UTERDOBREZERD Do BIAENIET DIEHIP
8 B EERONETT T DAER T IFIS MR R 8
MEHR"1—-0/(F—DuftzcER T HLED
Hdo

2. 58 - RSN - REEHOBRDESE

DLDE, ZEIHBORE

DRATHDEZFVODREBEEDNBI T 1~
L BERICBRUZEECE, BEOREICKD
FERDIET DI ED DD, BB LEEDRIC
\Vig Z1T DHRBANBERBAICIELLDBRD
CWDIEFYREBWV. XFILTL RIVOY

52 - N —EER

JUVABEEE Vg DHADY IVIg BIREER DR
ROEBVNEVWDHSEH DD, KRB BRHLEIR
FERDMSIFR.

Xk

1 HAMEARYS - HARMERESS AT RERS
WHANTA Y RBRG FT 0 N LRSI
PSS o — TS F— BIRTA NS4 V. i
6 20 © 193-210, 2003

2) Green DM : Advances in the management of Guillain~
Barré syndrome. Curr Neurol Neurosci Rep 2 : 541-548,
2002
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| DTS

TRMRERERIBRE R EOHEFEICI Y 34
ISF—RERDVE U B EH, ThabbREMEI A
R$F—TiE, O BIFHICLELR T ANVF—JEED

BE QRFINLVEEOER L L0055
FERAE L B, 7V a—7 R RERS, B
b)) v, 70 YR LEoBEFERRE 2
5o FHERIHEEBOTHERTHL LD L, L
BED)HOMMERTHLLOBH S, KT
B EEE G ECREEICHBIT AHERE, Bh
KT 2 EHEELHERICES R, FhFho
ERICE D BT REEENEL D, KFTI,
e Z B4 2R BEOR- LB ORNLE
BT %,

B kw3 A/ F—omE

1, TRILF—~FEEOES

FHIUE X ATP OIKSGRIC L o THRON S T
AN F—EFCTITbND, ATP O, ©
FY)a—a v s a—ARE, @ B
b, ® 7 L7F ) YBESHT S CK UL, @
7 R, ©RER#ETHLY,

EE OB R IFFREMIC X o T AV T - L
SN BRENRELSL (F1), REEIZIZEI
Wi, 5 % RMEEEIRE I 3 IR R

Fukuda Tokiko  Sugie Hideo
*ERER N R

(7329-0498 TF¥FilTEEI¥ 3311-1)

TEL 0285-58-7366 FAX 0285-44-6123
E-mail : toki-fukuda@jicchi.ac.jp
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BT,

L H S S

BEBOTE I B 5 15 LV i v o s 5 o e S L Y

<EBWIANOT 70O—F —BEKRGER >

EENA

EILF K
£1 EBEFHAShEE
i i
EEEERMEES gya-5>
mATEE (submaximal
exercise)
B Fa—2X, lEB5EE

EHE JYya-45

B, KMECRATOEFREOIP I Va—2 L
HHEIRTER, B TEREKTOEBRILS ) a—
FUNEEE R, BOEBTIIRHOKRE L
BTN T ALY REEAFIH ST B L) 12%k
D, B (4 RERELE) OBV ES) CTIIIRIR
DBELEE LGB, ABRFETE, BEIID
RBEREADS ATP O F G & % 2 EH)RF L2,
e s (muscle cramp) 72 & DOFHRER A
L%,

2. TRILX—ELEOBENORKE

REHE I A NF— BT AHERE VSRS T
gL LT, ZALVF—EEOBEDAD D
POREVGEAET 5. BRBHLUIMNC O RBT 58
EXREEO—HTIE, R#hEEN
Schwann MR HRA~AEH T LT LX), MiE
BEHEOBIETHOERIING, T2, BHEH
M S e WIREOZERA LB/, BRI
WEERWIET 5 R RRRED, HHET20EE
CTERELD D,

Bl et EsomER

RS A3 F — BFEERORRAS, S, O B
ER GEBIRW R 78R 2 HET), @&
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R 2 BEREERRBREIE

BEYAH EEEOHHET
EhE PR R VE (myophosphorylase) 1E (acid alpha-glucosidase)
WIE! (phosphofructokinase) & (debranching enzyme)
X% (phpsphoglycerate kinase) V& (branching enzyme)
X% (phosphoglycerate mutase) - aldolase-A & igfE
Xi# (lactate dehydrogenase)
phosphorylase kinase KI8iE
B-enolase XiBfE
FEERHREE CPT Il ‘i8fiE carnitine transporter 81E
VLCAD k& i81E MCAD xi8fE
SCHAD xigfiE SCAD kigfi
TFP Xi8fE LCAD “rigfe
BERYY CBR(EDEE  mitDNA deletion I b3 RFYUTHR (MELAS,
mtCCO &8 MERRF, Kearns-Sayre fiE&E?,

I haLRY TR

CPEO, Leigh BfE% &)

CPT : carnitine palmitoyltransferasel, MCAD : medium chain acyl CoA dehydrogenase,
SCAD : short~chain acylCoA dehydrogenase, SCHAD : short-chain 3~-hydroxyacyl-CoA
dehydrogenase, TFP : trifunctional protein, VLCAD : very-long-chain acylCoA dehydroge-
nase, CCO : cytochrome C oxidase, CPEO : chronic progressive external ophthalmople-
gia, MELAS : mitochondrial encephalomyopathy lactic acidosis and stoke-like episodes,
MERRF : myoclonic epilepsy and ragged red fibers

W RIHER EATHEOBIIET) &34 Bk
SN2 (582 MM X o TR DR E
EE TN

1. EER & B

BIH) 2 AR 2 R SRS Vv B R AR
EALEB) AN (exercise intolerance), i, #h
## (muscle cramp) R MM RH KT TH Y,
LIFLIEI A7V REMES . BMICHERS
HBLL, MRENEERENET B20KET 5,
REM 2B McArdle 3% (VBB EUR ; myo-
phosphorylase K4H%E) % CPT (carnitine palmi-
toyl transferase) I RIRJER & TH %, McArdle
R CIRBER M OBE 2 BT 5 ) b, ERGRA
iR ATER L B ONER & i) 5 & & AN RRIC 2
HYEH Y FI A4 F (second-wind) H&pvmE=x
ZaHNhBEY,

2. BITHOBHET

B d 5 VIEEEEOBRER, TabbETT
BEEIRT (muscle weakness) #/RTEREHEND
bo WHiNETEAMHEMNTHEZ EHEL, &
SEVEFR RGO A b a7 4 —IZEBL 72
FERZ R RFEME B Pompe 75 (I BB

1116

¥ 5 acid alpha-glucosidase KIBSE) < I KUHE 5L G
(glycogen debranching enzyme KiBfE) TH %,
CORBREETE, MIEOHEOFHMALETH
5o

| BEShBRBEBEHER

1. JUa—-r o RERS

BB CIX, ERB 2 L OEVWERED
R, Kik, BELH, Ya¥rrilozrh
EEHR L VR OB EE) T, EEURH R
Hfa e EOBBRIERSE L 5, HOREIZL Y
IFATUE VIRRHROERF ORI X hb,
Pompe 8 TIZETHEDOFH KT % 380 5 2%, W
B OB IR T OREDE L WHIHLE v,

2. BEABEE

TEERHRE T, BF, EHHOERR ER
B OHLER, Bege, SHREE, ERBEICTHE,
IFTUEVRPVERI ENDG, IBRERBES
HE TIEE ORI IR Z X§, second-wind B
E22 0,

HEAE Vol 42 No. 7, 2010-7



3. B CBEOESE
IV FYT IANF TR, EERERO

TEE) R RIGH OHUE, BERFICHN, I470E
VIRHEL B,
e m

1, RBMESFE > & SICDBRRE
R I A3 F — 2 5o 26, EMRET,
miE CK, |f#E, BUN, 7 L 79 =, AST, ALT,
UA, g, 7ve=7, MEA A58, Ak, ¢
VY VB, 7N R, I 7uE YR, RR

Do RSO AV = F 240, iy - I&
WMOT Y VAN FrTFaT7 4 — )b, RPER
FRhT b BE LA TH 5. MOEEORBIICD
WTOFHE, & ISOERBAR ORI D S
T2 5%,

2. EERHEREORZH

1) BHEEER

BRERILZ second-wind BIS % 588 B 5561213,
BB R (& {2 McArdle %) 2556 < BEb L5,
o BB U C UL B T E B B A AR TR O LA
i, MAMEEM, phosphorylase kinase
KABIE TIEFLRO LAZIEFICED 5o XEHER
% aldolase A RIBJE T, Wiz fEy, XAV
JE TR % 08O P12 5o I BUHE LR
TIEIFHE R R 22 E R I 7 b R IRE % 526 B o
WEsER T, WML L R R EE R TG R O
e, WETBIIC LY,

2) BEAHESR

VRN T 2 T 5.0, B
L REET LI D%\, RET AT b UMK
I, HLARKIE R BRYLIE RE B R L AU O JEAUE A R
UABEICIRERHRE L) . BERHRET
&, MiE MO V= IRE, BEOEAL,
Rp I ANKR L BOBEMERD L. HESIIZT

/ANEPEE Vol 42 No. 7,2010-7

SNANEF Y TET 4, R
M AR OBER TGN E, BIRTZWr
&b,

3) I hTLRNYTREE

MR, B O IR LA LR PR TO 3-
methylglutaconic fumarate O F5-2%% 5554 3 b
a Y B T7REEIRR SN, B LSO
Re@B0 5B ENLEVOT, WERBEOWRED
HEhETIT ). HEEZHIE, FERMRILETO
ragged red fiber DAFAERCIEFIHEOWE, BliE+
BT L B

Key Points

@ RKBEMEI A NNF— 58> HE, BERKE
BERH & EEEOHMETICHREL, &
IEA L R X I

® EE)DE S ISR, ARG CHE
REFRTIRAEEET S EHNEET
H5,

© WD DDORE FREBORETIRET
%, HEEER ORI ISEM T ESAaE
RBIAERTHY, BERHEERTEIRE
THES b HEMAERRIERFRPD D H
WRLBOEAZZED S

X

1) Darras BT, Friedman NR : Metabolic myopathi-
es . a clinical approach ; part 1. Pediatr Neurol
22 : 87-97, 2000

2) van Adel BA, Tarnopolsky MA : Metabolic myo-
pathies : update 2009. J Clin Neuromuscul Dis
10 :97-121, 2009

3) Lucia A, Nogales-Gadea G, Pérez M, et al:
McArdle disease : what do neurologists need to
know ? Medscape. Nat Clin Pract Neurol 45 :
68-77, 2008

4) DiMauro S, Lamperti C: Muscle glycogenoses.
Muscle Nerve 24 : 984-999, 2001

B) BilFER A I A8 F— ARNE 41 5T
926-932, 2009
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4. B S AT —

/ﬁ§§KEYVVORD5 T
SRR
McArdle &
Pompe &

RETEFE I XD HIGECLE R T AV F —
EEOEEY, SEsnTOEEOERLY
MEL, TANFEREET 2 EE 2R
P S AT — BT B, FREBITATENE
B, IEERMERICLS IS4 %F—, I}
AR T7 I ANRF—ZHEE NS, BER
3, FEEM CEENEETERCKRBIE R, B
FERSHE—D b D &, FF -0 - PR &
DHESEFERD—ERD b DD 5, BEERH
BB X 0 BHEIR DR 5 & & & 7k U
TR bV ADRL B0, B REEE
W & BEROFHOEENIRIITH S5, A
TIEFECHEREER - BEREER LS 3
A 8F —DFEK - BH - IBEIC DO W TEEL T
%,

?3594498 #E*%Tﬁﬁ%&fﬁ%smq

iR B DEH & A Update

SRk

E
EAERNAZ NRR BHXEF

Tokiko Fukuda

L RBIMEIEF =0T b A

o
- g

IR A By T ROV F —HHETEIE 2 o
— 7 s v a—ARE, B B,
CK Kkit, 7V R, BEASTH 32,
EEOMBEPRRREIC LD AV F —EL
CHRIBAT 2 EEVPE LT 20 R1), B
ERDE| & 2 S L5 R IFREE S 5
BRRIZEVER L, Lo UBRHIRREOES
PRBA M VA SHREEEN D HREHTE
TE %, HABEERR T, #MARKCIERSE
7 ¥ O GERE 0% R EE) TEEI
i, ik, B (muscle cramp)
DEL 2, BENE S BOLRIFHOKEKP Y

NEEHER  Vol63 No9 2010 1907 (35)



®1 EBCHETNIES

T F R 5 4
LS BEh
R R R e
Bk T
o BHEE | sAa—x, fEE
""""""" mwE | sva-ry

a¥ IR ETHOHERBECE S, BER
WEEIWCL 2 34 3F - TR EREOES D
B, B, 25ME, RGRELC TES
B EL 5, EDOBERBMIEGEHE I
BLZV, S haYRY 7485 —TIRE
P OO E B R DA, RGBSk
BEL %, FIRMHRER R IHRE R 2 & 0D
BB LN DER 2 £ED & L 230,
LEEDOFREMICHIRT 2 BERIZARHME

e, BRELHBECHIETEEL, LIZ
LIS A7 0 v Rettd, —HTREME S
ANF—OHZiE, RELHEIC X > T3
W ETEOHNIET2ET2b00 5
AR (FEEELEER» I & 2) 10 X
LRBMES AT — DI EER 2 TR,

S I BRRIER (R3)

FEIR

% ER AR OREN KR TH 2
VAR (McArdle %) T, EEEO
SRCEECEEIRT, £, A
HE T %, VI, IX, X, XI#, phosphoryl-
ase kinase K8fE, S-enolase KIBFETH V
B FERROFEEMDOBERIEC 2, iz V
BITCIER 25D 25 512, BREBELER
TR U ONEB OS2 A BE & 7

!I"

AT — BRI CH D, EEF, 5NNV RY 4 Y REE RERCRD
Re BERCIIRBESANF—OHE
EEI BEIEEOBHIMET
£ kR B V# (myophosphorylase KI8%E) 112 (acid alpha-glucosidase 38%E)
VIE! (phosphofructokinase &ZIB%E) # (debranching enzyme KIBfE)
IXZ& (phpsphoglycerate kinase KI84%E) IVE (branching enzyme KIBfE)
X & (phosphoglycerate mutase KIEE) aldolase-A KiBfE
X1# (lactate dehydrogenase ZIBSE)
phosphorylase kinase X85
B-enolase KIBfE
FEE A R CPTII ki85E FEHREEINV=F > KEE

VLCAD XKigfiE
SCHAD XiBfE
TFP RiBE

MCAD XKigfE
SCAD Xi8fiE
LCAD KkigfE
MAD Xxi8fE

bRy Bk
DEE

mtDNA deletion
mtCCO KIBfE
ThaVRYTE

IR TR
(MELAS, MERRF, Kearns-Sayre fE{&EE,
CPEO, Leigh B4fE: &)

CPT : carnitine palmitoyltransferase, MCAD : medium chain acyl-CoA dehydrogenase, SCAD : short chain
acyl-CoA dehydrogenase, SCHAD : short chain 3-hydroxyacyl-CoA dehydrogenase, TFP : trifunctional
protein, VLCAD : very long chain acyl-CoA dehydrogenase, MAD : multiple acyl-CoA dehydrogenase,
CCO : cytochrome C oxidase, CPEO : chronic progressive external ophthalmoplegia, MELAS : mitochon-
drial encephalomyopathy lactic acidosis and stoke-like episodes, MERRF : myoclonic epilepsy and ragged

red fibers

1908 (36) RRIEERK
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®3 HEHERR

- E—
s BT R iy
il acid alpha-glucosidase ~ FLIRH : LIEK, BAET, FEX &, VS8

Pompe % 17q21.2-q23/GAA EFA L BHMET, A AR
k) debranching enzyme lla : FrEER, BHET, {EI0HE B, HmEk
Forbes-Cori J& 1p21/AGL Iid : FFEER, SET, (KimE FRIMER, &5

VR branching enzyme FrigE, Kz, A4, SET [k, FRiE
Andersen & 3ql2.3/GBEI Lo ERSE o, RRMESEHIRE, HF
V] myophosphorylase EEIT, fiEE, Mb R )]
McArdle 5 11ql3-qter/PYGM
il phosphofructokinase  EBITN, AHEHE, Mb R i, FRIMER, HmEk
Tarui % 12q13/PFKM
phosphorylase kinase — EEjAM, BiEHE, Mb R, HHET
VIHEY Xql2-13/PHKA1
PhK Ri8%E 16q12-q13/PHKB
16p12.1-pl11.2/PHKG2
IX#E phosphoglycerate kinase EEBIAE, AHEHE, Mb R, H/1{ET #5, KRBk, HIim:k
Xql3/PGK1 IR =i RHESERIN
XE phosphoglycerate mutase EEINM, FHEHE, Mb K, BET &
7pl13-pl2.3/PGAMZ2
X1HY LDH A subunit EEIAR, TEHE, Mb R 7]
11pl15.4/LDHA % (EKIKE)
aldolase-A aldolase A WIMET, GEECNE, WSIEEm i)
RIBRE 16q22-24/ALDOA
B-enolase B-enolase EER i
RIBIE 17pter-pl1/ENO3
PGM phosphoglucomutase  EEIRH, HEHE, HHET 7]
RABSE 1p31/PGM1
Mb, 347

5, ZOBRRBEIVEIEEHNE SN TS,
FEVEME D RFEEIR 2 R U 72 B B g
FVBT2ZRT I LD 5,

—7, NEBEERR (Pompe %), I, VA
TIREEREOHIET 2RD 5, %< DEHE
FIMETIGEAIEA TH D, KEEREE
PEBHEHY A F a7 4 —ECENT 57
D, ERBLETHE, NEIZY Y Y —LE
# acid alpha-glucosidase KIEETH Y,
VA= UREERLIZY Y Y —LABIEKT
%, BEBEFERCEEBC Y a—7 0%
9 5, HAETIX phosphorylase-limit

dextrin (PLD), IVE T amylopectin £
YEREET %,

BERUNADER:V, X, XTI, -
enolase, phosphorylase kinase KIBfED—
BT EERSHE—DIEIR T H 5 23, 1E0D
ERTREHLUSNOERE S, TAFARET
F2 5 OHBRET, BRELHE & FE
K, RSN THY, I, IVETH.O
fOiE, FFEKR 25D %, VI, IXH, aldolase
-A KIBSE TSR =, XA TIERE
B 2D ¥,
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2. ROHR

AR AURE IR C I BEE O BFREIN 2 7R IR R
DHTIx L, FHIFERECHERSIHEET 2
ERTYH, F CK HIXECEEZRTH
BIEEAETH D, FEFERERHERICIZ
M CK HREHC EFEL, 347y,
MmERE, BUN, Zv7F = @R AT
%o

BHIM TR AR RER T, A - EVE VB
D EFUn I EHEREEFER ORI O EE
BEBPY B, HlStE LT LDH KB
TRENVEVRROEE TR EF Wb 635
o EEM v, 118 L phosphorylase kin-
ase KIEETEHABROKRICIZIEE TH 5,

FRAURE RS OREEZIT X, HREEELE

(PAS R fEgien) LEERERENE
HIE, EETREREICL S, EWREG O
REREEI BO CTERATH 223, 11, I,
IV, IXZTRIHEREANCERIRTRE R R T
LbHEIERRETH 5, HERAVEIDOHS0% 12 4F
FAHE (708/709 del TTC) %2FED 3729,
VEITIHEGFREDEAENE V.

3. Ak

AARIBERR CIX 1A (Pompe &) 2B W
TOHFRIVLIGHE (BERMAEE) MR
Thb, BREAREERICLD, ARBOLE
RKREMTFHBRIBEL{HESIND, BFEAT
b BIEAHEER P FHRAREE THE P ETORRLLE
BESND ERES N TS,

Z DOFEE TIIFEREZFHERT 2 H1E,
TROBEVEWVER Z#T 2 I LRV E
BThb, VIHTIE, EFHENICY a Lo
I-RERERT L LWL, EERTESK
Y5, VETRI )V a—20EBEUIERE
BRI EZ2DOTHEET S, LI VEIZHL
EY IV B 2R ELMREZHB 05,

4, REFRE & hi-FHEERR

0 ZUHE % (muscle glycogen synthase
RABRE © GYSD) %, LHE LBV EE) CF

1910 (38) /NERHEEHR Vol63 No9 2010

HKINL2EHNNEET 2FEBE L THESR
n1z9, BTV a7 0ELWET
ZRD D,
Il BEERBREICL B I ANF—
L EA) B
RERG i R R 3 5 55 VaEERE D = 2
VWF—IRTH 5, HAEDOIELERORHERE
DFJ »AR—5 =5 LTI OMEEA
OV IABET v, @I N=F > Eh
V=F ¥ x b VEESR [CPT (carnitine
palmitoyl transferase) I, CACT (car-

\}

N
~
=

nitine - acylcarnitine translocate), CPT
] k3 hary MY 7THANDEE, @4
BE»62253I a2 FIV7TO B BILOD
WITNDOEETY SANRF—E2FHKET 5,

1. fER

— i BHIRERI CREE 2SR (D
kS, HESE, MELE) 2380585, #
FEIR D B DB T FAERFEA B >,

CPTII RiBfEX, FIEMOEBEEHER %
FiERE TARNEETH 5, REHO
HEIPYIE, BREER LIV RIET 24
T, BEHE, HET, SAubErR1PHE
ET 5, RBA MV ANDRBEN 2T NITE
FERTH B, FEREIC VLCAD (very long
chain acyl - CoA de - hydrogenase),
SCHAD (short chain 3-hydroxyacyl-CoA
dehydrogenase), TFP (trifunctional pro-
tein) RIFETH, FIEUEHERSGIEEZ
ENb, ThoDERTITHERHIRENIC X
BRI & 2 BAS L IERET ORERIC &
ZHEAEOHBRICEREE ST 5, HHEED
V= F v RiEfE, SCAD XRiEfE, LCAD X
8%, MAD (multiple AD) KHBJE Tl [HE
EMOFHTET 2RO 505, FEFRICLD
HBER &£ 5,

2. ROHR

FRIEMSIA DO MBEHREIEE TH Y, FHE
RO b AR, MEA V=T 453 HE, 7



F4 BECHRBEICIBIANTF— (X Z5|AHR)

B (FREEZEF) FEAEREHA R
?ﬂﬁ%ﬁ””;%’“ﬁﬁ NE SR | B ORET, BEE, SHHET
unknown)
S HWEFEE N =T RIBE LI/ NE DRTE, BGE, FFEX, &7 v =7 IME
(SLC22A5) “ R N2 AT
| HUER | BOE BME, FPIEA, (BMBE REBHET S K-V R, #HY
CPTIXR#E (CPTL) WRUNR | 7 A RRIERRRE, FEECA, (EY b AREMEE, GIEK
BRA SANRF—, IATuEVR
=) VR AR V4 ST 7Y
VLCAD #*i8fE (ACADVL) L ?LF.//J ﬁ _{;-E{ET‘&@% L‘.%ﬁ _________________________________
B A EE - SERGERNTE, S AoV
9 | & i s v
LCAD K&iffe (ACADL)  F---- AR | PRIEE, BTER, GIEX, 7 b CEHEmAE, BEE
N E b R
EH - USRS, S £
MCAD K}Eﬂ"ﬁ (A CADM) ..... ’zj? & _____ J% iE?_ - _ﬁ{!@%?ﬁ.@@% ..... 7:r -.7t }j_ - _{.‘}fﬁ ___________________
IR NE | RIEST 2R, 1\, &7 b EEmEE 48—
AR NE | REEE, RBE7Y F—- 2R
SCAD &iBfe (ACADS) b
I ) A SERIEER OB TR T
} R &, e , LAREE,
I A A T
A EE - FIARESMEAE, 47 o0 UR, RIEHREE
_____ AR | &7 b B, BE, BT, BERE, O
TFP X48fE (HADHA, HADHB) | #R | #fifk=a w87 —, 457 — FHEF
A IANF—, ST VIR
NKER (+/-), BHERET, FEX, &7 v2=7
MAD R FER |, o b S, KBTS F -
(ETFA, ERFB, ETFDH) froe-mmmmoonommro oo Dm0 0 0 il
2 EHALIGE | AR, {EI0EE, BGE, EMBEBLOBIET

CPT : carnitine palmitoyltransferase II, VLCAD : very-longchain acyl-CoA dehydrogenase, LCAD : long-
chain acyl-CoA dehydrogenase, MCAD : medium-chain acyl-CoA dehydrogenase, SCAD : short-chain
acyl-CoA dehydrogenase, TFP : trifunctional protein, MAD : multiple acyl-CoA dehydrogenase

YNWHN=F T T 4 —MREVWERTS
Bo ME7 b S MAEIIRE % TR 5 eIz LB
BABEESEbON S, [ BRIETE TIRMmE
B EE © 7 N VRS ER T 5, M
BV =F AN F OB LD
RE 7oy 7 2HET S, EREINV=F >
KRIBETIIRAIN=F > LEBEI NV =F I8
BFT2, 7VNVHIN=F>TaT 4 —)VT
& CPTII, TFP, VLCAD XKEEICHBWT
E@E7 NV AIN=F VR ERT S, RpYAy
VR VBRI 5, HEBFE T CPT
IIREP f BIEEREEE CIXEHERD

ufly b, EESKIIEREEAE, &
Tk & %, HFE, 2FBEREI V=
F U RIBER £EORFEREFHREE S 1, Vv
 OhDEB TR BT TFRMBAIRE L
%ol

3. AR
RO LR EES 2T 5 2 &, &
YBF D BHIIGE (GHREFRE) 1L D RO
TARBS ZENEETH D, HEIDOERK
by, EIEFREERLEID s b, RAEES
N=F U RBETEAN=F VEED, E#
FERFERm L EE 23 MCT 4 A VSERT
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»HY, TEiciEdd MAD REEO—ETIE
VR7 ZEVBERTH 5,

4, EEEESN-IBERBEESICLS 2
FIF—

TN NVEBERENRE L CHIsh 2EBD
JRRERED >, KR multiple acyl-
CoA dehydrogenase XK iEFE (MAD) TH
5 eI N., BFEEY IR 0T
4> (ETF) O&fz¥ ETFA/ETFB % 7=
%, ETF =2t ¥/ VBB TERERT

(ETFDH) oZF®iz kv, BB L U7
S BRBICEENELC S, WAERE L EBRE
ByRHs (R4), BHEG (FwKAN) TE,
ET OB IET R EEB M, CoQloXiE,
I BURHRRHEEAL O T S IR ER 2R L,
VR7Z7EYR CoQIURENEFTH 3 &
#WHEI Nz, ETHDH ZE - CoQl0RZ,
VR7 7 ECYRGEOBEENRES L TY
59,

Pompe JE I U CEERMTEELAEE &
7Y, IBEREELREHEI A F—D—D38
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IBEETIREZ: & 4 /¥F — (treatable myopath-
y) Lol WENLHFINIMERES
2, WEERIIKESHTHEL . —F, BEREOHR
5 CIRRRIEE BB S 4 X F =37
SRV EHRIS NG, BEHL L OLOERT
BIEFVVORRSEHS W, ZHoaT
<, RO CHEST LI LBHFS
ns,

X B

1) van Adel BA, Tarnopolsky MA : Metabolic
myopathies : update 2009. J Clin Neuromuscul
Dis 10 :97~121, 2009

2) Darras BT, Friedman NR : Metabolic myo-
pathies : a clinical approach ; part I. Pediatr
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Fig. 1 Muscle pathology of Danon disease and X-linked congenital AVM.
A. Tiny vacuoles in Danon disease look more like basophilic granules rather than vacuoles (hematox-
ylin and eosin).
B. Vacuolar membranes express acetylcholinestrase in Danon disease, showing the nature of AVSF
(acetylcholiesterase stain).
C. AVSF can also be seen in X-linked congenital AVM (acetvicholinesterase stain)
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