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TotE, RIS OWBLL 7oV PHEE 3 X OV

O D_‘_o
il

S Gases)
EE%EH% [Case3]
e
/%
Case 4
Case5, 6, 7
H1 X % K
Case |

Case 8

DERS, Hifiikis\, Case 2, 4, 5, 9 THEL
i BERE S, &R UREIR R AR it fugE, IRI &
LI DB ENDRERT WS, M v RY v
DBFRIEE T TIEG S AR Twb, iR
F Tk 60 mg/d! FREED BRI A BiNER LA
Case 5, 8 THHITW3,

K11t Case 1~9 DFEFMNEF LU FDHLy
WERL T3, Case 5, 6, 7 IX[A—FRRZHND
FRIET Case 1, 2, 4 L LB BHOBETH
%, Case 3, 9 X AEIIHEHLOHETH S,
U 8 D 7230 BEEFIITIE: Lg\ s 5 BITFET Lz
FEfSE [EHR T2 LeWELH
L3, BELEDECE Y b B kiR o m kel
ApuwEBbh, FlegthlEd b IRt
DVEEMEDLE X DR BEALBD R 5, Mk
FEEIL Ao,

X 212 9 SEF D kG, HIMET ON X%
RLTWB, Case 1, 2, 3, 8 IXRIEM DHIK
ICEARREBL B Z 35D, HEGE
(L TH B difluse BELHMfATL, BT,
R DOEF Il oTWb, FiIFEIVR
RO g - T b, Case 9 1%
HEBY & o TAPIGIC FEFE SR IEH T
FSH BOAMwIY T O%BE T iHiZER
THETHEA - T B, Case 5, 6, 7 1LFA—%
FHNTRIELTED Iehib, Case 6 Tl L

Case9

H2 HEHROHINET 05N



% 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

SIELBMIIN S, L LINBDOERBHTD
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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%
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