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OHEK, === ER. B ERE. 1Q (X
WISC (Revised) T Bh{EME 111, 5 5EM: 89,
£99, CT: BIXIEH., HAD CT THid TH
B LT AR B (K 2~5), HIHSEMY
i, BFE AL O B ERIRUE A A Btz i
&0 CT f#ix —77.6, f*/:rvu’@":;!l(i 80.0
THote, ThTHUKBERHT X H T
f= (CT {& 78.6), KEBTIx ‘“Un/;(/))“”lﬁ*ﬂ(

Wz 7R LT, FRRCIZBEEAICH L € 5 £ /)
D fLE”&IIU‘f‘ DEYT, ML BT EE L

bl BHOXBTIXEOELEL WTEIES
5, Wl & FHEO ME R X O BB o 1Y
Fe A Bt

WA B /2 KRRV BRSS TTT 7e - 720 WikRiED
RANANIE], S5 385K & Eafiiao 2, TG
EEn A btz (X 6), Ragged red fiber 1%
e otc, 1 RBHED NEILEZ RS (K 7)
MIAR B KBz A SR Ieh -1, X8
WeAF 7T A%RT, Brooke HIZHE-THE

B6 HE %t (<100) (AXEMRE)




HISTOGRAM (Rectus femoris)
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20 40 60 80 100
DIAME TER(p)
Total number: 300
Type 1 Type 1l

Fiber proportion (%) 36 64
Mean diameter (. =SD) 48.2+10.9 64.5+15.3
Variability coefficient 226 (<250) 237 (<250)
Atrophy factor 262*(<150) 26 (<150)

Hypertrophic factor 26 (</150) 161 (<C400)

* exceeds the normal limit.

R8 g A r T A
(BT B30 1 B 1)

®9 GEE (x9,000) CKXZM)

10 FESE (<6,000) cytoplasmic body.
7 band £ DBITH 5 bbb,

H L 72 atrophic factor (2 EIC I Bl ZFEHio
BB EHRRLT VD, TRERHED — ik
MAEALNDLPEE TV, (FXIEE),

HHACIEEARAED A B, AR
1222, lipid body 23fEL, SR DILK,
Irav MY TogErAEbLRI: (K9 ),

Ffo i WIRARAE O HEEE AR L cyto-
plasmic body 73i& bz ([X10).

1557 4 B W B R AR SR D K5 % A fT7e -
oo ARE 0D KA LR Bl IE R IR b U SRR
R A A Btz

6047 H 16 1 ifj 7 % v AR MEEfi% i fr
L, ADL odizE% iz,

z =

RSS 119704 Dubowitz 7238t L TLAE T
KBS H DA, Emery-Dreifuss muscu-
lar dystrophy (E-D &%) Lo %[, rigid
spine % ff7c 9 o HEE L DRE 7 & R# AT
XRTWLBI,

CHGEDOWER A D L, RN TRIETY)
2% <, Bk LOE o RIR S FAER T
I8, BAE MG & ok L, A 1T X 48R 7 myo-
pathy THEEL K< D1 %O E DK
Thb, COREHL T ML V2%, E-D
LREIZATHE R TWS ML H5H E-D
B L Tk 19704 Rowland 5 25 i 5 %
1T1e->T, MEGMLLD L LTHHFELHEEE
T, oML vmE Y, B
e S BT L Y e Sh, P
TIRBEMBO BRI s &, HETRE
<, DIEDEEREE o o L2 e T5

-O0 entity THAHZ ExFEHFHLTL5HE,

RSS O i CT i W #H s E 2 igicis v,
I MR LTS X S IR R A R O B U e (KR
I (CT fiT —77.6 ($58), —80.0 (¥
R LR A 2 RE T %, KRS FRRIC kU
T, FEM BRI A 2R3 T W s bl
7oo b T A O FEW ARG T BERHED
Bk & Ho, KR O FERHL % R~ET
Ho ZOREGIDRRBIZFEIC L T 2 HORET X
230D LEFEZbND,

FLx, gl RSS DIEfFID



Author

(year) ?ge y

onset) Sex

Serum CK

Histology (examined muscle)

Dubowitz

Seay

Goebel

Goto

Prost

Goto

LR

Vogel

dets

=1

o

(1970)

(1970)

(1978)
(1978)

1977)

(1977)

(1979)

(1979)

(1981)

(1982)

(1982)

(1982)
(1983)

(1983)

Serratrice (1984)

20 (3 M

5 (1)

)
&),

18 (7)

17 (4)

16 (6) M

28 F

13 (6) M

13 (8)

15 F

24(16) F
4 (1)

15 (6)

15
14 M

?

160 1U
360 IU

105~387 1U
(<70)
16 U/I
(40+20)

208 U/I

102 1U (<20)

111
285 U/1

230 U/t (<70)

207 U/l (<70)

sl. 1

1048 IU (24-140)
2 u/l (<20)

262 1U (30-70)

116 U (<50) .
200 U (<K50)

RIERKADAR, SO, WSS

Af MR (Biceps).

perimysial ¥ XU* endomysial fibrosis.

(Brachialis). fiber type IE%S.

£AF, peri & endomysial fibrosis 8}

(neck extensor).

FIE DR E R, R (R,

HIERSE S, THE  (EEMm.

BRARE ().

BRAARME, .

type I atrophy. type | predominance.

IIB #HA. WAL L.

FVERESHIN, DARAEEITE, TIAMRERTY (BEE.
type 1 atrophy & predominance, IIB Rif (I%f5).
filamentous body.

W2 A TREOEARR, BMED peri & endomysial
fibrosis (Biceps).

BARE, BAMmLM S #IE, dOi 2t

fibrosis (—).

type I fiber atrophy & predominance (Deltoid).
& A FiEHEDOEARRF]. peri & endomysial fibrosis EEE.
RO, EREE, BAMERim.

membranous whorls & abnormal filaments.

W2 A 7RHEOERRRE, fhaFENMm, WL (-).
0B #FiEEd. [IC BHEMM (Biceps).

EAFDPEE, endomysial fibrosis.
type 1 predominance. IIA 4.
IIC #hn (Latissimus dorsi).
BARE, OB, AEEERM, rimmed vacuole.

type I fiber predominance.

A [E, endomysial fibrosis (GHA%).

BARE, FOsim.

type 1 fiber predominance, IIB /Kil (Brachialis).
REX &AAMBEEHE OB BHEHE RRE GHEED).
Z-disk streraming, core-tagetoid lesion.

F.08%, type I fiber atrophy (Quadriceps).

£AF, type I fiber atrophy & predominance.
(Rectusfemoris).

BAF, FOBk, fSE R,
cytoplasmic body. rod FEi¥d.
Wi 2 A 7HHEDOEARR (peronier lateral),

Wi 214 THHEDOERF, $8IE/ L, perimysial fibrosis
(Biceps).

1B XK.

ring fiber.

eny, TDHROWE TIL type 1 atrophy %
predominance #/RT LDl hHh, A
FHED Hb B e RIAT 5 IEGI S #i4G
ShTuLaH9,

CK ffi& fER2EMAT L % 7% Lic, CK flik
BIED L RIE ERANL D, EEHDOL O,

WO TEMD LD LA BR D, fERFMAT Rk
12 U¥IZ Dubowitz (XfEHDERHE{LL2 AL

— 8



Fecx D EFITIE TA, IB O&RIFIR L,

1 BERHED /INEAEA KBRS CIEWI S i,
1 BB len ot AMBEXATEXH T L
i3, ERIBAAEA THD, MM X DATRA
Bigb o LTHHY, o EREKRE»D
Y, FrRanBi CT MROHENIHLILA
BB IND, BUAKEDRHBTHA H,
Goto biX 24 7 HEIRM DI Z X BHL T
W5, @i S BEET cytoplasmic body X
rod BEHEED A SR IEME HE LY, R
DIEFIT A cytoplasmic body 73% B i Z-band
PHDOMGHEY 5 b SRTRA B LR,
Vogel Hit Z-band @ streaming &\ W5
core-targetoid lesion #HF L ¥ (F1), =
ot UAERRNLITREE L DR, KIE
R BRI R REETH S,

RIFCE U TR A T ER A% T L4
TORERBIco MENTIED S HHEK &
B B E Lic) ~EY F—v g v e
75 A2 RwERETHY, EpFEEO RIS
WCHREHFTH D,

rigid spine %R TEME & L Tik Duchenne
dystrophy, Emery-Dreifuss dystrophy, con-
genital dystrophy, FHREE® & mypathy % £
7t 5 #Ef, arthrogryposis, myosclerosis 7 &
RHEZIh T3, RSS & LTH 4 DHED
LORERERTHEIR TS Z LLMET
Hbo —HE & DIEFIE D THLL fe—FEH
FETHZ L OHENTH D, H A DIEGIO FHA
KBEE2ZERD LT, TO—FN—DD
entity EPPBHE LMD LRI NS,

¥ e

162 o &Iy 7 rigid spine syndrome D5
WA Ulc, KEBMIAMO AT type 1
fiber atrophy 23A& bhic, X CT CTHER
TR OR, 2 ERDTEATH - 1o,

BIEOR LI D\NT k<7,

X m

1) Dubowitz V, Brooke MH: Rigid spine synd-
rome. in Muscle Biopsy:A Modern Approach.
WB Saunders, London 1973, pp. 368-371.

2) Seay AR, Ziter FA et al: Rigid spine synd-
rome: a type | fiber myopathy, Arch Neurol,
34; 119, 1977

3) Goebel HH, Lenard GH et al: Fiber type
disproportion in the rigid spine syndrome,
Neuropidiatrie, 8; 467, 1977

4) Goto I, Nagasaka S et al: Rigid spine synd-
rome, ] Neurol Neurosurg Psychiatry, 42; 276,
1979

5) Goto I, Muraoka S et al: Rigid spine synd-
rome: Clinical and histological problems, J
Neurol, 226; 143, 1981

6) Prost A, Mussini JM : syndrome de la colonne
raide : une observation, Rev Rheum Mal Osteo-
artic, 47; 49, 1980

7) EEAET, B OGS MEETHEERERN
(rigid spine syndrome) O—{ : BREHOMEL
FH, AT RehheE LT, HENH,
16 ; 50, 1982

8) Vogel P, Goebel HH et al: Rigid spine synd-
rome in a girl, J Neurol, 228; 259, 1982

9) JEHAETF, &St S © Rigid spine synd-
rome: type 1 WifRfEZEMA R L 1 cEH, &
IRgE, 22; 628, 1982

10) =&EF, HIREIBS : Rigid spine syndrome
D14, BB KEZAEL 26; 431, 1983

11) #B@HEF, aAdEt > : Rigid spine syndrome
o 14, ERKAE, 23; 531, 1983

12) Serratrice G Pellissier JF et al: Le syndrome
de la colonne vertébrale rigide et ses frontié-
res nosologiques, Press Med, 13; 1129, 1984

13) Rowland LP, Fetell M et al: Emery-Dreifuss
muscular dystrophy, Ann Neurol, 5; 111, 1979
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A. H&E %4, B. ATPase 44, pH 10.9 RijZL#, C. ATPase ¥, pH 4.6 Hij2LAE
D. NADH tetrazolium %:fa E. Epon 7J#, toluidine blue % F. H & E 4
G. ATPase ¥, pH 10.9 FiZLFE, H. ATPase %:(t, pH 4.6 fiZLPE, E LSRN
Mg 100 pm #osT A&




TRET SRS A3 WM © JUtE LT,
Babinski Bl%, ZMCHt, WHIMBINE &
ik, BMEBREZIA bhics o 7,

WA - i CPK 500~960 U/l (I3 fii
50~190 U/D, N, EBZIAGO X 5
Loy 7 45 TiX, short duration, low am-
plitude polyphasic unit potential 3% { & b
hico BHMETORBREVGERTIE, EWHO
unit potential 23% 757z, WHZ high ampli-
tude, long duration, polyphasic unit potential
AR BRT, SEB R X Omit R R
BETFEE S IER, MR 1/mm?, K
A 104 mg/dl, Queckenstedt = EF7c L, B
X#ER T, SBHFEET O BRIE» FRo£
B bhic-> T RH B, ankylosing sclerotic
hyperostosis & ZHi X hic, FHBEEE R IO
metrizamide ZHWHFBD CT TiX, £4
FHEDZ S TEE LB L Y B0 E
ANEE Sh, R RS © Ji, Babinski
RS LOMKOEREBMI AT IS0 &
#z bhitc, ERIBHMERAMRB CEFRDOIL
RE DR INE R iz,

FRiG CT: RIRWERHOMEDZLEE
LU HN e HOREO I ik b icd, B
o CT fEETolc. HEREZ LN
RELILLDEFALTHSY, R K2 (A
~H) T, B\RMTFER (A), BHT
BEPTHOBEWEAZERTHS (B), LT
W BB i & IR s & Rl
MThs, LM, EW=FH L RchT
W3 (C)o HIBEEIET (D)o MIB TR RS
D— eIk L TIHEED A FHTIME TR T
PRI T2, BEFEEHS ELTEH IR
TWb, ZhiEx UTRERL L S Rich T
%5 (E)o MEHHT T AB, 8K, MNEHX
SERTEMEL Twb, BITHL L (RIchT
Wb (F)o KER T KERERSS, #LHIE
o KERBAIRE CEBERRA, LRk, KB
FWFRID) » XOCKBNEGR GRET, X
W) RRECEWTERI T2, KE
“HFEE, EOMMEEN X Rh Ty
5(G), TRCRBEDHOMMKD ELEY
RBDBHN, FMOPER LY CT HIZEHET

H%(H),

TR R - oSSk BB 5RAs &
HEORDTRERERBEM CHAERELRTL
oo

(1) JeseBAMEERT /&« ERM B Tl ATERAE
DKNTRE, OIS %D, EEIEX
HHESS X OF splitting fiber 23 bbb, H&E
Yot ¢ AP M, Gomori trichrome
e AL HYT S rimmed vacuole %
SRRD D, HAEMAMTPEL TS (K3-
A)o WEMRICHEIERRNE S myophagia 23R
bhd, Lo LEEREMRRELE AbRIg
Moic,

ATP #(6CiX type 1 fiber predominance
& type 1 fiber atrophy % E{’ ¥, rimmed
vacuole 23L& B HDILFE L LT type 1 fiber
TH-12(13-B, C), NADH tetrazolium 4%
Gk O HED e b S targetoid
fiber ¥R, fICd FPOIRIC FHEDLLIH-
BN S A BRI (M3-D), PAS ity
BoERZ o7 Epon @H toluidine
blue ¥{5C rimmed vacuole ® i/ % %2
T5E, HROEETIFRARD LR (K
3-E), #* 7% rimmed vacuole IZiX acid pho-
sphatase 3 X U cathepsin B, L OiE# 3%
3 bivtc (cathepsin B, L O GiEfifkraotes
A REERE, PRI
IsdhoThHB),

KEBE A5 O MEEF (LD TRIET, 5
HED KN AR & BEO O BlS Y B0,
I AR BIEARHES BlEE S B A%, rimmed
vacuole {24 < & 5N, HEOHAEDL DK
W(H 3-F), NADH tetrazolium ¥ Tl
AT B EBHEN S\, ATPase Heft Tl
ROBHTEL LT type 1 fiber TH 5 (X3
G, H),

@ EFEBETTR - W (N3-E
@ rimmed vacuole ® ZHh 5 f) % HH
B FEMETRIZEL 7o, HIETE XOHE
BHERNC R D myeloid body %385, Kifl
DOFHFERHET L A BIh T B, FRRER
B A @b (M4-A)e ZOHITREDH
WIRKR LTS T 5 L, BEVEL, BoN



R4-A, B MM CEFBEEED
X 3-E OHfa%@E Lize ZAZ—ATAFEF « SFHRALAT AT e FRABERIC X
BEE. 7 v - o EYefa, BILADOHPNEIEK LS D, BT 1.0 xm, KIBR

AT %KD myeloid body & $iEffED i iked Bt B bk, T-tubules O Wi
bhte (K4-B), BEHDMHMED EEL 150~ % honeycomb proliferation ¥ iz X7z (¥
200nm THH (M4-C), [kED KRAEHE 4-D),



R4-C, D Wil GEFBERER)
C®D arrow head (ZHiZY L7408, HZ 0.1 pm, AYER

DIEHRACIR GRS BN D), @) IR
z ® FNTEE D rimmed vacuole & EEHN* LU
AIEG O FERIE L kD X 5 1C TR T M@E M filamentous inclusion body # ¥

5o O 0FEFIEDMEITHED L, @ Fiie 5o SHIEEMEREEZ RIS, SEATAA
REFEO A (KR, B, s X ORR CEEIATWRWE WS BEFRVT, 2hb



DEEILTRT, HEAFTEHSAT S
rimmed vacuole B {7 I A RF—DLh
—FH LT\ %,

Rimmed vacuole HBEMtE {4 F— X
1978 KIR BIT X » THRIB IR BN < 4+
RF—D —JRETH Y, —FEBHA LTRE
WENHPRBEI TS, BIEFIMI20EED
% THOBRALEO FHINET & HEMTRIEL,
TH X ORI TREFEALO AFREE D /)
ik b D ENFEHDOVLEDLE IR TVEY,
S, &HOBEHEDOHALDD BT
D CT g nfibhsd X 5icikeh, THREC
KB HEBREIOF Ro i LemEx bhT
Wi EIE b O Tikie, IEFT X DA
Y DERERDHB &, MEEXFHESTHRTR
W ARBRRIC 35\ TR AR IR RY 2 I
FIRTTL KRBT L CRIchs &
SETHHIENPBME 1Y, FIH
THEETMRLFLIANLRD L 512ieh,
o4 D JEFI & FEE D BN B 5\ i3 MRENE
ABDRHERZRTWARSY, o X Siciiho
hCH4DIEFMTH 25 L, FEFIIHRLTE
f7dE 3 A3 F — XN, ZhETO
rimmed vacuole Bl {7t 3 F-2F —D spect-
rum DHFT ELZDHIENTAETHHEV L
X 5, SuEIFy7c rimmed vacuole Emfirifh 3
* A F—DFEFT Y, CT ZHAWIcIHED %
THEH T S E R KRRIE A RE D Bali
b, ZEHBEVTHDZ EMF L EI-TH
e T@frtk] Lwoiiiclbbhb e D
EBOAREY RRLEHEAKE

WCAE G & FASN 52 & OBIFRIZ OV TaR
Ui\ B AR SE rimmed vacuole BE
(o 3 A5 — ERHESY S L, ZOREH
B E s> TEIKRBTH D, 19674 Chou
PG EDFBTLEYDOFIMET LHETFREE % &
T LIc66iE D B2 e L, ERIMC IR
B &N E X OHIRE ORI A2 i
WL, HAGOBMANES myxovirus O
nucleocapsid IZEIAL T\ 5 = & 2 BiREAG %
DFEEM slow virus infection TH 5 A[EEE%
RLIERZHEDT, Chou DIEFHTIX rimmed
vacuole (T EE# I T gy, D 1970 41

Carpenter 5i% 305D TR I TRIEL,
rimmed vacuole 4% chronic myopathy
DI RO R X Ot EH Atk A itk
L7c®, SIEMBaRE D Isn oo, 19714
Yunis DX 18D FRAGIET T FHE L
265D DA RIHT RIEMAZRIE & rimmed
vacuole, N3 X OMIfREE Ak x iR, LAl
THEGIE bR THAKNS LV ) R —5&
BHAAL L LTRIB L2, Lo LSHEMZ LD
H4ER rimmed vacuole DHEIZOWTIh
B3IEGILI > TH Y, FEEHHO S LER b
BxThbo %M EMIEMNCRHEED B AL
%293 % chronic myopathy {33 XTZ D&
Dt AhBbhD e s>, BIEE TITHY
AOFDOHEM e E N Tv5H, Rimmed vacuole
1155 DIEMCEBRER TV AR EDO VD
DLH %5, BMEHOAMLEMLFEND LD,
ERLHEAED L0, 2t Lo, BHTREY
B> H DI LA TH D, W E  WKERETD
TR BREIOFT RO R OV TIR IR LA &
RHTuigls, Yunis HOREFITE B A
E#ChER=gHoEE i<, KBNEHD
REE 2 O KERMERA X < RichTuwie
Z W, Bulcke bOEHIG CT o/ 757
Bt s LTET ATV B KEHD CT
Bz I 4 DIEFI®®, rimmed vacuole EEf74:
A RF— L AU CRERMEIA X <
fRich, WIREGRF & BRSO ZhEIRIIE
NEBND) BERTELT &0 IS HH
DT RO itk mTHESI L FFET 2 nRedEA D
h BIBRIE RRAEEINL 3 5% BBLKIC I b,
2055 A L 6UIRRTRIC 20D ¥ — 7 b D, HiE
RIEL BUERIEORII B XL X 3:7 Thb,
IO XS CHARHRRERE LIBET, &
ERANC LIREIFANC b B & TR BR &R 55
DTHDo REHEHAKDOHER S 7z rimmed
vacuole BlEfzfE I A3 F - h &l 4
DOFEMLH rimmed vacuole DIc\WEEFIE & D
CZDOEEOPZANRGRTLE 5 AJREML S
bo ¥ ISIEMHIIEREN £ A DRIV ES]
LRDATESE ZATEELEDHS S,
4 DEEFIDMESHIBIED & 2 A HA:

TiX/e\w A3, rimmed vacuole degeneration %



B35 i 4235 - D —®M T rimmed vacuole
Ta6itd: 3 A4 2 F — EHEUORER & LTI
OMEESELRLELHTHS 5,

T EH

(1) kR, KBRS RIS BT o figiE
(BB O [ MU EML AL D
rimmed vacuole myopathy @ 1 % #4%& L
o

(20 Rimmed vacuole degéheration [ I
IARF—D—RE UTEFATHONEYT
BB LEE X,
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Table 1

The presentation of 5

cases of chronic Werdnig-Hoffmann disease.

Sitting

Standing

ADL*

Case \ge Sex Family history
1 6y M sporadic
2 Ty. M sporadic
3 20y F sister of case 5
1 21y I consanguinity
(Parents are cousin)
5 22y M brother of case 3

Table 2 The

1 2
Muscle strength*
Deltoid 3 —3 g g
Pectoralis major g g =3 4 —3 4
Biceps brachii —8 —3 =3 =3
Triceps brachii —3 —3 +g +g
Wrist flexors —2 =2 =3 =3
Wrist extrensors —2 —2 —3 —3
Grasping power (kg) 2.6 1.4 1.6 2.0
Hip flexors —4 —4 —4 —4
Hip extrensors =3, 4 3 4 —3 —3
Hip adductors —3 =3 =23 =2:3
Hip abductors 3, 4 34 —8,4 —3, 4
Quadriceps femoris =g g —g —g
Hamstrings g g g +g
Ankle plantar fletors g g —g —g
Ankle dorsifiexors g g —g —g
Muscle-stretch reflexes absent absent

Fasciculation of limbs
Atrophy of tongue

Fasciculation of tongue

neurological findings of 5

Onset
15 m. possible  impossible wheel-chair
11 m. possible  impossible wheel-chair
1 m. possible  impossible wheel-chair
10 m. possible  impossible wheel-chair
0 m. impossible impossible  electric wheel-chair

* activities of daily living

cases of chronic Werdnig-Hoffmann disease.

Case
3 4 5
~3,4 —34 —34 -34 —4 —4
-4 —4 —4 —4 —4 —4
—3 —3 =3 =8 —4 —4
+g T£ —g —g —3 4 —3; 4
-3 -3 -3 —3 -g —g
—3 =3 —3 +g =g —=g
1.2 1.2 2.0 1.1 0.3 0.1
—4 —4 -1 —4 —4 —4
—4 —4 —4 —4 —4 —4
g g rg T8 —g —3 4
—4 —4 —4 —4 -4 —4
—4 —4 —4 —4 —4 —4
—4 —4 —4 —4 —4 —4
—~3, 4 =3 4 —g —g —4 —4
—3,4 —3,4 -g —g —4 —4
absent absent absent

level 0, window width 400 C #if4
fbLtce & HICREERE 2 ERNCLET 1
b, CT NS M S AHHERYT 7 = 75 2
X b, BIERRER O 1 CT fEd X O
& M7E L 7o

window

FHEERBLE LT, 460 B FRED
Ji#T CTscan B I » 7

& ES

EHRBoO AR CT ETik, WITFRoiEM
CERWTY, ZHOMA density (I—HRTH
D, FWMOEWIT XS density DELRD D

* Grading of muscle strength and weakness in Mayo Clinic

Fig.1-1 The thigh CT image of normal male
aged 16 years old.

The density of muscles are homo-
geneous and there are few low density
areas among the individual muscles.



nich -7 (Fig.1-1)
Chronic WH o K CT ik, #f#5~

6 AEDIEGIT R TIE, FioWmiki» % L < fi

Fig.1-2 The schematic drawing of normal
cross-sectional anatomy of thigh.
QF : Quadriceps femoris muscle, H;
Hamstring muscles, AM; Adductor
mugnus muscle, AB; Adductor bre-
vis muscle, AL ; Adductor longus
muscle, S; Sartorius muscle, G
Cracilis muscle.

Fig. 2-1 The thigh CT image of case 1 (6 year-
old boy).

Fig. 2-2 The thigh CT image of case 2 (7 year-

old boy).

The hamstring muscles and the ad-
ductor muscles, especially adductor lon-
gus muscle, are less affected than the
quadriceps femoris muscle.

ML, BHEIEBEAL, SRl S h
T, D density (X IEH &5\ T BRED

€ FamRL, PR Ry RO KRR

DA ST, BT 7o us LIk & A IR
DIEINE Bdto, KA EFEC AN
SR L T\ tos AT & b FESERRIE A F g
D, KERJEFEE 3 &

O IR BHER NERGRE, RIS

Fig. 3-1 The thigh CT image of case 3 (20 year-
old female).

Fig. 3-2 The thigh CT image of case 4 (21 year-
old female).

Fig. 3-3 The thigh CT image of case 5 (22 year-
old male).

Only adductor longus muscle can be
identified.

The other muscles are unable to be
identified because of severe atrophy
with extremely low density.



Table 3 The average CT number and cross-sectional area of

adductor longus muscle.

Right Left
Case
CT number Area (cm?) CT number Area (cm?)
1 44.4 1.8 38.6 1.6
2 35.4 2.4 33.8 3.9
3 4.3 2.3 9.8 1.9
4 9.0 1.7 — —
5 —-0.2 3.1 —21.8 2.5
Comrol  47.5:7.3  13.3:3.4 50.0+8.9 12.9+2.2

(n=¢4

E NI KR R Z D RIEABREET
BHolc, MOEEENML LBEE, HHNTOH
KB D\ I RO ERIPUR A A LT e
(Fig. 2-1, Fig. 2-2),

20~22FEDREAFIOKE CT HTix, Ho
density X{ETF L, &R s ERIEULD
BIREENADER TR D, KBOOHORE
BREETH -1 BENEGD density (1H
BRI TE Y, RENTETH -1 (Fig.
3-1, Fig. 3-2, Fig. 3-3),

CT & E, WERIREL T fENEGO ¥
¥ CT {HE MO PER % Table 3 TR
o EFENBOENGEHOTY CT ik, £
EXhFh 50.0+8.9 (M+SD), 47.5+7.3
(M%SD) <, Mif&iix T h £h 12.9+2.2
(M=£SD), 13.3+3.4 (M+SD) cm® T®H»
720 Chronic WH D NGO CT i,
5~ 6IERRHKITIE, 33.8~44.5 X IERHIBHN
BHDBWITEBRE{ETL TV, Chronic WH @
ENEHOMERIL 1.6~3.9cm? T, EAX
MEXLT 5 &, FHITRA LT,

IERIEG] 4 TREFREHRFHLL, CT 2 &
LEENEGHOMHIMS ATl tcd T, X
D3 CT ik L CWHENL T Eh -
oo

£ =

SO HE TIE Chronic WH o k5 CT
BORKEE LT, HOMmESFHLLHIL,
FHVERCIRIEL TV A Z e ilnie, D
density XIEFH 2 WVITBEKE T RL, HiN

BRI I R D SRS R b hute, &4
D fe s LI T SRS O /A & 52D,
chbir CT L, KTHAMLER L density
FHELTWSZ E2 b, A AL
TEHEE S D, & D AFO RIS KERIE 5
B BRDYBI N EEAGEEA ABRII T HRT 2
{, BEELETAE —HTvC eafEbh
1oo R RNEFZENEATIC IS T fiio
T density O TFIXEE TR RiE D
e, ERURMEOEMII A DR D o TERHER
ER BRI TVWB L0 LHEN X i,

—Ji, SR RIEL, BRI -ttt
¥, Chronic WH & ¥iftloiEK % 7~3 DMD
oFFITIE, AU T X 57 CT ETo
WA RS TV B, (IF I A5 O Wik
DFINTERIE T, FHPNCBDIe kR K5
K% B 5, (QFFEEEI HETL TP IR L
N, BINOERIPUSS BE L TRELS LD,
W RS fh 4 i L TK B, Rz ifstk
MEBIUR B X h b, Qe
THITL D I~ density DIETFAE)E T
»% (Fig.4), Tichb, i CT Ehbii:
iRz ME1T D Lakeld, chronic WH Tk
ORI/ Lo i density 2METF L,
DMD T3 density D{ETAE U4 (Wi
Binsfih 3+ L0 fEE b, TDZ Lt
PR O BN TOHME R Y H bbb L
TWheFrbhbd, TiRBGENLLGELD L,
chronic WH i@\ T ific X b B Jgdiit
HHTR L, LTHRRC X b4 0GR
FEHL, ko B A CIRIR I



Fig. 4 The thigh CT image of a 10 year-old
patient with Duchenne muscular dystro-
phy. The density is severely decreased
but the cross-sectional area is relative-
ly spared as compared with chronic
Werdnig-Hoffmann desease.

Fig. 5 The thigh CT image of a 10 year-old
patient with paraplegia due to intra-

medullary cord tumor. He has been
suffering for a year. All muscles are
generally atrophied with patchy and
linear low density areas.
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D, o AMEMUYIIIAEL RE-TETH
b0 8T, M.7%DFHMAE Lis\&T5EHHD
KA, BEROFERENL, FREEM»HD
BRI EEZ BRICATH D,

II A PA74—DEE

MEEGEBCIGR Y EERERRENS L,
<2 DMD FW LR EE L Ta
bRTWwb, L LBHYvALr 7 4 —ITIEEH
DEMRHY, ThZhBREHR N RizoTw
Bo 2O HLREBEELY —FHELILLO
Thb, KBTI ADBERA» BB
AL, & DEGIOBE &BIETR O HETIZ Y
> T, REBOHMAERFNERETHH Ly
BRI LIV, ZLT L ~7 bl biARlicE
RCHET B dDREX L, C, D, E, F
T R EBEY HIT T 5,

Il R AT 4 —DOFREAHE

RGRETFOERHFHESE normal carrier &
i, BEGRETEEEL O3 b b,
HBEFPUIFEF Th B AT IET. REEH
HRBHRELY, RETHHENEETF 2 TFIRC
Bz DEHEERZ L 5 TWB DT, BENKOT
EhexfLlich, KBTI, LT DMD#
DEEFLSWT, FKRHIT L2550, BREC
I AR EZE, RRECFEE~OIILE &
DWTHRRTW B, F3 1T, TTREZELK
HE5ELRFEZOWTIRLTH 5,

IV PR b7 4 —DEGRHEK

HBiEMERk &, Rl EREEBORMBIC
te ADY, FEES . HEIC DWTHRETHIZYD,
BB ER S 2, HETAIHERYHE T
Thho RIEDLE, MHkOBL, EHEEH A
Mg, HY e -RBHEEMKTHD L
HELTWS, 754 =v MIEMNELTHH
¥, RilHTHD, HARTRHY ATETH
icied Z Lk owTfliRgh, BHLUTDH
I CHRIZRE - TFHMc BN b T3,

V Duchenne BREXDHFHROHIE
LRI LB WA TTBIRLS < DR -« 4K

#+& 3 Duchenne Bl #THGHCA b w 7 4 —ED
TFREEERIE T2 HE

(1) HHEAGCTE BB LAt :
1 EBROZERR (G757 A, ®KEEX
2 BRI Ot BE, Hod®sim
.3 W o X
4 L H 2
@) BRSO OVTORE
1 FRifuEk OURERY, AEFR2EM, LR
2 Y v-Ek (B-Cell @ Capping {£F)
(3 Iﬂl?’é"‘é_’mb\éﬁﬁ :
Creatine phosphokinase (CPK)
Aldolase
LDH
Pyruvate kinase
Myoglobine
Hemopexine

U WD

(Harper, 1982 X b 3|H)

E-3 4

oA TECHECRDZ ik
1) 2%, AR ORIKIRE
2) BT & OBEEOHE
(AD ? AR? XR? ODOHERER? )
XR CHREBEE UIARIE?
3) EPEOREHDBET &K
4) ABEORIFREROHEE
5) XR REOHB TR OB

HEBOTHCHERATH S, B, DMD kil
ERncMT v, X-R OKRBRBT O
AR TOT, REABOEECHEYRD, ¥
FHRBREZBEATHHETHEREY T TE S,
ZOE, BFRBREO 1238/ L, 1/21IE
HWieD T, AETIRIER RS FEE B3
2, TRTHEEDG o X D IXERM, A
g i, REE>BRELHEICELE LS
EFHORER () b oEZHL LD TH S,
Z LT AT CHZ T AERNC 3L T
5o

VI $%OME

ko X 51z, DMD #dh(\Z, fio A0
i+ B IR REC ST, BEO MR,
JEIHBA R, ENEERIC R DBEES KOS



HBTPEL 7o, ZOETIE, ThbOEH
T, HERCHEL D DA OB LI DWT
BETH, STRENMRISEETOLHETL
EDLDTHY, BT HNE >0, TOIE
DRERARATROMADIETH S, -
TLUTO#AD, fidE R, FRME
b, 7rU227FI-ALLTOELML DR
Rich DT E e,

A, BROKG

LRl & Sie b, B0 BRI Y A 0MEE
TOWTOHFERENEDELTED, SFHhoL
HTEOFMEMD FH L RTOMNEG TH
b0 ZEROHTIOFHR T2 LAHEE
XEDE 1 HTH D,
BRISSEI0A 290D K7 = 7 F 1-A
ZHTOFRIE, BRATONMETOHED
REIH, Thr, HEERE ARCXy
HYIh, HEAESRTEY, SUEEET

T, /mY-21-ADOHEELTCHETFhT
Hbo

B. SEfZMERO RN
THEMEBRARIET DA, 2¥D X5k
BROBBENET A EATFHEINS, 1) 38
EHRDOBPOBRE, 2) »vveF —DFEE,
3) jifaMEk, RAHWRAE, 1) BFREPHEY
TRUIBEE, £0YH, 5) ICHEREEER

C. "MV AIRFBDOEE

~A Y A 7 T4}, High-risk (¥ 721 Atrisk)
registry &1i¥, H4 OREHEROBEE, RHE
FErR S URREERL, SEMCERTS >
AT ATHB, B-5) TR, @mMEE <
W, B LA TT 5 e diTit o~ A Y
AP BRNAEL 5D,

LLE, F5E8 0 @R S>WT <, #HigT
%o

_63—.



W2 A5 3 TIBANG0G-EERTJRsR i1

Duchenne B> 2 b v 74 —ITRRELU
SLOOZWRHE & 25 D AR HH

Duchenne Elfffy A + v 7 4 —fE (DMD) ©
BEAZE, wirr (RELZ O RO ERS
bugETs) &, HEn (BROBOKED
EENPBXRRETS) Tatbhs, LA
4, 1REXBHOEREMNARL, EicHERRR
DA UM T T, BRAMEREZEHERD BRES
BL2o2b%,

Ao B, DMD O RO ZEIRHE & %0
A BOBEGE AN L, BRANEGHEOR
L MBI R AT L TH D,

i, Hk, BR

Tr 7 b I-ARITHZOH NI E BT
675Gl DMD # 4%, #GI635EHR, 15375
LA HA L TERZ LB L I, 07
Pl oD — X IBFNSTAEJE LARE D B FE 5 2T
DRBENTWBD?,

SME, Ok D, B OTEER A A
ELT, ZoZHREY X, (4B, kAR (&
EARRD) OFEARF Xe GF) ZHiH U,

Xy, Xo PERMT E BiItBHonizorR 284
HMThotz, EliZhbitklFT s X—Xy
DHAETH D, WHIEIL— 3F T, ZhEdi
I tE e —IRE A xR LIS,

WAL FRFEARCZHBEE (X.—X,20) L
oDk 69 (24.3%) #5245, Hi] 2o W
WHDl-D 1EDO 2 A D E (X—X121)
36 (12.7%), 2FFEOLHEARD L 16 (5.6%)
Tho1,

B

SR =t w N
Ak B A R 2

miinhE B ORK B T

ek, Xy OQAAE £HHTOVC TR

WEUR & K2R

&1 o DMD 2N (X)) LkEZFAKD
AR (X)) DRIk
X.—Xi  BZER RFE (D)

~10 6 284

-9 8 278

-8 11 270

-7 20 259

-6 23 239

-5 25 216

-4 30 191

-3 35 161

-2 31 126

-1 26 9%
0 33 69 (24.9)
1 20 36 (12.7)
2 8 16 (5.6)
3 5 8
4 0 0
5 3 3
284

STAERFFCRR4E pp. 4-16 TRENATWLBY,

£ B

DMD oz, REZT2560
DU L, MS551F 2SS E s kOB
EhbE 2D, DD, '

1) BIROZHINZ DL FEROREERE

LHEET B,

2) RAEERAOREENHY)2h125 TEE

cEmEh, FifilcdiEgIhs,



3) ZoRBTHNT, fFRoEYEic
BRI LIANGRIEHEROBRSN S 2 b
hs,
T EDGEEDFHR E D, 1), 2) IHEYEDHE
AT HURE, sHETEss, 3) T
1, BEORSTIENT, 2D EDEENT
b, TOREEO EDHEYBEITE > ThHiTbhb
DERD D, THXBATEIHIETET, PR
fLxhic IRRBE VAT &) M & DY,
—7i, BEMRERZTR, TTCEREY4E
ARBOREBIOFFENSANEERD, O
DHHKFNL BRI EL, TrPz7F I-A
OERTH, Y AEMEOEE L cHFlo kX
ENRINTHD, L LTt 1 kFEL Y D
REMPRUT, 1.8 BELD, &2 RUTA
LA, Lndb D 1/23ERTHEND, B
FRHZOES IR LI, ¥bIL, THT
PRLAK 2T THEET] Licv v s in
WTicEoERE S, ¥1-, DMD oZHR
6 ¥HIT, D% b KREZFRAMO HAERKIC EET
BY, LLwOrEERELDE, ThHOHYE
DREBET BT, SEEERVELHNCERR
LB AREMEEN DB, APRO HMILZ OREE
HYEOCBETSHZ L ThD,
F1RRLILX S, Xo—X, XA
L, BrafpaEaEE & QA mBiox 2
LD BLIDIIEL 12.7TB R TERZ LN

~Ehic,

IO Xy, BETR, RAMREHRIE
WRAR LI kL, o I —MLhrguTl
bl EREhE, Dz iz, DMD T
SEIEHS 2 BT 5 i, WA
HERCTREZLEZPARTHIOTH S, &
D ARBIE, Y THRHER TS,

1ot WiRAEGHZRE, SFETORZHRT
b 100 He4 Likis B3, BEANMEGRO LT
AT HICRE LV, BEMHEKO FE
s, BIR T —0T B THsR
A2Y—=v 7] kb DMD DEBEZK
Thbo CONFIECK, &iC ¥4 Y Tkt
ATWEY, BFEORLIRETIZE <R
ZbR T\, B, Rt dbifiEifo
A B TIORBERERCEBTESLNE S
oy, BEL TS,

X B

1) ¥ BHEED : HiU A b e T —IEOEESANTG
A. Duchenne B &3 IUGRES, P A b
w7 4 —EDFEY, FER I OHRIEAZRICHET 5
Br7e, PRASTHEED AR, pp. 4—15, 1983

2) EREERKAMIZS : Duchenne B A b r 7y
—fEOYH DN E RRBHOMEENE. v b
m 7 4 —EOEE, Flkl X ORRIRCHET 5
FFe, PRRSSEEEDIZEIREE, pp. 192-201, 1984
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W52 =5 3 B FI60FEETI RS

BB > 2 b v 74 —EDRFIFTR

— AT EE S EFAERR T L 52—
# OA & W ¥ K
FOR G FERRENER
wephE FoOL BETF, K R HEKTF
HR L PR ANE R
[ %
RN 2 B
H OB & K
K NER
=FHF OE A
LR P A
# M =ZEF
R s SRBE N R
E 5 B ®

UM fFo A b w7 4 —fE (LUF F-CMD)
DERSBCEEL, HE, AIELORFSGHHE
XN T\ % Santavuori i§, (Muscle, eye and
brain disease), Walker-Warburg synd (X\»
Thi RERFECHE I SPABREE LD
WETTH, T TLHE, BPMSSEKE CMD D4
HEFREOE MBERFAED LOBIENRD IR
LA 1861 (6.1%) %xiguc, REHWFTR, CT
R DLW T O EFIFEER TV, EORERD
L, LEEREDIEBREIT T, TDH
#, F-CMD Tix, SiHEE%ER & LORV%
BRI RD 1A, REF ORI LB BE
Thbh, X, fMEETHEALNMNRER, HAR
SFRIFEETH oI, X, TOMOEKEFT I
THEBENRAE bR, KkiZ, F-CMD O FT,
MREERW © BT X 5 ERIE o BRI 17
o, BERFADHFT, EEG, CT 2%, &K
BferhiR AR ERIE X BB R, JGET)
BEREEL LD EECHHEME LI L
L, PP D, 58, FEGIEOEFDBE
TH5,

AK7myz7 bF—ATR, EREH VAL
m 7 4 —EORE, EFREREERONE o
Wik FDoEhAME L TV5%, CMD OFTY,
AT S L Zbhs F-CMD &, 1JEK
7L LTI TN R T 503, SEFHEL
kA RT 2, 3 OMHMEE L O RFANRKS
htws, Thbb, 74 v7v FIhHED
»% Santavuori 7% (muscle, eye and brain
dis.), Walker-Warburg syndrome, ZTh &i%
F—%T5 L% 2 b5 cerebro-oculo-muscle
syndfome BThHD, ThbixvThd, fio
CA w7 —ELE R In L,

Table 1 %t % fE 01
—MRFS8SFEEE 2 RFAT LV —

LB EREG O A b e 7 g —fE : 296 6

(F-CMD) (M:F=1:1.2)
< RERM B: 18 (6.1%B)M:F=1:1)
CRERE O 91 (30.7%)

-k B 73 (24.7%)
A B : 114 (38.5%)




HEREEEDEE R T OB ET5,
—7, F-CMD i\~ T 3, IMSSEE 4R
FOR, BREEFED LEE LG, L
296 fich, 1844 (6.1%) & AlembTFR LA
oo T THE, Thb®ERIEEE F-CMD
ORI & /T e, BERYE X EHTS
F-CMD ki 2RTARY CT BiRHNED
b, X, BRESRE &0 RO IEAPF F-CMD
WD ERIRIR D 268 % Bt Lo,
HERUMR

RA58 4 CMD £fGi# Tz, £E0k
FIRBNERE  AAILEERT IR o 7 $EaG 7T 4 Y
FIS2E~BTHEICZZ LI CMD 2 {87
vy — FEEERERL, L 296 §lx 4 E
360 FloEENEBRI, FOFE, RIEREH
DARBHICZ DR, SGIRILETH -7, £&
T, S@E, BRERFEED LRSSz F-CMD
ZRET, TOFMBBERR, CT frRoH%E
RS EPFEE Y FHEL, TOHEEYRIFL
oo X, BEEEGUHEUCIEAD F-CMD R
OEEERE, SPARARIERICOWT, IBS84E
14 E T D BRI 2 0 i FIRIc S &,
T B % 1T - 1

¥ R
1. WAFEEHBE B

MREEREA&0F F-CMD 12, WEHI514E, 52
i, S3EICH 34, SAFEIC 24, FoMi1
FiTHH, F-CMD £k} 5 RERE &
DEOIDEEE R AR A, TR S
nishotz,
2. BUEPRIERYK

HE7 6, HE 4G, w26 wI, &
1, fRA, BEE1HITH -1,
3. F-CMD i3 2 REHGTT I (Table 2)

HRECSEH A D D 18HID LG5I Table 2

DL TH Do RHREMHTEEROEENGIN

1401 (78%) &b UL T, KICIEH 6 F
(33%) &<, WHEDLGOEN 4/18 flic i b
hic, Tofl, FPE, FPEY - HiL, M
st MANRMRNE S, MAMEaRZEN:, g
b, HAEVREELE LV SNz,

Table 2 TR ) F-CMD ki3 5 HEATH

(n=18)
CRREE 53
AR GRS 10
L e 4} 14 (718%)
v JUBREE 1 (5.5%)
e A 2 (1%
I i) 1 (5.5%)
OB MR % B 1 ( 5.5%)
B Y 1(5.5%)
G R 1 (5.5%)
AR (3R & 1L 4 (22%)
5 8RB’ E 3 (17%)
CED IR R
BN R 2 (11%)
i # 6 (33%)
B o RE 3 (17%)
& XK R IE 3 (17%)
fB 2R 5T & 5l R 1 ( 5.5%)
FL FELER S ED 1 (5.5%)
EHRHEAR 1 (5.5%)

Table 3 [REEF H F-CMD k5135 CT A

(n=18)
LW i A 14 (78%)
2. B HE K &I 10 (56%)
3. K ¥l {E (V-P shuunt) 1 (5.6%)
4, BEBE R M fE 1 (5.6%)

R R ATRSET B L 005, RERERES)
IR EPREO R FCERNTS EBbh b
LDETEETH T, —77, AR/ MR
B, ARBRERPHMEXIER Y, LiRoEE
EHRIB W THEE IR RREETH -
2o LOvL, SENIIREREE2ETHIENY
Mgk Licfed, FRERTE, AKX 04
BELTH2HEED BB,

4. [BECSYH&PF F-CMD k133 CT Fild

(Table 3)

K1 GIBR £FCBREN R bR, INE
LK (78%), BHEERI (56%), MMEiHLA
+EAEERIN 47%) Thot, Zhi, ¢
ko F-CMD iwkits CT Fiofige
HE, BIERBE—BT5HRETH - et



TORECECTREHEHRTHY, 45D
HMIe MR BETH D, —F, HHREe/
MR IB 7 MO PR EEATL 1L A b
T, XAREDOTHRHIT, V-P shunt HifT
KEFEA 1 Bl b e,

5. PRI & RET (Table 4)

WLEH & R TR R & OBt %5 e
»ic, FM CT 8%, EEG W%, KBof
OV, RIERW A OFROIEA DI T
W# Ui, EEG READ, KA OH,
IRECSLT & 0EOIC & 4 94% L HBFRERIT,
X CT RELLOCHBR, ik
RBIERFAHACE T, LEETHD
Z ERIRELIS, ‘

6. FEEHHEEEL R (Table 5)
TEEH S AERE R & R & DMtk & 25 1o

DI, TEEEERAE v ~ v L T O IR
% IREERE A0 RO IEEDHFIE T L
foo THRIER, TicbbElE A, R
Rk S0P BT 23% (400D & FEEBE
Gl 5 BTHBLERTH - oo TR, HEAL
[RiF0 PR ERL, RIERE 01233
k8 HATHBHDETKL, FEEPHHIE 1 EIL
A&, EBRBEVERER U, EEhE
EIRRE DR DWW, BRERT &0
RV, AT, MEAE L LT
WHEGIA 1 G0 R bhies’, Th Lo
R AR BREER, BITRE L LRmE
JETH ot —J, BlcEbh, EHOARLY
B EERESE X b T, BLAMRRERTEE
ERAEELBETHIEALIA LRI,

7. ZREEKERIZ D\WTO HE: (Table 6) T

Table 4 |[BRIESRHE G 0FROIES U F-CMD st 5 B fRAHEIEIR D LLEE

&R oW KBE  BERRE

JEB CT =% EEG R
[REERTE D 100% 94%
(n=18) Qa7/17) (16/17)
IREERHE O 85% 56.6%
(n=278)] (130/153) (112/198)

94% 100%  5.6% 14.2%
16/17) (18/18) (1/17) 1/6)

1% % 3% 8.3%

(113/278) (197/278) (7/278) (4/48)

Table 5 i liBpiEiE v~ & 2 OGN HG

ESIRE
%

30 : i

20

2 b3 [£3 X
T fr ¥
*® R 1% Y
i 1 # i
& W

RERH(+) F-CMD

777 &% Zt8ie L ~n -
e EREES )

/ 2 Y 0
i ® i
pud A hd
1% b He
bad T T



Table 6 MUTREFEAROIEEDE F-CMD iZis5iT 3 Bak ek

&N w4 TRy e GEK R
WER® 4| ) 2y8m~20ylm 5o 100% 9%  50% 17%
(n=18) (F¥3 7y 6m) (FIBg 100%)
BUERHE O | ., 9m~28y 2% 2% 9%  58% 20%
(n=91) P45 9y 10m) Rk 98%)

Table 7 Ophthalmological findings

F-CMD Walker-Warburg Syndrome MEB-disease
n=18 n=19 n=10
Optic n. atrophy
(estabhshed 10> 78% — 7 70%
sSusp. 4 —
hypoplasia, dysplasia 1 5.5% 6 32% —
coloboma — 5 26% 7 0%
Macular degeneration 1 5.5% — —
Retinal detachment 1 5.5% 12 63% -
dysplasia — 8 42% —
Chorioretinitis 1 5.5% — —
Choroidal hypoplasia — — 1 10%
Corneal opacity — 12 63% —
Ab. of iris — 13 68% —
Microphthalmos — 11 58% —
Glaucoma — — 8 80%
Cataracts 2 1% 12 63% 2 20%
Myopia 6 33% — 8 80%
Table 8

Walker-Warburg syndrome

MEB disease (Santavuori)

Pts. (n)

Age

M:F

Cause of referral

Motor develop. delay
MR
CT or PEG

EEG
CPK
Neuropathology

Prognosis
Inheritance

S
8d~3%y (m=10m)
2:3

cong. hydrocephalus
severe neurological dysfunction

"
H

marked hydrocephalus
(V-P shunt: done)
hypoplasia of the cerebellum

N. D.
N. D.

severe ab. of cortical gyration
absent lamination of the cortex
severe structual anomaly

lethal (a few days to 3% years)
AR. susp.

9
12Zm~10y (m=4y8m)
8:1

severe visual failure
poor psychomotor develop.
hypotonia

+
+
sl. hydrocephalus

ab.
150~1500 U (50=)
N. D.

survival (except for one)
AR. susp.




X, HH, BRESRERTERERRDDL
hich o1z,

£ B

F-CMD B # Rkt SR ETH H, BK

I 1 FRIRBEA 2 e T30 L BERD LI TE
D, BOFLA L r 7 4 —fELE—FHEXHE L T
Wb, LL, FERILBE OFEF], HDHVIET
O RIER E D RREN, HFHESEER UVRE
ELTREINDDH D, TOHRT, SEFEH
WITCHREHE L, RZEZ AL, PRTIDER
XN Tuv%b MEB disease, (Santavuori %),
Walker-Warburg syndrome & @ 2[R 22O
T, FCZOMBMMRACERL, HEREL
foo ThHO BEHART X, Table 7 o<,
# 42 BERITTR % i L, Walker-Warburg
syndrome Ti¥, /NMBER, BIEHEE 2B,
MEB disease Ti%, WiF#HMIC AT #H
W, HMERIBRY, WTh RERELITHA
ETB0IRL, F-CMD Tz, IsLAHME
ZHVHMOHRTH - oo = OYMERER,

FLEBREEAY, PREASERESFCLIZ 2K

HIIIRZE, Tich b iRt 1 RIS
rChHHHHRELELDRD, X, FOMOME
JEPT B CiL, Walker-Warburg syndrome T
B X D SR HET TS KIES R s
REMEX AL, BODTFERRTHY, —H,
MEB #Ti, HEELEIEETCRMArh, B
ERIBETHD, kXD, 2hb 2HEEIL,
F-CMD ER LAY + 5 ADJERLR BICALE
THWEEIEETE V0D, ToOHEKE

ST D AR bR B,

wiz, BEREOHFECLS F-CMD Ho
KBTI, EEG 2, CT 7%, K8FH
DO FNBERTE AWK TERTHH, +
R & R R & OBEFEEAUREE S i,
EEREE L OB L, RERFEAR D Ok
BESBVHASAR LR, Z0X 5 F-CMD
OhTLEER LBRE LOBENR LR,
£E, REMD8FE DR DD, FHEH
B RO L KT o end, SERIBRRY
BREALF - VERET D L, XERGIL,
BRI EEYRTILEOSHD Z EAEE
EBbhi,



2 A 3 IGO0 7 R as3lr

BILBISEKEG > 2 b o 7 4 —SEDRFIEICOWVWT

B ®

Santavuori # (MEB)"?, cerebro-oculo-
muscular IEEFEY, Walker-Warburg JE{REE
470 K & AFOIER D e BREEIRE BT 5 A,
RILBEREGH A b » 7 4 —fE (FCMD)™™®
EDORRBMPHULATS, ChbDEBRE
FCMD. OB % Bk T 5 00 —%H %158
%%, FCMD DRt RE 8T %,

# R

AL, LFEAPNERHEEE RO R B
#6517 U187 FCMD 38T, fmIpE” o1
7326 (5 1361, % 196, M - VB4 6 ffiT
Db, BREEMLIE6 PALSIUET 2 A (B
B33 HA) Thols,

#w R
I. BEFTH :

IRBHO A DD - 7o DI 17447 .29 C, 5
D DSIBILPI LD FF R LIc, L LR
HRIE, ARRE, HNEZELREFETH
ot (Fl),

1. RZERERT) : 1 B R0 5% 4 4

13%, SHREGET%A 4 f13% ., 1T - VR

i3 A & W
R FEREEIRZE DR
2 72 A N - S = 7 N SR i = B S
o K B F R B B T
o EAT, B OB T
ol &' A

PR FERIRZENRE
7 B F, K H WLF
oS N B S
TR FEEIRERF

%1 FCMD oEpiR
FCMD I ® I - IVE
R % B %
B o B 4/32 13 2/6 33
SOEERES | 4/32 13 0/6 0
| O | 1/13 7.6}53 8 0/3 0
B 8 & |6/1346.2 ° 3/3 100
7 & | 5/13 38 0/3 0
B O B 2/32 6 1/6 17
S |f. | & Al 1/32 3.1 0/6 0

iiE3 (6/32)(17**)
HIASIAREH | 2/32  6.25 0/6 0
O O Ofr| 1/32 3.1* 0/6 0
IE | AR EE | 5/32 15.6 0/6 0
AR E | 3/32 9.4 0/6 0

¥ R

FARIRE - MDBORE - IO RE - AN -
TTHRHER « /NREREE 1 fI B 7 L
HRRFEARED
*HERFIEDO LR ERINE, MEOMMMEEIS D
ZD®ROZKRIELEB bR D,

TIETE % 2 FI3B3B BT,

2. i EEBNRIC X5 KB AEL Y 54
13.9% CRdIc, AFREE, PMMELE LI
PUIIEEETH - 120



3. Kawfhk s GOWELSARET, BITICOLT
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DRI R et (#25)
YERAHHBI L MEB, Walker-Warburg

IEENORT AL MBS FCMD oz h
AR LIEZAESD I SRR TH T,

MEBY? DR B HIEE, fNETHDY, R
ERT Rkt hicdid 2kiiedb o LR sh T
5, ¥f Walker-Warburg fEEEY Citf
WLERE, WEORE, fEORY, /MRERE,
WREAENBENTT R E VbhTw5b, Zhic
L FCMD Tk RIED “HLEELY”, BIEHN
FERFRATHD, HAK, LEORY, #iFEO
By, NBRREREZEDLATELTY, 2o
3HMDRERIZPPEM R » T,

z %

MEB, cerebro-oculo-muscular fEEREDH %
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%1 Clinical Findings of 3 Cases of SCMD

1 (R.M.) 2(T.Y.) 3 M.Y))

Age at biopsy or necropsy 9y6m 2y7m 15y
Sex M F
Hypotonia since birth + - +
Contractures since birth + - +
Contractures appearing later + - +
Muscular atrophy +H + +H
Pseudohypertrophy - - -
Scoliosis + — +
Motor Development

Head control 9m 3m 3m

Sat 9m 6m

Stood - 23m 60m

Walked with support - 17m

Walked without support — 17m 36m
Convulsion - - -
Family history - - -
Course Progressed Stationary Progressed
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% 2 Laboratory Findings of 3 Cases of SCMD

1 (R.M.) 2 (T.Y.) 3 (OM.Y.)
Serum CPK (15~140 IU/L) 32 199 A2
EMG Myopathic N Myopathic
MCV low N N
Fundus oculi N N n. d.
IQ (WISC) or DQ 95 78 93
EEG N n. d. N
Cranial CT diffuse low density in N n. d.

the white matter

key : N=Normal, n. d.—not done

®2 SEM1 O CT &
KEMEVEC S EE DO F A EBRIUR A 38 4

Enhancement (3527 TuL 7o\



3

WitRAE D KANARF, O B O SE AR
54, perimysium, endomysium
DIEGREDOIEEN A B, PRTFEE L s
Th%b. HE 3¥fax100

7=75, phagocytosis [ZIEH 3 D i —H, I
B ThTHCH > IRRETH D, FHAEBRITE
fl2 1B THEFED BRI, fEFL, 3T
R EAE R ot 3HIE BRI R &
RIfch T ieny, EAEDFLAY BN

fZTIRHSE L Tt ZREFIT BT, perimy-

sium, endomysium D HEGHROHETEA D B
I, RO IRE (EG2) 2 bEk
EGI L) 7ebDFETH - fony, FEM 3 Trkk
I & b st h oEnR B, TR#R
JEFI L, 3RV T, £ARCIHYEETH-
fehs, MR EDIEMIC L B b d -
Too B3 ITHEG 1 DMk A R,

£ =B

T e 3RE BN A I SR FLE R
SRR T RO IME FEaRL, MRS
oAt r7 g —ICHEUOAT AR LTED,
CMD & 2 2had, LaL, @ CMD
LIXED, M CPK fHD EFEH > Th
B LEED, MEMELIZEALRDS
NTWhighy ThHDENDL, Zhb 3FEMIL
Zellweger DO\ 5 FAEANCIR LTV L D £ #
2 bbb, SIEGIDN 2 FlikJe K% R B
fEIEDOGE S L, 1l - UB TRE 2
BLTxVD 00, BT R & ik
THAREEL 70D, RO b AIUEIEGRLE
TH:TH %5, Zellweger D EIEMIL, MpEkEE
R L o P IR R D e 2 2D

IHETHRMBEREECOVCTIRAVERS
Ty, Lal, G4 EEND 34E
N1 B, KIEFED O A MERRIUR %
it FEEDITHIZ Nogen'® JZU8 Egger
B, RO EAEEL L E 2 B BIEFIT B
TFTTCHREL TS, Egger 20 o
WU 2 DARBIUE A VRS & LT HEfT LTV B
DL B, FBTEZ O/ N A L
PRICERD T B o HIT KD — ROV /)y
Ll o TR D, fRILED K E o FLd%
A2 b HD. —Ji, Nogen O#Hif L7
Wik GlCix, ARSI GE4A & T2 L
T\ 7o, B4 2 LLEE, @ILEI 195E Flic D
T, B CT Ar Lo RBBLE % 17 - 7oA T,
RS RIUSR E4r & 3Ric i L AR L Tl
AR BIT?, 2D M, Egger SE0 i L
o T DD, FEGIZHE L THEERICOWTY
T 20ENHDEEZE2ZBNS,

T, U OBRBEECEL, 74 v T
VR BWREFIDH A Santavuori 5P LA
D HEN B D Cerebro-oculo-muscular 42
{BEFE (Dambska'®) % Walker-Warburg #iE{E
B L mILE Lo RAZHEBATVS, 4
[BIF & AR Lo ffERIT OWTh, O
CT FTRICREZRDBEEDODH B Z L b,
L Lo BE 2 MECINEXE L E2D
N5, 4%, BECHT S ELURH4D CMD
COWT, ZORBMHEHXWLMCTELELY
2, PR RIC O WT L IR L, @il
BEDRFAZHBLNCTRELEZD,

T L&H

Zellweger @ FHEM T |83 % 34EHIZ DL
T, PR R BOBRIRNBG 217 - 2o B
i CT T 1 HNT FEILERT %\ K BRI
WaBRDIC b, ZOEEMzoO VTS
#, LB L o RFE2MEIC I D XE LE 2
s

X

1) Dubowitz V: Congenital muscular dystrophy.
in Muscle disorders in childhood, ed. Dubo-
witz V, p. 59, 1978. W. B. Saunders, London



2) Batten FE: Three cases of myopathy, infan-
tile type. Brain, 26; 147, 1903

3) Fukuyama Y, Haruna H et al: A peculiar
form of congenital progressive muscular dyst-
rophy. Paediatr Univ Tokyo, 4; 5, 1960

4) flFEk, wEy #o: EREHCA L R T 4 —
HEDEF R L UUEFNPIR. EA A RSB
RELBRG A b r 7 4 —IEDES, BIKE IV
BRI T 208 IERISSEER WSS, p. 92

5) HPfERR, SMEIA L EREH A e 7 4 -
fE (RYED) o—fl. W& Fe#E, 4; 316, 1972

6) ArpE#R, EFFRED : Ullich BEREN =
b 27 4 — (Kongenitale, atonisch-sklerotische
Muskeldystrophie) @ EGHRAIR O L ERFHIB
B BAEFE, 6; 48, 1974

7) K —EL, Z=FIFER O ¢ Ullrich BIERE:R
A bbw7 4 —4F (Die Kongenitale atonisch-
sklerotische Muskeldystrophie) @ 1 iz
DWW, 4 EFE5E, 5; 530, 1973

8) Zellweger H, Afifi A et al: Severe congenital
muscular dystrophy. Amer J Dis Child, 114;
591, 1967

9) BUERT, WAKEDS : LRUINGE LT T4
KEFH A br 74 —iE (EIER) OfBG. &

IR¥pEE, 22; 896, 1982

10) Nogen AG: Congenital muscle disease and ab-
normal findings on computerized tomography.
Develop Med Child Neurol, 22; 658, 1980

11) Egger J, Kendall BE et al: Involvement of
the central nervous system in congenital mus-
cular dystrophies. Develop Med Child Neurol,
25; 32, 1983

12) Yoshioka M, Okuno T et al: Congenital mus-
cular dystrophy (Fukuyama type). Repeated
CT studies in 19 children. Comput Tomogr,
5; 81, 1981

13) Santavuori P, Leisti J et al: Muscle, eye and
brain disease: A new syndrome. Docum Oph-
thal Proc Series, 17; 393, 1978

14) Dambska M, Wisniewski K et al: Cerebro-
oculo-muscular syndrome: a variant of Fuku-
yama congenital cerebromuscular dystrophy.
Clin Neuropath, 1; 93, 1982

15) Bordarier C, Aicardi J et al: Congenital hy-
drocephalus and eye abnormalities with severe
developmental brain defects: Warburg’s syn-
drome. Ann Neurol, 16; 60, 1984



< A 5 3 BERRRIGOLERE RF 7 it 1 ik

BN RER > 2 ~ o 70 —4E

——IEE L) NI R T B AR O FEFT &
FHBE#E L BB W T—

E 5

RILBIE RSN > A+ v 7 4 —fiE (FCMD)
D 4 FEGICTHAAZZ X DT FE H L TR
TORBEFHBOET L FHOBEBCOWTH
F Ll 1 BTG Fifds X OVERE Mo ik
BEAR R (FRLL 7o, St & R7c S h 2 g
2 GICIRIERE D EFIVE AL 388 Bt
fli> 1 GICLx il kg ss, 5 1 HITiE—
A E & LTHERD FA+ Y — 7T e
Lo $2F TR T HIGEML T HikR T
Rohd, AR TO % IR OCRTEN BT
Lice X<, SERfCIZ 2 WCAuidr s
DFEM 2GRS Hivtc, T OMEMILHT 2 HiT b 17
LT Ai2FD 9 b 1 FITIRHEAZE X & 8
fohy, TOMMHERTET L0 g T er -
7o fliod 1 FITIESERERIR D JE X T Shvic /e
FENAD, —BIEZEXLTVBHERLTW
oo iEX D, 1) FCMD TILsitAZZE X % /%
REBVAHY, 2) BXLTLZOREILT
W EBTFHEIN,

FL®IC

WILREREG S A+ v 7 4 =6 (FCMD)

il A B B 4 i

FENZHRAERT RSB e Pk

WrmhE % % I
L ARAETIT N A AR IR

1 A
AR AT SO R PR

a5 H A

HUURAF 4B et PR

DR EIRERZE & LTI, /N )% el
EHHABROEITRE L AR MBRT VWS, )
SOV TIRRFEL ISR, #5L ke
T30 SRR OFETRECHL T h
ITO LI AFMLBRBE R IR TWiow, &
[\, F4lx FCMD o 4 HIEHIcis T T
EEMTOHRBOET L FIC B L cEH
DRIV THRE LD THRET 5.

fEf & FE
EBILERRAOIC L IREEMIcy FCMD L2

B1 G oREERA L,
T Goll Biov = LTk
HOBMEILZX LT 5
KB #ifn, x2



WrE Ao 4 g GEGI 1 =125% 53, EG2 =125%
I, FEHI 3 =145k, fEHI4 =195%9%) TH D,
REGI3, 4 O KB EIRZC DWW TR LR
L£ERTWBEY,
ZRENDIEGDO MEHO LM 7Ry
7% L, HE, LFB-PAS, KB #ofio
REEARER L, iEG 1D FICB~<s X
IR L, £, IEHin H>EEE
EEE A ik 7y 2 B FRIL, K
DEEARBRBE Lic, TOMRBEDOE, AKX D
MY T D LR BIER T (K1) o
27wy, sHEXI0: 7 v v CHIFHNTHEY L
10 H i LFB-PAS %sf % ffi LT @iz L

72 BORITORIADBHAGHT 5 1-DF
T 1 7 vy 7T RBRIC L ClfUIR % (F
B 7o,

B =R

4 B4 TR & NS/ il 3 3R H i
7o REG 1 TURA KRB P-ERRTRIEA B D H4 R
7T AL A R 7o, KNI B
e, HEFHBLREIh TV,

REGI 1 T, JERGO SRR & i % RfE R
EAELEL LTHERD, T4 Y —7EMOH
B LT (K2 A), JEMS T, —fil
ERRICTA Y — 7RI RAAED, il

B2 Efll. MCHEIHEGRERO LRSI TA Y — TEMoBcH S (A), Fil Goll oL

V= (B, C) THLHEALZZED LI, F 65 (D) DORFIIAEL & HEL
D E v, MR bR (KH).,  Z OFaMICh - TERE MM 05
HERAVEL A DIRAT WA, E : DOBOH LRI LI-L D,

A, B, C, D: LFB-PAS #ifa, E : Bodian, A, B, C: x2.4, D: x2.6, E: x40

__86_



A — TR T EIEER O SIS EAE LT
(K3 A), EF2 (K4 A), JEFL (X5 A)
TUSEABIL AR & b IESO EFTE WAL
fFELIC, Co%aE, ERCEbRD X 5 it
BisEho B i~oE ) KL F EEL, RS
T ThviE,

FEGIRNC 2 H 5 b O DIERHAM L E 2
NHMAaOMIAFILEF LD bPhIVX 5Tk
z2 1o FEGIS T, FTAY — 7oA FLET
BRI SRR I E R DA 5 T IE

WD MERRSER S, BRI L
TTETWbB, Lovl, SEKEHELC FCMD
PO FTiE T IR T 2 SRR B\ T iR
TEH F o iz =5 Ik (Nucleus arcuatus)
NEIDAAT VAL A bt (K3 A,
4A)

FEGI 1 & 3 TIHEAE A T B LT, #
A ZELT 5 T Goll D v & = LIt L
T LR T RD bl -7 (M2 B, C,
K3C, D, E), ¥HiZ FHHE-TTL &,

e

F

R3 EF3 : ERE (A) DHEARMER G —MTIZA Y — TEMOBAICHED, Tz
EFCGEWCATCAIE T %0 & ORIOHEEK OWIEHIZIER X VIS B2s, $2LTFD
V= (B) T ZOBRIIRELEL b, i Goll B (C) 3 LU FH Goll #%
D) DVT 2 ABLIOFOBETFTOEEL v = v (E) BT AL ITRD b
W (ERBVTREL LROFHENIZR L TW-500 B b0 5), Wt (F) Tiiigs:
JE < fsEL G <, HesiolimixiomkER L Tuw 5,

LFB-PAS, Az %1.5, B, C: X2.1,

D, E: x2.3, F: x2.6



HEMRER D RHE L 2 D £ * SEBHRTR A~ L BT L
7z (K2B, C, M3D, E), HEihi<Hastio i
FILIEL, PR DSEARMIZR A E D X E
NELHi Ie»T v (2D, 3F),

SR MIFC i, ME 20 - TIiids b A
DAL AY o MIROFRMAFEAEL, FERI1ICE
WTHIM->Twk (K2D), Zh@AFIR
LRI WHEETH D = DM EEEEI T 7
> Tk, EFREVWHERXRLLTWD D LS
z b, SEHIMIR O IBBIIE B A AT
B KB ns 5 5 BES NS E - T

Ho O EATHOMHERL Z DM - T,
HIcHLMUAETNS X 5 IBREBAD =
ATWic (M2D), JEWEEFEAS artifact & L
TIEET, ZREMK Lo, $Egea Tt
COMAE—REHEL TWBH00 L 5 g
Rt 2O EHGHTECT, MEM 1 THE
EE»ELXEEHMUFEO T X WA L,
ICXRA B NKEE LA D 2 JER I A o 2
LD V%, BRI S ER & 3R - e
REELTW (K3D),

FEHI 3 Tlx, MEREE FJicls & Goll #o

B4 JEFI2 ;TR (A) OHEEBITIIEEFIGEVITCME ST 528, FOBMERIZ 5351058
> T\, ZOMFROSMAEIRIER X VAR Y/ WL 5l 5. EARDBRIES A Yh
TWwah, T Goll D=2 v v =1 (B, C) TRAXBHEIRDLNDL, LhL,
Z O REMED R IC R TE D T, SERE (D) TIXAIEAVE <, Ml xbam
(RH) D ED, FERYE (E) TR & 2 OaMICHh - THEFEIIMER ORHEA A VIAA T
WHDIRRL b, F: EOROEyxIiA LIS D,

A, B, C, D: LFB-PAS, E, F: Bodian,

As X1.6, B,C,D,E: %X2.3 F: X40.

— 88 —



K5 dEGI4 ;R (A) OHEERBRIZIEIEROMECHED, L ZoMERIENECE
> TWh, LrL, ERTHIEFCA OIS X 5 IIERSEAOR T ~OE Y H LIZB 50T
WZisv SEBE (B) ORIZEIXAA L LEWD, B —OE XA LD, i e Rl
FILE L, MMARDBRE, b9 —HOMUBECLEPHRCARMAR BN, AFITIXTF

i Goll Biv 7 = A DEEARITHREN K e - 720

VT = L THERBR O 22 SUARHED R BT ns,
FORITBEHEDOLD X Wi dich ot (K
4B, C). B, Sl ClXaigkxEL, ikl
MAEDREABED I/ Bk Lic & 5 7ol
oD Ay 5 MIRDMMAGED btz (X4
D, E). ZOHEFTYH, R H D MEHITH
o THREM/NMNEBOMBMERNAD ZATED,
O LT EHERE YO T B REGRH R
(K4D, E),

FEGI 4 T FE Goll D v & = L DA
<, HEARZE L DB ED RISk e - 7o,
LoL, S ClELEDORIE P BRI LE
<, B—lEEBRCEL Lo T, THOR
BRI iR & RO i3 <, Loy #
ZIEAY v MROFRMAFAEL 2 (K5 D).
ChIDIEERVY, b5 oMoz bk
MRS btz

z =

HEA B O MR IA T IER O M TN TS
TERRBRLABATVWS, LiL, ZXDOEE
EEAZE RS, TDINBHIERZRL L 54
LB 50%, IR LEEN B AT DRI
WCHIRILIE S 7o 0 IR < 7o » ¢, BRI
B2 R T 5 X5 5b,

F 7o, SEAMIFRE O fRHED D T BRI SRR
RS FZ L B A Y o M RO M 2FEAES 5
Py ZLT, ZORMIZHh > THRERINME D
PAERDETC A DIAA T ETFICAE > TV A,
BB DREFIT b HEAMIZR B O FRAE D A T3

A: KB, x1.8, B: HE, X2.3.

MICESEB MR BRM A AL L T B0 Sl
#F L7z FCMD o 4 fICRBED#IbN,
SRS Z DOfRMABE I N, Lehi-T, b
L Eid® Flechsig o @Zim i, R HFEERAIZE
12 bl o> kR e B A3 AEAUE S A B3R B o Sl R
AT E S ZERE D SIO BT, HEAERS
TR SNTHEG 2 L XD % iR K e
Mo TREF 4T BT h, HEAIZRER Y ED 5
A ESE 3 1EE AUPCNRE S A (-
ZDZ LH FCMD THEIR TV B HIZEOK
W o —HEz L TWbEDTHA S,

TRHEKRIZED L & = LTI T HDH ?
— DD A[FEMEIT Mestrom?® 2MEZEF O 1 T
RBLICLSCESE LD F, AbBoEmETth
Do FEGIL TRBED 7Ry 72 EKULED, D
BT 7 r 7 TlH TR & (L THR#
L7 B2 P s R K7 s o 72, fthod
3HTLRETH > Lo L, BIEHORE
MAE L B LWIE TR LT W% et %
KEETER

b5 —2ouk, HEEREIRB oL TE bR
DX OICEME FELA S, FEEizCHEE i
LTHRARKZI LTI W TH B, SHBK
AT RECLLEEDLRS,

UL U, SERRTRRIE A& 2 &%
2b Db RN 20% i 2 BBt
FER BB Z AT D 2 L2 %\ L DHED
HH, FCMD E&EIMT 52D RN TH E#A
B LI e s Al T 5 2 Eh Bk
DBHDHEZHATHD,



iz, SECBIRERDBHED D T 0, fTESH
B 2 X 5 M ET B D h ? Zhizown
TREL Do Tt FHHHLOKRE LI
BT Z OFEMIZ DT Flechsig DAt%, 4t
HRIRB DR & D RTRIBL TV 50
Verhaart et al'® OLTHbH, fibizzh%
dorsolateral accessory sulcus & FMA TUW 5,
#Hd, T suleus DIFFETHEAA DR ER
DD I ERFTLDEF LTV D,

e P OHEARER RINFADEEHIFETH Y, #
HODOMBMD TIXRBEE TR 6 Pl X 5D
L THHWO =D 5%, Zenner DIEFIY 1%
KD 7V A 2 ——= LR L RS
L7l T & % 2SR ELR) 7 B 4 Tidis
o HERRE N R RSEBE L TR LEHHEZ
hT\BDIE encephalocele THBP, Ver-
haart et al {X encephalocele 243" % §fff%E
XRBDERFIT O TR e Rithh BRI
ZRLTWD O LT ORI TH B,

fAlhicLTdh, ThEh WO HEr ET5
FCMD & encephalocele 12 335\~ T §EfA 22X
RAGEDD eI e 5 T ki, FERX
DR AT Eco—Micicb 0L BH
b,

X @

1) Murakami T, Konishi Y et al: Congenital
muscular dystrophy associated with micropoly-
gyria—Report of two cases. Acta Pathol Jpn,
25; 599, 1975

2) Kamoshita S, Konishi Y et al: Congenital
muscular dystrophy as a disease of the central
nervous system. Arch Neurol, 33; 513, 1976

3) /PMEREIEH, DHEM=6 : BEREMYA e 7 4

—AER A OF LA KIN, /)% o S5 REEl (Mikro-
polygyrie) ©&2oW\T, REE 7R, 28; 451, 1976

4) HEBUE SE RO MIBEREGCA b e
7 4 —HEDRFRE DR Y YL HIZDWVW T D —HZE,
BB AERBIIRRIC N, BivAte7 4~
DEERARES X ORI o, MRISAFEEE R Fem
BadEdE, p. 385 1980

5) Takada K, Nakamura H et al: Cortical dys-
plasia in congenital muscular dystrophy with
central nervous system involvement (Fuku-
yama type). J Neuropathol Exp Neurol, 43;
395, 1984

6) {EHENA—, AR S : EREHCA 7 4 —
FE—fCRUREREH A v v 7 4 —fE (F
CMD) iz onwT—. JREEERIK, 3; 962, 1985

7) Flechsig P : Die Leitungsbahnen im Gehirn
und Riickenmark des Menschen auf Grund en-
twickelungs-geschichtlicher Untersuchungen.
Wilhelm Engelmann, Leipzig 1876, p. 265, 281

8) MRILIES, #HE ML : #ifhXX D variation D
FERIR B EIITEER. FRIRTP#E, 3; 444, 1963

9) Mestrom LHJ: Varieties der pyramide kruis-
ing. Thesis, Amsterdam, 1911 (quoted from 10)

10) Verhaart WJC, Kramer W: The uncros sed
pyramidal tract. Acta psychiat neurol scand,
27; 181, 1952

11) Zenner P: Ein Fall von Hirngeschwulst in der
linken motorischen Sphare, linkseitiger Lah-
mung, Abwesenheit der Pyramidenkreuzung.
Neurl, Zbl, 17; 202, 1898

12) Verhaart WJC: Case of encephalocele posterior
with sagittal dissection of cerebellum. Psychit
Neurol B, 39; 629, 1935

13) Verhaart WJC : Intermedial encephalocele with
aberrant fronto-pontine and pyramidal bundles.
Psychiat Neurol Bl, 41; 358, 1937



1. BIR - E¥
C. BESEMEY A a7 4 —



#1522 A5 3 HERRRIGOEREDF e TR &5

HEREHED 2 b o 74 —SEDBEE - B
 2ETvE—  EE B1H—

E B

AARZBI AHRERC A a7 4 —EB%E
DoyAE, BEOBRN, AT MmoREREY
BT 5 HiNT, BRIGES A~8 Behit4e
EHD -~y FH 400 KU EOEAIL, FILABEA
Bl mEEAEL - NREFL,600 2 PTICT v — b
FRDFAR LI, MERILIOH THoto, fE
BUix764 41 (53 466 fl, # 295 f) T BEDIFE
BT~ MFT I — 7 23h b, AGHRERFIRCS
LT 5, EREFLS.2%, FRAFBLEI
36.6%, RIGESIL0~TIF RS, FERIER
IO EDHIC i b= —, BHHET, HZE
fit, 26 BNFEH, ABTHMERTRD S,
RESEHE CIL 4B EHE D AT ¥ 1k B, 27%
PSS ITRENRS D, WA TR, ECG BRE
1%, 1gG {Efi 27%, THHRERESLYHE 20%, 1 v
AY v 23%, FSH 8% 12%TH b, %K
CSNREFIEGNL 42 fld D, ALBITIREE 13
B, FNEEIETF 35 BiAiAx B, FETTIX 40~60
FECE=27250, ERZOALT LSRR
FE, Fh9DIRTH - oo

| #)

v A S PIDGRIR « WFEHMID T, FE4E
FEX D REM T A b v 7 4 —JEDMRIE - B

WrhE B M

A om H

P

#
W A

MNLERE T T 2 B bE

HEHBEREENR

pli

il
R =

A
BARASE SR PIRE
il

H

&

R v & —

FrTe 7 FHRKBIN, RARSFEELD,
AACKIT AHBRECA br 7 4 —EBHD
o, BEORIE, S0 s2MmoREBEEDFR
EEXIBET S, £BENAET V- LES
FAERT o1, SEZTORMBMEELT, 7
— X OB EIRERT VRV,

&
FME0E3I XY AL AT T, £TFHEHA
£EHD <y FH 400 KU EOEASE, FAIIOK
F T O — R BE D WEE - TEERER - ANEREET
1,600 ¥ FHIC R LB 7 v — b e%D,
ES5FHCRIHHBEREC A br 7 4 —ER
FZoRFEY I Thi, ZOF1IKR7Vr—t0
BIERIL, 6B ThHotc, ZDHT, BERA
IEBEXZRLLBROH S 179 5%, 10074
LT 2 RkMAEE LT, BEMTOWTD
FHMe T v —r AR R RELE, TD5 L
129533 X 0 7640 D\ C DO EE R B, H2
RAEDMERIIT2H TH -T2 T LIXAE
BRALCHREEREY A e 7 4 —EDZEiHE
Thbdo IA+=7, HHET, HEHOLT
RHOFBEREIHEGE Lic, AXERHE, KA,
R, F4y, R OBRE RRRREREA
7, EREEBEORE, RBRTES, BIKERE#
&, RESEE, BRAEMR S0HE £X-$HNR



(& ) Uiy 24
2 1T
(fask - L5 - &A1) 3wy
k ) LiAenwy (k£ ) WO (¢

9424 HWRoHt A TAR AT OR
UM BHOE ALY
WA € ¥

BSVI LSRN £ Wik S5 FIEY
: SIBH  MIYUW (1
(MR HV 2V HE T LU 0T ON) LHQIRENNAE—X -0l
(Hisk « @« H) MW %
sk - 9 - %) o 1

ALY
Clsk - 8« B) R¥HY

NN A SN AN

FZ A1)
Clfisk « 3« Bo) WHFRYRERT
CRAREEZCQOI OO Y > &7 22Tk THIL 6

(¥« M3f - 3ar) EEAIL A1)
(¥ - W3F - MT) o
(¥ - bR L At kv LD K
¥y - A ) HSd
) Lil%ag
) BUsaT
YoM CM¥ - M - HMAT) W Ea s i
) Bildug

PRHIES R :
YoM MR - M - M) 4 ¥ LIWVIEY
CY¥ I TS ) a1 ORI
(¥ - M3 - W) N VR
YISLAT o LoE IRt ¢ ) 310
_ CARL RV H TR F § '8

(V€T SRIEZAFH (v e 2D aYrus
(v e g gWRASBE Cvee DM LW ¢
(vee D ¥ 3 ¥ Cve e DI Wl
(ve<eTn) TFI¢EH (72D T H
Cvewe D M T F (rveenDa T Ik
WM dr M

RA 2Pz

ACETREUENG ik v fusk € LEFELR T fu T ) T HS W

Bl 2 A & T 23 dweps (11

L= 4 £ QUKL (o1 Ly (e
(450 DMIHUEIYE (8 (> YRGBT 4t (£ (L
M KMOE (9 uf v (s

W — £k (¥ W% W (s
AW (e (L=443y) YEIRESW (1

WM
(k) U:bhege -

Giip - H) A
€A T PR AT e S I NG <k i 1| 415

Y ) UMK -

¥Ry ux Y ¥
(T2 Tu X
L1} ViU WY
a2 T o
H 4 'STL'W #Ht TATHRE W ) -
k) Wy (F- 16 M %

CRL DN ZYEUMMNGET ‘1% -0 2 4R

ARG WA 2 RANER b

¥ 0¥ ke



1A =7 (HEE) ER
WHHIET

Wi #E
AR F— R

1= =

[
RIS E
HMEEET

WRIEF LI : O, @, @ OFTXTEFFOH,
FEDHBIEFI L L :
1. KRA (F, 8B B, Wbtk ER56%)
CHREEARDD, 12 @, G, ®, @,
DWThhDFEY — 20 B> T 5%,
L@ 0,0 @05 b ThholEkr—>
DEDfERE ®, ®, @, @D\WTFhrDf
DT 5%,

CACNONONONONONSC

S

FIEG, FETHNCONTTh D, ML 764 £
T, P 466 %, L 295 £ BT 1.5
THTREL TTUWb, KX 34T, HET
2684 ThH -1,

w R

1M BEORABEROEMLB L & 340
C AP -85 SN0 L TR
H2%Bdot. BRI X BBESFTIL, 46

(A)
1004

K1

&=
R EE S M

BRI L B - Tt

K2k, ADSLERERESEYZRICART
R Z O N A D ThHB, BTRE
hrcdeignt, HIR, Ba, KR, SEE404E
ko ROTREBORIRICHTCI04E, E
A TRENIINC204 B LD BRI B - 1,
—BEREBREFERARBCHAL TS ERSAR
bhd,

X3 i3 JBHD BIERSD EA DA% Hlcb o
T, Pk b20F G, 0FERCE—-I7RABR
Bo LLAMTIEB BN, 60FFH, T0FEHED
RIELMEIR T D, BEBEEDOVWTORET
i, ERSEBILSERD 5.2%AbLh (B
32(1, 7oL 583f, ARBH 14941), < hix—iBE
BLTWARRLEENTVDEEZBADLM
SENLEE L VR RN EHR TN DTF — &
MNEPEL D ELTTCBTREELD B, KRN
TOBFERAEIL 36.6% R b (B H 422,
7oL 244 B, REI98HD, FTORFLHER LT
25 &, BHHECLSEBbh5518%, 76
B, RIFBEC L5 EBHRDHE19.9%, 844
ERBL T i, T, BEORXBHIRIEI
SHEROMBUHML2 B % EBbh s #HiL, 14.2
%, G0BITH -7

X 412 BHOBEKIER RO #ED FE S e
LOTHDH, RPAERELRVULFLETC
BRKIERD BUEIC K E 275 A bhich oo,




B2 KBS G A)

(A)
100 4

IIOIOOOOOa,OaOOOOOOrrrh i rsse

NN

10 20 30

40

50 60 0 80 ()

£

B3 % W & 4

FINEEDS S0B LA LD Fi, B AEE 26%i1,
T MEEREN AMBOEFIC A DR D Z &L,
BIMETIC X Bk nz, AIEBHOE
HOMEIZRTLOLBbh3,

X5, BEOMBEELT, B, &
KELSPTTHRELDOTH D, B LER
BAERATCREGID 14% (SIEHID13%) TR
D OAT E iR, 27 (22) FSFEmiHAT,
27 (25) BB REEDORA] F i BiEd b -
Too EREOBEECRMMT ARIOBER VM L

TWB EBbhDHEBHE Bieih b, i
KI|D BRI BT % DFE & T 5 H 22551 A
bhitc,
WIZHRECDOWTAHAD E (K6), CK D Lk
# (EFEMED 2 5L 25RT% 65 (57) %,
ECG ® %5 50 (41) %, 1gG {E{f 40 (27) %,
MIFERESR A 35 (20) %, 1 v ¥ a V) V{HRE
A 54 (28) %, FSH REH 23%, HEXHR
WERTHMN2BB A BRI,
HGOHEDFERX 2% L, K7 0L uEkkS



(%)
100+

50 -

]

50

%)
100 1

50

AN

]}

V227723 Slit lamp @

B4 ERKIERIL OB

FES R
A _n
SRS 7
Z
Z
Z
Z
%
Z
Z
Z
g
%
REVEEDHD FHCOELIS

F
b

AL

AN

BFhodEn

YA -
Z
/
/
/
4
%
/

mAod0

HERULTAEXD

3 at

2



%)

100
] CKit ECG | gG il A
50-
Z
% o %Z
o ol
7 ] n 1] Mk
] ror FSH C TSCAN EEG
50-
. . |
. 0 /g
%
100-
HE X
50
E R * E R % E R =% E R %
® OB B B 0w ® B OB ® B OB OB

e # # BT R

> A s
— "
2 s row[_ Zik
" 5[ e
o & W[ s

BHEGE A BIEGIE 2.8 (2.2) %, ST
NHHFEIS5 Q. % BEOHHHE 4%, b
RiRDOH 545 8.4%Th -1,

SR E fo S ERAER (K 8) (242fT
BY, BROBFESSMLOTALEREH
%<, 1T6H b, LBIOFETHEL /ML T

O = NWEND ~ID W

2o THBBEO HEROREDL, 5%, KT
7o EIBRORCHERED H 5% 4 0, FEE



%2 EHORN

~3 7 Ak 6 7l
~6 7 1147
~12 » 471
T A 3%
it 247

£33 ALHTORD

~1%F 24
~ 1 17451
~2%F 8
~3F 5 {7
Z A 2 fiif
at 346

b

O = PNW M- oW

—

10 20 30 40 50 60. 70 &
B 9

Dk 5% 5§, BAEHES 8 6, ME5ME2 f
THo1
TERDORIITEELA LN 6 ¥ Ar B 14EN E
WERT I (F2), ATt 346 1561
N2F R o Tz (#3), MEEET X
RO B B3GR BTV B, EHIL
2HITH o710

W, DT ORETIE, 764 G0
T v —rh24flic A bh, M9RREh5 M

&4 & B WERECALE74-)

" RIE (LFR) 741
fif% - KEZMi% 57
L3257 31
I d E (GRmEEsk, %) 24
LREZE 1%
T % 101
fi I $E ’ 100
% AE e : 161
B A 14
T 9 2 i

it 2405

J40F, 50F R EFDE—r7nLbhis, 10

CFBERT AL 2~3FIRD LRI, FERE

H2BHE (F4), HHELDRBRET, Zh
BOARLIT LB LB T W5, #iVTHi%,
KRB SRR ALD D > T2,

T ED

LB, 4E0 ARTHD TiThbhi-£EHY
BB ST AR REC A e 7 4 —EBREZT
HKDOT vr—EFTHD, BIBERIBE &K
TEND, KEBOJLLOEELXMD L TRE
BEHERT -2 ThbEELBRD,

BREEC AT r 7 4 —1%, ZBH IR
RENIBEETORFC I D ERIh, ¥
A, Kéatk, AMBE FHL O M RE v
L, MIGHOWEERY 72— REND DA
REMEREZ DR TW5, RIESEXENHT0F
BEafil, TOBRKEBELEATHS,

L5, ZOF— 2L TILIFELL
FRATRRIRE v — ADHERIT U,

R, ZofkErksh LTLEEmOE
£, W OREBIYHEEE LI LD
Ih#Elh L EFE T,



Wi A 5% 3 TEREFI60EEEPF e d ey i

EIEME Y 2 b w74 —5E 1 3 BIDEERAIERGS

— R EHLE LT —

B E

MR o A b r 7 4 —fE (Myotonic Dys-
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D, IR I AL =7, ANERLED D
BIECTH oo BREI0GS 9 41 CREBIATRIE
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THLRMI b o hbe Do H N L
BABE L Bbhic,

B #&
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1 il 2 B L OO RHRFIOH

TROL IR EDREGITH - 1o 7 i FO%iE
FITIZ 34 b =T XIFHCBRETH - 12, WK
LRI X O MO SHFLIE N D M1 L A BT 3R
7oo KRBT OO ER) FED ENAE L
FIRE, 2, W PR B,
Myopathic face (X RKBTcLHciED, kN
BOMVFIIAEHENITH - 700 K LITAER 2
BIOHEFINIOBEE X /R LTz, K MyD
DIER] 2 THE#M 7 myopathic face # iR
bo MEAARIE 6 Ll B e RI AN iR S T
DA TIRERD T » oo ANBELERKEL0
fldr 7 Ll B 6 GliCiRd T, AT T 46
TR T, R R e R A4 muwm
1Q (1357 HT8DHFMATH 720 WA TYL R
W®MWEF&£ﬁantw T ORI

RENCH LBRETH - oo

%um A2, BIREE IR, EofiofE
R R 3 X OV BEAEE D BEEE A # 2 iR L 7o,

B2 EFI8, FEWREEREDS,

G, RRBTIZAFBET, 3HIAE
W, 2 BT R R Lic, NIRARITRRIED %
ZEHNERE £FCRBDI, 2HTTFL
ARED i X 2 FEW IR TR R L (K
2), 1 77[H 60 LN F o IR A R FHEGIE R
W76, AR 1T Bdte, BRI 11
P EDFEFNT B - 720 T DMOEGKAT R &
LT, ERBT, ME BPRZEOBER 1
i, BRSO BEED 2 F, R,
R X D R B 4B D ichtyosis, fifii T 5 5H
ibix ch i 1 T,

M, N, RECREAT OB A % 3
R LTz, IMiE CK fE, £RA, AL
LICEEDHDVEIBRE EAYRLICH, K&/
B m3REG S RO bivic, 1k 1gG fEl,
TR CIAET 16, EHO TR AGTSH-
7o AT EBIER TH - 1o HilkigH L £
TR, AR E BITIEFETS - fon
TRH Afif test Ti%, £RE 3 HIT TSH o
WRIGER LTS, 7 FoEAmRETE, (v
v a2 ) VOBKIGE ERE T RS Iz
Ny 7R EDIEFITH - 72,

RSB B L OEE CT scan D&%
RE L AR LI, RFREEREZ X ERE
BRABLE T2 FERTERTH - 7co EMG T
124 myotonic response % iE& 7z, ECG
T, £RMS G, ARG HhH0 R
wiledtz, 1I° A-V block, sinus bradycardia
WERITRTH -7, K1 HIT supraven-
tricular tachycardia ®EfE% R 7z, EEG T
RS G, AT 1 FICH B2 low vo-

X3 §Ef8, modified Gomori trichrome %4,

<200, FHfEAER AL TO atrophic change
wRD D,

=201 =



Itage iD=, A CT scan T, £XKH
8 fil, MAEI2HITHRLIDREXRLI, E
TePr R BNE © BIEILK & Bd5PE D atrophy
THotco TR CRITHIE O ERIUK % 2 4
Z, WREEROAKILE 1 flic@Bdic,
BB TR, %< DEMTIFERN TR
MBI FEETH - e, BT small angular
fiber, pyknotic nuclear clump, 2D EH7/x
FEGIO R IEE A5 Tix group atrophy 0 fhk
FEHZ e R T oAb bhic (M3),

£ %

SEDOELELDER Y TLDHDH L, £RKE
MyD T3, #rad R s R — B R4,
hypotonia, MEFLE#E/: EDIERF 2L, HHEH
BHE, AREKRFE2E0T2 2 &0 ERIRIE R
ELTHIBIE, i, EkoRiBeLdHd
X 5et?, KinoEGCREMVEIED MyD

T&hHY, BRI hypotonia DI\ —HiL T

D Y15 L EBEEIRECHLHBEOLE LR
THEE AR bR, AR MyD &5 h £XK
BeRociz 14 F =7, AREEREDRW
», HoTLEABETHD, ThPiHAER
T BRERZEA T IR T WEFIREZ L,
%RE MyD OB b - Tid, FIEEOH
PR IVCHHOBENE Y DLFEE L Bbhis,

HBETIAERE MyD o£fliciEd, i)
AR WREETH - oo BRETILMmAEREE
L CT BEOBECHIh DEMNEDHR,
MO YRR G O JTlER R IEGL HBH T &b
b, £RE MyD ORRERERESE T, KIiE
DARR ORI MR L, SEEOFR
AL X5 hypoxida DOMELEETHLEN
H5H5 ‘

Hypersomnia® 3 X ¢ bradycardia (% 115
L EoEMCERCIHYD, WEOBE AR

FEBEDI, il h LOERY RTIEGIL R
%k low voltage 3 HlAND B T 2 b,
il B0 HPERTR O 5 A E 2 Sh FE
LAY

AT VIREIRTWS 7 F oA
ML d M4 vy ) VBIRIG, BAEMED FIRER
BEREY 2R T4KE MyD O/NEOIARE
BIntc, PRI BT S Zh o Sk ki
MR Y HBIL TR Y, £XKE MyD ik
THAFWRE DRI L D 021k
LEENMLETHS S,

# B

1) %FKEH MyD T4 FHERC floppy in-
fant TH 5,

2) £RB MyD Tl s+ + =7, ARFULS5
AN EED I WHRIETH » 1o,

3) £XKE MyD O ZM Tz fEE O 222
HETH5,

4) %&RKE MyD OrpR MR E I ETIBO
hypoxia DFEREETHHBENH D,

5) Hypersomnia, bradycardia &0 [ gk
FOEFERNTHEANRRED bR,

6) £XE MyD B\ TLRARBE, 590
LY DAGW, RAROBREIDLETH D,

X B

1) Roses AD, Harper PS et al: Myotonic mus-
cular dystrophy. in Handbook of clinical Neu-
rology, ed by Vinken PJ, Bruyn GW, vol
40. Diseases of Muscle Part I, North-Holland
Pub Co, Amsterdam 1979, p. 485

2) Sarnat HB, O Conner T et al: Clinical effects
of myotonic dystrophy on pregnancy and the
neonate, Arch Neurol, 33; 459, 1976

3) Phosmister, JC, Small JM: Hypersomnia in
dystrophia myotonica. J Neurol Neurosurg
Psychiat, 24; 173, 1961 '
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52 A5 3 PEEFIG0LEKE IR i i3t

DNA % v i RERIEARO S8

¥ EF

BREHT A e 7 4 —E MyDy) %, %
Yufn itk BERIE O WA TRIE TS EETH
5. FORKEET MyDy #EERTF) ik, &19
etk PIRFET S EE L bR T\ %, MyDy
BETFYRETHIDRD X 5 X fTic-
726 .
OMyDy HEFRFRDOHERADESTE DNA
2L, e b C3c¢DNA & MyDy &5 &
D¢ RFLPs #FIA L HEREX TS -
2o L, RRED DI Bhie T — 2143
bBhlch -1,

@ r &5 F & DNA kD54 75 ) —
(F5AIF¥HBHWIL77»—Y) b, RFLPs
BRI TS DNA =—Hh— % B L,
RFLPs oo @B Inl,

@®MyDy &fETC X b TV DNA Wi % Bk
3% HIWTC, 5Kk C3 RIBfER ¢ + C3cDNA
o OGRET VAT Lica, KERR
FriBd bhich - 1,

B M

GREECALRrT 4 —iE (LUTF MyDy)
3, ERaAtERoBEERERTHY, TO
FEREET MyDy &IEF) &, H19%AHKD
WS 3B (C3) BT ETHY RS wF A
v CII (apo-CII) BEEGEFHEHLTWAHZ &

gk

oAk K th
MR FEACE S
= K 5 B 2% B e
KPCRFBEETH 4 R
B O H—E8 3 A F O
[lif s o H, oot H M H
KBAFBE TS 2 4R

AYEIB LT B b, S S HIT HEICEEL
1o & Bt % 3 DNA Wi % T AU iESR /s
RIETIBWINAHE L 25, F 1, MyDy HET
FDH 0% BT ERIED ULk &
LICHEERCERTESL L E L DR, B
tobiy, MyDy RIBTEHBEEET 50D KD
IO HEMBERTE> T %,

OMyDy O FRFEF% LEMHE THED,

MyDy 5itf5T & RFLPs (restriction fragment

length polymorphisms) #* #illi T&% DNA
< —h— (W) LoORMTHERERITR S,
@C3 SRETF H 5\ apo-CIl JRIETF L9
X bk MyDy REFRIEVEEFXEETS
72¥ic, EH W RFLPs % i T& % DNA
“~—h—FIsu—=vIth, ¥k, TR
—=v 7HERRET 5,

@F Mt C3 RIBIED fithTo REMEAKE
¥, MyDy SEETIT X Dy DNA ¥y,
» A3 MyDy BIEFEOIDE I —=V

yf?%ﬂﬁgﬁ:if‘é%o

v TR

OMyDy DIFRFRD BEROHEAEND
10~20 ml %3R3 %, %3 5ml A HHELER
%4 8EL, Epstein-Barr (EB) v 1 L ATHHE
HEIRLB Y VR ET B, BR(L Lo,
FFi DNA OfHAFEE LTHAT %, &
ho5~15ml OFMEKLS, BE7 =/ —N



BCRa TR DNA il 2. kicEo+
i DNA % & flHIREE R TOMIR, 707 m — A
FACTHESUKEI L, Southern #T=1tr+
e —RA7 4 VE—EBT, MyDy SBETFE
Wi B D Vbt TU % C3ecDNA % = o 7
FIVAV—Ya VRTPPERLT e —T L
LT, 7402 —FEDDNA L7 Y 24X
T A—rF0F 777 4 -, HBELLA
v N RN 5. digEBTEICE, RO R
725 lod score % 3% Morton O &k
ELEFHT 5.

@RFLPs i T& % DNA W)y % HigfE5
H1dIE, FFEA~ATeA Fhich iz -1
Foo DNA Wih%x 27 r—=v 735, RIS,
E ADES i DNA % ffi 4 O BIREEFK T
PwrL, 7r—=v71L7% DNA Wihk%x 7=
—TE LT T ELE—> 3 VEITIE,
RFLPs 2T E 55 & 9 0di~5%, LBED
Jigk, EWADES & DNA % Hind 1M
TUMItE 2—4kb O a7 Hr—Ar L X
D5, bl % pUC 18 © Hind
M+ A P ligation L, 514 75V —%{F7
%o kgD JE:T pBR 322 @ Hind Il #+ A1 b
rwm—=v/ Ll 5477 Y —X Maniatis
DER L7 v =2 7477 ) =L FIHT %,
pUC 18D 54 75 ) —DEHIE, & 4 DNA
e =FELLTCDIFATFZY) —RAZY —
=V LT TYEALA R LIV 7 -V (K
WELES R EERV 7 e —vTHD) Ll
T3, OO L7 e —VvE, ik (5
ml) TE:#EL, 779 A3 F DNA #{8%, 2D
75 A3 F#& Hind Il TYWIL, <27 %2 —%%
HELT, A v —rOHBH EXRMHERL, BY
L t4 DNA 7 e—7LLIEAE~M17Y
FAXLIsWZ Exflihdd, TDLO5LT
i L7z »—vid, B2z € =L FD DNA i
FThb, Jlic, EHANI2ZZHDESTE DNA
% Msp I, Taq I, EcoR I, Hind Il THIMHIL,
7hHe—AXLEREKHE= el —A7
g E—BLTEL, £LT, B=2E-LTF
Dre—vk 2P CTEHEL, 741Ex— LD
DNA ¢t A7 VEAE—Y 3 /ST, A —
FNFUA 5T 4 —RIEBT S FIR SR

BT B0 E 5 hili<b, ok, AL
FoxRZxRFE->TZD DNA DR £~
FADBENNTHE > GRIEL TV B0 E 5 oD
%,

AP THE SR TV BHEBEME C3 KIBAEL
25 %HBHYY, 5 1 KADEEKRORE - lilio
RS MAMER X » @2 F& DNA ZhiH L7
B, BY v-Bk% EB v A L ATHERRL
Vv AFRROBRLE Lic, @i DNA %
#AETIREE R CUlEE, 77 e — A A THER
KEIL, = treARrR—AT 4 LE-TKL,
bk C3DNA #7e8—7&LLT, ~M7 YK
f¥—v 3 vxITW, C3 EIETORIKDOFE
g T

BREIVER

OMyDy O FRFEFR%, BfEE TIC 455
(Hspc A 154, 5 biEH 114) HHi, C3 O
¢DNA (%, Sac I, Taq I, Bgl I T RFLPs
PHRHETEBSLWMEIhTWEY, 2KRKLCD
W, 2 BOFIREEFHE T RFLPs @ HBL% i
Ntz M1ermT o, HAFRTIE Sac 1
G o v FOSTMER BT, & 2 HH,
RO SEERA A EER AL Ay XA TDT

t
M F M F
13: s : w M=
9% - -
18- - -
Sacl Taql Bglll
probe:C3

1 MyDy HRESRD 1 Fl
Sac I YJiT 12 kb (% AL !
9kb £ 3kb T A2 B IEET
HO: % M:#8 F:ZH
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wiBEAETHD 1, lod score EHTE
Mot TRPIOEFRTL, R H Sac 1 YT
THEMY Boteh’, BEN AA 24 TOD
FREEGETH 7270, lod score XEHT
Xlehol, TO X5, HFREROHEL /D
SWIGAR, MiLGifETA2EHTR T -2 &
EOIRVIGENS . G  OXILEIETH
XD DNA Wilr=, %< o HRE#ET
RFLPs 23 ki c& % DNA WA s EXFIRAL
TRETILE DD, T, C3 BETFLSNMN
Z apo-C II R{EFH MyDy #EEFLILK
FHECHBEL TR L0 HEXH DD, ZOH
EFE R CTHRRCHANTHILEYR D 5,
Lotz v, BAD MyDy HERK
LAUL C3METFE apo-C Il EEETICEEE
LTWBMLEINERTHLEND S,
@RFLPs %k ¢ % DNA Wi # kT
5%, C3 HB\NE apo-CIl BEF LD &
51 MyDy BIETFIEV DNA Hihx 7z e

—= v/ THBRNE L, SEN, H19Yn
HIR ST T RT O flkh H RFLPs 2 )
T%% DNA Wiy x 5%, pUCI8 Al
wrm—=v 2R RAhIc, K DRLEFID W
H—2 ¥ —0 DNA M % 45FREEL 72 £
5% 7 (16%) T RFLPs 2R TE &,
Zhid, fTHE SRR EKERD o Y,
L= - T, RFLPs DB %A% HIRESR
1t Msp 1, Taq I, EcoR I, Hind Il ® 4 fiCTH
HTHBHEZ BRI, #1ix, T pUCIS
PFALTCHME LY 7 = — v T, RFLPs
DEFIRE2OML RELMFT2HHDY,
FO1EFAR IS IBRATOND EEZE XD
D, SEFALNERELIC 7 v — v ESET
5 &, I-@ #4 71k 0S-1, 0S-3, 0S-4, OS-
6, 0S-8, 0S-9 THh, I-@ #1 7ix 0S-5
ThHY, I-® 2471k 0S-2 THH, I 24
713 0S-7THhh, K2R Tm 8 ADIER
A% Taq I, EcoR I, Hind I, Msp I Ol

&1 MBATHEELALSEMNE DNA <—7H—
LAB CLONE (kb) ALLELES
2 NAME ENZYME
SYMBOL  NAME  VECTOR SIZE LENGTH (kb) FREQUENCY
0S-1 P1-1 pBR 322 1.5 Al Taq 1 5.2 6.34
: A2 3.6 1.6 0.66
0S-2 $118 Ch4A 4.0 Al Hind I 7.4 0.38
A2 3.8 0.62
B1 Taq 1 11.0 0.40
B2 6.0 0.60
0S-3 #119 Ch4A 2.0 Al Taq I 6.0 0.62
‘A2 5.4 0.38
0S-4 $148 pBR 322 1.0 Al Taq I 8.6 0.42
A2 6.7 0.58
0S-5 pUC18-3 pUC18 2.0 Al Msp 1 9.4 0.35
A2 8.0 0.21
A3 6.2 0.44
0S-6 pUC18-15 pUC18 3.0 Al Teq I 10.1 0.17
: A2 ) 8.0 6.7 0.83
0S-7 pUC18-27 pUC 18 4.4 Msp 1 7-10 Several
Taq 1 4-7 Several
EcoR 1 6- 9 Several
Hind 1T 4-7 Several
0S-8 pUCI18-32 pUC18 4.0 Al Taq I 10.1 0.42
A2 9.0 0.58
0S-9 pUC18-43 pUCI8 5.0 Al Taq I 9.8 0.48
A2 8.0 0.52
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%2 RFLPs Offif§i

[ HERERCLD
R DIER)

U HIBREER L BRI LRIE T 2
A1/A2

2 HIREES L 1 fEEITRLGRIZ T 3 2Lk
() Al1/A2/A3

20 & 5 ehlBREE#EL 2 O

() A1/A2, B1/B2

RFC Ps(iflFREEF Ui O

3 @,

I BEFRESDHIELHAICLS RFLPs
() Al/A2/A3----
B1/B2/B3---
C1/C2/C3-+--

[REEECTYMIL, OS7T %7 e —7 LT A
TYVEAE—Y a3 v THELEREERRLIC2D
D RGO BIREEFE Y O h Bz v3h
LRAILTH ot LichioT, 0S-7 OEHEHN
O TR T X5 ek < DR LRI T
I % (insertion/deletion) RFLPs &%z bit
oo SDX 5 A TOERMIE, 1 VAV ¥
% H-ras BEEEF ORI EICRD bRTw
507 Floa E—ENSEVEBER, SV FDO%

B TR A DA ATRE & 7o D BRSO BT
ERHIRTWEY, Filcbd, ka2 E—KoD
%\~ DNA Wi CIFRF RO B FEE =T
FETHD, H5DH 12D DNA Wi} T RFLPs
% T ooy, BT v FOR R
T ENLIODHETHD, ThiIZiE 2207
Ebh, BFr—TOEIRELTHI L,
FEER 2 A I Fxflistc HEVRHEEINTYL
29, WIE® 1207 e —702E—KhHH
o T HE10~%100 = £ =D < HRL
R A D Ec— It 7o { €A D RFLPs 2
XN B A[REMED D B o MyDy DI FE5K A% ffHT
THEAE, BOROARICRET S DNA
Wik d E THET A LE DD, SRIORID
DR LR HRD L 5 CHBD /NI WG HEI,
DNA Wiho5H1T—®, @£ 4 7D RFLPs
#HHTE 3 DNA Wi &8Ediudieh
e\, #2810 DNA MhoD 5%, 0S4 ke
N, = AMEEMIR A B 7R DR 18Y D
KICHEAELT WD Z LB LI, S8
0S4 IXHEEEMIGEE T v 70 BHT5 TIE
THbo

OBEOWELA + 24EETH DI, BH
ERERE T Y RTEAKTL D, LM

insertion / Deletion DNA Polymorphisms

2 3 4

kb
-
EcoRl Hindlll
WW““"Q:;O B =3

— ﬂ-ummnﬂbﬂ-n e %
‘;‘ 1 / -

Mspl

Taqgl
7 |

5 ‘ I-)?OT)E:‘OS"/ ‘

B2 O0S-7 T#®bhi: DNA L8



EcoRIl +Hindlll
probe:C3

EcoRlI

B3 i C3 KRIBLE
@: ¥  N:EWA

e C3 s EOMEIC X h REEETE~T = i
GHRTL - TWBZ ENHIHL T, B,

REBL lilio> 3 A FH: DNA % & D IR
BEETUML, v C3BETE r—7ICL
T A 7Y 24 XL TRE LIS, KEIGEE
FERIBDbNIchoT, (K3) Zhid, 7
H e —AFAOELIKETRED bR L )
NS IGRIBFORE - £SO A, éévm C3
EAO RIS T2 RIETFORE LEZ DR
T2

E SR}

MyDy IFHEF S FIH L #EBERER 1T 5
TedITIE, EHIRELDEREEDDLNELD
bHo 1 C3 #EET apo-CIl EETFLIH X
HICFEHGERETF ICE S < fedbiclk, Ao FFE
RHBDTF — 21, MADFRERD T — 2%D
Tz sLBEIHTLSBTHAS, %7, Du-
chenne B o A v v 7 4 —IEDRNEE T D
T TRt R RE 2RI S o fe b, [alkE
i MyDy T3, JfafkBEHNEAETHbIE
MyDy BIE FORBICIEA I EXETH D

BT, MyDy O HREFRIECH LT
TE o IR B S NEDEEL A, SRR
C3 KIBIEDF R I LT FE » oz
ST & & B v 2 — EIAITRESE, T L
Tk b C3cDNA %45 LT F&X -7 G. Fey

RS I QU S

X Wt

1) Davies KE, Jackson ], et al: Linkage analysis
of myotonic dystrophy and sequences on chro-
mosome 19 Using a cloned complement 3 gene
probe. J. Med. Genet, 20; 259, 1983

2) Pericak Vance MA, Yamaoka L, etal: Tight
linkage of APOC2 with myotonic dystrophy
on Chromosome 19 Cytogenet. Cell Genet, 40;
721, 1985

3) Sano Y, Nishimukai H et al: Hereditary defi-
ciency of the third component of complement
in two sisters with systemic lupus erythema-
tosislike Symptoms. Arthritis Rheum, 24 ; 1255,
1981

4) EFITR, IVERKFE iR O KR L HEIK,

FEIk g, 135 23, 1981

Cooper DN, Schmidtke J: DNA restriction

fragment length Polymorphism and heterozy-

(1]
~—

gosity in the human genome. Hum. Genet,
66; 1, 1984
Bell GI, Karam JH, et al: polymorphic DNA

region adjacent to the 5’end of the human

6

~—

insulin gene. Proc. Natl. Acad. Sci, 78; 5759,
1981
7) Krontiris TG, DiMartino NA, et al: Unique
allelic restriction fragments of the human Ha-
ras locus in leukocyte and tumor DNAs of
cancer patients. Nature, 313; 369, 1981
8) Jefireys AJ, Wilson V. et al: Hypervariable
‘minisatellite’ regions in human DNA. Nature,
314; 67, 1985
Litt M, White RL: A high polymorphic locu-
sin human DNA revealed by cosmid-derived
probes. Proc. Natl. Acad. Sci., 82; 6206, 1985
10) Tateishi H, Nishisho I: An anonymous single

9

~

copy chromosomal 18 probe associated with
a fequent RFLP. Nucleic Acids Res. in Press
11) Monaco AP, Bertelson CJ: Detection of dele-
tions spanning the Duchenne muscular dyst-
rophy locus using a tightly linked DNA seg-
ment. Nature, 316; 842, 1985
12) Ray PN, Belfall B, et al :

dreakpoint of an X; 21 translocation associated

Cloning of the

with Duchenne muscular dystrophy. Nature,

318; 672, 1985
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Wi A28 3 HEHEFIG0SEBE BF Fesft 50t

Ornithine transcarbamylase #{ZF® DNA &# %
FA U7z Duchenne muscular dystrophy @

RRFZZW DR A
B H & & &% #
B STHERETT | BB
Mot BB OF O OIL, B FF 5
o o#E &
B KRS
& R —
FE ST AT | B b R e PR
E W & '

E B

5y F OTCeDNA # 7= —7% LT DNA
B X5 DMD BRERZEZWZ A2,

BAA-EER (B9 6, Zi:96l) o
FT, HIREE Msp I T 6.8kb/6.2kb @
DNA Z#pHct&h, ~7 mE&4iL 9 fld
201 (22%) TH-1co Eic 4.1kb/4.0kb @
DNA %E) Taql RL->THEBIh, 7
vAD MBI 0.89/0.11 Cho7t, Bam
HI cix B3 R & niehote, T v
DARE—=VvHEKEREL HizoTk, Th
LOFERD L, BAANEREBORALA TR 7
VADHBIBIED R LT R IhD v KD

AP = VBTSN ) R EETAZ L -

NGRS NP TR

DMD 3 KA BNTHBERFE LA 15
FT Taq I WIXBHHLRHE IR, ZDid
PRDOFFHRT Msp 1 10X b (RHEEZLZH A 1T

27126

FLoIC

Duchenne muscular dystrophy (DMD) %

RIFRYH 1 AH

B OALHOMEE RN Y L ARFELOKBT
Hb, HLOPIFECL bbb 5T ERIZBE S
IR THE LT, BRhkEiEd AllshTw
£\ BUED & = AW FIBWNHT SR EARTTRE
T, EHlEZH TR EE 5TV 5,

JT4E DNA Offin 507 7 v —F k&
LhEL DR IED T D, TD1HE LT
DMD @ EFHEDE DML T D DNA SHIiC
X B HAETIRZE v LA EZE SRR T
hichED LR TW5, LaxLBATO DMD
D DNA BT 5 &R RIEE,

#4113 ornithine transcarbamylase (OTC)
JWET-D DNA 8% F|H LT DMD © DNA
LR N

5 &

DMD B EK IO TR fe S TE 3 Bt
9 PIR Ot 9 o AMfn X v #hiHi L7c DNA
10 g, OTC MAETFIZBY L T il DNA %
Ba L LBz L0 MbRTW5 HRESE Msp
I, Bam HI XU Taql TYUMLT 0.8%7»

B — A SV THKRKE % T 7c - 7c#, Southern
7Ry MEZEHD DNA %45 Ahb=trt
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R —RART 4 B FFYVART 7 — L, =

Frae—AT7 4 LR —%HE FiC 80°C T
2 i} baking L7-#%, 5XSSC/50% + /L A7
I /5% Denhardt #/50 mM g+ + V)
2 (pH 6.5)/150 ng/ml KIGE DNA DK
WT 42°C 12~2405fd]f v F =P L TFV
NATY)EAE—Y 3 VEITIE ST ~ T
FAHEX—>3/ixF 9 b OTC © cDNA 7 =
—v, pOTC-1Y X b Hind IVTYIH LA
insert DNA % %P TS_XALT7r—7¢
L, 5%XSSC/50% /L A7 I F/1xDenhardt
/20 mM B + Y v 4 (pH 6.5)/150 reg/
ml KIGE DNA OMBEIKIC 1 lane 24 1%
10° cpm SNz T 42°C T36~48WfE 1 v & o ~
— LTl otce "M 7V EAE—Y g VE
D7 4R —DPHL 2xXSSC/0.1% SDS ¥
CTE# 154 2E, 0.1x SSC/0.1% SDS ¥ T
50°C 1Hf] 2 Ml T7cntce 2D 7 4 L& —% 1
D FEAE i —80°C T4 H~10HMIX# 7
A NACRERERTCHF -+ FH ST 7 4 —%
Tic -1,

% 2
1) HAA—##EFM T Southern 7= o

oA TYEFALE—Y 3 VOFEREZE1LIRL
72o Msp I Tit 6.8 % » <A % (kb), 6.2 kb,
5.2kb, 3.4kb, 2.2kb KU 2.0kb DV F
A I, L2 L Rozen HOHE? &b
% 17.5kb, 5.1kb KU 4.4kb O v FiZkk
WEhichot, £726.8kb & 6.2kb D3
FizsMEicic-Tkh, ZhboHBHE LS
P9 GO 9 Bl Gt 27 < Yefafkrfh 6.8 kb
7 4(14.8%), 6.2kb 7% 23 (85.2%) TH-
Too Ftoieth 9B 2 6 (22%) H~T R EER
*hTHoto Taq I Tik 1.5kb 225 4.6kb
ChlcoTTARDAY FHABRIER, 4.1kb O
Ay FE4.0kb DAY FRERT I - Tz,
B IFICKTH 2 b0 HBIBE X 4.0kb

%1 Frequency of each RFLP in the
Japanese population

Taql

fer?ga)le r?;)le total heterozygote

Msp I 6.8 2 )
2 2/9 (22%)

6.2 1
Taq I 4.1
4.0

= 00 = N
oo

19m

8.0m

3.0

2.3 = Bk

1 ABAA—BEMCKT2 DNA SHoKk#E.
Bz L7z18BI7s L 9 Bl 5 % 3 2% 7Rk L7z, DNA Ui - 7o hlFREE R 2 % -~
FAD IR LT WD, Z-ARAEMOBYEIZ Y FOKEZ (kb) 73T,
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2 11%, 4.1kb % 89% T#h -7z, Bam H I
Tix 19kb & 8.0kb DX EH LI AV F
DIEMIT 3.0kb & 2.3kb D 5F\ v Fl
BHENT, ThBD A% —ViEFXbR18
FICTNTIE U THRIRB S hich - 7,

INOLDOFERERIICE LD,

2) DMD FFZTD %Mo ik

X 2R L7z DMD %% 3 KR/l DO\WT, —
BEMTERoOBE Stz Msp 1 O Taq 1
TEMEPHE L1, Mspl TR 3IRIhic

4 Om
2

B2 DMD %%,
M x DMD %, Bl (2 DMD % L8
bhs#, O HMERZEYRET,
FmE TR TR L,

3.4

B3 DMD ZEADEBOHFE (1),
HIFREEFE Msp 1 iIcDoWTHFE L7,
M‘iﬂy P‘i,ﬁ\%&fﬂ”}‘ro Ia Hr HI‘I
2 CrEhtz: DMD H{%xmrid,

4.6

4o |
2.8™ |

2.0
1.8»

1.5m

‘E4 DMD FADEHoKE (2),
HIREEE Taq 1 T THREL 7=,
EE5RR3 EFEL,

o, RGEORZIFRLED 6.2kb Dk
EHAME LI o T, Taql TIEEKR1 DF
Wi DTN 4.1kb/4.0kb D ~F A AL 1t
S>TWB IR STV PS5 TL, BfE
AiERFTHD (K4),

3) EREZW A LB L6 (K5)

S5 AHBOVEZDSHL3 A (K5, TT-1,
3, 5) #* DMD TH5iEm (X5, M-6) X
DRI BliA ko Bhtc, CK 1k 160u. &
BED A% mRL, B (X5, M-7) (% 1340 u.
LEW EETH -1 TRE I 46, XY D%
BE R Lo, FeHRZE O RD IR A Hirie
Mo tohs, FeURE RO O WD S Mk » 5
bh, Zhb 4 i oWT Southern 7 = o b
fENT 21770 - 1o IEMDORHE Msp 1 T 6.8kb
/6.2kb D ~7 v KT, &L 6.2kb
DAY FERLIS, EmDOLIIE 6.8kb D
v FoRH S, iERHE 6.8 kb Dk EHAA
Thollo ZNHLDFERIXINS L EDORERT
IR DMERFE T 2 LR RET 5 (Bib),

z B

DMD {RHFEZ KD 0T X YLt fkh i X
NIBETF 720 Uik DNA BB 2458 3 53,
OTC &fEF1% DMD BB THICh e b EHEL
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6.2 6%2 6.8 6%8

H5 RINEZE OIS

HIRREER Msp I DEROMEEAX T LD, 51K 2 LEL,
% lane D FDOHUL 6.2kb/6.8kb D v NPT 28 TFHRE A

/%Lfli)@

THAEL, DMD {RIAEZBE DR b EEMES 5
Fe—7D12TH5HY, §TIC OTC cDNA
7 e =7 L LIRAGZOME RS
L03Y, DNA %R% 8% A0ERE LTLd
SUES Msp I O Bam HI #FIH LT3,
Rozen H D HHIC XX Msp 1 Tt
EFD 69% i ~F r iR ABIEER D L
52, ThIHLHEARALZEETIE, BELLEK
PVPIRDS, ~T r G RO Lot 9 Fid 2 i,
2% Thot, ok +d OTC ¢cDNA % H
\ 7z Southern 7my A TNV EALE—
3/ TlX7 v b®D cDNA HWI-ZhabE
b Y FiZhnz 17.5kb, 5.1kb &0 4.4
kb O A v ¥ IR TW5Y, 17.5kb @
AV Kz OTC BETD 3 bkt sz
EDHBRTWED, BHLHEDXELT » b
cDNA & & b ¢cDNA THEMEDIEL feo T
DBEFO S RO I Wit srboLBbh
5, L LEofhio v M, Hill bk i
OB D BN X — V3L A UTAE
H7c7Et4EL, S v F cDNA 2’7 e —7 L L

TRPCFATESLZ LB RLT WD, —J
Bam HI Tx 18 (16) kb & 5.2 (5.4) kb »*
VIR SEIIC e TER DY, ~F e EHEOK
HHKIZ50% L EnTuw5 (Fox et al) 73,
BADRERIT b ELL Rich 18 (16) kb
DY PR ERT, DT 8.0kb, 3.0
kb JU¥ 2.3kb @3 v FAEAN BRI 184]H
LHCHEE IR, ZHIEECEAE BAAL W
5B IR S M e BRI XA L0 L]
bNURENVBEBLZ L THD, Taql IKPIL T
B 11% D ~T e Th oo b\ 5 ¥LH
# (Fox et al) DISMCEEL VT — 2 A guas
FAco7 VAHBHEELBHREIC X > THEBR
Te~T R R RIZ20% TSI LIES LD
ThHb,
Ihb—BEROBER»LELRHERIZA
ANEM LR AEFT, ~7 rEHiRD A
Kb TAAVINDAR—VvETHENDDZ L%
IR L, S BEAAERTO OTC &
fafo> DNA %ZE%F|f L7 DMD RHEZ
WroREM Y RETH2LDOTHS, K, T v
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I OTCcDNA BHEAFIATED LD THD
EARL, SR ULMONIREREY BT
AR IYBMIRE ETFBENTED EED
Wb, BCRBELED TIT LELN DB,
X5 nilF—20d i DMD %%
BFRFCOWTRRAAZH L RAA T, KHR1D
ZFEREDO T Taq 1 TEHME R LG,
CDRFBOWTIL Taq I #HVCTHREZZ
Mo X RFIM O BOMERVIARRE L Bbh
b '
(REZZHIOBRGEAD B o 1 JIORRTH
W& BH O KRR 1T TE - T2, R 6.8/6.2
(kb) ® DNA ZHxRT v FDH>bH 6.8/
6.8 (kb) OFEIWHAHKTH >, ik 6.8kb
D~ A, L 6.8/6.2 (kb) O~F =i
&k, W& ZD DMD BEix 6.2kb O~ 1
LR THoTe =D 6.2kb DAV IFEAELS
XYufafk Lo DMD HRBZTFH defective i27x
S TWwbEExbR, L L 2o DMD #ET
L O RABEBEIRTELLOTHILD
DRI FEREOWHEMEA D S, L UKEH I
Bhb 6.8kb #AUAXYfatkh ZiFOWT
b, 3L DMD & OTC BT TR
iz oRFHRFEEEBE TRV LB S h
b, OTC ®#FIHA LIzt COWMEILED
BRI 460D 5 B 34, 6.5% ILARNMNED L
N7, fE- T 90% LA LD TER T Z D KETH
BREZE TRV EBM T LATES,
BOEHRVC DMD BT LD 00—
NI LEED DNA Wik GATWS LB
ha7e—vhHEgEIRS?, 20 DNA %
Fe—7 L LTHIAT 5 L X v {REEZH
BEHTEMCEh, ¥4 DMD #EIEBETFL
TZ1~2EDBICHLMICENDE LD ER
bhbd, LHhLoD 72—y Rt
FIRIRD X bDXrokiTicsd LEBL
h, ZoE OTC cDNA *fioifhd DNA
PR L TS B &M\, 10%8 & W52
RIIBEREOLDIZE o THRODTEHWLDT

HYRABROLEE 2D DO Tiev, Zhes
L DMD BEFHIREIRALI I =2D 7
e—7HFATAH LI D EREAET &
NTED, BEHKA<ZZDL 57 DNA &L
T DMD #fETF X hEffllo DNA 7 »—v
AFFRFPTH S,

BB, Ty F OTCcDNA 5 T3 V¥
L e B A R B SRR B O R IESERR e bV
W HRAS R R 23N R SH R B e A TR A
LET,

X B

1) Takagi M, Miura S, et al: Molecular cloning
and nucleotide sequence of ¢cDNA for rat or-
nithine carbamoyltransferase precursor. Proc.
Natl. Acad. Sci. USA, 81; 7412, 1984

2) Rozen R, Fox ], et al: Gene deletion and
restriction fragment length polymorphisms at
the ornithine transcarbamylase locus. Nature,
313; 815, 1985

3) Dorkins H, Mandel JL, et al: Segregation ana-
lysis of a marker localized Xp21.2-Xp2l1.3 in
Duchenne and Becker muscular dystrophy fami-
lies. Hum. Genet., 71; 103, 1985

4) Davies KE, Briand P, et al; Gene for OTC:
characterization and linkage to Duchenne mu-
scular dystrophy. Nucleic Acids Res,, 13; 155,
1985

5) Brown CS, Thomas NS, et al: Genetic linkage
relationships of seven DNA probes with Du-
chenne muscular dystrophy. Hum. Genet., 71;
62, 1985

6) Monaco AP, Bertelson CJ, et al: Detection of
deletions spanni the Duchenne muscular dystro-
phy locus using a tightly linked DNA segment.
Nature 316; 842, 1985 .

7) Ray PN, Belfall B, et al: Cloning of the brea-
kpoint of an X; 21 translocation associated
with Duchenne muscular dystrophy. Nature,
318; 672, 1985
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Wiv 2% 3 BEFATI60FEE B Fe s i3l

TFavyRBHC 2 o 74 —RED

REBEFRFEICONT

B ®

FaVve YIUBETH,EH AP 7 4 —JE
(LUF DMD L ER) o Btk B iconTid
RETHFCMAI TR, RIEX G
BB T BMEFHBALOGFERH SN D, R
HABPENDOFEL D L LTEAIRT V3, Fi
EOPLHE (S. 59) KiMT, 4k DMD
BREOWCTREEETFHERE YT - 8 E,
HHEMET S hot-spot AEFEHET 54
Z]ELI, Ll, EROSHRBIC I BY
et BR RO Mk R A Yk T, B
NHREEAAY FOFERVEB LR TE Y, FiC
S FHREE D Yutath i Yuik i (HH U CRITL D
LUEND oI, T T, SEIFLIIH)BIFE
A3 BERTHE L e EE et/ Yk (High
Resolution Chromosome Banding; HRB &
B8) HBAFL, AEHAWT DMD #EEoX
Rath v FWiRiTo 1,

MRRUVAE ,

DMD %224 (13~20%, HF, FHFE
4716.09F) x4 d Lz,

ERSEE etk Y, RS O Bk =+

Y ABEIL X o712, Hlb, ~o20 vinRES I
0.2ml % 5ml ®» FA-MEM ¥ (5 %405

W INEFE

nof g TG
[T ST P4 % F LB

= W B K
W A& W W, EAR W8
RN % —, /A K 22

HoH R T
TSR 7 % PR

Bl E 2% PHAM %&%) PIT37T°C 1
T 96 MM G T 2, BAAKT 5~ 6 FERIfiC
BrdU %K 10 0g/ml L /e X 5
Bo BEEBKRT 1~ 2MHIANIC AMD Fioid s
b= A% RBES~10ug/ml L5k
SIEMEDe FERIC I+ 3 FARIERE0.04~
0.06 ug/ml &ilch Xz s, HHERTHE
{EAEMAE (0.075 M KCl T304 %17 -
THEETUR (A&7 =N BEfE=3:1) &
15, Bz, a) BrdU-AG ¥EC X 55
EHE Y FOR@E, b) 0.03% LY Fov
M X5 F AFROD 2B X 5T,
XREOEDOSFITIBRBERUCERRPC X T
s1ze W, FHTIL 550 A5 800 -3 v Ko
PR ERL, XPOEOAAV FE, AV
friE, v FBEC OV THRE L, —i
DYABARITONTUL, Zeiss tHD WAL E
IBAS2 AT A1k, AV FBEDCERW
FUYPAMY —bfTot,

HBRRUEBR

1R LUciRie, fEskik & 835 & HR
B¥EDOBE, REWEEL S Y FE XS
{, DMD OREERENTFET S EE 2 DR
Tw? Xp 21 3TEREL DAY FIZHHELT
W5,
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400 5
1 %
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(=3
o

A\

N\
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Ay VlcoX$ k<, £V 7,

~$»

o

&+

800 bands stage
(f8)

(CREMES )Y vA )

i
@
2
N
CONTROL
l?
- ER B
B2 800 v Fiio XHfafk7 v~ b A F
Yy — (Zeiss £ IBAS2 2 X %)
C : B,
DMP 3 L% o cl b et
ERD biviou,
X2 T REC LT Y b AR Y —
DEERE T,

AEfit L2240 DMD EB& T, Xp 2
B KRR, XYfafkol v FREL S
I RS FE R B D SR BT o T

HRB %, 19817 » ISCN (International
System for Human Cytogenetic Nomencla-
ture) IKRWT 3DDHY % — VHRRSH
Fops, S AURRE U RIS kT, AT

b

DA THC LR ARHRAAETADLNRS LD
LIZBMCHEL DAY FOBANATRETH B I
FHAVELDOTH D, 1§55 EHREX2000~
30003V FECTLEEbNT\W5H, LiL, HRB
AERLTL/ NS RFATORE, BHE, T,

RO RENARATERVCATREIRETE
Fous, AlEFR 4 AMER Lo dedik, willl, §i

H i R 325% &, R LR LIt
Bk el U T BB E O Ted PR R ITIC
HLTW5D,

AElE 800 -3 v Kl s2m Yefafka /T L7c
», Fie R o Rafic o THBREE NS
DERHSH (kN EbdTREWIZHET
h H34% < RIEDRD TIEHME L 78D D30

BRI & 0%, iRyt oy Yk PN I AL B
fEsa LT DMD DRk R onT

W LT 5HA, HRB IS X % FIC M7l
BHRDLETHH EBE LTV 5,

i B

“%ﬁ&DMk (25%) EkEE Yt 7

L T E 2 (I LT Duchenne HUfj

High Resolution Chromosome Banding (HRB)

1 o &R E

BrdU [A]##%

A DR L=F 2T A3
PasEEbE 0 )itk Sakai et al.

(SIS VV R S

7 2V 75 ) vEFEEEAED: Yunis et al.

mﬁ,m¢M%EW%W ﬂ/bﬁ
12.5% 360~1300
13.8% 360~1700
10.0% 360~ 850
25.0% 360~2000



oAt m7 4 —BF% (DMP) o XYfatkits RE =Y, PHEDOFRERRD Dhigh -1,
OWTHRE L, TR,

1) 300~800 -3 v FIUj-Cix BEHENSO SR R X #®
» B o T, 1) TREE : GRSV T. R
2) wi, iRk T, S v PR, BEEE £, Vol. 3; pp. 30~35, 1985
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Wi A8 3 HIRFI60FEE BT et it

ZER L b & 120MERED 317

B 3]

TGO AR 7 —OFEBIV X — 3
F 1« AT — S TORERRL b Ol
X2L Vo THBE TRV, HBRREERTH
% Duchenne oA w7 4 —fERE T
RHEECELTHLVEETH Y, Feaiics
W, BB IUEYOMESI - T T
FHL, HRLTWLEBERLETHH 5,

FZC, WHEEZ OLMEEMED 7o
J bV —x—tioTLE BELIVHE
DEBFIVHEELZPSICRAEL TRz
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