWREH. BB - BRIKEHARENG O A

Fe 7o —EEORIE, F¥, BEIKE X UHRRHRE

T A0, EG3EEDI M AT « 246, 1989

8) KEEK, ik Ao #ETEHIAIRT 54—
JEC 31T 5 BEMEREONR (TxFral v
Sweatspot test IZ. X 2 RITFEEEDRE) FA: 4
e AEEBITEREII S A b e 7 4 —fEDE
%, &%, BERIOHERRCHETIHAE F
ICEER A« 212, 1990
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WA b e 74— OBEIKNRE L RIEROEECBT A

2 B

HEIEE s 2 b o 74 — 1B 3 MEDHRNEE

i3 Aa | It *" —
W SRR LB R

REPEE MW O A, E A M ED, N I @ —?

FHR

&>, NEFF o K

D ESEEIALREE R P IR — AR

E B

WREEC A e 74— (MYD) T, T
Ry, RITEERELSE D BRMRIERYET
B ENDDZ EXHBRTVB,

SEER A, MEOBHNESHERETH &
Whh, AEEOBHRIEERICOVLTHREL
7oo MBEABIH®D MYD fBES5 4, BEaEgy
vArr7 44— (LGD) B&EAH, EHHG
B, FISEICOWC24RIMmESH 2 AL,
O HALTZRE L1,

MYD OIEIAME R EFFIC K L THE
CETLTERY, TLHALBHCOWTCLIER
B WHANED bR, FOFEEEL
T, AEBICBT D3RR OBEEET,
B %5 VIR SRR OB BETTHEL B LT B
RS DD, 8L o BRI ERA Y
ORI DRELBbh,

B ®

MRREEY A b r 7 4 —XTRRIE R N EHGE
DD W IWREEL H R 7 & A IEk &
THERFEBTH B2, Zh I CHE R
FHIDOWToBFHI e,

EARE, #5E TN 24 BelE] MAERT o R £F
U, AEEE MR E LR ERE T LT
WfT I IcHER, mMED HNEEO RiEH H i
MR ERIE O — DD E LCHEETH D &
FAbhd X HiTlgo ™,

Hair, HEEEC A e 7 4 —BEOAU
MmE & OMBEMNEL, TOHREHEHH LA
R BIT 5 I ERERERE T OV THRE L
o

HELFE

X%, MYD BES 4 (B4, L1464,
P E46ER), LGD #4641 (Bikonz, Fi
EERS8IR), IEHEE 6 ¥l (BHED A, FIGER4I
W) THhH, MYD #k LU LGD BEEEZ L4
BYURABRESRTHH, LGD BHD 1 AXET
HHRTET, FHd 5 I EHIB T
LT\ %,

Jitiit, A& D 8 IEE M 5 HBm
HEFE (TM-2420) % {EA L, 24B§RTicioic b I
fEifimE (SBP) - {LEEMME (DBP) - LI
(HR) #%{E L1, MEEREIX, DAY TIME
( 6 BE~2015947) #» 154341, NIGHT TIME
(218§~ 5 BF 59%)) %30 543 3R%E Lic, BE
IH F ¥, SBP:DBP-HR FhFh o Ei5ifi
M) LEB#R%E (SD), BX UV a4 A1+ -
& D3RI mesor * amplitude * acrophase &
L7,

# B
$11, &80 DAY TIME i} % SBP
*DBP+*HR ZhFhd M& SD Thb,

MYD %o SBP %, LGD %k X OIEHEIHC
HE L CHEREL, ¥4 MYD # o DBP
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&1 DAY TIME

MYD # LGD ¥ IR

SBP M 99.80 118.75 116.83
SD 7.574 9.121 7.581

DBP M 71.80 84.25 76.17
SD 5.192 3.562 4.598

HR M 74.60 80.50 75.50
SD 5.817 4.822 9.606

%2 NIGHT TIME

MYD # LGD ¥ IEHE

SBP M 88.20 104.00 101.67
SD 6.242 10.050 7.110

DBP M 62.00 72.25 65.00
SD 6.782 3.961 5.132

HR M 57.20 81.00 58.83
SD 6.940 0.707 9.281

17, LGD BcHE L CEEIEV2, EWR
EDOBFEEZED LRI, 57, HR 2T
i3, BRI HEEERRD 5T,

221, NIGHT TIME wkiF5sM&E SD
THHH, B MYD fE0 SBP i1fitto 2 It
CHE L TEBRECER XS, DBP ik
WTRETHREREEERD e - 1, HR T
T MYD B EEBCHEIEYRD -T2
M, LGD BErfho 23k, FECEV-F
BChot, HREBDOIFE L L C 24/ E
DEMBREAEYRE LI 2 A, KWLM
HEERRDICH -1, MYD o SBP -
DBP - HR 3> 2 BEC B LT/ QWi
@ADL, M1, 2, 3IIEFEH - MYD B -
LGD o &1 ToD 21+ —hig THh
%, EHEEOLD (K1) Tk, SBP-DBP -
HR &% 15H858i% % acrophase & L T, %
h#Fh SBP Tix 17mmHg, DBP T3 14
mmHg, HR TiX 24bpm ODETEEHL T
5o MYD BED b0 (K 2) T3, acrophase
g Wb oo, SBP - DBP -HR *h
Zh o amplitude 2 HEEH N X <, MHEROFIE
feoffiri@dbhi, LGD EFHo b0 (¥

3) Tk, ®Lbh acrophase (XIZIEREBEZIT
Bl MYD X 9 IR RETH - 1o,

SBP * DBP - HR ® £hZHIZ 2T me-
sor + amplitude * acrophase % £ F¥HCHEHK
FL 7%, SBP @ mesor Tix MYD REAMiLD
2T H~NFEREL, DBP &£ HR ® mesor
Tt MYD B3 LGD B _EEETL

IE

3

(mmHg)
(bpm)

6 8 10 12 14 16 18 20 22 ¢ 2. 4 6
Time of Day (hours)

B 1

(mmHg)
(bpm)

250

200

140

90

50

19 21 23 1 3 5 7 9 11 13 15 17 18

Time of Day (hours)

(mmHg)
(bpm)

250

200

140

90
50

18 20 22 0 2 4 6 8 10 12 14 16 18
Time of Day (hours)

B 3
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T\ 12, amplitude & acrophase IZ 2V Tit4
PR HBELRD I o 1,

z =

MYD i % HEERERICOVTiE, &
DY OWAHEC X B L, REEE 50%, BFE 40
%, FRHBEE 56% THYH, Aminoff HY OH}
HWTh, REE 25%, A% 67%, BIHE
M 37 % Lk LTHitnd D Tikis,

FLEESY 3, EBRBRCH 7 -7 Akl
A LT mEAKEEEE T I 1T L hemodyna-
mic function test DR L, Mip/ L=}
7V veand v ARRBOBEDD b, AER
RV TRIZEREREENTTE L TV D 2 &,
B IO ZDRF & LT efferent vagal path-
way DEEIIC XD EHEL T 5,

SEDOH 4 DB TIE, MYD TIRIEH AR
R L UGEHMEAERE T LT, &
DI ik, FEBCRTREMER OB
T F X EIRR R R OBRITENFEL, ©
HEBAH L TV ATREMEDY B B,

Sthan A v AR X BREILRIGR b X
CRFPFDOH T 25 3 vOREXGD B L L
BrE bR, ¥, ARBICST S HEMH
FEFORE L, EBEREE LTI & OB
WEEX D BT, EFARYESLL, HubkEee
BE - ERTEAUALTCCBE - S

BEOBO EZLZSWTL BN LEE Bbh
1o :

¥ OB

i R4R M A L C, MREEY
AbLR7 4 —KETAHMmMEDBNEH L
Teo MRRRMEY A b r 7 4 — DU,
EHBFCHELTaP - RiE%m L CERCK
TLTW, Fhe, AFERTRT2mMEDHNA
ZENL, EHBCHE L TNSWEHENED B
hice

X B

1) Mann S, Altman D. G et al: Circadian varia-
tion of blood pressure in autonomic failure.
Circulation 68 : 477, 1983

2) NIE ik, WEETS : FEVMREEECETS
A MEREEC 3 5 KR —mEO B NE
}icounT—, FHEMFL 31: 38, 1989

3) BWHEN : FEESMERH KT B ME « O
BEWER L £ OMMENGR. BIRES 36 (4):
249, 1985

4) PMEAE, BEXS : REECA e 7 4 -
BT % ARG, FHEEPIRE 29 - 589, 1988

5) Aminoff M. J, Beckley D. J et al: Autonomic
function in myotonic dystrophy. Arch. Neurol
42 :16, 1985
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WY A b r 7 4 — OERIRFE L HEROEFR DT 5B

PR 2 SFEPIREBE S

BEEE 2 e 74— B
AR X AR B S D i R AU i B

P a

mooE E

BEERFEMENFR

EABRE K W 40, & H

£, & W Bk KD

WO oM BY, oW X B, m ik 3k B

D AEEKEHENE P R BTN
D ZAROHREEE = v = — FEREBTRN

E B

HEREC A e 7 4 — (MyD) Tid, e
BT, BREEOETREOEMRIERY &5
T ENBVN, KETOPREREREOREC
DWTIE AR AR SV, SR 4L, MyD

1660 (B8 : 1201 4 : 46) H&RIE, MEER

7, BagE, B CT BRE X HBHEL, fie T,
Bigerh o HBEHFREA L EL DN TV5 neu-
ron specific enolase (NSE), S-100b, CK-BB
EERLI, SEOHRFTIE, MEETYRT
FRI6FIF 136 & B FEE AR L, MKERER
12 & A EDGITEBEE ORI BD N, T
CT DR T, MREINK & KB O XEM %
T~lt, ¥75,NSEW, avie—ARELhE
fti% =3 HH % <, S-100b, CK-BB % B {li% 7R
THNED bhic, NSE, S-100b, CK-BB i #
FEAARIBE O marker £ 2 BhTwW5, 40
DFEFRL, FRMEOFENHEREH, MyD
DR EEREE OB S LTS Rl ietE %
REL T2,

FLHIC

HREREES A7 4 — (LT MyD &BET)
TRARE T 2R U & T 5 MRS
5 EMLRTX habhTvb, Thomsen b
(1876)"1%, MyD D¥ErhfEE s TR LS & 1

WL Tw5, D%, FROBRENRSEDLA
52, RAEE, bhiECBT S KEOLE
RE T, ABTHEBETHIFETS Z L lE
Lico FTe, AEBOPRGRECIT 2HEYE
MHRET CHk, RPN I eosinophilic, body
Marinesco body D3, MEEEBHEE (LIcE
DOFWRERELD BHIh W39, LirLlix
B, TORBIZ OV TR ENEL, E
PRAGETTED, B OWTH PR BRI
Ve &, AL, 0L ARMEYH LA
35 AEE, e, B CT #AREIL,
P THE¥R T neuron specific enloase (NSE),
$-100b, CK-BB *{llE Lic & & HHEkD % 5
Ba Bl THET 5,

HFEHE

B R ERT S R A R O MyD jB#%1641
(55 = 120, Zc - 400, T : 21-58%) AR
L1, WAIS RicCEGlE, BfetERAE LY
Total 1. Q. (Intelligence Quotient) % ZF{fi
L, Bépfz-ovTid, basic thythm & paroxy-
smal discharge *®FF L1, T/, FEM CT
TR 1ICRT I & S HEFTHREORKE(E)
ERINE D £ (AB,C,D) & DK, Cerebral
ventricular index (CVI %) %R, BMFILK
DREERFTHE L, —75, MHEFIICT, K
L, E&EE enzyme immunoassay (EIA)
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H1 FH CT &EWCKIFTSH CVI % (cerebral
ventricular index). A/E, B/E, C/E, D/E.

BIC X ) MRS REA L F 2 bR neu-
ron specific enolase (NSE), S-100b, CK-BB
FRELS, B LI,

#wOR

1) ettt ,

£ 1 CRIEFIDMERFE DRER & 7T, 1601
8 fA%, WAIS B THEARFEDE0LLT T,

TBEAT23GH D, 2§ 75-85 DIEAFIKE
RL, IER BSLALE) B3R TH -7,

#£ 1 Intelligence quotient in myotonic
dystrophy. (n=16)

2) R
2 CEPIOREREDKEREY T T, 1601H
131 basic rhythm DL (6-8Hz) 7332

% 2 EEG findings iz 16 cases of myotonic

Case Age Verbal Performed Total 1Q
1. 21 N.D.* N.D. —
2. 41 74 64 67
3. 42 91 81 86
4. 42 N.D. N. D. —
5. 43 N.D. N. D. —
6. 46 N. D. N. D. —
7. 47 66 66 63
8. 48 61 70 62
9. 49 73 84 76
10. 49 94 86 90
11. 51 N. D. N. D. —
12, 51 72 N.D. —
13. 53 N. D. N. D. —
14, 55 93 82 89
15. 57 N. D. N. D. —
16. 58 85 85 84

N.D. : Not determined (because I1Q score

was below 60).

dystrophy.
. Paroxysmal
Case Age Basic rythm discharge
1. 21 9-10 Hz =)
2. 41 7 Hz )
3. 42 9-10 Hz -)
4. 42 9 Hz (D)
5. 43 9-10 Hz )
6. 46 7-8 Hz -
7. 47 8 Hz (-
8. 48 6-7 Hz spike
9. 49 8-9 Hz (G
10. 49 8H: (-)
1l 51 8-9 Hz (CD)
12, 51 9 Hz (C)
13. 53 6 Hz )
14. 55 9-10 Hz (-
15. 57 6-7 Hz (=)
16. 58 8 Hz -
25
L ]
L ]
20 1 . .o .

ol 3 . )

&

(4] .

20 30 40 50 60
AGE

B2 Brain CT CVI % (B/E) in myotonic
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ng/mi

ng/ml ng/mi
1 15 20 1
L ]
. .
20 |
. ¢ 15 | -
* 10 } s
!
10 Iy
10
05 |
o5 |
0 (] 0
NSE S-100b CK-BB

E93 Cerebrospinal fluid NSE, S-100b and CK-BB levels in myotonic

dystrophy (n=16)

Shaded area indicates mean+2SD in control levels.

¥ bz, Paroxysmal discharge 122\ Tii,
small spike 231 I LI, Lo Lichi s,
Z DHITIRERRINCRIFLRD bhvieh - 12,

3) IR CT HAHHMR

S CT X W& L CVI B TeREW
7¢ B/E OIERH{EZN 217, EHMHEE
B LT R L T O e NSIERE R L
DX, 16BIFH 145 TH -1, BH D 2 IS IE
IR EROMHA R L Tk, £72, A/E, C/E,
D/E, D\WT RO % R, 2O
DRIk ERD I, ‘

4) Bi¥+ NSE, S-100b, CK-BB

E#E%BEE © NSE, S-100b, CK-BB offi

IoWTIE, YHEY T o JEH meantSD
(NSE 4.7+2.0 S-100b 0.43+0.19 CK-BB
0.3740.16 ng/ml) vz, MyD Bl giE+
DR PNEETIXIEFHEED mean+2SD X b &l
TR, ThZh, NSE Tl6fiH114l,
S-100b <16f 6 fil, CK-BB i%, 166+ 7 fi
cRDB bR (K3), RIT, kM RRE
AEEZLRS, ChbBDFHAT 2 -2 —[HD
MR HE LA 25, NSE & CK-BB ¢&
D IED N ED Hhte (R2=0.438),

z =

HIEEE T % & 1 MyD OR§HIREE OFELER,
BRI RCMBRT w5, LaLlisib, %

30
Y = 3.8372 + 9.2601x
R*2=0.438

NSE (ng/ml)
3

-
o

0 0.5 1.0 1.5
CK-BB (ng/ml)
B4 Correlation between cerebrospinal CK-BB

and NSE levels in myotonic. dystrophy.
(n=16)

2.0

DIFBIIARRATH Y, TOFERIETHEL, &
ORISR TV ev, MyD O 4By
THHRHIHELS A ST TEDH, MyD D4
EEE T OREL, 41 %-83% GBI LT
RicoTw3Y, thix, Mg &Lk MyD
DIEMBHLEIEEN T ThOME T—ET
v EWERT MR E 2L LR D, 5E
DR TIRAREE T 21665136 (81 %) &5
WHIERIR LI, SOOI &iX, W& DIEMN ]
Bl B TAOR—BOMRICER LT e &, F
fo, WTh b ABRESIEE T 5T HH D iL
HIEGITH - ez EH PG LBl %
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z bhte, KT RIERRI TS 2, B
EOIREE E—F LT, 1BE A EFITIREE
DEEPFALAFRD b, PHRGEOBRERE Y
THLDEEX bR, Bl CT OHBF TR, 2
C BRI OB R A FRD, MMEIEAOIBEEE £
bha CVI%B/E)ILoWTh, EHDTIS
MEEERL, FEC KL TR iéZE s
HELTWBAJEREA RS S hi, D5,
B#HEVI—FHTHLDOTHH, MyD OB
B OWEFNWELE ESF2L0 L EX2bh
t2o —Ji, Biwiho NSE, S-100b, CK-BB i1
HREAMBERERLELORTERD, SO
Bt A, RmERB TR R TI &2
hTkh, MEEBRIBED marker $E 2 Hh
TWBO, Lalikhib, MyD TiRZhbo
AR LT, A DMmh 5BMhiz e
AEBRF IR Tuisyy, SEIOEGETIE, T
NSE A\ Efli% /m-3402% 16 fldh 1161 & %<,
S-100b, CK-BB % & flixm3 N SRR L
i, Fi,NSE & CK-BB & DENCIEDHED
DI ELEH N, NSE iRk
P, S-100b i glia #lfEc'®, CK-BB (&
neuron H %5\ 3L astrocyte WP RETS &
HINTWB, EFFRDRVD, Ha OkE
T, FHULORED LHE TS E NSE ©
BEN BN T, 2O e, SEOHEER
13, MyD O¥EHeREROME L UCRkERE
HlEE L bl &35 BEVGEARIBG M
LCuaaREES R I i,

X

1) Thomsen J: Toniche Krimpfe in willkiilich
beweglichen Muskeln Folge von ererber psy-
chischer Diposition (Ataxia muscularis?). Arch
Psychiatr. Nervenkr. 6 : 702, 1876

2) Haper P R: Congenital myotonic dystrophy

in brain. I. clinical aspect. Arch Dis Child. 50,
505, 1975

3) AEE, Wi T, BB Ho: brEOHR
EHECA e 7 —IEORKIER L EEE—2HE
7 vy — VRO —. HYAte7 4 —iED
B, Rk LORRHERMT 2515, Hf61
SEFEBTFEMIG, 1987, p. 75

4) BFE—  BREEC A F e 7 4 —OhiaED
JRIR. PREMFE 29 : 469-481, 1988

5) SMEX, EEVIS : HRREES At e7 4 —
D 2HBHCER T BT AV~ =, —TREFRHE
TALoWBL. FEKAEE 29 : 488-491, 1989

6) St BB, BFHKL: ( =rAF—BHCE
%R P A A R A EORET : t=mir
— OFEBHE LB AR, SERITEEDE
ge8R4E, 1990, p. 75

7) BiEfER: M= v €a — 2 MEE. HI0kR, F
4k, HOR, 1985, p. 93

8) Calderon R. Mystonic dystrophy a neglected
cause of mental retardation. Pediatr 68 : 423,
1966

9) JIFUEF, HEMUERES : REES A e 7 4 —
fED CT FrRIDWT. BXFFE 36 : 737-741,
1984

10) Filignfs, MEEED : FEMREEBER LT

T3 8w aldolase C: neuron specific enolase,
S-100b protein, creatine kinase-BB isoenzyme
L OMEHE. BKEE 29 : 568-573, 1989

11) Schmechel D, Marangos PJ et al: Brain enolase
as specific markers of neuronal and glia cells.
Science 199 : 313, 1978

12) Zomely—Neurath CE, Walker WA Nervous
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DIEERR N AR & PR R R IR E R Rl T
B o BB EL R SR,
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FERERBT bR TCED I, LI E» 2
bhic, HRERE LA CoOMiERE, FEVI0
FEV 1.0% 2R - DD L DETLT
Wi, Eie, EEE THRILBEXEFELEH, K
fH AAR COBRKISCENMET L, igEoH
FEEUMBERS, A bR, MRI TitH
BRENRR ED BRI,

F4x MyD CHEA X b cpAR i oo BEARAY 42
HRRAABL, chiEexl, Tz yAa7<A
FAARMEALZT, MRI CTHRHEELYE L
IEFIR R L D THET 5,
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1gG 669 mg/dl L B[EEXT 4D, WNHWH
¥ T, 17KS 1.9 mg/L, 170HCS 2.5 mg/dl
L{ET, TSH 4.4 pU/ml E@ED LH%ZRD
1o BBV v XEO 5 iCh T iREY
Bdte, NRERPI %R, FRRIREHEE
IEH T SHFER T 5K - HIT mystonic
discharge Z##R» 7, RENERETIADT
X b 40~45cm T spastic 7oL B FEE X
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¥inn s, (1) MyD Tk BED fifaEhs, (2
MyD DOFEAGITD AaDO, DB £ 5 {EREH
MEEA B BT, Ml SR EFRGRES
X5 EEx bR, PREREEORNY-L
BETEhH o1, BABLTD AaDO, DOBK%
Py KEEE MIE B LT, MR ORIED 1
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PRI S TREE R Licfed & F 2 1,

FL&IC
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BEE D e ST NG WEEE, PREREER, |

FEAR, HAEBER, O, WRIHNE, AR
T, RERF K ESERIERERETD, FRE
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W5, SEFH 4L MyD O RHRBEE AL
T, BABL &AL B\ ALTEIR I 7 A & il
KESEZIEL, vz,

HRLFE

®4ix MyD 2 IUBITH B, X HIZEEHR
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Table 1 IZEEGIOFERD, ¥, 4, &K, RBIE
4EH, ADL MR /R L7, MyD 246l
&b ESLR T ER R RIREE D 5 W IIERRIA
B BIAB R T, BRARETSFELUEEAL
T\w5%, BEARBIHE (LI ADL) & LTk
Pie ELTFFOBBINETH S, LG b
Wpziz ABerhC ARED ADL #5715, LG
T 20U BELLHAL EEhTW50
T, EHERIT MyD #51.145.35%, LG 23
38.5+12.25% & MyD 7' LG T H~HI25E
Vo MyD % LG 33 L\WBRR B H £ HE
BER T2 DO,

%7 tilting table TEAZIZ THAIc iz L
B, SN ATF Y A — X CRIZMCEEEE
FIE (LAF Sa0y) #E=%—L, 14MEF
WS gTHEXBELLE MyD O&R), REH
VEHC L Sa0, PALE L -7 CHlmi Bk
M# AL M7 > T TIC8SEEE T tilting up
L SaQ; MZE5E LT CTHUEMR M & A 5%
T - 1D b, tilting down L1z, MiKEHEET
ESRERERGE (AT FRC) OIEREFRL
W LEETCT - T2, Closing capacity (LLFCC)
31 EBERALETIT ok, ShHOHERIEX
» AaDO,=150-Pa0,-1. 2PaCO, % Filti L 7,
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Table 1 {E L]

. age BW height onset .
subjects (year) sex (kg) (cm) (year) ADL smoking
MyD-1 57 F 53 155 31 wheelchair -
MyD-2 61 F 35 150 40 wheelchair -
MyD-3 56 F 56 140 31 wheelchair -
MyD-4 45 M 72 167 35 walking -
MyD-5 49 F 54 145 33 walking -
MyD-6 55 M 55 158 40 walking +
MyD-7 46 M 68 163 3 walking -
MyD-8 53 M 58 161 25 walking +
MyD-9 49 F 50 153 33 walking -
MyD-10 45 F 45 158 22 walking -
MyD-11 46 M 65 158 40 wheelchair -
LG-1 55 F 33 148 49 walking -
L.G-2 24 M 62 162 15 wheelchair -
LG-3 27 M 45 154 6 wheelchair -
LG4 43 M 63 173 21 wheelchair -
LG-5 30 M 51 163 18 wheelchair -
LG-6 52 M 50 160 27 walking +

S8 .
- .ll' sere .se
e DRSS LTI L PP S P . * feeitetitineeeees 530
t 4 } 2
Deep breathing Tilting up Tilting down
B B e TR Pulse
o T T T T T T — T
:_-ﬂ' g-\ o~ 'zl (=] — - N _ﬂr .
~885 & & & & g & & g m
Figure 1 MyD-1 @ SaO: tJROZE(L
(1) MyD & LG DI TOHE, LG O
¥ 2

MyD-1 ODAAAFF YA —-FTE=Z—1L
7z Sa0y EMRDOEILEBERFINIC figure 1 1R
To BERICX HAEHC Sa0, X EHF LI,
Tilting up T Sa0; 3 k& L, tilting down T
SaO; X TFHEL %, filid MyD BT % EEED #
Ry bhi,

Table 2 K BRI A AGHT DHER Y LD
oo IEHDIREEL LT, pH 137.35~7.45, Pa
CO; 13.35~45 mmHg, PaO; (380 mmHg Ll E,
AaDO; 325mmHg LT & L7z,

A G HT R EFEBEAAN TH 7. MyD X LG
S, pHEREFH#HBEN THH2MELS (p<
0.05), PaCO, it 46.1+2.2mmHg & EHL
(p<0.01), Pa0; i+ 76.0+8.3 L{ETFL (p<
0.05), Sa0; HE< (p<0.002), ffifg{ER K D
RBCTH -7, AaDO, XEZ X o1

(2) MyD DRAfL & STALTO ML, PaO, R
SaO; XEARL CHIET L Btz p<0.001),
AaDO, ZEMICTRERBAXELL (p<
0.001), pH KU PaCO, i3 HEEKI 1,

(3) MyD & LG DOBALTORE, MyD (%
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Table 2 EjiRi 4" A 457

subjects pH PaCO: (mmHg) PaO: (mmHg) Sa0: (%) AaDO; (mmHg)
supine standing supine standing supine standing supine standing supine standing

MyD-1 7.375 7.365  47.1  48.9 60.0  71.9 89.8  93.4 33 19
MyD-2  7.384 7.398  45.6  42.6 60.5  82.2 90.3  95.9 35 17
MyD-3  7.419 7.425  45.4 44.3 56.5  64.9 89.5  92.8 39 32
MyD-4  7.377 7.389  49.6  47.6 51.7  68.2 85.3  93.0 39 25
MyD-5  7.369 7.382  43.8  42.1 58.3  74.2 88.3 94.3 39 25
MyD-6  7.382 7.371  46.9 48.5 62.4 74.2 91.0  94.1 31 18
MyD-7  7.372 7.357  45.9  47.0 63.4 76.8 91.1  94.4 32 17
MyD-8  7.364 7.372  47.0 45.8 59.9  71.6 89.5  93.6 34 23
MyD-9  7.369 7.360  47.2  46.7 67.7 77.4 92.5 94.6 27 17
MyD-10  7.377 7.355  47.0  46.9 82.2  96.4 94.5  96.2 1 -3
MyD-11  7.373 7.375  45.2  46.3 69.0  78.4 91.9  94.1 27 16
Mean 7.378 7.317  46.4  46.1 62.9 760 9.4 942 @ 19
+SD 0.015] 0.021] 1.5]  2.2] 8.0] 8.3 2.3  1.1] 8] 9
LG-1 7.420| 7.419| 41.5| 42.4| 100 91.3 97.7| 97.0 0

LG-2 7.390| 7.389| 41.8| 43.3 96.5| 91.7 97.2| 96.8 3

LG-3 7.395) 7.388} 43.7, 44.5; 82.7, 86.2;  95.9, 96.2 155 10
LG-4 7.300| 7.393| 42.3, 42.5 85.2| 75.7 96.1| 94.7 14 23
LG-5 7.419] 7.398| 40.6| 43.6 93.2| 86.6 97.2| 96.4 8 11
LG-6 7.418| 7.405| 41.3| 42.8 84.7| 81.4 96.4| 95.8 16 17
Mean 7.405| 7.399| 41.9| 43.2 90.4| 85.5 9.7 96.0 9 13
+SD 0.015 0.012 o.ls’ 7.2 6.1 .0'7— o.la_ 7 6

1.1
1

L e |

X e —

a=p<0.001; b=p<0.002; ¢=p<0.005; d=p<0.01; e=p<0.02; f=p<0.05
p values were calculated using Student’s t-test or paired t-test.
AsDO: were calculated as follows: 150-Ps02-1.2P.CO2

LG el MfZEEE pH ME< (p<
0.002), PaCO, L Tyriz (p<0.001),
Wiz MyD Tix AaDO, DBRX% 5 {EREFm
HEMZ BRI,

() LG DBEAL &AL TOHE, MALT Pa
CO TEREERIIM L (p<0.02), SaO; (LB IE P
L% (p<0.02), pH, PaO. KU AaDO; 34
BEkhot,

Table 3 WZHiKHBHOMEY T LB,

5) MyD & LG D& ToOHE, MyD &
LG iz, TLC (p<0.02), VC (p<0.02),
FRC (p<0.01) K CC (p<0.01) A4 L
T\, VC & TV BEEBEELI -1,

6) MyD & LG DB TOHE, MyD it
LG iz, TLC (p<0.001), VC (p<0.01),

%VC (p<0.01), FRC (p<0.001) KT CC
(p<0.005) A LTt TV FEXEKR
Mot

(1) MyD o BARL & 87 To HEg, BAMZ T
TLC (p<0.02), VC (p<0.01), VC (p<
0.02), FRC (p<0.01) KU CC (p<0.01)
AR L1, TV RBEEEKRI -1,

(8) LG DBEAL & YA T K, BAMZ T TLC
(p<0.05) KU FRC (p<0.005) 2384 Lt
VC, #VC RO TV BEBEKI T,

Figure 2 iZ FRC-CC #/~Ll7, MyD
LG L&A L hBARLTHA Lic, EHBAMITY
S Ch MyD ik LG i H<ETLTHD,
MyD OB COF(iE —0.26+0.36 & f1
Dffize ;R LTz,
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Table 3 Jifi & & ¥ #f

subjects TLC (1) vC (1) % VC FRC (1) TV (1) cc
supine sitting supine sitting supine sitting supine sitting supine sitting supine sitting
MyD-1 2.33 2.70 1.38 1.75 55.6 70.5 1.00 1.15 0.39 0.48 1.08 1.21
MyD-2 2.05 2.46 1.14 1.29 48.7 55.1 1.05 1.71 0.24 0.29 0.81 1.26
MyD-3 1.37 2.24 0.84 1.00 37.3 44.4 0.63 1.46 0.40 0.30 0.96 1.36
MyD-4 4.52 7.54 3.05 3.85 80.9 102.1 1.69 5.00 0.32 0.42 2.62 2.63
MyD-5 2.50 2.69 1.74 1.64 71.6 67.4 0.83 1.41 0.33 0.38 1.38 1.28
MyD-6 1.87 2.83 1.13 1.68 33.3 49.5 0.87 1.70 0.21 0.40 1.30 1.32
MyD-7 3.00 3.59 2.07 2.18 56.5 59.5 1.09 1.80 0.41 0.48 0.96 1.22
My!p-8 1.87 2.86 1.31 1.62 37.5 46.4 0.80 1.54 0.31 0.36 1.15 1.49
MybD-9 2.00 2.64 1.21 1.61 47.0 62.6 0.89 1.56 0.33 0.33 0.96 1.22
MyD-10 n. d. n. d. n. d. 1.57 n. d. 57.7 n.d. n. d. n.d.  0.32 n. d. n. d.
MyD-11 n. d. n. d. n. d. 1.73 n. d. 45.7 n. d. n. d. n.d. 0.28 n. d. n. d.
e ——d—r ——d—— e ; e—
Mean 2.39  3.28 1.50 2.19 52.0  58.6 0.98  1.93 0.33  0.37 1.25  1.44
+SD 0.92] 1.64] o0.74] 1.02  16.1| 18.6] 0.30] 1.17] 0.07 0.07  0.55] 0.45]
LG-1 3.52| 4.19| 1.28| 1.66  53.5 69.4| 2.48| 3.21| 0.24 0.38 2.45| 2.56
LG-2 4.75| 4.4 3.44| 3.43 85.1| 85.9 1.98] 2.46 0.82  0.37 1.81] 1.63
LG-3 4.49, 546, 250, 1.94  66.3) 5l.4; 2.07, 3.95) 037 035 2.05_ 3.65)
LG-4 6.80| 7.72] 4.24| 3.80 107.6| 96.4] 3.38| 5.37] 0.31 0.37 2.24| 2.32
LG-5 5.20| 5.61| 3.45{ 3.22  87.3| 81.5| 2.34| 3.37| 0.35 0.40 1.99| 2.16
LG-6 4.38| 575 2.76| 3.12  79.3| 89.6| 2.29| 3.88| 0.57 0.8l  2.02| 2.34
Mean 4.94 5.53 2.99 3.00 80.9 82.5 2.47 3.67 0.42 0.43 2.23 2.57
+SD 11.09_ 1.215’ 1.00 074 17.8  10.3 0.;13_ 0.97: 0.23 0.19  0.44 0.95

L f_ 1

Cc

n.d.=not done; a=p<0.001; b=p<0.002;
p values calculated using Student’s t-test or paired t-test.

£ =

SGERIRARIET 5 F L LR L7 MyD %
R L, ADL & LTt i &b HiFy
T O BIREETHD, HETS 00 RABE O
ADL #F%% LG B3 L1, BRm» A4
¥ b, (1) MyD T3 B o Mg, @
MyD DBEAZTD AaDO, OBik# ff 5 EEEHR
MEER R Bitc,

MyD oflifgiEi&cBIL Tz, B x
RTWb, RO A w7 4 —HER $ 4
b= 7 O, ERERFCHT S RIED
ET /L RFB AT 5 RGO B e &ep
WEEROEE S RE IR TV 5D,

SEIERH L7z MyD #ICit LG i~ TLC,
%VC % FRC 2 EA LTy, RS
DfEREO—HEE L bhD, —F, HE

c¢=p<0.005; d=p<0.01; e=p<0.02, f=p<0.05

7RIS X O BB ERR I WETH &
i, ¥FREHRBICEBLRDSD EE X bR, PR
MREEEOMS LHEE IS,

&T AaDO, DBK% A 5 EfEFE MiE P EHA
EUTE, (1) REImI AR, (2 i
E, O BRRER X E2bh3, MyD ©
IR A 4 U 5 IR A LB IR IR e —
BTk, FiSERE Tk FRC oA
fEVEAMZT FRC-CC 2ADHYR L1, b
MyD TREMITZ v —L v VB0t biRg
MRt MEELE U, AaDO, DOBIk%#5
EREFMEE -T2 %,

—RTIIAZ X D EAMZT FRC XA L, i
RHIZEZDORE T CC 24 L T AaDO o
PR S EMFEMIAERE USSR mb
hTwb, MyD D&, FRC DR AT
Thh, FRFOEEDIHEE L BRS,
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1) Carroll JE, Zwillich CW et al: Ventilatory re-
sponse in myotonic dystrophy. Neurology 27:
1125, 1977
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1 2 3 4 REM

1 F 49 MyD 30 28 43 19 0 0 98 central

2 M 45 MyD 4 79 37 0 0 0 176 central/mixed

3 F 57 MyD 22 10 71 27 0 0 47 central
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5 F 61 MyD 63 11 31 15 0 0 2 central
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15 M 46 Kw 9 17 79 15 0 0 1 central
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Bl 20:555, 1984

5) Markesbery WR, Griggs RC et al: Late onset
hereditary distal myopathy. Neurology 24 : 127,
1974

6) BHEX, B M5 : BAXROHEY A LE
distal myopathy ® 1%, fENE 28 : 563,
1988

7) Chutkow JG, Heffner RR et al: Adult-onset
autosomal dominant limb-girdle muscular dy-
strophy. Ann Neurol 20 : 240, 1986
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oAt r 7 4 — OERKIFNE L RIER OB 5 B

T 2 BT TEsR s

WY A bBe T4 —>RK »

PF B 5 M ) i)

78 BT BE B iR R
RS B K OB AN, & OF | 8, ok owi o
Bom B O, 1 F O EET, OB W T OIF

A% RIS PR iR IR

Z B

b X b | CK e,  FEE=IES o Ik
RDIH, 12T E - TH Wk HHE
T, FiZEfA RS T, OFEEEAET L Tu
A AF -1 FlERE L, Fidi L B
OB R T, Mo % & L LIl
il & U Ot N 2 o Bz
F & LS AL - 7o, RSN
FHRICLY, HEBTFECA R T 4 YOEL
L DR RBDI, T, V=AEVT
2y MERZID, PAMRT 4 VOSTFRILIE
T IEH T DR RO DHETE Shut, AREH
1% Becker Bl 2 b v 7 4 =R,

T DORKIEBEZ RO & BF 2 5 LIFILAl
WTHh, 2AFRT7 4 YOBR - BIILE

FO5AT EDOBEI BEBREY L b2tk T
BEhbbHEE BRI,

£

Ll &1k, VWX D E CK e, TR
SO A A RS 2 2RICTE > TH B 52
I IME T 2R3, OFiEE BT L Tuw i
IFARF—O—FERER L 1, AIEGFO $ A5
F — DRLE IO EBEE M2 BGE L7en T
HwET 5,

ll]

E Al
B 12k, B,

FAF i, o s &g E,

FKIEHE « RRWCFE L, MESEL L,

FEAIE - FracHE e L,

BURIE « S17BRtAL 1 3RS - 7oA, REHTT
Thote, 1o, ZOEIY, WO FEE=5A
M B K % 3Rdtc, 4%, CK i 175 1U/I
LEfEzmL, YRZ2. HET, MiEfmET
BdbRihot, T, SERIAKL, H
PABACH - 7o NFERIRR, CK fEix 1 T~
175 1U/1 i Lichs, HHOETRARLR
7, TRICEF) T E L, RISz s &
DB ot FOBEBMILEBTH -1, 1287
AR, EBRRCHTRE 2 TR 2, M4 NERRT
ABE & Te o T,

ABEHEBIAE « 2 152 cm, {ATE 68 kg, I
110/60 mmHg, IR¥f 86/%, %, O&EEH, I
MR L 7eds - 7o 1, Wl FERE=EHO
ek, wifil R B E o B A o 7e (K1),
MFREFMRT T, FERER IR &R R LK

K1 W TE=5HOIERZEDS.
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N, WIJHEF, B L LIRS T, Gowers
BRI THh - 7o, RIS T * v AR5
D LT, K F, WK RS T,
athie R, WHIFHEE), MR, AR
W A BB 5 1o

BEAT AT WL o ABERE, A mER 10200/mm? (stab
5%, seg 69%), Itk 11 mm/hr, CRP 3.8
mg/dl THoich, 10ABITIIER 7o T,
CK 34101U/L (MM 93.7%, MB 5.4 %, BB
0.4%), ALD 58.21U/L, GOT 5751U/I, GPT
931U/I, LDH 13291U/! &\ wThi ERLT
W7z, HURBRBERE L 72 L, y—globulin, IgG,
IgM, IgA, C3, C4 (XIE%H., HIBHUAKIZ80fS
(speckled type) 5, RF, RAHA, DNA 1
&, LE 7 A2 Mz d B e L, MiEeLEs,
ELE VIR EIR, SEE) AR & ISR -
RELfn T Ak E B A5 & 2w 7e Lo AR .0
K@, I, aVy FED ST LH%REDE
», B|HIXI, I, Vs, Ve 8D ST L
ACE L, 4 FECREHEOLEX & £- 1
75, b= 2 — TR EBREO EEN AR T 258
dbhh, BHRIL 50% L BIEE T LT,
B CT, M beiuin L, HER<ci
VU 4 (R SRR 2 3R 7,

MR EERT R« ZEBRIEAT v T AR & AT L
720 HE B EBABR TuX, FstiEo KRR %
R, R & LR E o RE 1 L
MRS R S hi, F10, B0
EEB, NEEAE PO E LT D NS
75 MO R HL -7z (K2 A, B), Ac-
id phosphatase Y+ {0IC TR < Yo = 2 AN

REht (M2C), ATPase JfaTlL & A
71, I, My OCFhofiEc S R A
A& iRD Tz, DA, cytochrome oxidase,
PAS, oil red 0 Jefa Tz F i B a B
ﬁ‘of\lo

AR T 4 Yt (K3) : —k¥ifk & L
THC A b r 7 4 VHK (4-4¢5) # v, AB
CHICTRAIEI, TOMKE, FHOMoY:
th L xR ), MO HEICHBMER T o
WHRD bt

Western-blot ([X14) : —k¥ithks L Thre
AP r 74 VHK (anti-DMD2) % v 7o,

K2 WAk (A, HE 4, 80x, B.
HE %45 400%<, C. Acid phosphatase %t
i 400%) ; A, B. fifg#Eo kAR,
ZEMERRRAE, PR TL & L TR I
I m s 5 MilaoME s bhs, C.
A ReE B EHAMIENED bh b,

7213 control D FFEMMMRMILIED EFH, £
AREGITH B, & HIT5rTH: 400 kD DfLE
WAV Fa@ED, KIEFTIZC A e 7 4 v
D FRIIIEFEN, T O EOBA L HE
Iht,
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K3 CAMrRT 4 VY h, 60X ; i
7 IH P TRRAE R C DR 3R
Hbh b,

c.P

E4 Western blot ; A%EF (P) % =
vir—n (C) LR TR
400kD o 7 & (%&H) v ¥

BB %

£z =

CA LR T 4 VYL DR D, KIE FT
Becker #Ufio A b w7 4 — (LUF BMD L%
T) AEEbhts, Lo LAREGIE, 1) Shw
I b @& CK M, FRE=EGONEKEZ RS e
LB LN RHIHET « HiZEM 12T > T
L RD BRI, 2) REAKGE CTHIE PO
&L THfRME O IR g 5 ERMilaA L L
MO LRI B - 7o, 3) DORERE

DEITLTED, HoArr7 4 —LLTIIE
FeEM 7 ST-T o kR LV 5 DEXRE & #
di, EDR LD, WEROBKSEOB &S
HbAbE BMD & L CkIEAE AL DTH
D, EEZMIECAMr 7 4 v (LT “d” &85
) HEHEFC L TUEDF A IVERI EE 2 Bh
2o PERRMDORMEY L B4 D% BMD & LT
~¥5 L T\ 545, Hoffman b, “d” o4 F&
PRE THEIZIZIEER TH 5 L DIERT
% L5 BMD 124<, “d” OS5TFEIZIE
WA DR WA LT 5 b Dk BMD
T3 Duchenne BTV Fl% &5 2 L%
WERELTWAY?Y, Ibik, 5FED RYE
IZI% 400kD X h/hNE W DT T, &
IR B AR 2R L “d” DO FELH
600 kD I SHTEFI B HE SN TEHP —fT
Xigvs, Ffo, BOAERESIC LD, BMD T
UIEENRERE 2 bh T W BicEET 5
CEDERBIN TV BY, KEEFIL “d” DR
&L TIIMext B o BE A HETE S h e = ORI
FEMR T Bl 82 < Hoffman O#H I Hi7c\
2, DFREENEBIT L TW el L E 2 bbby
HE, DBHTO “A” ORBOMELED “d”
DER - BHRRY - TOHMHE Vo BED S
BRE LD 2B TUENRDS EEXBNS,
RBICHIC AL R 7 4 vHifkERHEGE LT
RwicE Ly €St EaRL £,

X @

1) Hoffman EP, Fischbeck KH et al : Characteri-
zation of dystrophin in muscle-biopsy specimens
from patients with Duchenne or Becker mus-
cular dystrophy. N Engl ] Med 318 : 1363,
1988

2) Hoffman EP, Kunkel LW et al : Improved dia-
gnosis of Becker muscular dystrophy by dy-
strophin testing. Neurology 39 : 1011, 1989

3) Angelini C, Beggs AH et al : Enormous dyst-
orophin in a patient with Becker muscular
dystrophy. Neurology 40 : 808, 1990

3) BRMETHE, ILAAEDS : Becker Blffi A br 7
4 —IE B3 OIS, KR 30 : 952,
1990
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oAb e 4 —OERKRIE L EROE T 2 B

PRE 2 SEEERT R

Duchenne B 2 b o 74 —5ED
OvF7 Viability ofkEf

B A £ R

Jexhy s b o

kFAPEE B N B OA H B & B Kk A O F
Ehvas eIk 2

E B

O SPECT %A\ 15FEL T D Duchenne
oA rr7 4 — (DMD) D05 viability
HRE L,

Of5 SPECT MBAzZ# < T1 fHE105
HBANT) ¥ XV 485R#% (DEL) o 2 BT
L, INT o#HKIEL (% PD) » DEL o
% PD X b KOFEGIH 1 8, NOREFIZ T &
T &, WREENCAER, BRTEREE, I
BEE, BRMY ASPT R IO EESR MR £
Bdobhichroten, DEL © (77 v i
C)/(BERKIBIBD pixel 3 : P) IEEMI
HLHEREECESEY KL, 5 DEL ©
C/P X DEL © % PD rFHBExRTZ &L
h 1 BEOFETRRIBIRALOLOH viability L TTEE
IVEVEIMTE, IHOLHEZTIIORNX
DEETHDH, b, INT & DEL ® % PD
DL INT © %PD LDEIEAMENDS
ZtXb INT © %PD LY DEL Offifix
BREIOCH Y v P EEFRNRTETH S,

B

Duchenne B A b v 7 4 — (DMD) O
£ L BEIR EOTIRENRD b b, OFK
LAY v F CHRREE LTRAThC &
NTEBY,

—#D DMD XI5F U TFOHETLARE Y
RLECTHZENRMEIRTVBDT?,

£ DMD OLFEECREXITEL, L2
BB RAT 5B TI5Y L Fo DMD T
DLE viability BB L7T,

MR- HE

4131370 B DMD, £zl 515
F (13.2+1.4 %), BRITEEREEEFIK
GERY) BVEE 161 (12.03), VIES 1 (12.4
+1.47), IFE7$ (14.040.9F) Th3,

HEiL GE #:5! Starcam 400 AC/T %
DI SPECT &7 =AY v F 2T o1, O
SPECT I3{WBAIZ##c T 2°'T1 % 74MBq
FHEL, 1045%#: (NT) ¥ XU 4058 (DEL}
iZ0f SPECT % Hif7, Bull's eye $BIZX D
BERIBR (% PD) ¥ X OER/RIBIRELO #
YV MREE LY, T, ZZ CIRERXKIA
WAz pixel A& Bull’s eye E/RD4 pixel
BB Liftiy $PD &Lt, Xb6iE, INT
D % PD 7 DEL X h KOfEFIZ 18, ho
EFAYTREE LT,

{7 — v/ Fi2 Multigate 351 X b IERERK
HMBAUE LI, I, BIRMA AFHOK
Pr R A W REH CHEBRE L1,

= R
CID) T —IIERO
Ol & BRI REREE

FEER L OFRMBRERER R I — R
FEITIEDS - T2,
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QF s f B RE R B D IE IR

VED 1 G IETH - fed’, VIETIR I

1 WD XU 4 %D % PD
LT,

400, NB1IFAILIVIERL IS G, D2 I —INFHo INT © % PD B ket
& BRBERHENET THOH T 76, 1#o DEL ¢ I#oD INT &ollicd
& WHIEA D Bl EIBED LRI - eny, OFEO DEL X 18
O AW €iEES EHBLUERCILAL TCwie (p<0.05),
%~PD counts/pixel counts/pixel
—— P<0.05 —— -r—N.S— rP<0.00054
50 I N.S a0 8.0
’ : -
1 Q 3 ;
4.0 |
3 ° ! |
A - L
2.0 J T
S . °
. | M///* 1 0 7
INT DEL INT DEL I#  Io# Lo 1 g
I INT DEL
K1 HERKEROEL K2 HHEKETKO» v P
counts/pixel counts/pixel
10 g.o] YFO.154X-0.117
o ° r=0.954 .
o ° p<0.001
3.0f o °°
° 4.0
2.0
1 _ 0
0 40 %PD 0 40 %PD
INT DEL
B3 BEKIAREBMIHIIOI YV PR
4%PD 4%PD
30 40
o o & ° ° v .
0 . o ° 0 o :
¥=0.842X-8.333
10 ° r=0.629 40 ‘
p<0.05
0 40 %PD o 40 PD
INT DEL

R4 WHXARE 0N
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@ESEHEE, Pa0, kXU PaCO,

EZERIHE, PaO,, PaCO, & bhic I —II7F
il =t &3 N i
@Y@ﬁk%ﬁﬁ“ﬁ@ﬁifi%fc DD count

PEFRIBERAL © count L (C) % pixel 5
(P) TERLU7A# (C/P) ix INT TiX&£ixfEd
o tchd, DEL CRIBFAEECESEYRLC
(p<0.0005) (X2),
(I} #PD ELBfIHI=H D count DB

INT TOBEBITEHMNTIRd» by, DEL
Tit % PD RAREWEMNRE C/P KTH
D, BHTHEBERIEDCHB %R LA (r=0.954,
p<0.001) (X3),
() INT & DEL ® % PD D& %PD

DBEER

INT & DEL ® % PD D#¥% 4% PD &1,
105788 X O 4 B D % PD & OBHRAFAN
5&, INT ® %PD & 4%PD LORiCix
B 52 EOHE] (r=0.629, p<0.05) 2 ED
bh, 4 %PD »¥rtics %PD i129.9%
Thote (K4),

DEL © % PD & 4 %PD OMCxHE:
PRI RS Shieh o 1o,

N

DMD O.L#HREFRL 0 SPECT ©
(HER ] BRI X h 2HRSE 228,
WRBRAFERFITNS B T2 Y ¥
LD washout rate 2BIELTW5 EE 2 Hh
oo ¥, II#ED DEL © %PD 2 KTHD
ThmnbbT, TOHRMBDIY D count I
L RTH5, hit INT CTEERIBOI -
1oz T1 washout 2RF//% DEL T
PERRIBITALIEA L, TOMALOBAIHICD
D count HAEMETHHZ R LTED,
M RO RIBELLO L viability 2R

TWwWH EEZ LIS,

DIEX Y I #0065 viability (XIEEX DK
{, TOLGEEIBETHD EHEIR,
SO &t DMD iRV TH LY v FTo
FEPRABIRALII AT L b DAL 2 RB LI
LTS, LHRMFEZEORE LEG,ND
5 EREIRD,

DEL © %PD %Fil+5HMT INT &
DEL ©%PD D7% (4% PD) & INT © %PD
DBRAREY NS &, MHDOMICILIEMEBEGRY
bhi, XHic, DEL O%PD & DEL D
MRRIBEBALO count FORNITIEHEEINH D
DT INT O%PD X b DEL O#FH/KRIERE
count FOFRMTIEETH 5,

T, 4%PD O¥ENEr L s INT
D %PD i1T# 10% Th b, 10% L EDOFEHIT
T4 BRSO BRI/ L, T, 10 %R
HOREFI DR RIRTIERT 5 EFRE B,

E )

@F4E DMD 0.LHREF X RO SPECT
o [HER] By 2BepETES,
@INT © %PD » 10 % LAk D FEF D LF5
viability &L, OHEER I VEETH D,
®INT © %PD Xb DEL ® %PD : XU
count FxFRAHETDH 5,

@DMD DLFHEW/RIBITALO viability D5
wix, RHNOH SPECT o [TH#ER] BX
BHBLELRD D,

X

1) BREA, ARBES : SPECT 12X % Duche-
nne 5o A b v 7 4 —FEBE OLEERED .
BEHE 43(6) : 647, 1989

2) AR, BEBFBRD  BETOREEELTE
T-L7% Duchenne B A Fu7 4 —JEBED
SHff. BEE 44(5) : 455, 1990
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WoA b e 7 4 —OBEIREE L RERUESBET 555

FR 2 FETRRES

Duchenne BEFTH:A & 2 b v 74 —SEIR BT 2 DGREE

——Signal Averaged ECG co#izt—

B A & K &
S A R L B B T 4 Bt

kAEPEE A RO OES B M

&2) ) Ba [m] ﬁ ﬁ?)

®omo# =P, B oW % LR
VSRR RN P AN ER

®E B

Duchenne B HETHH A + v 7 4 —§E

(DMD) ¥ X U fEHEX R 12O\ T Signal A-
veraged ECG (SA-ECG) D £EHll{E & filter-

ed-QRS ({-QRS) pattern I D\ THE L1z,
DMD B2 34T, 0-QRS duration 25 RE:
ERBENDIZHR L, f-QRS duration 7%
EEL T\ 1z, T7edbb, late duration 7% 35
msec DA D% 266F140%] (54 %) & e
1238, KRIEW BT S slow conduction DFEAE
AREIhic, RMS 40<154V, Late Dura-
tion=35msec % & I THIL BEERALLE
HREETDE, BERMBHEHZAY S -LE
Hic x5 TEFELS ST-T Zikic&oE
L s B D - 7o, f-QRS D B EIEK
43 (spike) X DMD BEDEEZIT I\ THEM
L, f-QRS pattern DERIC I 5ERA D
Too Zhu s & IRICHET T A RIMIGEREE &
DI & B A ORG— 2 mg LT
W3 EBbhi,

B o}

DMD = k17 5 LffkigE % Signal Averaged
ECG %}Zﬁ L "C@fﬂ"f%o

MR&ELUFHZE

*4u%, DMD (D) 572661 CER : 10
~33%, ¥i1518.27F) L{EENIRE (NE) 9

F1761 (GE# 8 ~41%F, F517.6F) TH 5,
1) EHI12FFELTER

O o FBitEE L & UT T¥ SEEL - BB
b, ST-T BbxBF L1z, EHIEBEEN
DETELT Vi, Ve BFHEIEBTHREGM
(RVs, RVg) ##EL, RVs;+RVe R,
T¥iL 0.2mV Kz FE(L, ST-T X 0.05
mV I EDETFTERE & L1,
2) SA-ECG (1)

77 FETHE VCM-3000 &My, VUi

RMS 40

AN A

OEearly puration
QOriginal QRS puration
| | @ Late Duration
)

Filtered QRS Duration

1 SA-ECG oi3iEE
LB SA-ECG @ vector magnitude signal &
LTFERLE -QRS, TBUIHIR 7 4 v & — AT
WD 0-QRS TH 5,
RMS 40 ; QRS 7T &2 5 40msec RiE TODE
froHLhfE, LAS ; QRS DERH 40 pV i
TeBE 0 DAETT S E CORER],
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DAFIRE LU 4 IFIRELZO 5 AFTCE
BrEVT SA-ECG it L, Th¥Ekk
FERIEL, TR 40Hz & EFR 300Hz Ok
74 —TFELIHE, 256 BOmMEESY 7
\» vector magnitude signal & LTIRL 12,

D QRS BHEHOWTLTOLFHEEZFHL
foo OFIRT7 4 &2 —AEFTD QRS FfiFel]
(0-QRS duration) @R 7 4+ V& —RHEFED
QRS #HF HibFH (-QRS duration) @ 40 ¢V
FEico s D end point % CTORFR
(LAS) @f-QRS & 0-QRS Dy H EAVH DR

Mg (early duration), 3 X OHRT M OB
3 (late duration) @ f-QRS & kit 3
T fiH 5 40 msec B E TD root mean squa-
re (RMS 40)

LP ofEix @ Late Duration #% 35 msec
LLE @ RMS 40 % 15V T oML
THEYBEE LI,

X5, QRS OEEFEKS (spike) @
B i L, 32LAED spike % polyspike
EL, ZoHBMMIZL - T -QRS % early
type, late type, whole type, normal type O

%1 DMD, ¥BEickiF s SA-ECG D&FHAEART,

DMD % (n=26) | *REE (n=17) P
Age (y) 18.2+6.6 17.6+9.2 N.S.
0-QRSd (msec) 82+11 77+7 N.S.
f-QRSd (msec) 125413 1087 P<0.01
ED (msec) 6+4 6+4 N.S.
LD (msec) 3816 25+6 P<0.01
LAS (msec) 38+12 25+6 P<0.01
40 msec 23.8+10.2 38.9+14.6 P<0.01
&I‘{‘,‘; 30msec | 16.5+7.5 24.5:11.0 P<0.05
20 msec 8.8+4.5 15.54+6.5 P<0.01
spike 5.7+2.3 2,9+1.1 P<0.01
mean+SD

0-QRSd : oﬁginal QRS duration, f-QRSd : filtered QRS duration,
ED: early duration, LD : late duration, LAS : duration of low ampli-
tude signal (<40 ¢V), RMS 40 : root mean square of last 40 msec

CONTROL
{gRSd gémsec :
Imsec
LAS 1
AMS 10 sSimve
LP=)

DMD
Mo
tORSd  Wdmsec i . |
D LOmsec :1|< -
AS 6]msec r‘n I
RMS L0 8.2mv i] \!‘f ;
e
° i B
!U ’l ;
L E A
. Suv
— Al n i
AN
ﬂ.j‘-\
N

J Suv
~ 1

K2 DMD Rz LP
i LP Btk DMD #I8, A1k LP BikoftfidBELRT. BT
BALOWRM:E T, Late Duration OJELE, RMS 40 O{ET, f~QRSd
DEE#7R L, spike 1% -QRS DAWIRHIA M U THML TV,
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ARz HEIL T, T (p<0.01), — early duration ¥ X O°
0-QRS duration (X WEEIIC HEE N e o

w R 720 %72, RMS 40, RMS 30, RMS 20 (1.4 4
1) SAE DRASRHRBEICH R TEMER /R L (p<0.01,
® f-QRS DOHFHUM (1) - RMS 30 % p<0.05), DEIC KT 5 spike

f-QRS duration, late duration ¥ X' LAS I BERCHRTEEIRE L (p<0.01), Th
&4 DRECHRRRE & KN THBECERL T Zh 5.7+2.3, 2.9+1.1 Thotz, DED S

%2 LD, RMS 40 OREMOFEE A D T —DERCKTBRETRLED
DIEREUEIX & 5T D mean+SD ¥ X CREEE YR T,

I I m v
LD<35 msec LD=35 msec
RMS 40>15 4V | RMS 40<15 ¢V | RMS 40>15 ¢V | RMS 4015 ¢V

LD (msec) 33+3 38 414+1%*. 46+7
RMS 40 (V) 28.2+11.3 9.4 25.04+6.7 13.2+3.5**
n 11 1 11 3
Age (y) 15.9+6.1 27 18.4+6.5 22.7+4.0
f-QRSd (msec) 119+10 170 126+6 138+10
spike 5.2+2.5 8 58.4+1.9 8.04-0.8**
RV5+RV6 (pV) 3.2+0.9 3.2 2.4+1.6 1.240.7
HR (/min) 8218 118 0+15 100+17
Abnormal T 2/11 0/1 9/11** 3/3**
ST-T change 2/11 1/1 6/11 1/3
iRBBB 4/14 1/1 4/11 2/3

**:p<0.01 *:p<0.05
f-QRSd : filtered QRS duration, LD : late duration, RMS 40 : root mean square of last
40 msec, *, **: I3f (FHGEE2 3G ERWHEORD) Lfho 3 B O HtFIEEEY =

ER

R3 QRS <Z—vDi#E AD T —LERC BIT5 BEFRE 0BG

AFHUMI: mean+SD 7o\ L, REHRS XOHBHE LR,

f-QRS pattern normal type early type . late type whole type
n 7 9 5 5
Age (y) 15.1%2.5 15.7+6.0 20.0+5.7 24.8+7.2*
f-QRSd (msec) 117+7 124+£5 134+21 135+10*
LD (msec) 37+4 404-2 3345 4148
RMS 40 (pV) 32.8+13.6 23.0+4.8 19.5+5.8 19.84+7.5
spike 3.1£1.0 6.1+1.5** 5.8+1.8* 8.4+1.0**
RV5+RV6 (pV) 3.61+0.9 2.3+1.4* 2.6+£0.4* 1.841.5**
HR (/min) 87+13 88+17 91+14 90+15
Abnormal T 1/7 8/9** 1/5 4/5*
ST-T change 1/7 6/9 2/5 1/5
iRBBB 2/7 1/9 3/5 ° 5/5

**:p<0.01 *:p<0.05
f-QRSd : filtered QRS duration, LD : late duration, RMS 40 : root mean square of last
40 msec, *, **: normal type Lfhd 2 1 7 & OFEHFNEEXEYTT.
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(A) Non Spike Type
‘l

(C) Late Type

(B) Early Type

E3 {-QRS pattern
(A) ; polyspike Z R 7s\ >3 D—Non SpikeType, (B); 0-QRS ®
B 1/21E & LT spike 52 5 & D—Early Type, (C); 0-QRS
DHE 1/21FE & LT spike 2B % 4 D—Late Type, D) ; 0-QRS
D&% U T spike R B HD—AIl Type,

H, LD=35msec 1314%1 (54 %), RMS 40<
15pViZ40l A5%) BY, HRERFEXRT
LDILIPTHo T, Tt LP B4 3
Fhc@Bd (M2),

@ LP oF &L LER Lo (%2)

LP B (IVEE) 1%, RMS 40 & Late
Duration 233LiCIEHEBENICHS LP Bk
(I%) RH~NCTOEREETMR EFTHE—
100 % : 18 %, ST-T Z{t—33% : 18 %) »'&
RThHot,
® {-QRS OWHE (F3)

K3 icthZhof{EM QRS <& —v
%1, NH#EIX 26 normal type % 7R L7,
—7, DFfiX normal type 7 {4, early type 9
{7, late type 5 ¥ X O° whole type 5 I TH
> DBROK 24 7B THEHERLER
Zh 15.1+2.5%, 15.74+6.0%, 20.0+5.7:%,
24.8+7.2FThbH, BT LBE{EED,

£ =

FEE, v b OO BUNERL 2 AR INE
BOLER Y ACWTRE Ih? X5k T &
PP AT, QRS MRS I DH
INGBM ORI LP & Xidh, LDEFRE

DLBEETRER, I DKRRELXTFMTHI5E
ELTERIRTWBY, LP OFFER, EFEK
O & BB O ORIETC KT S slow condu-
ction BRI % LE X b 3P, DMD D0
fZEiY homogenous 7t 4 DT/ <, heteroge-
nous T TSI LK X DY, slow conduc-
tion & X 7o LT W HRHARBEAKFNICH S
tEzbh5,

LP BE#% Late Duration=35msec, RMS
=15V &35 L, 3HIICHTLP 25H
THoTe, DMD FiX 0-QRS duration 723%}
BELBEEZN oW LT, -QRS
duration ¥ XU late duration 2 EEL, #
INEALH ST-T segmant CELFETHZ &
HEKRL TS,

OFEELIRROHEC BT, BENA
T, OERET2AEE/RLOIRY LP Ol
ARIZE L, SEOHFTH RMS 40 % Late
Duration 2l % /AL Dk, OfEE
ZRTOERRENEGRTH - 1,

spike 0 f-QRS 3% — VIZOWTOKRE
i, BEEETREBEAERIRT VIRV,
spike VRBIETEL & AR, LEBRSEBREE O
O EDDOREE 2 b, DMD #ix spike 3
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PHBRIC bRTEL, FREGIHEMTS
BRI H - T, Tisbb, MEEE &bROEN
R E LMD RHEL A HEST T 5 fedic,
fragmented SR EMY L VLB TS
Lo tBbhs, DMD ki) 5Lk
DERGEFEEIL QRS 2 —vILLFEY
BT L, early type FEMHERL, late type
BT ey 2RNERTH- I, —FH, spike B
IR HEFET % whole type (ZEEMEZE(LD
W7ey 75 EbRERTHY, FRECSH
ke 7‘:.0

HED X5z f-QRS @ duration, late du-
ration, RMS 40fifi, f-QRS pattern, spike (%
WETSZ LR -T, DS OCBEREY
fE, AEPR & #5002 < slow conduction 35 X
O LP oFfirwfgEThH b, SA-ECG %, &K
REDLAFREEOHETE PEGTROHECH M
TefgiEe iy 5 5 LBbhis,
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BoA w7 —ORKKRE L ERUEECET 2HR

ER 2 FEMRRE S

Duchenne B 2 b v 74 —fEIRBIT 3
DEIBIEEN OERAEEICOVT

B R & 1H o [}
ST P4 BB N R
HETRELE K H @ WY, B oA B ORY
B T 7T 42, 5 M B #h?
D RSEETES BRI AR 22 RIATER A R R

FL&IC

DBEIEEN (Late Potential LT LP) it
BRIB OISR 7 & OB OBEAREIR O F40
ZHHTHY, I Duchenne Bl A b r
7 4 —#E (LT DMD) 2w Th#atahs
Lo ieot, LL, §ETIX, LOEER
R EDLHEEORE LIBECG L TED S
NICHIEEREAAV LR T ko d, LP B
P& IREMID L, ToBKNER IS
WTRIEF R IR T I h 7202,

SEK 4, LP OFERSCIERL, TOkk
3B, DOiBERE & DB, hi& L oI DOWT
B Lo TroEREYMET S,

# R

EERIS BRI AR D104 521
o DMD BEI12Fle % s L,

A&

LP % 7 7 £ % T % VCM-3000 % >,
High pass filter (¥ 40 Hz, JnEEIFUE 250 L
H, NPT IFF - FERLD filtered
-QRS duration (LAF f-QRS dur.) & QRS
K 40msec KIT%H Root Mean Square
(LUF RMS) #5HIL7c, 144 » Aoz 2
[0 Rl % TR O % i Ui,

DO REE LT, D= —-EE LD
K¥ I ejection fraction®, LHERTD V5 D

TRDOEIP ROKRHMX B CoLl Y,
PERSREDIREE L LTIk %VC D%, ki
DI/EL L TR FE/HR %, TLFCRBo
fBEEE LT B/ & & RO KM B X R TR
fElEoE I AV ic, BREOR AR DOHK
fRIEEA T lEomIFMEL, Thy
FigT5 & TRDI, U EDEIEESL RMS
LOBAGEERBZ I X b, OBk &
LP & oBdic oW TR Lz,

/= R

PPN IE LA LP o i E 1 xrT,
¥7 f-QRS dur. & RMS DEREMZELRR

# 1 Late Potential D&EFFEIHIE

f-QRS (ms) RMS (V)

B
=2

b

A B A B

21 105 123 14.2 6.9
21 105 127 1.79 5.7

19 98 125 15.4 8.6
17 93 96 32.6 19.7
17 106 101 35.7 16.8
16 85 107 32.1 5.6

16 115 110 16.1 21.2
16 107 118 31.8 23.4
14 114 120 20.6 13.8
4 102 110 21.2 7.0
13 108 107 23.4 13.4
10 101 100 31.8 19.8

BiX AD# 144 H BB IIE

AXRZEIEERZZER
HZRWMARZIR G ZC R
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1R 7, f-QRS dur. 134 < DEGITHEEL,
SEIHEDEDRE TS BRETHEEN LD
hice 72 RMS i3 1 fiw BRVCTC EICET
L, PHEOEDORETIL 1 BAKRIETHEEN
CEBbhits,

LP E.0fE, WRESEDOZIREIONERERE
FE2WRT, RMS L&4RE L OBFRAHEH
RN L TR, R20Z L BEELA
Bl bhvieh - 1,

LP DO LIBEEOFTIUREREE 3 TRL,
RMS & H£IREOBIGRE K 312/RT, RMS &
HE/FROM (M3 —a) itk s ZKETHE
RAHBA2 B D, RE/HEIPEVLDEE R

-0RS
(ms)

130
120

110

100
n=12

P<0.05
90

80

MS H/hEh o7, RMS LB/ HEORM (K
3—b) wREELHEMXIo0, K/
FEAVPNEVER RMS 2P E W & S AN
HZbhtc, 7 RMS LHREDCRE XM (K
3—c) L, it¥ EoRFEEIRVHOOD,
BRI DR S AMEVE, ThobbitRoOE%
FHT5 L DK RMS O/ WHFEID R BT,
Lk, #eRoEizE RMS Off /XU F{[
NED BRI,

z B

JT4E DMD i\ T LP DFA %D B
i, W oho#ENR IR TV, LiL,

RIS
(u¥)

n=12
P<0.01

A B

a. f-QRS durationoiab.

RMS (QRS Last40asec) DA

Bl1 Late Potential OFEFRIBIE (Biz ADH 144 » A RE)

#* 2 Late Potential &.LERRE « FRIREEAE

Late Potential Dea— | DEN | BTXHE | RS
£ Ol | Fi -QRS RMS Vs T ¥ies "

(ms) (V) E. F. (mV) (CTR (&®)| % VC
H.T 21 123 6.9 0.58 —1.0 39.4 45.6
M.U 21 127 5.7 0.57 0.44 44.0 26.3
N.N 19 125 8.6 0.44 0.20 45.1 14.2
N. S 17 96 19.7 0.36 0.28 48.1 19.9
K. K 17 101 16.8 0.64 0.25 50.0 57.5
H.H 16 107 5.6 0.59 0.34 60.6 13.0
M. N 16 110 21.2 0.82 0.50 46.9 24.1
H. Y 16 118 23.4 0.25 —0.16 56.0 38.1
N.F 14 120 13.8 0.59 0.56 52.0 37.2
K.K 14 120 7.0 0.83 0.40 51.0 40.0
Y.N 13 107 13.4 0.54 0.20 48.0 103.1
M. T 10 100 19.8 0.58 0.78 49.6 70.0
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EF

r=-0.30 (}.S) Vel ikt
{0 (mv)
1.0
08 * . 08
06
04
0.6 e * . 0.2
0
0.4 . . -02
-04
. -06
0.2 on
-0
0 ' 10 20 30 1S (V)
a. RMS¢wza—-iHi33E F. b.
1o
%VC
. 1=0.22 (N.S) so0
C|(;_;) o0
. nn
60
* "
50 : : . 0
. * : 50
40 . 40
3n.
30
0 ' 10 20 TS (11V)

c. RMS &M XHicsisoe ik
(CTR)

1=0.21 (1.S)

0

10

20

30 RMS (V)

RMS o BREIZEFET B3 Ve TN

1=0.20 1S)

10

20

o
d. RMS&%VC

B2 RMS E.OHEE - FERESRE L OBIR

# 3 Late Potential &% - fasp

30 PMS (YD

Late Potential FE thHE il BEkaRErs
fE Bl | b QRS | BRMS hE/ 5 | WA/ R

(ms) (uV) (em) (kg) (cm) ¥ (Th)
H.T 21 123 6.9 170 44 84 0.26 0.49 11.25
M. U 21 127 5.7 149 28 65 0.19 0.44 12.50
N.N 19 125 8.6 162 32 73 0.20 0.45 10.50
N. S 17 96 19.7 157 56 96 0.36 0.61 9.50
K. K 17 101 16.8 166 41 72 0.25 0.43 9.75
H.H 16 107 5.6 145 24 66 0.17 0.46 9.25
M. N 16 110 21.2 155 31 72 0.20 0.46 10.25
H.Y 16 118 23.4 154 51 86 0.33 0.56 9.00
N.F 14 120 13.8 144 41 77 0.28 0.53 9.50
K.K 14 120 7.0 160 36 73 0.23 0.46 10.50
Y.N 13 107 13.4 154 40 79 0.26 0.51 11.25
M. T 10 100 19.8 136 34 67 0.25 0.49 10.00

DEBECTRENR & OB#ILiEL, ToERTo
VTR ABRETH - 7202, FE3RD M1 BER
DHEIERCHE - TR B OHE LTV
BRfamzsb0ThY, ToXKMEIFELT
DIFREER L EOOHREEOREE L e iR

ZLTPDBREELDTH - 1Y,

L#L, DMD OO REEIERETECH
h, ThEITOHTBEECY LSS OIXER
DB EEZ, EERILTERTOMELTR
FHLTHi,
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sz

04

.
.
c3 .
. S .
c2 0 . M

0.1 Y=5.23 X+0.18
1=0.61
F<0.05

¢ 10 20 37 RMS (uV)

a. RMS:H@®E/ &

=0.52 (N.8.)

10 2C 30 RAMS (uV)

b. RMS:HBHBE/ & &

1=-C5% (N.5)

¢

0 10 20
c. RMS:BREES

B13 RMS &1tk - 958 & OISR

30 AMS (uV)

TR, DIEREY I CET LIRS
L& RMS oA RS, LP il
e d EHEXT IO TRV EE X DR,

A%, OERPL==z2-%2HWT
DMD 35D .LESRE DRRERIBEE 21T AT
CREHR HERF LTV, ToOHEE, O
RETHE LHEFATLIELD 2 ~3ERiE T
AL RHVRETH D, LDALERITTE
THEATE THMI TRV ER RV LY, L
L, D= —DERKEY A L COBRERY £
Frc g L, OB EO THRBEBEY LD 25
TER IR RINCRRT S 2 Eaky)
RERRTB, TDXH5E, §ETCRBET
LHOMEEOHRTEME T 5 kR, L=
2 -LORFETHRRINBER, TTCEE
ORI > TV B 2 ENE D T,

L@ A DERERNC LP % HIE LR T

X4 Late Potential & Y =v + ¥ —[alf%
FSolici#N il shbd s &%
RLTW 5.

3, F2EBRE1EE & HEXT -QRS dur.
IER L, RMS METT5Z LaRdhics,
LP M4 O@DEREHELLDEE L bR,
RELHOPOEFRF O W > < DL
W BMNERBELILDOTHAS S5, DMD it
WTODIREELET LR LI ORISR DL D
& LP RBEOGURLIHZ D Licieh, T8
B -QRS dur. NEE LD EEZBRS,
¥, RELHPCLED D ERBRELCHNID
Vel fed oW CRETHEMIETETN
EL%h, RMS /WS fcolcdbDtELD
h3, Tbb -QRS dur. OHEEDIK X
%, RMS R.LiFEE O BES® KL, -QRS
dur. DIEEE RMS DETRLEGEEOHTT
HRLILEZZDRS, o T, LP KT
CRETAZ &L b, RERMEVEETDH -
TWEET 2 LI OET X IFREMTH D X
LT ENTRER EE 2L DBRS,

¥, SEIOKEHT, HeHonFizL RMS
LhE W Edbhotk, BRADOBBELIED
TR\ TE, $5E ELIEFEDOBRICOVWTO
HRBEOTRCI A DRI -1, o
FRELPHEEIHCERLS D 0h, BET
BelR%x b fc b TRIMURERE & SRR
H5OPEMENE IR, SHREFALEe
L, XbhEEflisRisxmz, ToOBKMERY
BB LTV &,
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2) A, Al 5 RGBS S Late

ged Potential ® 83, A b2 7 4 —iE O HHE,
1. LP L. il abh i o 5%, BRROGEERCET 5, ERTE
7 ERFemEE, 99, 1990

3) ERER, MHEEED : Duchenne oA b+ m
7 4 —fEDD=2—K, LD 14: 625, 1982

4) ERER, BREEHES  Duchenne Bl A b v
7 4 —IEDOBER— UL DRI TEFHELD

2. LP OfEf@TiX f-QRS dur. 13ER L RMS
MET L, ShixofEEoETe Rkl
b DT, LP IHET D OMREE 0BT L

b5 EHL BRI FHCo\T—, HANCHERME 86: 811,
3. eHo{oirs RMS /X WHEH 1982
Abhi, 5) Michael B. Simson, M. D.: Use of signals in
the terminal QRS complex to identify patients
X LS with ventricular tachycardia after myocardial
1) 55RKiBA, HFE BKO: oA bw 74 —fERY infarction. Circulatition 64 : 235, 1981
RT3 OLEBIEEM. HivA rr 7 o —fEDOR 6) A%%ik: : Duchenne B A b r 7 4 —fEDL
7, &%, BKROEHFEARBCET TR, FR BheORENBIZE, FECHEAEFEMAIORE, T
TEERRHESR, 95 1990 B2, 61:187, 1985
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BHyA e 7 —OERFRBLRERVEFCET5HA
TR 2 FEPIRRGE

Duchenne &> 2 b v 7 4 —DILHEE

—HEEROH *P-Magnetic Resonance Spectroscopy & X % fRgf—

B A # N =5 — BB

BELHEERT TR aRBE P REPIH

BY, o8 R, B [}
me, Bo# B kP, RO R
WP, & 3 By, ¥ 2
P, i 1 WP, & A B
g XY, & | ", HE B Z

D ENTHFEEET T RS HRR AR P FERE=AM
D BAHRAR SR AT

%2)
522)
ﬁzZ)
%3)
9’; 3)

FEPEE

-

%;:

& & O o &
HBEE D ¥
ZE BN B m

=3
=]

22
Duchenne B A+ v 7 4 — (LUF DMD)

-V VEERBORE L LTRELBLIDLE
b, BKEERTHSZ LHARBR IR,

HR 7 01 L ERHRT 4 flA K B HUREIR B
L5 ¥P-Magnetic Resonance Spectroscopy Duchenne Biffo A b v 7 4 —BIREHEM
(LLF ¥P-MRS) *HfT L, ¥— 27X A o ERBRNEETRET 584, OEECE

THEW L1 PCr/yr-ATP Offiix, F#HE, B
K OAREX 2 X 7w DMD ##, ERKM
DAL % ET5 DMD HOIRCRETIEM & 7o
h, &FEITIX Mann-Whitney 8% CUf 0
DHEBEY DD I, FEERLE YP-MRS
3 DMD i 31F 5 D REE & DA O & = K L F

SROARELATERE LTEHEETHD EE 22BN
Twb, it Duchenne oAt m
7 4 — (LT DMD) BRO.LHREE Ok %
Hay & LT, HEBEIROY *P-Magnetic Re-
sonance Spectroscopy (LAF 3'P-MRS) = X
OO =FAF — ) BB ORE R T

#&1 Duchenne Blffoxtrv 4 —fEEBIRTH

£ 1 2 3 4 5 6 7
E K e¥| 183yo M. 14y.0. M. 10 y.0. M. 13 y.0. M. 15y.0. M. 9y.0. M. 14y.0. M.
S D) (H)—(£) (-) (- (- -) -)
A~ ¥ Jk| PCV (+) - = - ) - -)
* o 2 DV4-eST L5 |OR/SVi>1  |ORV: #E;  |ORV: #%  |OR/SVi>1  (DR/SVi>1 [DR/SVi>1
DRREH |\ mmumsoasEs @hRENRSE @R R
D= 3 — (OOIEKGH) - W.N.L. | W.N.L. |@ESETFE0| () =)

R ®M.R.
BEAH ) | e | O ) =) =) )

—162 —



L7

(hi) HWRIEFHREE 40 CESFERS0
#), DMD BRFEE 7 01 CEEERISR Th
-tz DMD BROWRIEL, EBROGCLTEY
23530 (LT DMD-CHF () 26 (GF35
EE13.580), BRI O L2 BT 2 E L
Vo (BLF DMD-CHF ) 54 (FE¥E4%
E12.25%) Thot, (1)

HEILT 4 Y » 7 A Gyroscan S 15 (1.5
TAZ) RER UL, ORRACERT T 1 iREHm 5
RREL, OB ETERREES X OFRY
&% 5.0X5.0X5.0cm DFURAEIRL
7 (ISIS : image selected in-vivo spectrosco-
py)o (WLEM M % TV, ARl E L
surface coil XV IFEERMAD.LH *P-MRS %*
WE LI, MEEEL TiX 512 B9 averaging
Tt BbhicF—20b, PCr/r-AT
P, PCr/Pi, y-ATP/Pi DffixthFho v —
ZEEZAVCTHEEBL, RERFLL,

2 R

PCr/;-ATP Offit, FHEMBTIE 2.54+
0.30, DMD-CHF(5 i 1.2040.11, DMD-
CHF®) Tix 0.675+0.160 T# - 7=, Mann-
Whitney REC & 5 HECCIXIEH*R & DMD
=, DMD (5 & DMD (B DwFhicki T
LU0 THEEERDE @ 1),

PCr/Pi Offiit, EHEXMBTIE 1.90+0.19,
DMD-CHF(-) Ti% 1.07+0.36, DMD-CHF
HTix 0.277+0.043 THh - o Mann-Whit-
ney BRER L 5HETIE, EEXNRBRE DMD-
CHF(-), DMD-CHF(-) & DMD-CHF(#) ®\»
FThekWTH UM TEEKEYRADL (K
2o

7-ATP/Pi D ffii2, EFHXEB Tk 0.754+
0.110, DMD-CHF() Ci% 0.9104-0.370, DMD
-CHF®) Ti% 0.418+0.046 TH - 7z, DMD-
CHFA & DMD-CHFWH o J#Cix Mann-
Whitney HREICT U0 THEREY Bk
2, IEEEXEE DMD-CHFH & oz FE
ERIRD Lo (Ufi=7) (K3),
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0.5
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Lu=n I

L=,
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Normal CHFE) CHF@)
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Normat 190019
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1 OMD-CHF@) 0.27720.003
LUt | x
u=19
Normal CHF) CHF®)
B 2
ATP/Pi

Normal [REESR)
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£ =B

Duchenne B A b v 7 4 —ODGEEC
BA3 5 R EFEMEE T, BRACOSOR
ML ER S h, HEFENCROHREO M
< JBK - Z2faZett: - BEACTIDELN D B\ i B
BOWMK, WFHE - BROROEH:, BB &
ARohs LEhs, ZThboBizLHoOLH
Bl X O RRIEICER <, WAZFICRELER
BE, QBRI QLT <, DU TEERTEE,
DEPRE, ABEREE - L EDOIRTHS & S
h%’"‘”o

bhbho fifT Ul SGEROH *P-MRS
TR LR & UCEZRiBE R X O FRE%E H.D
ELTH D, DMD T\ T b B bhigE- &
ENDEBBEIE TR -1, SEKREY
#i47 L#- DMD £fI< PCr/r-ATP, PCr/Pi
DEEFAEFEHRICH LEBIENEEL D &
EHR R UEE, ZhurAREES, DMD O
Hom=F ¥ — ) YBARHMET L HRcRH
LIBBZEwRETHLDEEZ BRI,

7ok Pi LT, BOFIRCEEh B0
BN D 2.3-DPG 23 € 7 = AT A{bd
HELT P o€ — 7 {H% 5D 5 RNV
BhHE2BZ EXHFEIX D BREIhTH3Y,
RO MRS #ET5DIXZ D conta-
mination DPELE P TEHLDTH oD,
DMD o854, K3 IEREEROHERBO.O
Hhk% BB EMELY, Lidis TOHOAED
HETIRBOHURA O N R I Mg A i X 2
PCr/Pi, y-ATP/Pi DZENERICHL X
Bz & B HAXBIRTAC L E L LA,
Z D ST 2.3-DPG DB AREEOEH
HELTLLIBS> LTIV EE LB,
TR Lo m =R A ¥ — ) vEER O Fiiic
HicoTiE Pi & E i\ PCr/r-ATP Off
FRACHEINEYTHELEEZLRI, TO
PCr/7-ATP OffixAV-Th, SENRIEFE R
¢ DMD-CHF(-), DMD-CHF® D& HHlc%

HWERER e Bol, BRICOTEY
BLi-2460, fielk~Xz#LLv PCr/r-ATP
D&% Bieh, WTFh L RERTHR4 7 AL
HIZOREDHED DT LT 5B, §H
LIEMTHiATR, BT ERLD, #
HOEIROAS YP-MRS 1, OfffEEcikol L
%2 bhBLHDEm=d ¥ — ) VRRBOR
WHERHEL, OFEEOREOHE, LALD
TFHEERTT OS> L TR CHERIBRER L5
THEENRD D LD EE L BRI,

= )

1. Duchenne Blff At e 7 4 —BIE7HE
EHABHEME 4 Al g, FUEROH 2P
-Magenetic Resonance Spectroscopy % ifT
L7

2. PCr/r-ATP offii, EHH, HEKOCL
REeXE i\ DMD # R IV LALYET
% DMD HOMT ZThLh BERENRD D
h, DEFEE D ONEERY B0 EE
z bhic,

3. HBUEEROS *P-MRS & DMD ki)
5UOGEEY, BEraA¥—) VERBERE L
LTHIBELBEboLELLR, BKEFRHAT
HHZ ENTEEINT,

SENR

1) k&7t : Duchenne BETTHGH A b7 4 —
fED UERED RERBIZE, JECh & G0 K
8. TIERF 61 : 187-197, 1985

2) FHEEEZ  AETHEH P A b e 7 4 —fE Duchenne
556 DEZIRIIBIZE R OB 135 0 LI O BT
H. IKKBE¥#E  84(6) : 621-645, 1986

3) Nigro C, Comi L, I. et al : The incidence and
evolution of cardiomyopathy in Duchenne mus-
cular dystrophy Int J Cardiol 16 : 271-277, 1990

4) Schaefer S. MD : Cardiovascular applications
of Nuclear Magnetic Resonance Spectroscopy.
Am ] Cardiol 64 (Sep.) : 38E-45E, 1989
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oA b7 4 - ORKFRBLRERVEFCHET 5

PR 2 FEPIARES

fiE B3 DI HEEE

— Bk & DEFEM O D —

i a8 A&+ H

B B

BB RPUE AR

xEpes AR B O R OB
B 4 B om oK M

B, it
i, A BB

)'ﬂi i

#2HE®BK T KB
SR RDUEAIRER

E B

E RIS AR AR O v A B%18
IO T19855E D B 6 FERDLERE & ER &
DB O\ TRRAERNCERT L e,
OBEED 5 5, WHEIMME, OHE, LR
REMNTIR EA EE R e o ey —T, TR
EME, BRBEH EFHEACS - 7,
MERD AT £ — 2 RHFMREHOL T T
RAERREA TS - 1ont, LORT~< L2
Yy b, PEAMERAERIEMERICD - 1,

DI EBFRMIROER ORI  TREE
iz,
HoABHEOLBEBCEEYRIZTT O, B
FIBRIRARRIC X 5 MBIk O MBREDET Oi3h
ks EROBENHER IR,

LI
FavzVREFIAT w7 4 —iE (DMD)
BETGREIN S ADL BMET LTV &, Ok
BELET LTV L, DEERET 2P RERE O
MHEHL, FRLEEDOY a1V T—7
Y gy 7T DMD HBEOOEEETIREM
Ml B RS AR T T X 2 EREFRIR L 1l
BIROMBEEDOETRZIBEKL, L0 EAKkE
CBETBZ EERRELLY, Tibdb DMD

BEHREEICRBEROE T X h kEfic
BERMET LTV, EFBRMECEND
ThHHEHE L, SENRTNCMmER & OB
DR FREMCTHRE LT,

# R
BT E KRBT ABEF D 16—2458.0 5

FI8RTH 5, BEMEILI985F 2 6 6 G 1T
H5,

I ~

BEIRIER DI OBEED T A —2 & LT
HHE, DIEG D REL RAEE, £ ADL,
MED 25 £ —# & LTHMEKE (RBC), ~
2/mEy (Hb), ~< 7Yy b (Ht), i
HER L LTEEARMRER (MCV), FHk
mK~% 7w i (MCH), FHRfiR~<
e € VBE MCHC) 7 =9 7L, Th¥
HFEHTHRE L 7,

K #

1) WwEmAE (systolic pressure, SP) (K1)
854E 4 113, 884EAY 106, 904EA% 102 mmHg &
FRAERIZ L RE T H B kg & A EE ki Iehs
he] f:o

2) #EMMmE (diastolic pressure, DP) (X
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2) 85%E1%16, 88%E(L15, 904EIX13& FEFITET
851364, 884EIXT75, 904EiL 76 mmHg & #% LT,

ERCH Tl S ERERCH - Foo 5) LE% (cardiac index, CI) (5)
3) D% (heart rate, HR) (K 3) 85513 3.4, 88%EI% 3.5, 904EIX3.1THDH,
85%F1182, 884EIX87, 905X 84/GF LIz LA
IR iz e h - foo Aor
4) ADL (4) " -
'I\i -
:.\i\i W
. |L !
Bd4 ADL
1 IRHEHImE : L I
|
- 4o [\I
_—
i 25 a8 0
* K5 OFH
8s a8 %0 so0 ! l
R2 BEEWImE I ‘
100 . ]. T l
E3 LK e #RMEL
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o &b LI kXL b d - 1o,
6) HEMIEHT (total peripheral resistance,
TPR) (K6)

854F1%1363, 884:(%1699, 904 1815 dyne-
sec/em™® ERREFNC EREIAC D - Foo
7) FimEB (RBC) (K7)

854E1L 491 /7, 884EIL 47175, 0L 4727
THY, FoZh LBk ALRIch -1,
8) ~e/m¥yv (Hb) (M8)

854FE1L14.1, 884X 14.2, 904EiL 14.6 g/dl
THY, AEEERLI) -7,
9) ~=tr7Yy b (Ht) (®9)

8558 40.9, 88IEAY 42.9, 90T 43.4% &

FAEINC LR S - o
—
H7 AR

-
H
-t
l
——

10

85 as 90

M8 ~Es/mrEvV

10) FHAMBRAERKR (MCV) (K10)
85%£1383.9, 88%Ei%90.8, 90X 92.1p° T

B b RER ERBIEC D - 1,

11) EHHKmER~=E 7 = € v (MCH) (X11)
854F 1 28.8, 884Ei%29.9, 90%EiX 30.9 pg

THDH, ZEAEBIIE T,

% ! e

50!

-e--»
’

83 88 %0

B9 ~<tZ7Y ., b

MCv

rée

10 “FERmIRA 5

E11 FEkMmEk~e v €vi
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MCHC

28 ” 0

12 SESHRMmER~E 7 e € RE

12) SFH M~ 7o €Vt g (MCHC)
(X12)

855EH3 34.5, 884EIL 32.8, 904FIL 33.6% &
BERTL ) 512,

PlEx s L, URIIME, O Lk
PUIRREMTIZ EA EBbX e o e, LinL
IR MR & RS EREAChB Z &
BEhETHELTELEY OB TH -1,
FRICMERD 25 2 — 2 PFHMIREHOET
BUOThIEFHEEANTE -2, TD5HT
~< 7Yy b(H) L FERORER (MCV)
ERERNTI MO BRI H - T2,

£ B

~= 279y b (Ht) EiXmEoBOFRIMmMER
DO HDEEROEETHY, FHEMKRER
MCV) & RimEROME & O P AR & i
TELLIELLDTHBY, oT~~<r27Y .y
b (Ht) &PHHMmMRARE MCV) BEin
BEVHZ LRFMROBFI L &2

Bt s EBbhd, CORERELT, FTEEE
BERARYFBIGT2 2 E2MEEI RS, Tl
= bt2 Yy b (HY) 2575 EHENEL s
h, MFEEHOMAELHT, Aoz &
» DMD EE D.UEBEIC K & S BT 5K
KH O EFHERO hBEEOIK T Disi,
HRIMERAFOWMAC & oMo ko E57-
LG5 EntamgEhD, SEILEEE
ML NEL, ZofRYEMILTVE
YA

A

E SRR ARBEIC AR RO o A B%E18
IO T19854E D B 6 SRR D OBEAE & I Bk &
OB OWTIRE L,

1) IUEHmE, OB ORISR

EAEBbIL IS 5 e
2) IERMIME, RERBERERERCS -

12
3) IMERD 25 2 — 2 2FfMmERBROELLIE

WEEANTho b, TORT~T 7Yy

b, FHEROERARUIEIMERIC S - 1o,
4) T EDLRMIRO AR OHEINARE X

iz,

5) iy ARBOLERBCEEYRITTOI,

GHERARC X 5 HBkOHEEDET O

E gt OBE #HE I,

X B
1) F+ B : FRALOFE, FRILFEEY a A
Vbe9—svay 7 PRILESH, BN
2) &I B ERRERE SFEEM, i, 1978
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Duchenne B> 2 b v 74 —iTB1T 3
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E a & 7Kk

v B I AIEOBEKRNERE

% M

ST HRFE T R JLIN R

EEpEE | moE OAY, W oA 8L FP, B on o Y
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® B

SEIFL I OWERAD—D>THDH I 4 v
ViggE 1 (LCD) ##E L, DMD &35 2D
EEPE DERIRIMEFRC O THRE L 7,

*4x DMD D 4461 KW 8 fITH
%, LCI OJEIZON LCI Hitks fAuvic 1 A
)SGCAAMY 97T e ARTRELL,
foOfi LCI HUATHER I O ik & 17
Sti, TOREE, LCI HifkT BHRGIT Bikc
Y Ehtc, £ LCI 12 KW TRLGIER
B %0y, DMD Ty I &l < inih
LI F R PEE R OMET LW L, e
%BVC LIXIEDMHBN R B, BkDD Z &
it LCI AR RS AN TR 28253 Tl
BIERIERBCH D, T BVC MK L FR
REE DR AP B 25 PR T b IR
WEET H-e & THDH, ZDid DMD
kA LCI ofllEi, WktEsr X < Kk
FT5ZEmb, CR EHMMOHED - >EE
HREDO—DILieh 554D EE 2 b,

FL&IS

Duchenne Blffio A b v 7 4 — Tl CK %A
O LT MEHBER P 5720, o
N HOFHRIEEDOEH,Z %%ﬁﬁmﬂo)m
TEELEREF-> T\ 5,

F 41X DMD & KW EE T, fiokibEn
D—2THHLHI A VEET (LT LCI &
B%) ZHEL, - OEANTEOEKWERICS
WCERR LT,

B OO LCL XERIRE L Oz X KIG
P 17.6% £ EINTVBHH, FOEYEIT
B 1o DRI E L 1T - 7o,

HREFE

W4T M AR DMD 4441 & KW 8 f
THb, DMD 4FEHZL 2 i B30ETH ),
FHROEEESETIEAT — DA IHTH
LD 5 H11I CR #EE LT 5,

—J7 KW (X8 GICHM A4, &th4 6l 5
W33 165E0 BALK TH B, LCI Ol : LCI
ﬁ%%ﬁvth/avﬁxruya7yt4

TE Lic, SREMBTF AL LCI btk
&ﬂ%u T ABC ERTfT-7T,

1) FREHARFBRA
EFEGCRT2 LCL ko KIETIE, FEK

e

e = S5 EN.
1 ABC T X % s ﬁ%ﬁﬁ(m%%)xmo
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K2 ABC X % fpEfsis (A

G
#

: DMD #fiexi3 % LCI Hifk,

B : DMD #izx3% PBS) X200

LC1
ng/mé
60 | .
50 + o: CR ¥¥H
40 -
30 +
20 .
;
-y
10 i,
2 —
DMD KW
(N=44) (N=18)

B3 DMD & KW 233
i 3 AV BEE T

D1000f% 7T Type 1, Type 2 L E 2 b5
e gl e (K1), 72 DMD fHickf
THRIGTRIEFMHCH LTI i< KEL
7z (M2 A), DMD #Hicx LT PBS THLHE
Lcd D Tk £ RIB% Bdich-tc (K2
B)o HLEX DL LCI Hifkic X b B
HED o ICea I s o EAVHIBE LT,
2) DMD & KW o LCI otz (K3)
LCI i KW Tix4£fl 2.5ng/ml LLFEIE
HHIBCTh - 7c —J) DMD Tix CR ¥4

LCI
ng/mé
60 .

=—-0.45

y=32.60—1.35 x
50

o: CR #EFH
40 I .

».f
30
20
10 .ot
. -.d'

) , . :(.JQ o, \o&"" °© 0o
) 10 15 20 25  30#%
T

K4 DMD i3s3 5 FE#5 i
IV VIR ]

DI FIE o 1 T 2.5ng/dl LLFTH-
reny, BH OETOREFATIEREMEE R LI,
% LCI ®» DMD ki35 ik 10.82ng/
ml TH- T,

3) Flhk L OEEER LCI

DMD T LCI iZhnis & ok scimd L,
207 LA LTI 46 5.0ng/dl LLFTH -7 (¥
4), FREEER CXEEEL M b I
W, AR R R L. (K5), R
V3 7ebh bR 70 % & F W el iR
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Bdbht, ZORER LCI L4ER, k LofEsE
EoBtA0FRRAR BT,
4) DMD kki}32ERFO CK fis 147
rEVE (K6)

CK % s A4 7w € VL k& T A L

LCI

ng/mi
60 . .
o: CR ¥EH
50
o+ =
b
0r .,
* LY
. . . % .
10 .
. > .
. X . . c:l‘ﬁxnm
I~N V. VI VI W ¥
B F E
E5 DMD it} BEEEpEy|
Imrp s As vEgsI
CK ey a:CK
U/, ng/mf = r=-0.50
30000 v=-16333.6-132.25 x
e IPJUEY
20000- r=—0.48
\ A y=608.47-- 18.60 x
10000 1 \ ao: CR %H#H
500{ = =
70001 .
400
6000
50001 300 .
\
NI
\
4000 \
200 x \
3000 . "
i S\ LN\
2000- S\ RN
1001 PRI W N
1000 - N N\
B 5 10 15 20 25 0%
A
K6 DMD ki34 CK s
IF eV

T, UL LIH & SHEHENS K E V120 E
s XOEGIRNC B 2B OiFs LCIL L H
KEV,

5) CTR % XU $VC & LCI OBI%

CTR DB AD 7= ks & KT 5 iE
BN i, LCL L &0 HER A bR
(7). CR EFEFHCIX1IFHI0FTIE CT
Ri250% U ETHot, ¥ BVC 2 DMD

LCI
ng/mé

60F r=—0.11
y=55.72—0.84 x
50F o:CR%Z&H

30

20}

10 20 30 40 50 60 70
CTR (%)

K7 DMD kki}5 CTR &
IAVVEHI

LC1

ng/mé
60 r=0.4 .
y=0.40 x—3.57
S0t o: CR ¥y

% VvV C

K8 DMD ikt % VC &iirh
TAVVEBHEI
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TR &P T H -0 LCI SRIEDH
Bnixbhic (K8), Hiw LCI EALfITix
ZVC LETL, BRI HIFRARLEIERYE
TRERANS > T,

CR #3541 LCI OBIfR T CR 75k
A LPEEEMThy, i LCI L £0)
2.5ng/ml LA FChotz, 7k CKIZ 2105
1301 IU/L, 347 ®m €1 3805 260 ng/ml
DRNCA A LT\ e,

z 2

XT LCI Qo ERALDOLDTHY,
DIFCBRIO 745 2 v b ORIl
AWML T FHLELTH, CK R34
ey LiXRichHEEY RT3 S B
%, FRMOMEERATHHZ LY, BHE
R ARNIC X BHELZTEWEE LD
hTwb,

ZZTHRARINBLOMZER L THi4DA
F—v0 DMD BEFo LCI ZREL, KD
X5 etiRa B, T7cbb LCIL ik KW T
13401 2.5ng/ml ¢EFEMTHLOREL,
DMD Ti3 CR #EEHE e E—IBOIEM &RV
TEMiiA R Ui, U TR &Sk, F ol
EEA T Oh TETFT L (A0, i
FRREREE DRI TH D B VC DAL I
LCI $ETLTHR Y (EDHEB), AR
&Y bR OB R e B A {0
Enflotc, T8k DMD THIEIhTE
CKHRU i A7 v it X SHMLT
LAY Al

LTk b BBRGEW di821, CR ¥ 13
116145 CLI #% 2.5ng/ml LAF & i kit

EHBRERLIZ ETHB, FLIFEEFTL
LCI 2PIEFEWEWEi% R UIESN, BV
CHETLTEIVHDPS CR FiilfL b\
bHo TRTIRZD—HAZ FF v IALHRLD
WERSE, T 7o b LCHtiAME(T TIER RIS
WEBIE ETRREEE 300  FRFRAREOIRIE & e
ST BDTHHSSh LI TELIIRD LS
WZHERR L7c, DMD OFERAR LR o 1T
oM X 2 MET ORI L b, #K
BEOET X5 MRERINEOEH(KEE LD
hTwb, TORDMREGTH DML
WERADEEOEEMIEY ¥t &, —HT
1% LCI oIt ~OHE»HA T2 L, e
PHEEY D FEE I WERAL L2 KT LD EELD
h5, Fi- DMD O RRBH T FiEE#Tr &
IAVVORILHBBEDLRBZ Lk SDS BR
W& — v THEBEIhTCWB, ZDX5K
LCI @i, CK® 34 7 we v LA
REBCOZHMEF LI, DMD ki)
BIPHE LD Z LT %7z CR EERHOHEIC
HEEREE S 2 T hBRELE LRI,

X ®|

1) Okinaka S, Kumagai H et al: Serum crea-
tine phosphokinase; Activity in progressive
muscular dystrophy and neuromuscular disea-
ses. Arch Neurol 4 : 520, 1961

2) KHR=Z, RIS : SOAML/ T y AR
Iaiihe t O A Y VR#T OWER IUEA
el ArBigEC st 5 L OIKMES, HASHE
70 : 1098, 1981

3) BHFK : 14 4F - LIHERA, FI18EIAKE

oL szk 1971, p. 1411
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R B LDARE~NOMEERD LT, 320
FEXIBETHINEETHD L £ %, AFIC
®F% DMD % XU Becker BlfforA tm 7
4+ — (LAF BMD) ZETfI0ERY, 7 vy —
FHRTHEL, BE LI, TOHR, OFR%
7E3% DMD EfIiL, #kD @5 & RS
EPIDH 20 % % 5D, FFHCIE 5 EMToO
Rimai B btz Fic F 0 BT ER ST
12550 B35k L IRTCh7 b, BHEMS Baro
Kiti, FERTORREBESGIORMAHEZE
hiz, kXY, &#% DMD &k} 5 O
KFEIRIINT 5 EFRIh, HEFCHLTO
2T, WREEINGHERDEC I
Th, L) —FBOTLOFBEBFELXHRELT
W RENDH D LB,

% f-, BMD Tit, DMD &5/ b .04
FEA 50 % % 53, BMD kT, O
BHEREMAER I TH B & Bbhis,

FL&HIC

DMD i\ Tk, $EKE < BIFRALIC X
DL, DAL IALDT 205 ATFTH
B EMEIRTELIDN, HIE, PRSBYIE
X BEEHBD L, DALIEFDRIIMITER
XhTV 59, i, DMD CTiIER AL n HE
T 5 LIS HET ODALET B IEGID 7D
ROREOARFHALI E E Tto T B, TD
X 5 gEkie ® L, JfE DMD ki) % O

LDORHBMIR AT — S5 BIOWSLT T T,
DT L OREAR SR TETWBTY, T,
FASER « AR T D ATIPRINT X B IER
CEXbh, HEMNEERTORLIETHIENDH
ELTFHEINE, LhL, BECZRALOOLR
LENEDOBRERET I, BEDELE -
FREREL, FOERBROVWTUILTLLY
L Tidisv,

%z TRk, DMD ki) 5 DAL DFRE
I~} IEEYE 2D ET, 7, LALTE
DRBEALMCTIHEIEETHS &£ 2,
AIFC kT 5 DMD FEFOFEHECEE L BMD
LB RAR IO THRET B,

HREFE

EHy BB R IERREOESC Mz, £EOH
CA b r 74 —ERTH D ESFEFET26 7T
BT, 7V —FHRTDMD £X0 BMD
DOBAED ABGFIE, T E TR IO
T, ONNEDREFAE L 2 -HATEREY RS
2o SENXFAERD 5 BHCOLARLTE LD
ZHRET L o,

s R

I5HRE (1) &b EIER Il & ENFR %
b d e 16 R TO RFHY T
b

RG] - ETHE 487 DMD BHERBE
1033 mj T‘y ;;Etmj bi 421 mj VC % 2 7’:0 i f‘s:y
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72 (#2), DMD Ti¥, ODALILBETR
£FETHD 17.1 % T, FHIETERRT 20.0+
4.8 THol, FTh, WHRALIIL56.3%,
SEISFEICLERMT 20.243.8 B Th » 1o, WFIREE
RYGEC X BTHOF T, LARER IO
REH 5 0%, ThZhOLALTE « FRAR
2FEFCINZ 5 &, LDARLEIELE LTHRTL
TIEGIETI6, 18.8%, WRAERHREE LT
FETC L 7SEBNL27761, 65.8% T -1z, BMD
TIE, EFABUI4GIE D Tch o 12Dy, ODALTE
P76, S0% % &, WRALTEL 46, 28.6

BTHot,

wiZ, DMD OLARLFEFIDFETEMEY, ik
TEFEEXH LT, DMD ZETHIDH 60 % %
i 5 IFB AL FEFIDOIETLE @A e A b 77 A
(K1) Tit, BEMNZ20ChD, IELD
IR EIRER b o THA LT, GEDFH
ECIITRC LG E— 20D bh, B
FAEBC L FERARLIET HIEFI D e e E
PAEEH Ihi, DREFEFIC BT 2 TETHERT
eAFZ7a (K2) TR, RPULH 165 & IF
WARALIE L b L IFECR Y — IR Sm L T
o F1o, 20iKLA ETOIEHAEE, LA
LIHIDHECE W DIF - 7,

Wiz, 19804ELAR, 1981~854E, 1986~904F
AT, AR FERINCER~ ($E3),
DARETEE, 1986~90%E Tt b EHBEETH b,
107 SRR YIE £ 08T 31T 5 FET HIEE 1L 19804 A
HMTHRLED T2,

¥, 25K B IR ERTOREIE LI
DMD 12 7 5 Gl AR ES 2 385 LT
foo TZT, BASHK - (oA REEDIFREE
HOIDOR A AR - FETHERIICTHNcE T
% (R 3), HIiBIe B\ TSI BT 50
BB FINRIIN L T, F PR i
U7z 115 HEGID 5 bIOALIEIFD D, TD
PHFETAERNT 23.545. 15K T, MR AR
PR FF B OLANETE 58 HilD SEIHFETFHh 19.6
T4 45RCHL, WAEEREL T,

%2 Duchenne #ffzx b w7 4 — (DMD) i LU Becker %!
HyA+wr74— (BMD) FETHOFERC X 508

I
~ S
ORE AR 03 iy s ifES

R BB RIE —————

SEIEFETTERE  20.044.8 20.243.8 17.14+4.4 19.443.2 17.4+3.1  17.9

DMD n=421
IEGIE 72 237 10
(%) 17.1)  (56.3) (2.6)
BMD n=14
SEGIE 7 4 0
(%) (50.0)  (28.6) )

SEIGFETAER  29.94:12.6 23.24+3.9 —

40 9 1 12 40
(9.5) @.1) 0.3) 2.9 (9.5)
20.2+3.1 19.0+4.1

0 0 0 1 2
) © () 7. 4.3
- - - 52.0 35.3
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40 -

10
. 101112131415161718 192021 222324 2526 27 28293031 3233343536 37
Age of death
1 MRARLW X YIE L7z Duchenne BfFT A + v 7 4 — 2374
30} B IR
No.
12
@
i
10 -

1213 14 15 16 17 18 19 20 21 22 23 24 25 26 27 28 29 30 31 32 33 34
Age of death

K2 OALKXDIEE LA Duchenne B A br 7 4 — 724
1B TR A

£33 ERJICKETS Duchenne BIffiv A F v v 4 —FBEHOERE X 24056

——— PR ——————

ore wmre ppe TRTE DEE DETE e zop
19804 LA FEGIEL 11 36 5 8 2 1 0 5
n=68 (%) @16.2) (52.9) | (23.5) ' (0 7.4
1981~85%F EMIF 24 110 2 15 4 0 4 18
n=177 (%) (13.6) 62.1) . l (11.9) [ (2.3) (10.2)
1986~90% FEMISL 37 91 3 17 3 0 8 17
a=176 (%) @10 GL7) | (13.1) L ws
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Q
No. of cases

[0 Total 71-80

ihdhal

1213141516 17.18 1920 21 2223 24 25 26 27 28 20 30 31 3233 34

(op
No. of cases
[~

Age of death

O Total 81-85
closed 81-85

lnllln

121314151617 181920212223 242526 272829 30 31 323334

O
No. of cases

12131415 1617,1819202122232425262728293631323334

Age of death

O Total 86-90
closed 86-90
Ml CR86-90

Age of death

E3 RIS Duchenne B A F v 7 4 — LARLIFEH O
F@RAME, ATRRBEEGIODT
a : 1971~804 b : 1981~85%E c : 1986~904F
(Total : SEEPIRRBIEL, closed : FABSRA TR EL IR,
CR : (R A TR 25435 G150

% =B

L@ElDFAE T, DMD B35 .0LRLTE T4
EEHIDH 20% & HDH T, FOHED
FEDOHEME, RBRYLEC L DT oW

PR S hiz, FHECEMTILOLALIE &
WALIFEDBNCZEDFRD bIieh - fedd, (LA
LIEDTETAERH O R BUHITTFRALIE X D 4 5%
FETH o oo DALFEMD, FRI)DIECH
AR T, BOE O 5 ERCIETERS D
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1) Mattioli L and Melhorn M : Duchenne’s mus-

cular dystrophy. The diagnosis and manage-
ment of cardiac involvement. J Kans med soc
83 : 115, 1982

2) Farah MG, Evans EB et al : Echocardiographic
evaluation of left ventricular function in Du-
chenne’s muscular dystrophy. Am J Med 69 :
248, 1980

3) MARFEH : ER. BivA b w7 4 —EOKIK,
SLALELS, VE4T R, ERMIRHIMRERR &, R
1985, p. 246

4) FIUEF, #R—FK S : Duchenne i A bt m
7 4 —fEDFF, FER, HERAHINT AT 55
7. FMEAERE 20: 377, 1984

5) FHEBE=, =iFME  DARLoRMRBRON kL
FHERFOTRBBITOWT, HoR 45, 62
EEERT RIS, 1988, p. 553

6) ERIETT, RREXDL : KENEETLARL
o7z Duchenne B A brm7 4 —D 1. #
#P3Eh, 15 : 590, 1981

7) KEHRE, TS : FHL A e 7 4 —EHR
HOLAEDRIR R OMEEORE. o~ 3T
PRFI63EFED 7R T, 1989, p. 242

8) WBHTF, MAHREAS : DMD BHEOFELTE
DFHE. Fo A 4P ME3FEME IR MG,
1989, p. 523

9) SREXT), # 5 : DMD ki 2 DAL
D REK i oA 3F, ERITCEEDIRRET,
1990, p. 71
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Becker B A F v 7 4 —iE (BMD) 8
(FEZp6 6, B2fl2f6) O .O0FEEYR, LI
X, OEX, O=o - DIRERRR S
I OHRE Ui, X E LT Duchenne & o
A Fw7 4 —iE (DMD) 4361, BB A
Fr 7y —iE (LG) 7 e 2T [HEED &
HE Tl ODIFDOREEIALZ DV TIE, BMD
¥ DMD & RRCHEIMUBEDREE 2 S h - 7o
2, THEEEEF EEENE, MELEDE
PRGBS, ET/PEP 2.78+0.36 & £D
BEEIME T LT, 7, BMD TiZiERE
&L EBFRESILKTHERNDH D, 60%
TREBMBTELIED bhl, “hil DMD i
WL CEHEETh - 7o BMD &iIiZ[RER
D LG 7 ORI IE R EA 5 -
fro BAE X b BMD Cix o LRSI in
2T, fARERILRCRE T % MIEFSiis s
D, ThAKERMOLTREOERFRES X
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L&l

Becker At w7 4 —fiE (BMD) i
Duchenne oA b v 7 4 —iE (DMD) &
AL YA R 4 VEEFORUS L - TR
fE3 %%, DMD IZH~FIEEIEL, HITHEE

HChb, Fi, TOERIOLBEERECX S
T EMNBWE ISRT WS, A% Tk ABD
BMD JEfI @ DIRZE @ oWT, DEM, DB
K, =2 -k ik h e LciEia B
%,

HRLFE

x4k BMD BE 8 (FEZHI6 6, T2
26 (F1) THB, ThHOEFD S B,
PR ICERIKIER 23 b IR EARA S A e 7
4 —FiRZRTCERECMe T, Mm% CKIE
OB L EREE, WHhd B AE{LFENHRE
%, HBHWILBEMC definite ERZBO BF
ThbD, BREDC A v 7 4 Yo CHIFINR
44 patchy KX h3, HBWIET AL
w7 VEERTOREBLDS, tEDHEHOW
Thrrabhnifa, EEfle Lic, Dl
T, WECEBEL L, BT, my
CK fin EH L, BRI A e 7 4 —Z%1L
by, BEESHOREERE RS IIEGILEER
B E Uiz, SRR 1350 & 525% (39 37.85%)
T, TREEREREEEIEEATRISECo 2
LVITH %,

SBIEGIE DMD & LG Th %, DMD ik
430 C LGB, FENT 9% B335 (F18
%), TRBEEEERIVALMTHY, LG ik
THIC, P36, 46l FET49E» B
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N 4 VAbIR URbr7
wp Fw e BE spaw BQCKTIE o HIoTG B A 4R 4 LT
1] 51 5 23 S ) I ) (&8} &) 4 patchy
2+ 52 B 12 %3 BMD ND VI (S9) 83 ] 7] ND ND

L, 312 H 10 HRBMD &) I ) ) ) &5 ND ND

T 4|3 5 17 RMBMD m ) ) (28 (o} ND Hind I G ()

Bl 5 { 13 3 10 = = I ] &) ) )  patchy Hind Il ¢ ()
6 |51 B 15 O EB&ZCKERII ) ) *H (&) ND )

§ 713 B 15 S = I &) ) o) &) (?) Hind I ¢ (-)

w8t 3 9 16 - ) v ) ) # ) ND ND

2%, 3%, 8% : B (2* HHMRH)
DIFZE () : BT EERUR DR

585% (F¥352i%), TR IERIHEEER VI VT
Hb,

ORZEOW#BEFEE L, LR, DI,
D=z =3, DR Y AT,

OEMTE, EZENORTLRT Qo H
BIIRBLIC X - CTOMFD X 1 B FEE IR Ar & 1 RE B
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i - eff (P, I+L), JEEREEO A DO (L)
CHHL, TR EThOIEMIC O TREER A
REL, 3FM To FUE % £HERE T HEL
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O 2 — X ASZE EUB-165 % fiv,, AL
BEDRE L LT ET/PEP 2 UE LY, THE#AE
R & OFRE R L1, 7a3s, ET/PEP o

EFME LTk 4.67+1.03 (Matsuda, 1977)
WY, i, HEGIOIENMIERHR
UEL, FkseofFRY R, EBiEfnck
BB OFEZOWTHH/HA LI, Bohi
REDHREZtRER LT 2 RERC X b K3
L7

B ##

1. DFORERS : BMD Tt P, I+L, T
b bR TRED AT UREREE A b » L-BEAY
5/7 (70%) EHELFEM - T, XD DMD
Td 63% B»dh, BMD & ORIt EHEXE
ERDLhiehrot, LG Tt P, I+L X1
Bl (13%) wBdbhlcDARTHB, (K1)
2. Tt L ET/PEP & D[z : BMD T
X, FREEREAT~TERIch T3t b

HIALS: (0 :

K ERE®: XQahpiiEsd
CA MR 4 WD

P:Posterior
|:Inferior
LiLateral

R1 OiREESa o FIEE
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" © DMD *
By * LG . ° & i °
= ' o B 8 g

N . R o
B~ 3 © 8
=m -1 [ [>=] 8 <
* -]

$
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0]- —_—

TEBEERERSE
K2 THBEREEE L ET/PEP

b3 ET/PEP (35¢351iti2.78+0.36 2, DMD
0 FEHEEE VI o F351{H 3.6440.37 ® LG D
EEVIO EI5MH 3.664+0.34 I H~REfA R L
720 DMD TiX TIBEREREE A HETT T 5 e
ET/PEP MET 32 Mimsnby, LG T,
TR AEREE & DR OB ET Th o 1o
(=2),

—179—



D(W# 8

40 M
MD(EBH) °
M
c

D .

*0 00

B
B
D
L
30
o
8cad o . "
.

201 8%%‘“’?"

=)

g °

° o

W1 W )

0 . .
o 1o 20 3o 40 50 60(&

B3 (iR Lk

80
® p<0.01
60-
404
204
5/43
0 /4 ﬂ
B D LG

B4 (Mo B

3. [AESENER & AEEG - MR BMD T
kS & & LR AEIEE D D (K 3), BEG
@ 2lmm TR\ 4 GOFEEIL 33.45+
5.90mm &ILAMED LI, DMD 135
{i 20.39+3.16 mm, LG 23l 22.851-3.45
mm EHERIET TH - 1o, EIBAFHRO &I D
B owT3 BMD Tt 5 fib 3 61 (60%)
THEDHh, DMD 04304 5§l (12%) it
WLTHL A bhile, LG TR ofr
Ru@obhishote, (H4)

£

BMD & DMD itdkico A v v 7 4 VRRGT
DRFEIC L - TR 55, MHIHEHF TR
FEERDE <, BIKIERYERL, Tk, BBH
DIRZE L AEIHOENT IR, OIFFEHEK T
JREDORE X BMD A3EVy, L L, DMD #}
% IR X HFETTH01I% L, BMD
TIROALZRT IV RETHZ EXRSHVWEINT
WBIE = DX S T AT lHE ORICE A
HHN, OB TARMERFAL IV,

BEDHTRLEZS EL, DENEOD= 2 —

W X BRI ORFE T2 BMD, DMD L%
T RO IRERE 2 i » fo & 4 7748
%<, WEDORICZEIAIGEG-HAiev, Ll
ET/PEP i X 5.0 EDHRFE T, BMD T
i TEGRREREE A T~ & B d bbb
¥, ET/PEP 1¥5{(i2.78+0.36& DMD &
HETLTED, BRGOBEES L OO
D ISREEY A Bk, T7cdh BMD

% DMD & HALH OBREREE VM &5
RN, ¥, EiEfEmEd, DMD X b
H BMD ofFnk& <, FERKO LG ik
Wk OFR B A bR ishot, TDXHIT
BMD Cifiisfrim o Ko R ity et T
D, MIEFYESEBEECRD bR D LIk E
hiciB@RT5 EBbhb, ZOREEFELT
i3, OIS DMD RHENTEWA, Th
e R hbi h B iIFSh Tu 3 - » EH
RS ODARS D, ZokdOIEKR, 2
WCEIERRROILA LMy T &E LD
s,

DMD 24 LT, {Eiafrsitoaptods
NHH?, Wi BHIFSHFTRBRL TS,
DMD D&, IBHHTL X 2 EEHFEER
O LD HWEHELD LDEFELBR T
b,

BMD O {EiRF ¥ oA PHc B35 2l il
Biiowey, JREEROHIERO LRE X B I
v s BERoBI, I RIS 2 R S
bt Eh, Thoo 5 1 fIciifk
R IR D IL AL R bh TV 52,

BMD T E#EEZES DMD [ H~NEV-O
TRIWCh L 0 EEESA R IR TW2 5,
MEFE TR N OIEAROIT e Billic & & %2,
DBVWTRE AUARELE T ToHER2EL
ENLETH S,

X ®

1) Hewis RP, Rittger SE et al : A critical review
of the systolic time intervals. Circulation 56 :
146, 1977

2) Matsuda M, Akatsuka N et al : Systolic time
intervals in patients with progressive muscular
dystrophy of the Duchenne type. Jap. Heart
J 18:638, 1977
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BERFWERECOVTH AR IHDONET
DEHEA review L, FOHELRIEL L,

Duchenne #l% i) 3254 <D DMP &k
Wi, B - Ca RBI0OMER ELXBTE, B
KNG REZEIROR V-1 H > THEE
MehHh, »roL L MEBCHERP LTV GEE
WeE i bhl, TR EORE RDL
AL HERCTIHETIC L 22 Rk D
DR KFE DB EBEbhb,

fh )i, HHREHEC A e 7 4 —iE (MyD) T
BEELAGW - RBIRELXEL, chbo%
i3 MyD ORI e b EED—Fi% It
THRWETRBEROhTE L, B RED
RBoMmE N, SEOFEE UTRIEHA
DBFER, BEREOWRY L TEETF VS
TOWBENRERIR T35,

%
HETFEGFCA b r 7 4 —IE (DMP) ki3
IS - ARBHRTBI LT, ek o
A b w74 —fE (MyD) LASHx, ABHEIEOH;
L THBALILIHTID EFHhBEFTRIIR
FRiaIhTonicshoic, Tibb, MyD T
AR BEA v A Y VIlEE, TIEERERT,
IRREEE T Ermbh e, Fhllisto

oij

WINPT 5 & SRR HRER S h R
EThol,

&E, EBINC BT Hiiic DMP OR%
W L O LRI R T r Y 2 7 P O—DIC
By EFbhs z ke kot L, %
THAIH - AR BLTH LA ME %
review L, ZTORES% pick-up L7,

DMP DOAGE - (UBICRAT 2R OEE

1. Duchenne # (DMD)

- Ca RBIEL, BEILLD Ca BINA
BRvs I YDEROKETFTEE > WED LB
BRSNS L, kR IRIREREE

£1 YA w7 —DONSBERAE
(FHo A% 3D

1. Duchenne
1) Tk : —fof< LH, PRL, CH &Ef#
2) THRIR : T+ PGB Fificis{ii (MITSUMA)
3) MdBENE : REXF R (IMURA)
2. Limb-Girdle #!
1) GH, IRI OXEFEH /s & HRIEE (MATSU-
NAGA)
2) #¥30HAxICitbERER T (IMURA)
3. BmET LR
BEBRFIhTwine.
4. BEHECA e 7 4 —3E
SHIcHZ W R
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JUHERAE, €% I vDRZRBEERIBKL TS
LOWME? I EBb B, —HIC DMD BH]
LIADOHGMRE - BET, BEbicth
PRBICAE Lc— R E L LTRZ -
LD ERE LHH, TENEEEOMREL
TRETDHZERTHREELLND, TOMT
T’k R TIE, FBEERArEY (LH) « 72
5729v (PRL) - E+xretv (GH) Kk &
N—IBOIEFICHEEITH D = &, HREFCikm
Wy A exvv (T, M1 eFrvEEES
(TBG) 7¢ EMNFHIC @ &P, FmbhE
BEEEI W L ERREIRTW5,

2. Limb-Girdle & (LG)

GH, 1 v 2 Y v (IRD) /s & OFEHHiEI R
EHRC &P, —HMOEHFCHEERTORL
haZ Ll EoWERHBLOD, HEHRIBE
DERENZ ERRNEVW2 X5, bhbh
%, 46% + ADL & GH - IRI & o#BoK:
B — R BRI R AR BT 2 5 R
BLULABMEBYEL TS e RE L
~4)

3. Bm - BW - EBR (FSH)

BEAERF IR T ovy,

4. GHEEECAFr T 4 — (MyD)

BHC ik e, MyD &RiT5%¥Ek
WO - ARBHFIZV bW 5 LR L 0 —F
ERIeT T EaHsK, A h BN =Rk
EThb L2 Lo, Thbb, WHBEED
5 BB AR T REk RE SHRIEIh T
Kt Zofl, BRTHFRERTHEOK
T, BRBETIX T, OFEfES Ts OEAPY?,
B REREB BRI Lk A v v v ARG e &
PG IR TR,

FRRBMETE LU, HELBAVAY v
WEW, FERIBOBHIIIBHESI TR, KF
GEBITh, MHREREDRESEIY TR RO RE RIS FEIE
BIOFR RS DI W RE D B8 R TREIRIA
CELUNKRER DD &, ZHEEDOL VA
) VREEZHORENER IND Z P LR
WMEXNT, F£E7 v — RIS
TERBRT RS VA Y YAWRE DSRHI
Y o EBEMRP] L IR,

%k 2 Myotonic Dystrophy I35} 5 NIRRT
(il &> 2 5% 3 PEBAHD

1) TIH
7 A¥ = v 5O GH ik, GH-PRL o
MERAKAF 7 WA %L (MATSUNAGA)
GH o GHRH £ i DR IG (TAKAHASHI)
2) FuRER
BEAETUELE, BEEKTIERXFRCADE Ty, Free T
FEafli, Ts OE{H (MITSUMA)
3) EIfpRER
4 oFEL, BAWEL, @& PTH (KuZuya)
Ca R (PHP) (HIROSE)
4) B
?
5) fRR
hypergonadotropic hypogonadism
6) WithERE
GTT fhif#R%, hyperinsulinism, $5R5 A BE,
75 & (SAIDA, MATSUNAGA, IMURA)

£ B

DMP 5 R - GRSz 0EERS
ThP—RADL KN EWS Z ELEETH
505 ETHRMEHIE AT 5 L O0EIN
H—DMETHA 5, Hlzid MyD iZDoWT
zE, GUF T RIERK, WIREARET, HURER
B L LdBiods ks L,
DMD 23135 B o B L 0 EH & Bl
&, ADL DET2EBIML 5 HDICHEETH
%,

fib}i, Pz subclinical 7cHHTH - T,
PR O RRREED BB D7 43 B P A A N
MLTCWSEEL e, HiK MyD k&
BT AHME LB AN DIXEETH D,
MyD R\ TEEEREOMHEHL A VA Y
v, R EY, BITREERLE vicE T
TBERTWAEY, HORERNEZITLHS
DRI BRI LS, ThbD, %
KBKEDILODERFETHDH DL, FiitLhicd
7% ANEREER CIHE O HER H B0
2, BB VIEARIE TR I CRIC £ S/ il
JapE st o —BR & UTA MBI & RS
DEETBON, KECODWTULE by
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FENETLONCDOWTEH BT LD R A
HTwiewhdobE, THBIEDOWTDHBRR
3, FACHBREEROBFOMINIC Ll s
MEEIIHATHDE EDB V2 X I,

X #

1) JhEfkE, JEE B YA br7 4 ~fED
Ay BT A BZE, P A% 3PIRM
62IEF IS, p. 209, 1988

2) Wk FHE, Jbis ™S : Duchenne Blffo A b m
7 4 —IECEF 3 ERPOWE ). v~
55 3PPRICFEMES, po 162, 1990

3) JHRAFRSL, PAOKGREE - NOWREREE, Biv At
m 7 4 —fEOREIK, MRILEN, FEARE Bk
HHWIR. s, 1985, p. 218

4) BKGEEE, MR TAL YA e 7 4 —fEC
BOARERNVEVEIOS A Y vRIGH. 7
oA 3 VIBMESFERET. p. 219, 1982

5) MAKGHE IRIOFEHES : EHEC A b r 7 4 —
ki B MR NSWENTIR. SEARRBAT
W o A8 3 PURMSIFEREE, p. 165, 1979

6) TitBEE—, BEHNEEDL : UREECA e 7 4 -
E@&E+»%/£m o A5 3 PIHMGI4EE

WiEE, p. 219, 1987

7) IKEMZE, TIGRES  HIRERCA e 7 4~
fEZ 115 Ca fRBIOKEL. Tiv A4 3 BHEM6L
SEEEWAE, p. 223, 1987

8) INHEFEE, FAfSHEID : Myotonic dystrophy I
115 Ca fR@, Ellsworth-Howard B X
BEE. oA 3 PIBMEEERER, p. 169,
1989

9) IAHER, T #5 : Myotonic dystrophy I
$5 NOWRE, BIPRBRILrEVRORE
DEBFAE, UvAHIPERTEERED, p
143, 1990

10) FAKSRHE, BLEHED : Al A b7 4 —
FEORGIREEM, TR - OEREY & RERHIK
DWW, fiY ALY 3T IRME2FEEEREE, p. 66,
1988

11) FEF#ER, FAEF S : Myotonic dystrophy i
ALNSERMUREORERFCETAIHRE 6
oA IPIMMEUEERED, p. 217, 1987

12) I5A R : Myotonic dystrophy 315 R
R, A vAY viIkHE. §ivAS 3PIBRI62FE
FEHEE, p. 167, 1988

13) FWHNKF, B ES: GREEIA e 74—
DEE - T, HIH. B2 A3 IBM6IEE
W&E, p. 71, 1987
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YA b w7 4 — ORERIFRE L AR OB BT 5%

TR 2 FEMRHRES

YA be 7 —ERELNERD NGF v~
— e b NGF i3 % B sn s g th o R ——

BE R H

w™ =

Iz BRIRPIR2E - rFAAp - 3R

kEpRE O OB A, K B X BY, m oA #®
VI RIFIRESFEY - A P ENLREDIF S ERERRPT R © B S TR

® B

BIEFIHEOFHC X AR X i YiEk:
#HTHe b NGF v, ZOHkaERIL,
EAFvV e APV LT EY VEIREES S flifE
THRRED BV BRIERRAENEDE (EIA)
T LT, Ak O MEAREE 1 pg/ml
25 10mg/ml T, ZOHRMERIL 1 pg/ml
(0.02 pg/assay plate) Td - 1z, {H ALK
O NGF V=i 100 pg/ml TH - 1o,
Duchenne Blffiz A b v 7 4 —fEREOYE,
NGF VS i BETF LT 2 HiF sk
L7,

H B8

e AT (nerve growth factor : NGF)
13, KABFRRER COsR AR, RO
RS LT, FohiREERcii= Y v 1REIME:
MR U T2 o MEaF e ffE R e
AlcFERZERNT L LTERELTVW B 2 &,
WS OLDOMERBEEELTVWBERTTHS
EXHmBLRATNAY, A TTIC mdx =
YA TIRP O NGF V<A xfIEL, 484
FTREFE =Y ACHERTO UV SAEVY,
SHESLUET T Vv AR HEE - &2,
—7Ji C57/6] = v A (FEREHMpHRBIZEERAT) T
%, ZTOETERFO NGF v A nELLE
TLTWRZE® 2HEL TS, LarL, B

PAMRT 4 —EBEMERD NGF v~
EIHOWTE, BISM TRV, I TAHR
NETEGRFIEOFRICI VAMI R4y
EHEA2E3T5e b NGF? H, Zoiiks
TEBLL, fE{ECHeRMEOR\ ERIEE T RE Rl
& (LUF, EIA) #FLL, A@ExHWTH
A br 74 —fERBEMmMEFDO NGF v~
DEFCONTHRF L, [FEEE NGF & DB
ZHALMCTH T EXAME LTS,

A~

MAafaz Be b JEEEEATF (ch NGF) i
Chinese Hamster Ovary) (CHO) #fifa% B
THISE, B—YEELTHEELLL0Y %
i, 2@ NGF 100 pg % RiBi 7 & asx
v F T, v F ok TRE Ui,
10 [HIfR T 9 EhEMNAEE Uictk, £ Litm
HERBLA, vAF e + NGF fifkiz
TN LTV 5~ Y 2 NGF X315tk
IHE D,

EFNGF EIA: 1 &7 TV — bt LTy y¥
Yie F NGFRY 7 v —F L Hifk% 54 4,
VR (FE#¥e b NGF 5033 gzh
% NGF) # i 7 vk LicRyifks fvTy
VFA o F LS RIGERPCAIVI T
EYV--D-#5 7 b v & —EREHEREEX
®5, WhWABEFFV e APV TLTESY
EY R Xot,
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BkARI OFEL : 5% 0.4M NaCl, 0.1%
BSA, 0.1% NaN;, 1mM MgCl, %#&ist
AR ETR (PH7.6) T8 MR Lkt &
L7z,

BREIUER

SEIAVI-#H A iz e b NGF &, PC-12
Ml = v bV MEHEBRE (Dosal
Root Ganglion : DRG) # M\ EHTHN

I IR R LT, 2D rh NGF % v4%

CARELTHELRCnEY VT, Tk
FHHDWSLLic= Y A NGF OBERERFT

BEMEHHE LT e b NGF 315 EIA %%
BE L, TORRA EIA FOPETHEH
1% 0.02-0.12 pg/assay plate (1-6 pg/ml) 7> 5
0.2 ng/assay plate (10ng/ml) Th -7, X H
e b NGF o fifi %A EIA R T
B LNERIT, ZORERECOWTH
Lt s, BARSIUENEREIV-TH
LATRE (C. V) 10% UToEm FHH%
AUk (1),

D& fie + NGF ¥itkx fivCer, v
YV, TRUA, ELEFy b, BIO~NEHHFKD
NGF DORE¥HRERIGHEEY 47 2 v = —k

Table 1 Within- and between-assay variations.

A Subject No. of NGF level Coefhicient of
ssay No. determination means+S.D. (pg/ml) variation (%)
Within-assay 1 18 16.2+ 1.7 7.2
2 18 149.1+ 7.0 4.7
3 18 1546.5+ 72.2 4.7
4 18 14555.6+806.0 5.5
Between-assay 5 5 16.9+ 1.4 8.2
6 5 152.94 5.9 3.9
7 5 1368.0+ 28.6 2.1
8 5 12210.0+582.5 4.8
100¢
50
10
sk
1 BT 100 ] D)

Fig. 1 Comparison of antigenicity of NGF’s from various species based
on dose-response curves obtained with anti-hNGF antibody in our
two-site EIA system for hNGF.

®, human NGF ; O, bovine NGF ; A, mouse NGF ; A, guinea
pig NGF ; B, Naja naja atra NGF. Each point repesents the mean

of four determinations.
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LAREIA R X Y RE Lico T8, e v
NGF Hitkiz~ €3 ¥ NGF %k +XTo
NGF &Rt % AL, ffice b NGF
& 7 3 BRI o MR © myv (95%) v
NGF it EIA R CHVWRERETRTE
BXhtc, LMhL~E NGF 17 3/ BRFIAN
t F NGF oth t67% DfEEXRTICH
b bte b NGF x5 EIA R T
EMR TR ot: (B1),

e A (22~25%F) miic e b NGF 495 pg/
ml ZEEM, SRR 5 ReEEIEE O TR nELRERL
% 2 fEHROBET0~T5%TH Y, b b
ik 7 v itk & RABRC EIA R 5B
WEOBENREINRT, UL, mExs8
ERERRT S LI X D 0% EIRE RS
e bhot, AT HCCRERALlLE O
NGF VAL HIE LR, 134T 100 pg/ml
LBEFE XN, —F Duchenne Blffv At w
7 4 —IEREOYE, Rk ERTRIERIR2T
~81% T it AMfsE O BAC HNTHFHLL K
<, SEOHERTREBEMEFIC NGF Lk
WeEieh i, Z® NGF HNEILEOET
PMNCEET 2 OB G2 Tikiz\wA, 0
NGF v_A3Brd EFELLETFLTWSC
ENBIEE I s, & b NGF %3 Afis ik
MUTCRBE ¥ A ABL, TOmEGEAETH
E LR, Fly hEomEs (@B FEEs)
i NGF HefigscErEl (NGF-like immuno
reactivity : NGF-L1) @ ©—7 a3 8Bl i,
Zh bD#EE NGF AR & B %
BLTWDZ EHREL T 5,

Ll iz Hle + NGF % v ¥ fiE
LB Uik VW TR Lice b NGF
AR AT T, JIEREE, TRl
DOEVIIERTHDZ ENRPLILREoT, L
L, t bfiH NGF VA% JIET S edic
1 HIRWMERESPWER Y ETH RTFRE
WE LBV TESREFTHLE LD 5,

X B

1) Marx JL : Nerve Growth Factor Acts in Bra-
in. Science 232 : 1341, 1986

2) M K=, BH—Z=6:fivAte7 4 —=9 A
(mdx =9 R) S Fighod EGF & NGF v~
N WY AL w7 4 —EOWRMR, B, BRBX
O HEHBRICBIT 5 R PR TG EEM M A 1,
184, 1989

3) Furukawa S, Nashitani et al: Level of the
nerve growth factor activity in the submaxi-
llary glands of genetically dystrophic mouse
(C57BL/6J). Biochem. Biophys. Res. Commun.
76, 1202, 1977

4) Iwane M, Kitamura Y et al : Production, pu-
rification and characterization of biologically
active recombinant human nerve growth factor.
Biochem. Biophys. Res. Commun. 266, 187,
1990

5) Murase K, Takeuchi R et al : Highly sensitive
enzyme immunoassay for S-nerve growth fa-
ctor (NGF) : A tool for measurement of NGF
level in rat serum. Biochem. Inter. 22, 807,
1990
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HoA w7 4 —OBRKREEBEROCEFCETTE

PR 2 EETREE S

i~ O ERCK T 2 BRHN CA-1 0BHNEE)IC OV T

AR B

b)) ot

EI IR b R PR

B
D SRL BRI

DTS

E B

Ak, MHEEEC AT e 74— (MyD) &
FlEfC THEREMIRTLLE (ALS) BEH
B b0 CA-TI RIS KDY LIER 5 & 41k
F AT 2 — 2~ BROEMEEICD & LB
Uico TODRE, HLFHART 2 —2 -kl
LERIBD o120, B CA-TT R
RED IS ALS fi TRERR D 0.4% QEH
5.1%) Edieh{ETFTLTEkH ALS fhicfri
Wicdb onE ST RE DS LR
2o SENLZ DEEZW ST 57 ALS 15
I, MyD 15BI0EBAFEHET %5 byVERic
#4 L ELISA 22T CA-TI #J%E L&
AECHT5ESETHERF L, ALS #
CA-TI fit, 4@ ELISA X %485
KIFBHRFTD 0.51% LW ETERLI
L2 L, RFNELZ CA-TI &R CHERE
BHTHD IA vV CA-II LD L <
AT ALS, MyD GIETF LTk bh CA-TMD%
PEBEROCEBTH L3, BEMEE-
2o

H &

FRF RO RBERAKEEEET 1 V71 4110
B (CA-ID? i, HILOHRE~—H—& L
TEHIhTVBH, ZOFEN IR, B
5, 4% Type 1 fiber C L RETHDH,
F DT ENC O TIE R e 0352,
HHMOEEBHAO CA-II », EHHoLh&

g0, | R B >
D AL RE S ehRE PR

WU CRE, AR L ER
2B EhAFHE— RV RIS X
B3~ % A, BETE IV, HiflE, 4
EEEC A P e 7 4 — (MyD) fHes| &k
W R RIRBAE (ALS) JB&BBH
Ho CA-TI RN HZ) LIET 7 & ALy <
F 2 — 2 —~ROREENC O & HERGTL I,
T DFER, HEFHAT 2 -2 BT HER
RD I o, BRI AS E CA-TT BE
R s ALS HcREARD 0.4% (EF
W5.1%) LML ETFTLTWIED, SR D
RETERT 2 1DE RGO ALS 35 LT MyD
AR TRCRF L TARB LIk L,

B &

ALS 156, MyD 1561 (FHERizE 1 7)) X
D OB LY, £D 10 HEYIR 5~
10c% 100 gzl © PBS ¥ LIS CEATES,
3000 RPM, 157fER L7, TDEERX 1%
BSAPBS T#AHR (X20~X%160) L, BERC
HHELAICA-TT © ELISA %&* (M2) &<
HELEREBR EHE L, Control & LTH
ToHBE b Rt he 0D Te s o T FAE BRI AT G110 671

R IR TE(LE 1567
BRERl 2, ERRM7, T 6
(4810, %5, ‘i 42~657F)
TmEEC A tr 74— 1560
(5312, 4«3, “EHy 14~607)

K1 BREag
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— RS Y (10 i) 5~T7 #/100 ¢l PBS
—Feoric BN, &k 3000 RPM, 15 MIN.
—iEit EiE% 1 % BSA-PBS THR(X20~X160)

—CA-TI, Myoglobin i%. ELISA = THlIE, REH
B, Lowry ¥ UV BITRE

—REORICXT % CA-TI, Myoglobin fDEZ
KRG
2

ORI L o, REBRIL, Lowry
e UV BT ERLEL, ¥R 347
r ' v% SRL (Standard Research Labora-

tory) BIE X vt h ELISA %* v b
WCHIEL CA-TI EBE & i L,

¥ B

H3RLATEKBREARCHTHESR
THhB & CA-NII EHEIZ, ALS THEH0.51
% (0.17~1.05), MyD CF#5 0.79% (0.21
~1.26), control 1.14% (0.51~2.48, n=10)
& ALS ¥ CA-TI ZHEHEHFIE, control FRR
MyD #X 9 H{ETFT LT, LarL, REEEH
BRI A 7/m v RBILTARTYL CA-
I & ARk EZRLAE (M3),

CONTROL (N=10) | ALS (N=15) |MYOTONIA (N=15)
j . 1.14 0.51 0.79
CA-II/T.P (%) (0.51~2.48) (0.17~1.05) (0.21~1.26)
) 471 0.68 1.91
Myoglobin/T. P (%) (2.23~7.37) (0.29~1.25) (0.40~6.56)

K3 CA-TI KU Myoglobin DARAFPIEH E—ALS, Myotonic dystrophy ToH#i—

£ =

AT, ERFMEIC X Y B CA-NL »ifET %
LWV HHEDD HpThTW525, ALS 5 CA
- B, #iElO ALS BEFIRG SO
R LFERE, Sl ELISA i k5 4Hck
ARATLHE VR T ERR L, 7,
ARl ALS BB X b oRns CA-TI IX
£ (0.4%)7 MyD % XCIEH G (Control) #»
b0 CA-TI ik (4% 43.9%, 5.1%) i~
FZLLE»r o itk T 5 & §EIO ELISA
T X24BMme ks UESR T, ToxR
TG EHEE Cllled »7z0 %7z Control T
DREHRESTS CA-Il EREOESRE
H5H L, HBRG LD ORERFCA-IT NES5.1
BTH - TcDI RS ElD ELISA &5 4
BRI MEBR T, 1.1% & ko #
HIVEMTH e, SEE LRICEBRTEG
YR X b CA-II © ELISA RiZd - T A
7y THEL oA RS b oFEY
L0 TRRATHBHEHOMNIE & Bb
i,

CA-TI DHHNEFEROEHND Y ThhR

BERULET 2B RETH DL,
CA-TI &R U HRENEAD BEy R iiE
LHERG T2 03055 L Bbhic, TOk
», CA-TI MEBFEA LI v Fro—E%
FIALE I+ 7 e €V oRBFIE R T L1,
MR, M3RRLAL IS IA7/rEY
CA-Tl :REED VAT ALS, MyD TET
LTk b CA-NII OHRAIERBHERNCET TS
Z i, BEMNTH -1, ARERE LY RT
REFIEETH S ALS EHRBE(LLRTR
HKMWEBTHD MyD BT ALS o
WNEE (CA-II, (4 7eEv) Bdoir)d
2 MyD OZh kb RE RS h,
L LlFEO#EIFHFLL e, REARNED
B%, $EEAHBNA X B collagenous protein
AHECBTENRD D & LT3 HEN:
LBHBOT, TOFHRESEOREF L LM
ETHORRETHS, Thcgd CA-TI
7 ALS HTETLTWS DD ALS DR
R ESRNBFREY b - TET LTS kel
3, BEMEL-T,
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1) &

3) 5

X B

h=, Hlt €5 : Carbonic anhydrase Il
(CA-TID) #hEPAEE 28 : 464, 1988

2) Shima K, Tashiro K et al : Carbonic an hy-

drease-Ill Immunohistochemical localization in
Human skeletal muscle. Acta Neuropathol
(Berl) 59 : 237, 1983

=, B 25 : WRFEEERG CA-NT
IDOWT—ALS IR L b CA-II KB DRA
—. BAENURERERRZLR - oA te 7y
—IEDIE, i, HIKE X OB

4)

5)

6)
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DroE « PROLFEBIFe#EE, 1986, p. 169
Hibi N, Shima K et al : Development of a highly
sensitive enzyme Iimmunoassay for
carbonic anhydrase-Ill. J Neuro Sci 65 : 333,
1984

Wistrand PJ, Carter ND et al : Induction of
rat muscle carbonic anhydrase by denervation.
Comp Biochem Physiol 86A : 177, 1987
Carter ND, Wistrand PJ et al: Induction of
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oA b r7 4 —OBEKRELGEREFCNT 5%

IR 2 EEERT TR

oAb 74— WXBITAME I A > B | OfRE

o A #® %= B
AWEKFEMREAE

kRAMRE MRS B TV hE#AE OE BP, K H {=v

X 58U, B my, W FOFP

i B X %B?

D ZHBRFMEAR 2 BB EREL
_ DORXRXEN 17.6 D THH EeBETHER
B 5

WoArr7 4 — %l &5 ARG
10200, MiHOEY 4> viiEgs-1 (MLC-
1) #UELT, LHBIOCBERGOEELD
il % Et Ui, I MLC-I % Duchenne
oA rew7 44— (DMD) & Becker T
(BMD) O&HHITEALTEY, Fivk L™
s EE L IXB B ADHBER IR LI, £RE,
BT TR T R T i 6 AR BELAE Cu i
MLC-1 o bR R bR -1, BHE,
WM AL r T 4 — TR TEED AN
HBoht, ¥, DMD KEIFI i AGED
L DH% <, DMD & BMD Ti, i MLC-
I ixMmiE CK % CK-MB ¢ HEIEDOH
BxRLic, ZO#FEIX DMD & BMD ik
Fa0MEEYEMRL Wb EELbhD, —
Fi, AWERCECTULERT 4> viiggis

BiGOREES X D&KL TW AN D H
b, SHORFELET D,

B W

Uy T HEMEIHRE T, HNE
BHEDOH 2EY) XARJLHELTHB Z EHHL
T3P, Mg B Hh s iHEE T Ol
Ko, HEAOREERIL TS L%
2 bhd, HEEADS L, A /r VLM
UEEROMEPTERTAZ L Xl ab
hTwa?, —F, 1+ vRiiRgitosE
HREDOH60% % 5, TORBEIGFEINS
<, WRAECERL CTEEH A > vESH-TT »
WA 5 & & B A GBECHRE LT
BV, Y, DEM A Y VESE-T (MLC-D
DOF » FABHRINLOREET, HPoAEe
7 4 =% ETHEEMEEGRIET, M3

£1 NEEER LCLORS, EGH, FHER

SUBJECTS N Age (years)
Duchenne Muscular Dystrophy (DMD) 55 15.3+ 5.2
Becker Muscular Dystrophy (BMD) 9 23.4+ 8.2
Congenital Muscular Dystrophy (CMD) 6 16.5+ 5.4
Facioscapulofumeral type (FSH) 3 40.3+ 2.1
Limb-girdle type (LG) 9 45.1+11.2
Myotonic Dystrophy (MyD) 14 46.1+ 8.6
Amyotrophic Lateral Sclerosis (ALS) 5 56.4+13.0
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*o V-1 OBEAYRH LD T, ETD
BNz, WET5,

MREFE

¥} 41X Duchenne oAb+ wm 7 4 —
(DMD) 556 GE354E5 : 15.3+5.27%), Becker
% (BMD) 9% (23.448.2), %&XKH (CMD)
6 f (16.5+£5.4), HimET B2 (FSH) 3
#l (40.3+2.1), B (LG) 9 (45.1+
11.2), HBEECA e 7 4 — (MyD) 144
(46.11+8.6) k XOPMRIEM:ATZM & LCHiZE
IR TEEAE (ALS) 541 (56.4+13.0) ©
it102Cchs (F1), Iy MLC-I i im-
muno-radiometric assay X b flIE L, &
MERTIE, BG4 v EHLIT17.6%D
BXRIEHREDBRB,

a a0
k'Y L]
E
o0
£
§ 200 .
= * .
L ]
10 .
] .
hd . : ‘ . *
. 1 -
° : : - b
2 4 6 8
stage

w2

&5 Ao i MLC-112, 2.5ng/ml AT T
%o, DMD 55043841, *7:, BMD Tit
9 firh 7 I THlniF MLC-1 ® LR AR bR,
CMD, FSH, ALS TRLfENEHENTH -

[
DMD . L . (X L) L]
BMD - e . .
CMD g
FSH
LG b 3 o .
MyD 3
ALS
0 10 20 30 40
MLC-I(ng/ml)
H1 AR5 M0 4 ¥ v g#—1 (MLC-I)
i,
b 5
L ]
15+
E
g
= wf °
Q
=
E [ ]
[ ]
st
®
hd .

1 2 3 4 s 6 7 8
stage

B2 My MLC-I R L OBt a : Duchenne B A F v 7 4 — (DMD), b : Becker X!

WA br7 4 — (BMD)

a €
y= - 524e3 + 396e-3x R = 0.774

Y .
=
E
~
e
=
;:..’ 20 .
Q
- . ®
= .

10 °

e ® o
o« = . ° *
¢
& > . LI
o o 1 L 1
0 1000 2000 3000 4000 5000
CK(U/L)

y = 1.5t + 2.50e-3x R = 0910 °

MLC-I(ng/ml)

1 L 1

0 1 n
(] 1000 2000 3000 4000 5000 6000

CK(U/L)

K3 M MLC-I &ifif5 CK {&tk& oBgfk. a : DMD, b : BMD.
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=]

40
¥ = 478¢-3 + 0.11x R = 0828
3 .
£
~
oo
=
-
' 20 .
Q
- * b
=
]
or *
oo
o.' o A L4
4 .
0 . L "
0 100 200 300

CK-MB(U/L)

y =047 + 0.13x R = 0.866 .

MLC-I(ng/ml)

1 . L . 1 1 1
0

] 20 40 60 80 100 120
CK-MB(U/L)

B4 fuyF MLC-I &y CK-MB i&tE & oBifs. a : DMD, b : BMD.

o LG TR 9BIF4FITLER LTE D, MyD
Tk 1460F 2 BICBIED EinLbhie (K
1) DMD & BMD i3, Ml MLC-I f&
EBEIEERAOHEMER LI, ¥k, &
LR L oz L R EE L ADHEN LR
7= (M 2), DMD FWIF Tkt RiE/n b on
KIS Thot, EHIZ DMD & BMD Tit
i MLC- fiim§s CK fli & i FERIED
#HEI%RL (K3), CK-MB t L FHELLD
HEZ R L (K4),

z B

RS BI02G0 M MLC-I fExJEL,
DMD & BMD D& T EREMNR bR, gL
EOHR, miF CK it oM CIEDQHBED
b bhi, ANERTIE MLC-1 &xi+5% <
7 7 a—F Atk VTR Y, SO
RO T, M MLC-I i S L
T, DHEEOIREmE Lo TWBY, v At
B7 4 =0Ty, &< DMD % BMD
T, DFOEHNHBECR LR EHHa5
Tk, ZoFECcMmEf MLC-I fiin EF L
TWiel &, S hAADIGEE & b 5 FEE Kk
LTwbEbELDRD,

—F, IAVVBRBECIINSY, LFE
i LCIs B & LC2s ®, @fficik LCI,
LC2f, LC3f B zhZh &¥hTn3Y, &K
WERTIRERG 4~ v BEHLHEORIE
PIT.6BTHDHZ &nb, M MLC-1 @ k5

ROEHHFKOL OLRT TRL, KHdHbH
XA OB U ICBRG A v v REIE
LB RN 55, DMD & BMD Tl
MLC-1 fioRFE ik LR bhicz &, &
N O OB TRERFIGEERRD O A~
DOR/HEDPBATH D EXRLTWB ELE L
bhb, DMD THfT& & bITETAA LR,
KN IREARGE E fe o o2 1Y, IREN R
HEBERML T2 3003 Lt Wi
hic X, MiE MLC-1 flio LSh BHiGs
OFD EL LDOREESR X L RKPLTwB 0
i, SEILECRHFITREFETH D, Lk
EhFTH & O & OB 1o THRGE
wHEDDTFETH D,

X ®]

1) MREET, DMEEEVS  £RFCET 557
3/ BBHRACHST RO, BIKME, 30
: 1061, 1990

2) PREIEY, MRELTL  tiERBIRET 5
1fE I A 7w €% LY creatine kinase O HWN
EByor#r. FEIRTEE 24292, 1984

3) Konagaya M, Konagaya Y et al: Increased
serum myosin light chain 3 level in neuromu-
scular diseases. Muscle & Nerve 10 : 415, 1987

4) BARE, FGHRHES - &/ 2 v - adithi Al
Wi I A Y VEETIOMESy b (34 TVV
LI %y bt Y=+ DR LAWLIHTIEER
K5 EOBIRMEL. THIES 44 1 1708, 1989

5) Lowey S: The structure of vertebrate muscle
myosin. In Myology, ed by Engel AG, Banker
BQ, McGraw-Hill, New York, 1986, p. 563
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FY A b r 7 4 — DRGNS ERIEROCEFRT 304

PR 2 FEETF R T

MEIRME S 2 b v 74 — i AR O IRERMER OBm

— BERR G R O B2 F ARG & o BYsli——
Bt A i
FSZHRAE AT JIR R BE i P E
kEmRE I O HE O FoE HF — B
BRI TR LB wit PRk
= =1 *¢ ®

Mpyotonic dystrophy (MyD) BHIZK\WTH

BN & BRI SR BT AR & DBli%
Bat Uiz, IBEiO v MyD #1946 &, 2v
b e —AREE LT MyD B EFEBKO BMI %
match B B L O FHREBDO I 184
ERWCTHRA L, RO MmEE, insulin,
HIEEL2EL, MyD BEIowTit, 75g
OGTT #faftLic, i, WM T CT * i
fTUC, WEMRBWHILE, KETREBEELMEL
7o MyD of9¥5uz, BERBIERECHRERR
RENRFED BRI, MyD BTCita2vire—2
Felhl, BEBHE A EECEERL TR,
WIBRERA TR A 22 IEWF MR, MmvHEmmes, Zeiss
insulin, total cholesterol, triglyceride & 1E®
HBS% /R Ui, MyD i\ Ty, PIBERERAS
FEHLTL, R, BHRICEERY R
LT3 ATREE AR S huis,

[FL®IC

Myotonic Dystrophy (LT MyD) i\~ T
PEARIARE, TREAMAY, insulin KHitk
FHETHZ ERHLILBALA TS, —7,
JEf 30} 2 BERART, IRERBREL, A
IEIERS & DBIRIZBWT 7 v — X7 » 7INT
WaY, SEFABIE, MyD BEREBWVWTH
IRAERG 2 BIE U, FEACRH AN LIREABRE &
DPIHARE LicoTliET 5,

TS @B O Ui o 7o v MyD 3319
%, Ffih44.24-11.45%, BMI 20.5+2.8 kg/m?,
FAEERNS2.5:+-13.27%, HIRHIM12.4+8.67F,
avbr— kLT, MyD ¥ & ERRO BMI
% match IVIBME XU EBO L -F#18
4, FH#r45.24:10.95%, BMI 20.04-2.8 kg/m?
Ths (1), BMI (Bedy Mass Index) i,
(RE kg)/(HEm)? TRDI,

%1
Subjects
MyD Control

Number 19 18
Age (y) 44.2+11.4 45.24+10.9
BMI (kg/m? 20.5+ 2.8 20.0+ 2.8
Age of onset (y) 32.5+13.2 ‘
Duration (y) 12.4+ 8.6

BMI (Body Mass Index) =BW/BL2?

R

MyD BFiouwTi, 75g OGTT % MfT
L CiftH glucose, insulin #1204 % CHIE L,
glucose area, insulin area X, 043ff, 120

D 1/2 & 305301, 60535, 90 7 {EDFI%
iz, T, 22T total cholesterol (T.
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Chol), triglyceride (TG), HDL-Cholesterol
(HDL-Chol), Apo Al, Apo A2, Apo B, Apo
C2, ApoE 2WELI, =2V Fr—AFKD
\~Ti3, fasting plasma glucose (FPG), Z2Jii
o T. Chol, TG ZWE L1, Fi, MyD,
2V b e — A WEIC BT, BT CT 4
WaifT L, Tokunaga HOHBE? L, W
WERRRATIEE (V), BCFIRBMAT (S) 2MEL

mean  SD

FPG T. chol
(mg/d1) (mg/d1)

100/

MyD  Control

7= (B1),

# 2

FPG i, MyD 96.2421.3mg/dl =~} ®r
—J 89.4+14.7mg/dl, T. Chol ¥, MyD
217.14-48.5mg/dl = v + v — 199.2+45.9
mg/dl, TG ¥, MyD 156.24111.0 mg/dl =
v Fe— 107.64+44.5mg/dl &, MyD ¥ &
avie— A HOMCEREY D ol
(M 2), WIS (V) & BT BEN T
(S) ToWTHEITA & VTIX MyD 104.0
+59.0cm? =¥ b v —/ 69.2450.0cm?, S
Tt MyD 147.1+64.0cm? 2 v + v —
117.4+62.1 cm? V/S Tix MyD 71.94:43.6
% avimr—) 66.4150.2% THH, Vii
MyD oA 2rEREC (p<0.05) @iz /R

%

1 V:HEEY S : KT

mean = SD mean * SD

ns. ns.

TG
(mg/d})

200

77

Control

Controf MyD

&2

(M3), HlH, MyD i3\ T BRI A R
THHAEERDE, 75g OGTT AfICE\\T
i3, plasma glucose DRIGIL, IEF 1971410
Bl (52%) HARBIGIF 7 51 (37%) HERHEL
1960 2 6 (11%) (BEIRF2FEMEREHD) CTH
o teo Insulin RIGE2\WTit, ZEREEIX 6.72
+4.12 0U/dl ETEHTH - 128, AR 80
pU/dl DAk SBEIRIE % 7R LBl 194 8
Gl (42%), ¥ — 7{tin’ 905 LARED BEIERIE %
R LG9 6 ) (32%) TH - 7= (K 4),
ISR oW T, T. Chol & TG R\,

EER T OISR Th o T, 2T EERB
T oWTiE, Apo Al 156.1443.7 mg/dl, Apo
B 107.5-+32.5mg/dl, Apo C25.1+3.4mg/d!
Apo E 6.21+2.84 mg/dl B3 FRETEMi
RTH, KRERRKEED LI o1 (F
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V(o) NC ] V/S (%)

mean = SE mean x SE. mean * SE, 200
180
~ 160
T 140
s € 20
‘—"j 100
P<005 2 80
[CIEPY
50 150] 40
7 20
.
% ° 0 30 60 90 20
E® 10/19(52%)
b 2,34 7/1937%)
BEFHY 2/19(1y)
100
90
80
’g 704
5 60
2 so0
£ a0
£ 30
20
10 !
0 T T T T
30 60 90 120
Insulin S} B &S ™
X R
80 uU/AILI LDBMRILERLIZB  8/19(42%)
BEER (peak 90minktRE) 6/19(32%)
K4
&2
H& " mean+SD EH# Bt
T. Chol (mg/dl) 217.1+ 48.5 9/19 10/19
TG (mg/dD) 156.2+111.0 11/19 8/19
HDL/Chol (mg/dl) 62.3+ 19.3 12/19 7/19
Apo Al (110-158) (mg/dl) 156.1+ 43.7 15/19 4/19
Apo A2 (25.2-35.8) (mg/dl) 26.8+ 8.3 18/19 1/19
Apo B (69-99) (mg/dl) 107.5+ 32.5 6/19 13/19
Apo C2 (1.9-4.1) (mg/dD) 5.1+ 3.4 9/19 10/19
Apo E (3.2-5.0) (mg/dl) 6.21+ 2.84 8/19 11/19

2)e W, PIMERERHTERT & BEAC, FREARH
EDOHFRERDWTEEFL 7, FPG, glucose
area, FPI 1XV L ofdlic, #hZh p<0.01,
p<0.001, p<0.001 LIEDOHEANEDBR
(B5), T.Chol, TG &V EDfHIC § p<
0.001, p<0.01 & ED L ZED LI (K
6)o IEHE, FRIEFH, BHNIE L Vo
—EDORRILAED bhish - T,

Z =

Myotonic Dystrophy /B 17 % BERHR
W, RERHERFEOVWThoOBRFLHED LT
ATHTHD, FAEDHRFTIE, B L
MyD BT, FEKRC BMI # match &7
avier—-ARERELT, AEEBHAEER
HLERL T, ¥, NIBBIFEELS FP
G, glucose area, FPI, T. Chol, TG & IED
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Fasting plasma glucose (mg/dl)

[ j 100 ) 200y (cm)
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8
&

Fasting plasma insulin (uU/dl)

a
44 a
o
2
[ 100 200 v (cm?)
K5
3 3004
£
B 250
2
g 20040
3
£
S 150
=
100 = v v r
[} 100 200 V {em?)
600 v
~ 500 068
o r= 0.
2 4007 P <001
2 300
@ [}
S 200 o o o a
= i o [:Y L]
= 1004 5 @ 5 o
o v y
(4] 100 200 Vv {em?)

HBE 2 RToERRBDBRI, 2D L,
MyD &RWTBMEM UL, WBIELA LR
#, IRERMRE LR Ebo Twb 2 &R

B35, PIEENGHS & B8, BREIUHERE & ol
TOWTIEH BTl T, WERBERF o 1R
S, BB RE LT VwEW)
WENRD DY, Thn FIIRRS b KT
WATHZEWED, insulin Z V7 5 VAD
T, Wik, REAMREEIIERECL
TWAAEEN BB EELZDBR TS, MyD
815 insulin #PidEE, HIRIBIO Sk
SLHFAEDET EEhbhTW152Y 2, jik
D X 5 HEERR DBIS- & B/ET E ey, PIEK
FebsoERICE, MR, thharev®, fr;,
EEhis EolErmbhTsh, MyD DOFHE
2D ETHRREG, &, PR 2RO
T & Xy pERE, TRERBURE OBE,N A
Lhd EDHELDH Y, MyD K Is1F 5 A DHE
DFBHC—2DIf DT LI B DTiXis\ &
EZzbhb,

X W

1) Fujioka S, Matsuzawa Y et al: Contribution
of intra-abdominal fat accumuration to the
impairment of glucose and lipid metabolism in
human obesity. Metabolism, 36(1) : 54. 1987

2) Tokunaga K, Matsuzawa Y et al: A novel
technique for the determination of body fat
by computed tomography. Int J Obesity, 7:
437, 1983

3) Randle PJ. Garland PB et al: The glucose
fatty-acid cycle, its role in insulin sensitivity
and the metabolic disturbance of diadetes me-
llitus. Lancet 1: 785, 1963

4) Hudson AJ, Huff MW et al: The role of in-
sulin resistance in the pathogenesis of myo-
tonic muscular dystrophy. Brain, 110 : 469,
1987

5) Kakehi T, Kuzuya H et al: Binding activi-
ty and autophosphorylation of the insulin
receptor from patients with myotonic dystrophy.
J Lab. Clin. Med, 115(6) : 688, 1990

6) Seidell JC, Bjorntorn P et al: Visceral fat
accumuration in men is positively associated
with insulin, glucose, and C-peptide levels,
but negatively with testosterone levels. Meta-
bolism, 39(9) : 897, 1990

7) BREIEIL, PAREKAD : ERRC R 2 Ml &
W R R —IWITRTEC X 5 WEKEE DR B IR i o
REET—. 476 B HAEREE
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HoAbe7 4 —OBEKRELRERVEFECIT 3R

PR 2 FEMRRES

Myotonic dystrophy @ Ca {{#i

——Ellsworth-Howard REz X 2 B ——

B A B A i B
RS AR ER PR

KRBRE K F E BV, B &

RN

K 22k B ® F2, M & &0
U BMERARFRAEL v v 2 —FAWB 2 BRIIAMERBLIENE P BT R

E =

Myotonic dystrophy (MyD) DFERIERKIL
R EEE O TERMURATE R ELECR
U, ZOHRED—D> & LTH4 DRI EITS
Mt RIS EBRO RENRE I h T35, B
A1 MyD OFRFETHERL, ZOREDOER
Lis% CaP REVBFRME PTH ZHHKC
D REEREOBETCRER L CW 5%
123 % BAYT Ellsworth-Howard (EH) 3Ex
*J6fT Lice EH REROBHIN B Y VEERIE,
cAMP RUEH E B EHEZRTIR, U VB
KIETF, cAMP RIGIEH % 753 Pseudohypo-
parathyroidism (PHP) type II & R0 RIGEE
R i+ M Kt i, DRRMmE Ca

GIEFEREAEIREE PTH 3E AR L, SHE
CRITERK - Bk, SRET2E T30
5 PHP type Mk d CTHLULIHREEE 2 D
hic, MyD Tix EH A% X b PHP typell
LREIhZ—HNTFEL, BRMEE PTH X
B OEREERISCEE L T H3A U s

bl f:o

B B

Myotonic dystrophy (MyD) DEEIKIEIRL
HHRRCE LI TERERE L ELHTR
Y, ToOFHERO—2 L L THADBHETETS
AR REEE O REFTRE IR T3, B
£t MyD OBRECEAL, ZoOREOW
FEtd CaP RANBRMAE PTH 44

#£ 1 Effect of PTH

ENDOCRINE GLAND ECF

TARGET ORGAN

e
® @D
L1 > P
/.
PARATHYROIDS ANTAGONIST

oo’"l@

PROTEIN__ PHOSPHO-

/cAMP’KINASE * prOTENS 1= PHYSIOLOGIC EFFECTS:

RENAL — t P CLEARANCE

CELL
MEMBRANE

4Ca CLEARANCE
T 25(0H)D 1-HYDROXYLASE
BONE — T CALCIUM RELEASE
RESORPTION

(Textbook of Endocrinology 7th Edition)
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Pz OHEREEREOETFCER LTV 1%
FEM cAMP (NcAMP) % PTH %* &3
BUNC L W BRI LT E L, TORE, KKEEBO
—PrEE PTH (PTH-MM) QIEHEICDH
b bT, NceAMP HMEEY R+div R
L1, PTH GEBRMECHELETLZESC
W% cAMP AU TERHZRBILES P
PrlEaMEE X h 535X b (1), NceAMP ©
ETRFRAE PTH 544 D cfifamt
WMEERE O R 2R LT3, L EOWHE

R BRI iR AP & TG LY,

4@, BAZINLOREY X )BT
BRI MyD fijic Ellsworth-Howard (EH)
REEIET L, EH #ABute + PTH #4
Hig DR P, cAMP PHit&E % JI%E U CIRHIE
PTH XBHOEELINI TS0 TH 2,

¥R

*tgus MyD 166 (5314 8 fIl, it 8 fl, 4F
Wh21—59i%, F3943.85%),

% 2 Ellsworth-Howard RAEodE (1)
FEAERBERB AL v SEBBRE AR OT
(BES : HRDW£EE60(8) : 971-984, 1984)

1) ik

(EREE—4% 1B PTH #45)

(AInE) OF7AIFLEOBDY) ABIREERLANLSILROEERTDEV, th
SOEMERSPOEME, HEPLNIBM)EREERTT 2,
OBRENMAL, ANKEDHBHIZE LY,
OREYHE. VR L THANRET I LVERT,

#M

1
(IRTEHL) A!Vl9° |'0° III° : phl/”“ g° qo 4'.,
b1 EEFYSSFFIOMERS )
(CEEE SIS imé"*) b
(200m1) | ] : i i ] i
i ) E"Ul"i"UZ"E“Us*E'—Ua-+—U5*E~—U6-o!
= & B B B B 3
2 R R R B R K&
6
E 1 2 3 4 5 2

#IFUEL TR ERT D,

#* 3 Ellsworth-Howard RExDF#E: (11D

2) WEHH

B RKE, Vv, 2v7F =V, cyclic AMP
M : BAYIA, VY, ZVTF=v, REVAAIFLEZTAT IV

3) HE
a) RiGtEoHE

Y VEEHRERIINEUE ¢ (Us+Us) — (Uz+Us)
cyclic AMP HEIINIG : Us—Us & Ud/Us

b) HIFEILH
RISt Rery vk Ref cyclic AMP_ Peift
RE (Us+Us)— (Us+Uy) Us—Us, Us/Us
R TR Bmg/2BM Lk | Lumol/BHEAL, 10fLAL
res i) 35mg/ 2 Wef K 1 pmol/BSRARTE, 105K
IR I

BEHEST 1)

35mg/ 2 BEf K

1 pmol/B§fILL E, 106584k
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;B

EH RBurEEAEERER v v RN
REFETEHOFBEC T T » o FHT 9B,
B4 3 T ¥ TR 200 ml O fKK%E LA
1085 B 4 W % TR Ui, F#1
M2 100 o e b PTH Z#HRACES L
7= (E2), & 1IBRHERRERE, K P, cA
MP *JEL, F#%1MRmiE Ca, P, @k
£ PTH (PTH-HS) %{EL P (F3), 4
Rt PTH &3 5BRAERIGHEY Y ViR
PRI S (9 YERIIE) & cAMP BRI
MRS (cAMP KIG) TiHliL#?, & HITIE
W RIB% <3 Idiopathic hypoparathyroidism
(IHP), & 3 iENG%RT Pseudohypopara-
thyroidism (PHP) type 1, V YERRIGIIET
L cAMP I IE#KIGART PHP type
Nesgiasns? (£3),

# &7

LREGINE, Y VEBRIGIEY (39.7+2.7mg/
2hrs), cAMP RUGIEH (AcAMP 2.45+0.92
pmol/hr, after/before cAMP ratio 23.8:-9.6)
o 1R (401, V YBRIGET (5.2£17.5mg
/2hrs), cAMP FRUGIEH (AcAMP 4.3242.71
pmol/hr, after/before cAMP ratio 55.4+
43.3) oI (126)) DVWTFhricfgHTEx
NEREFEERBDIs ot (Fig. Do

2. Group HIDERKMRAMAELR

My Ca 31, NFFTHK84.5+0.30 mg/dl,
8.85+0.48 mg/d/, Mi% P 3% 3.8040.47 mg/
dl, 3.36+0.66 mg/dl LIEHTE LILEEEIX
fhotce PTH-HS X I##T 577.54291.9
pg/ml L% BEET, BT 849.3+763.7
pg/ml & E B Ei%E R UL BRI,
-1z (Fig. 2), I Crix 1, NMAETH 0.68+

AP(mg/2hrs) AcAMP(umol/hr) after/before cAMP(ratio) °
150
Z
%.
7

35

-30F

.

NN
NI

Group1 Groupll

Group 1 Groupll

(2]
&
o
£
h-J
—
[2]
1
o
£
o

t—e—{ M+SE \

Fig. 1 Ellsworth-Howard test
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PTH-HS Serum Ca Serum P
(pg/ml) (mg/d1)
10.2
3000 5.0
4.5
8.4 Z
2000 %
5 2.5 -
1000F . .
560
180
GroupI Groupll GroupI Groupll GroupI Groupll

F—e— M*SE

Fig. 2 Laboratory Data (1)

0.17 mg/dl, 0.734+0.21 mg/dl & IEH CHEE
ishotc, PTH H5iiRPPHEEET,
M#C%& 30.14+19.4 mg/2hr, 33.3+13.7mg/
2hr LEEHCHEELL 2 ICBREET A%
Bic, PTH #5107 2 BIRFPHHEEDOZLT,
74 15.244.3mg/hr, 6.5+4.6mg/hr &

ERCHEEXLL 1 FICBIES 2 iR,
PTH #540# 2 Rl JRe Cr Shifkix o o
I, M4 0.85+0.03, 0.864+0.13 LIEHT
FEERL 1 flicEiiflEx R (Fig. 3.

3. Group [HDEERMIZER

O# I RS RPiEaKIE - &
{EXHBL, 1Q 1, NHETHE 82.5+15.0,
73.84+26.7 CHRCHEDETHIREZR LI,
SEHERL T, NRETH 36.8+3.95%, 46.2+
11.9 B THIN0RDERER DI (Fid ),

£ =

MyD 303 % BRAY PTH ZEHOHH
EEE O R 2 B35 BT EH A%
HHIT LT, TOHRE MyD flizsis b O
ETY vEBRIGET, cAMP RIGE#M% 2L
(II#E), PHT type II & REEDOKIGERERL
1o PHP type I 37 PTH IfifE, BFitEA
Kb, MEETEZET58, IHLOMmE Ca,
P i IE# %743 PTH-HS 23& {4 R4,
QEFECERTERIKIL - B1t, WEET2HE
+%85 L b PHP type I11ckied THILL L fcfifE
EEzbhis (#5), PHP type II TixFFIR
A& PTH A4 Mats RsER e R %
AT EXYY, MyD O—F b & OO R
DIFAELER  RE S i,

FRFI63EEAISH T PTH-MM % Fiv7c
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PTHIX 55l
REPHEt R

Serum Cr

(ma/d!) (mg/2hr)

60

-

.

PTHiX 585 2 BlO
RHPHtBOE

PTHIX5Hi#£& 2 hr
RepCritit Bt

(ma/hr)

20.0

17.5

2.0k

Groupll Groupl  Groupll

Group |

\

0.8

N\

.
_

Group - Groupll

\\

NN
-

Groupl  Groupll

p—o— M*SE

Fig. 3 Laboratory Data (II)

EH R%<iX, 4E0O X 5 MyD #»° PHP
BRETHRAIIE bR o 1P, SEEK 4
23E Lz PTH-HS @Rrbif sh PTH-
MM H~NERECER, @FFEEL PHP B
X 0SB ENLES L IR T3, BEOK
2HCcix PTH-MM ORJE LoREE ¢ PHP &
MM - e Bbh s,

M#EMmE Ca BIEHZRTHIHEL PHP
D IE Ca ¥ PHP, f4# PHP 0wffett %
% bhic, LA LI Catk PHP (X EH 8D
cAMP RIGHRINT 53, {5 PHP & PTH
NIEFEZ AL EH RA%oD Y vEE RIS, cAMP
B E b EERIGEZRTH L D EENTH
%, EH HREAORA, BHRARG RO MBRIE
RBUEZLE Y PHP type I £E 250D
WIRSFELYLEEZ DRl (E5),

1 ##1% EH B CIERWRIGZ R Licst PTH
-HS EETH b ZIEEKIL - B1Ld 3B
bhd, IHCHLNBEA—FEIE L ORE

DO IDELNFRELRET, e thoung
. PHP type II~OBITL T\ wJEEMRE
zbhi,

MyD o EH R X %5 #5HE Konagaya
X o itifT&h, 841D 5% 34l PHP #IK
[BEx Bz 3 fd M Ca, PTH 21EH
THb PHP LHEEMRLH-7Y, Lal,
4B PTH-HS Z#I%E L7 EH REBEOFHERL
FEK B2 & MyD ©—Ffiz. PHP typell ©f&
DTHELU L RBERD o &3, 4% MyD
DERBAEORHAXMH T2 LCHEETHS
L ELKIEDSBBREELYE 25 ETH Ml
Bd U filanEREEREORF B BET
HHEEZ BRI,

F
MyD Cit EH R4 X ) PHP type II &

RAZESh2 %<, BHECERME PTH
ZHEGOHRIEEEICEE R TH R
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# 4 Clinical Manifestations

Age Hyperostosis . . . Ectopic Intelligence (1.Q.)

(mean+SD) Cataract of cranium Ectopic Calcification Ossification (mean+SD)
33 + + basal ganglia — 86
Group I 34 — + — - 102
(n=4) 39 + + — OPLL 68

basal ganglia _

4 + + subcutaneous tissue “

(36.8+3.9) (82.5+15.0)
21 + + — — 39
36 + + - OALL 60
39 + + - - 63
42 + + basal ganglia . OPLL 64
44 + + - — 102
Group II 45 =+ + — OALL 120
(n=12) 45 + + basal ganglia OPLL, OYL 52
47 + + — - 96
50 + + subcutaneous tissue — 46
59 -+ + - OALL 68
61 + + subcutaneous tissue OALL 102

65 + + basal ganglia - N.D.
(46.2411.9) (73.8426.7)

OPLL : ossification of the posterior longitudinal ligaments
OALL : ossification of the anterior longitudinal ligaments
OYL : ossification of the yellow ligaments

#5 Summary

Clinical Manifestations Laboratory Findings Ellsworttgs—tHoward
Ectopic Calcifications ~ _ _ cAMP
Age (ys) Ectopic Ossifications LQ. s-Ca s-P PTH-HS P response response
- almost
Group I 36.8%+ 5.9 + 82.5+15.0 | LL N 1 + + sormal
. _ PHP
Group II| 46.24+11.9 H 73.84+26.7| N N T + typell
LL : Lower Limit, N : Normal, PHP : Pseudohypoparathyroidism
o1, 4) EEfE, SBBEES : Myotonic dystrophy i
Bi1% Ca {03, Ellsworth-Howard ZRERIZ X
X W B, PRSI ALTIRHES, 1988, p.

1) EERE, SBREL  REECA e 7 4 —
EWC T % Ca RBIO&KE,. BM6IEEE ALK
eiReE, 1986, p. 223

2) BRIUBE, WABFS: e b PHP (1-34) kX
% Ellsworth-Howard SRERD Itk & L HE,
BA2WEsE, 60: 971, 1984

3) Chase LR, Melson GL et al : Pseudohypopa-
rathyroidism. J Clin Invest 48 : 1832, 1969

169
5)

&REA, AH %5 :PTH ST 735 74

VIDFUFAADT o - kLK, T:87,

1985
6)

Konagaya Y, Konagaya M et al: Evaluation

of renal parathyroid hormone receptor function

in myotonic dystrophy J Neurol Sci 70 : 339,

1985

—204 —



WoA b e 7 4 — OBRKFEEEROEF T 5558

IR 2 SEEERT R T

TR S 2 b v 74 —Eits i 3 BRBIC OV TOMRE

—B 3 W—
BooOR H kB X
[E R EC W OB
KETIRE M B WL % R BT

"o o® B #E T
RSz E W HORbE

E B

Duchenne #fij~ A + = 7 4 —iE (DMD) i
B 3HEREMOREL, ZoORBOFRICT
KisfpBr B XigT, T2 T DMD jB#154
DOFHRER & BHEFEER SOFRBoNGR
DV, 1ERIRG L 2 EROBIFRAZ TV
FRAEMZLIT OV TRE LT,

DMD BELk T mE & & i3
BEHEEERET B L, LA L DMD %
Gibson DZ¥IZ X % stable pathway & unsta-
ble pathway @ 2 B2 437 % &, unstable path-
way D 4 FiCiL, STk b3 Tiig
Pl CEHEFEREDE TN A bviz, Stable path-
way CiL 5 fld 3 e Figgo EARA L
i,

FEERO#ET T2 LT, OVWTET
BAEHEN T ERS O, 53 EHEFER O M
TBRERDID DD EBLRI,

FL®HIC

DMD 355K, i, BHEOWRI LE
Z, FETEERD SEST19.55% & IR LT X P
D 5 LI ERD DMD BE T RBRNCE
WZEW A D lev, FBEREWRBEEDBHE T
HEFETRET S &5\,

SH, FREERLEEY B JETHERETY
DHETIZOWT, 3 EHEFER, FRBOR

ENE D SEE T NI,

MRELUVHE

wHgax, MBE 2 A i Akt DMD
B¥E 5%, L0 B, FEn 8 225 (75
15.7i%) o SEBYMEAERETERE 13 JEAEH N~ AP D
SRS T 2-2a 1H 8 THbD, WAYV A
B ICBRBMCEETHIEPIEE IR T
Yy

LBRE 2 FRO X BEF % B2 sy, Gibson
DOHE? bW THR% unstable pathway
L, stable pathway O 2 FiZhlI 7,

BEEOHTE R, o 3EEhRIEo CT i
&, BE7 > v+ & B-MAS $ D4 CaCOs
D CT ffi& % H#T5 Quantitative CT
(QCT) &Y THIitots,

EHER (1,25(0H)2) ¥ % I ¥ Diid cytosol
radioreceptor assay ¥ CHITE L7,

A mEr v o7 A« Y v - GEREERITHR
WAL e v EBE, Rbhrroyoae) vOlH
Pt B A JIE L7,

TRTCOBEAE X 198852 H1990FED 9 An b
103123 T & fa o JBEBGET L 7o

s R

DMD @BEE&tho, Fip L i SEAEEERE
(R vy 2N E) OBREA2 L FR
DEDMHE (r=-0.45,p<0.05) 235 - 7= (F



1)

2 RO 3 EHER R D ZE k%, Gibson D
4y¥0 stable pathway & unstable pathway
D2PEHTTC % —v % KZbE, unstable
pathway Tik 4 fl&fIT, HfTRIEE Beiias

mg 0r o © y=—4.9x+216.8
> 200k . p<005
£ \
> o~ ° o8,
E Bor ® o, °o
P—J ° °°§ \
o
% 100 o © o
(&)
8 wf
Q
s L\ .
0 5 10 5 20 25
AGE (years old)
K1
o 0l  STABLE UNSTABLE
5 ///
}, 200 }
£
E 150}
o
’—
g ol
(&
g wf
(]
[0}
O L. - —
‘88 '89 '90 ‘88 '89 '90
=2 -
~ STABLE UNSTABLE
E gl
N
o)
o
o 601
o
>
&, aof - .
T
(@]
S X
[T'e)
N
°g8 89 w90 88 '89 90
=3

LIk s & LICFEERIEA Lic, ThicdL
stable pathway Tix5 i 3 FlicEIEREI
mire (K2),

EHR YL £ v Ds (X stable pathway T
I 24ERCERE (p<0.01) Zifiind Lad L,
Unstable pathway TIXFFEDH AT A b
oo,

MiAn >y s« Y v - EREEEEIHVRER A v
VL, Bhrr vy a -y ol AHHEE
CRELEOTIZ R bR - o,

£ =

QCT ETHGE Lics 3 IEHEEE R, Ef
EADHEELDL, Mg bR T5E
Ebhot, CORRIEXDY ORE LD
—%3 %, '

Gibson and Wilkins® (% DMD OHFRZLH
* ZOHETRELN D, BRLZEIOBECE
Z % unstable pathway &, ZHDOMETHEE
L, W% straight back ¥4 5 stable
pathway © 2214 HIL 7%, Stable pathway
i, SRR EL, AL E
<, DMD @ g TiX FH A X\ & BT
%,

Z @ Gibson D43 ¥i% AT, DMD %
4% &, unstable pathway TiX 4 f4+XTT
87 3 EREB XA % L7453, stable path-
way T 5 fib 3 gl BEMNC BEEO
L LT, Mige L IRBHEENFL TS L
VO K1 DRI TXTO DMD BEIC HT
XELLDOTRINT 23 5B,

% 7z unstable pathway DEFE Ti, H{TFH]
ECHERER OV o b lh b5 3 BHER R
DRI DA BRI,

FEEWD O 3 BHERIERZII LT &
ik, FEEMOETZTHT S 5 2T, O
TRFEREHNT 2 E DGR 95 &%
bbhic,

HEHER € % 3 v Ds X stable pathway TH
B RRAENRIIN%E L) LA, unstable path-
way TIXFEDOHIANTL e b - Too K BYULTE
HMex 3 vD% DMD HBERELEL, 15K
LA EDEGI TR B R O, ZD bhic
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EREL T2, FEBESIO R L% DMD ik
HR, BRHPTEx I vDRFIREETS & RK
WANRHDLIRDZ L3HDY LVHIFREL W
50T, DMD BHEXL, €z I vD#HAL
BL5LERMORELHFETS 2 LxSE OB
RrFEDBI,

X M|

1) fivAtr7 4 =R EThhote. BEEH
RPL0EDHEL, AR 7 4 —FEPFREE
e, EFMER

2) Gibson DA, Wilkins KE : The Management
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of Spinal Deformities in Duchenne Muscular
Dystrophy, Clin orthop Rel Res 108 : 41, 1975

3) Firooznia H, Golimbu C et al : Quantitative
computed tomography assessment of spinal
trabecular bone. 1. Age related regression
in normal men and women. J Compu Tomog
8:91, 1984

4) fBAxFH, dbE 5 : Duchenne Bffo A b m
7 4 —ECEF 5 FRHPOWRE BB x 1 v
DEFI L2 FRATEEMCOVWT—. FHoa
b r 74 —IEQFEY, BIKRROHIICEIT5 B,
EA P, PRTI63FEEREMET, 180, 1989

5) personal communication



YA b e 7 s —OEIGE L HEROEFC DT 555

SRR 2 SREETT AR R

5 v MBI B T B EENRE

i3 AR K T H B
HIB AP

kEpES B E OLE & F B H
¥, O

i R

b=

FIBAFEUPIRE

E B

HAEBD S » OB X 5 BHE (¢
5 A, BEBIN, BRI oRMELRY L
(e it Lic, IMEHBO Y A A X —RT
v b OUE R A YT LS50 B # W iRk L AGE
I LERZERAL Lowry %, FEEIL Folch ©
Fi8:CRIRE, Bartlett I CRBIIRE %, K
RHAIZR= IS ARTEY 7Y 254 FD
EELFOEBIRENE L, 7Y a—¥Y
11 Anthrone i CER L, A HHEOMAMK
IR E To oo BIFE, PV 7YV EFAF
R ARG AETICS L, RERER e 7 A1,
BRI TR B ICERICET UIRERHER
T EMMFENEBRET o, 7Y 2 —
¥ RIS IR TH - oo MRFERIR
HofsRua oz, 26 Kiikaor
M, fEaafoeEr B bhi, O

e ZEtE X ) B ORIRE, Y 7Y

54 FoRimgbicbTbolBibhic,

FLoI=

RABZTCAIRT 4 — « €T ALTHYPOERET
DHALERR I OV T LT Efend, YA
br 7 —ERCTHEIL, PV 7Y T A TR
HPEHN, vA e 7 4 —HTH8R, AL
DOIEMAEE TSR IR T3 & L &6l
Lice —7i, MO BMREITHTOWTH F Y
7V EI4 FHAMNT5 2 ENEHIATY

bo SIENL FINO BEAMEIIC D\WT B bn
z, HTOMBEB IO TRET %,

HHR&SLUHE

HWAEBEBEDOT A AZ—FT v FEHBRRET
CREBEFAHEXGBAL, EBEIC e 880
A URE A #E L, S0R B L R
Licth, BWImBERL, R LTe 7 A, ¥
AR E UCRHEER, BfiE UCRIR%Y, T
%5 1 A AR Lk LR TERIN
Lic, ROl se L,
2. S LZEHRG
(1) HEEEE

£EHAEEKKPCTHRES 25— LD D
Lowry I X bELELT,
@ MEHEOME

HZHHREEFRTY 23— FLADD, Folch ©
FHcRIFEE ML, —MrigREine LT
WRERKFCTRREL, —ifik Bartlett #
X R ERYWEL, RV EF s e =
7357 4 — (BB DOWNEIT n-hexane ; ethyl-
ether : acetic acid=170:28.2) TFVY 7V &
5S4 FRGHE, A FV—vavEEBIhoTle
5 ml @ methanol, 2ml @ aceton dimethyl
acetal, 2.5ml ® H,SO4 # <%, 4A0EDH
HIPIC THILBRERIA v 2 X— b LT, £O%
5ml ® n-hexane =T 2[@HH L, FFEIA
TG X e 7otk, #IED n-hexaneT ¥
fEL, #AZw=t7J A (B GC-4B)iciE
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ALtz, C17 % IBEEREHE LT, Y 7Y
T AV OER B LV TOIRMIR % ML
o
B 7Y a2—rvER

KA 50—60 mg #30% D KOH TSR
#, Anthrone ¥iC X b lbAER L1,
3. MR

£ P % Gomori-trichrome, H. E. myosin-

B1 BUo b2 Y w74 FIRREER
1. SOLEUS

e e [ e

o
CONTROL <16

DENERVATION

2. GASTROCNEMIUS

c ci8 cs
CONTROL ] 16 ” cet | ci2 “m...

\ A
\ s,

| |

3. EXTENSOR DIGITORUM LONGUS
ci CcI8 €183

l C16 ! l cia: I €182 " olhers

H LR
' N

'
1

DENERVATION [| [

CONTROL

DENERVATION [ | [ I “

®1 EHOEHRL7Y 2—rvaki

CONTROL DENERATION
SOLEUS
TP 19.8243.61 23.69+2.70
TL/TP 1.114+0.17 2.1440.50**
TPL/TP 0.028+-0.0053 0.011+0.0031**
TG/TP 0.18+0.0025 0.53 £0.088**
GLY/TP 0.18 0.082
GASTROCNEMUS
TP 22.51+3.45 24.11+£3.21
TL/TP 0.641:0.22 1.944+0.65**
TPL/TP 0.019+0.0035 0.00204:0.0041
TG/TP 0.088+0.035 0.3510.060**
GLY/TP 0.13 0.074
EXTENSOR DIGITORUM LONGUS
TP 20.26+3.38 26.27+2.66*
TL/TP 1.02+0.39 1.78+0.37*
TPL/TP 0.031+0.012 0.017+0.0021*
TG/TP 0.0534:0.0011 0.283+0.062**
GLY/TP 0.12 0.075

**5<0.001 *p<0.05

X2 vIAMOLY 7Y w54 FOIRERKR(%)

SOLEUS
CONTROL DENERVATION
Cl4 3.611+0.96 3.06+0.77
01 0.9940.11 0.53+0.44
C16 29.12+2.87 28.48+2.48
C18 3.741+0.45 3.5840.62
27.33%2.53 27.31+0.36
28.30+4.88 30.81+4:2.53
: 3 1.871+0.28 2.23+0.17
C20
:2 0.431+0.16 0.25+0.12
0.5240.34 0.6940.07
: 1.06+£0.77 0.5540.51
Cc22 0.14+0.02 0.151+0.09
12 0.544:0.25 0.23+0.14
Y 0.7240.67 0.2340.06
C24 0.4440.26 0.21+0.19
0.661+0.23 0.724:0.66
0.46+0.31 0.96+0.93
C26 0.39:4:0.20 0.3040.20
: 2 0.3240.24 0.24+0.11
t4 0.30+0.27

%3 HEGO LY 7Y 254 FORBER%D)

GASTROCNEMUS

.CONTROL DENERVATION
C14 2.02+1.17 3.96:+0.98
01 0.75+0.33 0.40+0.06
Cl16 29.284+0.78 29.63+2.18
C18 4.04+1.20 4.161+0.39
01 24.6211.72 27.004:1.68
: 2 28.30+4.88 30.81+2.53
:3 1.75+0.35 2.06+0.27
C20
: 2 0.44+0.19 0.2540.08

0.494:0.17 0.48+0.24
: 6 1.72+1.42
Cc22 0.07+0.04 0.30+0.30
12 0.581+0.24 0.66+0.36
: 4 1.88+1.56 0.3840.19
C24 0.911+0.65 0.6040.45

1.341+0.64 0.69+0.55

0.531+0.46 0.1640.08

0.51+0.15
C26 1.324+0.49
:2 1.07+0.63 0.20+0.23
04 0.3040.27
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K4 BEHMGO Y 7Y €7 A FORRBIERGE)
EXTENSOR DICITORUM DONGUS

CONTROL DENERVATION
Cl4 2.741+0.70 3.66+0.91
01 1.5040.48 0.5610.06
C16 26.741+2.35 30.14+1.44
C18 4.14+1.76 3.84+0.35
01 19.77+3.80 27.381+0.86
: 2 26.5213.65 28.55+1.41
:3 1.43+0.43 2.03+0.15
C20
12 0.524+0.20 0.294+0.07
0.5040.26 0.74+0.09
: 5.63+3.14 0.39+0.39
Cc22 0.73£1.18 0.11£0.01
12 1.93+1.26 0.22+0.12
4 2.52+1.64 0.33£0.31
C24 4.53+£2.95 0.33+0.31
2.06%+1.15 0.41£0.12
1.444+1.33 0.1440.07
: 1.11+0.29
C26 0.91+£0.45 0.30+0.13
12 3.78+2.38 0.4840.37

ATP ase 4efo LHAURFMIBRH 2R T o1,
4. HETAE
Student’s-t 7 A FICX D ALFLL 7=,

# R

HALFHRE

(1) B%FEH : e J 2k OB CBifge
B ERBHCEEEZIRD ORI 2h, &
BHAE T, SR, BifhEE oA s
Bl ot,

DT oERNEME Th FhofoREAL
THRUEZER LI,
2 RIEHE : v 28 DA, BT
TERCTHAFRGOI > 2RI L ) HE
%ot
(3) FRBERRE : e 7 A5, RELMRACR, Digh
FEHOEIPHBIEL D IBHTET LTV
2%, BEEAS CIEHREE & BIEELERD b hieh
R (o
(@4 PV ZYEITAN:eT M, BB &
B3R T 3\ TR D 13 5 23S TR
I LVHERCED -1,

BY PV Y T4 FORREEER - TR
DN ED Cl6, Cl18:1, Cl18:2 Tho
Too MR EBARGEL KT L T 2 /&
BEBI oI B EER RS b, R
T, C16,C18: 1 IBRHRHCE VW THECS
Mol
) ZVa—rv: 7Y a—rvHRERE
HEC A TH0T, FNAERCRE Lici
», FIRCHIGLIcRERN L, PHETER
Licfiz A L,

F DR, L&TOBHRTE TR A
D35 BRBAA X BET LT,

3. MG

R HED AR D\ TR BUERGI R T 5 % 27,
iR T & & N, HiRERR R L%
1/4—1/6 FREE C, FifRbE R O MR HE R R 5
BREOERSFR oA I R,

z =

IBERRE U e B i R BT RE Le T —
212, AALDOFRE T 2HMBBACHEHLE D
DY, EFEHD I » P TCIOHEDLD? LR
Wi Biov o BAR DIXBARK BRI AL T,
WAZTEEE 7 b pbE ARG, BEREE & MR X
DRMLTEDY, FY) 7Y 54 FORREHER
ZOWTIE, WS & RARHORCHEER
ot EBELTWB, ¥, HHBIL, &
TR AR LI2F » FCI0H B OfFH & 5B
W, e T 285 BB, REREO £
T, YV eTA FRBAEHOR S 2R
B bAEBECEL, BEHERTIARELR
B bl -1, SRIDFHERD HAILFERITIL
BIgE, Y 2Z7Y) 4 FRREHRCEWTH
RO > BRBA L D b ED o T, BiRHE
onwTite 7 A8, REHRHTCRRBELD
LR DI O A EERET LTI, Y
7Y &5 A FOREBHR RGN E
TR ot, 7Y a—rYIEHRTOR
EBERUTH - kedd, NBHOIE 5 HBAE
FLbbEhot, TLREACOVCTUIEH
TR & B O FEERD bhi
Moto, —H, ARFEANCIIBRRE O
AGMIlaoZEE, e, 22haik, TEVHiaoR
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1, HEMBoNERBD LRI,

D EDERM L, RaEFcmLicry 7
Y74 N, fLENRENDE LD LR
BHEDHE LWEMENTED bhichs, BEEN:
D TCHHELTWADT, ZoMIELTES &
EZxbh, Y 7Y €54 FOREIMLGERED
FEREE 21T 5 ARV EBbhi,

X

1) HEHEHE, "R ¥, ARRTF: A7 45—
BRI OFERVICBT 5. BEIKEE, 21:
429-434, 1981

2) BARMEE GETEH VA + w7 4 —EORALFE
HE 1 EROGERCST A IEREEOLH
BEIprER, T : 665-676, 1967
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oA R 7 4 — OEERKHE L AR O T 2518

SR 2 FEEETTREGE

R 1IbE! (Pompe s/NR - BRAZEYD 3 FEHFID

BEIRAO N M AL R S
¥ A &F Ml = & F
L UEhThTAL L v T AN £

et e A NI A o < A
K # O ILKEP, ¥ L F K®
D FE L RATRAETNER P WS IREBE R R P BHARBIANER

E B

PERR Ob B ONE - AT o 3FEFIDORE
HAER 2 2R (b22 T R & L TR L, &
24, BiE14T, RIEF4-S2T R,
BRI B3 55 P R0 AL U i B S R PR e
DOHIMETER TS LD Thotc, LFIHT
RIREREAY, W2 Pl EHI O RERED oD, #i
BORE % BR E Ui, M CK W LERE~rp2
EobLR%»mL, HERTRHREEL S
<, DEN, L=z~ REed - b,
BRI EE O RALDOH 5 2 §iTir22~28
BRCER LTI, HOMABILHRE TR 36
LI GRHEPNT PAS X7 » A7 v 2 —&
TUYT B s B, ELFRISHT T
D7Y 2 —FUERIFEHL, a-Fva v i —
CIEH Y CIER D5.5~9 2% 1 {ET LT\
7oAV CRIER T, Sh i X AEBREKIERD
ERFHTE e o, X, FEOKMEIMY v
SERIULEMROFERIEENED HREBE PR
ESEAR TRy g

B ®

WEURIE (Pompe %) 1254 YV V' — A
FThHBYE a-1, &~z v X —¥ (B~
N x—E) ORI, £HFOMMCEED
7Y a—r v HENTHERETHHY, O
Fr 7Y a—rrEomksReBEL, o

B pH X iR L O a- v v
—¥iateohTws, TR 2HEED
KIBOBREIRBRT LIt -Tkb, 0%
PMEERMCIIFEROX L LTBEIhS Lok
NENTHD, NBOhTd BHEERTHD
Ma BI-Cix, Bt - BdE bciil - BFEE - O
s W T HEHETLTW52 2%, IIb
BIRIEDEL, BRUNECHEESH, L
UEHETT ORI A F e 7 4 —fEIC
Bilo BIKIEER % RT3 0T H 5P, I,
T4z OIb B FEGZRR L, FOEKIER
LT R A U TRE Lo THig 3
b,

£ Bl

3IEGIORIFF L 1 wR3T8%, BT
FAEPIDOWE L R NB, FEH 1 : 15F, &F,
27 3 » Ao, Mm% GOT, GPT, LDH &
Hx RS h, HAEROHEE, HrArte7y
—EBMWiEhic, TXTHAREXIZ, Z0EX
CRAIET, FZEHERD bhish - s,
OB ERRLATHETL T o, 143107
AU 585, £HBER»- XL, ®H
DWFBRED D A, TiERSEOHARZT
Teo DA, D o RBREF TR 35 % {1
L, BxdEgcSvTilsE L Tv5, fEH
2 :29%, #ttk, AKTER THEBREE X
fos, 28F W H)b T D YR & WPE L G
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%1 CLINICAL FINDINGS

Case 1 Case 2 Case 3
Age at present (years) 15 dead (32) 58
Sex F F M
Age at onset (years) 14 28 52
.- C Difficulty in Difficulty on
Initial symptom Easy fatigability climbing stairs standing
Consanguinity - - -
Able to walk + + +
Dyspnea at night + + -
Gowers sign - - +
Nasal voice + — -
Muscle atrophy proximal proximal proximal
Deep tendon reflexes } or — l or — l or —
%2 LABORATORY FINDINGS
Case 1 Case 2 Case 3
Serum CK (15-130 1U/0) 581 449 491
. Pseudo-myotonic Neurogenic and
EMG Myogenic discharge, Myogenic | Myogenic
ECG Normal Normal Normal
Echocardiography Normal Normal Normal
Spirometry
Vital capacity (1) 0.58 0.86 3.27
% VC 22.6% 28% 90.1%
Arterial blood gases
pH (7.4240.04) 7.30 7.30
PCO: (mmHg, 39+7) 78 74 Not studied
PO: (mmHg, 914+17) 58 36
BE (mM/], 0+2) +9 +7

b, WEOREEE, B{EEo Bk - BiEx
HWHEL, ABEO BEELZZH 1, EBEOHHE
F, HERCmML, EWLLPERTAEEEL, B
Betk b HECHERHPREY KR L T
o DIEEE, MRALOE(LD 1 ABEEY
< DBELTWIEH, 32X ORFERARLD DA
Beric BT U7, fEBI3 : 567, Hitk, 3—4
ERML VL EBRTRRCHNAD LKL,

FAEF X D EIAEEL e b, oLk
BT Ui 2o FEEABL, HHBGERLER © fE
T, HZEMIFWRTH BN, FRREEEIT R,
wie, ZEADOERBERSELEZ 2R T, &
i CK {HREE~PEED EAZRL,
R T RS & Boten’, 14Tk
pseudo-myotonic discharge 23, Xftho 1 fT
BHRFEEEESREL T, LRRRCD
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= a2 —TIR e, OFEEOR RIkiEy
Havleh - o, MRS RERHA CLEEIIR O IR AR
L RDT 2 TR\ C, MlifEREI122.6~28%
EEPET LT, X, 02Tk AR
I DEYIR I 7 AT TlE, W7 >~ F—v A
W BT H - 7o FEGI 2 TURAM M B PRAEEA
T, U vAERofakic PAS BittozefiaE iR
oS

FHERUHER

SREGI & b ABEr = i S BRI SR &

D WHEBRE AT, B oML A R OEAL A
THTEAT - oo MBI AIIBRA T 3 fidkic,

®1 EG]1 OKBAEIET ARG, i i o iR
MEDBEL, 2RI TG g -
Tw5. H & E, x200.

WFEHENT PAS XUXE 7 + A7 7 X —E T
Yed % Z2fad B tc (K1 ~2), (LM
MrCix, £B3WCWRTIOKE, BFADZFY) =2 —%
VEEIL 3.6~10.6% (EF1%LT) & ¥
LTEY, a-ZnvavF—LiEEY @gET
EEHD 5.5~9.2 % KT LT\ 7ehs, kT
RIERW THotee X, KMo EMmER LY
VAERE T, FIEOBERIEEERHE L,
KEGI 1 CTik k2 B & MR E OREMRER O1E M
K TFEZRLIS, MoREIRREZELEE LR
ik LI (F4), fEH 2 OFRFITES
LRI OIEHAR T2 T DA bhieh -
fo (#5)o

B2 FEG] 1 OKRERPUSHFG ARG, TifRHEN 022k
BV » A7 » 2 —EiEEEEL V5. B
73 R7 & —+H, X200.

%8 MUSCLE BIOCHEMISTRY

Controls Case 1 Case 2 Case 3
Glycogen content (% wet wt) 10.6 3.0 7.1
Enzyme assays
Acid maltase activity { 7.3 +2.20
7.29+1.57® 0.5® 0.67® 0.4®
- % activity ’ 6.8% 9.2% 5.5%
18.1 +5.1@
Neutral maltase activity { 9.1541.41® 16.7@ 11.7® 12.6@
% activity 92.3% 127.9% 69.6%
Neutral/acid 33.4@ 17.5® 31.5@

{@ nmoles MU/mg/30 min
® mU/g muscle
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&4 FAMILY STUDY (Case 1)

Acid and neutral maltase activity in leukocytes
(pmoles MU released/min/mg protein)

Neutral

Serum CK (pII{\czifO) (pH 6.5) Neutral/acid
Patient 581 12.8 45.9 3.59
Father 306 271 52.0 1.92
Mother 143 35.1 69.3 1.97
Brother 161 22.2 59.3 2.67
Sister 553 16.1 46.8 2.91
Control 15-130 50.9412.3 70.2412.9 1.38

%5 FAMILY STUDY (Case 2)

" Acid and neutral maltase activity in lymphocytes (n moles/10? cells/hr)

Serum CK (pé‘ c‘ifo) (Eﬁugﬁ’il) / Neutral/acid
Patient 449 0.4 15.5 38.75
Father 126 4.9 8.4 1.71
Mother 77 7.2 20.6 2.86
Sister 77 4.7 11.1 2.36
Control 15-130 13.3+2.5 43.11+9.8 3.24

£ =

S UBERUR Ib Bo 3EMME, T
hd SESELR VIR AR - i
BFRUOEECHRTHERYEL, BRI
FETOBRBREEFREG A e 7 4 —iERS
RUEGREBLEDIHATH1, UL, iE
F1 TR XY BENZED LR, X, Ef2
T AHEX L, pseudomyotonic discharge %%
Hb, KMy v IRofafkc PAS Btkoze
faxRd 5%, BERERYREDLEITRIFEL
T2o WS AR X o TREZMICE - T
WHY, BOABLEHRAE TIL, HE RET
RIS o TFERIL TR, BE7 + A7 7 %
—ERENBHICERATH - 1,

SHEFFR 26 (GEFIL & 2) TREMOHER
RENEEXZT D E 0T ETco T,
=D 2 FDOTEEDETHALIIY, Gowerssign b
1<, REFOBTCELTHHEMTLERYE
T, BEBRARLDRGES3 L9 b X {RichT
Wic, =, BiOELENRETIESY) =2 -5

Substrate MU a G 1 hr incubate

VERROEME: 7 va v ¥ — ke, R
AEDBHH LI FlE O RERRL, =
NHI XD BERIER O 2% oFPL RET H-
o

BFEGIF 2 Flic B\ C, FRIRWBLADOREHRTE
PEA RM MBI MR LY v ABREAWCTREL
TW5bHH, EF 1 OFRBETE, BEOHRIEIE
CRELTVD S EXHB L,  OEFILY
Ay X b M CK firm <, HEEREHLRT
Ve, SEOREET X b B OWERT
Hb, 8FDBEE, HIMETEOBKERL
Wi, SROTEFBRECEBEAZILDELEZD
n5, K, Ty vSBRIL T OREEKED
MNECXVEETCELTF 201805 ENT
LY, RKirodho BEPLRREOZHILE D
DTEFREEZE LIRS,

FEH

FEIRW ITb B 3JEFI & L, 3 HIkd:
TRETH B3, 2 PICIREDOIFRALAN R
b b, HREOHIIFREYNELE Lic, HAN
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ZY) a—rFUeaREOMMREYE a-Zrvavy acid maltase deficiency. Arch Neurol 26 : 344,

—YOFERETRILEACALRER, Zhbo 1972
B L EREROBICIT, HicBBiRE» bh 3) Trend PSt], Wiles CM et al: Acid maltase
fedn ot deficiency in adults : diagnosis and management
in five cases. Brain 108 : 845, 1985
X it 4) Matsuishi T, Yoshino M et al : Childhood acid

maltase deficiency. Arch Neurol 41 : 47, 1984

5) Shanske S, DiMauro S : Late-onset acid mal-
tase deficiency : biochemical studies of leuko-
cytes. J Neurol Sci 50 : 57, 1981

1) AR « AAHEHEE, BIRODOHHEA
P, #EepIESRIR, BAERFHMML, B, 19874
p. 78

2) Angelini C, Engel AG : Comparative study of
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Javry PRI BERRE
I-D AFEMBIAMOT7s—ENTOIIEF)

Br A b w7 4 — OBRKFERLREROEFCT 5%

PR 2 FEMREESR

GRS A o7 —fERB T 3 EREEER T 2%
5528 BMRERC O T

)1 A & W

E S

W FERDNEH

EEPEE K B R T, K ROHEKRT,
H " T
kW A H KB T

AmE B T B

=
=

&
A B
N

R 2%

A OB OmRT, E Ol & A
R FERDMNER

E 5

RRESH LA+ v 7 4 —RE18GID K EHEEI
DWTHE L, EFERCEST2HBERLS
AT C 55 % o RIFBCRREEES 1 4/18
O, 22.2%, EEWEEOMBIRS WKL THD
— BRI R L &0, 1o ko REBEGIL
10/18 i, 55.5% &, FF LA R GHEEREE
RO, WIHHEREETR O 5, BHEIK
B, NS 3 EMIRL RoOBHEERE (v RE
REL TA, REISREL At, SEALSIRE Ap), E
BRADFHER TR LLIRL, LRL&W A
Holze LLIeh s, ZhbOFHEHEREE
Ff R IER RS C, BEmoREIERGE, HWIE
FERRC T 513 ERFE  Olloh o 1,
FIRCRT, BAE 8 ~20 T S b &\ o,
BRCEHEEO RELED I Lk, FHE20
AL O B R EEROFEL N I,

B 8

RS A b r 7 4 —iE (CMD) i34
HEHURELE 2 bR, HROBHBHRE LIk
N R RD B, T OFHMIBEFL R
R EE 25, HiEIR 41X CMD OERKEFE
HWeEs—B & LT, HHIETORIE, ¥
R L, B FMREER, fimE R,

B0, S EYEHHAECED I L2 RE
L SMENZ, EEEEoX R Lo Tl
E15,

HREFE

ﬁ%kiﬁﬁﬁ%lﬁkd\}ﬁﬂ%ﬂéﬁﬁﬁm
CMD I1#164 (596, 74D, I -IVH
201 (&) TH5DH, WTFhdHEBICEPRELEE
WDichote, WE, e ~vF—FHERID,

hallucal
area

hypothenar
area

thenar
area

Fig. 1 Diagram of Palm and Sole
a~d : digital triradii,
I ~IV : interdigital patterns
t : axial triradius
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fBr, R, REMZHINL, Penrose Dfnfh
BHY ey, REPY b L1 offfiic
DE G Lic, RIFHEMBIBIE i, AR
%, W%, ELERDBOT, EHEKEREOK
BHEhcx, EEP, 09, MES oGy
v, BLhlcEATHRE LR,

B 2

1. RO Hr : EAH 1 ~5 fHDigkoil
Rk, HAFHED s arch X574 <
<, &1, 4, 518D radial loop 1X52¥% s
Mote, KRGO OMBRIL, whorl 4%
$70%, #55.6% LXIR (F347.7% & 40%) 21
RLEWBERELD - T,

2. EROSH =X a DFEPLTFL
SHTHDERMANBIRRTCRDLL EVD
¥ et RAY BIRTIRS/IBIC AR bivt, $5H
frer, HHIEEBLE D TERTHEHE /LR
WTHBH, BRIFTAFAL LRI, HII
EREUIEF TR ERTH B, R 3/9flic
b, FHEREMHBTS & Lxdil,
Z LW whorl 2 EbHTENRTHDN, Fit
hZh 1 @ le, PMEREUTIET X RER

& [FlE% arch ulnar, loop radial D&% FZ¥b 1z,
=8t GELD), ¢ (PR, ¢ GEAL) ofr
EIX, A atd X - TEHKLI Penrose #:&
Bom R, B=X, §33HEMokRIcL » T
EFE LIc Walker B CTHRE Uic, BIEARRET
HH UL U AR DEN 0T,

3. RO EFERTIE, loop distal,
loop tibial, whorl T90% % 5% % %3, CMD 1B
CiX arch 23M/18%1T, RRHWHRIN D - foo

4. FEOEMR : HL 1 FITHFCIEY
KRB, 5 RE— Bl 1 il ED e
jo f:o

5. ISR REHE : AH°, HE? 50
REHEREREY, —HEELTERLIIRLI,
PN (EHEROHBR1I B TC1H
HTH AHERF L HAEZIND), 1) 635LL
Eoarch,2) #1, 4, 53§D radial loop 0/18
g, 3) 82, 3, 5HEEMO=XDORM, 4)
5 2 R, 5) REFEREL (BERISIRE AL, HESU
BRAC L, TA) X zh £ 1/186, 6) #5548
H—JRiER 0/18 4, 7) RHREREL 2/18 HICFR
Bz, Fre—BRE (EFREBOHBIES
BB THERD S VB ERE LV DITR)

£2 EEEER R L REERE 0TS

B ® m R

R & # A W

SRk DN p-, +8, +8p, +9p, +1dq-, +18% +18q dist, r(2D), XXY*, XXYY*,
. XXXXY* XXXXX
i TAREL DHE I 5p-, +8, 9p-, -+1lq, 18q-, XO

4 - 5 iaREURHRAL +18*, +21*
B 1 s pUREREL +18*

BIRERERS +4q, +8, +9p, +15q-, +17p, XXY, XXXXY, XXXXX

=X
+21*, r(21)

F 110/ BISREL 5p-, +8, ~9p
5 3 35 THIRRIREL +21*
N

=X (b, ¢) xkfm | +8p, +9p, 13¢-

4p-, 5p-, 7q-, 8p-,

+8, 8p-, +15p-, 22q-,

+9p, 9p-, 12p-, +13* -+15q-, +17p, +18*,

XXY, XXYY

HER SRMISIREL +5p, +21*
B e ke +13* (GUUFRELD = & $50)
B O® +4p, —4p-, +4q, 5p-, 7q-, +8, +8p, +9p, +13* +14q-, +17p,
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60T=123.28—5.73Age, r=—0.639
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T 2 3 4 5 6 7 8 9 10111213 14 15 16 17 18 19 20 21 22
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E1 Correlation between serum GOT activity and the age of C. M.D.
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B2 Correlation between serum GPT activity and the age of C. M. D.
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B3 Correlation between serum LDH activity and the age of C.M.D.
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Bd4 Correlation between serum CK activity and the age of C. M. D.
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100- P<0.0001
501
BE6 Correlation between GOT and GPT in
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Case 1

Kinship
Age when last seen

Birth weight (g)
Gestational age
(weeks)

Birth trauma

Parental
consanguinity

Hypotonia since birth

Contractures since
birth

Contractures
appearing later
Pseudohypertrophy

fo calves
Motor development
head control
1roll over
sit alone
Speech

Convulsions

Serum CK
(<1301U/1D)

EEG

Muscle histology
(Quadriceps muscle)

Female

Sister to case 2
2 years 5 months

2,782

39
None

No

6 months

Convulsions without
fever

86,360 at birth

No paroxysmal
discharges

No biopsy

Summary of Clinical Findings of 3 Cases of FCMD and a Case of non-FCMD

Case 3

non-FCMD

Female

Sister to case 1
5 years 3 months

3,290
39

Strangulation of the
umbilical cord

No

Convulsions without
fever

9,700 12 days after
birth

Spikes in y-parietal
region

dystrophic

Male
Second child

Male
Second child

(Older brother is well.)|(Older brother is well.)

2 years

3 months

15 months

Convulsions with
fever

3,478 at 6 months

No paroxysmal
discharges

dystrophic

13 years 2 months

(dead)
3,200
40

None

No

9 months
12 months
9 months

normal

None
239 at 3 years
normal

dystrophic

K1
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2 R, PREIRIEZAT T 1 MR TH - 1
Ny, K EIMAELN W b, JEtiER A
Pl XL OE SR GID AF OKAHITA 4,

égl TR, SO, s it, T
Uk, LB slow twitch myosin, [FE¥
fast twitch myosin Hi{AD iyt

30L& 110 TH -1,

DMD I3\ Tk — B 7 & b, MifRiE
DA, Wi o FIAE, AR O RS A2
M- B L OEAERD I, BIEICIHRAE
D WHFCEL, T LABRET fine 7ciRifi(br
Wohte (BE2), Wifgdto KRR 1,
L P h b, TORBERICE ERIL
<, WitRHERI D BINEE L I o 7o, K1 D
m<, APMEEEM O AF X 1, 28 24,1300
KTy, WL &b FERD iz R L
foo BRERINEZL (B, HUREEZW (M%)
D AF 3@ H % R L, %ﬁwmﬁ%
R OETH b A HRICE EE L2 <,
I DL BIETH - 1o

LG TGO SR, NFERERAE, 7
AES R, WEIE, T B X O LR 2D
L, FSTFAEZ M DMD I L BRETH D,

l\J

ST ORI O TR S BORIE L T Ui
(FH3),

AF X DMD & 2iERETHH,

EE2 DMD, 1885, TREAGO HE f.

Type 2 (A-F)
3004
= -
L
200 L
.
. o
1004 .ﬁ o=Cricothyroid muscles
N m=Posterior cricoarytenoid muscles
®=][nterarytenoid muscles
C=Thyroarytenoid muscles
0
T T 1
0 100 200 300
Type 1 (A-F)
®1 DMD k24 MANESTD AF
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\

e

o

5

T IME SRR X AR DA 7R L 7o,

MyD B\ TREHOFLEEEETHIK
kRAE, ViRHERORIVG, (FHE4), Wik
FEA AL X O BRIk DRk 2 R 7o, INMETR
IR DR e 5 Tk D, B L -
Tix PMD (b URERA#k D BE 5 X OSf#R#ED

BB . L
Bt HE, TEHL slow twitch myosin Hifk
e SEN

D T - 1o

ALS TUxIMEERRGM 35 X OV SE G C i 255
DFEENRIL > TH D, FHIMRRHER O A4
U NAIRERAE, BEAEZEE, WAMRAEER
I O BB o0 R I A 254 | X R IR e 2 A
T S IREGID % - 72y (BE5), BRIk
R I UM UL S h s b,
KEEAEZERG 12 R Teh o, AF 12£61T110
iz, AR £FT300L ETHY, #®
FTIR1000% 8 2 ZIEGIA b 58D Bitic, Mk
MEERZ 1, 2L LI bhBM, £

o Cricothyroid muscles

® Posterior cricoarytenoid muscles
® Interarytenoid muscles

o Thyroarytenoid muscles

Type 2 (A-F) 1600
1400 .
1200
1000
N
-
g0l ,
500 s
H a
.
400 oo, a
= o
200 ° >
o
0™ 200 400

600 800 1000 1200 1400 1600

Type 1 (A-F)

&2 ALS k)5 KEHGEERTO AF
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Type 2 (%)'00

80

40

20

|

o Cricothyroid muscles

m Posterior crioarytenoid muscles
® Interarytenoid muscles

& Thyroarytenoid muscles

20

60 80 100

Type 1 (%)

&3  ALS itk 5 AR PIMERIASS D HERU R

2 RFRMET AF QEifi "L, Fhol, 2
TSR D Ho kit 2 P\ T 2 BUARARAEBERL
THhote (F2, 3),

z £

DMD, LG, MyD ¥ X 0% ALS H#IDN
MR BAAG © TR AR % T > 7o DMD
TR—ERCL, WEEGOEE B
Th 5 EERHREESHE YR, EFER X
U'HRIEGRI O EFITREEThH - 2, DMD ©
MR ARENE, MR OLEER L AR
HWis&GROETTHDMY, FRAGE LT
ORGEEFHOEWEZEHA RIS THEIRYTH
D, TR HE LR S SRS,
IERROREA, REWHTR LOHTOLROHE
EARLAREEE 2 bh, WIRERERER
RTWicEHERI IR D,

LG T fiifRflEobids, BIEL R, AF
ftid, DMD &[T H-7d, DMD L
WL MBS EECh Y, Mo
WHROERLFILTWELDEEXBRD,

MyD THLEEE TS B0, 1
HED KA, FHERAEST 2, AERAE D MG A
R, Wi X o Tk BElik s X ORRfEERS A AL
R DREEIEEETH -t MyD TEHRZHlI
ERENROhBENY, PREGOEEZER B
HERATMELOETE &b, MREY -~
NTOREEIC X ) PR Ih BRI RS S h
Too FEF « BRI L L SEHRF IR BN
R ERE PR,

ALS TR Bk < KD MBI kg
R TR0 bhvt, HZEMOBRIEILR
FER & D MBI e, BEHAIRD BIETH-
Too E KGN CRBGHERN L SR,
MREFEZR/PELTWD EEZLRLH, W
SEAEFE FIBA KRS L SRR O BB X b LB e
B, EDXS IR EOBEREL TV BN
HofrEIsh T3,

S EIR U i iR B 13 5 N TEEG ©
AF 1%, Hifizbk< ALS ONMEFICR S &
fEC, ®WT MyD THb,DMD & LG it &
LI AR THEMEETH - 7o, MFRRTIEED
AF IEmE B2 L, £0Eiy
RLIeD, FEMRIFRETLEF OMERIE
B fe I 3 R el 2 /R HEGI L 3B btz
HFHEREFOLXREL, Tho2RELT
F R AR BT 31 D MR TEERRE o SLH 2 B AR
THEZENLBETHD,

X W

1) HFA—: v F NIRRT ORI LR,
MEDR, 2:99, 1990

2) B, f: Duchenne Blfiv A brz 4 —D
EREERL, KAV o~ 14:591, 1986

3) Arnold G, Catherine SA : Clinical speech synd-
romes and the developing brain, ed. by Russel
J1., Wanda GW, Neurology for the speech-lan-
guage pathology, Butterworth Pub, Stoneham
1986 p. 233,

4) §i 5 REREC A b e 7 4 — O &
R Ao MMENEL 24 : 289, 1986
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B2t e 7 4 —OBRKRELMEROEFCHT 5%

R 2 SFETRBE S

gad-mdx # 7V 3 =—2% 2 b v 2DEFRREENTIE

#OA @ W

g B

BT SR BT ER IR B 72 i

kREREE R

#® #% & MW =

ATMBERALLFE

BE ®

mdx =Y ARGBOTA w7 4 — BB,
gad = U ALFRER & RBMRERTOZLEY:
HRTIa-ZVERTRAT, ThERXH M
kbR JOERAELSERIEYT5, SEIH
RYADETN I 2= BV P EHERTHE L
B Li-DT, ZOEOERES X OREG
ZOWTHRH LcERIZOWTHET 5,

HEEFE

1) 1984 AHBRF THRIN gad
< Ak, 19844 Bulfield Hic X - TRRA R
72 mdx = ¥ A AWCGRENEHAC X D gad-
mdx =V AYEFER LT, P CK % mdx

®, pgm-1 DREFH gad OEFE LTHEMH
&R LT,

2) gad-mdx <7 R O RERR & EETER
L LLIBELEL,

3) 50D =Y Ao, FEEESE, iR
¥ X ORBARE HIEEERL, REASFED
BB LI,

# =
1) FBRK&

HIEORIMIFE (B10 =7 &) ZH~RB &
FHoTWwb, (K1), BIFISAHGA, 80H
¥ COBE TR LM CREN T L RD
Tl ol
2) WEBESENTR

OMEEAG - BIEEFRAECPOBE b - i
BN A L LTIRET S (M 2), ARMEE
N4 LR b5, THEHRAELILKGRHE
R+ %, NADH #&(K3)° ATP 2

B4 T
%4
o wd T Control BIg(M+F)
S 2 L
2 20- o e T E2d k(M)
< PV ~
0 184 K4 \\
’
g 161 //// SO
" ."" gad-mdx(F)
124
e
10 e
/
8- T T T T T T T r T .
20 40 60 80 100 120

Age(days)

B1 gad-mdx = ADEHEMIR. MR (B10 =Y &) L H~5 LTER L5,
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B2 gad-mdx =7 ADOKERPUSEF, O i
DEFE, k%, MlaRiEERES 5. HE Yt
350X,

S

B3 gad-mdx <7 AD KR, fiber type
grouping iR 5, NADH %ty 350,

Tk 2 WMo f#fEss fiber type grouping # 7R
ED

@upeR W, FEE KM
EEH RO, AEMRED =R v aEIEY D
BRI T B L7 ARt o R TS
4.914+1.40 pp THIA (5.31£1.90 ) ICHEXT
/ngk\o

QNI : L, Hili, B, BB EERDL,

zZ =

mdx ~ ¥ AL IR 75 K F 0 @B fEsE
AN, RERINORE LR~ 7 A L[FH
UThsbn, HiORBMAMKFIRA TR, HiR
HEDBTE, AR, Ok MlREELSE
T AR 5, MR RICIT R DI,

—Jj gad =V ATAEREK 80 Hih X b firo
5boE ETFROEBEEY BT 5, WA
A INTUI R & R PR R o 2%
RBDD, HTIRHRFEEE T 25,

gad-mdx =V A%, BIRBTLREHETY,

ZOWHE O AR B EOC LR IR
7y, LSIERE L7250 H D gad-mdx ~ 7 AT
1, OFEH MR RICHNTEH > TW5205
IRV R S AL 7o 7e 0, OFRERHLER
FHNTIE, VB CIER ot o5, Bk
Bl bh, AR OBRAEDL &0 T
mdx ¥V ADFPRE L A—DL DL HE 2B
%,®gad-mdx ¥ 7 AICH bR A FROLEHe
i @5 (axonal dystrophy) (L& 7eh - 7=
2, THIZEBPERICIAZLDOTHD, 5%
Al B e R T UL, ChHOREN
HB T A EHEA K E L, &A= Y AlX mdx
L gad OB EX5E20TW5 LBbhs,
mdx < v AT FY e GifpiEHEE» 55 D
CHME T ORBLLHET AR DRV, ¢
FOFOA MR T 4 —LIRENED, LT
L ORI E T LEME DL DD
BRELTAR=YADERINIKEEL DY, &
B HIEREB TORERELTTHTP LT
ETH 5,

E =)

S50H#D gad-mdx #7103 = —&v b=
A O g A 2 R BRI RR L 7o, VUL
IV TG FE T WRRAE O M & ARG b,
mdx ®VADENEF—DFRELE 2 b,
gad ¥ U AR 7o RIR O A MR R (2
RDIch o Teh, ZhRSERE L=V A
Eh ottt ExbRD,

X @

1) Bulfield G, Siller WG, et al : X chromosome-
linked muscular dystrophy (mdx) in the mouse.
Proc Natl Acad Sci USA 81 : 1189-1192, 1984

2) Yamazaki K, Mukoyama M, et al: Gracile
axonal dystrophy (GAD), a new neurological
mutant in the mouse. Proc Soc Exp Biol Med
187 : 209-215, 1988

3) Mukoyama M, Yamazaki K. et al : Neuropatho-
logy of gracile axonal dystrophy (GAD) mouse.
An animal model of central distal axonopathy
in primary sensory neurons. Acta Neuropathol
79 : 294-299, 1989

4) FLEF - IR E. R s L OYERE, 1
B (RIR—%, #AiESRiE» i), SO,
Hint, 1989, p.294~304
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oA r7 g —OREKFRELHARUESCBET 59

PR 2 SREED AR T

[+ F0v a7 | ORbEHRE

i A A B H

EERVAIES L R R e
kAR B ol & Z, i @ M F, kaK 241
O OB, % R = O OF MW
ESLRRIE R R

E B

T E CTRAIIERARE BE ORI
W7 % R LB L e E 2 bh T
B ERGEY P IAa7 | & B LTRSE
LTEl, SEPREEORRIRE Y + 5
A2 T DRBERAOBEFCOWTRF Lico T
WET 2, ST MBI 5\ T19854E L b 1989
F6AFEFTRETL, BRI,
KoL DIBIBRALO SR E L, NEEK
BRMERGEYORFORYRML T3 &%
2 ONHIEMEMRBBE2UBIE L, 2hb
DX RBEF O E, FHIERIEIEEE D R
EIRBEED 2 7 OB EIZOWTHRAR ML 0
[ %52~ + 7427 ) it Hugh Jones 4335
A E Lo RREEHBIE 1 2 AUATIIz L
AEZRD BRT, 1 7ANUETHED bRt
PR =V b 527 ) ik BERrPREYE O
ROBREICHEL T3 & E2RB IR,

[FL&HIC
41321979 X Y Duchenne LA+

74— (LUF DMD &Bg3) BEO R
mRE [MRGry Ira7 ] 2RDTHEE
LTC&ERY (FE1), 2Dk ALS X of
PR « ~ OB ARLEYRTHHEBTLR
Ddbhiel &b, FFREGEY R L RE
EMTETHD EELZBIDY, ZhETikt
v b F a7 OB & RO Rt
DHERIITRATH oI, FHPALRT 4 =2
RPREBTRERC L ARTRERS D, F
FORT DI XKLL TS EE 2 b A ER
PREBYHEE L Tev F 5427 ORI
WA B Lo c#iET5,

#¥OR

*E (F2) RENEEMERERRECE
CT19854F X » 19894F 6 f ¥ TIZFET=L, HiHs
WCIPREFOBREEA % 2 D Bl A428 % %t
BL Ui, SEERIT ALS oA e 7y
— I EOMBMHIEAEIRE, IORERTRER
SERF ORI EFIZ BRI L, 2488E L, &
N HOX G EE T O X ERE O RN &
MDY b I A2 T OFECOWTERE RN

#& 1 Duchenne Bl A v 7 4 —BRFHOLY F 54« 27 (LD

v FIAaTEL
3% 53]
BABRR hHAs
MGG | 39/47 (83.0%) 33/99 (100%) 29/31 ( 93.5%)
EOT 4 5/47 (10.6%) .| 5/ 5 (100%) 1/ 3 ( 33.3%)
Biti % 2/47 ( 4.3%) 2/ 2 (100%) 1/2 (50 %)
T THIREA 28 1/47 ( 2.1%) 1/ 1 (100%) 1/ 1 (100 %)
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T2 ERASERAER A S 5 AN &3 ik FER 6 LAV BRI, A5 2 - 9 uh

24t (e AR <) 7 25 e BRI L v i
() Pk 157 ALYt « HKE, Gomori @ b Y 7 = — 2B Y:
/g 9t PAS, oil red O
(2) I 66. 8% NADH-TR SDH, MAG
(3) JEREEE CCO, acid-P, alkali-P
I B2 A NSE, ATPase, AChE, “#off:
il 501 T B R
PHSEPE M5 8 371 ’ -
gt ik 21 -
Wi%s - = ofts 50l e
S I 3 8 5 *
£ oAt 17

— : P& O IER 6 WERILANISHIBT L, WA
IEE HICAEERTHH L7z Y X vz vip
VTR A SRS E LT D BRIGHB AR B
BRlsE, 52 - 9 BhRINGE T, Rl B

1 [y b 727 | OFRY A
I NADH-TR, £il- Gomori ® t Y 7 » — 2%y, A F cytochrome ¢
oxidase, £i F ATPase ¥iff, /-0 Gomori ® + Y 7 v — A%H:T homo-
geneous ([ZH (i Xh, FoOfhod oxidative enzyme DY TIRENETH 5, K
VR —#fe A s 3o
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W 25% 72 —AT AT FIETHEEL T
Who 20°C ICHHILI- 7Y A A2y MICT,

JES 8~10p OifEIh & {Fk L, H & E,

Gomori D + Y 7 v — 244, PAS, oil red O
Yt o AL F Y0 o i, HERAEF Y@
“ L7 NADH-TR, SDH, menadione linked
a-glycerophosphate  dehydrogenase, cyto-
chrome ¢ oxidase, il L7 L h ) 7 4 A7

A& —+t, THFL2Y vILIOY non specific

esterase, ATPase (routine L0 pH4.6 ~
74 A7 4 Y7 — LY iTT

1.3 TRHALEL),

B2 68T LA MfifiE s (B

(F#3) LThsn®

MERAGO+Y F 5027 | OWETFN 2 5
17 Y712 H&E %t % 721X Gomori ® + V
7 m— A2 T homogeneous 124 (h X4,
oxidative enzyme 4Y:{f i T [P ks A R
DEEDOLE b T a TG L2 LT
gt (K1),

B2 0k il D Food WEIRAS 4 AR K 2 1 )]
THLE L 7oAl Bl O WERTEEAR T %, KD
Gomori @ + VY 7 v — A %58 Tk homogene-
ous IZYsfh X, 470 NADH TR Yo Ciifa

Gomori @ + Y 7 r— 2%7:(/7)Clt homogeneous 124 X4, NADH

TR (F) Ttk iR

=3

43R T Lo lilisaib s (Jik)
Gomori @ + ) 7 v — L%
NADH-TR (£i) Thatko

%

(
oy

SN — D #R A

1) TlX homogeneous 7¢ i/l Hih ¥,

C.t.if-f.t\’) By
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R4 MEBEAGIOFER - B - EEHRE

IEG | Rl | tER HHRE v FFAaT | RIEROHH
4 62 5 foalif (+) #3» A
5 70 5 BEgE - Mk =) #12A
6 64 7 Bt -) #3380
7 67 % AR HELE +) ¥ —
8 68 5 KoRRE S - i L
10 78 } MRIRSE « kGt +) ¥W5sAA
11 71 K'e .COPD +) #We6r A
12 61 5 B - MR +) 7 10
14 63 5 Riligk % - Rlite CP) $exrA
15 72 7 At + ¥ 6 1M
17 67 'S PEIRIA » TEMANEL] =) ¥12A
20 58 © COPD (+) # o2 4
21 71 5 lASEL « BhtED +) # 2 4
23 90 5 lifst% - A0S ARIESS = M12A
25 45 7 R ARAE + % 4
26 62 5 s 8% - MhZEREAE () 79 3 R
27 65 5 ifs 8% - M EEIE (G 7 FR
28 43 5 fifiéa =) %9 4 38R
29 85 k-4 ik - Btk O (+) %3 4
30 68 95 fitidiz + #¥272A
32 77 & BAREE - Mfi% (+) 95 Mk
34 64 5 fifige = 5 B [
39 56 5 SRS - 10 A [
42 78 5 PSS - filE M2 + #12A

&5 FEl-HHEEvrILaTORHE
HME ey AT OHE
2750 277 L
B 717 8
i©tE 77 24
(N.S.)
EELY P S AaTOHE
a7sy | avmu
Fi 68.1+10.7 ) 64.9411.7
(N.S.)
£6 HEALOMME LY FFA2TOHEE
N sk omil ey by a7l
o 17HHUAN 006060606600
000000 /Ly |@
o0 | LN
00000 | 14l
ugl | & &t 101

HOFHFNELhD, KEFI TRV F A=
Tk EHE SR,

X 3 43 fifi 35 o 7o FER A FEAE # 4 B8]
THT L ICHES O MREESAR Th 5, £E0
Gomori @ } Y 7 » — 4 ZFP: Tt homogene-
ous /¢4t 7z <, 5D NADH TR #{aT1,
EHEDOHTIEALRT, vV I aTiEEE
HE S hic,

it g

K ARG BE2UGIOFE - R - LB
ORI D Y P S A a7 OFERRL
Twb, HRIZEY F 543 7REGALART,
PG I0MTH » foo HBBHDLY FF 1
2 7 OFE LR BOWERMT oW THRETL
THE LB EEELRD o1 (F5),

% 6 X Hugh Jones 43 ¥14 EEBL B fESR HIBL
BOWME Y+ T a 7 OFECOWTHRE
LcbDTHD, £V b F4a7EELIE
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FERHEE L A AUEEE LT, B
21 A2BUATHS &5 EAVHIBL 7,

£ =

WMENIFH A+ r 7 4 —BENPORRE IR
RGOy bIra7] b GHEFRTREE
HKHALRDT ENHBL, [HERHOEV
FAa7 ) IEREEHED I DTBERE T,
T ORERFBRGABE BRI NEBT 5 b 0 L8E
T ¥, ERIICIE Ciesielski HIZ X bk
ORFREEMTE LRI X b REEOFT RAER
WD b L1983FIBCRE IR TV B
P, TORBABMIHI »AEREIh T3,

DMD HBE D KBS TR IMTIIPHR AR L%
ELTxh, MR EFREC b5 & #i2R
Ih, T IRBED AR M IE R O
overuse DREEFPET L LXEZBRB,
SEDOFERL DIZ—BOTFRRLEBETH
Hugh Jones 454 EELL EOEBRA#EL T2 5
BEDOER T v — = v 7 OB OEEIC
BAG B EALEEE 2 H5h, DMD B#%T
BILIEAEfThbThE b L E 2D
hise

¥FeL&B

AR R R & LT, MERESAEIR Ok
FfE e [MRRFO LY F A 27 OFECD
WCHEH L, RO 427 ] 1%
Hugh Jones 43814 L EOMFRRMEHTE 1
PAPBATRIEBEA LR DAY, 1P ALE
TR bte, §EIDHRG CIXrERE B
1~3HAUAR ROy FFAa7 ]
NREBETHZ ENTFERINT,

X M

1) AR, HEWNS  BEREAC core G2
®»7c Duchenne BfiArm7 4 — D14, #
FEPIF, 12: 495 497, 1980

2) ARME, EIHECS  FPRFESCRB € b
na7, W LJERR, 36 : 137 143, 1988

3) SIFA : RRGALOZN & aiff. BARESG
##, 3118:3~8, 1985

4) HPER : BIKEE QD DREAN, BAERZ
P, H, pp.10 21, 1987

5) Ciesielski TE, Fukuda Y, et al : Response of the
diaphragm muscle to electrical stimulation of
the phrenic nerve. J Neuro surg 58 : 92~100,
1983
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oA+ e 74— ORERRELRIEROEFCHT 5%

ER 2 BT RHRA L

EZEAMRE & MEZE 246U 72 Duchenne #Y
e 2 ho 70 —fED 1 HEE

HR R OB R —
BEOA #® K 2
v e PRI T2
JRpEE Kk B OE O®BY, W W X B, B i om £
A H OFRE, £ B OBFT, & e X
oA we, M o@ — F o Ee

D B HRETEEAEE N P BB Bb i pa R
VAR URE Y EEREE 1AR

=
=]

3

PERTLDIE & A 0F L, — Btk W M R(FE
(TIA) RV ELUCHEEE D, 721
B O 4TI Lz Duchenne B A +
»7 4 — (DMD) o 1 #HBHx @& L, K
BEIEFRAERF O M BEE B REAR A C it/ M4 4 1R
Ty B-trVERITeFYVy, T4 TY RS
24 FARER S li2 R LR R R &
, HUEL CT T MR REE I (R IR
RDI, HRFFRTR, 2808850 v A
FrT7 g =SS Y, TR HARKIEE
B, EMBCEEREED L, LETROEE
560 g TH.OBLEOINE, LIHEEXEDL,
i, EEABCERCAE Ui iRt
iR, REZEZOENmMRKC X 5 Mk &
Hzbhil, MEREY AL DMD @
WMEXE DD TLRVD, FERRTHD, &
BEHTXEAIHETH D LBbh 3,

FL®HIC

Duchenne #ffo A b w7 4 — (DMD) @
DIRBZDWTUR L CHH TV AL, DEERE
KT O MmEEEEAE o 825 2 LN Mg

TR 7s &2 oW T BT AR i A
Gaffney b © DSt c\, % 72, DMD
O BIMEFREE I DV TOREL BHTHTH
529 4, kit DMD IEEROAE Y
APFL, Ll TIA £ 9E L-B R4
&b, 7THRABITLARLTREE LIEFALYFE
B U 7c D CREEIR G 3 X OYRERAT R L,

£ Bl

SEG - 185k, Hitk,

FIEW : HEG, Bk

FHEHE : 5 DMD BESH b,

AFEER LOBEAERE - EFME T, EE
3~47H, ALBHFE1i%47 8,
BUREE S X OABEH R « 4 mbl X b BTk
HIRHBLIL, oW, TROBARD - .

5 I HBET DMD & 20 Shto, 9 ik
XD IBITARE £l h, 120N, MEhT ABZL

foo ABER, BRI XAREBIC TR 4 OEAME
bHRIeH, 1TRT ¥ AGIX Y, W& FhsH
B, xo2r Ak, —BEOEMRMNERIEL
MBlT2 X 5icot, E6IC1 7 B, 2R
DS L EEREAHB L, BHCRE
FMREIE Uicas, RO LU & TR

— 254 —



®1 ZERERR (TREREEHB)

R S S=1CO N {CO)

K M Ifi: Hb 16.9g/dl, RBC 518%/pul

Ift ¥ 1k % : LDH 396 IU/L, CK 775 IU/L

I EEBERE : PF4>100ng/ml, 8-TG >200 ng/ml
FPA 155.0 ng/ml, ATII 23.5 mg/d!
Protein C 100%, a:PI 88%

BRI A" A 4357 : pH 7.44, PaCO: 39 mmHg
PaO:z 96 mmHg, BE 3 mmol/!

B 8 X %#:CTR 55%

L B K:1,aVy, Vs Vegdeep Q, Vi, VztallR

Holter 03EX : VPC %3

{ = = —:LVDd 70 mm, LVDs 64 mm, EF 0.24
diffuse hypokinesis

B CT: MARMEEBSCERIBUR(+)
HHHEG)

b b, HEH CT T MR &
TR 23 328 Hh JMiE%E &L 23 hi, £o
%, VPC "B R L, MEERE®RT ¥ A, 185
57 AHCTOALK TIT LI,

T4 28 RRIEFF © BIE : &5 163 cm, £HE62
kg THRILIEH, BRTRLASHD, B HE
L/ 5. B ERET, FR, R3E BXE
& b4a< L (GCS E1IVIMI), BRERIXER

125% 155

185%

aVa

aV.

aVF

BELL, FEAARRORIRIE . L, SYER T
W& bk, AL Bt — XA LTS
LICIET . RMRAHIHERL, RHIKETENSE
THhotlo BREBEELZ O, BHERE
(F1): R, FEMCEREFRAL, MKt
#cirmif CK i 775 1U/L (E#EfH 47-277
IU/L) &Eflix mUic, MEREERERE
1%, PF4>100 ng/ml, $-TG>200ng/ml, FPA
155ng/ml EThd FHW e |ElE TH D Mk
ORI RYE S hic, BRI 7 AP e
Lo M X# Tix CTR 55% & Dikk# 2%
oo DERTIL I, aVy, Vs, Ve, T deep Q, Vi,
V, T tall R #B»i, 7ok, 125K, 15,
18R OLTER (K1) Tk B BRER s
TlL Zbhlehote, Fi, HwAZX—0LFE
KTk VPC D& RERBDI, D=2 —BET

Tk, AEIRENER 70 mm, IGEHIRE 64 mm &

EHRFEWHIRL, LDBEDOCEFAMD hypo-
kinesis ¥ @iz, EEHREEKIZ0.24 2 F L
WET#Rde, BlREEREZAOERN CT
(®2) Tix, MHAREERC ERIIURS H
b, AROKREBIICTEFHNC X 5 HHHR
AEDBhis,

BT R - BRI e EHEL R, A
SR IR o KON RE], B3R, T4, R

128% 15 5% 185




B2 WMBEsERIEROITEY CT.

R 3 MAETEAN. R oFH K

R4 DR hEd 5 ORI TR oI

ExRD5

Hefk, MEWEEA Rotz, K (K 3) Tl
D, WERK, RBIREE L OCLEMRCkb b
R, DETROHEX 560g T, AR
WX O FOE O KR & EOED DIBKE 32
¥, EBBEACIRORT2» bFRECoT T, X
4R T L5 ek L ke, &5\ ik
Il & B s M 38D S, DAIED—H
CIXABONEE Loy 2 ido, #ELL 7
FEFAE L T Tonf B2 R ST, DA

PEIAFRICED biviess, BICESH FEEIC
L TH - 1o, MRBERCROB O, B8
Wizl % iR ichs, OIFERITH b Tleh -
oo EOMMTIE, BEE BB HEEY B

z =

DMD i JEEFLOARE (DCM) 2 &8FL, t
AT CTORETHIETBREADH D = L1k
I mbhTW3BY, ThboEFIC EEN
MR FAE L 2FEDOERIEXY R LctT5
WL, BWE LR D Tt Gaffney 5003 D
DHETH %, HHDOHELIIEGIL DCM % &
PF LOARL TR Lz 175 DMD T, A
b= 2 — TEENMELIEA L, HRREOFT
RekE=EAme Ll & BEELRDL, £
LT, ZEZENMEIEE O RERIZON OIS D
(KRS & 0L A BRI AT T o mifss E
{Iehtedb R LTS, AHITHLEZEDE
W7 RaE & AR RO EW R T2 h Bt
D AN = RAACFE XD, EHIEAFTI
VPC D& 3D MR EZBE LI L3525
NB, REITIHBEZERIERIC GRS B 7o ik
I RE R LA E D fe R e b L Bbh b
n, SHILICEHTHILENH D,

DMD &6 L oM & EE I >\ Tt Ma-
tsuishi 5?2345 L 72 4 5D DMD O AR TH
D, M D OREFIC LI M B R E 0 R R 2 KIS B
RoOPAECIBEDTHD, KFID L5 el
X5 MBEZEDOHE 2L bhvicuy, Biller 52
17472 0 52610 DMD # %51, 83%
ICOEXRE RO, LA B
ST EME L T\ D, T2 TARBDERITES

%2 DMD HRGIC k1T 2 IBEZE D HFE

e bt 7l SCER B
DCM B | 9k DCM# iGaffney Y

HIBHEGIEL |8 B (32%) 1701 (68%) 59
DERMmE |26 (25%) 0 161 (2%
MéBEZE | 14 (13%) 0 0
%@%12%(%%) 0 141 (2%)
MegEgE |16 (18%) |16 (6%) |16 (2%)
filikE%E | 161 (13%) 0 (361 (5%)
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M E D DERET S fowd, Y4Bz DMD D
G256 % BB L, RO PR T 2IIRL
7oo M¥BETIE DCM 22 L 7 8 fidh 2 6] (25%)
CERRNMBEED, 5 bAFAD 1§ (13%)
e % BT, —JF, HRED DCM Ti25
B~A6% W EBNIMETH LY, 4%B~10%1hK%
BEYRITEINTED, EFARI VA
WD RIEHE &L —F% T 5, T7chb, DMD
EPFL 7. DCM & #:RM DCM i3, £%
Ml e S i EREL RS THEREN
WeEzbh, EETNEGOHETHD ERH
s,

X M

1) Gaffney JF, Kingston W] et al: Left ventri-

cular thrombus and systemic emboli compli-

cating the cardiomyopathy of Duchenne’s mus-
cular dystrophy. Arch Neurol 46 : 1249, 1989

2) Matsuishi T, Yano E et al : Basilar artery oc-
clusion in a case of Duchenne muscular dys-
trophy. Brain Dev 4 : 379, 1982

3) Biller ], Ionasescu V et al : Frequency of cere-
bral infarction in patients with inherited neuro-
muscular diseases. Stroke 18 : 805, 1987

4) REXS, WHFEFL: LDFLTHEELL Du-
chenne Bffi A b v 7 4 —FED 2 ERH, v
A bw7 g —EORE, FFE, BKR X OB
RCBIT B PR, PRIUFEWRRSES, p 343,
1990

5) Hatle L, Orjavik O et al : Chronic myocardial
diseases, I : clinical picture related to long-
term prognosis. Acta Med Scand 199 : 399,
1976

— 257 —



oAb r7 4 — ORRIRE LS

B OSB3 5 B st
SR 2 EEERT e A

IDARLITTHRAEE L 12 DMD manifesting carrier @ — 4|

—— A& 1 B OV 7 O SR A R R I AR A

BE a 75

ESRYR) =2 Jp IR
Bo% R,
g 1E 82,

D W57 S IRBE R N R

JEREPEE R

E=) g
DAL T #45E L 72 Duchenne # fjjo A b+
r 7 4 — (DMD) fRIH#H O — il fE5:, Ok

O BH#0 Dystrophin (D) Yoo #55%

E L7 SEMIATY DL HETEHS DMD, £
DRI R 12% & ZICE T, PRI,

WX, # CT T EBi B, KBRS i
HE D R ML % 3R 1 S E R . bl — SR

AT, BN, Opaque fRffE B
W, DY TR E ORRHE TR,
SN A R TR E S A Dt DFERT
1%, MAEFMTTEER, DRETIEEFS
D5t & e tERREr 7 v —
fgi [ 7 % Hi17z, Immunoblot

E t_h' )

JRNE—VERL,
7T %

¥, BEBRHCER =Y b e LA
FRICA Y FOMBE RO 1A, FBERET

LTCwi, ¥k, Ri-kgTFEO~ VY FOH
HuRbhiootc, RREOOLHTODYE

DOHRBFTITIULDTTH Y BHEMEMN & Bl

B 3]

Duchenne ##H A v =7 4 — (LLF DMD
EWE) (RIRE 2 EE & TR o PU T 1K i T
FEIETHZ LB TV B0, :L\44’1~*.>$:‘:’-:ﬂ‘
L0 LTHEED @5 XM THD, FhHIFKL
i, PUEEEREE S BB LBEL LT, LR
L% R UFIE L 72 DMD {83 Gl A $65k, +o

gL &
R R

Mom R B

WL B

2 ey S RBENFE
BRI SOV O S AR O A LSRR
BHIT, TOIRERHRE L 72,

£ Bl
ATX Lotk, K50 DMD, (WULH{Th 2%

N LBIE, 8 ¥ T CK D&, Bhiittdtr, M
R ARG D /M€ T2+ DMD & 2, 10F

THITARE &, A7 DMD D #4505 T
W3o) BURIE : HIfEE C, RICHNETOAR
7t Lo 19834121, SiEHRK, BHFIC THRIE,
1990422 A, %, &HBREDODEDL, 9 -
mﬁ®$$®%%%kﬁc EHFTR LTI
S IR R IR, TP,

Levine [V

%‘E?’rﬁﬂl’(f‘&’?ﬁ, ‘«%Ei)lkb?hto REARIPT L -
gt Ji i, KRR R AR R I 2R, A T %
DB D,

TP B e i ERE b 7e <,
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Gowers #f&EYE, THROBMERKS 2 Bhx
Doty WEAERTR - B, R TR
/¢ L., GOT 10 LDH 309 CK 76 Aldolase 2.6
IU/L &FFRMERERD LA Roien - 1o, B
ARG T T 46XX TIEF B, ot Jie
L, WHEXTI, BB 8% T short duration,
low amplitude ® myopathic unit 23§ Hit7z
Lgbix, =faw, B KBERPUSER, s
BCRIER, R CT < (K1), Wik
BB R A A VAR IR IR D IR AE % 5B B LAAME IE W
Bt o Boi X4 Tix CTR=74% & FW 7k
Kb, BEOH > - Mbidd bhite, LEX
TEBARM, EEIEK, Vi eTOBEETH, &~
TEEM 7T ey 7O, L=2—-Tk, EE
REEDBEET) X EWNTMET L, BKHFRIX12% &
EFL T\,

B ®

EB AR (K2 A) - By
DRANARIF & EIERRHMED {iAE, Opaque FRiED
% RO BRE DO FREL(LE2 /R T, OIiER
i (K2 B) : DEFRRHED KA L T,

NEAARAE D B2 O NI T g O AL o Pl e
<, ZEIEFH OM#MR %~ 3, Dystrophin (D)
et 1 - Hoffman X 0 5 X7z ¥ D Hifk
(30 kd, 60kd) # Fi\~, MRS THE

— Dystrophin
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2L, E—HH (N2 C) Tix, BREDHE
HETDBET, KERESTHTHD, T
S RBYRTRELRD bR, O (K
2D) TiX, WLWbWBHEYFAL I Ax—VERL
7ond, DRttt ofitfErththsrr—7
B L THMT 5 RN R b, TR
X b DREEELRRS— A DD, TSN
TeRIBEFTHRES DV EGED b,
Immunoblot #FHIZ X AHEF(K3) : BHERK
BTk, EF=vr—-ALE—DFFRTS
AV FREDLD, REEMETL T,
FLRico G TRERDOA Y FRRD o1,

z B

ANy, B2 DMD THBC &, BiEHA
B RTRETRI B IHREEE{LrED I
&, Dystrophin Zuf6 C/RIAfRHER BRI &,
Ehb L CEFA 22—V EELLE
¢, Immunoblot CTCEFEFFEODOREE
MEFLTWiZ & X b, DMD RE#E L 28
Ll ORI L T, BRIBEROH
SENEDF LI D B 4, —TNCE L%
ORFREBbh5,

DMD RRIZEDLHEE LI AT, §F
TOHERZET% mass study 35 % 2399, [
e BET5BOEAREIHTH LY HL
T, ODAREZET5 X5 5T, Bk
NBEECHELHDE L, THIZD DI,
MO IHE T A iev-2, EBELH L, A
RrrrbicdEBbhb, DMD REHICE
FARIED A A = X AZDOWTR, b0
Lyon ORHETHB I Tk h, BEHigk,
— PR RN BT BEER DEV $ S TE
BXhTwb, Wiegand HD #Hie Tix», K
&Mk, WBRERGREENEETOREYR
L7:53F f8lE, TOROBEITHhTE
b, T4 CHEBOEEIAE X kL,
Gowers #{EGH: © TER © (LK% B 5
2, ODEERILIER LI h T3, Wiegand

DOEHAGNE, OV TLEED A =X A
NP E, BRMCOARLYETAZ LBHDYL
TIRBELTW5, KFITIE, BRGEENER
THhHORHL, UHBEENEET, DR
R, BIKEROHESE I —FHLTwi,
1otl, ODHDRBEMCIBEERT R Th - 1
BizounwTit, S ToOMEFCHEL THER
THY, SHOBRFEETS LBbhi,
OFE%HE > DMD #REARBTHY,
fo, TD X 5 IFEGIC R 5085, BRGHSE
@ Dystrophin A DHEIXIL LD TTH B,
DMD #REDER OB YE 2 5 L TR
Hi—pl & Bhhiiid L,

X B

1) Arahata K, Ishihara T. et al : Mosaic expres-
sion of dystrophin in symptomatic carriers of
Duchenne’s muscular dystrophy. N Engl ] Med
320 : 138 1989

2) Emery AEH : Abnormalities of the electro-
cardiogram in female carriers of Duchenne
muscular dystrophy. Br Med J 2 : 418, 1969

3) Lukasik E : Eletcrocardiographic studies in fe-
male carriers of Duchenne muscular dystrophy.
J. Neurol 209 : 279, 1975

4) Yoshioka M : Clinically manifesting carriers in
Diichenne muscular dystrophy. Clin Genet 20
: 6,1981

5) Wiegand V, Rahlf G. et al: Kardiomyopathie
bei Tragerinnen des Duchenne-Gens. Z Kardiol
73 : 188, 1984

6) MFE—, NIl EEL OHRELAOLETT
EHoA e 7 s —ERREO 26 O 19:
610, 1987

7) BGEL, BEEXELTL: LHHRE XA LA
Duchenne i A + v 7 4 —SEOLMERERE D
1fl. HASEE 78: 655 1989

8) Jigk F, EAHAD : Duchenne oA L+ w
7 4+ —{E®D manifesting carrier — 2 fEFIO T
Wi CT MR R—o BEIREE 29 : 23, 1989

— 260 —



WA b e 74— OBERKRELRERUCEFCHET 2P

SEIR 2 SEEERT A G

PEERUDVIIEREREEZ B L, DAL TILTULIL
Becker Biffio 2 b o 74 —FED 14

i & ®H + H i &)
BRI EA RS
EEPEE M OB OE B, R OME 3 ®Y, N A
BOHE OB OAY, F OB oW OEY B WOy
X Hr H#2, & OB E—g?, B R REEY
NOHOE OB, B % B oMY, K T % BY
£ OW BB

1) ==

® B

FEGNL225%, ik, 8 MMrX b UBHEM D
BHETECCEHBHFHB L, EEENELR
%P2 Becker BRI A b7 4 —fEE LTIE
1 BOEMBRELZT T, W, BIRET
HhH, RTFRHCLRLTHETLTNS, 9
AR, FRREEED DT EC AR LA,
FERAE Ll o YUBHS A S hie, Tl
XBEETRERLOIEREM 5 - % gD,
DAL EZHLEBE L, DE» 7 -T2 BRE
DR, EEESEHIXLAMCETL, R
BRI 18% Tho o AEAEBLBHETIIL
TR D T * BD I, OB KREAHIT
Tuwich, #9157 BRCIRZZBC.OREeD
EBELEC LI, FKROHKE, LERIX 773g
EHMLTH Y, XKBETRTREREDLRIC
DHREOEN: & BRIHE2ARD b, KEF]
BOBRER&HT5 2 i L IhTw
% Becker B2 A b v 7 4 —ERIRERLOES
FEIRBYE - T hIEFI EE 2 bhic,

#
N E T Becker B A+ r 7 4 —fEW,

i}

AR L e ey S 2
» [/ R

Y RBERIE

Duchenne Blo B2 4 7 & Xh, FHRITHEHE
MRFE VbR TER, L2L, B, KED
I OIREEN R, RIHCOALERLIET
THHADHHZ EBREEINRTETC5, 400
fxi, DEYT—TARESOCREKRTS
L& B, LDAE T L Becker By A
FrT DL FIEERLOTHRETS,
SEG) : 225%, B, &R

FiF PR

BETERE : 8 X DTS A b v 7 4 —JiE
LM &, Becker B A7 4 —iEE
U CENMFET A ARG © A /R CEIN
TR R FIT T,

KRIERE : B, 3433 Becker Bffo A b7
4 —FEEZMIENhTED, RE2BEHFTORE
TIHTL T35,

BUREE : SERC24E 1 A23HER X b Rk EEE, iy
WAREYHETS L5/ h, HRICABRL
Too LL, TOHEBIERHZFE Lisicd,
1 AR SEHBA Sh, ABE&ico1s,
ABFRBE : #5& 175cm, 6% 50kg, MME
96/60 mmHg, W&k 90/%, A, Adnik7eh
o TR OEF X DT, DB ERIERC
AL, DRI 2R L 72, FFB
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R1 A Bt BB A B

KMo
RBC 460 10*/mm?
Hb 14.8 g/dl
Ht 44.8%
WBC 9900/ mm?
A1
T P 6.0g/dl
Alb. 3.6g/dl
T. Bil 2.6 mg/d!/
D. Bil 0.72mg/d!
Al-P 95IU/L
GOT 59 IU/L
GPT 93 1IU/L
LDH 8771U/L
CPK 1560 IU/L
(MB 2.0%, MM 98 %, BB 0 %)
T. Cho. 136 mg/d!/
TG 59 mg/dl
BUN 21.3mg/d!/
Creat. 0.5 mg/dl
U. A. 6.3 mg/dl
Na 142 mEq/L
K 3.9mEq/L
€l 106 mEq/L
B.S: 94 mg/d!/
K OB R
i H &)
b ()
b it =)
Vi #r 1IE
S

16 (1h), 43 (2h)
IR 1 #° A 0T

PH 7.450

PO: 46.3 mmHg
PCO:2 34.5 mmHg
BE 1.3 mmol/L

TR LT, EFBGEM GRS o
FE EHHETA B, EHEEK D D HHR
720 BEEMEREHINS L T to, BRMEATTAS
A b, Gowers #fE L HMETH - 72,
ABER A AT (F21) 1 CPK fifiix 1560 1U/
I LEETHY, £D5H MM 4rHiss 98%,
MB ZHi» 2% ToH- 1o GOT 59 1U/L
GPT 931U/l L BEEHL, RV L LEVE
3 2.6mg/dl EEETH -,

K1 KMXHRER

M XFRTE (X 1) : OBFBE 59 % & LIkk
w0, HEITIE 5 - A AR bt

OEM (K2) : 1986457 A24H (39 3 44 ©
DERTIE Vg Vs, Ve ICORHECQU LK
T FERD bivic, BURFABERFICIE Vg, Vs, Ve
DQIITIT AL Teh - 72hy, T, T, aVy I
L EFEQUENAHBIL Tute, X HITLEMEIIS
IFED HFEL T,

D& H» 7 — 7 VBEE - DAREIER 2 e e
L 72, (OBERE D FTHili% B i 2 DR
iTleotc, ZOFER, AOEREER) 2R
AT L, AEBRHERT 18% L EPIETL
Tte, AT LGS ONEOHERT
I, DMl ZEEEY RS (K3),
RIEREH : Becker BIfU A b r 7 4 —fEIC
RO FHRERE D DR % & OF U 7RE B & 22 W
L3 H3HICREEE oo, TOEMNKGREY
HBE L T2, 95 7 ARSI BEL,
ThuEZEL L TOALNELL TRE L,
TR ORI 773 g S EPmL, X
BEAT i e BRI, DMl oM &
MIE DML FED itk (K4),

=

z =

Becker 5 A b » 7 4 —JElZ Duchenne %
BioAbr7y —fEL, EESHBEEOME &
D, PABGERZFHIC BT 2T IET, 5
FEx A TR CRALTH D, Lal, KEH
Duchenne Blffio A + v 7 4 —fED BHEH L X
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1986.7.24 1990.1.25

VIR WISHEE T wi

avL -

L

K2 ©» E K H3 ARELMERS

Pl | AEE
R4 A= 0 R
PREE | fEE
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RTELOX, FIETF®RIEL, BRERDLE
THRIETHY, TOEGTERLRIFTH- 7
ZEiRk B,
FIEGOBE b, WEBGEMGOHIMET &5
FEMVHB L e 8 i & BB L, Tk
DEBIEL, ETHEBERTHoI T END
Becker BfivAtr7 4 —fELFELDBRD,
TALa 7 4 VHEMRERSEN DT - T
WA, TTIR205E R B L I MR AT,
KBNS TNARETH - &b Becker
ML LTI ERBbhic,
OHFRZEO&PHCEI L T, Duchenne T
BB TH DD Becker BTl EoHEN
%\, LivL, K, Becker B EZRII i
SEGIDFRI, B HOER EOFREER Ry
FRTHN, RERVBRTERLY LELEOR
ENDB, THI, TOREGTIR, LI
ENRACHEST L IR B O IHIERE DR % &
L, BRECOALTREET S FERERRD
HEIh 5, KIEFIOBHES, ORIk

BE Ly, WP R TRELEDEFRThIC)
DiffafRo RS L HEORMEENRFRCLDL
h, BTk HE L BT EEDZELIRD b
Aoz &3 Duchenne Eo.LAHHRZEE & REET
Hb, HBREWEH 2 bhis,

X M

1) &8 —k, HFHN B5 : Becker i A rr7
4 —iED 2 FRG. HY A+ w74 —fEDELE,
B, BRIKS L UREBIRCBIS A B%E, PRTN63
FEETREEE, 313, 1988

2) HEFFEE, RETEDS : Becker BlffrA br 7
4 —IEEOHFE. YA e 7 g —EORIE, ¥
%, BEIRS L URHIBARICBIT A BE%E, FELTA
FEERZesnss s, 91, 1989

3) FEFE, IWHAZES : Becker ElffioA br7
1 —RBTBEREREY R b o 7 4 v OBIEL
Y 2 b o7 4 —EORE, B¥, BRKBITHE
FENR BT % BHE, PRITGEE RHEE,
103, 1989
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WAt e 74— OBRKKRELHEROEFCET 504

PR 2 REFIRBER

B2 b e 7 4 ~EEOVRERE
FH1IH : BREMO A7 4 —FERDOWT

BE

a B W

)

BISZHEAE TR SR

HARRE & K
FUMREEIR TR B e R B

[=3
=]

B

oAb r 74 —ERETRHLFEREZ X
L& LT, RESESERHRECERT S
TERDF 2B, T2 CERHREOF# &
Sk R TARDL Z ER AE Lz, #51
WeELTHRERS A L r 7 4 —EFHRGICD
WTHRNR T, FEANTBRIVERICEIE L2105
EXHIR 3 BlE AV I, BREBIRALIIHILE, K,
i, IRZE, REBM, LDOEROFENE, &,
AL Rl EEOBERS b a0 TEEIC g

filk

BEt Utc, IETXTCOBRBIAICPRITRZE
DRB LN, FRTHRAEOERE WA
WAL, itk FRPifE, S e EESED
BHTh-T. REDCREWRTE, /My, /M,
KIB&KTRE, BT, LmERCECHILD,
ZORBEIHVTREORE L X <HEAL T
7oh%, EE, FERSHIR & XU BB e
ot ENRSTHO A M 7 4 —FEDFGHR
ZEE P L C minor BT L, BB (B
BVRECIHT5 R EHLIA LD TH o,

R WELSA
EOf| 1 2 3 4 5 6 7 8 9 10
e | & | B x| B T | 5 5 5 T | &
FET-EEEA | 59 | 58 | 62 | 64 | 61 | 61 | 56 | 53 | 60 | 39
RIEF#E | 33 | 35 | 25 | 50 | 35 | 20 | 23 | 25 10 7
% B 26 | 23 | 37 | 14 | 26 | 41 | 33 | 28 | 50 | 32
=, & | O HH H H # H H H + +H
S8 X H + H + + + + + + +
£ #E| + | H |+ + + + + + + +
= T T I T T #o| H + H + +
o B Rl it Ht HH +H Ht + +H H
x 23 H + + + + H H H + +
R S + +H + H +H + + - +
HhiRE | + + + + + + + + - +
i e + +H +H - + + + + -
¥+ E| - - - - -
O B + + + + H + + +
BOR|H# | x| £ |+ |+ + |+ | -] |+
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B ®

WoArr7 4 —fERF T, TR,
R, A vy AR EDHLTIEREZIZTD E L
T A T R A A3 2 iER O FF 2
DY THALE O X BB GIT X 5 P
REREE -, MR M7 LA (ic > v To

TXDDH, FEMD DR BB
WA Lo, T2 THO A r 7 4 =i
D VW R D Fit & 53 AT % B e FR DI AR
WL, ERIOED X S IER EBIEN D B D
PN T AR, F1IWE L THERERC A e Y
4 —hE (LUF MyD &08) 1o Tiffx7e,

B &
19804F: 7 551990412 2 13 T 114E [Ez 7 i 2%

TR BIREE S TS e MyD 106 (5 5
%l : 53~64%, 5@l 39~62F), NIE &L
TMImEEETHT L3 6 (526 : 57, 58
¥, & 1fl:84F) AV, BETMELT
£l T, W OEPTE, BAE, MR,
805, NG (=i, @), KB (EEE, T
i, EW, KE, MHMISRES, BIE,
IH%%, Vater FLEEH, B&:, K& BN F
w, O (0B, OEEE, FEMAE), FEM
&, IDLICEHE (BRI WL L KT 27
BDILEH, B, Bl EMOEM LT, ki
WELD A=Y VEEHRETOML ~F 7 4
VAL, BEEEYF Y HE, =y Vv b)Y

7 — AYEEAREE L, SRS T~ CEl
=171, '

1 BESHENRE (H A

a) MyD (Ry VYV Y 7 r—afefs X27)

b) WM (H.E Huta x27

)
MyD O-F#iikE (l’\]ﬁfﬁi&%% SHREERITE) DEHEHH B2

c) MyD (H.E %8 x27

ST AR AE D ZE o ﬁ’ﬁﬂ"E@&?@ﬁEZﬂ:ﬁx% Y8
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= =R

MyD 106DV # Wik 28 OREIE & 54 % 2
RL7e, MyD OEILEIXARMICEESA D D
W i B e H Lo Flni < (K1),
B, WME, KBCE L -7, 256 GEM 9,
10) TRULAMEBAZRL T, HfkFE
FIC L R o 5, WIVE o A
b, Zehatk, MRIARRAL, #RAE(E &5 B e
T, SHEEENE, WNERETE, REFR O IE
W IR ZE D S Ao Tty Auerbach filifeE

O MFEHIE X 24 pyknotic TIXH 52, Ml
JaB D W B el R 7 -t BRI W
UIEIRE <5 iRl PUNAR L E AP N (A = RYASE N
D, ¥, MME, KBCHURETH -7, K
BEDVERICIEAL LIREE L T 73E B 2 o figiE R
XHEMEE (K2) pUrd X 5 hAHRE S
oIRGB A D IAA TS Chilaiditi fEERE%
AL TED, AN BB 2 L LEER

S S

a) MyD  b) & (H.E %ua x135)
RE
¢) MyD d) &M (H.E ¥eta x27) #i

GiEGI 1)

2T\ e, RES, MKREZRBOHETE S
W 520 MyD SEBITIZZER LTk H, HITIE
Bl 1 D & 5 I KEZIRRAE & R JHE G CLRBEZE
ThH-1, (K3 a,b) zofiREEERHE (X

e

K2 MGEXMEMERE GEG2)
FbERRIE T OB E 7 A% (Chilaiditi FEBERE)

o
[=MFe]

SESIRM, REEEER B O 50
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R4 FHEHOBRT a
a) MyD b) % (H.E¥a <135) b
MyD DR, KRR, thokE ok
Be il

3c,d), M OF, KIMEEEDFHTIKE
b, i TRMEO ZEM, AL, s B
bhvab oo, FHWEDHBELE Iz <,
REDTREE LD D b HLERE & i+ 2 &
BETH -1, TRAOEE, LFEXRE L
UL B 7 5 7o, VU O BRIIRA &
&, A, Rl B oOBRIRE (K4) of
BERI<{HEELTEY, EbrEFRCIZDFE,
P D BB A O RS IFICIE G2 712% L T
B0 FREIRZE (FRCHbERE) ofg &
Ll DB L CTuvie, L L, 4EHS, TR
[l & V2B B2 P B ERSD BT o T,

% =

Wi A b e 7 —IEBEOFEHRE LB
VIR WL, TR EH VA RETHS
L, BB BCOMIBEN R > TWBZ b
> TR Z LV O EETH B, X
DICHIBM B EARTH 5 1D FEHR LS It
D, PR R T, B2 bR R

LovicnwZ ELEHEBLNS, Tk
AW RN B A L HETH
5V, Lo LSRRI EIB T ER, BvE
DIFEEEZEL, ZEhaft, BRIk, S
RICH LB ST E L, MyDICEE L L
EZBRIPIY, R T B ARk IEE
fELAARZ MyD (8 B 7o 48 iR 2512 4 [al L
WH R Te s 5 7o, SFERFICIE dystrophin EE
DFENMEHINTE LD, BRGICTREA
DREPEE - TWBET 2 = 2 HIGY
AbRT 4 —fEREDD 21X U, MyD Lsto
WioAbrr7 0 —(EFITYHSME EFREOKE A
o TV LE2HD LBbhb, MyD D&
ERENBRCHREA IS 2 L%, @k
FRLLAE, MBOASELY, Fk
EX, WEBCLD ) OBEARATED,
SRR A AW L T minor 2B LT <, B
RAECICT 2 2 EEELE 2 DR, Zhb
FEHRAECERST BRI LT, Bies
EM B IRERDO A TR 5TV E2RLT
W5,

X @

1) Harper PS: Smooth muscle in myotonic dys-
trophy. in Myotonic Dystrophy (second edi-
tion), Saunders, London. 1989, p.79

2) Harvey JC, Sherbourne DH et al: Smooth
muscle involvement in myotonic dystrophy.
Am J Med 39 : 81, 1965.

3) Pruzanski W, Huvos AG : Smooth muscle in-
volvement in primary muscle disease. 1. Myo-
tonic dystrophy. Arch Pathol 83 : 229, 1967,

4) K hf— BB, . HioA e 74 —iE
OERIR GRAZTLEES, 798 #fW), #F£—W, &
BREE IR, KPR, 1985, p.56

5) Miyatake M, Miike T et al : Possible systemic
smooth muscle layer dysfunction due to a de-
ficiency of dystrophin in Duchenne muscular
dystrophy, J Neurol Sci 93 : 11, 1989.

6) Hoffman EP, Brown RH Jr et al : Dystrophin
: The protein product of the Duchenne muscu-
lar dystrophy locus. Cell 51 : 919, 1987

7) Hoffman EP, Kunkel LM : Dystrophin abnor-
malities in Duchenne/Becker muscular dys-
trophy. Neuron 2 : 1019, 1989.
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WoA e 74— OEKFRBLRERCEFCHT SR

FE 2 SEEEFRBE T

I hAVEY T . IFF—THBIT B cytoplasmic body

R 1B

H RIS 36 X ORI RH——

o

FHERRFHEENR

kApRE K % iEY,

B O
KB OK WP, B o gk

AR B
RN A

D FAERAEHENR P AEBAENREAR P ANBAFH 24T

E B

ISPV EYT e A5 —2200 (EHSETT
PAMRAGREEE 19, MELAS 1, $%{EtE I+ 7
B YV REE 2) I TAERBRITAD cytoplasmic
body (CB) o REEMERMN % TV, mt
DNA fH#FRE BRI L, CB X3t =
VEYT A AF—OARIC LIELIEBIZ
Xhb o L&A L, cytochrome ¢ oxidase 1
et X v 3 ragged red fiber (RRF) @
WBISFE & X v L, K452 RRF W@
»biic, mtDNA BHfERTIRI b= v FY
7 e iARF-OFRATHD mtDNA K%k &
BEEOEHEEI R TE r o eh, CB k3
P2V Y TREECIVEBELTHATS
EDVHAL 72,

FLoIZ

Cytoplasmic body (CB) I:-Ei&iHiRHER
Abhn HRLVEBRETHY, cytoplasmic
body myopathy, #ETEHCA e 7 4 —, £
REECA e 74—, SEREHRILECED
LhaY, FLERNTF FF I o vhiict
5 i F - KT CB ORI HFHRE B
HLTEAIRTWAY, BARXIPa VY
T e 3G AF - BT CB 2 Uik LiE iz
INHOYREBRL, CB OREREILFL A b
R 74 =%l A F - OFBRREYI~OFH

DY DBDEPERFTH Y, $bavF
Y7 o $ARF—DERERFICOWGTRESE
HERBNBICFTFREFN (I b2V FY 7T
DNA (mtDNA) f##7] W% Tt -7,

HRELVHE

st BHETT AR KE (CPEO) 194,
MELAS 16, %t (47 r v RIE 26

Thb, B104I, %120, FE37.3+£8.45% CF

BEERZE) Thots,

FEELTERBERF (b LW
5, KERPUSEAR & v B0 O FEHSYR %
Gomori’s trichrome BF¥EHifa ks X U NADH-
TR, succinic dehydrogenase, cytochrome ¢
oxidase &Mt (CCO) #:f (Seligman %) iZ
AT CB &6 HE XU ragged red fiber
(RRF), CCO et [CCO(—)] DA
B B, ERLl, —TEERE2 Tk
o

mtDNA T ZEEEBRHT LY o L
total DNA % Southern blot #IZTXK4 mt-
DNA OHEYHER LI,

B £
CB i Gomori’s trichrome ZHE¥fE T
v —~HFROBRA/NMEE LTR LR, KEEN

RRF Wi L1 (K1A), NADH-TR %4
Tit CB (¥ NADH-TR SiEMRHERCELE



T e

B1 Cytoplasmic body DYk L OEEE (&HI CB)

A : Modified Gomori’s trichrome %iff (x100) B : NADH-TR #fs (<100)
C: =RV IHEYY toluidine blue Feff (x200) D : EFfE Bar : 1pm (% 5,000)

L, CB #ixkir T3 nk (N1B), =K v
WHEY) H YR T BT % toluidine blue Yeff
AT halo #f£5 CBALYHETHD, *
DI HERESE OGRS R bhi: (K1 C),
CB O HBIHRI20~99.7X 107 TH b, fhfEhic
B LHEREAL D EHEECH -7 (F1),

TBHETIL CB @O core DI Z 8 & [W—5%
TH#ETHH, halo D45 1% filamentous 7c ki
EAERL, A2y FYy7 7Y a2—
VRO, T-tube DIHE & 4T %
Aot (KID), %D +=2v FITH
fhdhtRE AR W bz,

mtDNA f##7 Tiz CPEO 11#)Z mtDNA ©
H—/R% 37> b heteroplasmy %, F{EM:
IRV IRIED 2 BT HERE T Iebb
pleioplasmy ##&H 7z, CB 12 RRF 7% < K
LIBIEGI T S TH -7, F72 South-
ern blot 12T mtDNA K4DfER I ieh

-7z MELAS #|© RRF, CB (245 L 1=
7 CCO(—) #ffirZ1 <, CB & CCO(—)
WML OB RRF CHLZ L7 (3
135

CB & RRF O MBI Tz HBI#£%0.85£0.1%
DIFo R cEoME%ERL (K2 A), CB
& CCO(—) #affe & 1x AHBIGR%L 0.46 & 5 %LU
FOEMETHEEDIEDOMHMAXE7 (X2 B)
7%, &<I2CB & RRF L ##HckBI% R L
TS

mtDNA K IDHF I L % M0 E &b
FEF L OFE TR CCO(—) MMER R KBTI
BREHENE RS, CB %X RRF T
BEEXh -1 (F2),

z =

AL CBAI b2V FYT o« $ 485 —
KTIY B BBEIh D LxMRLI, ©
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Rl FaVYFY7 . 3425 —ERD cytoplasmic body (CB) &HiEHE, ragged
red fiber (RRF), cytochrome ¢ oxidase fEMEpaH: [CCO(—)] Gt ERARHT
& Southern blot #:iz X5 mtDNA #hroo&EE

FEF b

=3

i

mtDNA

RRF CCo(-) CB

V&S (%) (%) (107
TH 25 M CPEO H 15.7 24.9 99.7
KH 35 F CPEO H 6.1 10.7 12.6
HY 40 F CPEO H 2.1 3.1 8.1
YO 15 F CPEO H 0.4 9.6 7.4
NK 62 M CPEO - 0.2 2 7.1
HA 3B F CPEO H 3.7 11.5- 5.8
YY 58 M CPEO H 2.0 6.9 3.8
YT 49 F CPEO H 5.9 11.8 3.3
AK 39 F CPEO H 1.8 7.2 2.3
MB 3 F CPEO H 2.0 17.0 1.9
YN 493 F CPEO H 0.7 8.2 1.5
SK 54 M CPEO - 0 0.1 0
KK 20 M CPEO H 0.7 1.2 0
MS 31 M CPEO - 0.6 2.2 0
MN 38 F CPEO — 0 0 0
TO 72 M CPEO - 0 0.1 0
EK 49 F CPEO - 0 0.7 0
RN 18 F CPEO - 0 0 0
HH 50 F CPEO - 0.5 1.6 0
MM 23 M MELAS - 7.6 0.7 42.7
FK 21 M ExMb P 3.0 7.9 24.6
MK 27 M ExMb P 6.9 8.7 9.9

M : 55tk F : &tk CPEO : {GUEAETTIESMBAARREL, ExMb : 5ifFtE $ o 7 = € Vv JREE
H : heteroplasmy (Bi—/K42), P : pleioplasmy (HERK), — : KR GEW S higy

A

cB(10°3)
10+

r-0.85

3

P<0.001

Y=0.5X-0.35

® CPEO Del(+)
o CPEO Del(-)
» MELAS

= ExMb

)
o 5

T
10

T

15
RRF(%)

cB(107%)
10—

o

B

r=0.46
P<0.05

Y=0.18X-0.06

® CPEO Del(+)
o CPEO Del(-)
« MELAS

= ExMb

T T y ™
Y 15 20
CCO(-) Fibers(%)

O
o
-
(=]

B2 A :Cytoplasmic body (CB) &AL ragged red fiber (RRF)F EoHE
B : CB &% ###E& cytochrome ¢ oxidase IEEEEYE [CCO(—)] #HE L DM
CPEO : {3 EfTHAHRAFHRE  ExMb : J5{Et: ¢ 7 v € VIRIE

Del : Southern blot fit#7C?D mtDNA /K4

—271—



£ 2 mtDNA KR&EDFEE cytoplasmic body (CB),
ragged red fiber (RRF), cytochrome ¢
oxidase IEMEEEME: [CCO(—)] MHEE RN

Brol#
RE) RIF&(~)
CB (10™%)  13.92+26.62"* 5.53+14.13"¢
RRF (%) 3.88+ 4.18"s 1,00+ 2.49°¢
CCO(—) (& 9.41+ 4.80*  0.82+ 0.90*

/R4 : Southern blot fZHTTD mtDNA K4,
Mean+S.D. *: P<0.001, ns: notsignificant

L CTERMMITC T, CB DHEIL RRF O
BEEEDMHBI%X R L, Kz s RRF kT
g hi, ‘

AW B TH FERED L AR CCO
(—) 84t & mtDNA REZHBE L7, CB &
RRF 23 bavFY7 « 3 5:—D—FHR
XT3 RE mtDNA Sk EHEOBEGRIX
He¥, CB (X mtDNA R&% &Hic mt

DNA BXUP3I b v FYT7TRELIVEFL
THEBT5Z EAHBI LT,

PEfoA b7 4 —%ExH, D 435
—iZ FWTL CB o MBI T ORI S5\ T
I ha VY 7 REOFEDRREELS TR SR
oo

X m

1) Banker BQ: The congenital myopathies. in
Myology, ed. by Engel AG, Banker BQ, Mc-
Graw-Hill, New York, 1986, p. 1527.

2) Dalakas MC, Illa I et al : Mitochondrial myo-
pathy caused by long-term zidovudine therapy.
N Engl ] Med. 322 : 1098, 1990

3) Holt IJ, Harding AE et al : Mitochondrial myo-
pathies : Clinical and biochemical features of 30
patients with major deletions of muscle mito-
chondrial DNA. Ann Neurol, 26 : 699, 1989
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BoAr e 74— OBKIRELHEROEFI T 5 5HA

IR 2 DT RRE S

FAEYE 3 % %5 — DEPRIFHRE

/3 A B /1

2 i

RREAMEAR

T HETF N B B
H & &% X B T 4

FREXFENE

¥ B

HREMHRORBHREFTICOVTORL D
RPN RCIESWC, REENLRREOR
B OWTOBRFNEY T o1, SREBRIcED
REEYE § F R F —DIGEFIDERIGD T 7 4
viEA D H. E, Bodian, Kluever-Barrera #
AN S TIEGIOHRMREER Bot e, 0
R, BN LER L EOBEEREHIT A
Bh, BRTOVTLIBEEECHE & EAN
HZbhle, ILIHBEIE Dot -
TINSOMREHELTH I ENLEEE LD
ha,

B &8

SRR R OKMHREEEL, & <X neuro
-myositis DEECRHIND XK, FHLSM
DEEDOREDIEN D L LTREIA T 5,
L2L, HEHVRIOTENEFAINHET L
BY, TOR, ZOMAIKBOFTROMM L
LT, BhbhicDdY¥RThole, —7H, 4
BRI, L LSokALEREEENMR
RHEATFEROLRTET W5, T, SHLG
BRI X 588N b, ISR & BESiN e
EDRFEERBEMIOEROHAT, ¥H34501
DIFEH B, EH X D bEMTE S HBL
THEE, FBEYBoET A, IFIF2H,
0 6L T\ 2 ER RIHL TV
bo SHLIRFEEREBMXMBIL, FlLBER

Uz 79 Bk 6 Bl 9 fH Biihirs MIEAL %,
EIRBEEAMIT LA 1 ficAabhi EHE LT
Wa, Pk s, SEEEAOMAE T bR
KRR EOREEHE L TV 5,

T TEHENL, Zh bOEFDORKREMASTD
BRI X - T, SREHLROHAMRORES
HOE I i PN R B A AN

P S
PHENE $ F R~ F - 16EFID LTI OV T,

HE, Comori trichrome, Kluever-Barrera,

Bodian H:fEDfERERE L1,

Table 1 Cases of Inflammatory myorathy
demonstrating intramuscular nerve

case sex age diagnosis muscle biopsied

1. UK F 75 PM(D) rectus fem.

2. HH F 44 PM(V) biceps br.
(+PSS)

3. NT M 56 polyarteritis nod. rectus fem.

4, Ns F 60 DMID) rectus fem.

5 YM M 53 PM(I) rectus fem.
(+ polyneuritis)

6. MY M 33 PM(V) rectus fem.

7. NS M 27 PM() biceps br.

PM and DM denote polymyositis and dermato-
myositis, respectively. I, II and V are classified
by criteria and classification made by Bohan and
Peter in 1975.

PSS is abbreviation of progressive systemic scle-
rosis.

— 273 —



Table 2 Pathological and EMGic Alterations

Changes of Intramuscular Nerves Electromyogramcase
case Muscle changes

mylin changes Axon changes fib poly long large

1. UK + + + t~+4+ - - +~++

2. HH + - - + + - +

3. NT +7? - - — - - +

4. Ns + + - - - + +

5. YM ++ ++ +

6. MY +4+4? ++? - - - + +

7. NS ++ + — + + + ++

fib : fibrillation potential, poly : polyphasic potential
long : long duration, large : high amplitude potential

NS R ik THER (F2)
ThHbh, SREGRS XORMGE6 6T,
ZD4¥i% Bohan ¥ X ¥ Peter D4R -
THFsLE1ICEBh2E X5, TM3H,
OA 16, VA 26IThH5, ES 2 ITHHK
fiE, fEQI5 XS REHRERNEH L TS,
filiz, FEG) 3 AEEHEIRETH D,

# R

BRI IR DR TEFATH S,
R AR R O N A b D& L
B aohs 2@ b A h 5, K4 THEWI
Bl Abh3Z EHBUREL, THEEEOL
BEIhDZELhoT, HHEROETOH
HXERLT5,

B AR ORI L BITOWTHRDL &, TIE
& ] Ha ORISR R L bR D, Fio—
HOREARAEC R & A xR L,

BIRIZAS R X R T B0, RS
EINB ) EMAkE—PRDHDR BRI,

BN & AT R & ot Tz, REERE
BEALIL 1 Flo R T ICEEb e T8 70 <
T, BiEpEEEMI 20 Zbhi, Wi
HOIEG S B OIEIEN L BRI T VB, La
L, BERTEbOA LRI T 1 FICHLEE
HOEMrEEbRTE DY, HIRIEEMD 1 HIT
(EEERRE A &R K BT,

Schwann fIfa ORI KX 1 FlOARIT A BRI
o

zZ B

7 FIDHREEHEL T, —MOEF LR
Tix, 8%, #h3%, Schwann MgE iz D
T BETH Y, RIEMW I 45—
bbby, HHNMRIFEEELZTTLI
BRI BREhTwWbEELbhD, BE LI
BoTh, WTFhiEboZhiiby, IHIE
+ iR MRS & O HEICIE S RF QLB L E
zbhb, BRENCE#T, SANTTREN
DETHAH,

HEXIT R & AT R & oB#EER B ST
Wiehotc, BNMEOETORHES & AR
frOVWThORE L B Y, HEtomRE S vk
> TW5b,

HERNGAO EE MG, HHMEDOZEL
DEIRIS EE 2 bR, HAMROEYH
DY N OLIED KRR T 5 fEHE O
WEEL VEDTWB EHEEEI NS,

¥ &0

SAEME § A F — TR D H R DR
HIZLRBEE A DT D EHEE S h 5,

X ®

1) Adams R. D., Denny-Brown, D. and Pearson,
C. M. : Diseases of Muscle. 2nd. edition Ha-
per & Row, Publishers. New York, 1962, p.
414

2) EENat, WEEHRD  SREHRCKIT B RE
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HREMZOWT, FEANEERBAEHEMER taneous electrical muscle fiber activity in poly-

BHAADIRE. TEEVRGE, p.o 312, 1990 myositis and dermatopolymyositis. Muscle &
3) Mechler, F.: Changing electrographic findings Nerve 2: 14, 1979

during the chronic course of polymyositis. J. 5) Nakashima, K. Tabuchi, Y. et al: The dia-

neurol. Sci., 23 : 237, 1974 gnostic significance of large action potentials
4) Streib, E. W, Wilbourn, A. ]J. et al: Spon- in myopathy. J. neurol. Sci., 61 : 161, 1983

— 275 —



M.
B. VA a7 4 o pgE



707z bRRD &
m-B Jxba7s BE

b

BLA R 74— OBRKFRELRERCEFCHT 2%

TR 2 SFIER RS

BFAEFRINTWS S5EEDY 2 o 74 U HHKIT DWW T

BE B = A ¥ A
BRAKFRZE « NEFRES
kEAMEE HF W #¢, Zhao Jien
BARKRFESET « INRREYF

T5,

®E B

COMBIEORVHCALr 7 4 v (dy)
Hthoh e Thae Vv A b r 7 4 —fE
DOHERLZBHBEORREZIEND LRIV dy
DAEHEEOMALBIR L r v = 7 MRS
Thb, 5ENL 5 EFOHik (DMDP-1I, 60
kd, 30kd, P-20, DMD-IV : AT IV) 0%
HBALF M B L O R BSIKEIRY I R
DWTHET D, ThOLDHED 5 b
{LERi 60kd, P-20, Vi X B3@Aai L b
R RE MBS <, REERRTC X 5k
ik 60kd, P-20 inz T 30kd 4 +5HH
Thote VHHE X5 RETLKEKIIRE
BIV2idy & BIERE O SGFELYRTEL &
cross react $TAHZ ENHORITEHLHITE
BHIETAHRENRED, AR T 4 —BRTICY
7o TR PRI K&l REXBFELAEMNS in
frame THAHEF D B DD TCRIMEYEATED
7o & BN Eobifky By TR B 0
Ehid D,

B ®

COMBIEORVIICArr7 4 v (dy)
OB E T hE2 BV o A v 7 4 —FE
DHERILBWEDO FREINHZ EBIT dy
DEBEREOMPAZHIRLIC TR 27 P TH
Do SEIBERENMEAL TV BRI
T 5 D HUAI DU TRIERIRILFEN
B I OREER KB e ARBIC oV T

;B 3

B4 o NI O PR AREIAIR L Y B ER
BRICZTAZRIOLD 2 v be—A KIT
mdx =¥ A X b sk Ay fEfasit
HH - REBSKEICRET L, BuWics#
Mo fiki AV o4 fifk (60kd, 30kd)?
(DMDP-TI : EAF I)® DMDP-IV : LIF IV)
PRIV (P-200Y THHY EhZh Dr. Hoff-
man, Dr. Sugita, Dr. van Ommen X b {£f4
%% 14T polyclonal HifkThH 5,

w R

EIFHEREE : 3 v F e — ABRBRICISWT
ETO ISP HREEED dy OFEZRL
72 II, 30kd BRRRENFH (K1—A,
B) 60kd, P-20, IVCORRENEITH- -
(F1—C, D, E),

mdx =V AFHEBTIRIEEAL &TOHE
HeDS dy Bt TH B BISEICERERRHEA — i
CRAD 7N —TERR LU TCEETLHN, TOR
BREEILEHLEHT30kd DARYPEE S0
RN B LT 30kd CEIE LI WAMO=20H
HRTRBEEARTIORENRORE (K2),
¥ RIVHAR T CH 5 M A o e A B
EEPREINRD (M3), ADAEBIFZE
THIHERARORIEH D Hhleht, fEEHKO
REMAERHEG A 7 4 —EREWT, 60
kd, 30kd FfEZ I\ THEARLD AR M X
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‘ Q
s Rl ','0

@1 -QDMM Lhﬁﬁ&zﬂﬁfoﬁﬂ,%kdﬁ%gﬁﬁﬁﬁ

&
—
oF

@k'é]

B2 mdx il v— 7% B L dy BiERER R Oh S, cosZ/r— 13520
Mf6i¥MWMWKJ§ﬁL®7~—/TiH % 30kd THEELAEWLDLH 5B,
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K3  HiAIVIZ mdx S D MR -

L 60ka 30ke P20 T

| 4

CM CM CM CM  CM

B4 IEHETHEED Western blot #: : £ To#Hi
B2 BRER S Y Ko 400 kd SEICTRT

NHBMDH O P ED dy Ra DRI R
Wil B D, RIETERIKE : 60 kd, 30 kd,
IV, P-20 iCHOWTHEF L=z v b e —afj
BT BT, 2TH 400kd DA< v
N7 5RO MU D Hifk 7 I TR Kk BT I
FoERTHAHZ Lotz (K4), —F
mdx 2B W TIVHHAD 25 400 kd FBAZLIC S~
FERRDDZENDD, MIZOLTIZEOBRK
TR T & 7h - 1,

E I

G ORE T RIGHARAL A1 30 kd & 1T
DPEE R KIE25F < 60kd 35 L0 P-20,
IVHUADR RN L FERATH S L OF R
oo mdx ICEWTHEHED —H — I ok
DIN—=FTTCHROBENTFD AR — VT IV —F
BTHLE-TED, MORTYLE I,

ﬁlﬂlﬁff (5] l“;) (/J;Eﬂ) “Zp’t’iﬁy:%@'fé-

30kd D&HRT f?,{kfﬁ kW I r—F1eEn b
B THE i dy &R
LTV DML D D082 D dy 1X5ELk b D
TR —HBRBLTHBLD03HBEE 2B
ho, HCE VT dy HBRMHERD A T
< PREMIEA YO S BEEATY LT
5 Z &M, 60kd, 30 kd, P-20, IVHifE4ToD
Rtz X Wi, —JF mdx @RWLTIRIV
PR DRD 2 b AT BEYar R L,
mdx FifEk D Western blot T3 400 kd i1z -3
YF&EIRLIC, L LBEHL T BDORIGIE
THMNDOEATHSHEEZLNBD,
T L T DEADHFLEMAIL MR 3 X O Wl
BAHThr LS5z LIt B,

Western blot T2 TOHENEHTH
5EEA5DPNIMERIER LA X 5 CBIESF
w2y dy ERUTHAHHOEAZ QBT
LTI DD TEENMLETHD, HHWIEE
polyclonal DIVHifkix Western blot ‘f:k._‘,vh/T\'
HWTHDNE s\, Doz &by A
FE T —DBWNICRWT, RSB
it 60 kd, P-20, IVHifA2SE R TH D, Western
blot #1Zx I, 60 kd, 30 kd, P-20 $ifk» FE H
ThHbH I EITieh, I, FhaEil=2Y 107
bz 7Y V44F TRENDD IeH D in frame

L EEXESR LTc, S OREFITIE, REH
T-iﬁ(ﬂ:’aii-ﬁ'l«-?sk\’f, II, 60kd, 30kd T4
SR IR, P-20 T Z < — D missn
7)?"%&@*7‘1 IVHL A TrRizix 4 T o iRt 2
Mgt S e (KM5),

Western blot % TlksrTHA dy D0k
BT~ v FERDE (M6), 2Dz ik

X mdx REBW\WT—

cross react
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60kd 30kd p20 NV

i K‘m) bt e

. . <

-

¢cM PT P2 P1T P2 PT P2 P1 P2

B6 Western blot #:: [VT 200 kd {7 (4cH)) 1=
AV FRIRTOMBOFIATIEEL A v FHRRD
bhicwe (IVIC & % 400 kd iz -2 v F (#)
l¥cross react TR HIDEAEHZ 2 HIBH)V
P1: 105 R OGL), P2: 8P (35), CM :

2V b r— L

CAMRT 4 —DZHEHIh, Pl LB C
— KO UE & NJBH 5 xR o fifko —
EEU Eobifkc X aBEPEE LW LTk

b, Tex7e b FRR LIERIICES VT, L 60
kd DA TBM L 841220 DMD &7ch
IVTeozgm3iuE dy BREHCHHA LTS
FHIENAZ LIS BNBLTHD,

¥

BAEME AR RE 7o itk D 5 B REe Mk b
ik 60kd, P-20, IVIC X 24« X » REE T
RafRh<, REBKKEC X 5B R
Wiz T30kd T+ FHRTHHIVHKCL L 5
ZHIEERCT2ULELH D, VAR T 4 —
PHNC L) CRIE BARA K &b =M
U Eobikz HuTHRHAT2LELH S,

k-

X

1) Hoffman EP, Brown RH]Jr, Kunkel LM : Dys-
trophin : the protein product of the Duchenne
muscular dystrophy locus. Cell 51 : 919-928,
1987

2) Arahata K, Hoffman EP, Kunkel LM, Ishiura
S, Tsukahara T, Ishihara T, Sunohara N,
Nonaka I, Ozawa E, Sugita H : Dystrophin

diagnosis : comparison of dystrophin abnorma-
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3)

4)

lites by immunofluorescence and immunoblot
analysis. Proc Natl Acad Sci USA 86 : 7154-
7158, 1989

Ishiura S, Arahata K, Tsukahara T, Koga R,
Anraku H, Yamaguchi M, Kikuchi T, Nonaka
I, Sugita H: Antibody against the C-terminal
portion of dystrophin crossreacts with the 400
kd protein in the pia mater of dystrophin
deficient mdx mouse brain. J Biochem (in
press)

van Ommen GJB, Ginjaar HB, Casula L, Goo-
tscholten PM, Blonden LAJ. van Passen MMB,
Bakker E, Wessels A, Moorman AFM, den
Dunnen JT : From dystrophy to dystrophin :

Tracing back structure to (dys) function, in

5)

6)

7)
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Ozawa E (ed) : 3rd Uehara Memorial sympo-
sium “Frontiers of muscle research”. Tokyo
July 16-19, 1990.
Press.

Miike T, Miyatake M, Zhao ], Yoshioka K,

Uchino M : Immunohistochemical dystrophin

Elsevier, Amsterdam, in

reaction in synaptic regions. Brain Dev 11: 344~
346, 1989

Miyatake M, Miike T, Zhao J, Yoshioka K,
Uchino M, Usuku G : Dystrophin : localization
and presumed function. Muscle Nerve 14 :
113-117, 1991

Craig E, Samitt BS, Bonilla E : Immunocyto-
chemical of study dystrophin at the myotendinal
junction. Muscle Nerve 13 : 493-500, 1990



HoA e 7 —OBRKRELRERVEFCET 5T

SPRL 2 SRIEBF A A

U2 e 7 o BEFEIITY Y DOWHREIITE D
BRI IV DRFyE LS

. B MR B HE p'4
P KEEETNEE
HEAMEE K B FE OBV, A B A WY

G

BV, b B P

D MPRFEENLR P B SRRAT R M RR b NER

#

Duchenne #lfHr At w7 4 — (DMD) &
HTRT A w7 4 VBEFOMGREIEH
BECHFETHZ EBNHELNTIRTV, Bl
Hi PCR % BT DMD BEDEET DR
DREDLEIHTIcoTEN, TLTYA LR
7 4 VEEGFHEI9=2 Y D 88bp 1 52bp A
RELI—FFHEBWZL, DMD Kobe & L
THRELY, 51, ZOBEFZEOFHKLY mRNA

o)

% cDNA G USRIt Lick o
%, mRNA TRH19=7 v v O3 XTH
RELTVWBZ ERRWELE, chik, a2v
£ VY ARFIORE LT X - TE Uiclid T
BRIEATSA vV IRE EEZ DR IDT,
WET 5,

HEELVHE

B2 DMD Kobe &2 ShicHiteT,
DNA f#¥fic kb oA+ v 7 4 VAETFHI19=

Scheme of amplified regions on cDNA

Eight primers named A, B, C, D, E, H, | and J were used to amplify four

fragments of dystrophin cDNA. Arrows indicate the positions and the

directions of the primers. Numbers in boxes indicate exon numbers and the

numbers outside the boxes are nuclectide numbers according to the skeletal

muscle cDNA sequence.

Fragment M Fragment |l Fragment C Fragment Il
A 308 c, 2070 E 2733 I 9975
112 14 | 16 [16 18 | 19 | 20
- - 7
219 B 1854 D 2434 H 9729 J
=1



77 YNIZ52bp DREHRETDHZ LW B
waEhih,

B B L) B kA BT T, total
RNA #H#EEOEICTRERE L7, 51T total
RNA 755 v £« 754 ~—%H\Cilliliz
GREFICT cDNA L, Zh% PCR ©
TG Y= i Ty

PCR i X % DNA Wi+t L OBHEIE4 T
CHE LAY, 4, cDNA 257 v 7L —t &
LCHIES 57w, Fitlcdflo s 5M~—%
B LI, Cod4floT7s14~=—1%, [#1,
2=V YOl (77 74v M), [#14,
15, 16=7 v v Ok (77 74 v+, [
18, 19, 20=7 Y vk (7572 +C)],
[ 27 v F ¥IT27-99T5DWi ) (75 72~ b
D] #¥ET5d0THAH (K1),

DNA D¥HfAL%i% dideoxy chain termina-
tion I THE L 72,

w &R

K2, B LD mRNA (cDNA) ©
7774 M, T, C, MICkF 2 M4iEEY
YERKE LR E R LI, #7572V b
ToWnWT, Ev—vicizEE, Av—vicEs

Gel electrophoresis of amplification products

1234567889

cDNAE
14
(kb)

In fragments M (lanes 2 and 3), Il (lanes 4 and 5) and 1l (lanes 8 and 9),
amplified fragments were same in the patient and control. The amplified

fragment C (lane 6) from the patient moved faster than that from the normal

individual (lane 7). Mk refers to Haelll digested 0X 174 phage DNA
X 2

W2 o IERE) & (kB L7c, 77 72V M,
O, M, E&ORiEEYD RO EIEED
LEILEETHhoT, LWL, 7772V 1C
T, BEOHEEEDIAROBIEED LD
#7190 bp FH T EBHBMTIc o T, T OF
B, ¥/ & DNA OfEHT CHER I ic 52 bp
DRF LD B I BITKE I REH mRNA ZF
ETBHZERRLT WS,

FZT, $19=27 v VEND cDNA (75 7
A b C) DRI ZPRE L (K3), AR

Nucleotide sequences at the junctions of exons 18,19
and 20 of dystrophin cDNA.

/

G)

LB
1

1
i o
8

i
Exon 20

iﬁs

i

o
e

SR
H
it

‘{’i

£@i£%t (»,,“g
L

|

A

Exon 20

1 %
fiime
Y

i |

L

.____;_.l —
ﬂ:i

it i
”Wi

L

i

%z

Exon 18

i i

Patient

Normal
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Normal

Cxon 18 | [Exon 19 ]

\U/ Splicing

mRNA [[Exon 18T Exon 19] Exon 20

Cxon 20

DMD KOBE

Splicing

-

A

R4

ORI hE7 5 72 v b COEERYIITT
TREEIhLDE—FHK LA, LL, B
MOWIBEIhIc 75 72 v+ C o0 EHEY T
X, 519=2 Y v4{k (88bp) HKRE (=2 Y
Ve RF V), {1822V Vv EHFN=2 Y
VHEBE s Twie (R4), ¥, 20
ERFNCIE, $19=27 Y vDOARF, €V 7L
DREIRD bhish - I,

£

DNA I hEFEEhi: mRNA BifkkiLE 4
DTweLyV I 50 THRB mRNA Liss,
ATFA4 vV 7 X B mRNA JiE» S0 A
viervolkEL toFekrv S0l 0T
Db, 1V vOlREZRZ Aviwv.exs
Y VRO 2 v v ARFIOFEET X b K
FRHEII TN, =7V v EREIE®BZ
EGET Rohisyy, —8 O BEREEIC su»
T, TDavievHARFIORFECLY, =7
VVYDAF y EVIHRELBZ ENREIRT
WBEDRTH D,

L Z 54, DMD Kobe 2R\ TRERDOH
LRI, ¥/ A DNA ORETIE=v
€ VY ARTNIR R 2RO e o ol s
H 57, mRNA OBRETIE=7 Y VDAFy
Cv ISR, RRAIhic=r7 vV« A%y

v 7PN OREL, =2V vROEGRED
LTHD, DX, R¥y Vv I7DFE
LB & LT, RO 2ODTEEENE XD
hic, Tiohbb,

1) DMD Kobe TiX, §19=27 YV vDH A
APBIRICNE S T o feZ ETC, BHDWELED
T DIAAEEL L LI Z £ T, mRNA i
BEDOAT 54 v 7S T 2BEHEENNEE19
L) kI VELTRR L tote

2) DMD Kobe Ti¥, #kabhTwb=
VeV ARFIDNDAT S A v I EET
HRFHREL T I,

TRBEDIBLLThNR=I Y VDAF y EV
ZDFERTH - fehr kB b5 1edicil,
SHBOPIRIDNETH D,

¥, BKER oBREXRETHIHRTFEL
T, BEFHROBO 7V -4« o7 F DOHE
NEHIRTWS (ZVv—a Y78, &
HOBFRICIT T, BEDOY/ 5 DNA OR
FCIX, #519=27 Y YIFD 52bp DOKREX
D7 V=L« Y7 04ET, T99IFRBD 2 VvV
DALy Fea¥vikidz A FHIhE,
EZAH, mRNA DOBRET, §F19=27Y D
A¥ oy ¥V IR, TIOFEHO2IFVHR A b
vy T e FvikoTWB I ERPELNTS
2o mRNA Offi CHLM s fc7 bV — A
« 7 M, ¥/ & DNA ORH»HLFHX
NBET7V—a -7 FERBRE-TW, Th
LD LY, 7V—A o7 FOFEZOWT
Bzt 5 mRNA DFMAARERTHS
EFRLT B,

¥ & O

$B19= 27 V YW REE BT H5—FK %
ML, BED mRNA (B owT
B Lick oA, 119227V vk Axy 7
LTCWwi, ¥/ & DNA TIRATI5 A AHL
RLD 2 v v ARTICREZRD o1
TEXb, FEHCHRNRAT Iy IRE
DFENE 2 bhis,

X W

1) Matuo M et al: BBRC 170 : 963-967, 1990
2) Nakajima T et al:J Neurol 238 : 6-8, 1991
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BoA b+ e 74— OEKFHEOSURROEFCHET 0%

PR 2 SREEBT R G T

Becker Effio 2 b v 7 4 —EOHHEBRIEEL L O

RS AR BB
i A HE 58
FUBRER KRR

R #F OH A B, fkak
=P8 R F XD

i) B

& B ok MOE AP

DU AR P BB\ RREE P JekonER

g =

FEERAEIR & BRIKFER (2826 5FEMFB
HE2), AR, DNA Sk b 2H Lk
Becker Bl A b = 7 4 —fE (BMD) 5 fEf
B L TR EBLFER R L O RSN (R
A7 vHEERAGWE) TR L, £
B, BROWLSWCE CK MEXIEHINEE
¥ 5t EAFI TR, ERHHOALrT

4 —fEDOTR (%, BE) 2B LI, £
TlY, #AE DL, small angulated fibers,
fiber type grouping GMEFEHEZE LA LT
Hol, MEAPr7 4 VHEEZRAWTDOYA
Fe7 o AR, EHEELREL RS
FEM, W5 “patchy pattern” 2T BEE
Bll, < —HRICHD IR > T4~ 6D
e NESRAEDY cluster THAIRILWTR
B EILEACTT ORI, Thbi, BMD

®1 B K B R

#001 | @2 | moM s | E M 4 | EHS
&3 8 575% 6 7% 8% 9% 135%
% 6 ) @ = =
= B | % CK fuE | % CK miE | % CK miE | % CK mE | & CK miE
WMy HT | 1RSHA | 1E6#A 1% 176 % A 17
BNET | B8 #® £ ® B " # g
% % @ 6 = = e =
5 t 18 K = 6 H ) =
P T R | ®EEF RIEIET BT w B BIEET
TR & = 8 = =
g @ | r B RO B BOO#F
[ R DMD BMD Xi% L-G | BMD XiX L-G DMD DMD
ovasn | P | wo | wo | D | Bmmo

N. D=not done
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®2 M oM OB &
. w5
W1 Moz | w3 | w4 | 505
Variation in fiber
size + ‘ H ’ o + o
Nectrosis and
phagocytosis ‘ i + "ir ‘ B o _
Regnerative fibers + + + = e -
Firbosis i + + H =+ -+
Selective fiber o o o
atrophy ' . ‘ IB B IB
Hypertrophic o o ‘ . =
e o= 1 I -
Group atrophy - ’ -} J + } +H - H
Fiber type \ o - ’ _
grouping | | + l G ' o
Fiber type _ _
~ predominance ‘ S ‘ ’ I ‘ LA B ‘ 1
—=n.p + =mild +=moderate H=severe

FHAERT W A

IGFETCIBTE,
~T. H & E X 170.
b ERM GEF S5) FHW KRR
angulated fibers i85, H & E 444X 170.

K1

DYALRT 4 VEADSKNE (BB IOE
BERE) CXsd0sLBbhi,

5AEGI O BRKAT L (1) @ Flbix 55805
135, fEGI2 & 3xheehl, ik, FKiEEx
oo, 2, B, & CK mEc TRA X
te, Zfl, BEDOTIME T DR THET e

TH Y, REGI4E, IR HZEMG & BEET
DRI K Z RBd Tz, OISO REL RS
<, 2HH D S EORBBE T TR
Bich -1, DNA 8Tk, FEFI1 1% exon—
47-51 D/KY:T inframe, #EMI5 1%, exon 13
DRHT inframe THH, HEGI41Z RFEEH
DIChH > 1z,

AT R (£2): 26k 2EBL D W
WA 72, H & E, modified Gomori Tri-
chrome, NADH-TR, oil red, PAS, ATPase
pH. 4.2, 4.6, 10.7 ORta % 1T7c - 72, AEHFIS
ICF\ T 6l & 125K 2 [ A A 1775 -
7o FEBIL B L0V 2, 3 DEDFITIR, HikEHED
R - AR ARLTH D, ERT
CAPRT 4 —HEOFTRERE L (K1—a),
TG4 3 L5 OFERE T, HfgiEoEH
KA, FEEEORE, BARIEME IR
##EDZESR, group atrophy, fiber type group-
ing F0 MEFEELLRFLTH-7 (K1
—~b)e

YL A e 7 4 vHi{E% A7 immunoper-
oxidase HEIC LB Yft, Lo AR T 4 v Hi
fhix, 2% (Dy 4/6 D3 & Dy 8/6 C5) T
Newcostle General Hospital ® Louise VB,
Nicholson 75Dt % 5 7z,

HEGILE ADCAMRT 4 v R, g
HER xR, W< > ERERCY E % “patchy
pattern” & K L7z, EMI2 & 3 D WEBE kR
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N \ N

a : il 4,
b : fiEFI3,
c :HEMS,

L i>¥ % patchy pattern #/R3
dystrophin—negative fibers 7% cluster T (*) #HH5.
EHEFRD Y A b r 7 4 v AR RIS 5.

LA e 7 4 vHifk (Dy 4/6 D3) % i\ 72 immunoperoxidase 3, X 170.

DOYeMER IR UTc, FFRMERS, —RRTil < %
X Thy, 4~ 6 Ho/NEEHES cluster T
et SV ITREE L7, #kY T H
& E, ATPase THT% &, Zh bWkt
1%, myoblost, Type IIC %D AN R4
RS B R Tl I 5 e, FEMIS UL, IEWH
ERBED MRS ST B oA b r 7 4 VDY
Rl (M2a—c),

AR 7 4 VERAD immunoblot IZ X 345
H1iX Nicholson 5P D jE:TITIc - o,
FEFI2 T, AR T 4 vOH A XIXER
EBE BT o T, FIRIER D30% A LT
Wioe FERI 3 THIEM 2 LFEEDOFTH T, v A
FRTZ 4 VOYA R, EFHTHoeh, ®mi

2B LT\ Tz, FEBIS TIE, AR

4 YOH A RE 417kd (EFIL, 427kd) & i
FERA L, Bl1360% 1A LT,

LAk, FRREES, HloA b r 7 4 vhifkEH
W7o I AR A, immunoblot 12 X A 2 A b
=7 4 Y458, DNA 547 & b 5 EFIE, BMD
LM I i,

£ B

BMD (x DMD <& Ak Xp2l #lgo g 5T
RE%HETHD, FIRBEELIEL, #ETRL
FREFHCA YR 7 4 —TH5?P, BMD
ik, WHLEEAT R Tz, DMD & o &Rk iy
UL, BRI, FxBbieldiug,
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DMD &, #B%E-> THHEHREGCALe T
4 —iE (#%1C autosomal recessive muscular
dystrophy) & DEFNCHREEAIE-TYD,

BMD o5 # %P1 FiX, group atrophy, small
angulated fibers ZMEFREZLLr LT, %
OfhfEsE, WEFLHAIND L TRERD
597, BH 62, 155KL T O BMD O ik
FrRiL, TWERIicHE, Bess0T DMD &
Ebign, 165Kl Lo FHHEERT R, group
atrophy, hypertrophic fiber, small angulated
fibers, fiber type grouping 5 #iEREHEZE{LAS
FLTHoTcEREL T B, HADEFITL
REBIBUT A Ie A, ZEBD ol & REOS
REBHTD, FHCIESIS T, 6 5h & 125
B 2 BHEREZTRV, ChOLORBREIF
THREEELR TS,

BMD iEiFB LA v 7 4 vHEIL, faint
T discontinuous 7\ 3% “patchy” AT R
PR & XN T &9, K& DE T,

“patchy” 7eRTR LMb i, EW & ZE Ol
HE A LUIIER, 4~ 60 HRHED cluster
THRE XN VR EY BLERANR H 572,
immunoblot IZX 3L A v 7 4 VT,
EHEELIGTA v 7 4 YREERUE
Gz, B, EHO60% OB ER LI,
cluster TH:LINieh - ICEEFITIE, AL
w7 4 VXIEFD30% DB E R LT,

CA e 7 vROHOSEEMIL, YA LR
74 YVEADEMB IURMNAERICIS DL
Bbhi, RAFEOHREIZ, Nicholoson B 12
Lo THEIh T2, §# S b1 BMD fic
BB RA e 74 vYf & immunoblot 57
L OHBIDORFALE L Bbhis,

X #

1) Nicholson LVB, Davison K et al : Dystrophin
in skeletal muscle I. Weatern blot analysis
using a monoclonal antibody. T Neurol Sci 94 :
125, 1989

2) Hoffman EP & Kunkel LM : Dystrophin abno-
rmalities in Duchenne/Becker muscular dystro-
phy. Neuron 2 : 1019, 1989 .

3) Koenig M, Beggs AH et al: The molecular
basis for Duchenne versus Becker muscular
dystrophy : Correlation of severity with t§pe
deletion. Am J Hum Genet 45 : 498, 1989

4) Zatz M, Passos-Bueno MR, et al : Estimate of
the proportion of Duchenne muscular dystro-
phy with autosomal inheritance. Am J Med
Genet 32 : 407, 1989

5) Tachi N, Tachi M et al. : Dystrophin analysis
in the differential diagnosis of autosomal rece-
ssive muscular dystrophy of chlidhood and
Duchenne muscular dystrophy. Pediatr Neurol
6 : 265, 1990

6) Bradley WG, Jones MZ et al: Becker-type
muscular dystrophy. Muscle Nerve 1: 111,
1978

7) ten Houten R & De Visser M : Histopatholo-
gical findings in Becker-type muscular dystro-
phy. Arch Neurol 41 : 729, 1984

8) EHFX, BE=EPT, fb: S, » B2+
w7 4 ~EOHRE—CA LR T 4 Ve FALT
HEZE Shic 2050 B —. “BEAEE DR -
HREBHRARER] oA e 7 4 —ERUE
ERBOFEE TORNBET 58%8” (2 HID)
ERTEEERRRES, 1990. p. 116

9) Arahata K, Hoffman EP et al: Dystrophin
diagnosis : comparsion of dystrophin abnorma-
lities by immunofluorescence and immunoblot
analyses. Proc Natl Acad Sci USA 86 : 7154,
1989

10) Bonilla E, Samitt CE et al : Duchenne muscu-
lar dystrophy : deficiency of dystrophin at the
muscular cell surface. Cell 54 : 447, 1988

11) Nicholson LVB, Johnson MA et al : Heteroge-
neity of dystrophin in patients with Duchenne
and Becker muscular dystrophy. Acta Neuro-
pathol 80 : 239, 1990
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W2 e 7 4 —ORRRIFE L RIZER OB T 555

SRR 2 SRR &

Quadriceps Myopathy

——Becker i At v 7 4 —DRLE—

#0ORF OB OB B
PR SRS RRE &  & — IBOPIBE AEE PR

#kREBEE I B A EY,
[ I SE S

% oMo
OE R

SR R v 2 — REURBAEARL P Rk L v 2 — AT RREOR B 150
O ESLREREIE © v 2 — R BT R AGS TR

¥ §

Quadriceps myopathy *FEFEZM Ihi-4
EGICOWT, FHER, SRIGC X 5 5REY
RSB, ERBCIB A v 7 4 VIR
Isolz, 4IEFIE D, HERS X UKD
BRTRBEET R EhE L, YA 7
4 VIHT T Becker BT A P a7 4 — (B
T, BMD)E—ETHRECAIr7 4 v R
Lz, 2%h, PAFr7; vREWEREAT
ILAGARHERTEAS patchy T faint 7offvfh 2 x
—vZEBL, CAte 74 VETELEARD
ET LTI, FhliEMR, 1AK% BMD
DRBER LT, ThbDFESNIE BMD ©
RefMEEL LRI,

B #®

Quadriteps myopathy T FDKFE & LT
HOHIEED S EICHEZIR TV, H4
R, MAOBENS BMD L&z bhi:
4IEGIR BB LT, ThBoEFRL, HE
B, SR X 3 HREENRE, AR X
HYUALRBT 4 VEFRTIR, BRIERC
DWTRE L o,

¥R

*F443 Quadriceps myopathy & ZH Xivi:
37i%, A%, 31i%, SUROD 4IEFIEEFI S OR
GEFIS), BXUZDR (FEF6) (Table 1),
Quadriceps myopathy 0 RIEEENT, 155

Table 1

Pt. 1 Pt. 2 Pt. 3 Pt. 4 Pt. 5 Pt. 6
Age/Sex 37/M 41/M 31/M 31/M 33/M 56/F
Age of onset 18 15 25 19 15 -
Family history + - + + + +
Muscle atrophy Q Q Q Q LG -
Muscle weakness Q Q,1I, Gl Q, 11 Q LG SCM
Hypertrophy + + + - + -
Cardiomyopathy - + - + — -
Serum CK X 20 X 24 X 16 X7 X5 wnl

Q : quadriceps femoris, Il : iliopsoas,
wnl : within normal limits,

G1: gluteus, SCM : sternocleidomastoideus
LG : limb girdle
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Table 2

Dystrophin molecular weight. cellular abundance and immunofluorescence patterns

in patients with quadriceps myopathy.

Immunoblot Immuno-

Patient kDa % fluorescence
Number Age Sex n=400 n=100 patterns

1 37 M 370 50 patchy/faint

2 41 M 380 60 patchy/faint

3 31 M 380 50 patchy/faint

4 31 M 380 90 patchy/faint

5* 33 M 380 100 patchy/faint

6** 56 F 380/400 80/100 normal

* Elder brother of the patient 3, having a clinical diagnosis of typical BMD.

** Mother of the patients 3 and 5. She expressed two different molecular
weights of dystrophin, 380 and 400 kDa, and the relative content of the
protein were 80 and 100 % respectively.

BB TH Y, FBIFEFIB N 6T, H&
DBNXI2ED HL26FTH D, EHI1 & 21TBL
T, EEBY A, EHER Quadriceps myopathy
D 25EMF, & UTHE L, 10FERBIORREES
BV, TOHETIIERD TRRTH - 1o
FEER, EF2 UM REEXHFEL, Fc
FEGIS DY (GEGIS) WEAFHBLOFHIMET
¥EL, EE BMD OEFITHD, T, £
DfF (EFI6) LHHARFOADHIHET %
21, BMD carrier ¢ E 2 bhIIEFITH S,
AT, Quadriceps myopathy £ f]
CHEHESKBEEHO R HIZA ED bR
foo WTMET W, KBRS RET Tk BB
DREHTLRDORIES (EM2 &3) %
Hoto, EIIEFL, 2, 3CHEEHOREM
KB o T, HEFI2 & 4T OAREDHEEL D
h, M CKIERWERD T HE,L24EE 5
Wik Uiz, EF 3 DRDIERS X, EMHEM
DPHEMEGIETEZE LT,

;] *

ChoDEMCH LT, OHTGEN, Q%K
T X B IREEAIRE, OERIHT XS Ara-
hata 52 O HEC LA A e 7 4 v RE

W, @M X5 Hoffman 5® ©Jj
BIZYXA A Yr 7 4 vk iTieo 1,

# 2

O$HAFHER < FEGI 1 & 2 TR RERPIERT THf
FEHZ T T RRERAEL A bR, K
FRPUSEG LIS DO FF Tk, HREZE Lo RBD B
e, HEF3 25 6 HREZLDOHXBD LR
o

QREZMI B 8 : Quadriceps myopathy
D YIEFIE L, RO XNRR, L&D
0, fiber splitting 7c & D AE LA
TicLizhs, fEMIL, 2, 3Tk small group .
atrophy 7g ¥ OMRESHZELE ~ET AR L
Wb bitte, EFIS, 6 LRBRDOHIREZE LAY
RETAHHABRD bR,

@IS AL (Table 2) : Quadriceps myo-
pathy @ 4fEFI EIEFM S X, \Th{ patchy
T faint 7%, \'hb¥BH BMD & A 7D S
2—vEBELI,

@A+ w7 4 v5H (Table 2) : EHO Y
Are7 4 vHTFEIL 400kd THHH, Qua-
driceps myopathy O 4{EFITXT, 5FE
11370225 380kd LETFL Tk, EHED
IEH D500 590% LS T LT oo FEFIS 1L,
2 FHEix 380 kd CHREEAN100%TH Y, FEH]
6%, 380kd & 400kd & 2D RAHHT
RAYBEL, BRARI TR LTI 80% & 100%Th

>
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z = X #®
Quadriceps myopathy (X KEBPUSEAZIRE 1) #FERE, SAREEL : F4E quadriceps myo-

LM, HHETERL, ToRRRVwA pathy o 2fEf. FERKEE 21: 312, 1981

WAREBEZDOS ECHREIRTETWS, Yt 2) Arahata K, Ishiura S et al: Immunostaining
v & —TD3048FD {4 BAE FIh, Quadriceps of skeletal and cardiac muscle surface memb-
myopathy EFERZM IR0 L 45E rane with antibody against Duchenne muscular

dystrophy peptide. Nature. 333 : 861, 1988
3) Hoffman EP, Fishbect KH et al : Dystrophin

characterization in muscle biopsies from Duch-

BFIDRTH -7, £f] BMD &—FK L1
EBX, WREFR, BRECAtr7 4 vaix—
vERLR, ThOOERR BMD O &R enne and Becker muscular dystrophy patients.
EH 2B, N Engl J Med, 318 : 1363, 1988

— 291 —



oAt e 7 4 — OEKFRELEEROEFCBT 5 B

R 2 FERTRREE

BILBLEREG Y 2 b o 74 —fEB L AEHEHGHRIC
BIFTAURA M 74 o YLE

B A ¥ H

FA o

BT S EHRBE AR B

AP B OEH K Vo8 K o TP
oW FOFR B A #®
O ENRRTT AR NER P BRI P ARk

- g

fRILUE CMD % XU &Rk O L% B
\»T, dystrophin, collagen type IV, desmin
O Yy fTV, B3, FEHEC 505
dystrophin D BfE% HE G U1z, Dystrophin
1T, R UHBRERTH S desmin i U4
Dints h BT lo- THIE L, BB L TR
h RIICIHER LT, € THEDKR TS, &
YRR % A5 kT, HE %o —f
AR E T RE R RBOOREV5HE TY,
dystrophin YHEENFET A I TEE TN
LEZbhi,

FL&HIC
#1 dystrophin HifADMFL, PMD HED

Immunostainings (ABC method)

ZH bR E ST L b LY, Lo LA
% Lo dystrophin OBEEIZDOW T, FRER
BHOMT L, FEIEAELE LTRLEL
KU A b v 7 4 —iER TOSRHLOER
Wix Fiv-T, dystrophin D & HED RAE
%, L4 D collagen type IV, ¥ XU
BT, ZHWHEEL, dystrophin & R UL
HIEBHRD 1 2TH5 desmin & ORIBFYEIC
THIRL T oWEREBE LY,

MR EHE

e, BUBEREHCALRr 7 4 —IE
(CMD) 54, JEEILE CMD 16, £HEEH
K50, Favr VRBEFOALRT 4 —E
(PMD ) 9 #l, Bif&% PMD 1 fiost 21 T
H5b,

Antibiody Localization
Dystrophin 60 kd polyclonal (N-terminal) sub-sarcolemma
4-4C5 monoclonal (C-terminal) sub-sarcolemma
Desmin monoclonal sub-sarcolemma
Z-line
Collagen Type IV monoclonal basement membrane

Histological Stainings
HE
ATPase (PH 4.3)
pyronine metyl green
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SRR R B ORI & fERLL, ABC
#:12C dystrophin, collagen type 1V, desmin
D RIEYE % 1T - 72, HU dystrophin Fifk i
Hoffman LD ER LAY o D Fifk L,
IROEROE LV €A HR L2 bt S his
4-4C5 =M L7z, X B HE $ft & pyro-
nine metyl green 4:f, ATP %t (PH4, 3)
Z AT\ iAo %, WA KRR ML
(#1),

B R

DMD kB F 2 §E T, WTFhoH dyst-
rophin HUHAIC b FlHERE O Yeta % Bic fil &,
60kd DHAICDOZ, < WY tata R
BDEHPIDBFAE Lt F 1o 4-4C5 TIREEHEkIC
BEOREMEZRDHLY (K1),

Desmin (X 4 REE T3, satellite #Miffa X
hRDbIt, ThbIEESL EEE Sht
satellite flifid & 5 2 H 42 239, di Ml fa A Yeto

K1 DMD #E#o HE ¥ifa ks L O dystrophin $ifa

i . ; e

B2 DMD E# D desmin 3 LU collagen type
IV 4tz

Ha B L Tute, BENC & § IO i A
L, MY @A L7z, Collagen type
IViZ myotube DOWF&E X h FERTTEETH - 720
Desmin (% opaque ##f CrxMIapPI Yo iz
KL, BEGEMEEARBN, ML oREE o5
T\ /oo Collagen type IV (ZEERAI B < 7o h
AIRRL 73 2 I L 72 DT HIEIET B AR
dHobhic (K2),

SR RDOIEGTIL, BHABMET, 7 dy-
strophin DHEENRD BT, ZNHD
1% Hoffman DO¥HifEx Ao 2T L 4-4C5
DIZ 5 DD o Te, F IR HIRE P Yot
MRS bz, Desmin DOMIfIPIGLta i IZ A
— &7 D R MR, RS TH - 7o,
JEERB oYt 233 < 7o b Bith, LT 5
W EZE I (K3),

Hyaline necrosis <°, ghost 1235 U iz
fll DY EL S e L O TY  dystroph-
in BHEKRL T 2R RD bR (K4),

B3 AR HF 5 phagoceytosis

BJ4 Necrosis T® dystrophin D4
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®7 f&LUE CMD

FAM Tl dystrophin (%, desmin AMEY:
BRI T L Ol THIZ - &) L HERATHE
Th oo

fall# CMD T4l dystrophin %:ff T,
% OARYuRAE, RYHRAE, Mo gatr s T
5B b (¥5),

TR HDOEGIZAEFNC X h 2 7e h B LD B
h, 6 DIEFD X 5 :ERES O i
dystrophin DFEEL RGN L0005, M7 D

Blo X 51bhT A O DA, Rt A TR
TEHREDLDEITHAELL, ThbD dy-
strophin AYaf#kifE 12 HE 4fh, pyronine
metyl green 4:ff, ATPase Y012 CTHAMME
EEZBNDBLDE, 5 LIEFE 2T Wil
Db oTo. o HE Yith, ATPase ¥ift Tl
SED LIAERFT RE RS cnb D03, Mg
DRD BN, Lol bofffEn % < 13hi
desmin H¢ffi T, dystrophin ¥eft & (ZIZRIEE
TG, WY, WoReaEErRLTED, Th
HILIZIE—E P RED b, EEEYEATILS
FWs L ERRORERXEL T,

z =

Dystrophin (X JEEE © Pl f74E LA
B ELTOBRE X HE>TVBDTIR LA
EHEIRTWADY, RicLMgEgkchs
desmin 2kt U, MfEREAD 270 b BT 7o - T
HBLL, FoMilaZdts, Sk T
HnbHEAELTLES> D DLEEZ DRI, T
H41x 4-4C5 DOHUET, 60kd DHitka (i
Lict X hBEL, ZHIcffE S5 dystrophin ©
HEL C- Koy, N- Rl LREWEBb
N7z, T biL dystrophin 75 fIARZEHE 1 B
L, CANP %0 protease I&, WHINER%%
T2 0TIV & #EIRY, AREHE
T, MileRRtaEzRosL00%<, Th
ik filRoEEREE 25 XL Bbhb
7%, hyaline necrosis 2 & 13 ¥ 7 - 7o Ml fa G
NELTWS EBbhi,

CMD TR b 17:% < OFl dystrophin N
YA XA O AR T, BIRORIBRE &
HEE S D kAEe, MREH O 45l
EhTuiWREA iR EEThTns 30
EBbhi,

kX, &, B0 AaxE 35 a6k
IZF\TlE, Duchenne 7, Becker %! PMD
T7:< T dystrophin RYEHMENFAET S &
LB TEIRE LBbhT,

X - B

1) Arahata K, Ishiura S et al : Immunostaining

of skeletal and cardiac muscle surface mem-
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2)

3)

brane with antibody against Duchenne mus-
cular dystrophy peptide. Nature 333 : 30. 1988
Helliwell T, Gunhan O et al: Lectin binding
and desmin expression during necrosts, rege-
neration, and neurogenic atrophy of human
skeletal muscle. J Path 159 : 43, 1989

EHABFE, BHE—L: YR e 7 VAT
B5CKMmF A1 vOBKNER. HoAtrr
+ —JERUVBEEBEOFRBE T OFRHE T 5Bt
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9. PEOTHEERARES : 121, 1990

4) Chou SM and Nonaka I: Satellite cells and
muscle regeneration in diseased human ske-
letal muscles. J Neurol Sci 34 : 131, 1977

5) Nelson W] and Traub P : Proteolysis of vimen-
tin and desmin by the Ca?' -activated pro-
teinase specific for these intermediate filament
proteins. Mol Cell Biol 3 : 1146, 1983



oA e 74 —OREKRE L REROEFCHT 5%

SRR 2 SREERT ARG &

Mdx mouse &I control mouse €31 3 dystrophin @
RERERRFREICOVT EEIW)

B A F X £ B
s R iz AT

EApELE N ¥

|, BFOR 2P

BOL oBh WP, = ot M OA®
O ESTHEET IR AR ENRRPTEREREIAR P AR NET RS

(FL&IC

FEAE D RPELEK I 3\ T, dystrophin {XIEH
¥ mouse DERIFROLHOHRKLLT, §,
EEBE, B, BEs & OERATMEE,  Dihihc
BOWTHRELTVAZ ExRE L, SEIIX
HiElDHL dystrophin Hifs (60kd, 30kd) &
mz, fifkeyz—XbhhE S hic CREEHA
(R7F FIV) VT, mdx LORIEFEHE
mouse DZIEII 1T 5 dystrophin FEE DR
KICOWTHRE BT DT, FOEIZOW
THET %,

HREVICHZE

5243 mdx (C57 BL/10 ScSn~mdx) KUIE
%R mouse (C57 BL/10ScSn) o4 6 TC (1
~3 4 At TEES O B B X
W4, /pBats E o £ AT OWT, 4 EED
$ii dystrophin ¥ifk (Dr Hoffman X b f#i5 &
hiz 60kd, 30kd Hifk, ikt x—iZH%E
HELhtE X hic_7F VI, V) #HWT,
Western blotting RO R EALERE (AB
C #, WP W I DRELIT -1

i= 2
30kd RO 60kd Pifbic X 5 western blot-

ting Tt EFXM mouse OFHA, LT
W THARfR /e dystrophin band DFEBHIAD

o KB4, G, H, OB, BT RV Th B
7oh3 B Bt/ dystrophin band D RBL
Nhbhic, —F mdx mouse TIXLMEIRT
dystrophin DREBUT AL bhlch o1, RIZ C
Kbz X 5 Western blotting TiX, IEH
*tH mouse D FIZKT S dystrophin OFEE
B e, BHC band 2ARBRTH - 1ohy,
R, OUxthd, KB, DK TR, B
Bt, Bicds T BAlE7s band DFEBLA LR
7z (Fig. 1), mdx mouse O CHImHAHIC LS
immuno blotting TIXOLEHIC IRV THB I dy-
strophin band DFEHEHABI, KK, TG
R\ T d HERYBE /s band ORI RD L
Al REEHXE mouse & HEIT5 &, 1/2
~1/10BEORIRE T, EFAE mouse T
ZHREO P IVB IR BV TL dystrophin band
OZRBULH HCltieh - 7o (Fig. 2)o

_7F P HGHEELSET LT e ke
Py, THE D 1000fEFHMR e L 500 fEFHFRIR Tid
dystrophin band DRIUTIRBEFETC, BHRHR
LA DR EBT 5 dystrophin @
RBOFFOWTHRHTL Z LIXHETH -
o

W ALYt CIL IEF AR mouse
OEA, O Emss B, B, B, B
7t &) ofpFEmciitho BESRL b, 60 kd
30kd, X7 F FIRVCINDWThOFATS
BOMETH 1o TR IV T 60 kd $T
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Immuno blot analysis of various murine tissue specimens
using anti-dystrophin antibody (D-IV)
T2 w3l dials 6 7 8109

dystrophin —

M# Be Br €bl St K& Bl . H

Fig.1 EHAE mouse ITk1T % &Mk D western blotting (=7 F FIVA{#i )
1 (M) ; B, 2, 3(Br) ; Kfitd, 4 (CbD ; /M, 5 (St); E, 6 (K);
B, 7 (BD ; EEBE, 8 (L) Hl, 9 (H): O

Immuno blot analysis of various tissue specimens of
mdx and control mice (D-N)
1.2 3 4 56 8§ 9 10

dystrophin -

cM cM dM cBr dBr ¢St dSt cH dH cH
Fig. 2 mdx ZOUIEF A mouse D&k D western blotting (=7 F [V&{#if)
1, 2 (cM) ; control H#f, 3 (dM) ; mdx FH##%, 4 (cBr) ; control Kfi%,

5 (dBr) ; mdx K4, 6 (cSt) ; control ¥, 7 (dSt) ; mdx F, 8, 10 (cH);
control 0>, 9 (dH) ; mdx O
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{£Ci neuron ORI EHh, CK
VbR T glia ORRIGETCREAGEE I,
Iz X v BHREL T ECR AR, —F
mdx mouse IZFWTit 60kd, 30 kd, FU
7F FIR BT, B —i (1 %ET)
R B bh, CEREEHMATHREET
Hotods, fodikl b X o HBCED LR
too DMHIZDWTIE 60kd, 30kd RO FF
FI TR bR RD bhieh o e
7%, CRIGHAE TR RE S h 5 O iE
RLELE I — T RIS LTHEETDONED
b, mdx mouse DRRIZOWTik ABC &
X B BER T 60 kd HUA T Hos s
faxiRo bhd, CAMEHAETIL glia 28E
G S h, REHAERC L 2RETCRRIGE
BRI Te i S, ERXE mouse &IFITAER
DYERBEE &R LIS,

£ =€

dystrophin @ mRNA (XF®&G, OHDOA
e bt, MEAALBREL EOFRHARS
LIMAMICLETha o LlmbhTn b
7%, 60kd Pifk%x v /- western blot TitiE
T3t R mouse DFHREE, LA, ALK
X HIBEICITh dystrophin ORI D
bh, ZhbOAKITE VT mRNA OFREIC
BIERAILRERAEE TIbh T 5 2 &A%
Bl Db & 7o oo mdx mouse TIE western
blot Eix£&# % T dystrophin OREHIT A LR
¥, B Hoffman SR L TUWBH5HY &
B OB ] bhvic, —J7 CRumHifFx fv
7z western blot TIXIEHF X R H# LTHE
iz oD, mdx mouse DEFRAEF, L
5, Bz T3 dystrophin OFEHENED L
H, 60kd Pk X% western blot DRI E
R R B ORI, ZDOEATOWT
EBBEHIALETH DL, BEERDE 60kd
Ptk & CRUGPIATHRE I N D IPALILTRA E2E
#375<, mdx mouse DFHEEDO—IPIT dystro-
phin DRTEHGED Hh, western blotting D
B b—FTH LT, REHERED CHEE
Hitholn X EHETHY, BRHREOHI X
- T western blot fERICE A4 U S HHEH

LEx bhls

BRI DI X % BLEL T o Rk
fHoE T, 60kd PUATIE neuron AHHE X
BT LT, CRumPLETIL glia 2ARE
Ihic, T LRERRTIEYNIATVS
neuron & glia @ dystrophin FEAEDEN 2P
RCEMD=I IV VDATFAY Y F DB
b B, N, FEHE o & MR
&35 85D dystrophin isoform DFLE
PHEEZIRTWAEY LB, neuron &
glia TXHEMICE T - 72 dystrophin 4 L
T 5 A REME DRI S i,

BBV (CHR

1) mdx ROEFEXR mouse D& BT
% dystrophin OFTEEFHEELH LTS
%, i dystrophin Hitk% BT, western blot
BB LR B I 5 RB LT - 10

2) Western blot & X 543#7C, dystrophin
FIEF AR mouse DFRE, OHORILHT,
B, B, i, B LoPwpas 2o
T3 RBLL TV ic, —7 mdx mouse IZE\»
T CEWPAETIRERY, OHROBCRE
DHE LRI, BB, ¥ 60kd Hi
HTRH LD RBR A DRIEh o T,

3) RERETRIEFHEXNR mouse DFEHE,
Off, BROEFHoOEMmMEC dystrophin O fF
ERZ BRI, BT 60kd HitkT
(X neuron, X7 F FIVTIL glia 2\ %@ X R,
P X b BEBELISEV A bR,

BEE AR RORTCHIC Y, FHEAISE IS
PG ENIR R e v 2 —  BEFRELE, ~—
A — VK% Eric P Hoffman e4ciFa7cL¥3,

X ™

1) Chelly ], Kaplan JC, et al: Transcription of
the dystrophin gene in human muscle and
non-muscle tissues. Nature, 333 : 858, 1988

2) Hoffman EP, Hudecki MS, et al: Cell and
fiber-type distribution of dystrophin. Neuron
1: 411, 1988

3) Chelly J, Hamard G, et al : Dystrophin gene
transéribed from different promoters in neuro-



nal and glial cells. Nature 344 : 64, 1990 isoforms at the carboxy terminus. Nature 338:
4) Feener CA, Koenig M, et al : Alternative spli- 509, 1989
cing of human dystrophin mRNA generates

— 299 —



I’J//‘ FRZ g _@l&m%\*w”t': { })'L:/\JJE"_.TA'—WIV ZD{')[?\:
PH 2 SRR Fe e &

v T2, AREBRIIBIIAC A e 740

BF B = ek

REAR KBRS -

eFpres & b

REA KR -

E:3 =]

(\

AR 7 4 v (dy) IS T 4
F Ok & e AT 5 2 Lok 1’1'5711 T
LY F T A, PR RIC BT B R
FRBENTR, SEIFLER 5 FBEOH dy
PifAr ATz v br—A KLY mdx =7 A
DHRER I L ORRMHREIC BT 5 dy DIFFETAL
viwﬂh&ﬂruhotoﬁalngﬁWWLMH
L FELD & 5 et Rux B, MEy > 7 2t
O dy "FEAELTED mdx ODFRICE
WTRAELRe dy BEEL Tuie, F oK
f’P?¢/¥‘ili§L"”* dy !X neuron I LU glia
RICFHETD EEZE 2B, #o0 D isoform 7Y
fFAEL ;L\éﬂﬁu'lﬁk:f:h%ﬂilﬁl Uihric e
LT\ ZEnE2BRD, Western blot T
ROOLNAEBD Y FON mdx HFHK IR
T 400kd © dy ~ v FAREBLTWA, Zh
13 dy AHRERICEDLLERA L LT

TWH R A R L T\ 5,

b Z

BerERx 4 -

B 5]
CAPRrT 4 v (dy) HERHEF S
e EH DA IS A5 2 £ ¥F4‘i’

NTWB o7 A, bR KIT 5
JFAER® 1 oW T, mdx = v AT B
T4 RIFEABRICFRNT D 5 \ B 5 Pk

TIX Western blot IR \WT Y dy J)(Ll;/)ul_
LB 7ed L D IRFEERALL F 7SI B
INICEIL T 2o, SlIFGEE 5 FEE o Hi

B A
NS
Zhao Jien

N FERS

dy JifkxE T EICHRKMERIC KT S dy O
AR A B mwfoumf%&mwm+m
B L ORIETE KUK G L7,

B10/8cN mdx

control

I

60kd

30kd

P20

W

B1 =2vbPr—kXD mdx ¥V A0 OPL
(KH) oHl dy Hifkc & % fiEmskis
#eft, mdx = ATiL 60kd, 30kd ¥fn
T T,

control : non-immune serum = X % ¥t
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B10/ScN
RPN ; ol
W:“?x &= ¢ W

control

60kd

30kd

P20

B2 DMDP-IV Ofifkx R\ 7oflid 4 S0 Hifk
T neuron 2R Sh, ZoRfkir = v
e =t mdx ORICELR BRcw

A&

I Zh8EDavitr—AELID mdx <
v AR B L ORI (M LOFR) %
LY RREIEHRIE B I 22 U TR L, %
AR L s U R MR R R B e ki ©
Totce Mk, FRTXRmIEVEE
i & etk — oo Zhta {F L Western blot
BT X B RTC 7

7z 5 EE OB A Y I+ A HiA(60 kd,
30kd)?, (DMDP-1I, DMDP-IV)®?, % IO
(P-20)* TpHH»nZFnFi Dr. Hoffman, Dr.

He & 2, 557,

Sugita, Dr. van Ommen X D {45 % )72

w R

FEEMARILS : = v b e — AT RER D)5

control

60kd

30kd

P20

K3 i glia RS T dy hifkic L 246
TG E 5, mdx T 60kd, 30kd
L TRRHWRILERTA2 Y b r—
LD K EE VIR bR,

OPL) Ik
5 0 AL T B RIG L 722 mdx
DML TIx 60kd, 30kd IiX &< KIEET
DMDP-II, P-20, DMDP-IV Hi{&KTIZB 52
eI (M1), FRMERTIX
neuron 3 XU astrocyte x&ir glia RAlE
2 dy RIBA ST D, neuron (3 DMDP-
IV % R0 fiffic BEE RIEL (M 2)
glia RIT L TOHUERTEHEICYAE I ich DM
DP-II, DMDP-1V THi<, flidHEIcH 32
Ktk 557- 72 (X13), Western blot fi##T :
2V b e =Ll TIE 60kd HiAYET 400
kd #AZic S v FAHRB LA mdx TiE-S v
FR@RDbhishote (M4), =2vbe—n

AR R T 400kd 204 KDV F

» v+ 7 A (outer plexiform layer :
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I 60Kd  30Kd P20 v

M cR R cMcRmR cMcR mR cM cR mR cM ¢R mR

4 ##lED Western blot: =¥ b m— L (cR) TIz4&TOHMKT 400 kd HZH TR E LB S
7e-3Y F%/RL, mdx (mR) TILED Hhicus,
MHC : myosin heavy chain
BSA : bovine serum albumin
cM: 2 be—nf

I 60ki 30k P20 w

tM cB mB cB mB cB mB ¢B mB ¢B mB

K5 rRAi#PED Western blot: =¥ b m—=w A (cB) <TIx 400 kb ()
I TOHELBES v FE2RTH mdx (mB) TIREBL TS, (VO
2% mdx #FET 400kd D3 v FEIFRTA cross react Y Y =
ZBRTW3)Y, 300kd ¥ (#) -3y FiZ 30kd, P-20 T2 A=

Y bhr—=s, mdx & HICHETH D isoform DOFEEMLEIN S,
cM: a2V tr—=Y R

DRB BRI mdx Tlk 3 RKDALYRE S h AL r7 4 —EOKREMD ETLRERETHS
7 (®5), LEZBIB, SEDREDHETRO 2]
LMiciE o TE T, OO ¥ 772 OPL i

x = BUTa Vb e — A=y ATRIBEHEREFD
SRECHCOPFENFRLC E L vF7  dy LEERAL dy AFEL, mdx KB0Ti
A, FREERICHT D dy OFEY"Y O 60 kd 225 30kd S KSR KA O
WOV TORE dy DABBES LOMY 27 dy 5\ dy @ isoform!® #EEZES
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HUREES R S tc, —FRIRAEE D s gu(n
TiX neuron B X glia RfKSEESYRL
fedavbre—n, mdx =7 ADRIC EZNR
DHRTEDRER DT e BEERAE DR
Tehro 7z, LoL Western blot $:Cit = v b
B—A= Y ATRHCHADOND 400kd D3
v FA mdx CTIREERT dy AHREERIC
FETHHE mdx KBTS 400kd D KIS
HRINICEFE 2%, ¥ 60kd, 30kd, IVT
1T 400kd OFigc EZUAC 3 XD AV,
P20 TR1AD AV IR BEbhicaAch by
isoform TH B2 Eh SEILFER TEXhdvo
Too TREREEABILFEOFHRIT dy KD TG
WEARZ VY Fr—A R LT mdx =Y AKRC
neuron & glia CFEEL TV AFIRAHERES
HTEH PRAERIC isoform » e T 512
ATREMEILE

LBz TOWREHIRE LTV BBk
HEATDY, HEEARNY ARy -
T A, PRHERC dy EFEELTED dy »
BERATH Y EOBMILIBEb > TWBDHRT
£, TRV TREECEb - TWAT]
ﬁgﬁﬂ;%h‘a)”o

MBOME v+ 721 dy BIFEELTED
mdx KEBWTIIRESL dy %D isoform
PHEETHRREEL D 5,

FRMERE I VTL dy (X neuron B I T
glia RIEEET D EEZE L DD NI LIEOM
@ isoform 3B D R UHMLICEH U CHFEL T
WD REER A E XD BENRD D, mdx it
< &3 400kd @ dy HPWKEHAFEFRTRIBL
T3,

dy 13 fRERC B\ CRBMEEE 5 KA
ELTORELL > T B AREEY DS,

X ®#]

1) Chelly J, Kaplan JC, Maire P, Gautron S.
Kahn A : Transcription of the dystrophin gene
in human muscle and non-muscle tissues. Na-
ture 333 : 858-860, 1988

2) Miyatake M, Miike T, Zhao J, Yoshioka K,

Uchino M, Usuku G : Possible systemic smooth
myscle layer dysfunction due to a deficiency
of dystrophin in Duchenne muscular dystro-
phy. J Neurol Sci 93 : 11-17, 1989
3) Miike T, Miyatake M, Zhao J, Yoshioka K,
Uchino M : Immunohistochemical dystrophin
reaction in synaptic regions. Brain Dev 11:
344-346, 1989
Miyatake M, Miike T, Zhao J, Yoshioka K,
Uchino M, Usuku G : Dystrophin : localization

4

~

and presumed function. Muscle Nerve 14 :
113-117, 1991 ]

5) Nudel U. Robzyk K, Yaffe D: Expression of
the putative Duchenne muscular dystrophy
gene in differentiated myogenic cell cultures
and in the brain. Nature 331 : 635-638, 1988

6) Nudel U, Zuk D, Einat P, Zeelon E, Levy Z,
Neuman S, Yaffe D : Duchenne muscular dy-
strophy gene product is not identical in mu-
scle and brain. Nature 337 : 75-78, 1989

7) Hoffman EP, Brown RHJr, Kunkel LM : Dy-
strophin : the protein product of the Duchenne
muscular dystrophy locus. Cell 51 :919-928,
1987

8) Arahata K, Hoffman EP, Kunkel LM, Ishiu-
ra S, Tsukahara T, Ishihara T, Sunohara N,
Nonaka I, Ozawa E, Sugita H : Dystrophin
diagnosis : comparison of dystrophin abnorma-
lities by immunofluorescence and immunoblot
analysis. Proc Natl Acad Sci USA 86 : 7154~
7158, 1989

9) Ishiura S, Arahata K, Tsukahara T, Koga R,
Anraku H, Yamaguchi M, Kikuchi T, Nonaka
I, Sugita H : Antibody against the C-terminal
portion of dystrophin crossreacts with the 400
kd protein in the pia mater of dystrophin de-
ficient mdx mouse brain. J Biochem (in press)

10) van Ommen GJB, Ginjaar HB, Casula L, Gro-
otscholten PM, Blonden LAJ, van Paassen
MMB, Bakker E. Wessels A, Moorman AFM,
den Dunnen JT : From dystrophy to dystro-
phin : Tracing back structure to (dys) func-
tion, in Ozawa E (ed) : 3rd Uehara Memorial
symposium “Frontiers of muscle research”.
Tokyo, July 16-19, 1990. Elsevier, Amsterdam,
in press.

11) Feener CA, Koenig M, Kunkel LM : Alterna-
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tive splicing of human dystrophin mRNA gene- transcribed from different promoters in neuro-

rates isoforms at the carboxy terminus. Nature nal and glial cells. Nature 344 : 64-65, 1990,

338 : 509-511, 1989 13) Craig E, Samitt BS, Bonilla E : Immunocyto-
12) Chelly J, Hamard G, Koulakoff A, Kaplan JC, chemical study of dystrophin at the myoten-

Kahn A, Berward-Netter Y : Dystrophin gene dinal junction. Muscle Nerve 13 : 493-500, 1990

— 304 —



V. 8%
Al 7—=4 - R=ZDMEN & A b7 — 71k



7Oy 7 MRV & &
V-A F—4 -X—XOWiL&xv b7—71t

WA b w7 4 —OERFELMEROE ST 588

PR 2 SEEERR RS T

Duchenne #ffiz 2 b o 74 —BEDF — & X— 2DiEA

Pt A & 7k

F

RN SRR AT UM B

e Tl e A

Ry, £ >

D ESLERRATS BHB RN Y BRI AT AP £
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W EE S & e mn e R T Ga R AR

L L R L R L R L

8 Hs 677 3.5 35 2.0 20 2.8 28 35 3.5 23 23

1 ERARTE 5 3.9 3.9 29 29 2.7 27 39 39 39 3.9

1—-a ZFONBRL 4 3.9 3.9 29 29 27 27 39 39 39 3.9

1-b FOELSZX ¢ 0.0 00 0.0 0,0 0.0 0.0 0.0 0.0 0.0 0.0

2 KERARTER 25 3.9 39 3.2 3.1 26 26 39 3.9 35 3.6

2—a AFFIY 2 4.0 4.0 4.0 2.5 3.0 3.0 4.0 4.0 4.0 4.0

2-b KEFEIY, DEF 2 40 4.0 2.5 2.5 2.5 2.5 4.0 4.0 4.0 4.0

2—-c HEWEFIVY 16 3.8 38 3.1 3.1 26 2.6 3.8 3.8 34 35

3 BFIOENTE 10 35 35 2.8 27 29 29 35 3.6 2.8 3.0

4 ZBATERR 15 39 39 34 34 23 23 38 3.8 33 34

4—a METSmIE 7 39 39 3.9 39 26 26 37 3.7 35 3.5

4-b PHLEIHETBGD 2 4.0 4.0 2,5 25 2.0 2.0 40 4.0 25 2.5

4—-b-1 BITH ¢ 60 00 0.0 0.0 0.0 0.0 0.0 0.0 0.0 0.0

4-b—-2 FIVY 1 4.0 40 1.0 1.0 1.0 1.0 4.0 4.0 1.0 1.0

4-b-3 FUx ¢ 0.0 00 0,0 0.0 00 0.0 0.0 0.0 0.0 0.0

5 HATARE. ORI 32 3.7 3.7 2.2 2.2 27 27 3.9 39 24 24

6 KORBWAREETYIEWT 157 3.6 3.6 1.9 1.9 28 2.1 35 35 2.4 25

7 BMESTE 13 3.3 33 1.8 1.7 19 21 3.2 32 22 2.2

8 HERGRHEAE 172 3.3 33 1.4 14 22 2,2 34 35 1.8 1.8
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1) KTHY, BEEHEXRTHEDS : Duchenne Effjr =2
br 74 T B RA R F v ORRICET B
R, BEEFERRTRBRILGI PR FEERE
&, 1990, p. 87

2) Brooke MH, Fenichel GM et al: Clinical in-
vestigation of Duchenne muscular dystrophy,
Interesting results in a trial of prednisone.
Arch Neurol 44 : 812, 1987

3) DeSilva S, Drachman DB et al: Prednisone
Treatment in Duchenne muscular dystrophy,
Long-term benefit. Arch Neurol 44 : 818, 1987

4) Emery AEH, Skinner R : Verapamil in Duche-
nne muscular dystrophy. Lancet 559, 1982

5) Zatz M, Betti RTB: Treatment of Duchenne
muscular dystrophy with growth hormone inhi-
bitors. Am J Med Genetics 24 : 549, 1986
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E bDEMEF Y 9 LFRRTF K EDBRITONT

B =
ERvA; =S TS ANS S 2
HAPEE o B OE WY, OB W %P, B/ I K P

AN % RY, kO 2, x M OIE AY
U R FEBENERE P B SR\ LB

B A B

LEHOERFORISHT, LHLEETHKE

E B

DMD & 35 e b LOBHEFIRR 75 ¥
(ANP) E.feRE & OBIfRic oW THIE L
720

DMD 756 %13 % M a-ANP o Ei{E
it 41.3pg/ml THb, 7HIT 60pg/ml LhL
O REEMEZ AL, O =2 - KEEERHER
(LVEF) #30.25L F® 6 i 4% 100 pg/ml
BEoZEE L LI,

F# & DBIRIC OV TiL, LVEF 230.2500F
Cli#ff a—ANP {H2% 100 pg/ml LA L% i<
L’ DMD 6§D 55 4 fili 1 FLIRC.OR
I TIHE LT,

REEHBALS S XU Western blotting #%
BT, ODALTEET LA DMD #HBOIE
WTERDORE - DDA LTEEDLE -
DFTR\VTEH ANP SAEE IR B AIHTEH X
i, —F, 2 v brre—=-AEHBELOLE - O
IZEWTik ANP A IS S, OFE - Off
TRELEIRTWith ot

FLHIS

O DI X 2 R v FERA ol
THHN, BOEE4DEFREMLFEoe P OB
HFIR~ 75 F (ANP) 25W L, NS
ZLFHFOUWMBH B Ll VP,

Duchenne & i A+ w7 4 — (DMD) %

Thb, §MF#% b1z DMD kit 5 mifish
ANP fHEIRRBOBRICOWTHRE L, Wi
AL TRE LicHBOx AV TRERRLF
XU Western blotting iC X 5.08/4 ANP
DELERRC DWW TKRFEZIT o e THET
bo

#} R

1M «a-ANP OFIE x4 ABHo DMD
BEBFCOWTTobh, FEht 4 ~355%,
EI516.85%, EAEER Y APIRBIS H 0BT
HEREER I 1~8, FH64THbH, FTic
age-matched = v }F r —AFESIZ T BT
Mm% a-ANP »HE L7,

ALY 5 X U Western blotting #IZ
X% ANP BfEEOKRIZ, M «-ANP JIEH
1 ELNICOLARL T L DMD B# 4 6
DOFBOIC IR\ T T o oo F ML m
TRHE L REREEE 2o v Fr—n¥H
Bz BT T o 1o, '

) =

14 a-ANP OFEIIEADOHEY i X b,
FFmMIC Y A& ARIMZ, a-ANP %I
Xgtfenh, EHK, A %7 —n, BEEECHER
Wit 5, SHIHBE T b vORAWILT
ML, Aill=—F A CHIEE, RIA B2 TE

— 322 —



L7, EMUEm G CRIGHE, ANP fifk, 2 kidifk,
OiFA ANP o fiFflbeathiz, 3 avidin-biotin peroxidase complex TILDI%

EADLE « OB L OW0E - OLFZEYIL, PERIERIT - BRI,
4001 ° :
300 . E
E :
N '
2 :
:_' 200 ° E
E )
& '
100 o
® e® 3% o8 o 808 ° ; ° 0%8000 20
° ° ] 0°088 o08g° ° ° °
%m% g’&%;gg%’go§ S E o ° ! °g°°°°°8803’° @ ° 3 o
10 20 30 years !} 10 20 30 years
Age of the DMD group Age of the control group
1 DMD Bk XUz v b v —ABRCKIT 5 M a-ANP fifl
400 . I
'
t
3001 . X
E !
~ 1
g !
1
S 200 .
< )
& X
]
. . :
1004-----------—---q4-------- P e
]
1
: ° o o ° o
1 o ) o % s %55 °
: °® & °7 800 °g,a o Capo,© ° o
1 8 %68 © 0o %008 o7 ° 878 2
01 02 03 0.4 05 06 0.7 08
LVEF

K2 Im#E a-ANP &L= 2 —RELEREEK (LVEF) ¥ XU0FH% & 0Bk
(@ : DAL X BETH, A: BRI X BIECHD

— 323 —



Western blotting %, E4LD.OLFEES I OWLE
DL A2 MY, sample buffer %%,
FOBO Lia pH7.2 I3 L, X 5I0EN
o k% ANP i & L, otk
% SDS-PAGE TEXKHE, =rtrtir—
APICHRE X ¥, ANP Hifk, k¥ CIEK
RIE S RIcB R B 281,

w R

2V b e — ARESIKIT 1T B (4 a—ANP fili
DY +SD 1221.9+12.4 pg/ml T 60pg/ml
Bz R & fehs» too DMD BE756IC 31
% 14 a~ANP DV +SD % 41.3+69.5
pg/ml C, 7 HIT 90 pg/ml LA b B Efiis
AL (K1),

2V b e — B ON DMD B0 4 a-ANP
fili & 47 & DAHBIBIRIZFRD T 5 7o,

DMD Fficih TR EfEZR R L 7 filik3
NTT L, 8O EEEEREREER IR L T

A B
5
- 3
Lo ;
&
£ 3
& L
o
W »

B3 DMD #I0f= b= — L oOMRLALS
DI 5 ANP bR ak:
g% (A:DMD, B: =¥ Fr—u)

e A SE

B4 DMD (k0= v b v — @B
DT ANP Ssk il Rt
2 (A:DMD, B: 2vhr—a)

Griz,

D=2 =PI X 2 EEEEE (LVEF) o
¥+SD 1% 0.469+0.152C, LVEF #30.25L0F
D 6 Flix4plmE «-ANP ffiz 100 pg/ml B
EoEfEER R L. (M2), MmiE a-ANP HlE
#% 1 FLANIC, DMD 756 5 2358 T= L, 3E
WA GPOLARLETHY, Eh o 1 FIEERR
BOERIETH -7 (K2), T, PIOEES
N THER AL HE1T L, PaCO; 12 80 mmHg
* Z 2 [AEYIRETT B £ OV AN TR SR T X
DIE L TR D, FERAREIC X 5Tk an
21,

M3 DMD &L=2vitr—nDOALE L
WIC B35 ANP, O gk b3t 0 S
2RI D, RRCERT 55 % DMD & =
vV be—LOWZICEWTHED, ANP DL
HIRL T3, i, ELE - LDBHTEWTY
DMD & = v b r — A TR SR YT 5
AT A die T,

K41 DMD &t =2vbe—ADELE - [
C k%5 ANP DAY 0 FEHEE
HR$H%, DMD I3\ T ARSI Y3 % 44
HIRDH, —fHavibr—AlEWTEFDLS

15% SDS-PAGE

o

I=lal
Rp s
ain n

RA LA RV LV MWM

K5 DMD HRLD EALE B LU LEIC
1% Western blotting 12 & 5 SDS-
PAGE (RA: /A0, LA: 7205, RV :
A%, LV : L%, [MWM : /)i
=—5=)
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15% SDS-PAGE

RA LA RV LV MwM

B6 =vier—rEHBELOEGLER LD
DEFICRITSH Western blotting 12 &
% SDS-PAGE (RA: A0, LA:
i, RV: A0%, LV: FbEE,
MWM : 7 Fhi~—5—)

MR EZRD T e, Fh, AOE - LK
FUTHRABEC DMD TRERTHHTEE
Dizh, 2V R —=ATIRAED TN, HE
I D OAR4IE DMD DiEALE « LN
ANP 23EFEL, 2V bt r— A DELALE - L
WPICiE ANP  AVEAE L7c\us & S e,

DMD ¥, Western blotting @ SDS-
PAGE TREADLFCH T pre-pro
ANP tBbh b v FERd5, IbIER
DDFRBTHOLHEE KL BETHEN
pre-%l ANP &L fbh s ~v FE 5 (K
5%

—Jj 2 v rr =BG O SDS-PAGE T
BEADDLBEIC IR T pre-pro . ANP 124
BIH Y FERDDH, EADOLECEWT
ANP & Bbhz Ay PRl Shicho e
(X 6),

Z B

DMD (3£ 5 OB D & 7s 5T 0 b Atk
THEBTHY, 10EHBTHITREL LD £

DFRITIF LA EDFEEDARTRE L 70 b, HELTH
R WCTOEEEIME T LTWT Y, EEARA
EEALECICDOREED AR X O
HERE L B2 5 HANEETH S,

%[l LVEF £%0.25L0 F o 6 i Tix 4 il i 4%
a-ANP fifii% 100 pg/ml Bl L&A L, 6 i 4
B2 1 EUHRNCOARECTEELTWA5H LD
M4 a-ANP fliiz DMD @ OBERE o 3
BLLTERCER LB, DMD T
RESEIC X A ERIRAE R 2 L BLLART O DA A BRiIC &
ZIREEF AT R T T O e A A R
D, ILICODHOEMEIAETTS EOBIEEY
THERER Je DAL a D . ANP D MR
ZEWTIEBN S A, DMD TIROFFOZE
PeAME b DA A v THfER %> T3 ANP O
PEAERE IR T B 2 228, ISk LS
KO Western blotting B X W B A b ic»
&5

Kawai HHRIIUDH AL r 7 4 —FECE
3% ANP O#EYD 3BAEZ TL L OnRD
%75 4 DMD OOARERETIROLE » O
BHOZRIHTIHE - LIFICRVTS ANP 23
PEAINDHEAREI NI,

X W

1) Kangawa K, Matsuo H : Purification and com-
plete amino acid sequence of a—human atrial
natriuretic polypeptide (a-hANP). Biochem
Biophys Res Commun 118 : 131, 1984

2) Kangawa K, Fukuda A et al: Structual identi-
fication of - and 7-human atrial natriuretic
polypeptides. Nature 313 : 397, 1985.

3) WHEET : RIA #ic L% ANP oOjfllE. SRL
FEE 11:30, 1987

4) Kawai H, Adachi K et al: Secretion and cli-
nical significance of atrial natriuretic peptide
in patients with muscular dystrophy. Arch Neu-
rol 47 : 900, 1990

5) Yanagisawa A, Yokota N et al: Plasma levels
of atrial natriuretic peptide in patients with
Duchenne’s progressive muscular dystrophy.
Am Heart J 120 : 1154, 1990
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oAb e 74— OERIRELRERCEFCHET 50

PR 2 SRR &

mdx < v ZIEEDH A

—FeArxrs5vyeyv E O%R—

i3 A R T =t 5
HIB AR IaPS £
dAPEE B ™ B OB B R B ¥ F O W T
iF VN #, B e =
I AR I PUPI R

E ¥

Duchenne Bl A b w7 4 —fEOEF A<
YATHS mdx =V RACHL, FEBEUE
{Ef D% % Prostaglandin E; #AWT, o
HOFEG - IR - M CPK 0 {bi
ML,

1. mdx =¥ ACit, PG 5T IERERR
HUROEREHEL 2 D grouping 2384 L, #
BUERDOILA,ED bh, BEKHECR T
grouping DEA L HBEEROETHEDI,

2. Indian Ink FEARK X 5BHIME - M/ M0
BFEORH TR, PG 5 LIEHGHMTIZE
A - AN ME O3« BEETFRTEILERD
bhisho 7‘;0

3. Mm# CPK Tit, PG B 45 FuTIEfH SR
LU TEERRLIS,

Z D PG ORMIBRAFEFR L, B0
AR, EIEBRCEVCEALELY LS
LickEzbhts,

L&

mdx =9 XX ZDEEFR L H Duchenne
Ko A e 7 4 —EDEFALRIREEZD
A TEDY, Duchenne B A+ w7 4 —fEH
FERBIR LA ETRTCOGHMETS A r 7 4
VYORENRERT VS, D mdx ¥ Y AD
VIR, BENOBIE L pOBENE TR

L, Z0%IFE A ELTORRMED BOELRHE
R &Ehbo T, TLTHEKNIZEA
EIERZFRELVFHENDH 5,

DX RN RES Y E o TENE
LT, PALu7 4 VORI LIrDOHAHE
FoRY, BlEREEOBELELE X LIS,
SEE AL, HRBELORIELFTO A X
H, KIFHERKEEHDHS Prostaglandin E;
(L# PG) #AVC, ZOROREE - fifRiE
8 - MmiF CPK OB bx&i L1,

V-

1. C57BL/10Sc-mdx (mdx) =% A & Z D3
B=v 2CThs C57BL/10Sc (B10) < v AL,
£ TR X b PG (prostaglandin E; - a-cyclo-
dextrin) % 10pg/kg * -3 4ABAEKYR
&, EBEA~4BRERRS L, 4 88ECE
U BERE A7 % $# L LU, Hematoxylin-Eosin ¥t %
FifT LR B IR oW TRE % T - 1

Eic, BERHES00~1000A41C 2T 2 0 EHE
=RICE BN ZEE (Nikon, Cosmosone-S)
CCEEONE L b B L, IEFRME L OB
B E h Fhic o THERE L,

2. MEDOHAZFANRD b, 48ED
mdx =V AD PG 05 LIFERERTHL,
Indian Ink ZZAELBIDEAL, TOHTH
R PERE A % £ I, Hematoxylin-Eosin #4&
% {7 LM O A ouTRE L,
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mdx JEEE G

3. B10~ v A, PG ¢ 58D mdx =¥ A, JE
BEREO mdx =7 AICOWT, OEAEImC
I b, miE CPK Zjlld LH#esE Lz, Wl

EF® 4%

n

5

2

(V]

o

2]

= |

£

s

E I

g +

g 2007

2 1804+
1601 ¢
1404 4 B mdx mouse
]20-',‘ = = [
1007} e
801 » )
601
40 »

A%

e B O gl

]
'
+

10 20 30 40 50 60 70
diameter (um)
K2 mdx <7 A PG #55 LIEHERETO R

He, hOBSRMER O AR
PG # 5B CHRMERDILANRD I B,

A B mdxPG 5%

A mdx <Y AOJEGRETE, BEIERRME, OB SEENCRD bhi,

B PG #58D mdx = v A TIXHOEBEHED Grouping 23 LT3 & & diT, Wi
HEDILAL MG D b b, Fic, IOV THL ZoMBINEA L, grouping
LA LT 5,

TEWCIE ANL736-60, A3 (#2724 -1 CK,
uv E) %_’Fﬁlt‘j:o

= =R

1. mdx =7 ADIEEGH, FEHAEKEY
FETU, BIERRAE, ORGSR LRSS
bht, Lo, PG #5HD mdx =V AT
1L OFLEAEHED Grouping 23 A LTV %
LB, HRHEDIEAAENICRD bt
¥ 7o, BT OWTL EOMBLEA L,
grouping A L T 7z, (K1)

IhbHo mdx =Y ARRKT S PG R &
FfE G coBMOERO K T, IEHHEA
Tix 37.1+16.6 pm FE 58 : 33.6:19.6
pm), HOBRHETI224.0+-13.7 pm  GEH G-
BE:18.7+9.2pum) THH, £ LI PG 57
R THRMED AN BRICED bhte (p
<0.01), (KM 2)

3@ B0 =v Ak TAEOKE

7o kR T, PG #5655 LI 5T,
PG 5B TRHERDILR AR btz (p<
0.01),
2. Indian Ink A X2 GHIMAE - f/)s i
FoORET T, PG & G-HF LI G- REH Tl E
ML - M/ MAE D5 « PEEICEHT LGRS
bhich o Tos
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(1073 mU/me)

Serum creatine kinose activity

- 0 1 1 1 T

0 40 - 80

120 160 200
Age (days)

— 1 CPK of mdx mouse are below the solid line
------ : Normal values are below the dotted line (by Coulton, G.R. et al.)

. Byo mice

A
. m - mdx mice treated by prostaglandinE,
[ : mdx mice without treatment of prostaglandinE,

K3 PG #45afomi CPK fii
PG #5BECIIER G L TEMA R T,

3. ME CPK oWt olz i, PG #4
e, FEREFRCHLTHMEEY RL
7o (K3)

£ =

{3, Prostaglandin E; TREMERBICE
THmESLEMMEHEOILRIERY Li/MRo
TF=AY 25—, brVvEFFVA2ESN
LThieb3hd MMRBENHIER?, £m
KRE OB o K OBUMERTGEER b
hTuwb, ¥, BRMCH KMTEERESY &
T RECOVWTHREBAAR DA, BHEIR
PAZERE I, 19734EiC Carlton & Eriksson 73
TRCEMERE*HT5 4 B0BHECHL,
KEBBIRACERS L, 3ABLEDERLICLH
EY LTHSkRABRD X 5 Wieh, TOXRM
ERUEFERAIRIRAT3Y, Tk, TS
HSYERELAE, SLE, IREMRICH L THAV-Hh
T\ %, BT, HERRERHpRESC
WTHZDOERIRIN TN B9

SEREmMETERSGEFROH % PG % AV
TofS R, ASRAE O 4 OB TIR A O BERHEX
LT E bcbTz EnExbh, T
I BBV A BRICE VT LA bh o
bz, BIERHEOWA & grouping DEADE

blebli, ¥R, MmiE CPK ME(l
ERLTWBEEZBRD,

PG ORI KMTHY, OBOIFHAEL
THREMBIER, MRREERLSEEERHS
Il 4 DEBICH U THREHFESHRA LR T
Kb, RBERGECEALUSAOEAD mdx <
YA LTLERY I b LTV D EERD
Hb,

X

1) Weiner, R. and Kaley, G.: Influence of Pro-
staglandin E1 on the terminal vascular bed. Am.
J. Physiol,, 217 : 563-566, 1969

2) BisEE, $HB—: revEFy A 204
e TR, B¥0pPH 143 : 292-
296, 1987

3) Carison, L. A. and Eriksson, I.: Femoral artery
infusion of prostaglandin El in severe periphe-
ral vascular disease. Lancet 1 : 155-156, 1973

4) WBETF, Ui : PGEL o e FMBUMAERICH T
LA OV T—RICRM M EEBIEGIT DT
—. BIREHE 17:1107-1112, 1985

5) Sagel, J., Colwell, J., Crook, L., Laimins, M.:
Increased platelet aggregation in early diabetes
mellitus. Ann. Intern. Med. 82 : 733-738, 1975

6) BEhK 3h ¢ BERMERHEHERET Y T2
PGE1 D®RGR OB —H—EERRBR—. BER
JH 27:3-11, 1984
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Mo A e 74— OBEFIRE LREROEFHET 5%

PR 2 FEPREBES

Duchenne B 2 + v 7 4 —BEDOFRBEREALIC
W3O R4 5505740 El FHEA8F
(V<=7axb) OFZICONT

i A &

—- i

FINLHETERTER Eombe

EFAPEE R ¥ OESETY, B om o #@ fRP
D ESERE TR « AR P ESORRDTEEREEAIEEM

E B

Duchenne B A + a7 4 — (LAF DMD)
BETRD LA RBBEEALCH T80
v Az 7554 v El FHEANE LTV =
Fe R b) ORI OWTHEHF L, DMD &
HZwy <7 e A+ 0pg/BEEM, £ zh
Zh 27 ABES L, KBBEROELELIERE
BRI SO IgE & UCIERERE & B
L7 TOFER, Bk TREETTER
WERO AE (p<0.05) 7rdksE % Bdte, &
s xS T EERMERD AR (p
<0.05) 7cEARDIH, THRBEROK
FED LRI o7, Lk, DMD BEDE
WMEBRALERLTY =7 e A M EH Tk
Wk, BEABREFHTH -1,

B 2]

Chichen embryo # A\WW/-#F3E T, 7= R
275 vT 4 YERBEERARS X D BRI
A AF BN EL, TeRB IS5V T
v E1 (LUF PGED) 5w X hmIET S &0
HEY 2B, oA v 7 4 =TS PG-
El OHREHTHILERD - 1on, BH5H
B0 REHIRESCHAY BETH- 1, Ly
Ui, &5 offifi/icéen PGEl FHEAHA
LFyv=7mxtr, M1) 2pEIH, EMY

BEZ L HARANTREE oot T, SEIT
oA e 7 4 —TRDLAD KBERALK
STB Y <T e A ORI OWCTRR LI,
MRS LVHE

BT ARRETOAREREC Vs Duchenne
HrArre7 4 — (LUF DMD) BIES5 £,
B, &, thZEnh22A08, y~F=2xt
30pg/B 2453 THRAKEL, #5HE &Y
o 2@, JRE, REDIRIARIRE &L HIE
L, #OX BT LI Y=Te AL
ODMD BROKMBER LK T2 HHEY
Bat Lt, 7ok, DMD JBRIEREGHES 4% 2
vbe-—nb L, IBRAFRESIBRIERET
(AARE *HAVT2BRAKEELL, ¥
7z, Bz DMD BIRI0ZLIEHRS A
BRRER AL, £y =7 e A b
b, FERSHTOENOTRITOVTHIRHL
12

i 3

1) B 3\ T, DMD B, FEHIED
IBRERUREE S % 8%, RO RETIE Lic
HE fhtco¥mthth 3.53+1.74
(mean+S.D.) mV/V, 4.3240.97 THEE%:%

DI - Tehd, BETIEZFNREFR0.67+0.43,
1.18+0.38& DMD BIETHEE (p<0.05) i
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—43& V=7 oR}t a- 70T X R M) A#E{LAY (limaprost a-cyclodextrin clathrate)
{t2:4 : (E)-7-1(1R, 2R, 3R)-3-hydroxy-2-[(35.55)-( E)-3- hydroxy-5-methyl-1-nonenyl]-5- oxocyclopentyl ]

-2-heptenoic acid a-cyclodextrin clathrate

BER 5F 30 1 CyH3s05-nCasHeoO030

AN O SF & 1380.52 (W=7 oxtELT)
4 +nC3Hs0030

(a-cyclodextrin)

CHj;
OH P
OH CH;
M1
fiask 2%
aV/V mV/V
N.S.
6 - — 5k
st T 5|
4| 4 + P<0.05
<4 [ 1
3 F 3
2+ 1 2
1r 1 % -}
1 ! ! 1

DHD (N=10} Control (N=5) DMD {N=10) Control (N=5}

B2 EMickits DMD 12 & EFEOBVIRIER O ik

a¥ /¥ 258 (N=4) oy k5% (N=5)
- N.S.
5 - N.S. 6L ‘_S—]
1 <
.r (
5 5+
4 F 4 |

1 ! 1 §
7R 9A TH 9K

K3 V~7rA MEEHRUOERSIRCET 2 EFERMEEOEL
(B30« $5455)
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mV/¥

=

mV/V

mV/V

K6

n5e

P<0.05

Y

! 4
7R 9A

JERGE
nv/V
N.S.
2+ - 1
1+
e
! t
7R 9A

<7 e A SRR OB ST R A ERREG 0L (Bl B%)

%

P<0.01
- 1

T

i T

Z (N=10} H1 (N=10)

2%
mV/V
P<0.05
1
2 |
1+
) i
24 (N=10) =i (§=10)

®5 DMD BROLW, Hiicksd>ERIRNES

gt

P<0.05

I3

1 T
2A 38

JEiR 5
mV/V
6 N.S.
! 1
5k
5 1
3F
.__/0
2r —
1k —
—
I T
2H 3A

) =7 r A SRR ORGSR 1 5 ARIRBE 0 &ML (&3 : 15
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#58 (N=5)

JEiX58 (N=5)

a¥/y mV/¥
2+ 2 F
N.S. N.S.
| S ————
1+ 1+
M T T
2R 38 2R 3R
B7 V=7 eX M REFROEESIHICHST 2 ERIRE S O% L
& B4
&% ES
ke kg
N.S. N.S
0.6 | e —— 0.6 - —
T
0.4 0.4 |
0.2 0.2 |
0~ 0+
0.2 -0.2
1 ] 1 1
feaca jerreR %58 s
(N=3) (N=3) (N=3) (N=3)

H8 V=7 rA S HROERENCSTHIEHOTL
(&2 » AR

EHTHh-7c (K2), DMD BRizkiT 35
2 7 AECOREEDOEL LR LR,
BETRY =7 e 2 PG, JEEERSE,
HRELE RS o kedt (KM3) BETIR
B 5FET0.744£0.322 51.4940.61~ L TEF IR
DVSAETHERE (p<0.05) ML, —
77, FFERECREMO ¥ T CEERBDeh
Sy~ (@4)0

2) DMD BRTREINCHA~LY, IRk
AR, REMCFEHCETL TN (K
5), T 2 » A BT B IREE O 2L

DWW, BECBWTY =7 e A VST
1.454+0.84%52.35+1.03~ L HE (p<0.05)
T L 7oy, SR CRAR AL R ED
hote (M6), RETIIFLE, EF5HL
LIEMED ¥ ¥ CELERD e ot (K7),

3) MR WTY =7 e A MRER, 3E
BHHTOENOE(TOWTHEE LA, &
IR e o7 (K8),

£ =B
DMD BEIRTit, &L ERDOEIE,
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MR (LR RD D & LML, BIIMALZTF
xtch, BBORLEEY ABZLLHD, DMD
BRETED AL RBERTEOHERFE LTH
EREGENETELONSY, SEIEFEYRE
fehr o ted’, HEMOBE LERFE2OREC
HBIA RS T, BEMRLET CRERREY
MUT 5 LxEEETH Y, OFAESME
Ty Bt b BRI 7o » T B AMREMENE 2
bhb, REBRALSLITHAE~OBFEH
BMOBP I LW XV EENAET DL EE DR,
DMD DEFRC I W T LK BIBERAEDHEFHEL
mEEEbhs,
SEORECIRECI\VT L DMD OFRE
DEBBENIET LT iend, KTz BT
EEHETLTEH D, EARMC XY DMD
D KMIEER XV BEY 5L Bbhi,
DMD © KHBRALECHT S V=T A
30pg/B BEHE X5 HRCHEL THHRELEFIR
WCRLZNEDEMCIEDTH -1, %1
DO TRREERALICK L UEDTH > oo
UL, FTHREMOMABHELEALHD,
DMD OFBERALEF LTI T ALY
5T aiMftibs LBbhb, 5%, V<7

r A b O GHEEC TS SR OWTE dys-
trophy mouse 2% iV THRE L T S BES
Hb,

¥Fe&H

DMD EFOFMBRALICT 50 7w
Az 75 v 4 VEl HEEEE (V=7 m A
b)) DR EIERERIRE G AVTIREL,
WORER G,

1) i s\C, DMD B TIRIEH R
HARTBRBERIZETLTWS, Vv7n

AT 30pg/B BHCXERHLLL,

2) & B\VTiE, V7 r A RERRE
D ERERABTERIISE Lo, THCRMTER
W LIk - T,

3) &2y Aoy =S e A PEEIID
EBHOMIMTERD bhvieh -,

X m

1) Mclennan IS: Inhibition of prostaglandin syn-
thesis produces a muscular dystrophy-like myo-
paty. Exp Neurol 89:616, 1985
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WL At e 74— OEEIINE L BIER RS BT 5 D%

PR 2 SFEERT RS

BEESHZEME~ v 2 (wobbler mouse) T
X4 % MK-801 DiLmEshE

~

B A & 7K

LRI R EE

kRAGRELE % H E , B
fi £ — =

s
&

=

IRRSTT AIFE PIR
¥ 4 B W
Wow oz R O# Mmook

K E

SARTRFFR AT 3 P, [RIRB i PFH

E E

BIGHEAFRMIE © 5 4 Tdh % wobbler mouse
TRHVT, BHENET I BEEATHD MK-
801 DEFBHIREHE Lic, 4:8ED wobbler
mouse I~ MK-801 (2mg/kg) %#:#83[E, 3
AR, BEERCES L, SBHECREOL
AHHE U, ZHfiit Lange, D.J. et al HD
HECE U UTEFHERCED, hEZIEL
oo ARG TH, B HEH LEA%Y SDS-
PAGE ZRT o L1z, fTEIEHMETIE, 58
Bk b MK-801 B ARFACH LIERAETIX
BECEEL, B, AEXERYEDeh
o7z, B HTTiL wobbler mouse WEETH
BN, AERBMETRT 2V VRS
7eht (GFAP KU 12kD O#HI-S v F), wob-
bler mouse DWHEHE]ITIX ZEXFEDeh o7,
LAEX b MK-801 % wobbler mouse THiJJ
EToETEAHTE &R hic,

1. 8 #

WEMEMIRELLE (ALS) T/ 3 Vg
RBEFEIREINTE D, OB
AT RS LTV A RTHEME MR S
H T\ %, MK-801 (X non competitive NM
DA antagonist T3 b, B iEEHZESMEN <
B CHilaREE AR A2 M5 - L sh
TWwb, ¥RRBRWFRIRG TR LT, MK-

801 % #htMREEM A B T2 L oWEL D
b, AEER CRUBBUHERIE €T+ THD
wobbler mouse #F\>T MK-801 DE#%h
BEBRHE LI
2. F &

(DERIREH : By = = — = VEERDOH Bz
& 48k wobbler mouse 1ZX%f L MK-801
(Cmg/kg) A 3E, 38R, HERRCERS
Lic n=10), B L L TCRREOEAERS
B (0=9) ZE\ I, HHFRFR8~11KDH
ATV, fE 4 OFFRERM X AR 5 E AT -
72o EHliZ: & LT Lange, D. J. et al HDJ75E:
—IMHE L THV R, AT 2 =2 L LTIRO
IR BV (score 0~3), O T2 (score
0~3), @BITIRE (score 0~4) 2Zh %
hz2a7—{tl, ToRHEXTEH L, i
AxBEAVCTOEY, RUOETZ RN
gric,

QLR  FARBET 7 @i kT,

MK-801 #4 wobbler mouse D5, JE
{*4- wobbler mouse D 5PE, R U< MK-
801FEE 5 D # M A2 mouse 3 VX AV, FHEH
C6-8TCoHEAL MM 10 % SDS-PAGE i
Belse, RN 2 pg BEB/p]l IKFEL, 40 ug
FEHEY Y A, 7=y —7 A — R R 4T
Wy, Fv¥ b2 Y — (DENSITRON model
PAN-FV, Jookco Co, Ltd) & X b 43#7 L7z,
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3. RB#HER

(DEER A : MK-801 #f (n—10), MOV AR
(n=9) L4~V AL KERK T T THEEL
1Cs

OB T 1IR3 X 51, §5 8 &
H MK-801 ffixAE R LAEIC (p<0.05
J0R0.01) FEARAEST D BIE S R 7o,

@' T MK-801 B AERBRCH L 4im
o T EE T - 7o KE T
BRI CHEERERRD I, - T2,
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Table. MK-801 effect on polypeptides in the cervical cord in
wobbler mice and healthy littermates

protein A protein B (GFAP)
healthy littermates (4) 8.3+3.5—"—‘ 4.2+1‘8—l"‘
* *
wobbler MK-801+4 (5) 15.7+3.0:~ . 6.9+1.0--
*
wobbler MK-801— (5) 16.8+5.9—1. 6.7+0.8—1.
Mean +SD *p<0.1, 3p<0.05

L ORETHE L GFAP (M RUEMHEMR
B &FExbhic, MPFATRUIA Y Fidds
EIhTWwicw, WEAED MK-801 b
LI 5D wobbler mice DEITIXEE /o
BT ot (F),

4. £ B

BEREHIEC BT D SN & 3 VEEDORE A RE
THEHRLBDD, DO L 74 3 VLR
THEEMBE Th D L AN fEREThH
D, EFHEEROMEFE KT REBIEOEHER b
VH—THnHZEN, Bl E—BmtkEREE Mm%
ETRINTB, AEOBEEY ALS » ik
DENARY e R R B C L AE T 23080
HbD, AEETIE wobbler motor neuron di-
sease BT, 71X 3 VEESZHE{AE NMDA
Tviad=A1t+ MK-801 2% MEEIFER D
ETEEBRCESEDLZ LM LT, &
L#f~—» - & LTHEiv <A TORA <X
—v{ B, GFAP & 12kD DRIMEAM
wobbler #EF CIMEEHTE LIRND L BRI ML
T e, HEOERAKEL TR E0ERITHY
THHN, 7Y THEEESR GFAP OBt
b gliosis ORELHMTALOTHD, =
DEINMIRER T B 2 231 C O PrEEMI Rkt
BOBREYRMRTILOLELLRS, LvL
ehih, MK-801 #5-5 & JERG-RERMC, GF-
AP OO BETER BB - 1, BRI
D EFED, R LTHifg=2—m VO
Bh B XS iR e 0, BICHEEEMN 7o {T5E
BWRERLICIETTHBOD, LV H5HERS
%, foOMEFNBRTELFEN I —1TLo
THCMIAETSH & LT, MK-801 Dy
/% wobbler mouse 315 EREKAEIR DT %

BELRS L\ 5 SEIOREULED TR
fgiﬂﬁaf’fb%o

5. ¥ @

(DNNMDA 7 v & ==Ax}F MK-801 #4.1=
X b wobbler mouse DMEEIFIEROHEFTLEH
BIGEBEL 720

QLR E I MK-801 #r5-8f &IEH
LSHECEERNSDRICHIET AR e h
ho 7’:0

B ED#ESE X b MK-801 13 EThRERE SR
ORFECVBruEEEETHEEZOR
oo

X W

1) Bird MT, Shuttleworth E Jr et al: The wobbler
mouse mutant : an animal model of hereditary
motor system disease. Acta Neuropathol 19 :
39, 1971

2) Wong EHF, Kemp JA et al: The anticonvul-
sant MK-801 is a potent N-methyl-D-aspartate
antagonist. Proc. Natl. Acad. Sci. USA 83:
7104, 1986

3) BEEE, =K #: EH=a—mviHEeTL
wobbler mouse SEEfiRTATO EBEAKEE, £
e R EEOFEROWT. BIRWEE 28:
1449, 1988

4) Plaitakis A, Caroscio JT : Abnormal glutamate
metabolism in amyotrophic ilateral sclerosis.
Ann Neurol 22 : 575, 1987

5) Hugon J, Tabaraud F et al: Glutamate dehy-
drogenase and aspartate aminotransferase in
leukocytes of patients with motor neuron disea-
se. Neurol 39 : 956, 1989

6) Pinilla FG, Tram H et al: Neuroprotective
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effect of MK-801 and U-50488H after contu- of ganglioside and thymosin in the wobbler
sive spinal cord injury. Exp. Neurol 104: 118, mouse model of motor neuron disease. J. Neu-
1989 rosci 61 : 211, 1983
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