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& 1. RERORE

oSl RIEEER BIEF Enzyme ID BEmRsWnoreEas | mEl
PR [afY | Glucose-6-phosphase G6PC 3.1.39 e izl
#EERS bR | G-6-P transporter SLC37A4 |— FHE CERERT) FFEY
FEEB IR | Acid a-glucosidase GAA 3.2.1.20 ) GR, RFEREY
RIS, &
#EBIE | Debranching enzyme AGL 2.4.1.2532.1.33 h. BTEE AFAY,
BmEk, FRIOER izl
BEBIVEL | Branching enzyme GBE1 24.1.18 IRONER, BFHIE H%h
FranEd
EERVE* | Muscle phosphorylase PYGM 24.1.1 5] Ry
FEERVIRY | Liver phosphorylase PYGL 2411 ins Jixmil]
TR VI * t?hos;ahofruktokinase PFKM 27.1.11 Bh, JRODEK? fhEY
PFK
FEE RS VT * !?hos;))horylase kinase PHKB 2.7.1.38 53} FhEY
PBK
BERRKIY* | Phosphoglycerate kinase |PGK 1 2723 JRINEK, BBk, £ @%
ABIER X B * !;—’hosprsoglycerate mutase | PGAMZ2 5421.3.1.3.135424|% HREY
PGLM
TEERRXIEY* | |Lactate dehydrogenase-A | LDHA 1.1.1.27 B, 0UE Sk
(LDH) BRUKEN/F—)
FERRAIEY Aldolkase-A ALDOA 41213 FRINEK, B %5%
;g
PEER XI &Y+ | B-enolase ENO3 42117 B HREY
(*: HERRREZ DU S 2DmE)
BEEFICFEH L TR 2ISxB LT, REAKIT  » (K2). 20 AEKIBILZY I~ v

FTHRISEZHTHL., LarL, ZYa—» DL 2 DO E DB Y, —DiZAk
IR AR IZ I E R sEE LT WV T—RA 2T H58HE L 5 —DIZATP
WAz, HEK Z 3 HFEL & /IR 2 sk (adenosine triphosphate) # #6323 TH 5.

B, MR 2 PR RO A BT K & < J‘iﬁi"é’é & T, ST s (b ?) °FfF
A, BRI 14 B OB Ak HNBL. PR TEREICHIEO = AL F—%
M, T OHT 11 BB A BIBE B s S T AT B EHMNTH D, BB CIl3mM
AUV D (D). F 72850 o 95 B X, PSR OBEIZ XD, HIDUEIC A D ATPILG
FaAh - ARERC B R R E (YA br 7 4 — MWTERL DI & CHMEO BB 2
Iz Bﬂx@.’é" BB DI B & W HEE O Bl S I B — IR S WS &, 5 BB LR R Y L2 e
AL WEACHRHER | (LLUF AL o) ENEDHTIETF (fixed weakness) 2 iR THEL,
’E?%’T FAENI BT 5 B ER O EREICD I AN (exercise intolerance) #7139 2 DO

WA ERN A 2 AT o 7ok, 0 RS EU o s Y W52 e TES (M2). Iz s
BEIZ DV TUEITAY (Pompedd), 11T (Forbes- B GRSL &, HIKT 2R B TIE—in
Corifs), VI (McArdled%) @ 3 %I TotkD I 7 7)) o — 7 2 OB & 80 (gly-
F170% # HOTWBRY, cogen accumulation), MEFIAMHEI TIZ 7Y o —

BE IS0 O BRI RE AR SR IR & 2k T OERUIEED»D T BT VWY E%
LRI RE & B DT CHYH S 2 L bh ) ¢ W,

HARFRSMES #1005 H5%8 - FH23%E5 5108



 BEZEETcITEBMERR —REDES
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I

UV —LTOE PBK (VD
T@iAcid a-glucosidase (1)

Branching enzyme (IV)]%S JUa-=r = [Phosphorylase a (V)}<~—{ Phosphorylase b

g

UDPG PLD
\7..”/:__14_;) /% [Debranching enzyme (II)|
<=

' K

INA=R6-P —> IR 3-MAMTY£O—)L-P

l [ G6P omplex (1) | l@

IO b—X6-P 3-MART Ut VR

| = [prc om] | <= [Per )

IIT k=21, 6-P 2-RAMRI U

ﬁ\*’ l<::1 |p-enolase (XD |

Je ROFVTFEHM-P RART /—)LEILE B

<::3] Aldolase-A (XD l

EILE VB
|
SUEILTILTE R3-P .
LB
B, mEsl (RAOKERR 1 £8E)
&2 FEROFE
HE AR
TRIVF— AT - ATPEEEEET %R BEE BHET
(energy supply-shortage) AU BREEE | D8 DEE
CPARAR | [FUVA, FEHERE
9 D—AfHEmEER - HI T AEHEET R4, BEESIEX. AHHRIRIE,
(glucose supply-shortage) | . syO—yVEEER | HHET. DFEE IS,
FRETREE

T H AN IR 50 0D 5 W JEL0 C L UK DB D = REETH B, £ 3 W HRUNEE I DA ORI Al

AU E—JEA (ATP) A o HMilaomiE MELT B S ELBNREZINET 575

AR D, B RURIEDSSERE S A, AEIRE L ZOHCTHENTH LT ERRE L LTR
TIREBIAN, F5VEREHIE, WA 72 &2 7R L, WYED D OHE ZRTVY e ds, BB RUEE
R REIC X Y, BRNO I+ rY Ly, DB AR BRI S B A I AR

MU & > oz, I R EH M~ % EEEINDLEEDD BN, BHERELT D I

BAARSEARME H100% H55 - TH23%E 5 A108
—35—
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By R iEsR
IV ES—E-A
DR

MARYS—EFF—t
BRI AR S5 —1
RARTILY bFF—t

EE)NH

mzm7Utuy@¢f—@>[:>>%ﬁ%%ﬁ-%ﬁ@

RART U V8L —1T
B-L/5—t

ABFE RO PSRRI

| EmsttmmE

E:::f> L@Eﬁ@%ﬁﬁ?[gzy
(AW=F Y SRR

J 7 2 )LCoARKREER
V) LCoABIKERE
| JIL5 L BERE T 2

(HIV=F IS ML RS YR TTIS—B 1
) MRESE T 2 )UCoABIKERES

3R

L T3 ROFI 7Y )LCoATK=EEE

B2 KEHEIZ/\F—OlRFRERCKS | BRERD S B ERES

3. ENERBEDER

FIFRRERSE
e Crush syndrome
EE) (GEErEey) FUONAERE, BELESET
FhREIm BREAE, BEEEL S OB OImmobolization(C &2 Eak s
REME (BH) PRI, BERSCHESE, S MOV RUPE, TU SR
R2ZQ AVTIVIVYA - B, EBOAJLRA, AIDS, LI7HzS, HEJHE, JO0XMJISL
TRES , BEEH, BPE B8 EMERe
REETHREY SHESER | BWERYE, 7UR—UZ
FERIE BB RS (fibrates, stating)
R

DWTUIFERER A AR Z2 72 A5 % e,
B TR BIEFEEICRIT 295 TH
B, FHRDIBERLUIZ25, AMPICHAERE 7o
TENLHHBRSEET R THh 7203 55
H5b.

2) HERFHRIARIE CBREE (™ 23)
BB Bl FRE O R PRNE S BT % 2% (35 3),
BEE LTEFT 5 L, BRI L “rapid
and massive” 2 A AIEIHE Z 5 H L EH S
N2 RO B - THAIBN O 4
BH, BE (342708, L7 0k 2ok
F 7 —+¥ (CK), FLMBik#ERZE (LDH), AST
(aspartate aminotransferase), ALT (alanine

aminotransferase), 7 K5 —) 23585 Ui

TR 5. ISR AL PR R (DIC) %2
ZIWEAFANGE, WP RIS X B IR R 50 s
BB Lbdb. BRI BEAE D B EFER &
L, OB, MR, Lok, faks
DFEE, SHICHArSHB LI+ 7oy
NI BB EIR % EHB S, MRAHT R ik m
WCK, 34279, AST, ALT, LDH%Z & D
RO LAY TH L. om0
7 A, FY CMEE, VS A gD B
END. FBEIRA R SN D DR R CILI g m
ARG PEZ S 222 S T TARIMERASEEAT 12
RO HLNBRNT EDUETDH 59,

SMETE, FESMEBMEE R, oo RRE L
LB L AL EGIEIE, I uE Rk

AANFESMEE $100% %52 FH23%5H108
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[ ReMEmES (&3) |

| e OATPESIE |

A4
| BOATPIRAEFIER > T DRI |

/

| g~ DNa, Cl. KHDFEA |

BBELR

~

| @Em~DCaDHA |

| Lipase, ProteaseDi&HHL |

/

ERETRORRIE - BhHRRIEYE S BN E DR
(CK, Myoglobin, ALT, AST, LDH, Purine, Aldolase, K, Pi)

myoglobin & NO

Oxidant injury

<~

(1) Renal vasoconstriction
| ¥—> (2) Distal tubule obstruction
(8) Proximal tubule~®dtoxic/ischemic injury

<~

BFe

M 3. £XRRBREICERT DENERHE L BREORE

ECHY, Al f@ﬁ%’f\:&&i’T
BEENEETEIEEEBLL citr <, ?KEEH:
B AHMETIZANBEEDORH 7~10% D3RR
RAREIZ X B & SN TW5D. T 7-HRUT Bl
FE TR 40% (CAMEOBREE L KT EHE S
nTwb

W A A PF L RO BUERRE O T RIS T
B E <, o Z-FTh AWM ERD
YAUTERE AR XIS B . BOROT BISHE L2 HE
BESEICEL b A I Fru i, S R
17,800 DA LEE T, SRERATHEB S > B
4 b= ATRME O FEMBIZADRH SR
5. OB TREOBILNSB I B &I
FoF—n—vu—_L7z3Fr7ruv i, HED
Al Tdh 5 05~15mg/dlE 2 % & IR IHE
i, WhwiABEREETS. I A0y
2 & B EEE ORI S TV RS,
% 312579 & 912 (a) B S o ILE IS X A REIL,

=] Ia: T

(b) AR oI, B XUOEEOEH, (o
FRAE IS S I 7 a ¥ PRI X 5867
RS DO EEFEboCnd EBbhs. B

MEOEMICEL I 7o il H5NO
(— b)) O F L — MERH D M DU % 1
BMLTWSEnbhbilTwa".

3) AEBEHRLARIE I & 5 h B ERBR I

REAHD BUHIE CIESIRIRIMFED A LS. &
FUSHT IR I X D iRl L7277 ARl
TRMBIEHRINLZ LIZX B L3N, RERE
ﬁa@iﬁ%%ﬂ&:l IR %@: Ehb. LarLEhi
mz Ik
ENTwW5b, %*Z‘é%@&wfﬁﬂ’ﬂimiﬁfﬂ@ﬂi 56%
08mymfﬁémmﬁb %$%%%Lt%@

%Mkﬂbnéﬁw%mfﬁmﬁﬁwwm 3
L TWAI EEREBLTVSEY,

BARARSEAME 1005 H55 - FHR2BE5A10H
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sua=ry
* ng;ML+wp+ﬁ&
SIa—2 I - 2-6-U VB

B

v1

INWA—R-1-U B

v1

EILE VR HE R

v1 /
7EFILCoA

\

TCA=EEC

B 4. #EEE 1 BB HEEE
* B3R (glucose-B-phosphatase) BEERAI

FLER _._>|

2. FFEVEEESRR 1 B (von Gierkelg) & &
EE (K4)

PR 1 BN ettt (T, glucose-
6-phosphatase (G6Pase) complex® 56K 72 K
HICX 5. WAL L CTtype 1a, type 1biZ43H &
N%. 1aTIEG6Pase DK TH % DKL, 1b
TIE ' % G6Pase DIHTEE ~RE T 5 728D
transporter® 8 H Tdh 5. AKH5E Tl glucose-6-
phosphate? & 7L I — ZANDOIEHRAST X Zp 7z
O, BEFE, FBED T O H»SH D 72—
ABENEEEINL Z &S, HEEHROTTIE
AR TR L R

FEPRIS R MUBEREIR (B S A SO M A3 B
Wi e &), K, o7 a—r v E
BOLOHERD RO, KERE (K E),
NIEARBESL (L WIGSBOBE T, SRIZHEEIC IR
ED D DIEHET H7-0), il b RN
B, AR IHR ISR OSSR - B &
b X 5%% EEITIEETH S, 1bBTldif
A 2 thv, Bggrions. sra—
APEEREEIC X BRI D7z, RIS

LR EDO/-OIFEELAIENEL L, E
T H OB D B W ZAXPEER O CTIEERE &
W2 A, MEAEILAIICE, SRR o R
HWORHRE L TCOPOHERUI & 0 fHEDTTHES 5
72 ZHESE T B R FLIRIME, KD 7 £ F )L CoA
PEAEIZHICR S 2 SR ILGE, FFCToY VERK TS
& 9 AMP (adenosine monophosphate) deaminase
OMFIAFER 41, ADPAH#RITHE & T o Pkt
KTFLERD I LIZLHERENEZ 54 5.
FEIEORIRIZ B80T 5 A DHE OB X148
LTWiwads, BREZ A D ERRIETO A8
TLHEDS AR B, BUNT V73 VRS E Y KLY
PHRONIRD, TOHRREIZY Y RTIR, &
M, BARENEEFTLTw L, b7 73
YHRIF 20 LN ETIE 95% 2 A S5, ACE(an-
giotensin converting enzyme) BHEE3E 72 & A58 HI
S5, F2ENRIME RN 5 KT € Dfree
radical B4 & B ML IUHIZ £ 2 Rintt o2y

9. IO OFEOHEX, BIHFEEL Sl
HEFFOWHRFEDT) T { AT, TR ZRAH R
FUHETHIETHAINEOREBIC RS E s
TWBAN HAERTIRZD X ) Liffgeidn {, %
REIIAHTH S,

#EH D COI (conflicts of interest) BI/R @ AU E£ENE S
B Lo lc iz L
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#%_ ot
i BROD HE A
(UL =

By G, HEEZHCSVTHOMNEREERELL TVD. RERR - BE - EROE, ATEHHFA
WRTV, AT MR U - IATIREE, BEOE(L, BHRMENTEICMAT, B - BARKE, AR
b, UL NBBEEEESETS. JEY - NIVAO-LERE NV ERER L EORBEEVOREICES
3. NADH-TR $:f 13, BEMMABARET 570, BEHHOENEFMT2OILCEL TVD. I4> AT
Pase (3, B S A TOFMEICHE VD, 247 1 BHOBROERIBEMELE, HiR s 1 THEEHER
HRERMT S, TRNTORBTORRERAL T, HEMIHBREELIrEHET S,

(BEpR##E 2011;51:669-676)
Key words : B, frddk, M b

T

TSR LB BT, L LTI
Fi, FRBOBMCHLHBEHE R L T0D. HE, KE
o B R EE T RIS VOO - RS T
%, kT, BRI AT — T, B Db OPHMEL
oL LOTHY, HREBWL LICHBHENT L2 L
TER,

BEREREE

1. BERMOBIRE RAEDOKE S

HEFEHHTA P AVARVOBEERT LI ENE T L v,
EIBRIR L GBEL A LD BEBTIE, HERIICH
CT % MRI CHRENDREZFML, EMBLERETSHC
EpEFE Lv., EETHES A ABRES SR REICRESNT
W hbIE, TREOHIOHEREBI LI OPRV. TN
SO TIE, 74 71, 2A, 2B OB OMBMES TN A 7 &
HBLTU3TOBFETAIEPHILTCAHIzD, Hmis
£ TORKRERTHMTE LS TH L. HEOEH VI,
WEDVBFHCLIEELZVIENEZVOT, 5000
MRI %35 L, RO MM 2N THEREBZ )X
EThHb.
BAEROFHICOWT, AR TIREEL iz was, SHFHE
FRIZLTLEY &, LIFLEREERE LTHEVIIILR S
RORKERSTLED Z ECERILETHD. RE, K
WLARERZOBED L S ICAE - BREINLZPHL RV
b, WGBS T o720, BEAARMHLLZY, &

IR B ooV LT LEI S EICLDAELAHADLOT
HoH. EBRERFS-ARANMESHOHEREBI ) B
%8 o T, WA OIS 5 IE L e SRR R

¥R o ABHE AR L 22 eikiE, LT EBS L),
T A0 KE 813, BRATHE, HHEOKSHET, E
X 1~15cm BEE BT 5 ABHERERL &%) 729%h
h, EERECEROREEET LI LPTFRENDLED
WL, K EDOBRKEFRIT 2 0B BOBEE T 5. /4
BT E AT, YHFICHREDY S ENHHERIEL 2
D, BWREEIMETTS

2. AR O EIE

BAROBE B, R ) CEE, rEEssEE svy —
NT TR FRER E0H B0, FRGRERSA R0 E Y &
e VEEERBI L) LEIE RV, SRS T, BRI
b bWV SHEOMG bR EL T (Table 1), #
HFHEEES D - EDEETHL. FLAERFELSRLT
W FEE WY, X TRENORAERRTS.
BUSEEICE, BILARKE S A N P TARED D
Fran s o RICEEICE TS, CZOBEE, avs I
TR CHEMICEREN (~160T) FTHAISELS v
& T, 1 ABUERGEBIEL 2P OEET S ETH
FCUERSIATARALCHBERRES. [ VY s I RHAE
BEVBAFETELRVWEDY, FIATAATHEHLLT L
VORATAZELHETHA. LELIDRHOREER
BV -79C &7 5. BEICEM L) BRI LD T
BE, NTEDPER SN, FHlivbUa L CHEECRS.
AR, R ORI TRV <) v EERKE X
FILLTBY, HAERRKOEMEBEIBI B2 BVEER

*Corresponding author: B LKA - FREEMIIZEL » & — WREBI JER B 7655 — 8 (7 187-8502 HORLER AN /NI 4—1-1)

FEL SRS - AR BRI X & — R AR SR BT JE A — B
(%R 2011426 A 29 H)
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Table 1 Routine histochemical stainings at National Center
of Neurology and Psychiatry.

AT bFI) Y- md YR (hematoxylin and eosin : H&E)
T - PY I u—2425% (modified Gomori trichrome)
NADH-tetrazolium reductase (NADH-TR)

I EEBLKHERESE (succinate dehydrogenase 1 SDH)

F b7 u— 2 o BALEEF (cytochrome ¢ oxidase ; COX)

Oil red O (ORO)

§7 4 A 77 %+ (acid phosphatase : ACP)

TNAY T+ AT 7 ¥+ (alkaline phosphatase ; ALP)
RN AT I —¥ (nonspecific esterase ; NSE)
FEFNIY T AT T —¥ (acetylcholinesterase : AChE)
11. Periodic acid Schiff (PAS)

12. Congo red

13. Myoadenylate deaminase (AMP deaminase)

14. Menadione-linked a-glycerophosphate dehydrogenase (MAG)
15, 74 A7 4 7M7 b FF—¥ (phosphofructokinase ; PFK)
16. 74 274 Y 5—+¥ (phosphorylase)

17. Myosin ATPase (V—F ) pH 103

18. Myosin ATPase (Jb—F ) pH 104

19. Myosin ATPase (Jv—J ) pH 105

20. Myosin ATPase (JV—F ) pH 106

21. Myosin ATPase Ob—F >) pH 107

22. Myosin ATPase (J—F ) pH 108

23. Myosin ATPase (pH 4.7)

24. Myosin ATPase (pH 46)

25. Myosin ATPase (pH 45)

26. Myosin ATPase (pH 4.4)

27. Myosin ATPase (pH 4.3)

28. Myosin ATPase (pH 4.2)

29. Myosin ATPase (pH 4.1)

NG RN

—
5w

72BN, ZO70, MRAFER, HRAEIWE S HESEE
BTN, WHBMICE LR EfEEL 5 EHESR
H5.

SN - VT AT FEEEEBIZERICLETH L. K
RE LURBTHOGRERLARICREORWERED DAL
B, #D L) REd VI, BEENBEISkD NG, ZIE,
BERICBREO—EBE Iy — LT VP FEZELTBE /-
Wy,

BB EEORROLS

Hivhb i, Microscopic findings, Pathological diagnosis,
Comments @ 3 FHH I/ THiRBMEE 2R L T 5.
Microscopic findings @I H T, 4 DpERIZONT,
MR AT R % 5289 5. Pathological diagnosis Tld, X CTORT
RAEWZ AT, HEUECLZO»rMEEEELZ 0% Bk
L, BEZTRZEY L THEHFEIIT 5. Comments T,
REFENEMOFELZHT 2 C, TREOB VBB
FTREBEBICOVWTHRL, BB LI NEHRENHIIE
FREERTEZLIICLTAS.

pEREMES 513 9% (20110 9)

Table 2 Pathological evaluation on
hamatoxylin and eosin staining.

1 &hoWmEOL(
2. HiAMERANRIE

3. FhRAE AT -
4. oA

5. AR

6. PUSIEL

7. TOIMOMEIZLL
REEXOFEHL S

BAEBEEARICH LT, & ofMBtERbEl M sh
TWwb A (Tablel), bo L DEELROE, A< bFy» -
IA YR, TEY - MY 7 u—s%E NADH-F bI Y
Uy ABRTABEOIHBETHLEvbs KBTI, ho
3OoOY M EHEESY 4 T ERYGOT B I 4 ¥ ATPase
AN E Y TTHMET 5.

1. AT FYY e F Y Rm

AR BB b AL DDOYETH B (Table 2). FH
HARAE L, BT CA 5 L S M CHBIERLERICHEAET 5.
BADEB, HHHEET 60~80um TH A, ME, 100um
FHAL LA EHEENS, MO KDARRIZD o
& B IARN R REIFERO 2O TH L. i OEEZWEL,
BAMEDPORARE COTHRPFEHERTT L. B L LT,
BEE ORI TILUEH R DRR b Wb LA L R 5.
2L, FREERCTIHRMET X THINMETH 572 0, il
MR E KR ZIEIc o L T2 8 b
HBH.FEITIICE, BAREDAALDOREZ D H
5.

B AREMNTE LT o THEELTBY, Zof
FDEHELIER HREHGEOHMOMEIZEE (pe-
rimysium), FHEMNOFHHRME L HRHEOM OB E SN (en-
domysium) & HHEN 5. FHBIEA I KM RE A2 R
i, NEC IR 2 A L v, Ld%s T, ARSIk
HBOSEET 2561, FIUIBHILE S 2L Twaso %
FERICEBRL Twa. 20720, B tofRz2a®+ 51,
H A T [NSSRHETL (endomysial fibrosis) JEWH E#EL b b
Wb T EHE .

BRHROBICE, LU SSRGS R E LI F &
FoTHELTVEDOBBEINS. T 1Lid perifascicular
atrophy (Fig. 1) &M:Sh, BWRFTRATH 5.

Werdnig-Hoffmann % & & IHEN 2 FHEMEAF 5EM9E (spinal
muscular atrophy) 1% (SMAL) % &, RO MR E M E

BESREEM (large group atrophy) (Fig. 2) LT h 2. = o
BCALNSERBEIRAZH T T I20PMEETH S,

—5, MMM BRI LR 2 EOBRRIMRREE R T, %
SN AIE-TB Y, LIZ LML L i h s 720
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Fig. 1 Perifascicular atrophy. Muscle from a 7-year-old
boy with juvenile dermatomyositis shows atrophic fibers
clustered in perifascicular area. This is a diagnostic find-
ing of dermatomyositis. (hematoxylin and eosin)

Fig. 2 Large group atrophy. Muscle from a 2-year-old girl
with spinal muscular atrophy 1 (or Werdnig-Hoffmann
disease) shows fascicles solely composed of round atro-
phic fibers. (Hematoxylin and eosin)

L, S S /N LR, AR B B T RAER
BHEA R L TWALOLEZ LD, AT 5 EEE
BAThy, MCEHEST R b MREMEELE ERT 5
BT, BREERE 2%, SOCHRMREBI 5
& O ERE RO RO EHED R D & BT A HLAL
TF & F o TMIET 5. TR E/NFSEZER (small group at-
rophy) £ 9. BEFVWHL LS L, HRSMEVEMT S L
I REHVLHY, TOL REH IR RFEEER & IPE
ha, WIFNRLEMEE M 2BEELHRTH 5.

SHEMEETE - AL, HYA R4 —-CBITA Do
LLBELFIRTHA. bhibiud, Z2EAFRMPELD,
Wi RMEEEIE - AL EP > 2 EBHBT A L) XL T
BRI T B L R E B L THvwE Y
Bz, WEicsz o7 7 —YHMEAT A (Fig3). The
SEAF LT, MiRAN A 508 L2z SN ASEREARAE N T
SAELUTHEICRA L, s FAE T 5. AeRMEIEA Y

51671

Fig. 3 Necrotic fiber. Muscle from a 36-year-old woman
with dysferlinopathy shows a necrotic fiber with pinkish
cytoplasm that reflects liquefaction of the cytoplasm im-
mediately after necrosis. Macrophages are also observed.
(Hematoxylin and Eosin)

ST BERRLTVAIZDIL, BHKE L, BMEAD 2
O, B5I0iE, BRMBEIC Y vy HAeREETH LY R
V= LA LT B 7z IR IS F A o TRt 8
A, BARMETE, WREHRMERTICS B 08 (NERK &1
&), BEIETT 5 AHGMEAUENEBET 5.
HYA P74 —E, B BEELDDPATEECTHS
728, —OOY RN THEE, LHATTETORA LT x—
AHBEEEND. —F, BIEEIF 0V REREILLD
~~~~~ - —FFICHIIE R B T L2 T, AR ORI L
THEE -3 BAED—ED 72— ADBELIBRILE VT
EBE. Tz, Fa b v AM R CHREEES T wEE L T
BV A bR T 4 —Tld, BARRAITHE - AR T &
FoTHEELTWAI EWE W,
NEMIIBEGETAONS Z &</ Ds, FAEDNT
LHEAHIET BIEHVAH L. L L BREI 45—
DD TH BRI ANF— T, KEOFHBME TR
HOERIC R ASEE L T b (Fig. 4). LcH > T, ERE
WhT, B E WS BESEH SN, £, HRE
W2 a7 4 —TRLUELESHONEBEALD S,
SRR REEGREOBRELTRTH L. FEA
DEFEOY YRR EARL DD EREVH, BED
LORIRENIIALDONRLZ XD D, SEMESCHA
3 F73F —TiE, W~ ¥/ SERBE DR T, FEEE
WML PG I LTHEL, RICRHHRENR~LR
ALTWAODPHERSNE. Thbny »osEkid CDE D
W R THIRCH L Z Edbh o Twa, F A F3
Fo8F—Cik, IR MR & Langhans ELAIE
Mol HIFHHENEEZ AL D5, BB v 8 E
&b,

BRI Ic 2l d A b DB ENH A, Pompe HT
i, PERICIFHR A TR ER L WE & 5 AZILRINK S %
waMHREDOND. TOEKES ) a7 LMD
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Fig. 4 Centronuclear myopathy. This 15-year-old boy has
centrally-placed nuclei in almost all fibers. A dominant
mutation in dynamin 2 gene was later confirmed. (Hema-
toxylin and Eosin)

Table 3 Structures detectable on
modified Gomori trichrome.

A AME

BB ME (cytoplasmic body)
tubular aggregates

BRI 22/ (rimmed vacuole)
HAITAHHE (ragged red fiber)
S AR T A

i

G W

o

1. spheroid body
2. FRAERE

EMO»ERLI-HCRARZRTHY, BT+ R 7 75— Pk
BTHERET 5 REERN I 4 3F— T, BRI ORI 2 K
MU CHEMAMENIC N % 2 B BEEDR O S b, Bk s
RAFE 70 & CTIIAFIIEE T % i O IR KB O 22 5 2 &
NB NERIZIE ) 3= U PER LTV E, 20z b B
FHITERT 5. 2L 218, #ERI A F—TI LI LIE
MEBEPIE L Cuv b, & 72, $EHITEBIIRE B2 ¢l m s BE o
TATUIA FEREARED D,

2. TEY - MU U—- LR

TEY - MYy u—-L%EE (modified Gomori trichrome
mGT) &, FAMHFG LS % G h§ 7= 0 O Yuta Ji ik
TH5H(Table3). A< V/MKIEATY ¥ 3 4 /9F—THIE
N5 (Fig.5). BEMICIE, ZBERBOETFEER SV
MEEZHLTWD, 2 ¥ 3480 — 8 h T 3 4%
FZHHINLBEWRBTHEHH, BAEER <Y &
IANF— LIS B, REREREERSRELTCD
KN A VAMERTER T BB EZELONTE Y, X5
LTEZLLEND .

mGT T, MTBRDASREDOI hary FY 7R354 v —14
DREET B, £ D720, HCABEZEROEITH 2B 2258
DFEDOITER~BRE OB ENDL. BOHS D 77

EERRAEE 51K9% (2011: 9)

Fig. 5 Nemaline bodies. This 3-year-old girl has nemaline
bodies in scattered fibers. Based on this finding, this pa-
tient was diagnosed as nemaline myopathy. (modified Go-
mori trichrome)

REOFRTHMEEINTEBY, BHEHTHETL L, ZoEk
LEFEHCARRZRZV L2 0BgEwchsr Iy »
BAME (myeloid body) 1% RBLLTWA. AT hF Y
Vo TF VR TIIREICHT B BN B0z, %
BoHCARZERSCHEEAMEREBTATA F 75 206
HANTLEI LDICTELANLEYTH Y, BT HMSEN
BETRIOL ) RERIZA LD SR, BRELD 228130
IRCEBETHE SN DAY, & ICH A8 25, IREEERS 2 A
FET A=, BLOBEMBEIFNF - R ETHINITE L
ToTwh.

REIZAMHE (ragged red fiber : RRF) &, S8R D 3
I RUTHEME KRBT, HEMESESRE e S h
72bDTHB. mGT THHWVHR TV HEEDEEL S, #
BOPHRCESEOUENTL 5. 2000, REIFAEHEE D
BAOVIZ 3 b Ay FY TR E SRR D TR
B 7c i, BRI 0 RRF T RIE T 12k o Bk Ak
MUZzE DA Z D, RREEI Fay Y 7RO By
FRTH B, AL THEL 70, BHE CRIEETY
AREDOLND Z EIZEENLETH D,

Cytoplasmic body i, FAI R34+ v, ZHS
CORBLOWESY 73 Wadhb Lz g ¥y BOBEK
THY, FEBHMEN: X 47 3F — (myofibrillar myopathy) T4
BN A LD OND. 7272 L, BB I F 8F — sk T b
HREDOND I ENHEDTEEPLETH S, WICHE~5
NADH- TR B TIZRITTAHA LS. R0 ticia S s &
23y BRI spheroid body & FHENR A 2 & 55h 5.

Tubular aggregates &, ¥ BAMEIICIZN /oA sE X
BEXONLERMEI BN L EF oM ThH s, o
TY - M) O—LAEETHREL, NADH-TR Yeft Gilded
5. 47 2BMICOAMBT 5. FHENBAE TR bR
B ENE D, tubular aggregates OB R ML T2 3
NRETURENE I 87— 0#HE D H 52,

TOM, mGT (&, FHHEORB %R PD LT, KK
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Fig. 6 Lobulated fibers. Atrophic type 1 fibers (darkly
stained fibers) have disorganized intermyofibrillar net-
work, showing lobulated appearance. Lobulated fibers
are typically seen in the advanced stages of limb girdle
muscular dystrophy 2A. Indeed, a homozygous mutation
was identified in calpain 3 gene in this 57-year-old man.
(NADH-tetrazolium reductase)

MESER O BMBOFCHFRTH S 7220, L~
T, HBAREIME N TV A DPBEL T a R FHliT &
BETTHD, MBREEIEBELOMIHBTE NI &I
HESLETHA.

3. NADH-7 + 9 VU & AMRTCHE

NADH-7 F 5V U A#TEHE (NADH-tetrazolium re-
ductase : NADH-TR) &, NADH 47 F “C nitro blue tetra-
zolium (NBT) ##70L THMICHE S ¢ 5 REMMRLES
#Th %, NADH # MR & T 5 £HHAKEME OGN K
Wy 5. ARMEN T, MR, S ha v FUT, 40—
ADFICREEINE I PRI TESALTIHEHECSE Y
ZEDS, VAT IMMEIE A T 2L D DRGET S LA
o T, WIZHBRDB 2 F ¥ v ATPase ARV L2 Wi H I
&, B OMRMES 4 758 % NADH-TR TB 2% 9 2 &4
W TaH . FH/NEMRE, 5 EARHED B & — A AR D B
THA LTV A728, NADH-TR Hefh C i sk P 1 i Big
He X RO MBS SEROmES RO SN D, Th
# W5 RIAE (intermyofibrillar network) &5, R
M OBRFIOFENEHR S Z LX), BENICHERED
B OHENZFMT AN TE S, £D72%H, NADH-TR
I, FCHEREORENOFENEFHET 520l bwHN5.

HESHEREORE E LTRENZD DL LT, FHEMRME
(lobulated fiber), H & \» #§ # (moth-eaten fiber), = 7
(core), <3 =7 (multiminicore), target/targetoid
w4, peripheral halo 72 &4%% 5.

SRIERAEY, calpain 3 METAR KK & T 5 RO ¥
AbTT 4 — 2A BOEFHICMgIc AL b5 (Fig
6)9. 72751, MOBHEIG Y A b a7 4 =Xy A —HHY
A RO T4 =B ETHAREDONLIEDNDHLDT, EED
VETH B0, MAGHEIERERENZ L, RTREE
RPN I AT — % B R 5 GIRE W RIERE T

511673

Fig. 7 Central cores. Virtually all fibers have well-demar-
cated and centrally-placed cores. Note that all fibers are
in the same color, suggesting all fiber types are the
same. In typical central core disease, almost all fibers are
type 1, just as this patient. RYRI gene mutation was lat-
er confirmed in this 8vyear-old girl. (NADH-tetrazolium
reductase)

5. OB EESTL LIELIEALDLNS.
a7, WEEIEEY PV aTHETARED LIS (Fig

7). ATESHEI by FUTRHMEERERGTN 2D

Pefo X NS, BEMMEBHRIIHET S, 1220, Z8DH

U — FEEIRIC B R H ZY. v F I a7 F 3
ZOTRHTHAONED, HEVEMEE 0N LW IEH
bd5b. ,

Target/targetoid 132 7 £ MTV B OO, HEMH CTH7Z
Edhvy, a7 HREGICEFREERICDIVALDLNS
DIz LT, target/targetoid iSO K 8 i2#k4 T, £EITh
7B T B L, AR BB TH B L%
% B b v A, P ERCIE LiE LI spheroid body % &
EOB HEANCRBEREE RV, ZHALDLNEED
W R B R T L T B Z L%,

XBHHEIAF 279 — 34 13F—TlE, FEFTRTORH
AU NMETHAZ TS, NADH-TR TR L
OBt EMT 5 —F T, AT CARE. It
peripheral halo & /.5 (Fig. 8). %XRMEHMEE Y A b
T4 —O—HOBTHLRBOMRELETHIENHHDT,
EEPLETH .

4. 4 ¥V ATPase

RN & 4 THRDT00RBTH L. Ky 4 7
DI F ¥ v ATPase MEMEROLODEBpH AT &% b
ZEEMMLT, —EpH FTCHLEL LT oI G
EBIRHIETEMMMEY A TEREDHTS. EHE ME
WTiE, #4715 47 2A, 947 2BD3DOMMMES
ATHHY, H1/3TOEFAL 72RLTHHL TN 5. 01
T, SRR CRAEE BB L7z 8 A 7 2C #iAEAS
B2, 7uh 04 pH (pH 106 f58) ORiLETIX, ¥4
T 1HHED I & ¥ ATPase EMEARbN, ¥4 7 28D



51 : 674

Fig. 8 Peripheral halo. All fibers are round in shape and
small in size. In addition, enzyme activity is high in the
center while it is scanty in the periphery of muscle fi-
bers. This is a diagnostic finding of myotubular myopa-
thy. The diagnosis of X-linked myotubular myopathy
was later confirmed in this 3-month-old boy by MTMI
gene analysis. NADH-tetrazolium reductase)

At SN A, T, BRI (pH 42 ) Tk, 247
oLV END. pHE 4285 0B L ETB &
pH46HIETY £ 72B O AREEBTHRBEND XS 10k
5. ¥4 7 2CHMEE, Lo pH CHILE LT LIS S .
COX) RRMYEDEEHRD LT, BZEBHEY 4 TR
THIEWTES,

AT 1IN DOEFRBTHY, I bary FYFTHT
DIEFEO BBILIC L 5 ATPAREZ E T ANF—iFE L
TWd, Wo <L )T B &2 o4 RT3 BT & I
B, BEERCEH CREITRBEICY 4 71 8Mch s, —
B, 54T 20 BLU2BBHZVDWAHGTH U, MHER
KEB7) A Uit i3 NVE—RELTWS, #
W T 5 I L S EBRIIIIES L ITEh S,

547 20 A RBRHRETH S, EHRCIHIZEAL
Ao (1% BUF). My 4 73 BBl A s e
LT 5B, RN, WiiHE O TR S 1 2 802 T SR Asal &
LTTEAHEMIPLIET RCI AL 720 HBMETH ), Wk
BE2FU QI COTHBRMEY £ 780 ET . Lizht- T,
KRS A 720 MR A LD EH VIR, HREERE S
VR HREOTEN 422 5. BAMCIX, DS
TLBE, 2) BARE (BHERREOBRY V2 2T), 3)
HAEOVWT NI TH B, 728 213, RREGERERLE Y Z bo
74 —TEHMEPBBNLTEY, BEELSHO Y 1 72C
MAEERLDD, BUA PR T4~ ETHRLND FAERNE
&, ERWIZTRTY A4 720 TH B, 70, BEE S
AL, WMREEEZZAEICIRH Y4 T 2C KR
3.

747 ORI 2 BMAA LN HIEH VI, 13iFF
LR HENERTHS. I, A7) I F8F—7
EOFRMEI A1 F—TlE, KEBOOBITY 4 7 1 BHEER
BHhEDD. 4T L BHENS5% PLEEEDEE B, ¥4

ERARAER 51K 9% (2011: 9)

Fig. 9 Fiber type grouping. Mosaic pattern is lost and
type 1 fibers (white color) are clustered. Note that there
are a few type 2C fibers that are stained in intermediate
color. Fiber type grouping reflects reinnervating process.
This l-year-old girl has arthrogryposis multiplex congeni-
tal of neurogenic origin. (myosin ATPase with preincuba-
tion at pH 10.6)

71 REMEEAL & I RAY, RS A — TR, 4 4 7 L
FEMICMA T, LIELIES 47 LR & 4 4 7 2B S
R EDbRoTwE, BRUEIFNNF—DIE, 5471
WHEEHEz AL DD LODORY) VMER RO B Mo
FRMEI A3F — DR BEMWFTRE X CEh v, KU

CFTD) &MHENA. ¥ 4 7 1 s, X E I 495 —
PACLHRERE YA P 74— Ry H—HG V2 b
T4 =& BECHEEREBCALZDONS.

=15, FA 7 28MEM (L {ICF 4 T 2B IAESER) i
BIPRMAMEC, BEHESN, (3, PIEMRRE, 2570
AFIFANRNF—RETHREDLNE.
MEEMRESD Y, PHEIrBIsE—~B5 4 72C#K
M2 B & L idaRAe RSB 2 5 & ESEK AR R
TWAHHEL S sprouting 8B 2 0, BIEG I3MREE
B ZOB MREEEEE SIS EED Y 4 TIdEY
Ble Bl o BFMAAMRIC L o THESNS. &k, %
T, Z&hbAMBIIL > THEXE LS54 7D
ZERBHBHENSEYT A CRIZAYV R Lo THA LTV B,
E AN, MBEBEESB 5 & EEET B 56 R — O/
MBI L o THESRB L3 12hD, EHFL 258 — oy
B TH -~ OHBHES 4 THE Lo CHAETH LI,
5. IhaWikiHEs 4 T#AL (fiber type grouping) & 95
(Fig.9).

5. Z0fboHetn

PASWR 7YV a—4r %, oilred O WG EIEEE % deta 3 2 7>
O, TR, BEGR L IREERE I 3 F — 0BT
BB BRIFAT 7 I —VWEITA V)~ LBETHY, 54V
Vo BEEA R BRI R SR E S NS, TSy T4
A7 78—, EETRDNFRICOBEE AL DD 5
HAEO—BIIREBT 5720, & LIEESBomSgsdn
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i, ZIUEHAERMETH S, T, SRR LD 22%
i, B TOT VA T AT 7 5 —EiERTTER AL D
5% Menadione-linked o-glycerophosphate dehydrogenase
WETTMEDREZEIC L bWwh, TeFray vy A7 7 —¥
(AChE) iR afi 2 it 5. d5HOEREHIED
SEMERE MBI 2RISR A AL © 5. Danon ik E

APOT A4 YR EDHGRMEY 87 e L b2 AChE 3%
L TwaA 20O X9 %21 autophagic vacuoles with
unique sarcolemmal features (AVSF) & I:&7.

T BEB K ERES (succinate dehydrogenase : SDH) &
F 71— A c B{LEEE (cytochrome ¢ oxidase : COX) &,
BT ha v R TIPRBEER CH L. MELAS DiXH
ik, BNmAERETO I ba v B 7 mE B LT SDH
THAEA YT 5. T 1% strongly SDH-reactive blood ves-
sel (SSV) L BESY. 3 b v FY TRFBEDEH VI, I b
a2 K7 DNA 28K HEHE R T COX ik
PERIETHHOD, I3 FY 7 DNABREDOHLFEOMK
WIEBHEC BRI A. I g COX 4RI (focal
COX deficiency) & 9. R TH 5 McArdle 7P T H 7
BENRFENRG 7+ A 740 F—¥, 7T+AT+T7NI bF
F— B CREUIE TS5 & TR

EhIZ

RIS BRI, HESEH TR { BRESETTE
EEMITCH S, FNIATIC, HREIEERRMRESEO—E L
T, BRENEARIMEEZH > TBAREFHFTH L. MA
T, GEBREEAI G RARIL - Bl - B0 TANITEY
A Y R L, HRERSE ORE O R51E, BREOMRAEDI
NEWHICEP o TV B EBWR A, BIREBEICBY 5
RAEAREOREEEbOTRKEVI LML TBEL
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KESOHEBIDEVNHENOHEE L & 71
3. L L, SEBOPIZS FISENI R
MOBEEL XT3 00H ), EE I A
F— LB END, RN EE D145
FOEME I A F - HRE SN TV B, K
HTBWHFETL L C B EME I 437 -1,
TEEN b Zefa % 5 EALE! 3 4/ ¥F — (distal myopa-
thy with rimmed vacuoles : DMRV), =#fH 3
F78F —, ERMHBEEM ] 3 4 /¢F — (oculopha-
ryngodistal myopathy : OPDM) ® 3 TR D & T
H5.

BELY) 2ol xS AR 3 4/ 3F — (distal myo-
pathy with rimmed vacuoles : DMRV) 3, 1981
FE AR S 12 & ) BRI THRE SN2
BTHy, BHAETCRLIELE, BFIF T
(Nonaka myopathy) & FHIN TV AV F/22
OEERIE, 19844E124 A5 TV DArgovHIZ & D)
rimmed vacuole myopathy sparing the quadriceps
# %\~ ltquadriceps sparing myopathy (QSM) &
LTHE SN, 0%, EICEKTEEEEE A
{£ 3 7 3F— (hereditary inclusion body myopathy :

hIBM) EIHIN TV A EEED LA —EETH 59,
727250, REMEE TS HH K%K (inclusion
body myositis : IBM) & B UEBEEEASH W O TR
LTV EDShIBM & W) FR& B 72
2K b5\, KIRTIHELRICDMRVO RS
BHWwWHLRTWS

ERIR & BHREA R

AFRDBEORESIINESTH L. — &I
FIEERITISEA 40T, BREDIREIN
L0 FIREBHVIFATESh, A v/ 5H R
v, HEVIEERET2ETERTVRYE
DENEOEIRTREILR IS ENE . H
ERIEAEE, RS, KREHOREHE SR
ENR TV, BRI TRRMEER LR
renh. BHETEHERIETL, BE»D
EHIETHRITARRRE RS, 72720, BIBET®

WIASHTRE L 2 o T I EBEICL ) 227 ) #1T
BEILENHLI DN LPoTETA, EHE
REEREFMAZLIEETH LD, bhibh
DT - TV BB — €A TOREE D
b OHENTIZIS0~400 \BELEZOND. T
TIZZNFETIZhb ORI T T 1507
FOBESBEFBH CHIESIR TSI L2
5, BFS CKIIZIZ200% % Mz 5 BE DL
THrLbDEEZONS, BEFTIKSEST R

* Pathophysiology and therapeutic strategy of distal myopathy with rimmed vacuoles.
#* Jchizo NISHINO, M.D., Ph.D., May Christine V. MALICDAN, M.D., Ph.D. & Satoru NOGUCHI, M.D., Ph.D.:
ST - AREERTI Y v 7 — W TR — 41 (187-8502  BEUAR/NE T B ET4-1-1) ; Department

of Neuromuscular Research, National Institute of Neuroscience, National Center of Neurology and Psychiatry,

Kodaira, Tokyo 187-8502, Japan.
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E & g6 BEPRB SN TWAEY, BIKkT
i, KRR TOBREEP HERRZ L ELON S,
BB T LI LIS AT L - it 2 22
WHE LD ITHEELY 228 (rimmed vacuole) 758
BENBVY, RN 2200 4 BT SEME TS
Hi, HOCEEZND 5 W2 0EGEHEEY T
H 53 1) YEE/ME (myeloid body) 23430 % 72
LTWwa-9 BB X OHIIEO—E 1 EE
15~20nmOERAFHENEE AE (tubulofilamentous
inclusion) % §2& 109 JEEL 1) 22812 b A
MEVESS AR S BRI 2 <, BHLY Zefg s
HIRT 2B E TN 2 CERGHEMSE A
EAEDOENDL Z LI FEEPVETH D,
LIZLIEHAMERNIZ B-7 304 FopgEy
YIS T EAE O, AlzheimerFEL.OZE
MBRDPFETHEEZLN T VALY,
72, 2ERF L - TEFT V- L ROEMAL
RT RV ADBEEETRETHEF—5bdH b,
SESELRERO T UL AP MENT WS,

RREEFEEBETFER

DMRV/hIBM® R R E{ZT 1355 9 gtk Lo
GNETH 5. ZDOGNEZY 7 IVEEEAREE D
HEARER P 2 i $ 2 BEUDPN-7 &5 L 7 v o
#3212 ¥ 2T~ (UDP-GlcNAc 2-epimerase :
GNE) &, ZOROKIC% i+ 5EE N-7 &
FVIIH IV - X F—FOZODOBEEM
TODOEHERI-FLTWE, BETRHES
NBIENTTRTCOEENI ALY ABETH Y,
M7 L iinullZZBEZ L2 BT A0 1 HIbHE SN
Tz,

HAANTIEp VST2LEEN —FS {, HERAR
FETVVOREBLUEZEOTWE. RIZE WD
Bp.DIT6VERT20%IEED T LIVEERETH 59,
2TV NEETIEREDEE DD MTI2TH A L
TWEY, PSR R 5% ( Dt
BERPRHEINTETVAS,

BRIV Z L2, GNEBEEFIREESE D
EE2FEL TR 560285 TLEERD
BEBLOHFAET L9, I ld, GNEERED
FAED &S DMRV/hIBMEEE O g8 iy 7 W F T
BoWI EERBERLTVAS, WWEZ 7% 51,
IDE)RFERHETZ EAT B iEEE

MAREAE BTAE B4 T

ORI E R B TREMDH LI L EERLT
v

HEALERRE & HTRE

DMRVEEE 2B\ 5 GNEZE B IIHRETE LRI 2
RTHY, BEFUFETLTVEY. 2070
YT IVEBRENEASL, BEMBTEY T IL
DA LT B9 o7 LR OIS
BLUOBEHE L4 ) THORBILHICHE
FELTHBY, MR 52 M ie o H 2253
BESGHPOBELRFEEFHoTWHEEZS
NTWED, KRELTEDEIIZLTY TN
BROBKTAIANF—% 2725 PEAHETH S,

BBRIRZ &2, GNEfCHED THAN-7
FI= /32 (ManNAc) R REEY (3 7 v
BR)THAEN-TEF N AT 3 v (NeuAc) » B
BHREEMIICES T 5 L, MM, BB
MIBOVFTIICBWTHEFE L~V F CHlN
ST NVEBENERT AW, T biE, b LIES
TUIUNMEREIANTF—DERTH 5% 61F, T
Tllin vitroCIHEETE TWA I L2 BB T»
%,

ETFILT Y X

GNEBIZFD /v 77 b= AGne~ 115
EFIETH B2, DT EiE, o7 VEREARKA
WFLEDEEIZE > TUETH BT L2 EHR L
Twh, EE, DMRV/hIBMEZ CTRH SN 3
ERIFEIZTARTIZALVAZETHY, nullZ
BEDREHEABIRHEN T2,

KENIHD 7 )V — 73255 ANBEZICHD S
BPMTI2TER T DB ) v 7 4 <7 ADes
wiTolz. L L, REEAE Y RIEEL
BEELE L, T RTHAERTEB LA
B L 729, RS ICManNACR 5 L& &
AL12LD5FEAE L7245, 9 PEA%128 $ TIZFET- L
720 WTFROT Y AIIBWTLHEEL R 7
"o rz,

bbb D7 V—71%, FFGNEMS v AV«
= v 7 <7 XA (hGNED176V-Tg) #{E8L 7. =
DTYAGHFANBET 2HFHIZZ v pDI76V
LERLETAHE PFCNEXBFHIETHLDOTH LW,
Z DhGNEDI176V-Tg< v A & Gue~ =D~ 5 132
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M1 DMRVEFILTYZ
b NOERLZEFLV Ty A, 2008 5HNET &M, 30EBEDS B-7 304 NibA,
LEBELSEI BB VLY T ERD L, S5, MFCKPEELATL L L LIIHERHHZETYT
LEEHPET LTEY, BRE - HEERN - £/%09CDMRV/HIBMZ RIFIZCHEEL TV 5.

Eh< Y 2 (Gre ) R BT &HbE T, NIEED
< AGne’x X 3pDI7T6VERE*HF T 5 NGNE
NHEFIT HDMRV~Y Y A (Gre’~ hGNED176V-
Tg) 2RI L7219, ZODMRV~Y 7 AIIE TR
eIt BEARD o 72b 0D, 20:8E L
ML OmhERTEHEREY, SHICXTOFRLE
LCERNORTERLAS. £/, CKED
BREEIC BR L7z, 30:EEG O L BEHA BT
04 Rk, 40:BELIRED SFELY 28, V ~
Wity 2RO bEE LI, HEMEHIET
WSS ICHEEST L. YT OVERI IR & TR
PRI RTOMBTELLEI LT, D
Fh, o<y AIERY - REFERN - £F
B2 PDMRVZ BIFICBEH L TWDTH 5
14) ~16) ( 1).

EFITYRERBOBRERRE

FFDMRV< 7 A4 LT, EEFUR)5ManNAc
% 3O 5B (KA E 20mg/kg/day, F+ H
B200mg/kg/day, B & 2,000mg/kg/day) THK
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AVSF | autophagic vacuoles with sarcolemmal
features, XMEA : Xlinked myopathy with excessive
autophagy, RV | rimmed vacuoles, DMRV : distal
myopathy with rimmed vacuoles, IBMPFD ! inclu-
sion body myopathy, Paget’s disease of bone and fr-
ontotemporal dementia.
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