B £ &
R BT R R

EFEH'DJ:U‘ aICEAT 3F

WRIS64E S it

2 2 tHCIT IR

W57 3 A

FVZFD74—TG§%,

'



B x
B E WS HE E  HRIL B BR eeeeeeeeeeee
£700z 0 bPDEED

a9k 1
YR a7 o —EQEFENIHA

A. Duchenne BIDFFHE L TR  croorrrreemereriie i crreeeeeerteenetaae e eeaaeaereeseeeeenns
AU EEBE H bR i
EHErE B o B # W
EFHALREE ’ % K E A
R AU AT UTHE EAUKER
Eftk BRkE 2 K X B
Esp =iyl e _ =&Y E A
E 5 s B # fit—ER
EifiEe vy — [t &
E3 R EEBT Z W #E —

B. KM IR PO 7 4 —EOEYE L BIEENITIE e

HRFEA/NEM 8 % X KR EKF
RS FERRBE ¥ B
E T 2 B b i %
EEARZF/NEM =2 B R %
EREI/A\ERRE % B £
E LA PRI T b =&5H E @8

JaszobF I
ﬁﬁ%l}ﬁ%o)i@ﬁi@*ﬁ t ﬁ%ﬂﬁ@%ﬁ{t ............................................................

HEFER/NEH 8 o = X
REEARMEAM I -
ERHE BB AN 2
EFraZ HRibE e Bk 7T
- BRRFRFSBEEAR B v #
HRIANEYTF—va v + H 5
EFIRILIFBE B ofk X #



LHBAFEERT—ANER Bom o E
EH R E -2
HREFEANLH A R EATF
PAPZT AN
B GRS BEOD AT .
A. 'l‘)ﬂfﬁ&ﬁg ................................................................................................
—f Y X b 7 4 —{E Duchenne BIFE - DKT—
g sl 0w R R
= ST AR - ERAES ER
E R AT H36%
E3f Gl et AR R
R BB ESEFL
E R MR RISAHE= PR
Eaf NI
B EEIBEHE oo e
ST R A B e wn % &
FHERF R % B T M
SRR S B b e & It
E BRRFREEL TR -
T BORAAIL B % K £ A
Exkvk; & T PR R B o® O
Eakv; & Tl te o o S %
Exkv; & i e o % K F 4T
LHENUAEFREBEMEY F4E £ 5
ExhVA; &= e |5t 73 T Mm% = g B
#h S : ST S
C -
BHERF BN DR i
C . %gg; U‘g @W&&ﬁﬁ ...........................................................................
—5FE - HRMEREOXMORELILE LT—
B SRR F B FF b iR %

—-H2-



E I FR A Fe o S B & B OE —

s

D. PISTIRIE  -oeerereeereesnieses et et e s
ETHR Y 2 b e 7 4 —fEC B 2R TEH - TEREFRKIRRICOVT

FHEREAN o i FARZ il
ShRTREEFE=A Mok FO# R B &
b B * N /TR
BREFH—A E H O
EBEKRKHEME FST (R ) hNesr IE BH
E BB R ® OB £
pAPZ 278 B\
SRR S & CFZIRBIDIRES  wveeseesesersesmsseessssemmaensessenscasens s s st
EERFEFRE—RE B E - K
FHERAFE PR R I

Az b V oim &
Duchenne B PR b a7 4 —fEICHT B AN Y I AETRFIRG DRSS cooeeeeerermeeenns

BRERFEFHBAR # ® B ok
EF Fa 5 B =HH E 8
BB AR AR B b B BB
7 TR o 2
7 AR fn /B E &
7 BIERREE 2N * ia
7 REBERE 5 it
»  FESUMNREE h B # B
7 \ERER w H #
v JUERRE wE % #
7 MNIREE T K E A
»  BEHE e & # BH
v RBERk " HE A
» FEEHE R B B i



ENERAERRE

REHTR
@ﬁ%‘cﬁ”é%%ﬁt&%% .............................................................................. 59
E LA FTEEEE nF f& # E 8 +
BREXFH=AH 0| v AN # O B A
FRECHBERNABRICBI IMIR PO T 4 —EBHFDEE i, 61
E LG P & R B O O 1 3 JT
EVRBRAERERBEICS T B YA P07 4 —BEDREICDUNT  oveereeennnes 63
B F R R HF H 5 2 A& IE
Duchenne BLEFTHA YR b0 7 4 —EIR BT 3K RREO RBICMT 5 —£K
_Carrier @H‘é&i"%“cgb\f_ ............................................................ 65
E L FE TP SR RE R B 2 % 5 Cilly:d
— O E T INEIR B R I AT
b Bk i R A # H ®= 5 B
LHERFEFTFE-AR & i R
YR N OT 4 —fEDBUETICBIT BIFZT  cwevvereermrreeesmieieereteteeeneenssesieseeseseneens 69
Bl S HER AT PE % R 1 JT dilE H® —
A H OH F B B K " L B F
Duchenne @%:/‘z [ R 4 _ﬁtmﬁﬁAméiﬁﬁi@*ﬁgﬂ’ .................................... 74
ZREVEHRKEMRENE & 8 &1 b NeE E OB
FRBFHOR b a7 4 ~EDOTBMED SD T4 WRFBEDRKA  --vveeeeerrveemmnnnennnns 77

RELFRBRFEPMEHE | 8 b = X A B OmRF
K R ERF w oK B F o & A

= & % T
B FH. DANRY oy FTH % % o=
BAERE T RIRTE & BSIRET
Duchenne o2 b7 ¢ —EDEHEIENELEBE~OTHESTEEOEN — 84
| BHBAYERRE—NN B M £ = B & A B
E LA S B NER B OB b B ®
HOW % ok E oA 8 '
% /x oz e _ﬁwﬁgégfgwiﬁmngm‘cﬂgj-%m% ....................................... 92
B S ERbE B % W oE R
% WO E



KEBRA N U 1oEROTHERC LS P MDREBOLBIIE GB5H) -+

S AR A B ST R S| Y O

E B E %
TG OR P07 4 —IEIC B BEIERD C TITL BEREF  coereerrermerirerreninnins
| DR W% oA I & % B

B & H b B OETER

BRER R AR D BB 4
AL DiRgE A
Duchenne Ef5o 2 b o 7 4 —TEDILEEY  -vevveeremree e e
E3hVA; =S TP =S B g % (e
KE LA SHHATwRb/ NAER R H & 8
ETHH YR o7 o —ERRICBG 2,008 % F O 7R T 0.0 HESEE
FEEAFEREMNEH g2 R B K S LI L O
B M E X e i % LN B
Dﬂ PMD ‘(_’;{3” 5‘0%?{2@*&?\} <\___ < {C,D%ﬁ%ﬁgm*ﬁﬁ ....................................
E3hva;-$: T W o 2 OB & O b K o)
% o= —
FERAEAR ol % F
FEH L FBERR A £ O = | &
2 g @ F # 74
BV R b o7 4 —REDQHIEIC S 13 2 S8 EBE DRI OV T D RET
—HIERZETL & MEEEDBARIT DI T —  verveeereeesesisiei s,
B HrE R &R BE Z X R B *%
g #® F 17

MBREERTFRE—NF 5% % % M 2]
By bra7 4 —EBEICBG S0 2 —KtR FICEIBRRREREICDVT)

kv s T # m % BB —
ek B B & B E A

HEITHF VR PO 7 4 —SEICBIT B0 BEEDREEHIIEAL oo reeie e

3 FE R | S I FHE M i

ES X # NN Bk o

RIS AHEZ R G R’ E B o om R

(B5)



EITHR 2 oy 4 —ﬁ,§€®:E\%?£®&§¢
KRG RFERFBE =M B g 5 R B ] =

E3RVE/ =5 TN P o FHE & @& # fe—ep
"R R W B R B X
Duchenne BE{THA Y2 b o7 4 —ER B 2 LBHREOREERICH S 24835 ¢
200, :[,%“/‘/%7"5Ai5&0‘ﬂﬁ1%{3€’1‘7\$+‘/é:@kti&* ........................... 130
BLEHERFEERH AR HRUL & 5 AN &
" [l b A" — 3 # B £
IO B ok 5 H B d = TN
® H 8B Z
E LA 5 FE R B 2 3
FEEMES R P07 4 —ICB T B OB OREMSEIITITE  veeereerrereeeenroeeeeerenns 134
E LR T R A OB & B
RFERFRF M B RE D b R B 20 B E B —
HRAFEFMEEERE B H % —
HEITHR Y R b O 7 4 —fEOBRRIEEEEE I DUV T woverererrereeeerreeeeeeeeeseeeeeseeeeon 138
E3hva; =5 TN i A A & f2—gp
£ R - EE N
Duchenne BIfFV R k07 4 —fEICI 1 BIEPEIEDEERFTE,  orvvererereremreremreeneesannn. 142
(ESRVAL=S TIE Berm S # k it a R @# %
E D )
EYRBRBEFHE L V7 — KRR E— B ooh fiE 2%
Duchenne muscular dystrophy iC351) BIFEARLDEEIC DUNT  rrerrereverenienns - 145
EIRVES S p R b h B & B h B @ X
B O & B A ‘
BEARBRFEHE =M M X 5k # ¥ | i
B Z DO T 4 — FEDIDEEEE et et 151
B MR e A S I LR B 3 * i R B B

H 4 B % it ¥ EZRR

(H6)



B. ZE#the
EITHH YR o7 s —EBHIKET 3REEL ORERGEE OREICEY 5

ot PR 152
Ega AR VNI 2
EHFEM AR U RS LA A EEm
QO 5 N ) = W BT m H
B & th ¥ O — N K H
H/ H B & T ¥R B w HF % B
X R & 9 A H M O & ol ® '
ARE B — X ¥ 8 F I NI ) 2
B & i & ¥ HETF M B B A\
Nl OF B
bR EEBEE DIEIIC R G BEFTT v oveoeeerrrrerrerseesneesrenete st e et s 156
B RERESHE AN a2 K A o#
BOH OB @ B R W O# T
M VR PO 7 4 —E7 2 Vo ¥ REIDEEHE DUNT  coeereerrerrnesseseeeinnseane e 159
TR mEE+ BRE %
= kMO F B B = i
BY R a7 4 —EDEBREEEHBHREMHFRICOVTZD 3
FET R OB FTEE D BIRDARST  +eeereerrerssrerssrsseesinnienie et s 167
EEFRBRRBE & H B A B R x B
¥ A& H kK
LEBMARFEERHAES FeE E OH
BYZRbOT 4 —EOLRBREHEDOBIEETOREMIEM (FD2) o 169
ESNVA;=3- I3l Ve 3 T OB OB BB
HRRFHEFMARYHE & B B 2 I VAR i 3
= B A i = B H ¥ Fi G
Duchenne Muscular Dystrophy ; Gowers Sign D43
“EEEEEI BT BH A BFED LI coveererrrerrrmsreemieine e eeeesennies 173
EWvE=E: BTt 5 §rs o =&5% E @A =t B8 A
oA R & U w7 WMz
it F B A
BT R G2 SFOHE OB M (GEHE)



EITHB V2 b o7 0 —IEBEDBITHICOVT

—H LCBITEHRBERB A @] LT oveerereerrrrrtemrieernnanene i e 180
KREEMAERENR H ¥ T &
SR ¥ S 2 B ® & & K B OE
fE % B EZ
EHE AR BE £ E ¥oH B @
E#H S BT 6 B & =
REEEREHMSHARR B B £ K A B OB R
th KETER 4 # B — TV S
WO R PO 7 4 —EDBENREEE oo oeeeeeerre e eeeeer e 186
EFEMAERBEAH Bl &8 IE B ¥ O &
B X % 5 & i = S (T
YA 07 4 —EICE T B EHBEENEOOBEEICEZ ZEBICDNT oo 189
ELF R R B H % S F R
B X F &
Y2 ba7 4 —EOBIFFEDHE —EBEBHORIT EIH) oo 191
(B3RS Ty ok B BB e A& Sk #E

# N fE i 3

C. REBIUBERMZREE

EITHFR YR b0 74— T B4 Y INIVHF DI F EREREE -eeeeerremeeemmeeens 195
E LA R R R =% E A £ H E #F
fr O % &k X B F B w8z FH
LKEHF B R #
BYRNOT 4 =B BERIBREIMEIT DUNT  wrevreeerreesreeronteenireonreneseessse s s s enens 199
B HRT RIS ERRE # E fidi PSRN A S
5 & E OB GKE 4 R lE B
NS RE B H # ®
BURNOT 4 —ECBIFBEOAINE VEREE  coerrrrerrremsrenieiite et ce e 202
B A A R o R R R OE — nox H F
Duchenne muscular dystrophy o Bl fEBHEEBAEIC DUNT  werereserrmsesnsessnsnsnrssesinsenins 205
E v #EERE LR b B & B B O & B
d B OE X
BREXRFE=AH th JIl E & # B B

- —B8 -



Myotonic dystrophy @%EﬁE ........................................................................ 209
LHEBRARFEMBE N 0 M 2 I D B
L & BB

D. WX

Duchenne BHEITHRI PR b o7 4 —ERBIBZFUKER LTV LARL crerin 214
FRERKFHEMERNR e 1 R 1 FAK il
o+ B oM Bk oF + B —
BHEERFFE—NH P i3
RBEXMEAR hNesa IE B m M it
E L EESRRERRE 7/ e =
HYRbo7 0 —fECBEBRERVE Y BLUA v 2 ) YRIEH
—BEERIFE DR PO 7 4 —fEAHUME—  correeeereeemttie e 219
SART KRR FIBHE =M wmok RO N/ CFR
B B B & % B £ B
g B £ & R # f1 %
E# SRR A K g
<4 20FY b2 b Y —EiCE % Duchenne B YR ko7 4 —fED
%%ﬁg@*ﬁﬁ ....................................................................................... 224
RREVEMKEMEAN & 0 B MES E OB
Ny B F
E BB RER b H ®H F B e HOM%
/e i
Eﬁﬁﬁﬁﬁﬁ%gﬁ%& 7 l) 7 — I]—“yﬁggj ..................................................................... 229
BT R RATE N hoB i B woNE
W O & B B OB X
BREXRFE=AR A ¥ sk B2 ' N
BREKFEE N F M 7 H
BTG O 2 PO 7 4 —JEDEERBHT DUNT covvereeemamrmmrrae et e e 235
ESLE B w R E W Fed fi# £
E L/ NERERE # B &
RIREH—HE oM EE

(H9)



}‘i}“;yx [ =] 74 _ﬁm(ﬁéjjﬁlz\}p#_ft% .........................................................

[E1ST HE AR AR AT % R B 0 ok %
MoE E
HEAKE T — PR o FE = Hom
EHEERIANEYF—va vf} &
E 75—7"‘3 E y@{t%@ﬁ‘ ﬁqjghﬂ»@ﬁg‘cjb\f ................................................
BEAKE T — PR OB B
EST A B O f0 R = m
mos ® b w & Hom
ok B
YA a7 0 —EICB BB EARINCBIT BRI oo
HEA R E— PR # B OBk P M
N - @ om &
kg E OB OEAT 0 %k B B T
EFE L T S I R "
ETHRY R o7 4 —BEDOMPF 75X v4veE s — D5} E B BT
[ R AT AT £ R % W 0 B x
Wk %8
RAKEREERHR: O E R B R B B
R @ % 2
RERES S KUBIREIDR
BILBIARBIH DR b0 7 4 —EDOBMEATEICBT BEMRE] e
HALTFEHMAZNEE 8 W % X % Kk 8
ol # A KB HEAF 0 R B &
% B OMKRT o B EATF
Malignant Hyperthermia OHRFHICE T BILEEFHITIL  ---rreereermerrresisrimmereeenenes
EBRFEEBHE=AN B @ W = 8 (3
BOm g % B W T
Ny Ly BOE R OK & o1
S M & X WO T
FATEMERbSE AR & B @ =

(B10)

........



Zr%ﬁﬁﬁﬁ‘cﬁﬁ 5%%}%0)2‘21&1‘%‘ {j}',l{:‘{%@ﬂ% ................................................

(B1D

EERKFER BN —H T BmOR — K & E 7
fic X BARLEICE T 5 Myosin AT Pase iG&TEOBHHEALFERIFII  oomemerreieees
BB RFIREM T — M B R — K P2 < 3
fi A O AF
HEITHRR Y R b o 7 ¢ —IEORKIBHL K ORI D
FUNVERDIRED (BRRE)  woveerereeesoseseesssmss et
E AR fi B E &
IRRE AR | Fom OB = R A B #
BRoE Ok
BRBHEEL L 7oA R DB EBE AR L -vovererereeseerermsesmmse s
EERFEF S —m m R — X fi & i {F
EMAH77 US4 Duchenne BB U R b 0 7 4 —JFED 1SRG +woververmeereremesmeaminnennnnns
B REFEFNEL Yy — [ b 8 — JF A
E] | H R g 2
HITHAHA YR b7 4 — (D, M. D. ) KB 5KBORBHEBFEORE e
FHBEREA MIR s B ch R ERRAR AT 40 I & IR
K e ftzm # %k
EILFEGE TR A b 07 4 — ED B --reeeeeeeeeemsermeemsesses et
R FEEMARF/NER g W F X P - S
K R BEARF B OT woR B
Eobh & A
R FER KRR 2 |y B 4 % = B
R DR b O T 4 —SEDERRE  wvereverereressesmsenseeassa ettt
B RBRNTF S IRk CiREN 1% W oH R F
BT oM F
HANRR & M =EF
FUKHS R AR & 2
Acridine Orange HRfAiC X Z/NRATERBARHOICBABIRAIFE oo
77228 A PR BTN BT =5% % A = i B A
REA KA/ NRE Bom — o



=

HETHHR YR bo 7 4 —,

b 2N
=]

D&#DVt — B2 (CHs — B2 #5ic &k B MmhiEE

E LR ET B b =E% E & CEE S
= i o A 2 KH K @& WO W
it F @\ A
HEITHH R o7 4 —DCo - enzyme Q10 (Co Q 10) MHFEERIFEIZONT
E TR AT 5 I B =5 E @& € F
L W EAY i O % sk K 8 %
WL L
TaVy YRBFH IR b7 4 —EIRBT AV Y LEREOFHES -
BRERFERFTE=N"H H & B ] b
Ehva =S TP RINE RS WO & Bp il IE
B # B B2 OB X N A )
Duchenne BIfiV R b o7 4 —EDIEHE — Ay AERFIDEBR— o
E L HR BT I B B 2 K A £ O X
H ot % it % EZR
S HB KUERNTAR
Hypothyroid myopathy —IEBI8I4 & CERIGZEEL—  oeoervrermrminsesmmneneiennes
ByRB#EmfEeys— @ b & B E
R E E #m H B R ® o iE
T B — HOH B
BRAR EBR S A/ Y F — ICHHRGERE., NHEEEL S 20U 1 kel
E SRR E TR a F Vi OB K
g X & N B O #o BOE OE
LA 5 B E m
RBBH VR o7 4 —iE (BLAY) i1 5 Short Latency SEP OB
ESLHEERATNLAR R t B # X % K &
= B IR E
SHARF R AR/ o F B =
ETORRIEH YR bo 7 0 —E (3EFD OEKY. BHEEENHRRI VLT
B HEF T\ ERBE % H * =gy /N
®EFE — K i@ E 0 Kk B IE

(H12)

......... 314
“d;:‘
Z
......... 320
ﬁ
2

............ 323
ah
&
24

............ 326
24

............ 327
4
53

............ 332
&

............ 338
A
......... 342
%
A



BYRLO74—F+ Y ORHEHO Ca™ KT cCGMP DEEL(L -wrevreeeeerennns 349

BB KB RBR A RH H B gt i
PRAYEEBH2RAE. & W & WM o5
BB ARG ® M B
Duchenne BUETTHR YR b o7 4 —FEF
Adenylate Kinase Isozyme Sy FREDEPET  ---eeeerrrrrermmmmrimemrinenniiiniies 353
BIRRFEEBBEAR LR R F OB T
BB KPR | B &2 &
PRAYESHENES2 & W E 18 B OE O oE
VAba T4 —FFY, BEES v bOBBEICET S
AMP deaminase ?gﬁt‘cj(‘rc ............................................................ 361
BIBRFES BB F B T i
BEAFEEHNRR E B & % # B & —
W om %
YR OT 4 —ERBEBEHT I /EBRIRBOBITT  --roreeereerrimnmeeiiiiireieeeieeeeeeeas 366
AR TR ® -
PN TN £ M PAHE B 5 W o
wom | ok
BV R POT 4 —EICBI BEFEDELZERITIIE o rooeeerrrrrremer i reee e seeen e 369
BB TR B O X %
KR ST A ER 25 b IR TR L L A B 2 WO oW %
Eol B % W ER— W # E &
7 w }xﬂ‘ﬁ@ﬁﬁ‘:ﬁﬁ]ﬂ@&ﬁ%@%@&@ﬁ%ﬂf]ﬁﬁ ................................................ 373

SBIRFERFEEE=AR 7oKk R
SARTAZFEFMEMEEZ M 1 — m e B F %

BiURPOT 4 — BRI DEBEEIIRTT  oovevereeeeereeemrereenranse s eereeaeseerere s 376
EH BT FERAR BE oL B A ] IRy 4
L ® A
LR RFEFMAR B oA = & o A #
SSEEBIFRREH R
Duchenne B IR b 07 4 —FED T RG] eoovveereeemsesemreesenieenniieneniinin 380
ETRVAS =S T DAy = b - |/ ¥ % O I A <)

(B13)



RE XA EZEARb/NREREH L H RoRp g v
Duchenne BfFU X o7 4 —SEDNY b ULER EOBEEORE - ats
E L HEARE R RN ® H %o
REL A HERRENEEREM SRR
R Quadriceps Myopathy oeseresersessennseee e LR R i . 388
gt v — B OH T OE . efERE
L3 N ] @ b B O RO &
Kugelberg - Welander #% & Werdnig - Hoffmann OB LT 1 ZH worestmemninnns 392
By FEe s 5 — m o & H o FRE
B ¥ T & '
E L f s % JHimke R ® B

W

g 5@ ............. srreeeneseenee ....... ..... . ............. 400
B}%iﬁm_ﬁ ............................................................................................. 401

(B14)



B F B &

Javzy bk
(1, T, T, IV, V, VD OF&H



Ok EAHEBRFRFES
#HXIT & BB

HARMTRHE IR b0 7« —EORKA « WEEFAL, BROMRELIEHOZRED D,
2pDTaY2) PRI THREZED TS, SEFERERODOODIEN, FiliTo Y
=7 FPOMABHRL. AEEEDTVE, ETF0 V7 POVWTRENEFN SOV b Y -
F—oF L HEINIY, BEEIKROBBRUTOX)ITHS, Oftfz, FEOTSo YV
2 FTIRIEC P KEOBEHLRORE & EAL, BRI DV TOERNX SO EEHE., Th
B, WMERFIONE LB, KREHONELREIKBLEL LREEHITVD, REEDOMKE
RER, FEOBEZFIOVTOR. MRFEDEBHFRELHELKD ZHESNSNI, 54F
BEPSRERMH VR Fo 7 4 —EORERREEOEE, RIZZEHI. REBBEDIHDY
ANVZOBE GUARIELS S LOREEOREY EERERZEMECRDHABTHOATV S, OB
HEREEERBIR EERFMICOVTO 7oV 7 b CRINE TR OB ORBEZEHF T 555,
S5 RSERPSITREES. REEKORRRKA., MBmnMREHERRA,. SHEOEELESLD
BFHIROWT, BHFTHFIET>TV 5, OBERFEOEFICOVTO T Y27 TR,
NETORRESEZ. SFIR3 - ALIHKEGE. 3 - BEBIHEE. 3 - C R LJUBBEE.,
3 + DARNWMBMALDHBIRA T, THENFLOVHRAICIL > TREZED TS, DfhiEE
TREAARSNAFLOFRLEBEIRE UHMBHMITICIDRELIDERILLS ET S
DT, CHETIRBVFLOEENE LHOLNTV S, EEBETII LEBEEREDORS. #
MEFOLBEREADER, . BOBRAEOKELLELBIELINEITRIIBEEORESS
T3, % BREMERER2S(FLVL S0 Y27 FC. ZOFHERIRD2VTOZHE TORE
2% LD, BEOFHICKDBRT B &I, choDRBIR S & T EREORSZFELT

VB, RABARBOFLVT O Y2 P THEREKRTHR, FTEREAPRIBZORH hfTbh, B
EHLERES N, OFEMERZK, IRFICOVTO Yo Y 2 7 MTIRTTIC 1466 DEIRFIDOE
BHTONMTHFTbI B LT, BHETOSHRBARSTONI, * 1 BAK EBEIRERIC
‘Y ZEFOBEE N TbNTz, OBECDOVTDOTE Y27 FTREFATD CoQup, B OMF
BEHSMESN, T Ca BAFOHKRHBESRIT SN,
COEPERBMAENRE L. EEELHNBHEEE 0T ENITbIIS



7oVl BYRbMeT 4 —EOERENDIE
A. Duchenne & 0¥ E X VB ¥

R b ¥ B
EI#E r S B v B # B
S3p23 AR ¥ K E A
R Ik ERKER
EfR R HB 2 R ® B
ERE PRI KRB =5 E A
EEIE )| A B #* fiz—Rg
ESAVA LT S [ & B
ESRYA R = H @# —

KEDH ¥ RMED DT, BROWATH 3 BIZOMENOHIGREDITLEYY, 70027
FAR I Tid. COFANDIERABHE LT, Duchenne B2 bn 7 4 —E(DMD)DELE
B, BEBBEEERF LTV S, ChE TORBIIMOSIEERAREHEE pDI0—14,
S44FE pp 4 — 8. 554E pp,3 —4KDNLNTWV S, BEEAEELSLFOT 27 M1 k245
Sh. EHMFEIZZD [—-A L1z,

(B89, #8. &)

I —ADREFOFZENIZ., VBAERICHIT2MECP KREZOHAE. 2 BzOMEIET
AV AEMEORR., MGHLOEERAAE, IEKXLATODMDERENOIE, skl
. NERPAORE. HETH -7,

LD, 2HOBBRICBEL. 1, 20, I IKSHELSHEEAERENS . DDEEH,
VEBLTHIEEORGNELX AN, 3AKRAEE, COBEITII I MERERL . t22MEDH
SEIEDH 51 THIETHVTY, 2IEALTEIEZTV. T/, I TEON/-BHEHICHEY
THERABEAR (FD) 2HRZICEMH L

FHTR. BEEROBONKD, 2 E2DPlicONS,

(MECPEREDAEXE)

ZHizDMDO 2K, FBHE. BEHNEOCMH. REERBICKHLETHD., 2BRICHEASIH
T3, L LAEOHKE—BsEhEVE ., HIERE, AXEBE. AERE. EFRORNE
BIHED, BHER AT ANSIKEASN, T LELEEFSATE . BHEECERNORR
P& HSERBEICIE > T B,



EIEDdH - 1 22BHRTHEAFETUFEBRO O T, B VEE (3HE#&) . Nuttal -
Wedin & (3) . Behringer # v b (3) . Sinotest ¥ F (2) BAhid. 1 Hikdi 1 EROD
ATHV LTV, HERLR, FEEEELLZOVERS KWL, IRIXHEIRT., 2ERIEE
35, 3EETER 2 MR TITHO T,

CDEHINUEFELSAT, CPKREAZOHE—ZRET BT TRHHSEL, S8HETOD
EHREOHHAEED - LT, BEEZHEICRETIHEERUTI0MBEANTH L Ebh
7oo > T OREERBEME ST ORI, BBRIAEDTIEFETH 5o
(REMAICRAT IEFORR)

BEZTOH Y AEYE (= MEHSLL) 1ZBIOVT, Ty —b (HE) 1fKic, &
LEEBOTEAOEREZICAL THE, 558 (GER38. \/IEBIT) 2EILIER. M1~31
HAERE3INLTHEL, £HHEREMELILODOTH 3,

BEO LS ADHADIHEEHS D &, ARFDHAIZE L. FBKICDMD OBHELEIERH
TEERMPBEIZEDH -7 bDD 653 % % HDTHED. BV AHREARYBFLRIRE(RE-T
W5, HAZTHRAVEHOARY R, BROERHIL., TLEMM» S OMISEHESE N, &F
Aol edTH B, HAFRFAIE LTHYEERAT, zOoBEFIKE. AR, HBELLETRE
DAHRBITN., BREDARBROELE F > TITON B L ED AR, MEERBERE DT
BIAFDDI VK EZR - T B,

CPKIZLBEFAPEOREIL. LOGERTH, MERE M HNITITH S BHMAET.
FUOHLTOSHOTITIBMIL, RLUTBVERVAILN, B, TOKR. EBICREShK
ABRSSERICH U & ST, R16.0. 3380, R 27 k3.2 & Thote %dT 358
EHEHB G- L OBV ROR. FLEUFOMKTH 305, ZORARIEMUORED L 518
“BE” TRARSURLENELELO,

CPKREZEROEMINT L SERIITONTVEYL, Thid. BIGHEELHHEE LIKWE
a. E¥EEASETROIEZBALSICE., SMORBHERNGZ L, REBOEHMICH
ROWHOLENAEAERT 2 HREPERRICHL Db Lk,

BATHEREOEML. MBMIC, £ U3 2542 IKTPATO S5, RETHCRENE
RIS, LK RAFEOEMRIFE,. Hik, HFORBRKBAOREEZEL. L ITKRKES
TeRRBMHEDRE. RELMBHIZ O LRSEOHAELS b I bbb, WHROREE%E
BRELAZEDHB1TEMD. 3R Z20FHREEMET. S 129 3 3H - -HHlICEBL
T30z E L RLTV A,

BEBRFORAPLREAZRER.. FRHMoHRDO—MELTTOINEODOHH Do BzBH L 3]
ZORMBINOGYBEESER., HERSDOTRET . FMRIE,oEL. FETIHEE
T B5THT. DMDOGE. BFOHRHE. REEREICLEEST. BROBOHOEOITR



P, RO, HEZEITNELERATEIILNINKRKY S, TOBEKOBEHEKIIANE
436 FOKREFBIT-7 L EMHD. TOROFIICE»rEINE, S5, BROBENSETS
EELTHZRIZI8E. MHEEXNRET ZRIRMBRIITEORESERL TV 3,

DMDOFHEDU EDic, REABOBFIERODHLH 5, FEICIIRIEAS D f0u 5,
RESBDMDREORELEEICTFH L2DE (X)) FE2bD2LEDTEIM—DHETHDH
SBICEBBICT WRERARHETH LB S,

SEIDR/RETIR., COFEEH > TORERD OHRES G EMBIZH 1. L L, &
EZHOIBOBENORBHHHFLZITOOR 6 ZICTEY, BEMSEFEOEBERE L B0
EEEOERSG. BRIIIAT, BELBRICENLEE DM TH - 1o FiLiCk Zhis % EREIC
ERLAKMIR 1 ZOAT, LrbE-LHALEEL TV S, ZOLS ICEFRRODLICE -
TDMDODOFRi2 305 L3, BRTRBYVRIBYRRKUVAKZFANSONIELF LIZVZ
AR

REI, FROFETH 505, B Y XMERTOREERDOIMEILOWT, BIRTL04, &5
EHVRV I, RELELVWRTH 1o RETIHEDHBEIR. MRLILH L, RESER
BEPREEXOBEDM., MHEHSERE L > THELELHL. EXABICESES VoL
v PEAED L EBHLFOTVE,

ULEDERD»OAT, BV ABRICBD 2 BIZEAOMNELEET S RERRLAICEL >TV S
KE X, TORE, FEREBXOEBECAOETHERLETNETHY., 5l &GRS 24
EnpdLE b,

. COMEIRET 2 BXMOFLE, BROIBETNETH 50, ASVEAZSTFRIA,
LbER, ThiIECTEICHET REMBTSHBDT, 7 — bick 3E—HHEEI
THUWFETH 5,

(REREON®)

KEOH Y AR HFRICZOFELT, ERMINACLRUFRER . BEXORRER &
LTEOLHTHETH S, TITHTO V27 P TR, BEROBHEET. ThiEREMITIY
L. OO THELATEMA T, DMDOERBEEICOWT, WhidREREHT T L%
BELTV B,

HAEMR., SHERICHEBEL A 1 BREAFITH > 1eh. EORICARFLADMD D4
EhlBLURCHATHD ., LEE%IX Gardner - MedwinkWalton ( 1974 ) iZ# 9,
COFETHEHEDD - 22BHRTOXLFIEIIE 1,461 T, ZORLIKABE (FE) ORELK
BhTHD, THETL84ILDVTKT L

LOBEHDOATIRZLIT-> T,



(ZtEfis S URNERE)

ATEED 1,461 Firp, iEF212 (082 %) . RERB—HEFAHSIOBF (531 . A—HH
Fliz 1T, ZOMTOEEREF. RERRRBRLFTH - 700 RBRURIIBELIIMRKEE. RE
RAREZASIRRRSSEROMMTEIEYT 5 FETH 5,

(X 1)

(B) B>X b0 7 4 —EOBEBKRES KURENHE -T2 M
O Duchenne B@H LA b7 4 —EOREOMBICHT IHHEEOER

ikt B R mZER B % A B

1. Duchenne BIDAZBELTT &,

2. AZEZERIHYRBYEMEA—AIC—ELL, HEHFOBEREZFEVTT IV, OEEHE
RRETHHBOEHA,

3. ESMESNAHEMTR. ORIKAESOFTTS VL, BREKREROEEHT D EH
IRVSDENHDE T, BETIR, ERICRVANALIESHH - T, ODEDDEIRL
BhEWEETH, BUENLHAZEANENICEZ TERVEDLETRY, HBLS
RMAICHRHBLTT IV, UB, BE2AELTS, XETEATH(HMOBDET, &
HROAATEODT, IXTOAMIKELTTEW,

(I) REDL L HDERER

1. BROBERDUEMBELINBOEE, XELZBEHTHIEBX, Z2OLLAEHALE
TH? MEFAEKEEAEICRT. TATNOEDLEFAEDBFTTFEY (ZDLKHK
ADDFE%E. LT, HHEERe]ELUET) o

BRICBZEOVEOARADES

O Bl 5 BERETH B & RB~E (=2 5BATFEW) (5)
0 AMShUTREERETH S EBNB, LAERBELAL (=2, 3) ()
0 HEMShNERERRETSHS LB~ L AbRMTE (2. 3) %)
0O BENICBREHEETHS EB<E0, LLARFEBLEL (—3) (3)
O MEMCEEHEETSE L. LLAbBATSE (=3) A
O zofth (Bfkmic ) (2)
EBE T TICRE LTV 3 RERFIDEA ©
O REfD S RBEETSH 3 & BTV (—2) (1)
O BMSAEBEREETS 3 EB<36, LAEBTALEL (-2, 3) (5)
O AMShAUEBEERETS LB L ARATE (2. 3) @)
0 MEOCREERETSHS EB~E05, L BRBALLL (—=3) (4)
O MEBMICEEHEETHSLBN, LLALBHTS (—3) 08



O zofts C ) (0)
icEEL (6)

2. HAZEMAUL SEREBHIITORVORLETT L2 2N T IBHESSNL. &

BUEEOAEDFTTFEV, (COKSUD23H%, LT, KEETGELOET)

O WMEFARREHEZBOLONS (4)
U REHETHIEMOEZ L, BEBKOHLHS (5)
O Mo¥TH, BRICERHOLZOHNDS (7)
O #o¥TH, BEflb SRS LTHIF oL nbhS (8)
0 #HBEFOHEGRREBLILBEOBRICHD . BIEOMBIRERALHS (0)
O zofth ( )y (9

WAL B8

3 LOXHIRBALETH? (BRL GHEHKEERHE)

HEE Oee@Ba4e Oz ofo) ( ) ECEEL(9)
BYNCHAYT 5F ( OXLH) OB£H6) ORBRKTT O—ES€T « AR,
BRI ETRADHFERBS (ZOMKR, PIAFRIZGIKIEBELTS. [REG) 22T

T CDEEBATFEN) 35 Il (6)
B O SAskBfech 3 23 ABRER ay
O M2l ARE®RERD. 2L TERKEOAMBBELETETHS 42
O zoft ( ) (2)
A0 CEHTHREOREO—MRERNS L EHBBL A
0O OHETEOBRFOBAREULTHET S EBE0 20
O BRIGSULHEAEL, &, NBEETEHBL 12
O zofs ( ) (1)
(I) CPERICLIREERE Rl (1)

REWNRFCH I ERAORE~ND “BE” (FTROZUMCAE ST TTF SV HHE
EROJREOTADSIHIZ8ETY)

RENE | FAEL | BEEr | mpos | DENS | mow | e
IR T8 & k5 | BB oy g
oiEHE | L | 05| eaiss | FUEL ) 5705 gy
2
R 10 6 10 22 6 1
2 4 7 32 10 0
B2 5% 4 7 10 27 6 1
LGS 2 6 11 29 6 1
. R X 8 5 10 22 9 1
jﬁ?{? 2 4 5 29 15 0 |
P 2% 4 6 7 28 9 1
LI 7S 2 4 8 32 10 1




(X2)

2. BROBOURFEMERLIIGE., EOLHIRMOoEETH? T
EFH (EEEIERT) ?

O KRAELTEF RV (—Ed) (3) 0O BEShQRBELLETFS 04

O BEHcELLET3 26 O EEME-kEETS (0)

O zofts ( ‘ ) (2)

SFVEHIE ERREEE) ?

O REEEVI EEADBKOHLELDS (2)

O AMSEHTHERARICERBLOHS (0)

O HSEHTHOEMADLOLRICELTHITOoNLBLNS (2)

0O zoft ( ) (1)
sl 60

RAETHDEHMOHI R, BRHAIN., TLEMELTERY LB R HD T
»? EKIKHRHEBRFSBHNEIXETHRICHBAT IV,
O 7w 48 O 3% (5 i#EL (2)

RERETHS LMoY TR, W FHFlIC>NTIR?
O 5w 49 O &5 (7 il (3)
3. BROMKVREMBERLIIGES., FOXSICHNSETTH?

ORI OES. BHERIELETHRYICEDS EBbhEd, ¥/ V- T7OFHAET
3. BROMKD C P KRERIIDO TN IBLUOT, MFKOREBLEERINIELERZS
FELBVERDNEY, ZLTETHRVEMEZ L THOoBBREZ S PBVET,

RE & 1 IRBEHROREE~DOER BEHREIEART)

O FERELTEFEY (R @) O BNSAARELSEFS 09
O BEMICEL 555 L3 O E®EF-1EEFE (0
O zoft (2) L (1)
S OB EMEEE) ?
0 REELVS LRBEBKOBIDS (1)
0 W5€THAAMITEELSE DS (2)
0 W5eTHEMHMSSHICE LTHEFSNEODS ()
O zof ) (@)
L u8
BESS S 1 REEISEE X D0 DIk~ DEH GEREERE) :
O BRI LTEFSY (Bl (@) O AMSAAEELLETS (~HF) 01




U \eHELLEFS (—-8F) 02 O EE@EL 10555 (2)
[0 zofts ( ) (0)
. oL ()
EFrvEEhil EKEREZ) ?
U RAELVI EREEZ LBAALROEF DS (2)
O MMSETOERAMICEIEHE VDS (4)
O MoETHEMEIL SR LTHF LN VLS (3)
O zofth ( ) (1)
B RA D
E 556, BT @EREIBZRE) ?
O RREDOHEIIBRVT, A BRBBEREE <L) 22
O REE~NST, FARBMBENIEDS LS IKEET 3 14
O REBET. FAELBEIRVIRTLES a9
O REHFCEFI0, FARKBEDOHVLS KEERT S (1)
O zofh ( ) (0)
E#aEL (3)
4. WHKOCPKRATREMEAELLRRESL. EBICRILLI-CEBSD 402
7.3 - T A AN 1) O &3 (—=&H) (7 O Zzofth (1)

EM:0 ZoFELZBRICEMUIZT & (3) 0O 3% 12 g#LL (2)
REETH LMoV IR, RMIN., $hEMELTE» B kBME D T4
2L RHRNBBEABSNITERBAT SO,

O 78w 81 0O 3% (4) saEHLL o
RAETHE LMo R, B-1-FfliconTid ?

0O w81 O &3 (3) L L 21

(X 3)

m & & 8 B

BEMARE R, BEOMEICHUMEELSEE « HER SO TRET 288, SIS H
SBIS L. HETHHEELBETECLEELET, KEDES. (1), (ITL D HF3HD
FHICIEE 57, BROBOOEDERP, BROMKDEEE L ST NEhE TRHTS
cEMThikYnEd,

1. BEHRETEPHHTTH?

O % 8D 0O %3 (2. 3) 20 O zoft ( )Y (0)
2. BEROBOSEDIHRIKDVT, BIEHAEN S -2 EBH D T TH GLMTIHEZE)?
O #%w 86 0O 3 (8 L (1)




3. BEOMkOEE « MEICOVLT, BEHEEL I~/ LM EdH FHiFEMMA
*) ?

0 v 87 O 3% a7 L (1)

V) BFRROG®E
FEBHEHEFUERIZICES DT, REBOIER U E &, HARNICIERORZH~, BT

fREDBT NI, BRORENSBTE T,
. ZOFEEH>TOLERPSHREIFLIEBHOTTH,?

O 7w 46 0O %3 (9
2. TORBEEMOIh>-BRICHALETH?

O corxExARbInETHLE, -1 (3) O #Eficiley 2o

O &boEbuniin 23 U Bwiices (6) (O zoff ( ) {3)
3. RUPZSV/LET, BEOSLEOEBERLZ LIBEOREOBERE I poiLES,

0O kxt CEd)  (2) U E55LbVALBVOTERICIRELA T MHE S, 69

O # ~EdA) 4 J zofts C ) {0)
Rxt& fo i3 B O E ¢

4. REOHIBET. REABSHAFRELDPELHFALSD ETH?

0O 5w 64 O 3 & #) )
PROER, BRSO, TLRBEME L TR - EBSERBHD T TH?
K ITHIZMBBHABSNITEEAN L &,

0O 5w 0O &35 (0)

PEOERB X B> BHlICOWTIE?

O 1w a &3 (1)

(V) $FRDHM
1. H#Ef Y ABRIEBNT, AEOBRIZHOMEEZ LV EET ZLENEEZTLLHID
GEHEIERT) ?

O BTLe (@) O &EsoLdunzian (9) O £ELEW (—=2) 42
2. RETHLENHZOEIENTTH GEEEZET) 2

0 BoREERAEOHE e9
0 kDO FREREDRE 08
0 BEEROBE 85
O SFHERODEIET 285, ERABE L OEKERILL 14
O YHHBFEEENE ST, 97— vay 7TEATHES, BHL%HL 12
O ESHEZERLIEANERO Y7Ly PEYBITES 18
) ECHBZBRLUILERAON Y7 VY PEYBITES i)
(] zofth ( ) (2)




Vi S% o HE

FEZDHERFADS B, ZIEFRT L0 [BEOREICHET 35 U 2 BLE0E R, G
FOEEHE) Thh., thOBBRETPTH S, WINLHMK, EHNCERLIMETHD.
UHOFE 2 MICEANL 2ENT, FH28T. KEoD VRAMKIKEHT L I3,
®oic, 7ovxs b I-A KHEH LN BBROBALAXIELECEHT L LEOAR

OEEELLLOBABRVHLEFEY,

TaszH bl BVREPu 74 —EOBEEHTIE
B.ERHERY X b v 7 1 —FEQFEF L X UBEFOPZE

HRAFERNEIH
# b E X A
AR 37 &
EVHREFTEZHRE 7
=
3

A
¢8Ot
>+

3
S S O

\}
/

EEAFENEH
B #ER R\ TRk
IS #E 8 P P R e B

H B &

==
=]

EE
ELRERBETHR YR bo 7 4 —fE (FCMD) OREICSWTIHE, Faitd iz
HEBHBRIGH B, FH—HRIEOHEIC OV TR. F& LTNRBED I H 5Duchenne

ﬁK&wf?mﬁixbD74—ﬁ&%anT“6oL#LUﬁBE%?-?—&LTﬁ\.

- 10 —



1L S 55 1975 (DA LHDOSMAZE L TEN L - 2mEERA ) itk 3 Duchenne % &
RRUEREITHH VX o7 ¢ —E (CMD) EOMMHE (12 1 1) KM a8EP. R
FEICBAT AAIRY2 (62~ 119 x 107%) HSTIRAFS T (56 x 107°) oMEsS BT

FHV, ZLTRAB. UTOCTLE2AHROBHELTAT DY 2 7 FAHK L. HRITIK
FEDFCMDODAILL LT, HBODCMDEDHB T EE LT,

(2 )

I CMDEZEROER
AIBIC BT 5 CMD DOFRLEHRE., BFEFATE B GIERICRET 5 b0 Hikhokst
CM D Dz 53 47
C M D O RXFERIIC 3L DAk S HEAL
(%5 &) '

SEERFEAMO 1 - DT 50, 2HOFCSBELABERAEERETO. &7
Yz b F—AREBT AHEOHERAEMISE 1 B 1 B~12A318 122 L fadRic o4
oy MREET-T. THRHNNOIODDOBEREZER LT,

(¥ 2)

(1) Z2HOFEUX

A BARH
1. 84 ALIEIORE

EHRERE

2 BV A RERSS /)

BURSHE T 100 Uik

MEIVFTFV72R742h4%—2 (CPK) LR

BERERITLCO 3 BARMOERTREBH B L o T OBMKREE LT
FTRZZEDHIENT &,

B #FLbELTHIOEN

7. PIREEER GERER. FVuhALE)
8. BAEIAE
9. {REEAEA
10. FEROENE
(2) WEMEIEEL @1 2)

2 8 =

A AN N



(X1) REAE

(l!)ﬂ; UL VN USRS SN e (T I R

it
A2 Ib ® & t
Lo —
:{ I“ LN ) [ A BT iR MWK A7 B
« . ]
- W AN R
ARES - - =
- e - = A £ A 4 H L] L ]
e EEN
s e p
! .g.i LR El ] H’t
n % B
e &R % i
A k |$vw‘ LR ) N
L N 71

RRE L INLWROSE L OLWKE MY ORGS0 BB L L S K

BRBROC L NUWME P | MR AR O Ly

Mess oS

Ir ‘s ' - n i T
Y ; 8
L : . . . .
. 1 - v - 4
!Rﬂl[— I maHm! L 1
o . . Kl - . J
- . - - v 3
o ml saRm’ Tu i
| S B . N [N L J
ARAM MR & ] T ORI M NDAM TR M T (RERTRY )
ARKERORE  AMg: FLIX [T %373 we 1w
KEERE B 5 ORM AREOH AR RAA L RIS & RILBHETRS )
1 P
1 50- - i gjolf=lg|~
™ em(m|X el
2o !
" N
» »N 1]y 1121
- M oonl2)2]2])2(2]2
T 2 ey EBBREREBBE
N e — - 0 i [ ——
‘[ L3 - .
T,7 -
o | 1 0 » eI ERESL]
‘ - . .
- | ” i mimLimm(x|F
| i» B ]
3 [y 'S '
| " Y »

" o~ LR » winivininisinn
. g o | (M) 1
S . 1|1 1

& rantyt STl * -
: el ‘2t ata! 2(2|2)2|2|2]2
i :"‘13;.‘T JTSIJ 3(3]3f3i3)3}3
L1 . .
i
18 Moy _’a 11 -~ R % A A
= N A | '
2 ® o2 o REE 1y ‘l i!. [T e [T Y-Eu : : :F:lxmk
® -2 PA e gt
3 v Enuving A 1) n 2z ul i ‘4 4 W
& 2 ' - o B JER——
: PR R Pl 0t
I & e e S Ly AR zEm e
; I e e :
LRI TR ) T werzzzzz oo )
- ! = : UG IXekEes 2Mmna
& R YRR ) ‘ 10 3 33,3303 INEmN
N ' . [ - -
® i Mw,“,m.l i ¢ CK® ML RA8) im scoT
x| , [.‘.::—f K . L' ) __j
Jlll atr o Ltesp Y # mEg 1ame. INADPHY. 3 NDAZ
T T et Rt —
P so—epm T a NIt Tireluxnn MT"
81 2 mL |vnl:f“ll‘i aﬂ'ﬂiann:g&( z h!.,tnt .*3' _i_
3 4w RAc, »e kU g ” ECG 3 1771
LN &N w ; e w ol . LA |
'S R R o EEG 3 e
LU " _EKCT 3 ‘-
& : rEzz " "MK, 3 ‘J
: 403 3,3 ‘n & R
:L _ . [ L H i 1_._,




(X2)

T A & &
L . L R -
I'EX 2B B« -l
LI IR L IRE-H-F o it it R oot 43 A L ]
TEm @A 4 H MR L3 A
13 T T 1 R T
v owne— (o] <]=]*]~]
. Emilf-nnk
__-.',-___ . : ‘ A n
J‘ CNANREH OB 2 AR ) 3 4w gi x|®|m
0 sacromm[ || ] - DR ERERNE
nLiz2: 2|2 2|2
fo|3|3f[3}afs}s
EALNORES () AMECEANE NN SBEIRI L1 B U MR IS, X OROAILAAD S A 1AL T (MOLKFCIRT S )
(M) MEBS 0 -5 %40 8 B CPK M6 1 . AB ) MK [ BRI VbR T BN AX
t ) ——
Y o )
- _-_.‘ ! —— - i
— ) - — — -
- — - ( - ——
. ) _ -
— P PR ‘- _.( ) [ — — -
%O CPK U AHEROERENILIKCPKEM- 1 & D3N 1) BB FRLBES) 11 %
(%) |HES 0 - 3 F4-0t 13 & CPK_ 122 (AN ) (MBaTE s A) RE LRLER AR
o VoW % H)
. ¢ ) (N % ") _
o ot ) (Wkm & 1)
i . VoK 4 H)
e o ot VoK & W)
- o o Y oWl % ) .
¢ ) oKl 4 H)

08 REFOREET<24, AKLDA, FLOMTRLML K VAN Y AFIIMEL 2RANT, HATOAHMK)

BEERHORRERT chizinafto L 8@ Tt NMAMNL - YORNIKE » T FKLRLTF A

O, s, AL R ER ALY, ATRIZERORE YR
N | AKts.

Q 2 AR EOME, AAZENMRYEEWRKED LKL, HEHEN FREAL
LD MLERKITS MR B, ETILS ALAOA LR TS,

3 XROELL ], AAOHIURU L L Ch D, LA HBICTELLSHRCMEE

>T_|'_ [ 5 6] T~ T T
N, Lyttt Ml SO KMk RIS,
OD O 4ORATIP LY AR EINCIGL, ko, =402 ARNTRAT

J— oW -

T: ST = S UK GV A RN, ARDAAKIT Tt L,
: A OMNOURMEFNGT QORMENCAIOMO L S KR ENRT S, 7oL
. ' R : i RORB K SIS
)| 1 2, 3. 4 5 T i et A g s el § S
. i WL AHICAY X2 TORRLEMLL SKERY T,
. KA Rk KLY s 2200 TG A G i, S T ICAA
5 #05 13 * 12 ] ERIAIIEA LW R EA

vOCPR &P ) ROdmfie VT LB KAOCPKMCA® TS,



(3) »fay bRYF4—DER

VR EVRBEHRFE M. BUSERAZERL6 . B HENARIFEEI8 . &

BARF/PMER 1 BREFERNEH20. 520 %181 ,

2 RAUBITIR, REZHIH 3. TOMMIFDH -8, B DBFIIBLETS - 72,

3 Bhiz22:30= 1.00 : 1.36 Th-1: _

0 FBLIUREROBENENEERRIR 1.0CTEL. BHBORBT 2HRHEICE

BT 56MMH -~ 1od, ThAICREFIBERBBRB I EL -1,

Y BEOEINIBEINCEEREAD L, R2.0T L. 1961 fE~ 1980 Eic 3L

T, THHI3 1980 4 (HIFNS64E) IKESHMBFRBHRIKARTO L BZZ2 LTV 3E

ETH5DT, BEOERIZ0~19RICDI-TWBRT it b,

0 BEOELANCEEHEAZ L, RIDTELTHo1,

) BAOHERAORE « RRVORE - AHBHORERLZADTELTHY, FHEDPOR

BELTREERENS 154 B LRLE . SRBORE L LTR FED @B5135 %
EELBh T,

8 BIZEIDHT

a) MBOEREIT 4 KR (769 B)icBH o,

b) KEARIEIRGIARIELI0ORRIC, WETRIES | RERKBWI0, BREEIR 1K
FHBHUM T,

c) SREH : ERa% 2 AL EORKEIC OV TR, LREEKIIM. LFEH -
1338, S}BELLI3 2245 1596 B TH 7o TOMER. HREAHSEREERELE
%A@ﬁﬂﬁttoﬁmﬁézs% EEBENLEI T,

(& 1) &8 - BEHINBEERK

R B AXE|BaHR|E L) AXE | BEHR|B & | XE | BHEH
it & &E| 5 6 A e o 0 LB 8|1 1
BHRE O 0 |®BHR| O 0 |wo®f o 0
EFE| 0 0 R0 0 e R| 1 1
EH®RE| O 0 RER| 2 1 FDIE| 1 0
kERl o 0 B 8 &1 0 0 EBEBE|l O 0
& R 1 B#EE] O 0 s OaEE| 0 0
He Rl 0 EMmE| 1 0 @ oEeE| 1 3
XEmRBE| O 1 ZHEHE| O 0 BB O 0
AR O 0 BB 1 1 kBB 2 0
BEER| 1 1 HBHE| 4 15 A B 0 0
BER| I 2 ABKRB| 1 0 KB 5 5
FEA| 1 1 EEEAE| O 0 2R 0 0
W || 8 11 ZRE| 2 0 BREER| 0 0
pENE| 1 1 mFkbLE| o 0 maE e 1 0
mER O 0 EmWME] O 0 ~__B| 10 1
EWEl O 0 o B0 0 S 52 | 52




(R 2) £FHEERK

i BEH i BHEH
1961 1 1971 4
1962 0 1972 4
1963 1 1973 5
1964 1 1974 6
1965 3 1975 6
1966 3 1976 2
1967 2 1977 2
1968 2 1978 2
1969 1 1979 1
1970 3 1980 2

(£3) £FhAREBER
4 H BEH
1A 6
2 4
3 6
4 3
5 8
6 2
7 3
8 6
9 1
10 4
1 4
12 5
H 52




(#&4) FERAGEORE

H 2] REAH HE (%)
3R BESPFERAIARA
= FORHTRRA 0
Al XBRLBHER 1 1.9
i RERE 8 15.4
E 1 1.9
REEMA 2 38
. FKEHFRA 2 38
i il 5 9.6
MEERS L B E 2 38
th B M@ 4 7.7
g ch BAE 4 7.7
) kR X 6 11.5
CR. XA 5 96
% 7 E 6 115
FEDESE 7 13.5
By MEsRERE 5 9.6

(4) CMD OHEMBEAICE L >REZKRR

1
2
3.
4. HICHAEBREELROERARICHT S8%E _

a) WHIME L UCHERBIRMD IgM ¥ 14 v 2 GukiflE

b) REBOMBPHIRGT (94 VRREK « REFTROFERE) BT Y1 V2HHOR

5.

- FERBOFELIRT (MEESHE - IRERTEOFE - WK - RELET)

HL Aok
FiRhORHADIRE O FMIIRET

5
FHLRRP OO Y 4 VR H8E

(BRGOUICE ED)
SEBRESO I M F - LORRMEER S, £E LTHERRKER, 2oFUs
FE. CMDREMAIKBRY >DREERRIERET >0 $1EKF — LATBHARKREHRICIT



51t4 Oy FRIROBETH, BEOREREEHAFBERLNLICH->THD. PV L
Ee B TEAZERTICLOEERBR L N, TAABMAKORARIG., ELLTEH
EDORRERAT SO, BIUOKEOLWMOHEE, KEOHERIFEFLIDIIRIESL
126D THBH5ERDEE] . [AHHE] OHBI—ERFSRD Shic, KEERIDH%E
%E L. OFXHHEHRBHESR. O2ERNFERE/NEH G KCEEEEETERBUNIF. OFE
DABEERBEO S ZELHEEN (OFKR{) ZHRICRELZITITETDH %o

SED/54 9y MRETE S IOBIEFEHMTR R, FREASEREOHBICKTE00
ThRlih -1,

BREBICERARD /¥4 0y FHARBEVABHIFSIFREORIERF. ERER/N\ERBORE
M%E. EHEEHRESIFREO=5EHER. LES. K8, BERF/NEIHORFE, RRL
FEAMHOKREATHEOERHRIC X 5 C & AHET B, |

(64 k)

1) |k, LA, HABTF. HAZ X2, BHEF. KIREAT | ERBETED Y 2
bo 7 —EQBHEERAA. MPERGEH YR b o7« —EOKRAERHICEAT B,
FRFS0EEMAMEE. 1976 4£ 3 A pp 1256 — 126

2) KREAT : £RBETHH VX o7 4 —iE GEILE) OBIRENE S TICEFNBIR.
WAEAR48 . 204 — 241 . 1978.

3) Takeshita , K., Yoshino, K., Kitahara, T., Nakanishi , T., and Kato, N:

Survey of Duchenne type and congenitel type of muscular dystrophy in Shimane,

Japan . Jpn J Hum Genet 22 : 43 — 47, 1977.



TaUz o b T BEREOEEBE & 5RO K

ERLTFEANH Bl % ko
HEEA FEAR A O
R B A S
b T St o e T
RERFRYSEEAN T B T #
BRYNEY)F—vay + H i
B IR BB X K
LEBRFEFERE—AR © B £ 2
EFis B FE o B
HRLFEANH K R EKT

I )

EHPIERRICH IR b 07 4 —EORIEREOERIELRHT 5,

(5 i)

HREEMORHIC, FEEEE TICEERE @1 ~4) FRET. ChEROTAF — 4
FRH R MR OEFERRIT/ M 0y MFRET 720 BEZ 1981 F4 ABEDOEEDRE
28R bOT, BEMIC24T B (Duchenne B 171 . BE%22, HERT LW 5 . XM
26. BHHEZRY 3, Kugelberg— Welander #%10. ZDfth110) 0¥ %124, DS HDuchenne
BECZ o7 4 —ROXBERMTEIT o700
C 5 :

L A7 —CRUEGK (K1) :BAN. BITTMREIS. STRER 131 TH0. X oMHL

BIERER 7 - ORKRRE1DTELTH 3,

2. EBMBIEFNESUCBERBICE ZRIEEER 5 — SOEE (K5)
S~5FBTIIBH. 5~TFHTIZII00%. T~9FEHTIIEOB. 9~11FETII25%.
HN~13F B TIRI6EDBITAETH 120 THPBITREEICIE > TH. ADEVPHEDIEN
BEREZBENITEELFI. T~OFHTIING. I~11FTBHTIE61%. 11~I13FTEHTIE
85%. 13~15F B TI395H. 16~1TFHTIIUIFTH 3,

3. FEBEBEED L URKE
) BITBAGES (K6) [ LEMTIE. 1 F2HA~1F 41 AORIKETEE L0
mwa§§§<\mflrswﬁ~1fswﬁoﬁﬁwwaz<‘1¢xﬁu$ﬁﬁ%uﬁ)
D 1BI0E 18R TH-iz HITHGTHERI 186 18 (REBRFY 12044 A)

— 18 —



)_—_E:}’L’Cb‘f:o

X1 #HERAE Hrybrovq-E2ERAE
© A E &I’
MG, ro o —ERARB BB )+ F0 e ko L3

1 A X N R
XMEZ, B Rt o7 -8 ( 4L Kugelberg-Welander %5, B8t X o 7 4 ~FEXY XU ) ¥ HREL I G
DTt, Alliz, BUSeF A ABREC KT LB EORBRH>2MEY T2 T,
2 MEPMBLABEHUCMRLR

BIOs6E9 AsoH2T i H UK ek Tr62 NABHHEARZ T > HHHT 10
. EALKSLEBXFHIRM RE o03(353)811)
) | PZAEFRERE LR AT TAS |

3 BALO—REESN
1) MESACHRIVLABEINTUIRE, VThL-O¥ BRL ITBRFOHNTH>TF AL,
2 AESACOBLEMINT 288, UBOPCHFYEFLTRAL TF R
WEZNLGBRCALZCBBE0 (Yo ) kAL TFE,

(MR) .
[S:sﬁlo‘SlHIOIu (: ::

¢« ROEARS

1)A R
(&)ts A M AWM - AHARRROBEAMRES L HOTILAL TF 24,
(BARAES ) 01 LMiB| o2 W K|o3 H F| o4 W M|os K &
06 m'_rg | o1 ‘ﬂ4£ _os____i_ ®|(o9s s K|10 A
1M/ EK|(12F M1z X K|[rwaemzfish B
16 X W17 & JMbas @ #|19 W M|20% W
21 K llzz” Mi23 % s |24 = K|258 R
26 & I}ux W28 & M |29 & A 30 g
18 llul M| 33 M W3¢ A|3sW 0
36 % A3 HF )8R M3 & Mmoo B
1 E M| 28 B3N X|laeXx B[esEBE W
CMER [T N M| 48 xOM| 49 F B
NEBRE— o My 26 Fritme, | BAcRELESY, OB FHILEA TS,
.o 2 Pl Bl )
Q ) SEe -2
TP %Y : ] -3
2 FEEEES croeemenes REBESYRA
3 0w E wakBSemarts Wy
(B, =)
« HAEROBER /(23,02 )%0n 5 REARE HeEAEK [JRESARHE
BRINENRGIL e (PR )EHOTL Lo (#4)
2)B R
WMRF- 5 bid 1, o, O HILILALE
3I)C R
[+4) -4 k2 S W, AN LTROTTORORACOE R LA,



N2 BEAK BURlov,-EeEEH
A = (EERA)

(e

Hozxba74-5 2EBA

A E (ESREA)

. & ¥
& b rROME:
A2 o (B2 PN ARILA A LOL T . .
K COMDOKRE, wemmIRU L L Tl BEY £7
y LESRRABICT, AEADCERLATD, . . - D—
b YRR 3 8
-4 S e P —
nass o) WARE
R T -
eEEm -iu,'/\?-”llﬂu % A
(7umen + H 1 T
o wits| & " g ©ann I
[ XTSI — === —
(adma|  amaonicn: R I :
8| Cusan ' eLAIRA)  SuT o RM EARD ron
(L1 ] 2 3 4 5 6 7
L Duchenne 8 LS WEREERY  RADBWEY)  Bartoarer-  fugeiberel R o B
. 3 - T - 1 '."__ -3‘ L] .
. MENEG ].x.a,:n - N Io ucxul" an um am MERERIA
¢ DKM | 4 RAARE e 5 m aw| ! aEMK
n memee B
relofsmin )
(et 2 %5 2 m
2 iU 2 nL ; Lo : 2
- o e LT 1 .,
|
(RN 3 xm 3 4w B | [xime s BE [l +# 5
sohiihajap : s £ W
: LT~ 17
n2]2]2]2]2]2] . —
SRR 5
. o
s Il T 1]
) =T T wemons
1 St a - e [:jﬂ : .
! 1n»[;g. 1|a| =]~ r|®]y
2 BRESHRL A i hod alalmmle o nimi|m|m|x|F
- wigl%|m,
3 RuAmky M [ JH %W %%
- 1 =il .|
1" 4 MRSRAZ M = I” Q'Ras LI R IR L]
——— ! aeliniigfaa rrminnnnnannn
L PR a ' B +— }
‘ 'KL]ZJZIZ 2|2 "le 2]2|21212|2})2f2
¢ TRENTE A ” H B——
°? %
7 EBRENFE A » A ! ORR
s arEk o s " s ke
®e I
“ [ CKll 6 7 ALINKMEL2: 40 ) mRE
1lelf=z]x -\] i (I A | c -
Y e
o &' 2 gruemx| K
- 0 ' : WRGRe
R olu LI |u LREO LR
LT 38 : 3
3 Fm e » — magotma  * YoPdE
ELIRAERERENERE . ]
] 1+ ® ( ) . % "
i 2]2|2[a[2]2] 1' L | CHAM FRBREA )
T s el T 7
[— ‘:[I{.H
" y o ho— B
LB o
LR 2 nL wl
#ip A 8ot )
(REVEM L ek B
A= 3 . [sn70 0500 1
(2 2w 2 e F)




# Ak 0 =
K3 AEAE HYyRibors-—-EL2EAE
B & (PTiA)
HmoAbn74 -5 SEARAEK
B =® (PTRrA)
N8 &
KAL T eER X
Fan,
X R [[j B8
naRs KA%®EA [:E] % A
Y X R RA%Z
H .3 . 01 FOABMEL
' ; I mMRAMCE-T 10 TR — ] 02 FOmNIL
w o 13 K$F10
o 0 MERAMCE-FtoR _—_E” KFFT00ZF
=z " 15 AFFEto
» m yobaant — 26
7 .
[’ I O 3 37
1 -
. 1 2 n (3 % e & v ¥ 0 & &
7 » .=
» Py 1 BoRvelE 1 SCTEADLBY(3SBEN)
5 2 WokVEMEe-Eno 2 BVTLADLAMR
x 3 SOMRMIRE 3 l\-'fﬁ“tﬁlftbb!.l('.!ﬂl
" « BOBRMTE « mEEORRD
" s EoamYLTVRL 5 MUCTERAL TV
. - 1 2 3 4 s
@ EEMBSERMOTEAR (B2~ HEF - HYMML TIBILE) 1s0 st aME eHT 0
1 + [ [ F BR-® ®
4 o o~ = * ~ + 5 I "y ‘ = o = * -~ 3 Ed v x »~
Hlcls|o|ou|oeise m|@jei7]ar!x|gn ® [EFiu] 8| % (4o
A IR IR VIR AR SR - A L " en|l 3| v | & [0
7&7:52"1"5_;{ l-;t,l: t!l 6 |k » bbr‘;z')ﬁ
o|loL]|» =3 o2 ! 22" n o | B
 ADL Sle|alw|ss|n 33! <l T | k| T— > [em] < 4
wiR|3[RIx (m |57 .8 5 n | & 8|t |®] ¢ »
Lt 1 1 t H ] 1 1 1 1 ] 1 1 1 1
n 2 212 2 2 2 2 2 2 2 2 2 2 2 2
ES 3 3 3 3 3 3 3 3 3 3 3 3 3 3 3
kS 4 4 4 4 4 4 4 4 4 4 4 4 [} 4 4
(‘l 1 »Y 4] ; |~ (;l 1 :l 1 [ ¥ 1
®| 2 RiR|NyH . e 2 ® A
ol !Q') 1 111 141 1
B 3 M Mzl 22 2212 Bl 3 b 3 r e
s 2R (stmmtr) IRRXME ¢ FTRAXRE
1 X
- .’ -
2 srm spen
m n »
« NN (m &)  miss
[ !
; L L (mEssl )) 2 AMR 3 MEE
2 mmHg
) o HIRFTHRR(®E) S BFHREMCRT)

e TRNWAYMXLARETR 126D

21




R4 HREAEK HYRborq-—E2EHAHE
C R (EBEEJEIA)

. R 2z
P LER L
LI
. nEEs [ J-c
[ W% X KA%RA |[8n * A
——— ]
L XL KAEE
T
i ' seeme I : !g:ggg**&*l**
i : EmRm ‘ Izlzizla|z|”|0 o
i e_srleialn ains v als
me .ot . RS we 7 [T swmivTalsle s e]1la]lals
) 2 oy Vi3l Al sTel 231«
a eH R M) u‘[ 2I3[ars 62 3]
s o« . TiTamFe itz 3Tl s v 2134
lS A Tl 2. .'I 4[s5felr]2]3 4,
[RRCTRCY S SOPY W . )
anaeg 2 B%E4 TR HE . )
t 3 Mol T
S — e L em el R -
1% e wn o] ~]=]
HEERT 2R hd | ~|a|®
MeHmy LI L P IR R
“ertes | LN . >
. ; R A bt
S ok n [L‘t\'b I ERNERN
6 &t o M NH ' l(, rzel2l2(2]2
- e
® ® - m [ ) [ 2 L L
. s n [ ® e & [
1 AtTED I ATES H %5 [ B B] [ 4 N
2 8 L] 2 B A 2 # A 2 ® A 2 8 A
EIES a 3 & A I Y 3 Amewm 3 ® o

K5 BEFRIESTIEBERER 7 — IHE

& 3%
3~51 5
5~7 V4 Giiiiinnian 7
7~9 16
9~11 23
1n~13 | 27
1~15 G0 19
5~11 V7% 18
HESUI 7 — 24
19~21 . A7 "
AL ——— 6
23~25 4
25~ ?Qgggll!llll 9
S N 4
NN EBR 27—

7/

DOODREON

22 —

BEART - FTUYTE
BERRT - FTYE
SATATHE

BYATHE

BRI AT RE

B RETREE

e



X6 MEERERRIGITHGER (n=171)

LA LLWWWWWNNNNNN ™ = = == =

HMEEREEAEINICH B &, MIEERE (n =92) TE. SITMGERI 1 &2 H A~ 14
AOMORLRSE 2661, KOT 1865 A~ 1587 B OFN0TE>To CHERSD
FIHEBISEE (n=4T) TH1E6 N A~ 18 hHOALRLEL. RTIE2 A A~ 1844
AOBIBEH -1, BITEETHERMIERE 172 10, BEB218 AT, ESREREN
L. HBtE bICBOLSH BRI,

BERRINCHBE (FT) . HHHERER (XRE: n=66) &RHE (n-103) Tl
AIEOHITMLERT 188 # A, BEDOFY17.9 7 AT, WoHOUERES T, BRIk
FUME (AR) LEXSNBEFN2MHD. TOBITHETHERE 465 7 HTh -7,
D BITREEER: 171 PR T, SRS THEEHE. 120 PICOWTHT Rk
S IR I L o) BITRBEICHE» 7488 (K18) . 5 ~1TEREL AL TOIA, K-
JRIBBIVIORTHY. EHERIZ103ETH - 720

ARG EAITI. SR 2 PEERRAMEESE (n=73) T. 104 & B
(n=29) TITRKTHY., BREOHHPPBVHEEH S - 12,

BIZEAGNE (K9) XRE (n=52) OFEH10.1 &, RHEE (n =75) OFEH10.6 &L
KEEDoTe ARD2BITHE 55 ETHD. MOFHCHL LT, 7, |



K7 BEEASISTEREFR

° X REEX: BOMHC PKOHE. !
FRBABEREVL. ;
BAORBORFRLLICEK g
EHiH S0 BEH, gu "
o X REE: BRI H 5 HsBHRH s w i
ETHBHIERDISNF SE
o B : THH i
o AREE: HHtDOREMICREL TV 3 -
#
20 10 30
8 -3. 1.3 aHn
DRI Y 2 AR EA M5
BITREEER (n=171)
v I ¢ 0 ]
R EXH
O eH
R
(Xx620)
R 3
X9 20 15 10 5 5 0 15 20 25 30
REFRIB T REEER To anm
(n=171)
REKR RERK

XR XROEMDLE G ED
|71 ¢ 3 CJARR

mTe

—_ 24 J—



4. RHEX
) FEFURHEAHRR (K10 : IRULOFIKRUBAZREBOELES, REE

RERTEARLH. DA ESTROZhERL TV, FRUADHOREEA %A
L. KBZ S ~THRIC, LIk - K& - BIZ 7T ~1IRICB B SN,

2 BEEEX T - URIREEAH TR (KD  RAMBIRLEXF-I98 (#1) 28
0EMDOLSICE LD, BRTF—JILBUY I EBEANEREAB L. [BREMICETD
AZ] ORI TRUADRMIERERTEFII SV, [FT0E2ET 5~ BEHE
Bl ICB 9 B IERID0% TR IC TRUADRUER D Sh T,

10 FEERIREREKS X CTRLUADRIEEA T BHR

FEWAEMEAHRE TRUADRIEEA LR E
%

3~5Mo B 75w & 0% ﬁso:/, 8 30%830% B 30%
5~7 ] ]
7~9 [
9~
11~13 I
13~15
15~17
17~19 . |
19~21
21~23 ]
23~25
25~
x4
25 [N L N [

C% = COxey

R11 BEEREX 7 — IHURERAHRR S LU TRIA O HOREEAHESR

AF—ZREMEXHRE FTRUSDORIEEXLRE

%o
0 50 100

X E M #
H B v 8 o
e 30%, 30°% 30% 30% f810%
RIRRART FTURE T 6
BRARE FTYR T s
SHARD 12
BBARM(@E -2 Y) 53
LIRS T RE M “
R RTRER 16
om - 17t

COsms CO7FM




6. IM#& Creatine phosphokinese (CK) & (F1) ATF—SRERAK

) ﬁEﬁEE%SIJC Kﬁé (§2) BRI FONBEL 4
WRE N

BRRTHESENRE LS, FHEREe S0 ToRE2; 2

W BERTLOBEERLI, 5~Tik | Gsys|AFFEI0-ve=] 0]35
[}

T~ 9ROPIREEALLPBEA LD g (o LT :

%ﬁ;b\ if:BOf%ELtU)ﬁE’S‘ﬁ??'WB C@ﬂ:- T Bk 2

BEICDBEEL T, g | EoELT 21

2 BEEREESIMACKME (£3) o |E2BUTRE - w & YT 32
PR K] 44131

050 Lo C Kk, [RBAMTTETY i:mmﬁﬁe 16

& Reg

EBY5) EACECASNTED. ERLE eRFEADCEEGEEs o

. . B | ERFLADLABME 55
RSN Lol (gt - FS08 SRR aocavE B8]

~POEZVa(EHF EAD L) IO AT — % BI-& UL ABY 12

. & | Teg 1
YETOERIAE SN, Thildizcidzh R g 5
PISDERIZ & D R BRI S - 1o L 171

7. A

BAERERIMEIGEE R 4 0T E < T TRRERIRIE) LEOEMTIHIZIZLMICH S0,
7= il THB & R B S EOMICE LTV &5 TH 3,
8. BEMICHY B BE—FROAHEDEE (£5)

BERICH Y 2 BE—FROBHHES D OEFRES S &, SOHEDEERTIHTRE RIS
BOB . KOTER. FH. OHEONTS » 7, & ICTPRERRIITEE L D 2chm
LT,

(%2) DB RAREFERICKIE
2 IsTe[n]a[a[6]s]m|=x
@iz e | 10| 20| 40|60 |80 | |2 Ly
BEER F| | n|{n|ma|s|a|L|ag
3 s [0fOf1]{O|[1(0]|0|0O|3(5
5 7 ojof(oj2f1|r|1|1]|1]7 51
7 9 0J0|1|5]|1]|2[1|[t][5]16
9 n 0j1]10/8|0(2/0|0|2]23
o3 1({2(12]1]12|10]0|0|9(27 46
13 15 3/1416]3{0[(0/0|0|3]19
15 17 3(717]0({0|0(0l0O]|1 18
17 19 1117141 {010)0(0]|1|24(53
19 21 414 (1|]1]0(0]JO0jOf1 [N
21 23 4/2/0|0|0[0|0|0Of0O]|6 10
23 25 3/o(ofof0o|0|O0|0O]|1]|4
25° 7i0(o0l0jofojo|0|O0]|7]|7




(%3) MEMEXT -3 MECKIE
CKB(ITLRAI
~—— MEIEE) I?A 6 l;I ?I kil {I 51 6‘1 711 B(l QVI 10
BERENAT - TF10)20130/40|50{60[70)80)80100
310 [FORmGL 0 0[ 0/ 1{0]ojo[0]o]0[c[0
5| B1% ¥[Fomsax (0] 1 0] 110[0]0]0[0/0]0]0
(Bl ppy T o[ o[ 2[ 0jo[ololol0{0]10
Ejg*, AFFTY-vas! 0] 0/ 0 2(0]1]0]2[1{1]0]1
BEETY o[ o[ o[ 1[2[1[ajo]1]0[0[t
%[ LreoRTy e[ o[ 1[1]ofofo[1]0]o]0]0
SR 0] o[ 2[0[0{0j0[0]6]0[0]0
IR 0 2111 3]281[110(0{0]0!0
o E>B-RR-vaya | 2] 4[16[ 4]0/0]0]0]0/0]0]0
RESRT 1212] 8] 2[0]0]0{0[0]0]0]0
 GesatR 9/ 3] 2 0j0j0[0joj0j0[0[0
G 15[ 3] o 0[0jo[o[o0]0]6(0[0
% WRFILADLRI 0 3( 71 2(1j0[1]0[0f0}0]0
#| EWFLADLAGE 9] 9]23] 6[0/0i0j0j0[0}0]0
o [ ®wma - weanx[17]10] 3] 0[0]0]0[0]0]0[0]0
NI 101 0] 0} o[ojo[o]olo]ojo]0
] 2l 2[4 11{1]o]ojo[0]o]0
i of 2[ o[ 2[0]1[o[o]0]0]0]0
B T6[51[7926] 6 5] 21 3[2[1]1]2
(*4) . (&5)
EMELHEX T — (12851 3MAHBOHRE FERICHI3:RF ) FHOSHED ) DEFIN
MESE| MEeR | MERRE RS BiME sagona
A% |R[Z|®|RIF B 8|+ HlC[(B{|M|B]TFIM|L|B|E|L|L[XR|E
L HHRRNRHAHARRNE
BNERT - %] %l %] %] %] %] %] %) %) % x| 4 Alo (=l
T Jeru[FoawsL_ [ 25]75] 02 0 2500 by
5|3|% ¥[5omsex 50 5 0 3~s | 3] o[ o[1]a]ofofofolalo]| 1] 2[0] 5
.ﬁnﬂqx#w i 7 29[14 0 s~7 [ 310/ 0/0|0[ 1 0/0j0|0|0} 0| 40| 7
ﬂ;,%ﬁw-vﬁmlﬁ 2[4 0 1~9 (10| 1] 2{ofo] 3] 2{0i1]|0|0] 2l 51|16
tp,,,»;,m 63 50125]13113 0 o~ 115| v[10[ 2|1l of 3{3;270[v| 1| 7]1]|23
Lre :ggr R, -3 15} 2| {0 1] 5j0lof1tojolojultiz
MY 86/ 1 81571761141 0 0 13~15 1 6 0] 1{0(0 4;1{0j0|0(0[ 1|12y |19
ol_EtRE-vava (100 o7184(97[19(31113] 0 B~ | 72 a2l 2ioq 0|y orjtob |18
T 95 93[91[91]30[55]36] 5 =19 (15 2] 7401 | 5] 0[2{0(0]1}0| 90|24
:s ﬁm 82 132353“5?223 w~a [ 5] 0] 3/ t|ofo|t{ojofr]|r]|1}]s|1|n
: - 1/ 00| 6
%[ _3%3raoLmn 1 75/69175(13]13] 6/ 0 2l23604002||8281804
B[ wwraom® | 96| 0] 4]93[80]95[15]31[20] 4 #2541 410104 2)0)0
;.mq.am 7 3[97]91] 841 74177]771 0 s~21 | 4 1] 210{0| 0| 1fo|of{1{o}jo0f0jOf 4
+{ Bravenm 0] 8[97[83]92]83[83]92] 0 z~n | 1] 0| 1jo]a] 1fojofriojof1]ojo]
*m: u 902|771 773838 8]0 w-n | 2| 1 tfo]of ol 1|ofofojo]1jojof 2
) 20(80[20{80]20]20] 0] 0 w~ |21 0/ 0/ojof2 0fojojrjof2[0[0]2
sen S0 61 4]88[72}82[36]a1]34] 1 = 98N [42] 5|5 (27[12] 66 [ 4]4]13]65]6 [169
B4 RREFRA-RIARE 1965 ( MYINA,
[% g] BNLIM ERRLOMIENS:

Duchenne BfEU bo7 4 —i34 BOBEE b-T LT bMIREAEIRETH B AR RIER TS
BOTEHICEKT L. RESHICRET 2 &0 - L ERERDEINVL S BHMICZH L. KD
EREAHIROLS FH T2 L bBEETH 5. $LEROFRKOETEBRATEL, 20K
AR L. ETETHT5CEnBEENE,

ST, BHREIOTR % 2 FIER & U CHEERIER L BAMED K S £ S hic LET
275 CESBMEL. K70 Y27 MUBT BHBOREDSEHRICHELT- DI TH
Bo METREHBEES L OBAREE BN, EBICESTEGERS. BT REEBIAD
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BRYFMITHE O, HIFS 338180 Duchenne BEF Y RICDERFAEITV. KDLS
BEREGL, TULLAEHORBERRIF (111 %) THOO. COERDERIE 9~
12i%. Stage 31 ~VI ( Swinyard & Deaver ) TH V. ZAHOZNIRI4Z1T4 % iKdH D
. ZOEFIOFRII~1THE. TDT14 BiLH13108%138 4 RLEFEETHO., & 7B
DORYIEKRIZLEDHFLICED 105, Stage I - WDFITIR 1 FHIC BB 72 E 10D,
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BEHBL TS FRABORBERE TSR] KIZBD L. LROREEARM-:E
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B THE LicbDAH29% (76.3%) THO. DMDIERL ORREIBEHRINCIZTSE HIFR
FLELTELZONTVE, X, FHRNHICH B &, FFRALEI21 L EIC136 7 61
53.8 ¥%. SUERLENII5 FLATIR106IG 7 51 70.0 ¥ & HFERICRERRIETH B S - 12,
DARLE I, BRLESIKADNTS,

(ETHOHEMER)

FFlOGENERICOVTHE 2 IGR L. ESR. RALE 2064 T, KBRS 175
. DRRE 180 ¥ EFRALBICHBELES TS - 1

BE1X 150 mE T 3RMIENE ., FEIIFRALE 218 kT 28 27.9 ke 261 ko
KHENRFEIEBETH -1

5E - UEHOETEIN A EETRK. ADL. HHMUSICIIHMICEEENSLNLEL -
tro RO SENNENDA B ESERLE. DRRHEOPRALELE CHENRHFTH
BClid. TOESERDI LA TENVRROETER L, HEHOE L VRZOETITER
B LARRIC L AR ETE L, HERL O OMBIEESEMCB I Abhnl, FRAE



ELTHRE., FRALERIDMDOXMIBLEEISN0%, CTR (WHBHK Ko TH3
L DRLBRICHERSHTH Y., DR REBHO—oORIE LTEZ SN,
(BSHEERANTIRT)

) RCHAOESRABIRSEDORERY

REFIEFECRNF (~15F B, 16~20FBF, 204 LI LB i 5 EL I L1B7:226]ic>
WT, DMDRSTUEEREDIEIETH 2B VC ORFFHEBER 1 IER Lo BB E ARG
r=0950 L LOBEEMMENS D, FROEVCOLILR ROBHM.~15FB 93 %. 16~
20¥8£6.8%. 21F LU EBT45 BLLLIKFLT 2 L 2 DEQRANICHETT 5T LA THRL
7

2 DMD#&#MEE (¥VC) ADL
BVCELADLOWHBMAR2 IR LTze BVCEADLD | (kKA 2 &, HBUEE T =
0.60 PHEMBINSD. ADLOETFREVCOETERL .,

) DMD#HSEELRER
FVCLRERLOMFRERIZ IR L, BV C EREE L ORICHBIGIKT = 0715 OF
BAERESHD. BEEOETIIBV COETFERL .

0 DMD#HKHAE L FHEMI

%V CEHHMBOMGRER 4 1R Uico HBIEKT = 0520 OFEEMAS . FHAR

£1 ESRSUECER

PSSR o
mra | REBR bR A
~15F 1/ 4/ 1 2/

(76D (14.3%) (57.2%) (28.5%)

16~20F 3/9 3/9 3/9
(9 @) (33.3%) (33.3%) (33.3%)

A 21F~ 5/ 1/7 1/7
(761 (71.4%) (L4.3%) (1L4.39%)

£z Summaries of clinical

. D

and physiological findings (mean and SD)
Age Height Weight M2 Scoliosis ADL CTR

1531097 N 20.6 1.54 21.8 1.02 31.3 6.8 0.47
148 (36.8%) +4.2| +0.10 + 3.0 | +0.09 +18.4 +6.0 | X0.06

SR 17.5 1.50 27.9 1.10 27.3 9.7 0.48
158 (39.5 %) +3.9{ +0.09 | +10.7 | +o0.21 +17.0 +48 [ o1

o R & 18.0 1.53 26.1 1.10 31.4 12.6 0.56
9f (23.7 %) +4.3] +0.06 +6.7 | +o0.14 +29.a +8.2 [ +o.10
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y=139.6~6.8x (r=0.98)

21 FBLE (78)
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y=20.14+0.91x

100

50

50 (o]

GEC 0 sBite) RiEERIE) 100 y= 1043 30.7x
FUSNicHSBEE (FIERRIE) o

ER IR LI, MiERIGERAR .

LB 0.27¢ T, D 2D 0.54 .

0.67 LITHA~NRELWET AT L7, *

BVCOIFRARLETS BEMD 2

B17.7%. 217 Bick~ E

LWETZmR L. —EHK

B (Vr) kD20 THBEE 1 1 1% v v oa u
RAL2E£0.23 2 T, FHIER X3 Relationship between %VC and
027 ¢ & ORICEEENL disability stage
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y=55.1—0.82x
r=0.520

10 20 30 40

04 Relationship between %V C and Scoliosis

%3 ECHORESBKBRE

f Vr(m) |VE@Wmn) | Ye® | 41/C@®
26.6 0.23 5.99 0.27 7.5
HETE | L 0o | + o003 | + ose | + 0.5 + 1.87
21.4 0.41 8.69 0.54 17.7
£x
REwR + 1.7 + 0.0 + 0.70 + o0.18 + 6.5
U 0.44 9.23 0.67 21.7
+ 2.5 + 0.07 + 113 +0.28 + 7.2

CUELWEFARL. o 2820412, 044 ¢ LBEBETH ko PRKEFRAL
BL266 THID 2 BEICHANERICEETH - 1o HHRTR (VE) 2. FRRLE5.99 2/
min SHED 2 BICHANERICEMTSH 505, BBESESEAICS >, i3, MiERO
ETARREOBEIMC X 0 ABBESREEF LTV 3 b0 LRI,

GECHOmBEHR) GECHAE)

BT B oD i 47 % B A TERANC S 4 105 Uiz pH (RIFIRRAEE 7.250 . SUBRRLLEE 7.326
CHEEBETSHD . DRSHBESEAICE NI, PaC0z bFRALET99 mHe . &
ERAE 574 mHg TORSBICE~NEERSETH Y. ORLBRERBEAIS > 7. Palz
IR ALE47T8 mHg . SOHRRHEF59.7 mHg TLAREBICE~EEIEATH . LA
LBRZERERICRE NI,
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FCHBFOMEE #2502 — CO2 diagram LIt 7oy P LTES TR LTz,

(mnHg) Ot - R ARE
Bmimem R B
—— LR AR

S0

50 100 Pa02 (mmHg)

K5 02— COz diagram tOFRERMmM#EH 2

4 FHECHOFERMEE S R

pH PaCo2 Pal2 AaDoO2

7.259 79.9 47.8 5.95
FFRAE +o0.038 +6.2 +6.2 +2.07

7.326 57.4 59.7 21.09
=4
- RS +0.032 +7.4 +6.1 +4.76
R 7.404 43.1 78.9 19.4
LR | Lo 0s7 +4.9 +4.9 +2.1

RIb DR IIFRAER £ 0.8 & LB ORIR L 0 B HENBEATHD . CAMBES
ORI AaDO2 OA/N R, Y#i EDOPaCO2 OEXMlaRSBOSIEL L2, 384
OB, FFRALBETERAER A 0.8 & LEE L 11E—8 LAR@AT L. ERS (PaC
02 LR i3 PaO2 ET T 28TH»Feo SEMRBHITFRIGR £ 0.8 & LAHSL VE
HABHL, bOERS - ERRMEORHSS >, LRLEbQERRBE LA L  EH~B
B9 508, KRR (PaCOz) < PaO2: &b RIFEEETEH - 1o
T ) |

DI DU TH 5 107 L= Respirator %6 LRI, SHRAL BT 13t
3 231 %. SUERRBHI2PIH T Bl 583 %, LORABHCIE 1 flbd bhiih -7e
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DIREICEN T, REORERRIMFEHET 50O THHEDO TRIBRKORELCSH V.
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Rahs, aEBERTTHIIRBRPEDOTRHICSH. i - HBFAOFHELERS. &
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NDATITEH O MMBIFRESH T 5 b TP RERB LSOO T, ERICAGITR S RMT
HRABIKM (PVO2) ODRIFESHIT-> T X120,
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Duchenne BT 2 b a7 4 —fE£FRE LT, 2OBIKKRE. & QICESHBEOREICHE
L. BROFAEZSTA. BERAOIGERT 5. YT, KIEIKH SN 3 EBREERE ORIEEE
FHBBEHO T 5,
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DEE. BROHAL LT, SERETIRBY 2HEMICBE L. BEHBREOREDERED

WIEE B, dHobLitzDBFAALICT 5,

? BBIRMICRBROMNEME, Wik, hBomME. Zlbico&, BEAEFHRELTZD

HEOKMA, HLENRE, O, ADLOZ{tEE OO b EIGBRT 5,

I EERBEEOMEOHREICEL. 2 LOMED S EITGER L., RIEOBIERER D S EICH

L—B&EREREE L2,

UEA5FE LY 3AFICDIDBRL, RErERD,
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VIR Tid. BBEIFFRE LT, AEIEGER. MEEmpic > &, M, MaL¥e
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&, BSERATOHEHIBEEL, LiRABEOKRH 2SR,

2ICAAL TR, BENEPABRTONROAUICOIBUEMAZCEEL, Tvr— FEE
& O BITRES OIS E R0 120 PIEET 2 T &5 Bh Do S8, HRBI4ER L.
EdF e, REEERKT 3,

JICBL TR, 20 LEEHRAIIC S EERBROKE D LB RAERE T 9 BRI H
0. REETORBERR 1. SBRFEBATRS, Bk, WOENH (FUsLER) %
TXLU. AR % LB, FRBIEREEFHORTOBED b & IcEkET 2,
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BYZ a7 —OREELAMICHET AR LHEET 5icid, RE. EFEOFEDULL
RELUEbDEFBZIONDY, CORBOXEBLURESAALEE, %, BRMERYT
EOBENBT 7o —FE#ET 5HEEND 2 LBbDNE, SEERSEKROT Vo -FOHE%:
S B DI, AADOXRERBEAEED 70 V=7 b« F—LDELIRFAL EHEHET
%o '

1. Multisystemic disease& L TOBHBERMEI X a7 — (MyD)

(a) B rasy v

MyD TRMFERDIgGOEMML Mo THEY, chid, THT7 I VBXUHODA 4
J7a7 Yy vieRsshE, Lhd B —E# g GOREEROKEDP >S5 5L 1gG D
REOTEICL D SDEEL LN B, Wochner SPIRBEE L&D 1gG KXEROBMAD 5,
My DOBEDARTO IgGDRILDTEDERLZAL TS, LrL, BEXRET 20
KRBT EMEZDODIRIKRBROMBETH 5,

¥7:Sanders 5P B, YR IO T 44—+ FEYTHIgGHENT &% 1977 FICHELT
W3BH, Alplanalp 5% BBHE, ChEBFEL TV 3,

(b) % & %k

MyD TREBHIHULTRI g GOEEBRGHEMMNL OSN3, £OMEEAZFIEI DV
Ti. BE. BE5YIEIDNCBF R M OfR, SMIRBRISOET ORI 52 EAE/HLT
B, ThEIEGURADETERTET LN ED S, MERIEICE > TO 3 aHE LS
BTEERELTV S,

Aravz7 bF-nTRELD R, )y BREFGL €75 —OFEERH L. HORMmMEK
o¥y MERBROHMERBREEI Y o -V DEVZEEXRH LT3, Thd, early
Tcell DETFTA2EKT 205, RMRAUOMBTH 200k, SEUBREELEST 2MHFLL
MIEAEET 2R TH 3,

—%. EH#S" MY DORRY Y v SRAC SHEECEROELETET 5RE 1) V&



HEMERD I LB T 3,
(c) BEmEEE
Culebras (1973)% My DOBRBICEHEARA EH 5T 5 & 515G HYMO—@H |
FUMETLTOAZLEEHEL TV 5, k5P bAHRMCRKORBIHEL, S 5icH
F 5P HAFEEDS 2 HOWET Prolactin DR BSEF LTV EEAEH T3,
AEQHBRMEERICOVTOHLOREIRS L, #4115 @MY D5 fliconta ) 2
A-F—ikE D, FAREHO THAERONLRISEEB T LIER, EXav bo—n
ICHE L TRAMBEE DA 24ET LTV 3 R%ES EH T 3,
I YV RBBIRbu74— (DMD) Of5HE
(@) Y vNEROKE
DMD D %EFROMBIC D\ TIE, KEDRERS & BE LT Caspary © 2 (3405258
EEROTY) Y ROBEBRAICHT 2 EIEOTHERETYE Lz, BlS (1974 £) ™ 13,
VYRNERDZI 07 7y - IEEHRIERF (MIF) 72X F%5T0, DMDI136th 9 fijhs, ey
B, crude 7ERXAERAHIEY)E 7213 basic protein I LTRIES N TV B L E5HE LTz,
b) % &
B REEBRECDNCBF R FETV, 1372 TRUGAG 1 FOLEHETHZ0IH
LT, M LIRT218Ich 76 (259 %) MEEHEALL. 4 & & ICHIBARIENETS 5
bOLEE Lize L L THEBIZS0~60%T, 8 EHBR L TELES EDITH -7,
K70V b« F—6TH, ZHF® ORBIR o7 s —RmBAOKRGTFHOI-HIC
ToTWBAYTINTI Ve 90 F VERDIOREILO 2 B EAROREREAHE LTED,
HEP I, BYRKYPOAHE L L TRERBELHE LTV 5,
() Y vy ~RoOBIKES
Pickard 51tk 0, in vitro TY v/ "RREICES L ERIEHSEIEO—EICEE L
THE (cap ) 2T 5. VbW 3 capping BEMNDMDEES LUZDERETIEo v
Pe— ViR LTEO IRV EABE L, THO P bBRTIOREKAEH T 558,
Hauser 5™ I3 ChAEFE LT 2,
(d) BEREERE
DMDBEMFRD F—/¥ 3 v KELBR (DBH) Ko\ THERLD , HL 2 &
VRS 2 k- TENENBE SN T A0S, FHIEOBBEIRIEEICIL D, T bsitEds &I6 F
TEHEAMH LI TH2, GROLP B oALE YARBODMDREDEKR & Mch7F
V)Y, /T FLE ) YOEBEREBEICAIEL, / VT RLF ) Ve LRLVDEBHIRT
FL3Yy, DBHERRBIEHETH S T &4/ LTV 5,
FH B S P L, EhXEEREEIERE L ICL > TDMDEE T 8 —secretion DIE T, 4



. 185 denervation- hypersensitivity IKALT 2BAREB T2, SSICERS 2 FKE
BERA) R I-F— L ZHEARGICONTORF ZIT> TV 5,

BE, AREH VR bo 74 —E GBULE) o0 To&EES L PREDBBEICOVLTI,
AEE, FHTHELICEL> T, TORFHELEOREMNEENTOEDT, TITREKL
720

I #HYEFNVICBD 20ERE

FRPOT7 4=+ FFVEDOVTRAFBRDOCEL IEGOETOERE/MNEDEFNVDORIGE
BHMYDTH ST & bBIME L TR 3RIBETH S MAlplanap ) itk > THESh TV 3,
(a) YR bPa74— =29 X0MROFEERT

1976 ££, de Kretser 5% i3 b 87 4 — + = X Bar Harber 129/Re J strain O
RICERLUEEREZHE L, ThREEa Y ro— 2 hREOATF O « 29 2DOWIRT
BREESICEROY Y ERBERICOE - THD, HEOLERHERS EIZ-> X ORXB S 30D
IZ LT, dy/dy TREEICFKERALY) v <EBH EHONT, MIRSESEREEEZ LN S
MIATHEDONTVEIRRUFRTH e TORBERIKHOVTOEF LD bHBARDOEN
b TERBYICEIET 5 LaRnshic, RAKORRIEHIMEICKarmalin 5% itk»>T
bERIN, HSIXTZOFRRAY growth hormone 35 £ U prolactine deficient dwarf mouse
ORBRFFR LU LTV BT EAETE L,

(b) YRbBT4—eTuRDY v BREIKENE

bhbhid, MRBKKEE ® 2AVT, ) Y ROBEERB LV v BROS T4y
PO ERAT, ERABEOYR bo T4 — « vy ORI A BRIKE LA, K1
mm<$%quo%hu«%n7vzmhﬂLrﬁﬁw&ﬁﬁﬁﬁwawtaWB‘$E
EPMTR, v€ld—1.054/5sec /V/em, ~5Fol3d—1.20u/sec/V /cm TH» 12
MR —RRICHETH I, KBENWNTHELEHSOELT, hETIRRRBEIMNE N &
DEHELT
SOICRHEMY v B THIBOSDY Y REERBI LI E, COBAIKB2BHTS
D, LprbrETVYRTREPMOKALEH, BIHS~FoDBALD bFDLTVE ®2) ,
—%. bhbn™ i3, £RHEIC TSI, VWY 5 nude mouse DI Y ¥/ EREFIL
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Analysis of the Frequency and Distribution of Sister Chromatid Exchanges in
cultured Lymphocytes from Duchenne type of PMD
(Abstruct)
Lymphocytes from 14 Duchenne type of Progressive Muscular Dystrophy (DMD)
(14 male ) and 17 normal subjects (9 male, 8 female ) were examined to the

frequency and location in chromosome group of the sister chromatid exchanges (SC

E) by the BrdU— Giemsa method.

The results show v

1) There were no large differences in the incidence of SCE between blood
leukocyte chromosome from normal subjects and DMD patients.

2) It was found considerable variation in the distribution of SCE among
chromosome D—group between them.

3) It is suggested that Lymphocytes in DMD may have a defective DNA—repair

system and ‘an increased frequency of SCEs.

(2 C ®I2)

Duchenne RIMEFTHM YA b o7 4+ —iE (UTFDMD &83) REREFENICHESRE
BEZ SN, HER BNETBEORERRL X LTRETHBH. L LREEICEEHSR
HEALOESNTO . BT DMDOBEAITS 5 KitFlicpEAREOREY DY 1E 3,
L LEEFIOBRTIRHSHTHY, I TRIOEERIATL, DMDEHAID s EHS
& L TG Y FEED S Tk Rk 53 ik Ttk DRERS « BAETEH 5BkIC DM DIEHICR]
T 3R ET- 72,

(¢ %)

1) DMD BB UBEMRE Lz, EREHOKRTREERZD SNV, QBTIR. 173
SRS 1IFI0rANBEL. ¥ (1F 15 B~1F2458) L0ERTVS,



BENBIE. 8T 64, 12434, 18714, 4F 24, 55 28TH5, WShbBEFT. &
RURVEOMADIN C L ERHICTRAL, HBELTREAITEICOVTRE L. NI
200 1&. 30K 3%, 405 B BHL., 2004 &, 303 4. 0K 1 BOKHETH S, BER
RRIC, BYBRADIEWT E2E&MHE LTRALR,

2) IRMTEREEFIT A~/ RMAT > 700 M ERAERE TRRSATIC 1 ~ 4 B5RRE L 12
bOEMEMA LT,

3) Htid. RPMI — 1640 #5#th (G 1 BC O#t) 78%. Fetul bovine serum 20% (G I
BCO#) . PHAM (GIBCO#) 2%%2HABLIbDRERH T3,

4) BEFHFE. ~) VRO UM E R 2 nt i LT 0.2 ~ 0.3 A #hicini., AT
THROVKIICRML., 5 BRBH R EEB (PR T. 4SEEIEEE. BKIBE 6.6~ 8.0ug/nt
D BrdU #FHET TS SIC24B I # T 5,

5) D4k

a) G,Yv Nk
Be Y HAVRAV Y L0158 o/ dEF I3 v 9 40123 ¢/d 2EREA L
ARIKEARZGH (0~4T) TE0~B0MERE., Kk, 2 &/ —VTRIK. BB,
1%F¥ o4,k (pHT.2) TIONREEET 3,
b) kg o ks ek
FPGHBHKIKLDIT»7o Flame —dry BETIT- o8, EAAKASEL ., EX
%86 CICIMIE L7 I M « Naz HPOu iR T 4 RRMERT 2, Hefhld 2 %+ 4 ik (pH

H6.8) TIOAMMRET 5.,
6) SCE#E a) DMD. RUREEDS

SCE frequencies in DMD patient and Control.

C Eﬁ%&ﬁ L7 1 A‘C;d L. 178 ( 17 metaphases per sample )
DR R AL 12 Sample ntro stien
b) pfatkE s v—7HICRIL. S Control DD patient
CEHFEOXMEBELL,
[E %] 1. 6.29 + 0.64 7.94% £ 0.93
: . . . 4ox 1.6
1) D%k B v# By VRBICEBG T i 8882 06
, _ . . .88 % 0.6 .t 2 1.3
NYFE) Ty RKERILPICOOT, HEBE B o e 1eb s v
. 29 21, 11.88 + 0.65
fir, REBEDBEREOEB/ERE LIS, 5 oot A
- 8. 8.65 £ 0.74 9.4 ¢ 0.53
E#‘i& bnf“n‘° 9. 17.0 £ 1.36 7.0 £ 0.5
10. 10.64 + 1.26 4.8 & 0.44
2) DMDEREADS CEHEARELT: 1. 9.94 £ 1.03 6.88 & 0.75
_ 12, .65 % 0.87 7.59 £ 0.64
E 1R BEADS CEEEO&HFIL 13. 6.65 £ 0.58 6.7 £ 0.65
' 1. 9.94 £ 0.99 9.35 ¢ 0.85
4.35 + 0.55 ~ 17.0 £ 1.36 SCEs /cellsTdh 15, 6.24 £ 0.765
16. 2.71 2 0.82
5. DMDOSCEHED&FEIL 4.8 + 0.44 17. 7.35 £ 0,81
X 8.52 + 0,88 X 9.79 + 0.86

~ 188 + 1.42 SCEs /cells ThH 5, miaADM



KABLESHOLNDERIEV, T2, TNSOFHMIBREFA852 £ 0.88 SCES /cells . DMD
9.79 £ 0.86 SCEs /cells& I h HEZER A LN,
3) gtk v— 7S CEHED ML~ (F2, Z3 kR,

Table 2. The observed distridbution of SCEs per chromosome group

in Control.
Sample NO, Chromosome group
A B [ E F G
1) 0 11 42 17 7 (] 1
2) 45 22 Sh 14 7 2 3
3) . 32 21 64 12 S5 1 [}
4) 34 26 63 16 10 1 2
5) 16 15 34 ? 2 o o
6) 26 17 48 7 2 ] 1
?) 38 23 67 ? 9 o 1
8) 25 29 59 19 4 1 o
9) 76 50 115 42 11 2 2
10) 43 28 75 23 4 2 3
11) 49 19 70 16 14 o o
12) 28 17 53 20 8 1 2
13) 25 16 49 16 5 1 1
14) 46 24 68 22 7 2 3
15) 3 13 41 17 4 2 2
16) 3 11 63 19 3 1 2
17) 36 28 34 19 5 0 1
X 35.9 21.8 58.8 17.2 6.3 0.94 1.59
s,D 13.5 9.33 19.1 8.1 3.3 0.83 1.23
Table 3. The observed distribution of SCEs per chromosome group
in DMD patients
Sample NO, Chromosome group.

A B [+ D 1 F G
1 22 27 62 19 ? 1 2
2) 46 26 70 26 9 o 1
31 29 13 74 18 17 2 3
) 70 38 109 24 7 2 7
5) 85 49 120 43 15 2 5
6) 53 30 76 24 2 [+] 2
7) 46 21 74 30 8 0 6
8) 3 26 66 27 2 2 2
9) 35 21 37 22 6 1 o
10) 21 13 30 15 1 3} 0
11) 27 20 39 23 5 1 2
12) 37 23 36 21 10 o 2
13) 26 14 47 17 7 o 2
14) 33 16 69 23 15 1 2
b3 Ko 24,1 64.9 23.7 7.9 0.86 2.57
s5,b 18.63 10.06 26.52 6.88 4.97 0.86 2.06

DMD., UBlDE S/ Vv—7OEHEIZARK 140, BEX: 241, CEX: 649, DEX:
23.7. EBfX: 7.9. FEX:086. GHX: 25T Thb, (%)

BEAN. 1THlOE S Vv—7OFHEIZ. ABEX: 359, BEEX: 218, CHX: 588, DEf
X:172, EBX: 6.3, FEX: 094, GBX: 159 Thb, DMDEREADEZ I/ NV—TF
ZUREFICEDEND &, DERLEHANSP <0025 ERMDEEE T »To XPEACHOTICE



H. A LIER, CRTREERZENRECHRITRE S UM T,
7, R4, DERBEORKFHKERL I,

Table 4, Gene Map.

Chromosome NO 13,

Ribosomal RNA
Esterase -D
Retinoblastoma =1

Chromosome NO 14,

Ribosomal RNA
Tryptophanyl -tRNA Synthetase
Nucleoside Phosphorylase

Chromosome NO 15,

Ribosomal RNA
Mannosephosphate isomerase
Hexosaminidase -A

Pyruvate Kinase -3

R -2~microglobulin
Isocitrate dehydrogenase =2

( mitocondrial )

geta{kNa13iCid Ribosomal — RNA, Esterase D, Retino blastoma—1, Naldicid.
Ribosomal —RNA, Tryptophanyl — t—RNA—-Synthetase. Nucleoside

phosphorylase , No 153 fa4kiZ i3 Ribosomal —RNA, Mannose phosphate lsomerase,

Hexosaminidase — A, i - i
ase—A, Pyruvatekinase — 3, —2microglobulin, Isocitrate dehydrogenase

=2, RENREITIMOATWS,

(& 2®)

KEFZ BV H VA VMBI EEGAY FET, X BEtdul s LTHEANEY, B8
RE. VbW B, &, RE, BHEEORBERERSONLE Lo T, Bll. XREkE 5F
REELOEEORE bH 50, FEITOELAZDLS WEREERL TV, Sk,
L#Duchenne BEZEDLREELRETT 5,

SCEHEZA5 L, BEALOMICAE LB NS LN, FHOEEHE L THEEIR
BB ohlidhot, Eoic, RBEISV—TFNCS CEHEEDONHLRERF LIER, /%
ADS C E tH B4 3 Crossen® Morgan % Gallowa)?)BOJﬂ%& BIE—HLUcREBE SN,
¥/, DMDDOSCE#HEIR, CH., D, EHTHRL ) bEHEOMBER LI, tRES
TR P<0025 LEEERUIBREE IS V—-TRDEDILTH -1z, XGfalk%t CHOth
‘C‘é.“&b.“cs BIRTR LY, BEREENAKEL, FEUEREBOA NS -1,

DEREERDBETFHND S, faENal3, Nld4, Nal5, i23t@ L 2Bz F 3 Ribosomal —
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RNA TH 32,5, RNAGKFIKEADBHE2OTREVWMPEEL SN D, LHLEDBS,

S CE break point AEWOHALICE { BbN TSz, Ribosomal —RNA LIADFIS
HPORYE, £/, DNABED I RBEMSHERIN S, REEI V- THIORKIIT TR, R
RO HEE, HHE. $ 7 Lyon OKENASDMDD X Rfafke DEOBMREHEST H T &
gELWEEDLNS, 5FTODECAH, SCE LEYEHMEICDOVTHAINTE ST, ZOm
BT EETH, B, Hivaboy 4 —R¥EKHES CE break point & DBFAIRER

TEILENDHBEEZ b
(% =

1) gk (GAYF) T, BEREOREERAIN, KEFA (148D Odhicid, RELSR
BolihoTo

2) BEALDMDODOS CEHEOFEMIIBIERLEAMERLTVS, £/, FHMEIKBVL
Th, BELERSLSNIID > T,

3) pEAER IS V—-FTEDS CEHEDOAMIIDRBEATHETS » 2o DHOBRFHIK
/5 Ribosomal — RNA HHBICEELTWB I LS, RNABSRBEDORMEE X 1oh,
S CE break pointhERiic®H 3 T &M 5, Ribosomal —R N AUADR & hDBIEFRE, F
fos BRI DNABERENES LBbN S,

(X &) '

1) Canki N, Dutrillaux B, Tivadar I :Dystrophie muscul aire de Duchenne chezune
petite fille porteuse d’une translocation t(X ;-3) (p21: q13) de novo,
Ann Genet 22; 35—39, 1979

2) Lindenbaum RH, Clarke G, Patel C, Moncrieff M, Hughes JT :Muscular.
dystrophy in an X ; 1 translocation female suggests that Duchenne locus is on
X chromosome short arm,
J Med Genet 16;389 — 392 : 1979

3) Patricia A. Jacobs, Patricia A.Hunt, Martha Mayer and Robert D, Bart @
Duchenne Muscular Dystrophy (DMD) in a female with an X/ Autosome
translocation, Further Evidence that the DMD locus’s at Xp 21. Amer J
Hum Genet 33 : 513—518 : 1981

4) Peter E Crossen, Maximo E Drets, Frances E Arrighi and Dennis A Johnston :
Analysis of the Frequency and Distribution of Sister Chromatid Exchanges in
cultured Human Lymphocytes . '

“Hum Genet 35; 345—352 @ 1977
5) William F Morgan, Peter E Crossen : The Frequency and Distribution of Sister



- Chromatid Exchanges in Human chromosomes .
Hum Genet 38; 271—278 : 1977

6) S. M. Galloway, H. J. Evans : Sister Chromatid Exchange in human chromo-
somes from normal individuals and Patients with ataxia telangiectasia.

Cytogenet Cell Genet 15;17—29 : 1975

Duchenne Rffh o 2 b v 7 ¢ — i & AR A D
S D R E

2 RES ER A RN R
[T I i INES EOBH

Duchenne B2 bo7 4 —fF (DMD) RXLBELEUOBELREES CEBHONT
VEH BIEFEMIITATH 5,V BIGEMOREICIIDMD &t X Bk i@ TF & 0
HUDORFABMETH 5, HALIIDMD EIMEKA (He A) DG AR A I —FRITHB O THEH

ORI ZITHE>1(®—1) .
(R % £ 8
RIGIEGIE 1959 HEENTH 0. LR, O HMER S - 120 HITRES 4 ETIEH S N,

6 TDMD & HeA L2Wi SN CENBBHMBEMEICAB Lo 108 THITREEE D, 17
RTHEEEICLENMNEET 5L 510170 EMGHIUHERRIIMANE DMDOFE
ThHH, MFECPKEIZ6KTBTS #, (EH252. LIT) J 15T 184 &, 2155 T88 1, LIELE

EEBITHD LTRTO B MR IR 1708 & EHToH 555 EEEEIE 1505
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EEELTWS, HIRTFEHR 1BLUTTHN., HeA DOEEFRREEL T3, KM
NEROPEEMITIHIEEDBX YR THN ., EHBEM LA SN - T,

(RF 5

RERUIR— 11C7RT . RIGEFIIV—TTHb, N—9, V-6, TIZDMD&EHeA D&
PPl THB, M—1. 5, 8, V—5, V—14, 15, 16i3HeA DADEHTH %o FHAAL &

HARTRERREREEDFERERTE U, -1,

(IZI— 1 ) \ ?
I D-’—O
Tt
4 5 U
ll é)
T y1 1
: |3 B [s s [r [s s
1]
vt ut . t
) 4 ] 6512 (o o |0 n n 3
v S AUTOND
T ¥t vt Tyt
¢ |s ¢ [ e v | n |2 | H |5 |6 wlu
v C]
TA
OO unattected mate @  Koown carrier of Hemophilia A 2 Propositus
O unattectea temale @  Krown carrier of Hemophilia A and DMD Y  Died in intancy
2] Hemophitia A O Possibly attected with Hemophiia A T Dead

M Herophifia A with OMD

I-43RREOBHOEZTHN, MECPKENZNCEE, FRREHDMD EHeA
DEEEO_ERRETH S LEHETH B, > TEEMORFR T — 4 & ZDTFHICOV
TSmith?® OREHEEAVTIT N > 120 ZOKE. LYBYORTFIIREHE, SBAL 1o

BONERERZKDOML TH B,

P= (0.5 pa* (q (2+a*)® +p (2+pa)? )

P : recombination fraction

q=1—-p
COREHRRBER— 1ITRT, Wb, MERBEORTFEMBNIBDORXROEHICHSE L &%
RLTWV B, BHEMRAIL 4.5 B 550% & L - F2o

€ %)

DMD&HeA oafflomsizn <Y BAABFIC B 3EHREZNENI0FAS: 0
4.0 L5 1" TH 0, BHNHETIRINEAT 2 ADSHRTS B,



&-1)

Recombination Fraction (§)
0.05 0.10 0.15 0.16 0.20 0.25 0.30 0.35 0.40 0.45 0.50
Lod Scores 0.325 0.495 0.538 0.540 0.528 0.486 0.422 0.341 0.244 0.131 0.000
Antilog
( 2elative 2.11 3.13 3.45 3.46 3.37 3.06 2.64 2.19 1.75 1.35 1.00
Lixelihood )

DMD D#lifa v ~ v TORBREH AL IR Tldregional assignment testic & 3 BIEF

B OREIATFETH D,

ERBECID2EHUDOREICL > THET 3 L1V, DMD

{d colourblindness cluster X ¢ MKR & IIHEIEEMIZLOE SR TS, —F. Becker
B Y X b o7 4 —fEid colourblindness cluster& 24 B DR RDIEHICH S ESNTED e
NoD 2 oD XPEEBREHDOH VR b o7 4 —ENRIEBRBEIEF BBIUD—DICH T

W5,

HeA O:B{=FEENIIZ colourblindness cluster PIRELELTVWBEENTED, 20T &b
5DMD LHe AL DESHEIRBEDTZ LW SO EHR SN TRz AFRITHEBHORF AT
BHRBREIARE I, F. lod score DEAMES 2L L TREVDTHRENLET EREL
B, REZONIL N FEREDBEFEMOESRILIV LD LTINS,
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R Y A o7 4 —REOHBRMED SO
v 4 v RGEEDRASL

RREFERKRF/NEH
Bl E X x B OmRF
K R BRF K B T
o & A R B B F
EVFH. YA ) Ty FTH
I

ERUH IR bo 74— (CMD) ORREHDHOVES>DHHEE LT, BlRiGIcS
Wy 94 VADHRBL fz Virion DETHEEL TV EMNEIDEHRNSZENT, 2FADOEED
RIS L BB L 0 9 A VADEEETT I > 0o Te CMDIZB B v 4V RERRET
258 T Do
(# i)

R 1 (1) FECBEISREIIN A, e KA ERFHERHE o fERP, FRIEREL
Lo B3 ANA. MAL 1. BT25%. MBS 3~68T TEMA0m AR TH>7o 65K

Case 1 S . K. { F)

F.H.: consanguinity (+)
Intrauterine : n.p. Birth : 40 w 33509 smooth de11v$5‘c 15y1Tm
(years old) o 1 2 3 4 5 6 7 8 9 10 1M 12 13 14 15.|_

Head control
3m
Sitting

Crawling - -
Walking alone

Walking with brace _—
Shaffling

Swalio-ing disturbance _—

Speak two words

Bladder control

10 43 42 31

€K (NADPH) mu/m)

100 )
. ‘///A\\\\__—\\\\-“~——————\\V/A\j\
t T 1

Convulsion with fever Acute bronchitis

M1 fES 1 OfFER



NIRAICEBREEE T, 8T TR ERBESIT, 8EH OV NEIT, 11EL 0 AIEED S,
EERBE EAREE S B, HBEETIZ 2L ZEXTH. 286 AL VHRET, 8B TT4
ey 10LINDOEIZEA 50 15mE NEEFEELA L, 158110 B, SELABERIC, 2HiC
L BEBEIIETHLE L7ce 158117 HOABRBERIEE LTI, 250EWLEHTRERTE, U
KHOERNGAONL, BEHHBESGELC (M2) . BOLRKEL, BRAREE, EEHNDH 5, 1
BE-S2 « % - B - F - FIEBAEIOHIME, 5 6. 7 HMuHED {118
BHLND, EEBREHENSS SN, CKIEIR. 2MF
#ZH T 9 A ALEIZ 1,000 A TH - 1295, EEEEREE
F&4Eic1 1 100 ~ 200 E{EF Ltco EBFD YA L2
CFREIDLSIT, BEERTODIIED SNIIH 12,
iR EERT I3, RO KRG T, B RFEA EAD S
N, LEEHEAREEHORBOATH -7 (K3 —a),
B RISRES. BERAE. AR D IEIC R AR D s 3 &
BELED, BREHBHEIEML T, EREE - 5T
3. BEo/MEMRERsA 507 K3 —b) ,

K2z fEf ] ofEm. EE, B0
ARELTH 5,

x£1 EF1. 208B8TDMEY 4 vz

Titers of Antiviral Antibody ( CF )
Case 1 Case 2
Viruses 9y11m 10y7m 11yém Oy4m
Coxsackie A9 4x 4x 4x
B1 4x 4x 4x
B2 4x 4x 4x
B3 4x ax 4x
B4 4x dx 4x
85 4x 4x 4x
B6 4x dx 4x
ECHO 4 4x 4x
7 ax 4x
11 4x 4x
Influenza A 8x 4x
B 8x 4x
Mumps 4x ax
RS 16x 4x
Adeno 4x 4x
Polio 1 dx 4x
2 4x 4x
3 4x
Japanese 4x
Encephalitis |
Herpes simplex ‘ 4x ax
Varicella | 4x
Measles ‘ ax
Rubella 4x
Cytomegalo 4x
Akabane (HI) ‘ 4x

K3 —a fEf|]1DOKREEE. BMIIFEA LA LRI
K3 —b Mg, EEoMiaz@rsons, (H-E x 200)






