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ALSHITIR Z 6 DR EBRHED HBEEHEIC
BoMmic ko (E3),

T2, FEGFINEHEIANRETIE, —RE
BREERZEMCTCE AL 72, 722721, mor-
phometric study |34 NEETH 5.

=2 =

Emery-Dreifuss DE&HCEIE G FHEHERE
1§z, OXbF EE CHEReRI IR L s
BmIcERI N, BEEEbEO»HEREESLY
DAL, OMREEEbDEV-5, QR
BEDHE T, ORI & HREE L
BITESIC D b 12 Bl D - 720%, REL
REETEREYRL2 LD L h o1,

BIROFEM BRI TIE, 50 2 BaES
HEBIERLAZ VY, LR 7T ATERESR
HOMNIIRD & TR EH S, B
DHE TR ER 2 LR 525,
EDERNI T 2555 EEEFNLRAL T4
FIRE, tHER & HRTREOE— 7572 p BREALH
RELERLTED, ZOMRICIETORMITE
5. BEATAORELENBRE TN LY BE
BRI Z . WO BHEMREHEEE D ALS DR
T, Rl N KEFBHEOANEELS RS 5 A,
Emery-Dreifuss FIO MR BEEHRICL T 5
LBz 7, G-ratio n#lES & b axonal atrophy
L BEOIEFLOmEE IR b h, ALS Bl
MOBBHRE BT 3, ZNLNZ LD D,
Emery-Dreifuss T BIARKEMHMED B N R
r LT, BifaREE & % dyingback &) process %
mEL 2, '

—3#B Duchenne B2 2 F v 7 4 R REME
BT bu7 s ofETi, FHETABROEY
BORKRE X ORI IHTEE MO, ZORENEE
IR D % K Tk » 72 2D —FE ) disuse atrophy
I2E 3L STV 555, Emery-Dreifuss
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Emefijreifuss N1 T’ﬂJf, BHEXN, HIATLHE
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FOPNZBWT, BHARTKEFHERMED
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Rowland LP, Fetel M et al : Emery-Dreifuss
muscular dystrophy. Ann Neurol 5: 111—117,
1979,
Hara H, Nagara H et al: Emery-Dreifuss
muscular dystrophy ——An autpsy case. J
Neurol Sci 79: 23—31, 1987.
THETH, S¥E2M . Emery-Dreifuss B &
EE (MRatsERE, CHERZEIRAT
TREBHEGE) CBITIEBRE, MLFE
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2) BROBEFUEMBEHB A o7 4 —

D tE Y CT &
£

WRBIE  H W A
BoOE

FREARELEERMEH D X o7 4 —(Z5)
BEFRARCRIEL, TEHZEICEET RN
B I AT —TEOHBEERNIZTRE SR,
FEINRTVEVIRE»HNY, ZHIZRWH
& NERKIERSP BT CT T TRESED den-
sity DIET & L CRDH LTV 5, '

4 A<k, ERBHIZEAR T ragged red fiber £
FrR=° type 1 predominance #3853 Fa> F )
T I F =3 Bbnizdt, BRES L BB
CTI T 2 2ERNZREBRL 20T, RED
BHELZORET 2.

E Bl

SEG 1 D 295%, Bk, Hw

EF D BITESE

BRERE SRl L

FRIER | XAFEHUR L BH AR R E W M
BAIET, FR3 AN LRIBLREL, REN
Wiz b B CK MEEZ 25 (F1).,

RRE . 4, ESRERIET Th-72. 18
REITERE, DERLENFTELVILIIRD
. EEEEMZZ2T 2 ) RERTHLE - 72,
BRICHET L BATRRICTRICHP AN 12 L, &
DB LY, 26~2THE L) L » A biz
LAEHZERLD LI > TE2, B, E
BOBINIEREL T, 205%8EE, W EBNC
TURABRE 2o 72,

ABREFIREE | B E171.5cm, {AE64kg, —AZN
BEEMICIIRE 28D T,

* RPXFEFTEOAH

LA
| OF *
zr KT B’ B

( ) values of serum CK
M : affected families
® : high CK, no clinical symptoms

6 3
)

Pedigree
1

AR

FRERIC IR ERERRE, BNEEER, MERICRE
Fh(, BEBRREER, MEERKLEHLNL
oz, EBR T, BHIRECHEER4/5 KR
R EE4/5, KERIUBERR4+/5, BIEDHA+/S L EE
DIET 2D B LUSEH, Gowers sign(+), »
PENBLIITELIDERILLIITEL o2,
% 2 TRBRIEALIC B BEL T B RIS 5
n7 (A2).

ARRBRERR © Rigm, R, ERELL. M
H£1b¥Tld, TP 6.1g/dl, albumin 3.4g/dl, GOT
51U, GPT 63U, LDH 352U, BUN 13mg/d],

creatinin 0.7mg/dl, UA 8.7mg/dl, T-chol 122
mg/dl, FBS 8mg/dl, M CK i33110U &&EE
8 (MM76%, MB 6 %, Alb 0%, BB 1%,
Bandl 17%), i myoglobin 500ng/dl LI E, al-
dolase55.6U/L & L5, ZHBeMiK pyruvate (3
1.11mg/dl ¥ EE% EME, lactate i311.9mg/dl &

EHTH -7, CRP (=), sk (—), T5g
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2 EB 1T (R0 - )

OGTT IE¥~¥—>, BilEkAim TEE & Fist e,
INIT A= —EHHAMARK TIE, lactate,
pyruvate [ZIEERIC %R~ L 72, BERLV &, (LEX
BEx L., sStHERTIIARESGE, THRME, &
#, 1EFAERIC short duration, low voltage O
BIEMEZE(L % 2o, —EB fibrillation DIEA % 52
72, MRREEEIZIERS 572,

BAIRIEAT R | A RBRIUSER & V) #8617, H-E o8
TIEBRAHERNADE, FOZOEMIZiZ, opa-
que fiber L BLR S 172, HEIEIEME, BHABE LR

TEL Twiz»%, vacuolation (3388 5 N7 H - 72,

NADH $& THEEEDELNIL %>, Gomori-
Trichrome $£5 T3 ragged red fiber T BEA°
1%LITICEBd b N72h%, BEETIZI bar FY)
TOEER LD 7)) AT ENWIEEICRE L

h -7z, F 72 cytochrome C oxidase (CCO) %t
TLEREREYTRT RIT Lo 72, PAS 3
EBTIIBEWEIZES 5T, BT glycogen
NEFEIZ % H - 72, ATPase Y6 T3 #966% (12
type 1 predominance # 526 727%, Moo MR E M
ZAbIZRBOH LN - 7z,

B8 CT & | SBE8, EMOBEHIIET % <,
paraspinal muscle |2 [Z/MAlIZ & < BRE DRI
WA, BHIIRE LV, KBTI RBRER
BRI, FmErEAH LM, KBUERHIZD
BENELZRD, BRI, EHIZREKMER
287, TRTIIHER, b7 4HICELWK
U % B 72 BB EEIL L (RN T Wi, £
DEAIZFICE T ABHTHEETH-72 (H3),
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3 EFI1EEECT %
ALy~
B . KR KED L~
C: THREAENL N

EF 2 C35EE, T, ER

X5k BBERABEEEE

BEfERE ( FRic e L

REEE | fEH 1 oif

RNEE | ISEEESRICOEX LI TEL N
DIZED 7, B 1 BB TEC 28T
HEREE T - 72 ds, BrICERFERT LI
b, FOBRBREOEHLTHLIRED,
WEL N ELZ EHTELRL ko2, BaEH
Eidsh 7T HEZ e o7, 2EEE
NRERARICTEBZRL L L0 ), BHickE
D BRI ERLEICREDL IS TE
72, LdARAbiiMEL -7, MERIE
EEETAEHEAIZ W,

VISRIE | R EE, —RAREENICIIR
iz, '
FRRZAYITII AL, MMBERRE L, &
HEREIEY, MEEEX v, DBEERKD RS
bhicdr o7z, EBRTIR, HHIRETCHES
4/5, KEBWEER4/5, BIES3/SHLIETL Tk,
Zihucmz, SEEbEE4/5, =Afe/5, EHCR)
14.5kg, (/£)10.5kg & HH, EHHGHLBREET
L Twiz, Gowers sign(+), e b3 TE
AHDOEHRIBIITEL -, T2, KREEM
B b TR B ICH L e &2 200
(E4),

BEMR [ FiEm, RRTIRERE v, oL

{bZTit, TP 7.5g/d], albumin 4.2g/dl, GOT 34
U, GPT 51U, LDH 556U, BUN 13mg/dl, T-chol
164mg/dl, BS 99mg/d], imiF CK }31961U & -5
(MM99%, MB 1%, Alb 0%, BB 0%), MmiF
myoglobin 1450ng/ml, aldolase 39.6U/ml & L
F LTz,

B44%5 CT 1% : Paraspinal muscle #&/Al»
RERNERICEA & L (RIRIUR, FHEH D 6 B
FEIC O /MERIDUBAEAE L T 7z, RERTITRER
MR HOZALA B b, BRI U {ERIDU,
EHEIGED - 72, TERTIIMERES, b7 ABICE
L WERIRIDUR, FHEZ2 D 2 WG L Rz
NTnT, ATROFEEHICBENELELRLZD
HTH-tz, EF1 LR Z AFHOEDTTH
MBS L VEETH-»72 (B5).

% ES

FEFIL, 2 & BICIBREICHDFRILEHNTEL
WZ ETRIEL, BAOIHR2ICERH T TETL
C&f, EURGEHECL TREE NnE CKE
LR ZEH2, RERIEREERSERERZ
Lo T3, fEF L THATL 2 BRERT, BhRHE
FAAE], DN, BFER UCEABREDEK
FE & \» - 72 dystrophic change 7 it i ragged
red fiber DR 2885722 £ & ), mitochon-
drial myopathy 4 ZEE k2%, 1 %LUTTHY
EETLHL LI Pary FYTORERBKEHS
¥, CCORBTLRERBERET AR
Ho 72, ¥ 72 glycogen debrancher enzyme MR
18T L & A B T distal B AL myopathy & & 72
42 Hs, PAS, EHHIZ T glycogen nETIT &t
{, M TAMRBROBER 2 LLBENTH 72,
BREAREEEMEC 2 a7 4 —D BB
CT i3, OTRRBHEIEEICFEI N, M
Rizns, QKBTIZED, WNEHREL LLICK
BRIUSES  BEE I N T v, @R, #fh B
WERRE, KBR TERRS, FBEAREE, KERIERFD —ET
SEEAL, HRIE & 4 %, @ paraspinal
muscle TIRETHITIHMUIS L RA~NRENS, O
BTN BRRENEIRUE 2 18 & 9 82
B, Vo REEATRENTE DY, SED 2HL
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l4 EWZ@TK@(W

X5 fERI2 DEEECT %
CLir~Nu

CEVEHA LSV~
D KBERRED L L
DR ARED L~V

OOU:J:D

%)
jﬁ?ﬂﬁ#%%ﬁﬁ_%tw%%ﬁ%%ma

f}n’EAofﬁﬁT%O P& DS 1
FREALERMNEG A b 74— 2
Lt.%_EWI,Zt%aWﬁ%mzmiO%
LI AHOBDHHNEATH > 722 EHEHRS
N7z 27, EFL TIIEHLER Ttype 1
predominance % #166% 2385 TH Y, FEIZ type
1fiber L DE B &7 A GHOENDE L2772 CT
[ RR): P NS 1 SR SWAS (WA %%mﬁmw‘
ZEIRBIL EHWT N L ETHITOREL S
S IEEERR L D & 7%%@5‘”%@7773 5’1‘:
TT o aEeld b5, ERICES 1 TREFHD
7 2 b TIE KRR, THREENR 1134/5~4+/5
FREREEZATWRICL 2 2bLT, DFEIL
LR 0 AL ENTE Loz, ZDE)ITE

S -



ZOHRETZABDOBHIMETHRBENT B EE
Zbib,

EZHT, FRBDOL HALLICDOWTIER
Hibomr A be 74— L3R, BEEX
ZFREBICOPTICAINMEE 2 2T T L S
ZEIZEHLTYW3Y, 2F WRREBTIZIENS
DHTZEISE-N T BICL b s TTERE
BhEE, FRICE T ABOBN EEEIWMIIL N A5
L5728 “Gowers’ sign” ¥ 1) myopathy & &
ZoTWaEEZLNS., DL ) UHEHKNS
HOERHCTICL > THLAIZE N, LD
ﬁm?%ot

F & ®

1) HREARFEEMEG S R a7 —E (=
i) O—KR2IEFZHEL 72,

2) AEANDBHICIZRD S THES KW TH D,
D18 s & TREGHOIHE I VBT - T
FERIENTELVEVIFERELZETHI L.
QF LR LENRIDE,
® CK #* distal myopathy T& 3 D&% R
7.

OCT »HEHDTHERLEMEERTHS.
® % % # T myopathy i » % »° rimmed
vacuole 7% <, glycogen DER AL\ &,

X 7y

1) Miyoshi K et al: Autosomal recessive distal
muscular dystrophy as a new type of
progressive muscular dystrophy. Seventeen
cases in eight families including an autopsied
case. Brain 109: 31, 1986.

2) ¥ St 5L 5 ! Debrancher deficiency
myopathy-inclusion body myositis & 2 V32
rimmed vacuole % f§ - 7z distal myopathy &
DEGE, "B A a7 4 —~IEDRIERF BT
HERREVERE" (S438E), EBRISTIREEZRM S
&, 1983, p255,

3) KREES | BRBASIEENRGS A oy
4~ BT 2 BRHREERER | R L & Ui
CT iz & 24RE%. ERIRHHE27 [ 177, 1987,

4) BHE—L | ZHRREAGC R o7 4 —iz
Ao NRHEN L U w2 AL, MiRANERY
201, 1986.



3) MBREWEY X b v 7 4 —IIBIT 5 HEET

CTIic & 257

7R OB

BRI NEE % OEe
BLC®»HIC

BEREEC A P74 — (LUFMD &B&T) I
B33 CT koeFomEwEsmic 2w TiL,
Bulcke &V 2 12fE B TF202 X v » #RET L 12
NETHDB, FREREGREECA IR T 4 —
(LLF CMD ¢ 883) 0 CT TR EE IR
v», CMD #&® MD n&gnHERIAIZ OV
TREL-OTHET 5.

HRELUHE

*%i: MD 8 #l (32~56m, B 3H, &S
B) X HETED L ORMEEEF T ERICZE2L,
IXP=THREES, BEEMD L2MLE
(1PIRBCEELTBY, BETEL»o72)
CMD 3% (18~317%, BHE24#, 186D ot
115ITH 5,

FiEid GE #82 CT9800% Avs, (DT 3 4,
@% 4, 5EHHOHEIR, ORETTIRTH,
@%F 3EMHOMMAKDR, QIEHEGLELD 2
~3 cm kA, @XKBHPERS L UCOTROKK
BEO T UOVTHERE L 2. B¥EEFIZ120
kVp, 140mA, A7 4 AMB10mm, A X v K 3
AN = YA

THRESSEEENEWIEIC stage 1 (HLE
LICRSEX A M5 TTHE), stage 2 (REERARRICTTY
#39), stage 3 BF» L EXNIRZY
LICWJEE), stage 4 (B FHLHDMB LD ICX
ZEEL, MIBITUEE), stage 5 (X2 LbIE
TRETSAS, BITARE) oLz, £ CT ko

* FRE BEHAZEFTHENH
* x BERERE)AEIF—Yarerz—-AK

7K now e
EHEFR L1 OBICHHEL, HEHROBES F IR
2Tl 7z,

2 1BTIIE EBHEBFNTHCT # le#z L
7z,

# ES

BHEHEOEEZ EOEIZ, OHRE~DEIRIL
HORBEQHEBEOH/NTH D, ZICXLE
BXiz, OFEENHA L QEEIUR TRE NI,
THHEEEEDIEICHEEIAFEE2 LR 3 ITR
L7z, MD, CMD & & BEHESARICE & 0 2E
PROYp o272, WMBEEZ—HICRELE, 2
D) LEFL, 2, 9, W0D4FEEFBAEL
Twith -1z,

TR TR & NIE RE o B I O/
2, THHBEEZEDLOH GEFI) LaHe
BlizER 7z,

BT3B nERA L EHE» 20 TR
7o, FHENHS L ORRE L MERGOSEY
10/11B1 TR0, REIXEMLH DO FHEAEHEEL T
L7z(X4). #EHD ) LIEEDEETFERHIZE
ErZITe (, MoEH»FEEL 2FATIER
ERHOBRAERERL 2 (H4), BABICIZEER
ERHPREFICE &S]z bz (F4).

BEBCRIHEREZEBTEHL0/11GTHED, &
Lokl 6 /1161, BRERBEHTHAHTH &
BETHA4/11EIcEZD: (F4),

BRI TR TEEEEL2A LT WCMD D 1 4]
(FEF9) THEBIUBEEREBOEKELEEDH:
2, B OEPITIZER & EERHOFEHE LR
7a. BEHORCIIFHCEERNOEMEITEC, 45
TRIICESfb- Tz, BEFOAREES
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Y, EERGIESEICEEL 2 2 FTIEL
EmzRL2 (K4).,

BEEREGEBEREN L~k 58w 3, SE
DFHENL D, BEEDFHIHE AL D, LS
LEREFHLPTEWLDEEL2HY, BENS
HIE—ZBL o7z (R4),

B CTRAEGVESEL 2T %R TR
SMRADH Y, FHEE/ANER 7 /116, P 5 /11
Bl, KB 4 /1181 CREDH 7z,

KRR FhZEHEIL AREVITER, $Fic KBRS HEHE
(6/118)) (M LIMUN) 2 L8E D, KRWT
RERER®S 2 /115, PREEERS 2 /1160, FREtRE
1/116, $e85 2 /1150, 5 2 /1B E#E % A
7o, —HREKREAKBEER 3 /1141, WS 2 /115,
TERRR 1/1141, RRERER 1/114, BT 1/11
B, W 1/11BITES, ZNLDHIEKE EDHT2

1 B CT miakK
TERES : 1.M. masseter 2.M. pterigoideus
medialis 38 # : 3.M.  sternocleidomas-
toideus 4.M. levator scapulae 5.M. trap-
ezius 6.M. erector spinae 7.M. splenius, M.
transversospinalis /& &P : 8.M. pectoralis
major 9.M.biceps brachii 10.M. deltoideus
11.M. triceps brachii 12.M. infraspinatus
13.M. subscapularis 14.M. erector spinae,
20 M. serratus superior. M. rhomboideus f§
£ : 15.M. rectus abdominalis 16.M. tran-
sversus abdominalis, M. obliquus internus
abdominis, M. obliquus externus abdominis
17.M. iliopsoas 18.M. quadratus lumborum
19.Mm. dorsi proprii BB : 20.M. gluteus
maximus 21.M. gluteus mininus 22.M.
gluteus medius XK : 23.M. rectus femoris
24 M. vastus lateralis 25.M. vastus medialis
26.M. vastus intermedius 27.M. adductor
longus 28.M. adductor magnus 29.M.
sartorius 30.M. gracilis 31.M. biceps femor-
is 32.M. semitendinosus 33.M. semimem-
branosus T #& : 34.M. tibialis anterior
35M. extensor digitorum longus, M.
extensor hallucis longus 36.M. peroneus
37.M. tibialis posterior 38.M. soleus 39.M.
gastrocnemius, caput laterale 40.M. gas-
trocnemius, caput mediale
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case No.

stage

age, sex

CcT

case No.

stage

age, sex

CcT

174 mild atrophy. 283 moderate atrophy, 3[l]:severe atrophy. H:hypertrophy
2 BRENCAFuT74—-0HCT AR
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case No.

mother

stage

age, sex

CcT

D

=

Y,

124: mild atrophy, 2B8:moderate atrophy, 3Jl: severe atrophy, H: hypertrophy

K3 SRREHBEECZA Lo 74— CTHE

DL, WDOKERBEHEIEITL 2 3BITH - 72,
TREBREAEIS BERE AT ISR (10/118)) 2 505 %
D, £ 7 A% 8 /116U, BEBEGSMUEE 7 /1161, B
BEFHD 4 /1181, RIsME & BB 5 /114,

BERRS 3 /1161, #%ISER 1 /MBI EHEZ Bz,

ISR 2BRBEELZI2 G B 3 /1161 &
BEEH 4/ 11BITRA+ D2, ZOBEADE
IR FRESEMHEIBR I L 22 b b
TSR L B TRD LN, HEEDEAFR,
PATTREBITIIRD L i b 72,

KBR & TEED HEL T, TERROAICKREHIRE
LTw2ini348idY, TREEHIECHE
frzm 7z, ‘

PN b ERIZIFNHTH - 72, £72F
B ERE T L 72 stage DHEATE & b iz, CT
IDOTHERBEE LR ko Tz, EHE L UE

BOBEFEIRE L THRESEH L 3431 4T

Loz,

KB BB 2 72 5EB) 7 D335k (stage 2) &
355%EF (stage 4) DHELTIE, THRTIIEESE
NHEERL, KECIIAER, —WEg, PR
B, LB L UED*ELGEEIETL 2,
BINFBOASIZIEAER SR (K5).
BEREERDEATE & iz, B CT B » 02 b
7z,

Z =
MD & CT L& a4 12> T, Bulcke
6V IZRISHILEE R, AR, B, TROEMGE
MNFEHEEFFRE LTI, s niEss
MRTORRRICR LI 58 b7z, BTt
BHIES DA X v v 2RETL 72458, #H5 0k
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