C ER® 675

JOvbE—A T

l

|

BAE T (+) BAET ()
paralytic non-paralytic
l 1
| l [ |
s w RS Zom
ERMHERE] FEXREFHIZAMIT 4 — IEETHRESE REFERE
(Werdnig-Hoffmann /&) , B\, XOyvrEs iqeiees) Down fEfEEE
o Walker-Warburg fE{REE FBHER Prader-Willi fEIZE¢
Muscle-eye-brain & o5
Ullrich 24 EaeBERE
PR R ERE Ehlers-Danlos fEIREF
KEE=F/INF— Krabbe %
HEFIR I 2 (Pompe 7R) BERMREYZAMNITD (—
= b U7 REREE RBREHRYA N T4 —
Leigh fE{REE Peroxisome %
wOA RURTRAFE
SERMEEEEVA MO T 41—
FERES A INF—
RYUZHINGF—
SFAFATS—ZFINF—
T MSILIOTRE
SRRSO SE

235 TOvE—AYT 7Y NOEIBE

74—, R#FEAEIANF—-(I P FUTEE
5E, BEERIA) 2 &5 5. Ehlers-Danlos JERE
B L) GHEABORE TR, BHoBMEC
LSRR HLPEHHETIRRED 2. K
YRR 2 M B (Krabbe 7, BHEMEHAE Y X
ra 74—, ABRHEMEYA a7 4 —, Zell
weger JERE) 7o L OPRMZEREE T b HEERE
TERTERAFS 5. ‘

: R MUV fasciculation

BEREHERESCMA) LBV TR LA,
SMAI#MOBE HFEDL. FROMI VIR
¥ tremor I, NETHEBZEEINS. BHILIRET
EERE» OHEO—BIRRL PS5 &
PEEINL. FOBTXET 2 ERITAMEO
BECIYBAL, BOREOEHIEALLE

DL SND., WENEHHLEE S L HILL
2l%b.

REX, {RMEEEX

eudohypertrophy

SERMEBRRESE (Thomsen 7, Becker ) 125
WC, BIEKFEL, B4 muscle bulk 238
T &AM H B DMD, Becker BEFI X b O
7 4 — Becker muscular dystrophy (BMD) TiZ,
LIFLIETHE, BW BRICGREEXZED
(B123-6). THIZEHERLEELRY, HERK
T—HERGFEMERZED SN L, Bk ~DR
FREE Bl BAROBEOERETHS. TR
OEEEFZMNE L, T2BO L) LR CHEY
DHLEZTHE. FERKIHE-T, 7FVLX
BOFHICLIEBHOTEHBLRENALNR

mmgmai”f
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control

CT scan of the legs

23-6 DMD &IEENERO TRREHDOHE

FER  EFESES DMD 4 B REORIE. DMDIR(E) TR, TEROREEASEOSND. T

RERAVWTELZLTVD.

TER | IEENERE DMD 4 SBIROEWE CT. DMD W2 (#) T, BEEEAS (RED) DRIBLVRDIER

O ERH 5ND.

5. BILEBIA b7 4 —ZBWTH, LR
FHH L IS TR EEL BB I HEER
DT K Z D 5.

4 BB (=4 b=77) myotonia

BRGPI L E, $ B TCELRWE
SPHRE(IF M =T7) ). HEEEIA B
07 4 — K ERHRERE (Thomsen &, Becker

i) TH LMD, FRENFIA P=T THHR
EIIROOLNED, BnEERTILIRESGD 5.

IREATERS

LIEHFEOEE R MREMHRE T, FRHO
B TAMEL 25, SMAT B TIZIHMED

BENAPHBEOEENTH 20, BBELE
xR fEoPRE 25, REICHESHREL,
JEHAEEL, HRICEHECESE ZhzHEF
W, Y—V—FRE S, BREIFF—R%
REGREEYA bo 7 4 —TRERBENE S
29 (R 23-7).

MmiEZ V7 FvFFr—E( CKEFEBEIEE
W23, BEEOBRO SO AN S LEER, TR
bEHYAMIT 41—, HREES. BEHPI
FaYFYTHEREORBEEBRTLEE~PE
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23-7 SXRMEFHFEERYVA MOT 14—

a: JOvbE—A2 77 NTHD. b EBEEBEOE E(KH).

ELAZ#D%. CKEFSLETAHHERTE,
AST, ALT, LDHZ 0 ED LR T A9, F
FERCPIHREEELBRZ T LEWVE ) ICEETR
EThH5.

AW, ELVEVBROLERRII MY FYTRE
E25, MECRERLTWRL THLHEETEE
ERTILELDE. HECIFT SO VRERT
BECE, b TESEFABRLTY, ABED
LROFEEZTRL. EERCIEHARO LI
DV,

HER, REHRCERE

P BER TS ERT AV CESEMORES
M3 5. REEITR, MEBEDUEITR, BRI
FIRZEBETS. SMAD L) LMEEEEERT
X, HEAI, EIR0E (high voltage, long duration)
@ giant spike 2%A& BB (F& 23-1).

K MZ(EE R, Charcot-Marie-Tooth %
REDBEERES 2 —aF—, KEHEREL R
TR M REER (Krabbe 8, EREHAE YR b
074 —)CTRETS.

{GHRE(CT, MRIBE)

B CTRETR, BBHOLENE EHLL0E
b2 B - RBOEBOFOREE CTHBT L2

EBTESL. B236IRTLILTHROCT Y
RTDMD ORESEAFTE S, HRIIBVWT
ik, # MRIMAETREDHEWEBO T, M
BTEEBRLE L TRENA.

o MRIREZEZIRBIUEG VA b7 4 —
Fukuyama type congenital muscular dystrophy
(FCMD) CIREELMRAEZRT. 2380 %5
KB OERE, &BEE, ASRE, GEOME
{LBEZ LS T, BRERTOBESE, MMiA
OB EOFTRPED b, FCMD OEH)
BEERLHBEOEERE L MRIOEEEMHEL T

WA, Ay yREMEREHIVA I T 4T

X, B23-90k i, EECTICBWTHED
RS %2, BEIHMRIO T, BFAEHRTIISE
TERBRD5.

BEGERIBVT, BRHOERIZI ZWHA
Mg (X 23-10), fEMELE, EENLD
BIBHEESIIC B2 NSV, HRICBITA%K
SRR LR CoMEnE L, BERIC
BIAHEREOERESR IV a—F U EDE
B, EREIFNF—IIBITEATY VAME, F
¥, a7 EOBRENEEDORE, F23-2
23-3WHEIT VAN T4 ¥, A YA,
JATZNY Y, 2y rhEDFifkzHvwizR
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23-8 fRAILEYEFTI X RO « —(FCMD) DFESE MRI(T, 3851ER) (0 9 A, XIF)
FREIC TR BRDIRTERL, B—LATBUDRBR, KIS TINMICSIT /NS REC K B/ BIIHREE (R DS,
EmE, FE|OREN K.

15
1.0cm
BWY
mmdZmm
22

E23-9 XOYURBRSTRKEHY A FO7 «—DIES CT & MRI
a:CT: REOEREE. b MRIT, &HFE R . AEIC—IHMERIE. ¢ MRIT, SHEE  REOSE

f ]

i

B 23-10 SHEREOHERC & 2REEGY (HE 2)

a!E®. b:SMAIZ /I\EEBEHREOHER. c DMD. HOXNTE, BEBEREOEEDDD. d:
FCMD, SREVFIVEDENRME BEROBE, BiREORIERL.

EHBILFNFECTEHS L 2EORE(R LEBEROERLE BEDHICRIZODDOIE V.
23-11), R ba Y FYTEEEICB T LAHHEZ
B -BIEFHRE, BERICBT 5B BT
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680 @23 HEREES

B 23-11 VR MOT 1 VHEZE BV BREOREERLZERE

a:!ER. SRRIC-EULT, fRYIAPIT 1 VAKTHECREENS. b DMD, HHIERENIANOT ¢
VHHTREEINEV. ¢ BMD, HHREREHIZA MOT 4« VAKTHBINCREEINSD. d DMD ODREELR
%, BEREERYA N7 « VRETRES N M S RBESTEW IO TS« JRITRET 5.

SFEEFOEBICLD, EHERIIBVT
H, 232, 233 UERT LI LEREBRETO
DNA BEFIZSHEL2ICRY), 2O Z2HA5E
E?ﬁﬁﬁ@mw%&bf%ﬁéﬂéivkéo

BRI XY BENCIERE R ZEIAST & 5 R
&Wbof%fwé.ﬁm%*%®ﬁﬁmi%
RN EEEOHEEZ TL, BULEESCES
DFEENTHIELEBTRELYDOHL. —F
T, KIEORREZW, HDAERMBE, BIERTZE
WHEETAMENEELEZERETLILEND ), &
BHAODRUVIDEEREIBRINTE T
%. ®23-12 2 DMD & FCMD OB ZFRED

EFZRT.

HRGRECIERBEI 20D ORE L, &
FEF REYFEELPRALNTE /2. DMD Tl
CBIBEEATOA FIEME—, ETEEICARN R
BERZRTA, KENZLOTIEEWY. DNAD
B CEBEEELY S X AR OBEEMES SN
TWwh, REEENLREYHRRIEHICDHRS.

MEHEERTIE, HHoBTHEETEZRL, &
WERGHETOROOBESHEIEL L. TE)
WA BB L, BEHEL FHT 50008
BE(IANEY)F—3a V)PEETHA. TUEH
B, WA PRGOTERAHEEL, EHTsT
ECERMOHIMET 278, BigERT5.

e

MREFREEICIBWT, FICSMATL, T8O~
B, RKEIANNF—0—F, FLTHEFTFTLE
DMD T, MEHOFHIETICL ) FFRAREDS
AU, BREEICKTT AR LA REE & 72 b PR
BRELEYET. 3510, HBREFRREE, #

IT95 L HBERICHEBREAIFETL, & COp M
i, KO, MEEL RV EGOBRSELS. AL
WRERE LT, BA72ERHW-EREY
FIEHRSEE (NIPPY), #7354, [EREE
PREVEATFESESLEL L 5.

FHOETHENE(EHITARR) omEC
Lo TRIAHEMETHY, BF=a -0 VR
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a b
IO/J
414243520{:8600400044&048002&:59036000

oo [, 139C>T, p. Argarx |
4800 ]
3260 Z]J(*D'— l
1500

o] b ATCCAAAGGAAGCNGAATTGGATT

BE 18101+ Primedids 70 80 Q0
6400 §
4800
3208 §

BE 5

BB 23:02- Prime033

azwmmmmm = "l

BB 38:03¢ - PAme0ds

23-12 BcTFRE

a . Duchenne B3/ A 7T « —(DMD) ([CH[F D muittiplex ligation-dependent probe amplification (MLPA) 3XIC KB EHEF

=N

X3RO0 I DMDEBETODIOVY 41,42, 43 DREETRT DMD 85, B T DMDEBEFOIZVY

41,42, 43 DFBREETRTRES, Wt

b | FCMD [CBIIDIEEEIEEE (V— 0 T GE) L DBEFHE. DNAESID 18 BED C(Y MDD TEFZY)
ANDOBENEUEER, a7BHORFILFZIUIMX(RA by TR S,

D12TH5H. K&, UEOEMEEMICHIIE
TeHEMERT. BEFHEEEEICL - TR
BTidI, O, MERSEEINS, BRAREIZNV
BlE LTW5 (=663~ T HBH).

EE =2 - vid, KBEEEHTH» HFRHIC
FTT A OB — 1—0O 8, FHAORAM
farHbETLC, HREXET S MIEE=-1—
Ovad 5 (K 23-1). SMA IHEHAMEOZE
P X BHEREETEHIETEZERELTET
MBS =20 VRTHE. FREASHETE
RERT. BEEEMETFIE SMNI (survival motor
neuron) HIZFTH Y, 5 EBHEREESqI3IC
FEL, RESCEREC X BN O SMN2
BEFIFEELTCYS. T8 THETIX 5% L
r, MHE 40~50% (2 SMNI BEFOREER %
R
BEPRAEIA

SERIBABRIOBHET 2R, XD THE®
BENEL, KRBT ERFTLHHHITHN.

(12( 23-13a) : EFE, 20EARE, Werdnig-
Hoffmann(D TJU RZwk - IR )R]

SIEXER 6 R T RELVEFATE
ATHESRZELTIC 2R EEFTELZ LT
FIh, @F%Thy, 7Juv¥—A 7y b%

Y. EBICE L TEBEOH ISERINT
W57 DR IR O AR 55
R E2RY. EHOERFZL, 3’2&72 LB
AT EATEY, WILWEE, HETHEE, RuE P
BAEEE. ﬁ@%ﬁ%ﬁ%&ﬂ%ﬁﬁfé’ﬁ%hé. S
HEESNIEEL, EEoOREMREOBEICL
T, FORURBMLFENFERLSLLIBHTIED
wrist drop 2R 6 5. ATHREHEZTHE
WA, BCERITTFH 6~9 A TH 5.
[T 23-13b) : chEEY, (8EELIREL, Dubowitz

(F R vyl

BIEX 1R 6 A T £ERY, HTIERT

. ARHIRHICRCTAZ LITEN. X2 il
DR, BTN TET, LUFRFITETDH 5.
FHOMBMEREIE, FROERENSALNS. BRI
BOBEE-EEE RECHENPERIIRS.
I8DH B, X EERENIFREFERICHE
T, WREALSEZRTI LD 5.

(IMAY : 8X9ERY, 1814RY, Kugelberg-Welander (7 —%
NIV - o255 —) R

RBEX 1R 60ALUE BXSTOESEETS

A, BRIV, HFiFkwy, LThnEw
VERFH L. BICEHERTAZEbHEEL L
5.

Y
5]

SRR AR
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K 23-13 HEHHEIEE

a: B JOvE—AVT72 b, B8ENUEOFHENESHERV. ERIFNENEL, AFREEERERRESE
[T kD wiist drop ZBIRY . AKBROMEEMGE, TRROAAIZERICDITITLS.
b: I8 BREGEISUBLUFEE >TLD. EREERELUEEORE 8BEIMELT WEZSEELTWS.

&EED

I, D&, SMNBETFIRAET, SMNI #1x
FOREBEEGERELRT I LICL VEEBH L
179, EETHRECTEREORENTE b o725
AT, HENRE, HAERTERTS.

[EhsERE]

R 72 S RELART R, VRS HERRRE (5~10
pm BUT) OB#EEME group atrophy TH 5 (B 23-
10b). ZEMEMEMEEIE T, T8, TRGEHER
EHhSmD, KRG I A4 7 IcHiEDOHEMDLFED
Lhh., B, FEh, ABHSOFHBEELD
KEOBRKEHEOHFEED LB RATH L. HEH
FTEOEE, BEXRETIBOAPLED, ﬁ—
PHOKENETETET, SESELFERREL
. — RIS, ERSE UBEBEENE mﬁb,w
KM REFRILT 2 MDA, 72, 1HD

T EFTIE, BABESRDONT, A, P
BRHEDOATHEDOLNLZ ELE .

[FhEX]

S ERTIIHRRED/N Y — v &2RT. B
¥ % 7R 7 B E denervation potential 2531 5.
ThiEREGEOERNE b O—HED RS T,
50~60 1V, 1B 1~3 B OMEETHET 3.
2 & 17 (high voltage) T, 1B A%IE v (long dura-
tion) Vx4 W 5 giant spike 2SFED LN 5.

mmﬁ%iwit&m.zﬂ,nﬁfu,%%

REIPVLELEETH L. [HOITIZEAT, K
GODITITRENEE, BICREWEL AL
WEBRSLEE 25, TEIZBWCIXIFREYR
JEERE (= A~ R 7 BIEREEE) 3ED L E
Z6NE. TRTOBIZBWT, HHlCaber:
EE ISR, BEEEATS. I TRFTRED
EMERCEEWEOFHEO DI, BERER
BEREORNIVETHS. [ ML IHCIIEAE
WRDEBEIVELEEH 5. TEOERER
X LT E R EM AT NS,

() ttstt=a—ir—,
¥ BREIBEEREE= -
xF— (HMSN), B
Charcot—Marie-Tooth;?@ﬁ ]

BIGHEORERBERE T, BloEsB X 0
HHREELZRT. KBOT /3720 TROGE
WICXY, VY oRVRIMEOTEREMEE
EFFEHTHS. BB(I) VEESERD ]

Bl @EEEFTIRO 28, BREMTEELREXR
&l (Dejerine-Sottas %) @ 3 Bl, EHFEEEL K



B ENERT X EH#HEEEEZ TR T X B L
WX EI NG (=664 ~— T B 5.

KEHRBEORBLrERTLERETH S
PMP22, PO DBIRFEENTENC, #EREXEE

EHE O KIFIB BIETOERNF 282, con-
nexin 32 DEEIT X BIIFEHZI N T 5. 1 BT
HHBICEEOHEREESNA S, onion bulb @
ERAEETH 525, 2HCIIMBEEGIED
DTHETH S, onion bulb iF74 <, BiZkEHE
KHEHLLE-Y—BHOREIEESIN TS
EEES

18, 2RIGSEHICHRTREE(EBE EFLE)

CRIEET B, BIRIGETT 5 TROBHET, #
%6, MRLE, BERHONE Z0BROE
FEW,

FEHTHOREEEIR-TH L.

1 B C it BB EERE(MCV) OBEN A
bNA. 2ETIEMCV BbTFRETHIEET
H 5%, BREARCERECHERBEMOHEI R
»ohs, 18, 38TIE MRI T, ISR, B
BORERALNSE. BREALAZEDZHD
&% ﬁ$ BETFZHMSTRICE o TETWA.

ﬁﬁﬁ%i&w EmTFRIIRFTHH. &R
BT 5700, BERRLEOERIINT L%
BORARHBGEE; TS,

b Gmllam-Barre Jj‘ﬁ’ﬁ%ﬁ
(GBS)

| ’%225 [E S| (=>644 ~— ) B,

»;» éﬁ%%ﬁﬁ myasthenia gravis

BEEEARO Y+ 7 AR R BT
tFNa) VERERPHREENF Y U FF— ¥
R B EEREEET, KT AEHICL VA

BIHERRRIL, BAETZRIRETS
5. FEFLRICEZ L, EREHAZGZRT S
EPRHTHA.

| EIEARIE @ 683

Qaﬁfﬁﬁklbm@7k%w30/ 2k
I AP0 LR FEO b A, RGBS
(NMD BT, BRHHREo7 5Ly
VEFBICHT BHESBRIE LT, SEERIEHE
LEASRA T 5. MR B0 2 5w S h iz
TEFNI) VI L TERRERISTET, %

NETZ2EC S, WRE MIREBRSEHT S
ZEeAHAH. FBEHRBCLVEROEEIALR
5L, MRORBEFHLESEH L EEZ
L5,

w%ikéaﬁ#éb ANETIRIEFHE OEE
BEW. BHORBICLIVGOSEFENADS
h, REBIZEVEET S, EROHBANLEH S S
n, FENTs EZEFEPEL, BRI
b, IBETE HEH RIGESEE FRE%E
HEORERIZLETH L. £HR T, FHER
LT, BETHE REOBENALNS. E
ORISR L2, LR FRE, gk
RITPROENEI VDS,

[— B4 RE B E R TE]
BEEGEDECBRELCYABEIOHAELL
Bic, HERET, WINET, RETE R
R COERZETERILOADLI LD 5.
Wy V&, Fa—T7RE BUIERILELRS
EbhAH. EB1IPADHNCBREBRET .
[ZU—E]
FIEDRBFICRESEE, ME, APV AL EEH
KT, BFCLEOHRIREL, FICHERERK
BEOLOANTHESERPILEE LS. I

I, FRHEASHEELLL XIIALNAEBENN
SY—EBLEBBICHWONEHIY Y2 ATF T —
YEOBEERG TEZ 53U S U—EH
&5

%%ﬁ%ﬁ SHTASTRE T B 745,
DIZIZUTOBREEITS.

[T ROKRZOLFUFULIAO)HE]
Ha) vz AF5—FE(T=2FL 7 RX®;
Fasow a8k 7EeF o) v osHmE
HETHEKTHY, ZOFREFICE VHEN
EROUELALRETHA. BHTE, BEH,
BHET2EPREBLSA, EEHENELDS

WEZH DI

i
75
7]
&
=
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gve vocrLIELNTE)

|| EErEOEOREREELEHED, SU—BLAERE
| HE LT, RVYITELVROAREE(RILY
| FIR®), ATADAZEWRNU—IL®), Hi/—FY
VEF—FC PERNC), REEAEE( (YT
 EERaEcIa N - ,

Brahs, BROZCHEEIEEL TS, BIEA
ELT—afomE BERALE, Bl BREo
FiER EDEL B,
LR 7 F )0 U 2]
ERHEIENE L OPNIHECEIICERT
H5H. FCRER, EEREMTEELZRL,
ERSEACESE THEVEEZRT. AR
BLHIET 5.
[Harvey-Masland 8% GEFEER) ]
HBORMMICBEBRETBEE, TOHYIET 5EKM
AR TERWICRBENBL CHEREINIHOEE
EMAPHUETIRETH S, REMRRH
RHEE 1~5Hz) CHERENLEHEMANKREIC
BRETHONERTH A, ZhiEHESR wan-
ing £\v9.
[HOER X ARARES, BOEE CTA8E, HOE0 MRI&E]
MR ERARBBMETHH. FIRISETHEICAE
LTCwh, REBABGENICE, EEEERREE
WA 5.
L SBEE
BB EANVE Y ORERS (AT 0L K25V
AEE), EUFAFITIVRAAYW(XAF )
v®), TR 2y 2B (AT T ) R
Eomway Y A7 —EHEEETH. AR
ZWRBETIE, ThTERICALHLE Y. &
ERTIRBE LD 2~3 EDHORH O KR
BHHPEDOBEYFH 5. MAFTHR (RERE)
12, BRERZE)EROBMIBER, 71 —¥E,
MRS ORI AT, BIBRERF UL FIv#
BTERWHAIRZEICHLTITS . MEREFBHPEE
BREATO4 FETCHRENTTTHRVES, %E
PR (THFF TSI ERA.

J YT

‘muscular dystrophy

chenne B A FO T 4 —
Juchenne muscular dystrophy (DMD),
Becker U/ A MO « — Becker
muscular dystrophy (BMD) (5 23-3)

DMD iZ/NEEIBEOH A P 7 4 — 2B
T, ROLDHEENS ETIRV. BREMEA 3500
A1 ADHETRDLNS.

R

DMD, BMD it & b iZffile oMBET IcF
ETHIERGZEHEVA IO 74 VOREIZL o
T 5 (K 23-3). X #FBAEM Xp212 IZFE
FTAHVAMNI T4 VEBEFERICIVALSEX
EHEESHEGRCH Y, 23 IIBEIRESET
HHY, 1/3DEFTEHERRERICL 5.
DMD @Y A b7 4 &R ENT, BMD ik
BELRIAMIT 4 VERRPEREOHAIT X
B, TS X BEEROFFHE(IA IO T 4 V&
ZEFDOAF ML) OREIZL Y, BEHIIBNT,
VA b4 VERISAMEE T WlEOEY
427 &%) (B23-11), ERERTHEVH 5.
FREPRIEAA

DMD T, 2~3® T, EHREOEN, HFT
BIOER, BORTwv, BENH-> TLRUE
Diev, WRAKRZENLIZETRSINS. T
BEBERE S AR MERE K (B 23-6) 25 L <, EFiE
KB ERZAZ NSV, KrobDILE D
BT, BB (Gowers ) # 73 (K
23-14). AMNHOHFHETICL D, WEMOIE
YD FNZPRORICELE DT CTHRBRERST
BEEETERTIOCES. 12T CICIEE
AR5, EHERE, FEAE 2 B BRHE
g, & FHESHOWMEIEDL. 5RTBEXLL
DHBEFECLTL B, 20RABTHRAEE
OAREFEITLTL 5. DMD Tl3aEE» L
ORVEIPLHBEEZROLAETHY, HA
WEmERTH S H 5.

BMD CTIIBEFH I EFTOREDS DMD LD
BV, FEROBEICE DMD IRV EFREG 2R




X 23-14 DMD [CHBIT D Gowers BiR(6 BER)

J BYArOT4— & 685

EODIBERDICHBNT, RICEDEWVWERLLD, BERFENOEFERD SRICBBHSE, BEHTLD

CUT, REHMZRESETERERRSED.

ERDETUTLD L, BRICEFZOLEBNS, ARBICFEBHTEOOABREARIETRCLTVL,
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ukuyama type congenital muscular
dystrophy (FCMD) (3 23-3)
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HHOERE EXIEASHEHERESNEL S,
Thomsen ¥ & Becker O BETFIX 7¢35 ICBEL, T-
cell-receptor beta(TCRB)locus & #EH§ 5. T/, H£XK
UHHREETIE A+ Y OBBREOKTOA%Z LT, Na
F % 2V ® re-opening bIHETH L &b o7

51535@3,7};\?7—5

- congenital myopathy.

HAERT CEARBEEPO 7Ry E— T ¥

L EXREZA/IF— @ 687

v MNE23-4, 23-5) & LUEREL, MkE
ECHAEELZETAZ LB 5. BHET. &
BRETIERS, EHREERETT. FETE
FERERETECTH LY, TERE, OB
RHCRCT2EREANDLDS. B TExs Ll
HIET, MERVE, IF23F—EH, 7 M ko
L& (fish-like mouth), ERMR T, REESH
RERTIELbH L BHE HE BESE
H, BIA2EoBROBELEY. BRSIIR
B E/-IREET 5. ME CKERIERPBESE
ZIRT.

RFEMZ ERHREEEENI RS S, A7y
YIFNF—, IFF2TFT—IFNNF—, LV
NNV ATHREEVEH IS,

RUVZFINF—

maline myopathy

FRKEIFNF—DOFCRIEEIETL, BER
BEFIIVEHOBMIRRINLTWS. KREM
¥ R91C Gomori-trichrome 2 gef CREARHMEN

BREO AT Y/AME rods &0 EEWMHED
%ﬂ,%%%mﬁZﬁ&ﬂﬁf%%.@%@%
RHLEELRTEEA, S, BOEEOBRIES
T CHET 5.

FFa1TS—ZIFINF—

otubular myopathy

BAEMCRIEL, REORD - FKELZ, #
ARECIIHET - MAEEZRL, RBIETE - R
EEFIRA D, LRI TT 2EENND
5. FREABRENIC, HREORLIETRDRE
ERPOHEME myotube ICEBPLTWwA, &
ERE X EEESE, BRehlst FE
aiEEErH Y, ERERBRIFF 2757
VAN

by MSILVITR

ntral core disease

Nae v EOEGRET CEE, HEE, T
B - RBET Y F— Y R 2 RTERSHEDE
REEF, V7V VZREREBEFOEEELR

z
%
-
2



688 @ £238 HWMEHER

£ rocrLIELCE)

| EYRSILOPRRUT S VVESEORECENEDD
BECHD. \OLVEEOLEFHTT, BUERES
LTS, BRRE, IR - KBTS R—YR, 4
OE > REES|IFRT.

L, BEeFEETEEETRT. BESER0Y X
7EHLTBY, BEOERORROEIZEHRK
MEFICBREREENLETH L. B RLE
WCE/ANEAER I Fay FU 7% BILBERRE
(NADH-TR 7 &) TH RIS EY O i (core) D
IV HEBENLVOIFEHTHS.

M Jiv LA oara

metabolic myopathy

(b

FOE [ERERBERE] (179~x=)%F
HE.

= R3O RU P RNMEREE

Bo2E [MRER] (=661 ~—J) 2R,

SEI

O niv=FxigsE
EHRBFBAI P Y FUTHICALE XL
Vo F UBBETHL. HIV=F VRIBE T,
BIFEREIANNF—2RY. HEANV=F UK
BECEETEOHNETZRT. @F8Hr=
F U RABFETIX, FERE & LT Reye EREEH
DOREE, TANEKVBIR, FEH~DREOER
ERT. L-ANSF VIRENERTH S,

@ AVZF I MIVIS YR T T
5 —1(CPT) XIBfE
ESEHBIE A N=F LS LTT YAV
=F ek, FIYNINZFVIZCPTICL -
TI bay FY7THESEBT .. CPT KIBE
TRERNHOES, HIBICX), HBHET, %

WM, IATUEVRERLT. ZOLE, ME
CKEIxEEE 25, SRE KEV HEof
B EHROBHEOMBSI A U VROFE
ETHh5.

HR4E I A AR

Zesk, —ERRCHERT EREFHETS. B
RICEIET 525, BERRETHI LB TH
3. BEROMEB KREICLY, EKLEREH
PEVUERRE, 1FE K MR T NERE, &K
HEAEEERE IS E ST S, BRI
EAHLTHETEE0H 5. KK MHEE
EAMEUR R, B K mEESEEEEREE b E
L EERRETHE. 1TV TF Y ANVOERE
2L 5.

O & K iR RS

CaF ¥ A VEBETF(CACNAIS) DBz TFEER
F7213, NaF ¥ 2 NVEET (SCN4A) DBETE
Bick b, BEERIS~20®. EE, £, K
R EPHBRET, RKMEWESSEALZESE L
FEoBICRIEROMBRIERE, HHETEES
T, BRBEETEIAZ DN, BHICE
ZhHIEbHAH. RAKMPEBRLBICH L
BEZIToTTANT—2HETLE, KWL
ELICHIBICE Y AT N AR, I KEBEN
ETFTLTHELAEEZLNS.

B> S BHMICh o TEME, MG 2R
CTRICERWE S OMBRERELEC S, RBlEL
BOBLARNLZHNHETE2RT L bHS. 5
ERFICLCEREERER) 24E L0228 85 5.
AR RETLEIE D& P03 5 (FARIE R EHERA
HA P B RR ) .

OB K MAEEEEERE, K i
P TIR ARE

Na F v 3 VBT (SCN4A) DEEFERZR
4. I0FRTTERET S, EFOROKE, K
DEVER, 2R COFHR TRERICHIET
PRILH, BREROBMLVEE), &5, AV
ALFETH L. BEETHHETZEL, HEK
DMEZEL L. REOFRIFHLE(EELE
W, LIELIEHRE (I =) 2.



mﬁpr%Tkéﬁé?&&f§:bww

TEY 72 A ETRTD Y A4 7 o FE BT EUR
BEOREOFH AN TH S, KK mEELHE
M RE Tk, BIEORIC K OoRORS, B2
EEFRVEBEICKCIZMZ 72508 KT 5.
BEOBRBICEEREL L THEEORELT 5.
B K mERBENERE T, RRMETOS
BEELHEEIIENT AL TTHT 5.

7' 0O E >/ FREE myoglobinuria,
MBS EL malignant hyperthermia,

*ﬁﬁ%gﬁﬁgﬁ rhabdomyolysis

IF U VRBERBICELFEAETANES T
Ve BENDANLEHTHAS. HlllaOR
M- EFBC X DS L, RS KEICHEE
XNLRERIA U VRIEE WS, BEEL
EHTHIELDDD. FPHRET Y -V X, FH
W7y F—v A, RELER, HHEEZAL, R
T—-SDE)RFRBEERL, BB EEEC
AR, RILEICKRILRIF DD ONLT, MED
CK, ALT, AST, LDH L& 5.

BRE, BERVE@EHRARY 7 —EREIC
X % McArdle ), BEEREBMBECRAF7NVT b
FF—BRIBICL B Tarui ), EHRENCER
ENLEFERERARESE, 7 AREE, Mk
BEMEAFT X Py )0 5EREHER
ERHBH. VTV EFREETEERAERT
ETHEREIFANF (LY NFNVATH) T
i, EFRBRCTEREHEZAELLKRETH 5.
DMD % FCMD % EOHEBICBVTIL, ¥4
WABPSEICBEHE, IA T U VRENSELD
BIrdhb. BEELTEEYT /Y UV2EHE
WKEE, AN AORBEHET AHMERET
LYV uL I BEEEFT.

B P B REEICEES %
Fe

{ PRIREEES AT
FURIBERBETLEFEICBWT, EXENGOHH

O MEMIA/INF— REHK SREHK G 689

BFEHEFUEFELS. BRHFOHHETIC
Lo TRUNRPHUBR A LEL TR AEE
BITIEDHS. HELLITLIETRDONS,
Mmi& CK, AST, LDH X EE M KEZRT. B
FETRIER 3R oBRLH0 5. EEH
BHEOEHTH B, BREALVEVICTHIE
TiEEEY 5.

LRI TS o) (R —

FIRBBREETEICBW T, B OH K
T, BESE RELEHX, REOEBE, #5HE,
BirwhA, GRKEALIENRDHS. HEEN
Ye—TIHTHZ2I2Lk-T, HOBANLE
BEABEITHILPDHY, I % mounding IR
REvH., MECKHEIZERTS.

IBREAF0OA REH/I\F—

BEEERATUS FOBEICL-T, HAHET
EEEFHRERELDLIEYD L. BEHOEHAD
BROKT L5 MOTE, BORHIIBITSL Y
-V OERBIRIL. EICF A4 7 28I
Exhb.

VRS-, &I%ﬁ?i
i snmms

FUE[VITTFHER] (=310~ %5
i<




52

{ RREAREE #83%  [REHETS
E52~E51 FH 2641 R

HARIC 513 5 5 BEERR B O R 2 S

URRATFEMRRESRI/NERSE (EE  RBRATHRE)
RELFEMAFRRERERFERE Y ¥ —
4 kg v Y

2 FA4bko A 3 2 <
FE - AT - KR
(ZH 24412 A 20 )

;_

Clinical Epidemiological Investigation of Spinal Musecular Atrophy in Japan

Mayuri ITO"?, Kayoko SAITO® and Makiko OSAWA'
'Department of Pediatrics, Tokyo Women's Medical University School of Medicine
®Institute of Medical Genetics, Tokyo Women’s Medical University

No clinical epidemiological investigations of spinal muscular atrophy (SMA) have been carried out in Japan.
We performed a population-based study of SMA to survey the number of patients visiting the departments of pe-
diatrics and internal medicine and to clarify clinical features. Simultaneously, we studied the clinical features and
laboratory findings of 110 individuals from whom informed consent had been obtained. The number of patients
visiting the hospital was estimated to be 0.5-1 per 100,000 people. The male to female ratio was 1 to 1.14. As to the
maximum motor functional level, severity varied among SMA subtypes. Eighty-seven percent of patients with
type I demonstrated poor head control. More than half of type II patients could sit unsupported at the same
point. All patients with type III were able to walk. Patients with all types of SMA showed the same pattern of
muscle weakness, with proximal and upper limb dominance. However, there were some patients showing atypi-
cal symptoms. Although most SMA patients have homozygous deletion of SMN1, the range of clinical severities
is broad. We will continue with additional study to elucidate the disease mechanisms in both typical SMA pa-

tients and atypical individuals.

Key Words: spinal muscular atrophy (SMA), clinical investigation, maximum motor functional level, muscle

weakness, epidemiology
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FRETHEL THRE§5 &, 2003 445, @R
OENOHEEEBERIL 7T41~1391 A: otz £
HZiZXx B &, 2003 FE0DVEOHEANLTIL 127,619,000
ANTH5H I Ehb, SMA DEBZEIL 100000 A%/
DO5~1 ANLBETES, |

2. BREREE

TRAETCHESNCBERE LA, B
RAEOEBNT ¥ — FOBEYFD - 72 110 i
DWTHE LA WENTHETSLE, TRIX39
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Type |

NA
(9%) (6%)

Type Hl

1

(2%)

Type il

Figure Analysis of maximum motor functional level
The maximum motor functional level represents the patient's peak motor functional abili-
ties. Motor functional level 0: designated as no head control, 1: head control feasible, 2: be-
ing able to sit, 3: being able to sit and turn on buttocks, 4: being able to shuffle on buttocks
in sitting position, 5: standing with support, 6: walking with support, 7. walking unaided, &:
climbing up stairs without support. NA: {information) not available. ,

BWHEEL LTIE, EETBHIT645 (58%),
BREEMRIC X BIREB W33 B (30%), BRAEHE
M 48 (4%), BRRZBIOLF 26 (2%),
BB LB TH - 72, BT 726
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BEBNE 4 (10%) Th o7, MEITIE, BARET
BECREELLB 166 (36%) L&EDE L, M
HZLTHRITETHRETH - 25561 (11%) THo
7. BT, A7 LCHREBARTI CTRTH-
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