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% 2-a Neurophysiological Examination

Median Nerve P. Tibial N Sural N SEP (Med)
NAME | SEX | vy | Amp | SCV | Amp |[MCV| Amp | SCV | Amp | N 9 | N20
(mV) =v) (mV) (V)| msec| msec
1 |r. T! F |53.0| 3.5/53.8| 3.0{38.8] 1.5| ND ND | 20.0
o |H. K| F |61.6] 4.6|71.4| 4.4|38.1] 3.0|46.0(<1.0 || ND | 21.2
3 | T| M ND 47.8] 2.2:31.8|<1.0| ND | 19.6
4 |'s. x| ™ |59.1]11.0|41.2] 2-3|45.5; 5.0 ND
5 | S. K{ M |54.0| 3.5| ND 39.5! 3.0 ND
6 | K. K| M |54.3]10.0|38.9] 2-3{50.8! 4.0! ND
7 {C.I| F |660]| 80{ND 46.3! 5.0 ND
8 |Yy. T| F |54.3] 1.4[66.4]19.0|40.7: 3.5|42.4| 6.0| 7.6|17.5
9 |u. T| F |50.0| 5.0 ND 36.85 0.5 | ND 6.8 19.6
% 2-b
Needle EMG
NAMEISEE ane ik |potyhasc .U | deeressef | Biee
1|F. T| F H # m +
2|H K| F H H# m -
3{M. T| M + # m +
4(S. K| M - e + -
518, K| M - H H -
6 | K. K| M - + H +
71c. 1| F + + + +
g8|v. T| F + H H +
9|u. T| F i H # -

CHEMS, TR TREMFEMOS i,
Case 7 Cit kTR EMEZRL, Case
5 XHEERIX 5 it R LT\ 5,

RERR

#2-a, b IIHERERLWRALRLICD
DTHbBo SCV X N, D (not detected) 7»*
SRR SR BN, SCV AHETRERBETD
ERHETERN D L RBERBEXRL TS
DXL, =D amplitude X FHITET LT
WBDHEEINTH D, MCV 13LFITREN]
BETHo i) amplitude AMETFTLTW
AERCH - 7o SEP X Case 1, 2, 3,8,9T
MfTE Tk bH N9 Case 1,2, 3 T detect
TEgh o ehd, N20 & L 3EEH T
Hotco EHHHEKIZLAIT polyphasic motor-

7

unit O, recruitment pattern D EIR
L7=A%, fibrillation potential @ HBlIIA7sus
HIAIE D o Too 23 R I L ORREEIR
it B AT, SRENT R Gl Hhvis group
atrophy 23D &7 LTW5A, fokhodd
B0 Rifn, £¥MnkaHE = hypertrophic fiber
DB E R HREZ(L § AR LT
Bo KHTFHIET R TR A BIRHEO M 2R
b, PNERERHEOPRIERD, KERMEDOD
Bi7s WA R Uico StERBED IIF RikER0 T
onion bulb DB IZEA EEehro 12,

z =

LLERNRT e X 5 ARG T BEER
SEDOFHEEFRREE A R T 5 R S HRIE C
HDHEHwmIT O,



%3 MUSCL BIOPSY & NERVE BIOPSY

MUSCLE NERVE

neuropathy, mild to moderate

moderate decrease of myelinated fibers

neuropathy, moderate to marked
2 H. K onion bulbs (—)
marked decrease of myelinated fibers

neurogenic atrophy, moderate to severe with  neuropathy, mild to moderate
3 M. T reinnervation onion bulbs (—)
myogenic change, slight mild decrease of myelinated fibers

neurogenic atrophy, marked with reinnervation neuropathy, mild to moderate
4 S. K marked to moderate decrease of myelinated
myogenic change, slight fibers

neuropathy, moderate to marked

marked to moderate decrease of large myeli-
nated fibers mild to moderate decrease of small
mylelinated fibers

neurogenic atrophy, marked and chronic with
7 C. I reinnervation
myogenic change, slight

probable neuropathy, onion bulbs (—)
8 Y. T slight demyelination
mild decrease of mylinated fibers

neurogenic atrophy, marked with reinnervation

myogenic change, slight

k4 KIEfOE LD

1. RIGERERIE 2 b o o MR R M A S RE

2. FIFEFENIA0T R BT ETH D,

3. #FEIWEBDLRS,

4. RERRTEREAEETEOTEEA B VS ESRE, URADELORD,
5. TP D00 T, FHRITHEMRET,

6. WHEBMTIGNET LV ESRILRBEL Y 5 ~13FETH 5,

7. WEMEOFALEAATIC R\ A BRI diffuse CHfL, FALOEI T,
8. ERAEIRIL7c < FHDEHE, fasciculation B HHRic,

9. WOEXBUENIE, ERadiou,

10. CPK BEEAMNROhDZ L2ibh 5,

11. KRS axonal degeneration DWJHEMEDIE,

12. Ji/REFTSLIZ neurogenic atrophy 23T 525, 8\ myogenic change i b 5,
13. AGRBRCHIRBIBERIN < % — v 2Rt Lhib 5,

Namba 5% (XFHIMEMHZERLE 382 flohT Bo F 1LY X3IFIDIRFF B HEASZEHGLE D
FREEEEEN GRS bRk b DIz 2 flo i T 5 BIRERIE A T LT 2 Gl C AR A 1T fous
HhH, LrbZDd b1 flIiconTil, HERE BRI DA DOWMAD L RBD Iz L2 HE LT
e —rF— LB LDTHocE LT Who T XS IEFHIM:ITEMILE TR IIE



il 5 LA, ORISR HE
feo Tnicd LTHRBEHFHRBEET, Wi DIER]
DX ST EFELDRD,

AAFY D A PR (L R AR B IR A 3 X
ORI PIEEIREERT R X D axonal degeneration
THAH D EHNSRD, D L5 Ik HRER
B T R RS EEMIAE £ LT neuronal
CMT (Hereditary Motor Sensory Neuropa-
thy type ) &—&io kIR iEE T FREG
EHIEN % 2 b5, neuronal CMT (2§53
AEMSRIET 20 ¥ TRRBIETS &0 4%
WEIRTWAA, SERCTRIETSHL LIXL
WROND, MReEMEE P THREGZEGE S F
A BEREEY R T A4S BN
HFBEHNEINRTV D, WH & SIE MR
FEOWTUIHIES & FIEMEZ IR L TV 5 535
RO NI - T Do KIEMDOREEE
410 F EDTRIHIFEINTIIE LERAT O
HAEMICRREALTH D A, KEREFIL
RN TH DA EELE & & VFRICHRE X

hp, ThbOFRICERDT R 2R3 5RIE,
MABORE LICHUICHER L TRLRL 2 &
L b, KEEXPUFERMEAZERIED I O D
—RBHEAEZTR L TV 20N LE 2 bhil
BRIRV o

BENH

1) JIFE e, B iR R S M
R OWC. AN RELETRECTE Y
A b e 74 —EOEY, BIKE XOHET2
prge IRASSELEHRRREHREE p 167

2) JIFE £, JtE (ifES : EEEET FSH Off
EirmTARREEGERO—FR, FEENTE
HKEPIREER, HivA be 7 —IEORKKRE
B X OYEFENTIIE, METS5F BT Feii R i
p. 29

3) Namba T, Aberfeld DC, et al: Chronic proxy-
mal spinal mascular atrophy, J Neurol Sci, 11;
401, 1970

4) [FR—0B : FRITFRAMEATEIE— ABRSUEFI O
AR, ERIRME, 20; 225, 1980
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PMD - FSH type {51l
HiE 7l A.Y.|T.K.|N.M. | R. M. | G. S N. Y
iE 2 27 19 32 60 68 53
O OE A 12 15 10 17 18 16
Pl & i — — + = 5 F
WATARBE & In o 1o 4E4 18 24 14 56 66 ST AT BE
MR A £ f .3 1 . 1 —
" # | ok - - = - _ n
CPK (IU ) 121 84 99 82 79 69
X 8

AIEGIO A B LTk 25, FiZEkis L
D HZGRD B, Fl I, PUBGE A7 3R
&, [RiEHG, NERIHCBRIER &R, L
UAIEGNC 3R Bz, LB RMEIN KR
LT, AR TL, SHFENTY
R A7, U A R R S L & 3R D 7o

PhEX b, AREGNR A2 R D, whReR
DEWEﬁ%ID@%Té.ﬁﬁEWL%ﬂ§
B ZSfRAE & 5 2 72,

AAEH & P\/ID'PSH type & DEKIT D
A B3 2 A, KABiho PMD-FSH
type 5Bl& DIl HTT -7 (X8),

PMDJSaneWmW¢uw*~%? v
W4T .2 TH - T2o FRIEFEAITLETION A
h, KEEGE DXL L, w%m%k%ﬂkﬂ
EEE DM HE FTHh - 720 SBEREEL PMD-FS
H type #¥0 2 G Ym0 %
AbTh, 3 HNLEERERRD bRl - .
ASEGIOGR BRI LTk, WYt kgt n
BT DAY THS, PMD-FSH type 5

DIBATAREE & 75 - TAEFIR18~66F T, Rtk
4ED HASEFRLB L 72 b DT, LFIHRAATTEE
HR T TOEBTH Do AIEGNLITHEREM L 72
BAEL, THIATIXWBETH D, ZDHETAG
(% PMD-FSH #f & X, M PO 11
ffrohTuwa oL Bbh s, AONTBAELE
A OBINERD 2 L DD, FELITHABRIITE
PMD-FSH type ff& X% &, WHHIAGTD M
€ FOMETIZENL D EE 2 Bivte, AFTO
B g L T B B HE O R G T L A
) & XD LB OB ) - FhEiERE, LD
s <, ABIO BRI O EEFIL RN b Do s
%2 bhts, EEIEAE PMD-FSH type T
LIEWCH L IR TR Y, KEEAEF® PMD-
FSH type BRI L Bdbhied -1, 4
D P2 Z Tz TR R R I A i O
F”wft (IR K A R 7 b DIXEHITH
, JEHCTHL D LB,
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WHT, MR L 2N CEIEM TH D, EFCBAL T, HENALEORHRLETSH
PMD-FSH type #f & L EEIRIT R LA & 75w HEH BRI,
1X7:<, 4% PMD-FSH type s ZMr3hic



Subclinical Myopathy — RFF&i: IIEHE D 4 )
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GHREHCRT 2HRENUEEDO R & 72 %
IAMOHTH D0, FHRCHE & e 5 IR
BT ESE, BREMSEEEZESH, §
BREOHFTAPE R HD T2,

4y, BRUEMEHE LR IR 4 flico
AP (TR HEN & B8 1), B XU 2 v
b —f & UCHRERS, B O MR
T ARE RGO T, MENEC KT 5T
VIR EDORRE L E 2, F B ECMEAR
L OMHIE B THET 5,

MRE IV HE
FEGNEFE 1R L4 61T, BB 1.54

M IBETH T WIR D REHECRIER
<, BIRIERT, MR b R EED

noom oM R F
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® T
PR SR AET S & B R

7
PSARIPSS 72
2 N %" F R EH B K
Ehvat e £t T IR A
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Tuwish, BEFTR T m# CK fEZIX L
FEFRIEHEL T XCER@EHA T, HEN, &
RS THRELRDRM o1,
EBEIEBTEEC X 2SS EA TR
HFHEMHEELAL DALy, Floav e —nf
& LT 3PN THEER, 1 I TR L
2o

BRSNS CHBSEBREXIT 5 L L g,
B, HHROESREFML, KIARE
DA EL Dubowitz HIZ X% variability co-
efficient 7=, ¥ 3 GO LEREATIC B
TIREBEMRE T - 1

#wOR

1. FHEFC BT 5%
HE #8312 T Case 1, 3 TEEHIZ angular
fiber % 3Z¥», Case 2~4 Ik \Tix NADH-

Table 1 Clinical manifestation of 4 cases

Case 1 Case 2 Case 3 Case 4
Age 20Y 16Y 17Y 11Y
Sex M M M F
Onset of Scoliosis 7Y SY 15Y 1.5Y
Duration 13Y 11Y 2Y 9.5Y
Cobb Angle Ths—Thm Th’;‘Thlg The_L Ths—Lg
(Rt 1) (Rt M) (Rt (%) (Lt ™)
115° 53° 61° 70°
Thys-L,4
(Lt )
63°




Table 2 Fiber type distribution

Case 1 50% 100% Case 3 50% 100 %
IIIIIIIII/ 77777777,
™ S| 102.0%) V///}ngg";}l// M S| 1(52.9%) ,%ig/lf,%)/
B0 S| 1(46.5%) V/ul(lsglgj/g)/ B siis. [%)// 11(74.9%) ///
77777 A A A ST
4l 1(3.3%) W/H(SG 197 4 cf 1(33.5%) W//H(SG )
M C YD/// ’/’I’Illl]lolllll// //IIIIII/
Y Kk
Case 2 50% 100% Case 4 50% 100%
fh s 1(55.1%) @QZ&E/{) Yy s 1(88.3%) u (11.1%)
s 1.(100%) M] S| 1(48.8%) V//liﬁ"}:{/"}l/
£ Ol e 7750307 a6 1cean s 1%7
S : Spinal muscle C: Calf muscle Gl : Gluteal muscle
Table 3 Fiber diameter and Variability coefficient
Case | fiber type It Spinal M [M] Spinal M i Calf M M Calf M
I I 47.6+ 8.0 (168) | 40.8+ 8.4 (205) | 50.0+ 6.8 (136) | 40.146.4 (158)
Il 40.2+10.4 (265) | 42.0+10.8 (257) | 52.0+ 8.1 (161) | 44.4:-8.0 (180)
5 I 39.6+ 8.0 (202) | 38.4+ 6.8 (177) | 32.0+ 5.2 (162)
- i 38.4+ 7.6 (197) - 39.6+ 7.2 (181)
5 I 48.1+ 8.8 (181) | 52.4+ 7.6 (145) | 43.6+ 7.2 (165)
I 42.0+ 9.2 (219) | 45.24+ 9.6 (212) | 40.4+ 6.8 (171)
4 I 47.2+ 9.2 (195) | 46.0% 7.6 (165) [*43.2+ 6.8 (157)
I 44.8+ 9.2 (205) | 45.6+ 7.2 (157) | 56.0+12.4 (221)

(variability coefficient =

standard deviation X 1000)

mean fiber diameter

* " Gluteus

TR Y12 T T SiEHE O & § > FRif
D% BDdlc, Myosin ATPase Hi(t (pH
9.4) TiL, £2 O &L LPITBRIERI DN
LR AR BN, 20Tx14 71 BEN, 240
2o A FINBERTH -7 L Lrnfll, M
EDBARIT—EL T\ inh o foo BITIEGI 2 D
Ml CikeHiEn s 4 718 E LTbilixh
Tl ONCERMEZRDIN, TOREIX
PUES A DIRE R, FREERE B L T e
-7

#3 DT &L BRHERIE, ﬁmzmxufu
PR EKITPNREB DRI, MURIEIFER T

Hotoe O BIED KPRA% Badich,

variability coefficient (X \»3F R 250 DI
T, EWMARTH . L LRHEBOTEY
fiti 169.5 b L, TFHEMTDEIIL197.4 T,

THHERF D ITIC & H A ARROG A RS Bh

<o
2. T, BHToOZ—

HE #EOSTER 1 TIRTFHED & R an-
gular fiber OFEHERDL (K1),

FEGI 2, 3, 4 TBWTXBTHEME RS
NADH-TR (8 12T, Ml FIC f5iEtE e s
L OBMEDIFIE L, PAS Jufa TIEYBA R D
DRRHED R INE BT,

Myosin ATPase #{5 (pH 9.4) & X% #
HERDOME T, FEF 1 Tk x4 7N EERMT
B otehi, D 3 GITIREITIRIh o too HRHE
B LTUL, #30T &L, EM 2, 41Tk
WTIL 24 7T B BHfEO TR 24 7 TH
ﬁﬂﬁ@ Thiby, ThTh 19.2%, 22.9% /I

, ARz A7 ] RO/ NEIL R ED
([Zl 2 .
WHIMEZE T, 7Y 25 v ORImaiHR



Fig. 1 HE stain showed the presence of
small angulated fibers.
Calf musle in Case 1 (400)

Fig. 2 NADH-TR showed type I fiber atro-
phy with slightly increased oxidative
enzyme activity under sarcolemma.
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W, Fix oBFE TR T BRI 4 Fik
2 BITERS A, MR & BRI —E L
Mot TEGI ISR WTIE PN, BHEG & b
B AR DA LA RS B, o 2 FIT
T AR A T AUARAE R X D L ISZ LA B/ &
¢, variability coefficient 73250 LL N T %%
DT, WIS KR 1 715
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2L AT HERT AR AE L CE o iR i 320
LLTWADOTIRAWhEEZ BN D, KT
TOZY) 2—FyORMPe I a2y N T7TO%E
iz, HNTO =51 F P HarDZE1L
PELUTUW AR AE XE, THEfico 1 3E
(rd, FOER v v ATPase Refiic it
T3 RIEHCEPE LD L BDR D, K
X b, BESERA S DEAEN L 3 AT —
Fiolt= = — v ARF - ENCERECEEY
JUE L THBIL TWL A ATREMEAE 2 bl BB
B 3Y, XK A F—CBRHS A E
fla B L, BT 1RO WA R,
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BrdbHEBDRBEDT, 45K BITIEHFD
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1) FHEHCROWTIRIE, TREOLELL1D
AR ORI A RS TN, M, Ml & OB
ML T - 12

2) BEER, BT 1 H T SRR A
b, 2 BITRRUENGRGE® 1 7 A FEZ R
BB R D - 7,

3) JEERPLEDRS 7Y 2 -7 VORI
ADTo

X ®

1) Dubowitz V, Brooke MH: Muscle biopsy: A
Modern Approach. WB Saunders Co, 1973
2) Yarom R, Robin GC: Muscle Pathology in
Idiopathic Scoliosis. Israel ] Med Sci., 15: 917,
1979

3) Yarom R, Robin GC: Studies on Spinal and
Peripheral Muscles from Patients with Scolio-
sis. Spine., 4; 12, 1979

4) Kumano K : Congenital Non-Progressive Myo-
pathy, Associated with Scoliosis. ] Jpn Orthop
Ass., 54: 381, 1980



Lobulated fiber % & -7z 3 /8 F —D—4l

¥ a % ® i M
T R T AR b
W hE B U i, F A £ BB
i T 7
R T R b PR
M o4 W OF B AR B OFH
S N -

g B

REGIE 31 AR F T 15 R8T X b PURE D HZEHA
#%7-1L, CPK 1856 IU/L (8-80) THEMX
TR L Z R LT, AR TIIEBIT T
GT Ro THM FARERITHRE D, ThiXl
FELE 2 = =R PRTE, £
—3% LT DPNH MU' PAS %o Ciifhtt%
R MR RS, BT LR ORI —
F LT, %KD glycogen ER KO IEFH MEED
mitochondria % iR myofibrils D7D & 72
N 5N 19734 Bethlem HD\L5 lobu-
lated fibers DFT L%/ L7z, AR AL
9 #7 Cit glycogen & 34.2mg/g Wil
i (16.0+5.2), debranching enzyme (limited
dextrin #§1t) 0.91  mol/mg &M /7% (1.79
+0.51) THH, HEERRME,AEL bhi, &
NETHE I HERKBIE & g2 &, v
K 22D HTEUT 228 FREFT RICT, Wb
P % lobulated fibers &5 L 7cfiifidicn» 7
DTHET DO LEEE X MARET %0

B 8

Ll 4 ik, PUREOBZEME & LFERT
EHRME(EE RL, HABT BT PAS
J2 08 DPNH 3yt iz, @bt @ sarcoplasmic
areas & b o IofEfEN LT A DI, BETED
Wi —F L THED glycogen, glycogenosome
J2 0% mitochondria D#FESZ RS, 19734

REA RS — IR

Bethlem » D\~ % lobulated fibers DFTRY
#r L, 45D debranching enzyme 54
AMETF L T 7D THT DO IHRINE 25 % In 2 #t
HT %

Efl

S i

BURIE : 4, /NEMICREE w2y, 155
G X ) mRER S DHBL L, 20iREE X DT
B OFEMKR DO, BLALERT, &
TIBEEX S - THL X5, 2TEEND
RO, EBRFHFIKOE, ToB

R. U. 31i%, Hit




FEPARIRICHEITT 5 72, WHFISOE 4 H 4 F}
Abt &7z,

FIERE « WL & BB MR
DEFEBILL

BEAME : 205%, MEMEDHHE)HHEC TF %
50 T\w5,

ABERFBUE « —RS AT WL 7 <, it
SERPT R TIE,  ORERIRE, IR R IS R e
<, FEBFRCRPUBEALE - BT - Ao f;
THETF, Ot D O 55 2 Ro 7,
Gowers #fE# Y, HITXBEETH D, &
MRSHEER S S ERET L, FRUxMEL
Too RN AN 7c\ o F 2omllA S, RS
B & iR tc, MO KT s+ + =78
Rix o, REREE, BFEBIREE L D
Vo

AT R - CPK 1856 TU/L  (8-80),
LDH 688 W.U, 7L 75 v 1.39mg/dl, GOT
57 KU, GPT 58KU, 74 F35—+ 13.11U,
tuFhibEfzmrL, Kbz v 75 v ORTE
B2 v7F=vol&fixmLic, TOf, B
BB « —REAEIEFIRE IR X, Fi
MrpOFEE » €L e VEILIER T, 75g GTT,
HUDRBRBERE, SR Im RSB & ff ik o g
T o oo BETERITIE, VUL 67 A5 A7 1 A
R % 3R, MREEIE L B TH -
Too FICH CT, B3, LOERTFC R
X,

¥BETi: HE 3:fn, Gomori trichrome Yu
IR \VT, HRMEI K DIREL R B, —iF
iZ small angulated fiber 23R X575, %
< IX cytoplasmic mass % % - 72 small fiber

el

EH 2 HE jf

EHE 3 GT #fu

ThbHo E2HHD internal nuclei 3% Hi
pyknotic nuclear clumps, X 5iZ fiber split-
ting > 227235 rimmed vacuoles, ring fiber,
HIE DB N & OFf R iBdtz, Lal,

Iz b HAZ 2T ik, Gomori trichrome %sfa T
P T REERTYF D, Thud L Lk
HBHNE 7 r—— B T [ 5 R
M#xmRL, TOMIc—% LT DPNH 5%
OY PAS Qefa TG A R TR R o 2 &
ThHb, ¥1= DPNH ¥ ftTIZEB 7/ moth
eaton fiber # 3l 7z. routine ATP ase %t

BH 5 DPNH %1



(1Tl atrophic fiber (X,
HAHDS, 2 type predominancy, grouping (X
£\

EE T, Gomori trichrome, DPNH JZU*
PAS Yt T kg2 b h R g TR
D7 e —os— RO, Th b O Y
{= -3 LT subsarcolenmal space JZU' inter-
myofibrillar space IZ% 5D glycogen $H L O°
mitochondria # &7z, #5% L7z mitochon-
dria ZDO D% REFHBELRL, HAK
5 EXFRBD I

Glycogen Ff7ix, LI LX glycogenosome
& bittc, Myofibrils (ZHLL & 91k, $/ME,
FLFID i, F Wi Lol a2ild s,

type I, type 11 T

FroflsloFhsn i bh, JEAHNT, L
¥ LIE sarcoplasmic mass % ff 7z - 7c ring
fiber A I %,

EBT O AL 70T Tk glycogen HrE:
34.2mg/g MiBEE (16.0+£5.2) L EfE%R
L, debranching enzyme (Z[¥] L T (X phospho-
rylase limit dextrin D #§{LHEE0.91 mol/mg &
H/%r (1.79£0.51) C{Efli% /"L 7z, DR
EROBEFES L, FEEETGATH -

Fi2Y voRBRD acid KO neutral & gluco-
sidase {HtE% (% UFED lysosomal enzyme
RIEFHP TS - 7o

z B

Lobulated fibers (19734 Bethlem HiZ X
DD THRE Z D, #8503 300 i DIED
TR R D R B E 2 B, FSH  type
DZEREIE 7 ¢, Limb-girdle type O fZHii
iE 6 BT, OOV L  BlZELT
%, lobulated fibers D4 & L Tix, KB
< PAS JZ0° DPNH B @ subsalcolenmal
space XU intermyofibrillar space %% -7
fiberss Z b, HETRFMMICEED gly-
cogen, normal appearance @ mitochondria,
i2JE D lipofuscin FRI DO EHEG L H A L&
NT2, RIBTIE, BADIZET FRIEDOH
FEfEH R Lofl® T, lobulated fibers 1L
Lot AR DTV ABA, B A7 rectilinear
profiles # A3 % lysosome DA L D lobu-
lated fibers & [X il U silififkaidfE & L CHRIEL
foo ABICHVTIE, PIBEDOHEMEXRRL,
rectilinear profils ##H73 % lysosome (%7%<

xK1 AEBRBOAFHONRER
e X
phosphorylase
a 18.6 23.9 = 7.9 (« mol/mg &H/4)
total 27.5 39.7 +12.7  (x mol/mg HEHA/%)
debranching enzyme
(limited dextrin {#41t) 0.91 ! 1.79+ 0.51 (# mol/mg &F/%)
branching enzyme 0.74 0.77+ 0.12  (x mol/g EF1/7)
a—-glucosidase
(PH 4.0) 2.61 1.78+ 0.92 (n mol/mg Z&[1/Ff)
(PH 7.0) 1.75 2.53+ 0.88 (n mol/mg Z&F/Ff)
glycogen &kt 34.2 i 16.0 = 5.2 (mg/g M)




%2 DDM DXERHIE RGO bz

X Bk ZS il
¥ E F 4 3 ~605% 15%%
7 P&} % A 1T i R fr
' V3 BALAFEEN F 7oik W
Wi B 7). - PHILS O % At

I # CPK fii

5t E R

HEEREZEE &

moow K R HEEE LS
oo R AT R
TR 7Y = — & vir@ + -+
glycogenosome + +
rimmed vacuole + +
1 SN R + -
lobulated fiber =) +

Bethlem ®\>% lobulated fibers & —F L
T RA % Bk, Lobulated fibers @ X 5 7¢
muscle fiber D ED BLDOFRAL R TH
B ABITE, AR O AL B B
WD glycogen D, debranching
enzyme DEHEDET &5 & X b BEEHHII
BEWS T ENEEL BRI,

ZhFTHE I debrancher deficiency
myopathy DIEHP S LARMI &L 2 HET5 &,
WO D HETHUT 52, IHRERTRCT,
Wi 5 lobulated fibers R LU Zo#ithitds
Mol

ThbDZ &Ly, FHRESFIT lobulated
fiber &2 S MICHREARIRIE D —BOIEHT
13, AbFEANCHEERITE (debrancher defi-
ciency myopathy) #EFREE L TH L TH
LUEND B,

T & O
1) 315 HtE©, FRIRN BB O 2%
R, HBAHE T lobulated fibers (1973.
Bethlem ) %S HERD I 1 fla it L,
2) Lobulated fibersiZY:¥iT subsarcolenmal
space 7% PAS KUY DPNH -Cpici(n

Sh, EHETIZEHD glycogen FU¥ glyco-
genosome XU mitochondria DIEFIL L b
55(:07‘:.0

AR O A ALFHIRAE Tt glycogen D1
fn, debranching enzyme DOIEMEETAED
bh, BERURIIESE 2 bhitc,

X Wk

1) J. Bethlem : The Incidence of Lobulated Fibers
in the Facioscapulohumeral Type of Muscular
Dystrophy and the Limb-girdle Syndrome. J.
Neurol. Sci,, 18; 351, 1973

2) KB : HERR R H 3 5 R D TR RS
FED 14l EEIR#HE, 18; 532, 1978

3) N « BERURIIENC N 2 BR A o B
IKHIEE, 24; 453, 1984

4) F)NFE— : Adult onset type III glycogenosis
D10 EEIRMEE, 23; 661, 1983

5) HIERP— : KRR AR L, IIEKE D
TRERURIIR O—BA Y. FRIRTREE, 23; 473,
1983

6) X 8L : Inclusion body myositis D%
B 1L 7: debrancher deficiency myopathy D[R
Bl 3, 19; 1321, 1982



R BT 51T B EHEhRE SR A
(lobulated fiber) OAIEA T

BE

et hg L H O # K, A H

E=3 &

“lobulated fiber” &\ &L, 19734,
Bethlem 57368 | T ¥ &7z ffRAED 45
Bt REFM ZILC EH LTHFAK LD TH
%o 4l K4k, 694 GIOFAERD 5 b, B
1< lobulated fiber O R B 724D
RO WTHRE Lice £O459, (1) lobu-
lated fiber (%, FEHsIfGi o A b v 7 4 —JE Tt
LI DdHbNDBA, ZoOffl, FSH &, facio-
scapulo-peroneal %, X 5iZ Becker I, K
P4 BB HIRIE, R~V v AT —igd
S THR bittz, (2) lobulated fiber D#EHE
R L T, BRRATRBLNTEV,
L8, IR L OIBHADETSH %,

B ®

“lobulated fiber” & \» 5 5 #E (X, 19734
Bethlem 5 7 YBAMICHHALEK O B%E0: 5,
THRRAEI 2 U D FR B T iy BEIR DI RE AL
BHLTHE LD THD, ThIURFNT,
Brooke 52 (& DPNH R T I EDdBIS
Yo PO EE A\ P D “moth-eaten” FED 4
LA LT B2, B2 —DE(ED S
AERBICLBLONRHERDDHDLEIAHTH
Do AP 1k, 1978 4RI IERIKGR & CBRNIC
lobulated fiber BT, EEEMICIZ I b =2 NV
7TOERKE LI, BRIV /S —akhik
6Wﬁﬁﬂwm%hm%ﬁ%&tfﬁ Lo

=T, BT lobulated fiber AT 5

— 21

iR ok A |
P A A T FUM R e Py

PLES
F 7SI R SUM B R PO

% ¥ 8L, H B M 8k
HE YRR =R

SE GO BRI W TR L7

¥ R

B Bk =R, ROTESLIREATH UM
B TR fitT Ttz 694 1D 5 B, lobu-
lated fiber D HD BN 24 FITH D, T,
Bethlem 5 lobulated fiber & &4 @ Hifiikk
A & BRI g ] DB L L B S D
7%, Brooke ©»® moth-eaten BEDZALIL,
I hE#% o DPNH Yok 3R OL L%
EWRLTWA EHEEIN D, ©Z T moth-ea-
ten KEDZE(LIZRH T, lobulated fiber £RT
TeVREGINE, SR DA HIERSE L 7.

BRESUEBR

%3 lobulated fiber DIREFMEEIL, K
BARYICIZ DPNH %o T Fi#f T i il 2> D

s" AV" Py
%§;:f?11
o
3 -y$&§
‘h&’ :

B1 lobulated fiber @fc@fgi
(NADH #ff, x200)




SRAED PRI [ 95 5 /NHER B B \ % ik D
BROVEZETHS (K1), %IIED
type 1 T Hko L4icblc-> TRDH
han, FRCKBEDOH B\ type 2 D
MB35 2455, lobulation DFEE L, Y7l
e fins b, JEMIAYTEEED lobulation %
R WRHEE T4 THEH, HAIZ—oDIE
BRELT, 12b5EMcHEL, grade 5%
BRIGIE Lico BB, BB TC=fA
R R WAL T it s < b =
VEIVTRISVa -, FA4Y S —AkED
sarcoplasmic collection DS L H B I T
W3 (®2),

& T lobulated fiber #743% 24D B
DWFIL, BHEGCA e 7 4 —EARLS

{11 T, FFHRBPHRLDETEDS L 154
Thbo TDffs FSH B A + v 7 4 —fE2
o, BUmE T PE R A e 7 4 —iE 4 f,
Becker H, JeRM:% B HfE (AMO),
FRY VY IFAF—RERNENRLIGTOTH -
1&s

B B o 15 B BRI M Tl Bz
BIZFET, BIEFEST L I 0540, Tk
BRESDL 20 035 60 F & &lF itz - T
%o i CPK X 2FIT LR %o, HHHENX
L — I CRAEXED 5 i 2 HIFEEZ b2 R
L7, ¥, BRFEALRENCESCohT,
lobulation ¥ 1AV & 7e B A1 A vt (£
1), FSH Blix 2 fl& & FAEEAPEL, [
i CPK fEix EA L, MEXTRMGREEZLE

HiEE 1] IFS o . -5 g e gt g ighgr T 10- T

jéd 5 5 %« &© 5 B B & £ B %
A (B 66 42 54 41 20 40 38 52 50 48 44
it Z|l B 6 6 H 6 60 60 60 B B W
F oM £ 4 40 10 40 20 12 20 27 37 27 15 14
M % CPK | 171 302 653 80 767 374 182 91 264 285
W O E KX M M M M M M M MMM M




E3 2
JE R LG H FSH %!
#iE ] 12 13 14 15 16 17
s Pil i 5 93 %
A (B 50 35 58 29 62 16
Siy fz + +H + = () )
¥ i OFE A 20 3 10 1 15 33
m # CPK | 110 101 141 170 1425 182
o o X M M.N M M M M
oo fl | EMA R liggs JEL ik
. NBSESR AR AT
E3 3
(g A PR A B C
I il 18 19 2 21 22 23 24
s & & & K 5 % B
4 (BER) 4 42 32 48 40 16 23
biiy =z = =B = - (S I
R OE E 4 20 30 15 30 11 1
i #% CPK 15 20 1132 20 305 35 330
& @\ M M M M M N MN
z ) @‘
A : Becker ! DMP B: AMC C: =) Y 3iFAF—

T UTc. HERETPHEEE 4 PITh DD, 2fl
it GBI RS b, miE CPK fHix—
FILMMRIER TH D, FiEREEmREL
Emlile (F2, 8)

K24 D 7 H T, FRC B H B IEHIT DL
THhNB 2 LiCT 5, EFFRSI8E, BETHE
LTW5A, U4FORHHETHOLETHS.

Wi CYEBEMIC 2 LAY 7c  lobulated fiber
D, FBEBRHCERDO I b2 FYT -
7Y a—4vELdic, E K7 rectilinear pro-
file #R2T2554 7 V—anSHRdLAIT
LTHB, ZDIEGIL, ERIKROFRME L 4
BOREEL D, oo BHRANDAREHS,
¥ KEED FEERY K25 LT HRELIEMNLE

— 95 =



4 FEG] 4 OFfAEBER
(NADH %8, x200)

zbhi, EAFS 9, 10, 11 XEEHEG A
e 7y —EDFRHTH YD, BHEBRFOES
1%, 50, 48, 44X TH %, lobulation DFREEIL,
FEM 9 1% glade 3, JEMI0(L grade 2, JEf
110% grade 1 E4EAIC 7% FE lobulation 2343
5E4 Lt ->TED, lobulated fiber DR &
WS g bEBRE G Rl ch - 7c (M 3),
THEGIFERS 413, 417 O etk CHKAC 2B
Mo A+ e7 s —fECEL, HERTRIE
ff17¢ lobulated fiber 723G Hhiz (K4), &
AHDLDOMRIE, 162 THIKAICIE small Ji%
ELTRMSh, HEMLALNDD, Fidki
T lobulated fiber (%4> < & Bl » 7og

S THA DhfT L7c 694 FID LM TIZ, 24
BT lobulated fiber 2338 Hh, FEHETIZE
WRFCA MR 7 4 —fENRD £L, ZOft

FSH #, HfREHBEE R E4EBTADR
7o Bethlem 5%, 300 D 44T 13 HlD
lobulated fiber % f5fiiL, 7 A% FSH 7,
2P A + v 7 4 —iE, 2 GiHMEH:
Bt HZESIETH - 72, lobulated fiber @
REFREC O LTI, BRETRELATIR
IR, TR ODDREGITIE, FRKIE R
& E LT HIC I BB ~ D e, i
lobulation DFFRZDO I b =2 v K ) 77 2 —
Y, AV V= Akl EITHEREHADOFEN
MOl B A[EEMED B B,

E: )

SRDHEBD I ps53 5 lobulated fiber %
RDODIEGEHH L, TOEBERAEESLCSHD
WFe D JF T D\ THREF L 7o

Xk

1) Bethlem, J., Van Wijngaarden, G. K. et al.:
The incidence of lobulated fibers in the facio-
scapulohumeral type of muscular dystrophy
and limb-girdle syndrome, J. Neurol. Sci., 18 :
351, 1973

2) Brooke, M. H., Engel, W. K.: The histologic
diagnosis of neuromuscular diseases: a review
of 79 biopsies., Arch. Phy. Med. Rehabili., 47 :
99, 1966.

3) fEAFE, M EL, fb : “HERERHE 2 E TS
AP BB O 1 6. EEIKfiE, 18; 532,
1978



Duchenne # i L M RBEIDH > 2 b a7 4 —fEIC
BT B3FEREKITONT
——EEAKE ABEEE OBKR——

B B OE M E
T b
methE ok MOIE AN, B OH OBH A

R — &
EERVA; -3 3 WA =5 7

S b4

E B

EN AT\ SEIRBE THBR L ciio A b r 7
4 —IED 5 b, HFDOKFEHTT - 72 Duchenne &
224, fAA 4 HiICoOWT, Hifky, FOKE
SxEmL, Tio, Ao nEER XX
HE XY, HIOK L EYS5ILKS open bite 7
ED NBREDZETS % di~T2,

TR LORITE, @UWCHEY S Z Lo b,
FEANFRLOLEHO KX LERTSHY, &
MREL I > THEARAAL, 1o
O NEAEROMKE, WSO, EFER
EoFi e, FERADOEA, open bite 1T X
20 L Bbhic,

WEER

Duchenne & L OEILAHE S A+ v 7 4 —
EWZ BT 5 75 Dk, open bite (ZH1,
2) e NEHMEDREIHE < BEIh TV
VPV, FRZOMRAL LT, FRKR A
PR O FIE T35 2 by, HH A
DBELTHhbIATWAY, L, HiEkEn
I RE R & ORI OV TI, HOTE
PVERIC R\ TARITRE 2 L b, RIEWIHET
eI T oL,

Z[al$k 4 1%, Duchenne %1224, L% 4 %
DEBHIDLEFEDOKE SHERL, * Lo

— 25

et A b 5 1 R B

FABR, 3o X OVERIS X G B B nEIBRE L ©
BIREFN, oA b r 74 —IED, SHEIGH
DREDOFHRITONTELE LI,

BE 1 Duchenne IO G
7= DJEK, open bite, FHLA
nEbhD,

BE 2 Duchenne BDOFEFHA ()
L BREESERR )



MRELUFHE

BEVBREFI AT THR LS At e 7
4 —iED 5 b, FEDOMF % 1T - 7= Duchenne !
224, R4 BT onT, SiREE, HORX
ELT, BEELEEHHELRECOEER, iE
ELT, FEOOBFESCHBITTS HoMo B
W, EEORKROEIXHAL, 19274EDOWED
EHAD data® EHE U,

nEEEE LT, EETHEZR RO
KEWR DAL OB IAEMN Y, olBoigs
LT, 197000 data® EH#EL, * 7,
SHIOEFXBEE, D, EADTEA (Gon-
ial Angle) D15, SN ¥y (b A = hul
2B EBHBREA AT 5 BB Y%
O (Ul to SN), LD & THHY)
WO TR, ThZh, 1958EDHILLD
data”, 19574EDRIFEH D data® & ML 7o,
—Ji, MivAbr7 4 —ECBTS, Y
JEEEDRE EDWFBEFARD I, hr=y
VEIREOFDRE, i\, FEIEHWL, Th
LR TG T 100 TH - 7Y BEAFHEEK
ELT, (7, BRIy, BEeH,ALAE
M ECOERE, RUWAR L nER %
TOHHE, open bite DEXFHHLT, Zhb
ZRLELELLOYOBDOE I L L, O
DEIELT, XBHEHELY EFAYER, b A%
EETORILH, nEOHX, X, k&
U ETOHKARIC T B IED g% &
HETI0TH- L% O ERRI &L

T, ThEZhHAEOHBGRE, LU0 Z0EE
BRER BRIt -T,

H O O®

Duchenne #¥ JOEIUB DO F DA X X1,
EF Lokt B, @ BEsEde, Gk
RO.1ZTHEEVRED BRI, ($#1)

WEIOME, THA, EERROBRIES O
ETHOUMOBTAECRWTL, BEOH
HERULSRCHERELRLEDIYY,

oA br 7 —fECRT2, FEnpBEHE
DHEOH T (F2), EipL, HDEE,
EOEK, nBORI O S, HrA
PR 74 —EREWTIE, HFORKIERE L
LML TS Z &AL D, EitIthnd
OHEFEETTCOARDOEIY, BLlloTWbE
Enbhhd,

HEOBEFULNBARK S 0.93 Luv 5 EuAEB
ZiRL, TOfl, NEORSE, nEolgedh
Bl %R U,

FOBREHEAERAMERLAELOIT
BANSH D, i, EFFROME, nBoR
XNDote, FEOERSEGRD A HE
OB & 2o fehd, MG 0.79 &
W OEWliE L LT,

NEOEI LML 0 EFARiEOHE X
(r=0.65), ABEOFEI LB L DI open
bite (r=0.94) 73 - 72,

IhBDT EnD, EHRELRBIZHEST
AEERAAL, F iz o oBRAFDMiE,

%1 Duchenne H3 X OE LK & IEH & DS

DMD & FCMD (16i%LLE) E % &)

mean s. d. n mean s, d. n B
FOREX (119.10) | (10.59) | 19 92.71 7.84 60 | 0.1%
& O b 62.30 5.68 10 54.68 4.32 60 0.1%
EDE X 26.00 4,19 | 10 16.61 4.10 60 | 0.1%
EEkTliE M2 | 69.50 5.32 | 10 60.44 3.16 66 0.1%
THKFINE M2 | 64.70 3.97 | 10 51.55 4.42 66 0.1%
Gonial A. 131.67 8.09 | 14 | (124.20) | (5.60) | 50 2.0%
U-1 to SN 118.14 5.88 | 14 103.06 5.53 50 0.1%
U-1 to L-1 113.39 10.49 | 13 129.66 8.99 50 | 0.1%
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Wy bk, SRR § 2, FERMAO
K, open bite Ik B DB b,

z B

loArrm7 g —fEDO NBKED SEH &L
NERA D

T, WAIS O, i o i R

BEH3 RS OB
Masson Trichrom #:ff 100
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15 7 (939, 26, DMD D{fHF 55
{71} ¢ manifesting heterozygote 3 ffl®> CPK
i & 8z L7,
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DMD ARIDIERE R T 7 AIO Ltk BE D
BB EMIE 1SR THD THD, A, T
B DFFIHE T TRIEL TS D27 i
th6flH b, N2 1 FEFEND, D4
FITIE 5~ 8 FEM LB L, HETH T
<, 3MTI IORTHIATRIE L Ie> T 5,
7651 6 GEFI 1) T3, 1.3F D & XERSRE

EREXEFTHELTE Y, HNETTRE
ZEALR TG, BEER o BRI
FELfRobh, BEEiY L E LBEH
s A LR TWAY, MmiF CPK ik
LEEALRED ERERL, HEMTIZI A2
F — LR £ I RDT VB, HOkidt
R FEFTS AT, WTRL EFHEE YR
L7cd%, DMD 245 7e OBREE (Bl
FHETOERIE N FE RO AR EL
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%1 Findings in seven girls with muscular dystrophy

1 2 3 4 5 6 7
(K. 0 | (A. KD | (Y.Ni) | (H. M) | (K. Y | (Y.Nu) | (E. YJ)
Age (years) 3 19 11 19 14 19 24
Age at onset (years) 1.3 5 1.5 8 1.5 6 8
Pseudohypertrophy + + H + ++ + +
Contractures - + — + + + +
CPK (5-60 1U/L) 2460 1135 2001 888 4599 1018 2210
Karyotype N N N N n. d. N n. d.
ECG abnormality — n. d. + - n, d. - -
1Q 55 56 73 94 105 37 110
Consanguinity - + + - - - +
CPK in mother 217 404 41 45 75 31 71
Abbreviations: N =normal; + = present; — =absent; n.d.=not done
# 2 Pathological findings in muscle biopsy
Case number 1 2 3 4 5 6 7
Age at biopsy (years) 2 17 6 16 9 18 10
Site of biopsy Q r-G r-Q ¢-B -Q &G -G -Q &G
[ Excossi T
xcessive variation
! in myofiber size 'H' + + it H H *
u | Increase in
,E:? central sarcolemmal nuclei t T + + + + +
E Regenerating myofibers +H + - H - -
3 Degenerating myofibers + + + + + + +
%1 proliferation in endomysial
& | Proliferatio mysia
E connective tissue + H + J"H' * + +
E Increase in fat tissue — +H + H - + H
Hypertrophied fibers + - + ++ CH - +

key: +=mild;

+ =moderate ;
Q =Quadriceps femoris muscle;
r =right;

B =Brachioradialis muscle,

H =extensive ;

47 —

— =absent.

G = Gastrocnemius muscle ;
£ = left,
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INRBHADIFEY A b w7 4 —fEDOHT, AT
13 Duchenne ECRWTHWEREHC A b
v 7 4 —IEDEENTL b OB IBEI LT &
KL AW THEXEMNELTVD, £D
X, ERKEH A L r 7 4 —iE (LT CMD)
BEOHHYSENEE» OEETILELD
b, SHRCIHEFAABEL I HERED,
F DR 360FIDE R T Lico £ DRERIT,
FARIS84E EEFLACTLBE B ZE v i e iy L 7eo

FDI, JFRGICHR B L, @ILE 277 flic
L, ORI 52 G, KRG 15 6, 7B
166 CTH ot 2D X5, BUEIEZ Iu
LBbhbd CMD EFIA 15%% HHT5H
i, A7ev 2 FHELTEBTERVWET
H5o

2T, fRIUE CMD DESE W Lk
Fobod, RALALEEBbhIOT, 4
ERE, SAETOHE DD, RILE CMD ©
FEyEE LOMES T L E L

P
FRLFEXNERCRR LAEUE CMD

A &

E

¥

oA

FRETERASNEH

o

Ehvai i bl g 7

H
A NER

H
B

{3
ST eI\ FibE

Eshvaz ST Spi] 2

WL TERRFDN R

P
5 B A H 2 5
HA L FERRSERE

FEGICo &, ERFMNCHEE VLU ERAEY
B L, E M CT TR, hRiERE
B RIS Lo

FRHNECEFERESh 2 HBH2~3D
EGEBEDRRC DX, CEENCHEREL
o

= R

(1) ¥ CT R

B CT A*+ vkl KMBABOCXANK
ERIURYEEFTH D0, ORIk CMD f
D3~ 4HDOFRZRD LN HIBE v, KK
BEEBRIUSAT RO 9 fl&, FiatED13
FiEC, M, RIEERTOMIIBHEEIEOWT
WL, WMBERICEEEILGED bhish o
7= (Table 1),

(2) SAEMERMRZE

fRILE CMD & ERERAIC BREL L7 BRIKAER
ELAEND, FHlkESEMRRRENRD L
h, »ORBEEATrA Fhre v FHEMNE
KB TD - IEFIOBRENHR IR S,
ZZciEIUE CMD A 26 4, RIFEMEG]
9 FiDKEBPSEAG A Bk kT2 &, KIEEZEL
DA EE TENCTERE Lich, £ficisvT



Table 1 Clinical features of CMD with or without low density

of white matter

Decrease in radiodensity + -
of white matter (n=9) (n=13)
Sex (M : F) 2:7 5:8
Age at CT exam 5m~7Y10m Jlm~]1Yy 8m
~ 3m 4% 54%
Age at onset { ~ 6m 22% 15%
~ 1Y 33% 31%
Consanguinity 13% 23%
Affected siblings 50% 0%
[ ~ 25 22% 23%
Q O l ~ 50 33% 62%
~ 75 4% 8%
~100 0% 8%
Convulsion 56% 38%
EEG abnormal{ background 89% 50%
paroxysmal 56% 25%
MCV normal normal
CSF protein normal normal
Optic nerve atrophy - —
Maximum motor ability VI~ VI~VI

Table 2 fRIUE CMD 114 [REHORH A3 Lic 4 GIOFM

i Bl B moE B R
| F i . ; ERG
Bl # (3 FU v SRS FLIR WO ! v}
“egu ayf bk WX O | REREO GO
1|9 em |- BIEME | #E | IR
i | FREMERNBEDH K UOERAHE | retinoschisis R DR MEIR L
-5 -4
a b R | R S LRICHNEOREYH H *
2% smo4 W% #A (A% | DRESRE
B g EHMmERBECHL =, &
3% 1Y + normal gg RWieL 2z O}'Lafﬁa"ﬁiﬁiﬁé b ;(f‘ﬂ)ﬁ'ﬁ
-3 ~2.75 ﬁﬂ;@m
0 0
4 |&Z|1ylm | + . normal gg Rk L é%;’:%;’;ﬁﬁﬁiblé b, T
+1 1
Bt th - teo ZtE (1/20), Duane FEfREE (1/20) e %R
3) [RZEE Bz, FlT-4# 5 (RE, 1982) %, HIEE

Bokic it 5 CMD i3, IREEH RT3
DAL, '

fAllE! CMD DRRFTRCoWT, AW b (IR
B, 1978) 1220 oo\ T HEL, 8 (8/
20), MEmAHONIMET (13/20), HIRFGES:
(3/20), HAPKEZEMG (1/20, HEu> 6/20), ¥EE

B - B RIREZEHE - HON M A A 1T 5L« BRI -
HEDIKEED s & - retinoschisis DK (@
DIEREINE % 2 fliciZd i,
FRLFERCR AR BRMCHEEL, 1
DI EREENT L « BROPFEZEM - MoK Bfani
FDLH « OO « retinoschisis BiDE



RERE RS, D 3 FlcH ORI %R
1z (Table 2),

(4) ZKIRAE

BELUE CMD T\ TiL, S/
FHOBERARL, FEKK, HEENELEY
FET ORIV, L LEAOIEIE, <4
Breh s, HLOWCHKFIELXZR LICANRE S
hTw3, chbifilh b EGTFEATRRTH
BHRICET L, FRZELOMLZOMA
(g 7 ¥ o Rk, ANEE, HoRERZRE
BEBL TS,

(5) FRANTRE - EKEYETHHER
BEE TR TRAAHE IhTw25 G
&) o

Z B

LT CMD B4 OERIKIER L HRAL ik,
BB &, Dish OERPEETS Z &
WHET BRIV, FhiL, ok 2 ETETHE
WS A R0 H 205K AT ¥ COIR W RIS/ R
LTWbHikEnb L, BHCMEBTE LS5,

Lal, h#67, fmilil CMD idsis
DA EREY B D, MOBHIEE & &
Xh o 5—FKEAME LTSI LTV B —RE
EFEZ Do

FLTERBAMLICHEHEAED S S, Bl CT

Table 4 The clinical features of lissencephaly with familial occurrence

A%y v oK EEE R, U
CMD D2t AN EE Y RT S OTIX
fes L ERST v, —TF, ek (IBik
o el 7o HEEESE < MED) OB A SHERE
{bDfEAER, TAZMETULER fE 7 5 NKERIED
e, EUE CMD OfE»LARS L O
ThD, —IEBRAINBERETHDEE XD,

IS EWFEABE LTI, BCRTHREIRT
WEHRGREBEORAYRKTS LT, MOTHE
EWCHDH, %7 Santavuori B, 74 V7V
FARBZ ZbhicERKE $4 57T, RE
T4 BT S H LV IEREAE %Y, muscle,

Table 3 Main ophthalmological findings in
10 patients with muscle, eye and
brain disease.

Non-fixation

Uncontrolled eye movements 9/10
Nystagmus
Myopia > 2D 8/10
210D 6/10
Congenital glaucoma 5/10
Infantile glaucoma 3/10
Mature cataract® 2/10
Optic disc pallor, excavation or colobomas 7/10
Choroidal hypoplasia 7/10

* Operated at the age of 10 and 23 years,
respectively.

Agyriapachygyria Cerebrooculomuscular

syndrome syndrome
Microcephaly + +/-
Dysmorphic face + +
Seizures + i
EEG pathology + +
Growth and mental retardation + =+
Hypotonia at birth + +
Increasing spasticity + -
Muscular dystrophy (EMG, muscle biopsy) - +
Corneal opacity Sporadic, mild -+
Cataract - -
Anterior chamber dysgenesis — +
CT-scan Lissencephaly + +
Enlarged ventricles + H
Agenesis of corpus callosum Possible Possible
Death in: 1st decade 1st year

* Patients died early in life.
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eye and brain disease DEZTHE L1, Fh
HLAVR U REHSLHE 1L, Table 3 i, &
BIsRABEEN 1 Al e flicibh,
SER X DR DEHLEFRE LTERELT VB,
fiii, Santavuori H5® MEB disease TiZ,
R A FRIRNY - AR & I BRI EE T
HY, WIUE CMD EitrkhRoTw3,

LoxL—JiTid, Rl CMD D& IR
HEMIREIC L - T, BRERERE EMRX
hBBEREEIDPEMALIE SR iz &g,
WHEOB it 2R LT\ 5,

2 HIZ Dambska Hit, BNz .lissencephaly,
BRBICH AR 7 4 —H AL % Bdieh
b, AREE L EORRE X EHRITERD B AT,
ABPWEUE CMD &z e B8, FOLERR
TiX7e\ds & LT, cerebro-ocular-muscular
syndrome 75%2ZHi4 T, HHBEHALXHFELTW
%,

IHIEGE, BMEBO EREE 2 ET5
Walker-Warburg fEf&E (cerebro-ocular dys-
genesis) #PFFE L2 A H % Williams, Caviness

Table 5 Diagnostic criteria of Warburg syndrome
(Bordarier et al, 1984)

1) Congenital hydrocephalus or ventricular dila-
tation

2) Severe neurological dysfunction since birth
3) Eye abnormalities
4) Absence of known cause

5) Cortical gyration abnormalities with Develop-
mental defects of meninges, Brainstem and
cerebellum

DHRAM V7NV —7, Dobyns HD A —=3— 7
=7, B4D polymicrogyria, lissencephaly
DEILE CMD O h EEMET 5 2 &, 3L
Walker-Warburg IEE#E & Bbh i flodw
BRI DAY RE L TR T, Bbhi
BIREDFERTER L 2DOD b,

PDED XS, oAt ey 4 — LRk
BEOHIFEL WO EFT, HWUE CMD &2
WidsbZ e, BOTHRBTHD Z ENHELM
Wig > CEhe, BRIKER X 0RO M 5%
ERCLT, AEOZHY X iSOl
TP LENRDH D,

= @

BOABCETLEREH A F w7 4 —fED
BB JOHIBRMER L TAL T 5 1D DRIk
GfFE LT, m\UE CMD DB HEENIM
BEOHRHN 2Tt - 1

PERDEFCTHES {REIUE CMD JLRIG,
—EDBIS 2 BRNT, — oD LB AL
ZHRTHLOTH Y, BEFEMCE, BHL
homogeneous /7 —FEHZ LTI WER
bivlc, BENELE L WKEEYE T 56k
fEE CMD & —fR%E L TR\ i Ee
ERbhS, FRFEUE CMD HBIGO—F
RO REFNFREFRD DRICHMN D, F5t
HEIZ &} % muscle, eye and brain disease
(Santavuori), cerebro-oculo-muscular synd-
rome (Dambska), Walker-Warburg JEREE
(cerebro-ocular dysgenesis) & ® 5[R] D
N, SHROBED—D2 Ll o1,
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fix OBOfL A b a7 4 —EOPTHRE
oA 7 4 —ERERRIEBVTL, T a¥
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BAD 105 HTh, 241555 ThHb,
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£l BRERECRAPeT7 4 —EOFKR (ARI105%7=b)
194 * H A
Lynas k7115w 1957 24 | W 5 BERE 1973 1.2
Kleim O 1958 4.9 H b (#EE) 1978 1.0
Kurland U, S. A 1958 3.3 & A B HERE 1980 3.8
Grimm L G4 1975 5.5 Takeshita & 1981 2.7
M b BERE 1983 5.5
&2 BREHCA e 7 —EONREH

BR P, S % H % %

Thomasen 1948 | 44.5 | &A% 1981 | B F | 28.2

Lynas 1957 26.4 & T 13.4

Klein 1958 33.6 D . 33.6

Harper 1972 42,1 W 5 1983 194 LF 2.2

30F & 51.2

: Hi 42,5

TWb, TORBICEITHoHHI, BETik
26.4% 15 4.5 BDMTHE IR TV BH,
CHULARHED 50 % X b {EVMETH B, AF
D—IF I k13 5 1981EEED T CIE, K Elic
CALwT7 ; —ENHBEE, TOTFHLKT
DrrHE X, 33.6 % TH B H, Bl
Rl oENRZBRTWS, Lo, 1983
EEORHELHETE, 240N EHIT 42.5
ZTHDHN, FEHBINCHD EI9FLFORED
TR 2.2 % LIFFHITIEL, KEDRIEERHS
MORENAECKESHET B LvFbL
TWaEEZbRD (E2), KEORBRIZ,
AIBIZRTILI6.3B LML DIMED -
THESRTEY, Zhi ¥ hREERON
DIRICMZEROBUH L2 BB LEL DR
BILIT, EDBMIHVHEEREANDD L&D
BliiL T2 X5 Thsd (F3), Tig, Bk

£3 UHEECRA w74 —fEORER

& A 5 1981 36.3%

# 5 1983 85~91 %

RIS« SEREMIAR
REFH

R4 Frevas b BMEFBEZICRTS

MyD &% « A

BHER FHRE
GINiIpNES el %9304 %10
Rt v 2~ 11
BEHBAFLE—NE #9120 (97)
BqOR oW R 18 16
BREXRFH=1F 298 64
Bl 27 21
5 e B 17 10

®5 FTHIPREALI o A BF KT
% MyD SEBZOEE

w 1978 1979 1980 1981
L-G 8 8 8 15
DMD 39 46 43 37
CMD 11 10 1 11
Becker 1 1 3 1
FSH 0 0 1 1
MyD 0 1 1 2
DistM 0 0 0 1
Z DA 3 1 2 1

5t 62 67 69 69
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2 E
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REEDOHATIL, MyD OREEYH T3
O 47.4% LY JBTFThD, FhkiETc
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g 2R R 37 b FHEN B Sh e KR
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bhbhnemLTws MFRE®S A e
74 —HEDEIE - F¥ ) BRI e 27 F DY
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T ThhbIIARE, ZOH—EE LT,
LBHE L BR20EMICZL LR = b
v 74— (MyD) BHIZOWT, AT |
NODREERIT >0 T DMBETAIEDRLEH
L o4 DRIBIAEDIFER D ITEhTE e, L
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LROFERNAES B X O KER RO, 3%
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¥ B
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BeL7c MyD JEF 915 %, ITEGITH - 1=,
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& U TR Lo iiZssitt S IE{LIE (ALS) &
TXFE UHIRIC 241 b b, /e bWHEnc
BiF5H MyD DHiEIX ALS D 1/2.5 TH
> 7%

RN DBERDOHER %, ALS BEDO LD &
HBE LR BRLICL DA K] Thb, ALS
iDL, MRIS9~414ED 3IERNITIER 4 ~5
Bledtonny, 2EDFRILEDIES S L oniz
F10~200DMEHB L TR Y, & —ED
HIEE S 5 \ R BFENE A SRt hs - Fo,
HIe AT BER 394~ 481D 1041 &, 49
~S8IEDHN: 104EK DB H RIS, FhFh 116
B, 125 BT, KERHEIZZR Shich -1,
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BEFOLEIHDLOD, HLTLThETD
L04ERIIC -, 2 fitn LTS A 5 At
bht, SOz ki, Wil 10EHOBERLSE
30T H - DK L, HBFI0FEDBHELUL
67U E 2 {5 ML T LB LR > Th
HAT BRI,

wic, SHEETID ko e fRREBESES
D LEERFANTLS &, 20EMFEHTI
0.87 % TH b, Wi 104 TIL0.42%, #I:
104E[TIE, 1.69% Th-Tco Tiobb, Wik
FRBFH kORI EDHEE DL, REDTTH
B S L T i,

T, BHt 50 4 (51.5%), ZhHs 47
(48.5%) &, BHINREFE 1:1 Thot,
SSRHEINIE 30REAA 34,0 % b o L1 &L,
WT 40 A (29.9%), 20 5%fR (18.6%),
105548 (11.3%), 50 %M (6.2%) DIATH -
too WIZREORKERT 115, i 57
WTh ol BIEFEMICOVTL, GEID LS
AN TREDR TR THEHTED T — 25
BHRICL L, o Tl AN HEEI
hAEHTHH% EELDRI, TOHEAL,

MyD & ALS DEERDERIIHER

M1, AEOFHEE ITERIL myotonia,
fe T3 FD grip myotonia THBH A, Zhi
AT HBEOFHBITAR EbDTZ L, ok
2E, HEORERNE - Lk, B
DEERE L VBAIRTEZTHBRERLIETL
EHHH, DEELTHRDB EFHW L myotonia H°
hrHThhnbbT, BHRLhE & JITHEN
RAHMEELTHREL TR, SO X5
SEFITIE, M2 DRIEHNZHEET S C Lk
REEThH D, H21, AETHRPNEIN DS,
myotonia X » % ¥rL A hypotonia, HIAHI
BT, H5VIdmiEREHEY EERE LTRIEL
TWickEZE2bhBbDNH B, DX 5IIE
T, IFEMORERGS bty RKEEL
CE X ) ORBHELATHBH, SETIR
KEOMEHEE LTk TrBELEL, b
RIIZ DT DRFERG HRIC W
IFKRD S Y, HATIZ family tree HERHK
ShTWB i E+p R EEOHER I THh T
W ERICENITERFRICOWT, L OMR%
FEdBHE, E1DIHI>Thoil, Thibb,
MyD @ FiEER B Lich kb Dh 37 5%



&R1 MyD T8EADKIEKHE

MyD DOZEEKERL 37 (47.4%)

BRbLOWKEED Y 4 (5.2%)
MyD DRIEED b 37 (47.4%)
Fl— D2 20 (25.6%)
2 fitfR 13 (16.6%)
AR 2 (2.6%)
ZDft 2 ( 2.6%)

(47.4%) EFFOEL LD Tt TRAARH
HTHolol, [HIEEETAH 7] &, MyD
Thotcl bELBIRDD, MoBEBOwEEY:
LHLYUATRVCEEREDD S LD 4 5%D
b, B1HHiT MyD O FiEELXHT 5L 0ik
3TF5H (U7.4%) L FLUTChHot, “hbd
D5HThH, FRSHIVIIHELBICHE E S
X 57 F—ifRoziz MyD BFHsHBRT
b DH205R E LR E Lo, 2RIt 5T
AL DX 13FER (16.6%), 3{kftich
T THLBRICLDIL2K% (2.6%) w3 &/
Droic,

£ B

MyD O EFIT YT 5 Brge i A3 it A i
V. Takeshita Y (2 [Ufa#i ¢ A B 10 5A
2.7 N, ©A® RSN T 3.8 A, 5P
RFH D X HIZFEMIZS R L D 5.5 A&\
SHRBEHL TS, bhbho4E o
T, TOERCHFBIEZ LIIBF LT OWT
WHEE LD T, I HICAERBIBKIZ 0T 5 AR
DEWRHE % 55 Fih Lixehic{v, ALS
ED BT HRD &, YHE%D MyD o
RLHPE ALS D 1/2.5 Th o 1oo —fEIT
ALS DHENEL, 155k % BBE 2R T,
AR L0 AN 3 Wit THB Evbh, Chi
TIZ MyD T#HEZIRTWS i &L DRI k¥
AR TR L b b, SEod
HT ALS BFEDh sl h Sho feBH E L
T, ALS RN BT ¥ TORHELM
H<, MyD Tk B2, HIEEMA
LThIIEBHRRIL ALS OB hE &
Exabhd, SO L5 CHAZTLRELLD

HaP B ER L o8I &y, HIRRCiiic B
RHEKMEI NS 18, ALS OB CHEAE L /e
LDRXBHLBIEMRTHA S5, L LEREMN
DTk, hbhiz MyD BEL fehie
2 HGEFENAYZZ L WHE RSB L 5
LT3,

S RIDFFEET MyD DFUEEH BIED 10 4ER]
THML TV S 2WTiE, 1 BZOA0R
HTHDHDT, TOBHFHE, WS, Bk
MNROELR, XHITiE, FoKodzkit
B3, A SR c R ERBE LT
D, REBFHFROHOKME KL T340
NEIDIME LD, SHELITAZcH
BTOWENLETHA 5,

FLHIIRF 1:1 ThotoZ Li, FKiED
BERANLEZ T, EROPELXZTLF
B L\ EEADTTONWTIE, bhbhok
BOHBHETHE LI IBEINHBE
ZEBLETRERSRVTHS 5, Wi
b5 LE L DY PRBIDN R ZE LT
L ENELZLRD,

ST MyD i F B O e 2
T5ZENELERTS, L LESEIDH#E
TiL, MyD OHEEEAH LT D3 15
LFThh, wiahEgttiEyEx 385
S5Tg 2 R Bl 5 REA TR LT e b
X 20%55T, I LI 3T A2 RIAEH R
SRIELDIE, b 2RKRICTERN -1,
DI i, bhbhninoTE/ NS E
COWTEDBELITo 1o & XiT, GRS
RTIRBOhD 85.2%C, 3L Lt
FIEMNTER I Mgz L b THIANTS
B0 FRIMEEMAEICH N, MyD Tl paic
AR, BEGINE L, FRBHOHBLZL
Wik o T B,

LchioT, 48 MyD DIFEfE/fEHt
LT MBI, AATHERT v~ b
WEDHZR TR ELD TR TH Y, bicl &
LIBFEORBICOWTIE, KM EIES Y% T
SREMNBD EF 2 BRIt

¥ & B
FEFN395E 5 H584E & -C D204 Rilic M % 5



%Lt MyD 122onT, FERMNDOBHY,
EW, FRIEEARE Y IALTHLREL, TOH
BA@E L, Lal, KEXTLE, BES
P&, FTEBTFHIZ LW EEALN,
EMEAREOBIBCIHERELATRNTHS
LEZbhi,

X ™

1) Takeshita, K., Tanaka, K., et al.: Survey cf

— 61 —

patients with early-onset myotonic dystrophy
in the San-in district, Japan. Jpn. J. Human
Genet., 26; 295, 1981

2) SAMFE  BBREXC A b e 7 4 —SEOREKEE
FHIGE. HAKEGE, 33; 396, 1981

3) HKEL, WERIT: DRERECA e T 4 —fEL
RE—FERE - HUERKOREE SRS RO
—. ERIKMEfE, 23; 1067, 1983

4) AL : TFE VB HHEDRIK. RS
73; 1415, 1984
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DNA %W 1B EWREET D5 i

&8

2

E B

EREEC A b r 7 4 —fE (BUF MD) 13,
WA EEREOEETH ) T OREMRIER
T3tk ORI 3D (Co) 12, %
B LTWB 2 EAVEI LTVv5, DNA
< — 7 =" I TR T 24, MD D
BPSEETF 2B 500~1000 kb D3F < I FEAET
%5 DNA 7wm—vi{§n Il ENTHETHD,
P RRERBRET O L O DOBEEREN AIHET
H5H5, ZHILHRKROBRINRRPBIET R
CIEHTEREE bR D,

B4, AULSWHROGEHEERZTHZS
N REEEAEST 2 B (MEN-2) OREME
FORERPED DT, DNA ~ -7 —%H\
TN M BLET > T 5%, S oKk
12 MD O FEREEFOHRICHICATE 5,
4 1Ay, Restriction Fragment Length Poly
morphisms (RFLPS) % i\ 7o BHER i D
JrEERe oW TS T 5,

B #

VEREEMC A b e 7 4 —iE (BLUF MD) i,
WA EEREOERTH ) TOREMRE
TIXE19%g(ufh EOHIEE 3 i (Co) I,
BHEELTWA Z EMEBALTWAY,

NEREFHFELY AV CAREDRREET
DEERPE, L OICHEERIE X177 2 IHRED
feBl, FWBM - BRI EHE L bR S,
4z, AL FHROGBEBEIETCHLEA

YR

noA | 1t
TR KFBRACE

= K B
KBRS 4 PR
a5 H W—B s A FH O

[ 5 b1
KBRS 2 ShRE

SrBREESHENY 2 B (LA MEN-2) oFEE
GFOEEMPED-DIZ, DNA ~—h —%
WHHBIA TR BAE T e T B, 0Kk
it MD O FEREFORPCLIEHATE S,
4@, DNA ~—#—% i\l MEN-2 DO
RRIEF OEALE D T d DS EIZ OV THe
T %,

ZANBRESES 2 8 (MEN-2) (20T

MEN-2 i3, TURIREERRNE & AT O Gl
[, M ElFURIR OB Y &0 58k
RETHDY, BERIIEDTH,

HFREFHADHRANEZIELL, MiF»
NF = VEERNETS LI X D, BRE
ROBBUC L » THERCZHITE 5,

MEN-2 O FRRRRT OREREIIRE T
BB, bHrEHD FRERITOWT 26 EOW
WESREE~ — 7~ (mEE, EFELeE) o
WCHB R B LT &N, AERERYRT
== —XRD B P, REERFEX
Jackson 5 ¥ X' Emmertsen H¥ 2k o
THiTlebhis, R FRLAPEERT L
DITFEDM > T igy,

;1 *
® MEN-2 FRERFOFKRRIEXK :
MEN-2 DiFRER %% LENHBICHED S,
RRNT, BELZH IR TWiIWIER B IR

LAaAF b = vz 7w, BET
HENEL LT B,



@ MEN-2 fFRERDOHHE D DNA (UL :
MEN-2 [ RFERDOHRBD~<V v{ELT:
i 10~20m! & b AMmMKREFEEL, &5F
# DNA %35, Blic~- 0 v{L LR
Mm10ml X b, Y v-<Ek% /%L Epstein-Barr
(EB) ¥ 4 »ATBY v ~ER¥WHERT S,
BRIEL 7 B Y v 233k DNA 3 E LT
%,
® Single-copy DNA 7 v — v DR «

b bEsFiR DNA % §REE# Hind 1T C
YL, 7H e — AL B EE 1~2kb
o DNA Mr)ia ¥4 X b sl L, pBR322 @
Hind Il 4 riZ/7 v —=v 7L t b4 DNA
DIA7T7Y) -%{ERTH, £ 4 DNA %
Te—-7LL, ZDFATFV—% av=—
hybridization T screening L, hybridize L
e~y (K DRLATIDRG 7 v — V)
Hb5, KD 7 e —vk 5ml LB BT
BEL, 75 A3 FIKEEE LI, insert OFF
FEELSDBELAEFIDOMV L% e P4 DNA %
7w —7 & LT hybridize L THEN DD, L
& % hybridize L7\~ 7 » — v %, single-copy
DNA 7 r—v & LT, 1l LB $iCRERE
L, Hind Il CYIEiE insert & LTHIHHL
P#gogBC I v —7 L UTHiIAT %, 47
I, Maniatis D51 75 Y —&EFEOHET,
screening L single-copy DNA 7 v — v %18
5o
@ Restriction Fragment Length

Polymorphisms (LLF RFLPs) 2\t T

% single-copy DNA 7 v — v D HABE « 46 ¢

EEANI124 O KM A MR X » @HTFhi
DNA #Z#it L, HIFREE% Mspl, Taql, EcoRI,
Hind Il UM, 77 = - A XL TEEK
KEIL= b mruir—RA7 4 /L& —|T transfer
T5, Jith ® T single-copy DNA 7 =
-V Fr—7&L, 740%~LFED DNA
& hybridize LA =524 275 7 4 —HBHB
T35 FOLRY: (RFLPs) ##~X%,

RFLPs ##illitX7- DNA 7= —vicfL
T, SHREDEEHA DNA 2l - GifR
FREYIH TS, 1w ARKRE - T,
AV FADEZHE > GRELTH B0 E 5 h

X5,
LRROFETHLV-DNA 7 r — v HEET
E5H, FliCfEpisEs X b RFLPs &l ¢
%5 DNA 7e—viH51LTH5H5,
® MEN-2 FfR&FHTOD RFLPs ¥ Tc&
%5 DNA = —7% —® segregation (4 8) :
MEN-2 tfRFROMR A DES) F& DNA
A EGIREER TUMT L, RFLPs T
%5 DNA 7 wm—7 & hybridize L, HEL
AU FOSEBERFHL, Y HY lod ¥
TT7c 95,

HRLIUER
® MEN-2 §FR%%:
bAEOBRREMEET OV THIRIR A EHR
HETEEFENS 2EICh > TERI T,
19814F BIFEC, 242 (il FUIRBRBIEE B & 235
HIN, D 5L 67 filik 31 RROFRERIT
BT528EFETH-7Y, 4EH, £EDOEREHERN
D IIE B THEDL MEN-2 [FRERL 125K
H T, HRIL65A, BERLBATH -1,
EB Y 4 VAL % B Y v A_EROMEERRIT
WNELETH ot FARDPELZTHTPL &
R RERRFRELDERELDHY, —FKRD
BREFLVEROBRECE L TWBHEZ A
TH5bo

K 1ix MEN-2 DFRFFRD 1 FR_ERT
AHEZOIRFMEOMMATRIC X v, B26I
ANFF=2VHBNIATa—AT 3 vHWR

™ mrc [N] unattected
E3 MTC suspected

B Pheo

E3 Pheo suspected

E1 MEN-2 {FR&EHRD 14

» DNA available



WARBIT X - 7,
@ RFLPs ##HHT&% single-copy DNA
7w — v DHEE - IVE :
pBR322 ® Hind I # 1 biZZr—=v L
7ze b DNA 54 759 =755 20D single-
copy DNA 7 e —v % B 7-, Z® DNA
Wih% 7 e —7& L TREF ADED T8 DNA
% #0E HIPREE SR U)K #%, hybridization % f77¢
57w —v pl-1 # Taq I T RFLPs %1%
ot M2, #A—Fr530H4275 4 —OHEREY
RLICHDTHBH0, MLBEFBTIE, e

12 34 5 6 7 8 9 101

—— o - o 4 52kb

WE RS s e e wmoee - 436
<16
‘o
Taq |
At sxe | A/A 52/52 4

A/B  52/36 22

probe B/B  36/36 18

" b oaee 1% 44 individuals
EE———
probe Gene Frequency A/B=0.34/0.66

B2 7e—7 p-lick->THIHEN B RFLPs

Ad Family
AB AA A8 éé? AB
AB  AB BB AA AB AA
% e 1'45.2kb
<36
Taq |

H3 HAFRFRICKETS7r—7 pl-1 T
Bl T % 5|5 T D segregation

— 7 pl-1 i€ hybridize 3% Taq 1 GWiED
DNA Wik % 3.6kb & 1.6kb THB», %t
MBRF A TIXEFRD Taq [ YIKFHALA S
{7¢h, pl-1 IZ hybridize 3% DNA [k ix
5.2kb 72t &b, ThiE, Taq 1 UIKGAL
(TCGA) @ Cytosine 7% methylation %577
T DIEHITEIE L 745 R, Taq 1 TUMF S h
el lgoIcicdE LD EE X b D,

fE# A No. 1 (2 B/B O +=HAAEKTHH
No. 3 X A/B O~F r 41k, No. 8 1 A/A
DAREESEE S Z LIRS, EHITEETF
B R FNB 1o DI A DR A TR &
A:B=0.34:0.66 £7co7, %7z, Maniatis
DZ 47 F Y —% screening L, 7 fi®D Single-
copy DNA 7 r — v %18, RFLPs & T
&% Mll4 & MI18 MHERTE I, “hbh2
o DNA Fr— 7 ICBL Tk, BEZDEE
FHEL 2 v FADEINTHE > THEEL TV
ME SR PTH S,

P EDEADZHF L 7 r=yv 7 1L7-DNA 7
m — 7% MEN-2 OFRFEET L DA e
WA MEN-2 1B L Tl EER £ 7c B 25, i
DRKEEF AR 782  OFEIEIER B O T
CHERTH e, Ytk L O in situ hybridi-
zation ¥ & 5 \ T MEREMRTR S 7t Lo
T, ThbD DNA Fr—7OREk DR
MREILETH S,
® MEN-2 [FRFFHRTD RFLPs 4 -7

XILIEIG T D segregation (4)EfE):

o4 Otz pl-1 THIIERZ RFLPs o
segregation % FE D IFHRFHR TH~I-0OHN
M3 ThHbd, CORRDHERAILIZATH BH
lod TN TEDLDIXIHEPORRZRDATH
Do LvL, BETHALHN A/A OF T
EERTHDHT2® lod score (ZEFFENTE g
(not informative), Z® pl-1 1 D\WT(XfhD
BERRCOWTIENTRATIc» 2y, WIFh bt
BANRTEdolce TOHE pl-1 IK2WTI,
HLORREZFIAT 52, Taq 1 LStOEEFET
RFLPs #*BITED X 5T HLENH 5,
Cavenee X D 7r5-Zhic D13S2 T, Msp 1
T 4 D X 5 7c RFLPs @ segregation 7332
bhtc, ZTOHAIL lod score DFFATEET

—: B —



*1 MEN-2 OB TFE&E 72 —7 LD lod scores

0.05 0.10 0.20 0.30 0.40
CT (11) 0.258 0.215 0.134 0.064 0.017 s =2
D12S4 (12) —0.463 —0.229 —0.060 —0.012 —0.001 s =5
D13S1 (13) —1.442 —0.888 —0.388 —0.152 —0.036 s =4
D13S2 (13) —0.464 —0.229 —0.060 —0.011 —0.001 s =4
GH (17) 0.258 0.215 0.134 0.064 0.017 s =2
pR12-21 (20) —2.163 —1.332 —0.582 —0.228 —0.054 s =8

() MR EED. i B0 (0.05~0.40) (XEHZR (0),

s (XARMT L 72 Lo L

DNA 7 r — 7 CT (calcitonin) (% Craig, R. K., D12S4, D13S1, D13S2
|3 Cavenee, W. K., GH (% Martial, J., pR12-21 (¥ Shaw, D. L b

5 INLDOTHD

Kg Family
[N}

AB AA AA AB BB AA AB AB

e
>

“iw : ~ <«15.0kb

i

Msp |

H4 »HERFERICETSH 7w —7 DBS: T
Bl T % %85 F D segregation

55 (FE1), BlEET, MHEREL)HEIH
7z RFLPs #®T&%7r—vLHLDW
RETHI I r—vEFIATHLL2ETH S,
Botstein H DT XX, 20eM HFETIEA
72 DNA 7 r—729150fihIuE, & D4
¥ 7 JTDW T OGRGFHX A B R 1 (R
AHETHDEVH, ZOFEWRTEHED DNA 7
r— 7 AETHZ L, MEN-2 O&icbT
fh D /IEHIR B O EL D THEE/LZ LT

H5o NHEOPIEEFZCE ST, boETH HH
D DNA 7 v — 7% HET 208N H D, £
1%, THAETOD lod score DA AHETH -
7-6fED DNA 7r—7LFOftixmRLIc)
DTHhb, lod score DA+ 3 LA ETiTh
ElFEOMICHEZA S D Lixm T, SHBEIH
E L DFERICOVWTOTF — 2w T 2 ME
DD

E SR )

Huntington 5 D FRPGRIE 235 4 Ytk I
D DNA 7 e —vG8LHEHITHPH L T35 C
EMREINFND, ZOHBERRELT X 5 ol
fEHEIR B O BT K & eipBie b 2 1c, C
AT LT L D DNA 7 r— v, L
L DFERBEDDLNEVS Z LR ED,
MD (%, C3 & 7 cM LINCRKGBRIEF 23 FAE
LTWwWbEZbhTWwb, ZOWFFED HLK
KRICBERGEETF o & L, TEUDRET
BEICECTRBIRBEILETHD, Fxid, B
1 Cs 2 bRABIETICE S fedic, Cy Kif
TEDRBDIBRET VA TOMHTH 5\ LY
& hopping ¥ ZfAtt L7 £ LT, DNA =
—# — & AP T 500~1000 kb T
MO REREETICES &, £OBIIFD Ik
TREEEFOHREER 1T TETH %0

X @k
1) Davies, K. E., Jackson, J., Williamson, R., Har-
per, P. S, Ball, S,, Sarfarazi, M., Meredith, L.



3)

4)

and Fey, G.: Linkage analysis of myotonic
dystrophy and sequences on chromosome 19
using a cloned complement 3 gene probe. J.
Med. Genet, 20; 259~263, 1983

Takai, S., Miyauchi, A., Matsumoto, H., Ikeuchi,
T., Miki, T., Kuma, K. and Kumahara, Y. :
Multiple endocrine neoplasia type 2 in Japan.
Henry Ford Hosp. Med. J. in press, 1985
Jackson, C. E., Conneally, P. M., Sizemore, G.
W. and Tashjian A. H. : Possible linear order
of genes for endocrine neoplasia type 2, the P
cell antigen and HL-A on chromosome 6.
Birth Defects, 12 159~164, 1976

Emmertsen, K., Lamm, L. U,, Rasmussen, K.Z.,

Elbrond, O., Hansen, H.H., Henningsen, G. B. :

Linkage and chromosome study of multiple

5)

6)

7)

endocrine neoplasia ITa, Cancer Genet Cyto-
gent, 9; 251~259, 1983

EFEHT—EB « FURIREEERIRC >V T BASRIZE
2338 825 1130~1132, 1981

Gusella, J. F,, Wexler, N. S,, Conneally, P. M,,
Nayor, S. L., Anderson, M. A., Tanzi, R. E,
Watkins, P. C,, Ottina, K., Wallace, M. R,
Sakaguchi, A. Y. Young, A. B., Shoulson, I,
Bonilla, E. and Martin, J. B. : A polymorphic
DNA marker genetically linked to Huntington’s
disease. Nature, 306; 234~238, 1983

Collins, F. and Weissman, S. H. : Directional
cloning of DNA fragments at a large distance
from an initial probe : A circularization method.
Proc. Natl., Acad. Sci., 81; 6812~6816, 1984.



TR Y 2 b v 74 —EOREEIET 3B

BE B JG
[ ST RER V% b
moehE % W M OB, B OB iy
ST HERE T % T URBE R R

B ®

Favae VEGETEH A e 7 4 —fE (B
~ DMD) DfFRICBE L TR ERBTH % 15,
L2 U X Y tafRic 3513 5 M S8 i (2 D e
B omicich, Ytofky <L CORMRNFBHA~D
Fambh ELTEHIhTWS, DMD Tix
XYtk LAt o Y thic b IER IR DML
L T#% hot spot WFETIHIHERILAMDLATE
D, FHEORPLHCTH 41X DMD BE6
BT h DB FHIER B E B 2 7o - ok
B, 281 T 6ql2 Xit 13 DIEBALIC hot spot A
2% LoHETERD bR R #E LT, &
E OB B3 DMD BE i oWTHiEss
HRERE BT Iy, 6ql2 it 13 DD hot
spot DHBEIHIEH L BN, O ELLT
DMD i R I LT H B EN B HH
T 54 TH 5D,

PO S

%443 DMD B35 494, EAL 60D 27
T ETT, FHIES13.8F, 2B9F, FiH=
v b e =& UCHEgstER B2 3 5 e 2 =ik
FOMRA, MSHEBHOBEAD o\ Wik fER
L7204 o fiEfc B Ficov-T hot spot D
AL & MBIBUIE 2 L e,

B
KM 0.2ml %, HEFO G/ 2ml O

MEM-FA $ginc 4RI 5%, PHA 2%
ik, pH7.6, 37° CiCFilk Uit &, 1536

IR & —, & #F = F
R S PURb G R R b

T 6 BEIRNC BrdU 0.2 ug/ml % { 3> % #-5%
& D 2 FHOE A VT 96REIHIRE 2 L 7,
hot spot ¥ ThZhAId 50~100 iz~ T
L b7,

# 2
F1DOWMLIENH2 Y+ v —A204D0BFTIL
204 FNTACYEURIIMEDF v » T RH Y,
BED 1 FhbXR ok T CRD M, fizD
O MBBEEIRLTI BT THhodiL b
2B EDOMBIFE R HE L Lic, DMD E#

Hot spot (healty male: 20 cases)
frequency of gaps

case 1 8p2 (1%), 1q2 (1%), 6q13 (1%)
2 1692 (1%)
3 6q13 (1%)
4 xp2 (1%)
5 8q2 (%)
6 3pter (1%), 1q1 (1%)
7 4q ter (1%)
8 6q ter (1%), 16q (1%)
9 9q ter (1%), 9p2 (1%), 11p13 (1%)

6pl4 (1%), 44925 (1%)
10 16923 (1%)
14 2p22 (1%)
15 12024 (1%)
16 10923 (1%)
17 6921 (1%), 11q13 (1%), 15q21 (1%)
18 16q22 (1%)
19 1qd2 (1%)
20 18q12 (1%)

£1 EFH2avbe—-120805 Tkt s
hot spot D7 & HBLHUE,
L2T1BUTFTH5,

— 68 —



Hot spot

Duchenne type

30/49 cases (61.2%)

Case/Age

hot spot

1/12 1p22 (4%), 3p2l (8%), 6ql2 or 13 (13~4%)

2/10 5935 (2%), 1723 (2%)

3/10  6ql2 or 13 (4%), 13q14 (4%)

4722 3pl4 (8%)

5/18  1p21 (6%), 3pl4 (4%), 8922 (4%)
6/11  2ql1 (4%), 6qll or 12 (4%), 14qll (2%)

7/18 6q12 or 13 (4%)

8/8 1pl13 (2%), 6ql2 or 13 (8~10%), 9p13 (2%), 10q21 (6%)

9/12  3pl4 (8%)
10/20 6927 (2%), 10925 (2%)
11/16 6427 (6%)

12/16  6ql2 or 13 (2%), 1q44 (2%)

13/18  6ql2 or 13 (18%), 4pl5 (6%)
14/18  6ql2 or 13 (5%), 14923 (2%)
15/21  6ql2 or 13 (20%), 4p15 (10%)

16/13 9934 (2%)

17/15 6q21 (4%), 6412 or 13 (4%)

18/12  6ql2 or 13 (4~5%), 10q1l (4~5%)

19/26  6ql2 or 13 (20%)

20/11 6q12 or 13 (2%), 3p21 (10%)

21/ 9 3p21 (2%)

22/11 6q12 or 13 (6%), 10q11 (4%)

23/16 6ql2 or 13 (4%)
24/20 3pl4 (4%) = -
25/21 6ql12 or 13 (4%)
26/16 6pl2 or 137(4%)
27/22 3pl4 (16%)

28/11 1931 (6%), 4p16 (8%), 6ql12 or 13 (66%), 7q21 (4%), 10q11 (10%),

13q32 (4%)

29/11 = 6ql12 or 13 (6%), 10q11 (4%)

30/ 8  6ql2 or 13 (4%)

%2 DMD B% 30 Ak hot spot Dfifr & HBIHIFE,
6q12 Xik 13 DFBALA 20 HIZTRDHR S,

TiX20M< 4949304 (61.2%) i hot
spot AFED LI, WHEKD 1, 2, 4, 5
6, 7, 8 9, 10, 13, 14, 17&F & LA RD 5
hichd, XPEEIED DRI 212, B
HIBLBUE D3 2 o IR D IRALI 6q12 X
1313 T, 4945+ 204 (40.8%) Wi bhtz,
20 4 3412 MEM-FA e T, 1741
BrdU MBI CEED bR, 6ql12 Xik 13
DIRELD Yz WBLFREA & - 1o Bz 3pl4
T494h 74 (14.3%) C@EDHLA, 44%
MEM-FA ##1c T, 34 BrdU ¥Ringsis
ZTED BRI,

z B

WE55 6L & (Ol D H ki X itk T
R EAOHERIE BB L2y, BEom
WaIEME DOV Medium-199 =3
fsh &% fcvy MEM-FA Fcit5 &
U THALAR DI & DIFALIC YT UL F + » 7
BT BIB6LT, T DBl EEATY)
RBWIEA BT & ¥R TV 5, 19654
Dekaban 7% e CRER AR 1 Bl
GRERALZ WA LT DAY, MESSIMALIS DV THL
% DMENREINTELD, FOEHRMNE



TERENL TN T\ o Tt DI — I D512 T
RBEARD Bhvic, 2 19094 Sutherland
DITMESHI 2 R DS ER L. © HPefatk
B 5 WERES RO YR H w4 UL,
@ ThEHTHAL W B—izs bih
54, @ A vFIAXHEEGEERTHS
&, @ WYEREHT CroFognc
LORE, SHERTG, BUHEGNE Ly
T %95,

HZ1983%ED Los. Angeles Conference I
THEESHALIT R D 4 BRI hi?,

AR TEREM, WEMLF I VvERD
LIcBBE TOL B bbb, TOEMAIT 2q
11.2, 2q13 O, 6p23 DFKGM, 7Tpll.2, 8q
22.3 DEYEMAM, 9q21.1 OTHFE A, 12q13.1,
16p12.3, 20p11.23, Xq27.3 D 4T CTH 5%,

B2 T4 AR~ VB, TOMAK
1% 16922.1, 17p12 @ 2 HFTTH %,

H3FE. TwaFiFv 5V VvERE,
10925.2 @ 1 HPTCTH 5,

AR HAWE. o~ Lrdbb
Rty TDOIRALIE 3pld, 6q26, 16¢23 D 3
HICH 5,

DA B < BlfE  C20fii ORET Mz L S
RT3, SEIELA L SR OE D DT
TTEDF + » ALEEEZFER L Tl i
b Sutherland DEFHER LI LTt/ L, I
AL & kv 27, T LAIEREMED hot spot
EWCSEBIDHMNI VBT EEZ DR DY, &
® hot spot DFAILAEFTHLL & RIS & AR
HTHBHH, &LIRIEBERZIHETH L0 D,
HKFED A D= AAR LB EEZHLRTWBY,
DMD E# 49 BT b i B 5
A7 hot spot DIBALIL 6ql2 ik 13 DAL T,
ZTDOHBIBULIL 40.8% Thote, EFF= ¥ b
r—ADYE 6ql12 Xik 13 DIRALo HBLEIEE
R1BUTTHDYEE 2D LIEHTE VB
BIEE V2%, MER Zofvst DMD 24
HHU7s hot spot THIMLENTHD, Thy
BT 5 1e®icit DMD stk
7% hot spot DHBIHUT % L HRIEHRET
HUENRD B,

i 4, HREEGHCA Y7 4 —fE

(LAF MyD) & %&R#EFHCA be 7 4 —IE A
T CMD) iZ%kiF% hot spot @ HBIHEEA L
LARICHNH D, TORFOFER T MyD B
15841 8 K1 hot spot AAHEBLL, #ixd HBIH
JEME D o To S AL 6q12 i 13 T34
Db, kD 20% 1T 6q12 it 13 DD
ho tspot 23D bt £ERENH A e 7y
—fETIL 6 & 3BT hot spot HIBDH B,
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Duchenne muscular dystrophy

Benign X-linked muscular dystrophy (Becker)

Facioscapulohumeral muscular dystrophy

Autosomal dominant scaulo-peroneal myopathy

X-linked scaulo-peroneal syndrome

Limb-girdle syndrome

Benign hereditary myopathy

Quadriceps myopathy

Congenital distal myopathies

Distal myopathies with onset in infancy

Late onset distal myopathies

(Descending) Ocular myopathy

Oculopharyngeal myopathy

Oculocraniosomatic neuromuscular disease
(Kearns-Sayre)

Central core disease

Central core myopathy with muscle cramps

Centronuclear and myotubular myopathies

Myotubular myopathy with type I fibre

hypotrophy

Autosomal dominant centronuclear myopathy

X-linked myotubular myopathy

Congenital fibre type disproportion

Congenital muscular dystrophy

Focal loss of cross-striations

Multicore disease

Nemaline myopathy

Luft’s disease

Vera’s disease

Myopathy with lysis of myofibrils

Neuromuscular disease with trilaminar fibres

Reducing body myopathy

Spheroid body myopathy
Type I fibre atrophy and myotube-like
structures
Typel fibre hypoplasia with myasthenic features
Fingerprint body myopathy
Sarcotubular myopathy
Myopathy with salt craving
Facioscaplohumeral myopathy with
abnormal mitochondria
Cytochrome b deficiency
Dystrophia myotonica
Neonatal dystrophia myotonica
Myotonia congenita
Chondrodystrophic myotonia (Schwarz-Jampel)
Acid maltase deficicency
Debranching enzyme deficiency
Branching enzyme deficiency
Muscle phosphorylase deficiency
(McArde’s disease)
Polymositis and dermatomyositis
Carnitine deficiency
Carnitine palmityltransferase deficiency
Phosphofructokinase deficiency
Inclusion body myositis (distal type)
Sarcoidosis
Bacterial / viral or parasitic myositis
Myositis ossificans progressiva
Myasthenia gravis
Myasthenic syndrome
Congenital muscular dystrophy (#iLE!)
Inclusion body myositis (proximal type)
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P. W.S. = Pradder-Willi syndrome ** =P<0.001
Nep. S. = Nephrotic syndrome *** = P<0.0001



2.0
E r=-0.082
B n= 39
= P< 0.001
Eal
=] e
-
= .
(%]
2
u 1.0
0

STAGE

R4 BEEFEE CO: MRIDY Lo R,
EYREFRE y=—0.126x + 1,058

)
E 2.07
E r = 0,541
4 n= 32
& P< 0.01
@ .
a
P
1.01 .

¢ %Zve ) 100

B5 %VC & CO: &ILTs /K DBk,
MRS y=0.006x + 0.06

0 50

kX h DMD FEREEREDIFEEE LT XL
Awbhs% VC & S/BSA DNFH#HKS5 I
RLTc. HBIERE0.541 (P<0.01) i THlHIC
EOH%ERDT,

z =2

BRLY oW 5s &, DMD OELERERA
12, @ BBETIC L HTPRAL (47.8%), @
LARP i EDOMAE (30.4%), @ L%
(21.7%) 3R TxH, OO REVILITR
RBRILET X BT 78.2% T, DMD D
8 MNLFRIRIMCIEE R AL THLELTWB Z &
275,

DMD DR R4 D stage 7y i & LT,
Campbell {LkD 3 BRHZ AT T30,

I E—ETIBD XK TR LD IIE

To

RGO TSIV K ZTedie, HET
2 - THEIRMMhiiERTt E, REpsi s
LTIBB Lk D,

ME—RTMEN R LD B A, Kt

RS IEE 2 B X I ET,

BIMEREE D D\ LI EORE, Wk
LSO AR bR A, Lich - TS
H MGt VC. IC. FRC. TLC. MVV 0%
fiiZm DA EHbh, SHERE - REDWR
Vo3RS LB PRGEIT IR Lisys,

M —ZpHA SRR 2R3 1 KT,

THIFIZ I\ T L FERB ORI, B\ IERA
HZbh, ELOMGEDERLEL, R&mio
M2 RD D, FRBIRIILY A5V T PaO,
DIET, PaCO, D ERANLZ BN 5,

TR TARD &, HSISET LTV
BT Pa0, « PaCO, MIZIFIET IS
7z TIxkbh, Campbell O4FE I E I HTUL
E5HEAMOBLS AVEICR O TS vz
68%

L7chioC DMD  OFEEERE DI U170 5T
WAXEIR ML 77 A M2 CLREE T, ot
ENRMBIETHD, DMD FEFIOKRBAINETH
5ERbh3 I IE % Mk Lishhidiis b
Vo —REMICIL % VC 2 2 DfgEEE SR T
B0 i H oI W EERS, ST
WoORERTIERC B\ TIREIMY: - finltc
BUWTHEAREIhTWB EBbRD,

R AL~ EHETT5 DMD DR EIE,
VaRR 2 T3 B W R A% - BRFRRE2ME M, AW)a
PECEH LTI v A ERSK E Th
2RET BTN 7 v 2ALHB?P, £
Tz DRETFIHE N % E BNCNE T & AU,
DMD DRk fES X b AR TR
BIENTRERTHD EH LT,

A e LTV CO, ATRBIZIE, CO,
A=A - PR LEZ A PR - F R
TR — SRR AR AT — PR IR A O R CHRIEE
DB Y, T BRI AR - i & AR RS

— 93 —



+ CSF @ pH %0 —mid Rl o i HE {7
ALY, = DRFND E TSN FEETR
¥ CO,-response curve IZEENH L DILE >
FTLIR, KD CO, BFULE D YIEDH
FXPFR PR & D AAE DO IF R RT I D 7o\ 82
ER#1ZD\ T response curve 3R, T O
HOEE % CO,-chemosensitivity & L TR
PR D CO, FEZHDOFHEIC AV A T E PP
W0 FRTIRALEZ AR « TR R IR
W T OB A 1Y, COp-response curve 12
RE DR OFRROBAET X > TEHEI NS
fliE7cn?, WE+%4& DMD DFERrPHFR
A A e T hE, CO, KU IR
ORI X » T Sh, Campbell ORT
BETFHENZERILT S 2 EAFETIR I
n&#Exbhitze DMD @ CO,-chemosensi-
tivity DG ER DbV X 5THD
23, CO; BKIDEDETHIFRAFID chemo-
sensitivity DIETIC X 2 L Dh, FFRATD T
BT X2 b ORI R ) D, B
JaER5%D compliance RKIHILT & 3T L 7o
Wrhii2» 5D neural drive & &R T35, I
B85 0.1 B1£ o oBANE (mouth occlusion
pressure: PO. 1) ZET 5 LHEHH 5190
L LIKBIRT X 51 DMD 1 Bf&xia
D CO; |MRULEC HEENZ DAY, LA
[ BHOFPHELSEER R LTV Z &, [T
W k% CO;-chemosensitivity (XIEFTHIZ
WANTH 2 HDOTRL, T EE TWBH]
BEME LR LTV %, chemosensitivity 12 5%
*hz2 B EEbIB{E PaO, « & PaCO, Hifi
HEOE DMD BETLHE hAbik
T EX DY, JREMETIZEES chemosensitivity
DE{IDEDIs L EL I, To#HD
S/BSA DETX RGO ST /b D
LBbhb,

CO, MKULEDETH DMD DG Tkt
NOETERTIOTHH LT HE, ThIME
TLTWBIEFITHE, fo& BRI A4 Hrh
RIFEHERTH-ThH, Hfiho & -l ok
TEMED VHD DERAL T TH D, &
TORVEGCREEEChb TR S
IR AR b\ & HFIT % 368 & U-CR A

TEDLL LA, ThEL oz~
LIRS BROIEFDEF R RICRIEE By,
FERXEHOAMSEL, BHLELhST
Vo FBDTHECERRICERES MY, |
BELE N E X V2, GIRMBEES T
T LI Elia {345 2 LAV T %, DMD DI
BREOMITCERI BT D EE L BRI,

# &

DMD 512 39 fEf iz o T FFRR Iz L B
CO, MBIEERNE L, fEkorEREEERA %
HEx CxoEREFAMRITOWTERELL,
1) CO;, MRUCHERIRBOMET L HTETL,

T DEFEPEHEE - ZVC B Rl %

il B o
2) CO;, MKISHZDETE & LTHERED

BHETICE S 0T, K TFHIEEDLL

TwWaEEzbht,

3) JIESBRAY =2 v ¥ 2 — &% —1T on-line LH

T3 L X VIBREOIEERICHERYESL

ENTET,

X M

1) Campbell, E. T. M.: The respiratory muscle,
Lloyd-luke, London, 1958

2) MREH YA b e 7 4 —E Duchenne iz
B LR 4L L X O, EFE, 87: 474, 1983

3) ARSE#H : DMD fE WRALOEKGTE &
—#), EEHE, 345 343, 1980

4) Kawakami, Y., Yamamoto, H., Yoshikawa, T.
& Shida, A.: Respiratory chemosensitivity
in smokers, Am. Rev. Respir. Dis., 126; 986,
1982

5) Kawakami, Y., Irie, T., Kishi, F., Asanuma,

" Y. & Shida, A.: Familial aggregation of abnor-
mal ventilatory control and pulmonary fuction
in chronic obstructive pulmonary disease. Eur.
J. Respir. Dis., 62; 56, 1981

6) Irsigler, G. B.: Carbon dioxide response lines
in young adults: The limits of the normal re-
sponse. Am. Rev. Respir. Dis., 114; 529, 1976

7 ) Patric, J. M. & Haward, A.: The influence of
age, sex, body size, and lung size on the con-
trol and pattern of breathing during CO: in-

halation in Caucasians, Respir, Physiol., 16 ; 337,



8)

9)

10)

11)

12)

13)

14)

1972

Mitchell, R. A. & Berger, A.]J.: Neural regu-
lation of respiration. Am. Rev. Respir. Dis.,
111; 206, 1975

Butler, J.:
respiratory control, Am. Rev. Respir. Dis,
110; 695, 1974

Derenne, J., Macklem, P, T. & Roussos, C.:

The respiratory muscles: mechanics, control,

Clinical problems of disordered

and pathophysiology, Am. Rev. Respir. Dis,,
373; 118, 1978
Beral, V. & Read, D. J. C.:

respiratory centre to carbon dioxide in the

Insensitivity of

enga peaple of New Guinea. Lancet, 11: 1290,
1971

Kawakami, Y., Irte, T., Shida, A. & Yoshika-
wa, T.: Famihal factors affectiing arterial blood
gas values and respiratory chemosensitivity
in chronic obstructive pulmonary disease, Am.
Rev. Respir. Dis., 125; 420, 1982

Arkinstall, W, W, Nirmel, K., Klissouras, V.
& Milic-Emili J.: Genetic differences in the
ventilatory response to inhaled COz J. Appl.
Physiol.,, 36; 6, 1974

Sahn, S. A, Zwillich, C. W,, Dick, N,, Mec-
Cullough, R. E., Lakshminaryan, S. & Weil,
J. V.:Variability of ventilatory responses to
hypoxia and hypercapnia, J. Appl. Physiol,
43; 1019, 1977

15)

16)

17)

18)

19)

20)

Kronenberg, R. S. & Drage, C. W.: Attenua-
tion of the ventilatory and heart rate respon-
ses to hypxia and hypercapnia with aging in
normal men, J. Clin.v Invest, 52; 1812, 1973
Hirshman, C. A,, McCullough, R. E. & Weil,
J. V.: Normal values for hypoxic and hyper
capnic ventilatory drives in man. J. Appl. Phy-
siol., 38; 1095, 1975

Severinghaus, J. W.: Proposed standad deter-
mination of ventilatory responses to hypoxia and
hyprecapnia in man. Chest, 70; 129, 1976
Lourenco, R. V.: Clinical methods for the
study of regulation of breathing, Chest, 70;
109, 1976

Whitelaw, W, A., Derenne, J.P. & Milic-Emili,
J.: Occlusion pressure as a measure of respi-
ratory center output in conscious man, Respir,
Physiol.,, 23; 181, 1975

Lopata, M., Lafata, ], Evanich, M. J. & Lou-
renco R. V,,: Effects of flow resistive loading
on mouth occlusion pressure during CO: re-
breathing, Am. Rev. Respir, Dis., 73; 115, 1977
Strachova, Z. & Plum, F.: Reproducibility of
the rebreathing carbon dioxide response test
using an improved method, Am, Rev. Respir.
Dis., 107; 86, 1973 ;
Dempsey, J. A.: CO: response: stimulus de-
finition and limitations, Chest, 70; 114, 1976



Duchenne B EFHEH > 2 b o 74 —fEickiT 3
HiH T — T IUVPTRIT DWW T

BE R A B oM s
LRI TR TR
mEmE H oA HOR ¥ B MK
% W = B, B OB o i
TE 7R ST U35 9 B
B # & 1
DthenI?e RLETHER 2 A b z 7 4 —fE (D Patients 85:.) Bod)&k\ggight Stage gi%l; WMI
MD) DEREEE, WRFOREEC X 5HER
RE iz, DI L % OIHEOTEE % S A S A
. ) 2 23 30.7 8 38 410
BFBELHBY, WHEHHE > THAR 3 23 a1.0 8 59 412
xR LT3, b, HAEHELIT—T 1 16 19.4 8 34 +8
FEZ Xy, ARgliies s DMD KB HE O M 5 20 19.5 8 52 +6
TR OWTHE Lic, 410, fEf % ifitarf 6 19 34.0 8 6 +9
WA AR U SEGIA 8 Bl e 7e D, 1o, [— . f; 2§g 2 2 49

BFIT 2D L H 7 — 7 AMRE R FEfTC
1ol fafEB LIco T, ThbomiTHiEc
DWTHET S,

MRELUVFE

HNETFEEReLRZE L DMD KjE#% 8
¢, Swinyard-Deaver s 124
fIAs 8 EET, 4E4rid 16~23%F, SE35 2013, &
Al 19.4~40.0kg, ¥ 26.5kg THH, %
D5H 3 FUIHEOREEREYEL T, F1,
D=2 =Kk X bR Ejection Fraction A3
8 ik 5 A 50 LA FC, Hegar HOHik X
bR 7z Wall Motion Index (% + 4 ~+12,
Py +8.8 TLHMEHEXREL T, (#1)
Bl AT —F AL 8 itk 7004 A FEF G
i, 1B ARSI SRz T iedbohic, %
o, O T Hd 2 AN T — T ARSI
AT &2V L, D 1413 » SR
e A T — T A% ifT Lico JiBid Sel-
ginger HIZ X H Swan-Ganz # 5 —F A%l
AL, HGHE, MEWRE, MBIREEAE, X

48 -+ 4

Stage: Swinyard & Deaver’s Stage
EF : Ejection Fraction
WMI: Wall Motion Index

U & 2 DRl o E 21T 7 - 12,
i, EWE & R BIRIN A A3 P2 Tl -
1o

BR&IUER

ARG TH - 77 G5 6 flhs PO, 7340
mmHg LIF, PCO, #' 69 mmHg LA LDgis
IR X B ERERMAE AR L, 1 filik
PO, 7% 50.4 mmHg, PCO, #% 88.9 mmHg ¢
BHole Ei, MR O G IER 2
AW OBIRM 7 A 5Hrk pH 43 7.33, PO, 2%
63.9 mmHg, PCO, 7270.1 mmHg T, ¥7itt
% PO, %' 173.7 mmHg, PCO; »%25.2 mmHg
&7, EMERMAE X% LT, O
IPER RGO 86/min wER &, |4 FITRH
DLGIAY 100/min P EDHIRTE LT i,
T EHRET D TiE, SRR D 2 fs 4

— 96 —



T, SEHMTIRE 27 mmHg LLETH D, #F
= PO, %40 mmHg LUFOFEHICrNiEIIRIL
CHEWIE A 40mmHg DLETHoTe, Thick
L, ATRPRG R AbOfER <, SFEMiE)
C JRIEIE 22mmHg TIEH ThoToo MiBHNRE
ATE A R 1 flxbk &, 4 CEN A
Thotle Fi, AREEATITFRSO T Fid
4 BN R R RS, D5 b 3 FILEIREA
ENERHTH-1, IHIL, 5PRfTRo b
MU L b kA Cardiac Index (34 TIEFR
MWATH -t (FE2)

wiz, ANTERSBFVESRNIR TTlcbhic 2 4]
2T, MmiTEEOE L AS E, WL
pH, PO, 3 XU PCO, 2&FH L, FHNREIIR
F1152 mmHg 7> 516 mmHg, % X U840 mmHg
MHlemmHg ETL, EFHE &Ko7,
(#3) ORI ATFESEO AT L b, i
EMEED R LRI TH Do U X Dl

METFRAGOFERC X AMBRERGCERL
TR DRREFE MIE T X iR OFEGEA REAE
ThHHEEXD, T, MREARERELUTER
IR BN E0L0, MBIREAENER ¢
EANSZ & XY, WiEmENRRTH ST
BelEAUREE X his,

B, ALAIT—-TAERRTTLA3 A
#BiT, THEE Rk A% 177 - I E ST D
T, ZOMITHROBE LT i, AFFERE X
RS S O HRBIFF I X b BYRR I 77 A 4>
ProierEE Uic 1 BRI T, SEIEEINRES 38
mmHg 7% 18mmHg ETL, MEmE
HHE L1 LL, 37 A% TIE PO, #365.4
mmHg, PCO; 7 54.1 mmHg & 2i3% LT\
HIL b b, FEMBIREL 43mmHg
& LR UTH Y BB E/IEL Tl 20
Z & X ) BRI A KRR e R 3 5 Bl
MEGMBRCFEROZE R b L, —’F

£ 2
Patients HR Blood Gas Hemodynamics
PH PO: PCO: RA PA (mean) P CI SI
(/min) (mmHg) (mmHg) (mmHg) (mmHg) (mmHg) (1/min/m?) (m!/beat/m?)

1 122 7.31 39.8 93.4 2 67/42 (52) 5 3.9 33

2 135 7.36 31.7 91.7 8 63/41 (53) 11
3 116 7.27 32.6 84.4 5 60/36 (47) 9 4.5 39

4 102 7.31 35.8 69.4 13 52/28 (40) 27
5 123 7.24 39.4 71.4 9 49/32 (38) 10 4.5 37
6 120 7.31  39.0 80.9 1 40/17 (27) 5 3.7 34
7 109 7.34 50.4 88.9 7 31/22 (27) 7 4.5 41

8* 86 7.51 173.7 25.2 3 25/18 (22) 13

*: Assisted Respiration 'Cl: Cardiac Index SI: Stroke Index
* 3
Blood Gas Hemodynamics
Patients PH PO: PCO: RA  PA(mean) PCW
(mmHg) (mmHg) (mmHg) (mmHg) (mmHg)

1 Spontaneous Respiration 7.31 39.8 93.4 67/42 (52) 5
Assited Respiration 7.65 169.4 24.0 23/12 (16) 10
4 Spontaneous Respiration 7.31 35.8 69.4 13 52/28 (40) 27
Assited Respiration 7.54 210.4 36.3 23/10 (16) 21




®

4

Blood Gas

Hemodynamics

Patients NO. 5

PH PO:

(mmHg) (mmHg)

RA PA(mean) PCW

PCO: CI
(mmHg) (mmHg) (mmHg) (1/min/m?)

1984. 3. 6

Spontaneous Respiration 7.24 39.4
1984. 3.12

Assisted Respiration 7.27 57.8
1984. 6.25

Assisted Respiration 7.33 65.4

71.4 9 49/32 (38) 10 4.5
67.1 5 23/14 (18) 9 3.6
54.1 11 53/32 (43) 14 4.5

i

CI: Cardiac Index

o
AN AR AN

50
NNV Vi
AN &:
25 25
— -
10mmig . I ANA A A A
SPONTANEOUS. RESPIRATION ASSISTED RESPIRATION
POz :35. POz :210.4mmHg
PCO2:694 PCO2: 363
=

TARME R MAE DB  RIE L7 < 7o o FoA[RE
Et?b’/j‘ ghf\-o [% 4 j

Z2 8N

R AL%E LT Duchenne RUMEfTHERG
A b\ 7 g —HED KD i1 By % il 2k
WX OB Lico MR EXR LT fid 6 1

AEREH MAEA N & % & 2 Jilifs i HEAE %
AL, BERAREZE UIHEFICA bR S AL
Ll MEEL RN TS % R R S h
oo RfiFsMHESEASRINCHOA A, M
TEVERER MUE OB b RGe3, JRmraitt:
E78% & XD EIROBENWELE L 7T
ATHEMEARIR S i,



Duchenne BIETHR Y 2 b o 7 4 —REICEIT 3

O a—K —REic BEEEGEEEIR DWW T—
T B =FEH B B
R TE BIEREL
mREHNE B I M OB
ELIRBIRET
w4 8 B, B E #
K B ® — B # % 3B
I PE BIR BT

B 8

Duchenne BT A b r 7 4 —fE (B
F DMD) DODIFEECDWTIE, %< O
Nhb, 4E, &1, DMD BHOIKRNE
BT EMT, D= -REAVTER
PEIREER & 2T AL O RIS RIIRIED W <
ONRUELIDT, TOMELRET S,

R

gy, ENEER ERIRTEEE C ARG D
DMD E#%284 T, FRKEEE, FEIKATR, CPK
DR, FEE, Bflo CPK &, —fii%
et bhicBETH S, TOBHE
*EAERPER O FEEES I, Stage 1
~4 % 1 B, Stage 5~6 % I}, Stage 7~8
#IEEE L, ME L& KEIR2>WT Control
L OHIT, HEENRERT, FEEEET
X BEEEED L% A, Control FFITIL,
BEEORBORWIEREROIGEEH, B
MOBEBRHZE AT AV, L= —%AIX
W% SSH-60A #{FRL, FIFrA F7 4
AT THE LIRS SAXEIEL, £DF
B NEME Ulc, 4EIE Lcfahul, I
FiigEE & L C EF (FZWEK), ET/PEP
(AR RS/ ATER RS RD) 2 JE L, DRERINIEEE
& LT, mDPWV CEHERFRHELE), D/S
ratio, RF (msec) (ZEMAMIFER), RF (%)
(GSEM AR /DA, RFR (AR

VEMTRICULAR S
SEPTUN ———NC

POSTERIOR
WALL

LV DIMENSION
CUNVE

AMIRATEES), IRT (ZEAMEIRERRE) #E
Lico M1k, ERINEBELRET D
AR LIcESRRBHRTH Y FED OFEY
VRE LR R 0 D BRI InBAA £k 2R FE B
BEEL, TOHRTOARRY Ds (EERMRK
R, IRERMO RO 2 £ 5
B EBERMWRTHEL, TORTOREY
Drf & LT, UFDRA LD RFR %Rd,
RFR=(Drf*~Ds®)/RF

¥R L RF R 2EBAMRMEE L,

Z ORI R ORI TR LIcb D% RF (%)
kLT, Btz — X h mDPWV % Rd, X
L7 D, S HHIL b D/S ratio R,
¥ 7- IRT 1%, dual echo & TKEINRS & 10
Frh FFEEE L, KEIIRSPASHA D D HIEFEA



BoS o E LTE LT, ET/PEP OMEER*# K 3127 L1, EF &

- 2 M BE X v BEEN L LR, MEETIIEY

mDPWV{(mm/sec)

EF OJERKEESX 212k L1, Control #
N 150 [
E I HORICXEE LA, I, IIEEE R
b e Nppe g - N . N .
BEHAEFT T B LI, KDL D% <
° L]
fgof:o
L]
. . .
[ad L3
EF(ZX) -
100 °® *
20
. * -
oo (] . ——
! POy . . L4
70 - ° [
o .
o ® .- L] : L]
. . . .
e L]
50 ¢ e H
L4 50 .
- .
30 :
"
L] L]
L]
10
L]
CONT. GROUPI II III
N.S  p<0.05 p<0.01 CONT. GROUPI 11 111
p<0.05 p<0.01 p<0,01
2
K 4
ET/PEP D/S
4.3 )
) . °
.
L d
L]
4.0 °
* * 1.0 L]
. * L4
oo
oo
$ .
3.0 ° . .
™ . . N 0
——
[ .
.
.
: 0.5 . : .
° [ . 4
. oo . .
. H 9
2.0 o ‘3: -
o & s
¢ -
1.5
CONT. GROUPI II I11 CONT. GROUPI II III
N.S p<0.01 p<0.01 p¢0.01 p<0.01 p<0.01
3 = 5



RF(msec)

300
L]
; RFR(ml/sec)
R4
o
200
N 50 7 8
° b .
L] L]
40 T ""‘ [
L ]
. ° .
*
—_— ! H
L ] 4+ [ ]
100 o 30 = .
. - o b
—& o
hd °
4 - 20 + ¢ ¢
L d
—5— had . *
hand °
* L
10 ¢ d
NT. 1
o GROUPT I I CONT. GROUPI 11 III
p<0.05 p<0.05 p<0.05
P<0.05 P«0,001 P(0.01
= 6
= 8
RF(%)
IRT(msec)
70
70
L
[ ]
L4 .
L ]
50
50 o
® L]
. . .. _
. L4 H
4 ° . .
L]
[ [ ]
L4 ° -
L4 .
L]
30 s L]
30 L J [ [
° .
.
W |3 !
.
* - e
4 -
- H
[ J
. .
10
10] *
CONT. GROUPI 11 I1I
CONT. GROUPI 11 I1I
N.S p<0.05 p<0.05
p¢0.05 p<¢0.01 p<0.01
= 7 9

—101—



RFR (ml/sec)

° o
50 . o ©
o
A
40 A ,
-2
A 8 °
30 R O . ° oo
L x A
. L ]
e A°
20 A o CONTROI.
] A e GROUP I
A A il
10 - i
30 40 50 60 70 30 90 EF (%
= 10
TAETTHLD8% 0 -7, KRN plot Licdh D THB, Control Bii,

mDPWV D#ERIIN4ATHSD, 1BEDR
TECRAEREN A LR, TR, 3EAY
2350 mm/sec AT EEBICET LTV,

D/S ratio (K5) %, Control BEDF 5HD
ELLSRGCIBE L Bbh b, mDPWV &
A I EOMT, T TREZENALA,
MFHFCEBCEED L DAL D - 1o,

RF (msec) (K 6) ¥, FEEERTMOLLE
i, BRGSO LT3 2%, TR
PRI 50 &Mk E Ly, MBFCEWIC
FERLTWAHAA GRS,

RF (%) (M7) & 1L bEEENL DR
Z)D

RFR D#HFE*R8WR3T, IR hEEE
&b, I, MEET, EMHOFIALE,

IRT OF%H 9 Rt 18, MBECHE
LXICBHEBD DL, RRFHEEeS LU,
UL Y EEEEEAEAT AR EER G125 < 5 T
%0

B10 e, INHGAE & IRERED By BB 1
DT, BN EF, il RFR % & b, g

BEAENEERCHH LTS, 1BHIE—
Control & overlap LTV %55, BBirh,
Control BFDTFHIZALE TS & DA %\, NIEE
LR EAEDVET % b0, TR BEE MR
DE DI Ai LT 5,

Z =

D=z = BRERESECHES LT X R
TH5BH, BT OB TR OO D g2
EHUA AT RE e i, W EHERELTH
%o

GO RE I DT, B34 DA
B, EEHEERELE 1 HEIT T 51O TN
RRLIETTS 004\ & XhTkbh, 4EoD
B4 BWE LI EF, ET/PEP % [Rks7ciki
Tholoo LLisnis, REHEEEETHT
b, ARSI IR TH 2L 0L b
i, BURIET LTS D350, FEiEs
IR AT LHETF LT Wi nw s &L 3Tk
BHSR TV B THDH, = DIUHREL KT
CETLTWA8E, =2 — LESHNEROIK

—102—



e L, BEEMCS > mts OB rEL
Tk, HBOKEFTADSE L, WENERH LV
L/ MBS B 5 D EXRHITH 50 FMP D
DMD o0 EEHT L hiE, DR 2
L 21258010 5 H33f (56.9%) HAIETH HEbH
e b, 1401 (24.1%) »47e, 1161 (19
%) ML Tk b, OEEiofmL11fo
12 & A ENDEDOINEEEREZHE>TERY, A
FISEAITAE, SIE OB & Bk LA DR
NA bR, &5 cMEORERD >
5, 2D X51T, 5-oMmELARLEETHHT
i, OFEHRBELT, WREDETTELA
Hh, JEFEMIY, dystrophic change 1240]
SHDBIFIC X B LAROFEENTREND &
FsC, Tix Fnshioofs, e
KRTCEDZERRLT WS, fR, BANKRT
WBIREERY, R s EE 4 ORT M
by Lieh, TOTRTOFRELIHEL T
WBDTH Y, dystrophic change [EH D.OIE
WRIETEEYIHEL CTW5 DTl &%
BT LIV = DOERT, FRIMCfEINE DD
Dit, LABREBDbID,
THEIMEEERIC DL TIE,  1975%E1C Kovic® 43
DA K IREEEIE DM ER 2R LD
NEE D ThHotedl, TOHIT, b -iXHINHE
B oWT ORI Tabh, IKEECOWT
DEERXETNTH - 1o SEOHRTIE, TR
e, Th L ERIERN, D ERAM E T
D £ DIRFEFIHIREIC OV TR %2 1T » 1
i, ERIGERMOBETHAEE 2T
547 vAE, MR, OLEOIKER, EXKED
BT B R, BT EROIRES
AR LEWERBDLRAINDLTH D, ZDH,
D=2 =3, FHIRERE Y R 5 Ok
WWHERTH -1

& 163k & 1o KB W45 B2, IRT (msec),
mDPWV (mm/sec), D/S ratio, RF (msec),
RF (%), RFR (ml/sec) &3E[E, Wil, A
LiE 4D dimension Tholchy, EDIREIC
BWTh, BHX ) RENRED LR, IRT wE
DT RTOIFEIC VT, FOREIL, I
GSREE X D L RMNCHBIL, X b SBuc O
RN XKML T\ 5,

o IC, AT ONEE LV S BlRE A
B o, iR, S lafic ks e
H= v bORHG Ca DE D AR, TN
D Ca EXETIRHLMBEIED, ZOR
tke, Ca ¥WEGE, FFOMBOMRHHRTTHS
Euvx B, LichinaT, ABFRTHOAICIRE
PSR BN, OO, BT
CIBALEIaVvFSATVADETENS XD
LirLA, bo &R0, RO Ca REK
2hMafkic X B Ca DY ALEEHZ E V) A
nhEFRIhhRE b Bbh b, S,
DMD EBEOHHTIE, REICE Ca BEN
SERHIRTHRD, O EH, FIREREES
D—oDFEHRTHBHZ LI, THrELDLR
5o

¥ -5/ kR oWT 4, DMD DF#%
BNtk TiE, Ca DRDIAKEIMETL

CTwBEwbhTED, DHTHRRORFED

HLENEbh %, ¥ Weiss? X, Bl
HIC X b Rt BIHINENIRE O —2TH S
time constant T & initial Ca** binding capa-
city & DBFEERF L, MEMCHERDADH
B% %, Ca #5GHERH & RUIIRIR R E L
EDRBREEBER LT\ 5, BAED LS,
LEOFFFE X D HIB U0 & b O R EIRE
BEIETF & 2 Dt &\ 5 RIE S, DMD DA
CELBIR LTV A EBbh M Ca REESR
% L atkD Ca fEATERE RO L OMET &
W 5 A B RAUTTEE T FURTR
LEDOHRICZ L H, DMD BETIE, »ich
B 0 R AR FIREOETARFEET A &8
Texh, RN BES OO R O T &3k
z, BEEMIART o B\ o & 5 HIEEOHRERE
EHOER T, HEOHERETR, LRI
IgRRE b BB RIE LY, Btk bl
X D ET LADEER V- £ 5B b3R5 T
Lk, FoeEzbh,

¥ L&H

1) EF, ET/PEP T3l L 7ciffiaens, i
iR loh T B0, EEEIET T2 &%
HIE T T3 01038 e ot

2) SEIPE Lic RUIREMRERE O R EAY

— 103 —



T, BIL 0 EELZ SR, UEHHEL D
FEBOT OB 2 M Ut RESEEDEST
T5E, IRELEWUCETT L6038 e
of:.o

3) INFHHE & INRREDBIRIC DT, REsEEE
DD AL, BEDIEMEEED LA D
h, EELESEEDEA, IUHEEE, 1hiEkE
HEECEEI R T, FEEDL O,
KGR LT b —EDBFNE, Rl
Heieh o o,

X

1) FE#HE i BAEOHIER ST 502 -
BT ROt & mfTEE D%t H, Japanese Heart
Journal, 17; 275, 1976

2) REEZ  BITHEH A+ » 7 4 —4E (DMP) ©
LORBFRITIZ. Duchenne # DMP 60 i
GlotRE, MERE, 31; 295, 1975

3) Kovic, R. B,, Fogelman, A. M., Abbasi, A. S,
Peter, J. B. and Pearce, M. L.: Echocardio-
graphic evaluation of Posterior left Ventricular
wall motion in muscular dystrophy, Circula-
tion, 52; 447, 1975

4) Weiss, J. L., Frederiksen J. W., Weisfeldt M.
L.: Hemo dynamic determinants of the time
course of fallin Camin left Ventricular pressure.
J. Clin. Invest., 58; 751, 1976

5) BIBMERE, b : O BaEE & A OSEIEDE
P, FRR L TRER, 32: 293, 1984

6) Ross, J.: Afterload mismatch and preload re
seve. Prog. Cardiovasc. Dis., 18; 255, 1976

— 104 —



Duchenne BT A b o 74 —fEICTBIT 3
OEEE DB
——201T] i SPECT i k 25E#: Y36 L OE R ——

i 8 o bk BB
P ST HE T E MR A R
wanE BZN O IE H

E E

20T .»f SPECT % Duchenne FMEfy{4:
WA rr7 4 —fE (DMD: n=14) &HiifT
L, EHMER XOERTETHTE 1T e - 7o SPE-
CT BoOEHMFE T, KHERELRDL
DX, 1461106171%, £FI3EH ETHh Y,
AL TH B L REEIOMT71%, TEE 8 {fI57%,
fIEE S X O'FiEES 6 143%, LR 2 M14%,
FRR 1 BI7 B THolz, Ilne & T D
DI B AR AR B, FENC X b ELR
b, 77 v b AEBEIGC U E AT
TiE, *O'T1 OFERIRERIL 3.6+1.0% CHIREE
n=8, 2.7+0.3% : p<0.05), AEBOHARKI
190.24+67.5m! CoHREE 157.8+21.5m!: ns)
THotoo FElib & OHBIZA LR TEFNIC L D
EMNZ BRI

DEXb, 2Tl Lff SPECT 1% DMD ©
DFEEOBMICERTH D, SHREIFTIEZE
AREEEbRT,

B B

Duchenne BGEfTHEFOA Fr 7 4 —5E (LA
T DMD) Tik, LRI 4 DR
EEC iR HAL?Y, DAZITHET A%\,
FoOmEFEE, OER, <27 P ALTER, O
a2 -SRI VR IRTWEH, ThAbD

S SR B SRR AP
®B O H F E K K H
Z HoE S #E W BRI

(R SRR TR B IFE

FETREERALHH L, BET5 DN
THho 4, FRENTEHIBREREER L
LCHE LY % wfifeE 2T1 085 SPECT
(Single photon emission computed tomogra-
phy) %HfTL, (ERERROEENFIE, X
O OIT1 DAHIERCR & EROHAERAERIC LS
ERMFHEZ TV, TOF AT OWTRR
L7

HREFE

1. x4
X GURIRNLE R E R EFBEAR SO DMD
1461, ‘b X OVEABPILHC X 5 BRERE
EESFIRE LR T, i, FERO.OHEE
EeAH LV HIEREEL L,
2. KfEditk '
WUTICL # 4 mCi ##E1053 X b, EIEEE
v 45 ZLCT500 (i) 2T 1 7308,

£1 FEidk XUBEEREE

PR
P O V~VI VI~V GF
9~135% 3 2
14~16%% 2 2
17~215% 4 4
it 4 4 6 14

¢ BEB Y ATRISH)

— 105 —



L3 1. Apex
- 'Q 2. Septum
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x® 2

1. 2, 3. 4. 5. 6. 7. 8. 9. 10.

" EV, visualized - - + + + — - + + +

LV deformity . — — + + — — — — +

tear drop tear drop tear drop

LV, enlarged - + + -+ + — — - - -
dilated cavity - + + + - - - - -
Perfusion defect —  inf-post inf-post inf-post”inf-post inf inf-post inf upper-post —

slight post-lat inf-lat slight slight
High R (V1) — + + + + - + - + +
Q wave abnormality — + + + + — - - + —
111, aVf I1, 111, II, 111, II, IiI, I, aVf
aVf Vs_¢ aVf aVf Ve

ST-T change - + + + - - - - - -
P wave abnormality LAH? RAH - - - - - - - RAH

EF (%) 46 46 36 31 41 39 50 33 35 56
PEP/VET 0.17 0.22 0.33 0.6 0.6 0.4 0.1 0.14

Clinical symptom _ _ + _ _ _ _ _ _

of Heart Failure
Respiratory Failure + - H 4 - - - — - -

Remarks respirator management
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AT r7 4 —EORKRER X OEFHTE.
IBRISAEEED 7458, 18971, 1980

4) BREEZ DRI 7 vt 757 4 — i X508
KeDET(, BRSO, 258F, 1983, kI
#E, KK
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200 Emission CT T & 252 2 b a7 4+ —FERFD
DM SR HE (LR O - EHEI2FEOEX & Ox) ks

BE A B X% B
T HEE T S b
mxmhE B R FORS, B H Ot
i & F F
SRR S MR
moB ¥ OER M B FE ORk
moA EH O, s oM B

#

Duchenne BEfTHAF Y A b v 7 4 —IEBH
BT B OIRHEHERE & LT THEN
I ERBAEEEES M bR, £ OFHECI R
12 OERAERNDAFREE LTHVD
RT3, EFEOBERMBEHURIC BT 5 RS
DREFDEE L GOEMER T v~ h 2 71
X 52t T] .85 Emission CT (ECT) 2 X%
DR RIBOZMMTTREE e b, FRAIA
OE RN OB EREOBE A EH VLT
WHe LIt > TE T 5, PREEI2FELERIC X
2 DI LR R AL M RE & MBS R & )Tk
Bt LB E L R5h 50 ECT LOXf
XD BRELEBHRIRLEAER DRIV K
Proeci B 12 AL OBRIC X 5 DR HELIR
IEIRAL M EE SR 2'T1 .85 Emission CT & D
®H X 0 BE U,

T

¥ R

E T FE T S BB ABEh Duchenne T
HEFEGHOA P r 7 4 —EBFIOBERGEL
tro ZPIFMCERTIST 521, FEEEMH
X5 H8ETH T,

v R
T 2mCi X FEL, 100H & h B REE=

HEBRER IR

Y A — 2 %R L ATRBEGEI T O 2
v=Hh a7 (HZE GCA T0A 1§) B XU+ v
A vCER LT — 2 AHKE O GMS
55A computer system) #RAUWOAGE AR
Lico 7 — 2RI ERHRELMEMLE L 6° ¢
—F 208 T o, 360° i oWTEF 10 4 HfT
51 6 KFMIBEOHEBIERCT X5, 6
ERFEMEOIERK L0 6 EEEMGE D, 518
WYz Fh 8 mm DIFT mRIFHEL
PRL7c, EHERLE R % Goris BODOIJFIRIZHE
background ZLEE L ##%, circumferential pro-
file FZITiooTco IEHAISHRDT —2 XD
\Bohic FETC BT 5 A T RIREK ©
mean-2sd curve X D@ HhfiX b{Ev Tl
BINX E A ez e L, wieE  {UEE, T
B, BEEORLEBFRCBT 5 HHHboFEY
HIE L. ¥ 7o % fEMIHE T circumferential
profile M DR A I AR EILE W ¥
WT AL 5 BEROH OB &G 2R
B, ZhEORET A BOIESNT E Tl
%2 R X ERB ORI T 5 LIRHER
(%) ZRDI,

A 12 L0 ERE M ECT & AT
QRS HHOWT BEfLic, Vi O RFE »
1mV Lt BBV V, O R/S A1 BE
DIFELHEELHHES), 1.aVL KQEHFF
£, HHWIE Vs, ODRENR 1 mV UTOHE
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RIBELIHRAED), Vi~Vi, i2Q¥, RED
poor progression 2 % \ ¥ reversed progres-
sion A BN DGHHEETEOLHRED L Lic,

# R

1. ECT iR & OEMATH & oxttt, ECT
L, 106t 8 Gl BARE A BB /AR AR BT,
BIBEIC DL BT RIB A bl 3 i L BT D
ZIETRBN AR BRI 1 iR\ TR KRIE
oz & LEMATR &3 —F L, BiBEs LU0%
BE L IR RIBA R D ALIe 4 Blrp 3 Tl

EXE, BEGRT 0N EDHHR, 1 #HTi
FIl(%)
8ot n =10
r = 0.80 (p<0.05)
Yy = 13.9x-66.9 .
50T
40T

301

201

10T

Clinical Stage

%1 Correlation between ECG and ECT findings
in assessing anterior and posterior wall fibrosis

Anterior wall fibrosis Posterior wall fibrosis
ECG(+) ECG(—) ECG(+) ECG(-)

ECT(+) 3 4 4 1
ECT(-) o 3 2 3

QRS BT T ST-T BAOHRNZ L
hic (1),

2. EBELTHRHEHEROKRE, ECT @ cir-
cumferential profile fEHiAsHRD Bhifcs
OUFRHE LR E# & ORI A IR &R
STghr o T R BB & DA 35 e IF AR

FI(X)
Gﬁr

507
407
307
207

10T

5 18 K

Agelyrs)

B 1 Correlation among clinical stage. Age and fibrosis index (FI)




R LA (r=0.80, p<0.05) (K1),

EFI2R

fEFIL (215, 6%), LERLE, Vi T
R¥EM 1mV Lk, 22 R/S A1 HET,
Ve ODRFEX 1 mV LANTFTH b, HBABEHHRZE
Stbhhic, ECT Titisets X ORI B
HERKERA bR (K2), EFI2 (205%,
8 ), LAENE, QRS WHIXRIFEFRT ST
-T RELRZLRDLORTHY, LUREIE
fEL#E x bhit, ECT TiXilhEs OB
IR R KRB, A bR (K3), fEH3
(16%%, 8, 1. aVL Q¥ & B, V, D

TRANS-AXIAL
SRR

R/S HA 1Lk, Vse ORIEX 1mV UTFT
»h, BUBEOHRESEDNI.,, ECT TR
ERBERCHERRIBALN A DR EZLHRAELR
1262% Thote (KM4), KIEHNE ECTRFA
256 r ABRICOARLREL LY, NEHATIO
BRI EEN D 8 ¥ AR LT,

R B0 3 FITROERD bORLTHRE Y
T EHIET % & S XE#EEEE 2 Hhis,

Z B

ECT i X b DFfRHEICIRZE O 3Pl 2 IR 52
{92 R BT T2 2 &R AIRET Ho 1
ECT E, RiBED 5\ LREERIMO FHELIRE

—115—



&HTE S RAAEG TR B 1235 TR Wi
ECT iR &3 Fle—EZ/rLicL DD, ikt
¥ X OHEE L LCEERRIAL R DR IES T
DEMTR E ECT FFRRA—Zicz &4i%
<, RO LA TROERI LI L
DR B FHET 2 e DD LB 2D
hic, FRCOER ERABRES O Z 030D b
BIEGIC b mRCHIBE DRI E A FH T 5
AR A REE SR,

Duchenne BEfTHAHC A F v 7 4 —EBH
EEEETHE T O LDREEMORETH -
THIERCZ UL, FBbEoRBEROiD
L= 2 —RENE LTI T OB RS
BB D, LDENERIC X b LHRHH{LRED
LD B BEERETH 5 D EX Tk ST-T
B D LT L 2k BT EER X OB BECIATE
RRERRIB R BT HIERANR A DR &L X h A
HE D O AFFRHEILIRZE DI L LR D & T
T+ ThHh, ECT DRBEMNTIhi, ¥
TeEE DR LR R E B & AR e IEARDY
2 LOMBE S BRI L DL A5

EORGRDBIFET S EE 2 bhi,
B B

1) Duchenne BIETHF O A b v 7 4 —fEM
FHI0RZ XL & LT 2T L85 Emission
CT (ECT) 12X ». AR 2 & 510
L, BEHRI1285E 0N & G L 7o

2) ECT k, 10 8 Flic AR 7 BEFE 3B A
Zbhic,

3) HIBEC DR RIANZ BT 3 ] & BBk
IO LW R H Bt 1 flics T
HECRARIBAL & DTEIT R & i3 —8 L1,

4) HiBER L OBREEL LI RIAN A bRt
4 G 3 Gl TR DERI E, BREEHZE D 2t
@D bR, 1T QRS FEHXIRITIER
T ST-T BEOZNRLZ BT,

5) ECT @ circumferential profile #7255
kD LRI B O SR B BB &
DECHEREMMEZR L (r=0.80,
p<0.05),
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Fa vy XEGU AN T4 —fEITEIT S
OAREER O TR IFHROIFEIC BT 5 FREd

HE

PrihE K

L g

Fave vEBRHCA e 7 4 —fE (Duch-
enne Muscular Dystrophy : DMD) O.LA4:
FEGOTFHIEEIO\WT, DMD 564 (JET 19
B, HAFE3TH) AR L= 2 — &Rk (ST
YHAWHE L, D=a2—nb FS, RE»D
PEP/ET %3k FECHUITETRE L b, AIFHE
WEIRAIS9E10 X b # 2 4R, # 1 ERTR LT
3 7 ALK % retrospective WZIFT3 5
L, OARSTFEROREUTERI L ) BECTR
THORENE(L AR LT

DALFEREDRED 5 b FS © M+SD, PE
P/ET ® M-SD % OARSIEG O FHRHAEEN &
REL, FEROTFEIHHLTWEXREDR
S B L TAFEXRECO TR TMREL R
W5 & BB REREOR, ThbOT
BHEENIE DMD D LAREIE FI0 T G <
mLbH5 BIEERAL RECRYES L Bbh
o

Fove VvREGOA LR 7 4 —fER, BR
B4 TRETH 2 LSV, HETOW
< H LT L EHE S HhCY, FEREO20%F RO
R X b E EbhT VLYY, I REFN

i 8 B H Z
EERVAS=E 5 e sk el A
¢ oHEH oM, B K R R
7 OROIE &=, /ol 7
SRV 53 b1
® T ol oE OB —
®x R B X w I %@
% H ir2
FEKRFE B
" R 1E
THEA L REBT R R R

B TIROREDOAPHBIEREETH H Y,
WO A EDEENEHIh TW 2% Tk
fsns, DMD OFHARRET & LTFRAE
DHRELTOLRED EDHEE LRI,

Z 0 - d DB HERAT T X AR AT A EE
<, i DMD OB LS  O#EA
HDHBEW | SRR LRAEIEGIO FHRY HEL
BAEBEL HBORT Lo, T T45EERA
iz DMD D.LARRTEREE EFRO RIERATY
retrospective WCHBEL, DASREFAIO FHEE
HETEBIFEOF I OVWTERR LTS

HREHE

x4 : AS4E12A 5 HRISIEL0H ¥ TIER
OB X T L7 DMD TOIEBID 5
L SRR L AN AR Rt L7 5661
©, 19BIDTECRE L STHDEKERETH D (K—
1)o BERXEHGER, OERERENT R, MK
7 AP R E s HOARLIERE (Group 1: G1)
DAL FOPRALIERE (Croup 2: G2) I&4)
v, AEEE (Group 3: G3) HMRE L7,
Gl,G3 L~ G2 X ETHERT H5HH
(P<0.05), G1 & G3 DB EMERILV
IERARATERE L RS S VXA L DR
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®1 &g EHGH®

PSES

Ta¥y YZBFLA w7 —iE (DMD) 5601 (4015H)

1. ZET=FE 196 (FFf 20+ 43F)
1) LFRLE 661 ( » 17+ 4F) Group 1
2) DAREHPPREALTE 861 ( » 224 4%) Group 2*
3) MERALIE 260 ( #» 20+ 47%)
. 4) BRI 31 ( #» 194 4F)
2. 3761 ( » 17+ 5%) Group 3
Fhp%E *p<0.05
ik

1. M mode echocardiogram
Fractional shortening (FS)
E#HME 0.28<FS<0.42

2. Carotid Pulse Wave
PEP/ET
E%{E 0.260<PEP/ET<0.376

»poor recording, HR>110/min i<,
3. F—sxDHEs
RI2EW FML1ER 3HAUA
FECRE —JETHY

HHFRE —HRFI594£10 8

1l A _
o2 [k <3

RIEBER, ThE COLBEREFREL cRE
RBDICH > T DTS LTz,

itk R—10ML, D=2 —phbiEsas
& (Fractional Shortening: FS), SREHAR B 2
DER I RTIRE R, BRHiBER] (PEP/ET) %3k,
FS/0.28 s\t PEP/ET>0.376 %D MEHe(E
T EHWT LA, (i LB iE s SS
H-11A @¥FHOMBERC, £E M- F=
T —% MR D HEE 50 mm/sec TIREELSRED
FEE® T FS ki, PEP/ET B DR
B EREH 2 FH R 0 HE 100 mm/sec CEL
8L VIR REEB A4 110/min 1A
LD BURFE DEREHIRI L,

SO LT Bbhic RERBION,
B IECRE X b, ARG 594 108kh
retrospective 14y 2 44, # 1 Efik X003
7 R LA O B A £ BT R EE U T

RIZ LRLTERED RERBION, HBFHO
FS © M+SD, PEP/ET ® M-SD % .LR4

EGIOFEREEMBEREL, FhLOftsFH
DB B 2753 GHE B D BT Holle U C P HEE
{HD EFRO FETBIT % FHNEEE % B L
72 M, FS @ M+SD i L bk &\ lid 5
LICEEFI DA, TOBREBIAERE LTV AR
DEG (%) REFEDOTHREEEL L, I HE
R UIIEBIDON, ZTOBREBCIEE LT3
EGIDEIE (%) RIECOTHREE & Ui, X,
PEP/ET 122\ Th, FAEAELH L F
TRSEE 2 B Ui,

RENEIEGIDON, LALHRAY R LIRS
Zid, FIRFIRCF 2 V) AFOHER1T T
%o HAFFMIBFHIRE DL t-Test T\,
P value 5 K% HiE L Lic,

s R

X GHEGIOFEH & RO 0% K— 1
Cinde FECEH & AFEHOBCHEERER LI
e\, BEIRNEIEERE « 2.98+1.034E, 475
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%2 DMD FETHORR

SO | R -t TER REEIEC (R WHEZ®  BP HR CTR ECG P a02
1 105 H -6 30 1 78/60 115 58 LAD, IaVL: Q 132**
2 15 5 S -8 58 s 106/80 76 53 IRBBB 81
3 15- 5 H -8 46 s 92/64 105 59 Low Volt. LAH 36
4 16 5 R -9 18 s 116/82 120 49  Sinus Tachy. 73
5 16+ 5 HR -10 18 s 92/66 108 47 Ideg. AVB, RAH 71
6 17 5 H -7 72 - 104/74 99 59 RAD, RAH, V45Q 112**
7 18- 5 S 1I-10 18 s 1 98/78 80 60 VI: R/S>1, V45Q 88
8 18«5 HR Im-10 39 s 114/80 118 49 I aVL V56: Q 83
9 19-5 H -8 24 s 112/62 100 55 IRBBB, RAH . 84

10 19- % H -7 32 - 94/52 88 65 1deg. AVB, RAH 68
11 20-5) HR m-10 60 1 122/80 88 52 LAD, IRBBB, LAH 89
12 215 HR Ii- 8 35 s 1 110/86 116 51 RAH, V1: R/S>1 57
13 22.5 HR m-10 23 s 1 104/74 93 50 IRBBB, aVL: Q 95
14 25 H -9 41 s 1 98/78 87 47 aVL, V56: Q 151**
15 235} R 1I-10 25 s 110/90 100 53 RAD, RAH, LAH 49
16 245 HR Im-10 27 s 102/70 83 49 V23: qS, VPCs 65
17 24+ 5} S II- 8 21 s 1 128/76 95 58 IRBBB, RAH, RVH 53
18 26+-5 HR - 8 30 1 108/70 120 46 RAH 36
19 275 HR Ii- 8 37 S 108/66 100 50 IRBBB 83

Hify W Jid Kg mmHg /& % Torr

) H: OF% R: FHEAL S: RAK 1: lordosis s: scoliosis *: TE3EM **: BERAH

| PacO2 LVD/AO FS PEP/ET Digitalis BRii# GELHD
1 38  6.3/2.2(2.9) 0.030 0.537 + 10 A
2, 39  4.4/2.8(1.6) 0.208 0.357 - 3 A
3 40 5.8/2.2(2.6) 0.000 0.676 + 2/ A
4 75  2.2/2.3(1.0) 0.570 0.401 — 3 A
5 57 Poor Record —— 0.556 + 2 A
6 35  7.6/2.8(2.7) 0.008 0.537 + 3 A
7 39 3.3/1.7(1.9) 0.303 0.250 - 14
8 45  4.6/2.7(1.7) 0.240 0.333 + 6m A
9 40 4.7/2.71.7) 0.109 0.379 - - 12 A
10 37  7.0/2.5(2.8) 0.040 0.610 + 8/ A
11 40  6.5/3.0(2.2) 0.154 0.478 + 14
12 73 4.1/2.9(1.4) 0.134 0.579 + 14
13 54  3.7/2.2(1.7) 0.190 0.505 + 2 A
14 52  5.1/2.8(1.8) 0.185 0.444 + 2 4
15 86 2.6/2.2(1.2) 0.430 Poor Record - 1 4
16 62  5.2