B TIZ— R DT & DIZHOITIRER,
DfEFHZEZ LET,

BETIIEZEFRO T £ D-HIT
RO E LET,

AR DA S

FORER M ARRR IR BT
NV

© 2019 Shiro MATSUBARA




I S RO I T T 4
H1E FRDEE LB DREE s 4
(TR 07 DY - = A G S B2 ¥ 1=k TR 4
. DY i N e st it 5
BEOE FHIREBID T W P T A Y oeereeeessesssessssesssssessssessssessssesssseessssessssessssssssssssssssssssessan 6
(T 5 gy = T 6
I, S Z73F (FBFE)  ceeveererreeesseessseesesseessseesessesesseessssessssesssssessssesessesesssessnsessssssssssessnsessssssssnsasen 6
NI, BTG EE BT ODIRE cveveeeeeeeeereeesessesessesesssssssstesssssssessssssnsstassssssssessssssnsesesssenensessssssnssssns 12
HESE FIRBODZEZ L R st sssasssasssans 14
I, JRPE DI .cucereeriererieriesesseesesteseeseessesessestsstssessessessestenstestesessessensensessessssententantsnsessesensententessosessenes 14
(T2 =R 14
L. B IR BB DBRET oottt ettt tsss e s e st e s s s et et esess st et s s ese st et s s s s s st et esesentatesssenstessssasnessasns 16
= o g s 17
R = D5 ) AR 17
. FFDER & BRIARALIRIZ DUN T D BETE I covereeereeeeressesessssessesessesesssssstesessesssssssstessstessssssssssssnseses 17
L E B ceiiereeeeeeetetsee e se st et et et s sesbe st st st esesbesbs st sntsateRebeabententsntsaesseasessententesssessententensasesssentent 18
NVt o 19

L B R T M oottt ettt e ettt ettt ettt et ee et ettt e et e eeeeen 19

R =y = N S ate OO 20
BB E TG I /3T s —————————————————— 21



(IR R N = e GO OPROO 21
1. Duchenne ZUfH 27 2 B 7 f = (DIMID) cocvviiieieeeceeeeeeeee ettt 21
2. Becker FUAH TV A B T2 7 £ mm(BMID) ettt ettt ettt 23
3. EMery-Dreifuss TS0 A B T 7 £ m oottt 24
4. BEMEEF BRae Y A F 1 7 ¢ — (facioscapulohumeral muscular dystrophy: FSH)............... 25
5. BEHTTUAT T A DT et 26
6. RMHTATUAN T A B T 7 £ ettt 31
7. FHIHRIENE D A R T T £ o sttt 32
8. JETRMEAN T A N T A ettt 33
Il FERIE S 7R T ettt e 36
1. 2~V « I4/8F = (nemaline Myopathy)........ccccevcueveicueieecieeeseesecae e 36
2. B R TIL T TG (Contral COre diSEASE).....ciiuiriuirieieieieeeeeeetee ettt ss s asns 37
30 HHIDMEE S 7 T e 37
A, JERMET 7 A IR B T AIETEE oot 38
5. EREEEEIR I A /3F—  myopathy with tubular aggregate (MTA) .......ccceveieerereverereeeeeeeeeeevenee, 38
M 2B R Y T B covveveeeerreersessssesessssssssesssssssssssssssssssssssssssssssssssssssssssssssssssssssssssssssssssssssns 39
1. KEArNS-Sayre JEMETE ....oviveevceeeeeeeeeee ettt sttt st s et eenen 39
2 IVIE LA s 40
B M R R e 40
A LEIGN JTE ©ovvveeeeceeectete ettt ettt ettt ettt ettt a et et ettt et e et et e st et s st etes s s anans 40
5. MEDNA TEITEIEMERE covvoeveieeie ettt sttt 41
B . FDMLDTFHE oottt 41
IV, R R B 1T K D I /R T ettt ns 42
1o BRI EET CBEIEIFT) oottt sttt s enen 42
2. R IREH IR oottt 43
30 HEBEEZEMINE S /8T e 45
AV VL iR/ E 1= U e e s O 46
1o BT S T 7 T bbbt 46
2. FHJEUBRHENE 78T s 47
BB I FE IO I /8T s ——————— 50
L JRIEPERIETE I 70 ettt sttt sttt st e 50
1. FEEHPEIIZR oottt ettt ettt 50



2. FEEVEI LB FTERIZR oottt 52
S A TVAPEIIZR oot 52
I FERRIEMERIENE T 78T ettt st a st 53
1. 238 (1) AHZE  (POIYMYOSIEIS) ..cvveiecrerieceeseecteseeee ettt ae et esae e s ses e 54
2. BBAHZE  (dermMatomyOSitis)......coiiiiriuiiieiieieeeeeeeeesese sttt s st ss st en sttt st es s senens 55
3. HUARREESEDUIRBITEIIIE ©.ovooveeeeeeeeeee et 55
4. F—=T o TR LOFERFBLATAIIR oo 55
5. TEVEIEIE B DI oot bbb 56
6 . FaPE BB IEIE I oottt ettt sttt 57
7. EAEAEZ  (Inclusion body mMyositis : IBM ) ......cccueveeueriecreecieeeeceeieseie e tesesaeseseae s sesaeas 57
8. DD TIENERIIE .oooooveeeeieeeeeseriseeiecesie s 58
M. PIDIAEEBITAEE D I /8T s st ssss s sssssssssssanes 59
1o FIRIRTR IR oo 59
20 BB BZEITR IR oottt 60
3 . S 61



S ORE

R AR iR mbe A rRiR ARl R ER

F1E FROE=LTOESE

BHDOHREHDOEDL & HPIIAE T FERE IR TT, NIMHAEE>TEE L,
PR L, SR L ET, RO X 1300 & REEHRRIC U o 2RI HIE S TV E 725,
FAT2 B DEIED ROV 3 2 RN L Z TWET, RIS & EEih & Lihadb D %
TR, TONX—=T TIEEITEEH ORI OWTHRET, DIT, BHOZ &2 " & &
OFET,

L BORI[THESHER

ORKTIX, FHRITNRFH R0, HAETEET, L L BEAETHIZRNIC
HEEZLTWLHIFTDRNOT, RO LD RIERPHEL L THEUO TEFIZR O O EiE
<7,

EFTHOFHOITH, KOHFLITEWT GEALFR) . D F 0 IECKEROFHAEE LD
L ERDREEDOHABENRNEBIZZR D N TT, IROERWRFrHR, R LR ET
EHEBNRAHLE X BAHANTEROBEFERNZDOREOEC, WEMENETET, MAD L
e, —H—BEAFDEERZAIC ETFICELE TR LI RBITRALONET, —FH, EAL
BT 7bbBELY FOROIBEDLD L, BREN TR DI, BENDT 7R %E RIS
SN T, FREEEEHDIRREDEN TR ST TR EZE LS B 20 s
KBRVFET, EHIEHOFEEELRLIZS KR, BORT R £,

DN, DFEVEOMEDHIIPMET T 5L, ENbDEZRED EIFIZ< <2 7,
MEHOH LANR EIZHLHM~DMO EF FIFRAERICRY, FLETEEOFAND
B, Bz bR ng EOERAH E T,

—J7. BOEM, TROLFOMABELDL L, FICFo2MERVEE T, Mt
DSTHBT BV, AL ERN W EOEIRBH T, FOBSIIHNEMRHL TFO
HIC—AR—RENFEHTRAD LR ST R FHLH D £97,

IHT, BRE. BEOELOHNE 25EELHV £T, B 28N THOREEIC
K2R ZOIZH AL (B PDEELZENHY £T,

IR & OIR TSNS, fcABR =0 . D CTTRRAIMICIER LY 72



AR AR LIZK K 2D R EOIERDH D Z 03B 0 £9, 2 ER AT TR I
MITHZ LIV TLLEERETIEIH Y TEAD, HBEIGRE AR LY £,

I FORIADEZELE

A OIR/DTINIIREL T D EHAFITHROFERRH D b DL, HaBnI1ERzZ LT
WHLMRERICIER R H D DO H Y £, HEFITIRROH LK% I A/ F — K213/
PERREMEIE, & 2 WIIIE S FFATWET. —J, MR T 2 b ORI I 2506 AE
LRPRLET,
1. HRFEHEFEME L. EhlCh > GEEZ O S E 2R TH 2 Wk (Tho) EH)
Za—nUPECEEINIEB o —u VRB L TR R OMRRFEE S 5HKME
MREED —OIC KB TE 9, i = o — v URBORI I EMEIEA SR CAEALS) T
D, ZORRUCOWTIRPE TS D LLIERHENTHNETOTISMLS 7EI 0, KA rhRekE
EORINIZIIC O £3, = o — 0 VRBORMREE ) E BT 5 2 & IXEER
FNZHEHICEE T, 2O OIZERERFEAIRA & PR S 5 B B XSO AR AR R SR A
72 EOBREZOMOBRENMTONET,
2. IFNRTF— ODERLDITIIHIA I T —, LRI A ANTF— RIEMI F3F—
(k) BELORBMEIANRTF =R ERNHV ET, YA v 74— EREI AT =X
BEMEORB T, & UTETHERHRR L OEHTRA br 7 04— TUIEEITHH T2
WHEDPEREIANRTF—LBEBENTHELTWET,
3. MR RN & R ENR (BEEEIATF—) oKXl
ZDZODHEMIEZ LN OEFEICKBT 2 Z LT TE AN, RO LS REM1H

HT EMD, HOREITHNT L LN TEET,

(1) MREMEZEM TIIFROEDIZ D (B OXLENAILSZ LB, £h
IZxt L I AT —OEA T T RO DT RIS GIALER) (SRR &AL,

(2) MRRFEMEZENE IANRTF =2 bRDH L MRIEMECIEHZEMROREICS 5
THHIDMRTZ ATV DA D 5,

(3) PRERIEUMERRZEME Tl PRREPETE Z R TIEZDDIERD —FEICH DD T &N D
Do ZOIERITIE, BREEE (LR A, EEOFNENLZR L) | FOBREORE | [
DERERERDH D, HO—MBMNLBIE 2D LI CEBROS L ANHAEDLND &
Hd D,

ZHRBIAMT, FEN e EOBRMRRAESS, MIETICHNSBATT 52 R B R JIET

HE, LV ERICKINTEET, FNTFEZO SOFKROEHTBEE L TH L5805
D ET,



F28 HBERBOTIESAY

L R E R i

FHOEIH =2 —r L (FHORTAICH DEBMERAN) £ 7213880 & H 5 KRR iRk

FICEVHNRZERET D (PED) REZMREIEHZN & PO E T, EH==a—m N
INDRR (EE =2 —nm RE) OREIIFH MMM R LIEALS) T2, L4t
. FREPEEI TR ZEHEIE(SPMA) E PR S LD ENREBHER H Y £7,

FBEVEMET TR RS ZEMAE 1TIR 20 B RN & TRV THRIE L, —fRICHE < IRJE L 7ZHRI2I
HETRENE WO HAIIH LS00, #EATHE, EEEIIMEAZENH Y £9, ZoPITiTE
BHIRRDH DRRNBENEEZ BN TVET,

B BEEES T I ZEEE & RO RE D 5 2 T HEE I SV VR B ERF B A ZEHEE (BSMA)
BHYET, ZORKOFEITELMEORG OZEME B HORTY, EH R0 6 F5
D5L2RHBIL, LIEUIREHIC DT oMo L5 235 (KMHeiE) 2145 2
EBHEMSNTVWET, ZOWRRUT X FAEESERIEEE & 272D, FAlE LTHEED
FHZEBZ Y ET,

HEE) = = —w R L R B A TR ZEHEIE A 36 Z T ORI MR IEE T, AT
BRI R 2V IR FE AR PR LB PRI MEAR A AR PR 0L 770 =0 — /Lo 70 LI K % hatt
RIS, BREOEARCIMEIC LD RKIMREERH Y £7, £/, ZOENTRER
IREEITEH LS RIMIRIEE (XT 2« N UIEBRECIBVERIEMERLBEMEAR R Z) . B intE
RIS (T yra— <V — Yy =2, FHEET In A Fma—m A "F—7R L),
JRIFIR 7 & ONBHERBITPE O RAAREE . S OITHEMEIEEIC & b7 O RAHMRRIEE 72 &2
HYET,

. 2A/8\F— (FREE)

RIZH 7L 512, fiY A hr 7 ¢ =3B ERIRR TR Z 2 EIT1ED I A /3F—T7,
BEMEWI DL, BN AN TEET2EVWIERTIEHY A, bo L)AL,
B OREDFROFBEICEAE L TND E VI ERT, BBEE VD LV ELBTORE,
VMR Z UL DNA O B DIIRROBEAEICEEG L TWH I 2B LT ET, #ITEL VI D
IR b DT, HAERH Y £TO T, ROEREIFANRNTF—O—HOHRKTH AL
HETEVOHLRXBINTE DD TIEH Y A, REI AT — [ U< @2 i AN
TEIDETH, HYA e T =X 0 bEITHERO LT R2WRRN ZOFIZHE ST
£7,

(i

[l



REHME X AT — 1T M S ORI EIC L > THREZZ T HREEZ VW ET, 2o
AR, BEEOIRIIRENC 0 D D EER DR, X b3 FU 7 DNA DR
mE BEMRREEERS Y, ZALIEREEOEREIANTF—L b2 D7 L—TT
o T OMITERAZRER DTN FRECRIE 72 EONFWRBIC L > THlERZEND
IBEMEDOIANTF—HH Y £7, FFBEMED I AT —IXZ O, FHAICRIENE Z 5
R THAORIEMNEIANRNTF—0NHV ET, TOHFRDLNILT VO T IR EMFRET,
JEWVEROFHRIIIANOMER ENBEE L TR 2O b EENE T2, EEICHENR S
SEEROIFBIFHRO 7 NV—TI1 8T 22 RMUEFHROBEH KL ETT,

(MBPAMAI4—

HPoAPrT 4 —ITREL OFERD Y £, BERBAR, BESWRLTVHON, R
RFEA ., BELEERZR LI LSV THHE - fd SNTRY ., FBRIBARARED b - TO0BEM
TEH, RER DI TFO L 5 28R H 0 £,

a. MEREEELSHERERG A Me 7 41— (FTavz xR Ry 7 —i)
FRMBYA a7 40— (@I LU0 L)

c. KBRS A vr T g —

d. BEmER LB A hr 74—

FREMEY X b 7 4 —

ZOMD LBy A ba 7 o — ¢ RBIREERH Y A 74— 2 A Y —+ R4

T2 AR A b T o — BBV A e T g —

=

@

o

a X Z2BHRLEHEGEH AT — (T2l XB RNyh—H)

Tavx U XRFUA a7 4 —ORRE E 7 BB I X R EE EIChH Y HERERX
T RBIROBERB T, ML 2 KO XGEERD 5 HO 1 RIZEENHIVIRKE L7220 %
T HAEBOIFIT 4000 A2 1 ANIZHEL, TD 35D 1 BERERIZL LD L NbILT
WET, 200 b EITHENL, BITORLEENBENESE IR, ZEE I T HEZ oM
252D £, BRI, REROFEE R 22T o THREN, v TR T
TRV, HBIZZASREDERPOIMICALONE T, ZETIE. FRODITRITEWVES
. TROLIENMF OB IME T RA B, FRIZEORAOHINE T ORER E LT, i2hH ER
5L EIREICFE O OBRBIEESD) . TR ZZRIT 2 HOBRMGIE LiFbh b
DOIT, BT EITHBNEND X9 ITRA D (BEMAT) e EOIERMBA LT INT
T KEESICHZEML D —FH, S BIEEE, ORXREAZ, LrbIbotEUNIZ
DOFFIZHARTOREWVE LA T 5 Z &N RMEER & X THE T, BiDIEALH O
R TbAEDLNET, BRFGEBOHEMRCLY . BRENEE ERD X5 IR,
Az BiF 2 ZNNENLHEE T, ZOEZFEMENRL LI EBFHIZONTPIHRDO XL 51



2O TERRBER EXITNTWET, S OITERDPETT S22 TR OB X 23E < 72
DRSS KL D272 £ (Bt . EREEI CIXZ O OENIRICEZIZIS R F
WZOFENLHDIRAE & 70 o TR D RLEMIHELZNT HFRERICRDLZENH Y £7, IE
PIZKEICHEIT L, 10 A0 TRENCHNT 2T 2 LERHTE 9, 10k
2ATIIMPER S OFEE D7 DITIFR AL L 72 ) TN TT, EREITEEA T2, LiilEE
I LD DARERRENRE T 2610360 £9, I —HORIETITMOIEEDENN
HOENDLZENHY ET,

Ry H—HFECZ a7 4 —TlX, T o= XL E CBGE ISR NEE LT,

EROEFITENRH O | FEROMHE AR L COE T3 RE OO T, FIEILHFEY
D ENEL, EATIHELS . B T2 LEE TR REHLETH D 2 EBZ0,

b. A XMHA AT 41—

BN ETRAETDHREH T A b7 0 —ORKEIIE LT L XN A5 T, Z skt
U CRICK TIR R 22 2B — T, fIIARUC S EEE OHE TR OZRERH D Z &
B ONZR> TWET, LM LEL ORI TIIAEENTREN O MER T2 53T, HBTIZ
EDE TOEBFEENIA LRV ENREZ, ZhIctE- T U LR G 2 B0 5
FEDFET, EFTMOIRORIEHGBREDORE & E D Z NN, FIRERE DML &
<y FTOVNAREZEI OB RSHY A, B bicheDd b, HikEmmEsrE
BIEERLET,

c. BRERHIOA+AT 41—

AL A a7 ¢ — 3 —ORBTIER L, HEOIERE 9 2 2HOBEEBN L5
PBRECTT, B E LT L L THFEMD O AICRIET 2N O ZHE T, FBIRICHEITH
T, LoLBish b2 < ShEHID O RIE T 2 Ll EREFI 2> . fiE CKED Bl % R3O
HTIEE A EIIEROBIE THEFIZNTZLHIE T, OO TEETT, BAAIZIx, BUIE
ETHHEREFRLROK IV SLHEN D> TNDEDET THHRA0ICDIELRARLIREND Y
£, BEANCIRF QA AL PEEIE D S OB KES TR, DEROBMEEERID b D03 F
PNETHHE SN TWET, HEREEROR CHEMICZ WO L3 3 DEIE 1R
HEBESTONTWH 2ARLE 2T 2V ) VORFEEZMED 2 BRT, 20 - HS0fFEA Tl
EHAELDDLEVDNTWET, PAT7 20 COREEZME) OO —FRITEMME2 T L4
LM T HIN D D AR A ha T — EEEN TV ET,

d EEERLBEHFSANOD—

Z O TIXEICEmR & PO 2> BIRICNT TO EOFER . 3 X OVEME B D%
MEEME TR RO ET, #ITT 2 & FRICHLHME TR ROET, WY R ErEEEs
ZRLETOT, BAHOBENRALNET,



e. HEEMHSAIOT—

RSRIELERZR & 5 OIFULHE L2 O 23 E 7 TE RV, FRoBEREESNLD
BRTY, —FONPILTVDIERFLE > THTAZ &2 EoTctk, RICFZRII L LT
b, R DP->TLEOBRDPALOONLRFTY, HMEMNES A e T =Tk, 20
RIS & 2R, R T AFRICA O, BESAOEELZES LEd, LDz
TAIE TIFEHICWASWVALREENEF LT WD H Y £, ZUHERFLEA, A
PR, DIROATEIR, BIEHFR OO VMEHA 722 & T, HZEMIIR< ICEITLE S, 2o
RS WG ARIEEMER IR 2R L, ER I b TRIEST 2 FmA T < ROBEM R H 5
FERHMBNTNET,

fEDMDRHLEH A AT 41—

BE MR — AT OGNV YA bR 7 4 =TI T LS b ORH Y £, IR
WHEEAL A b e 7 ¢ —CIIARTOME Y IR EMEOF A EE Shv, IR T, IREGES)FRE,
WE T OREEOREN AN E T, FYARELSHERIRE | REEEEOFRNMOIL TN E
To AV = FIA 7 = ZEERIT X P AEESMERIEEZ LV | BREHOEMRE . HOE
OBEEIINE, B X OLIROREAR (MEERE) 2B LET.

(2) K RESF/INTF—

B A 2 AR L RO e TIERE A BIMERIC L > TS O LR Z LN TED L H 1T »
TR, FrER e BEET L2 7R 9 I AT — DI ER R XA ST 0 F Lz, RENZR
HOIZIE, HRICR< Y MELFRHINDMIEDOHI T D1~ U I AT — HsRiEICH
N BT 2L I AT — B b AaTERENH Y 3, —RIITITNAE
WNORIET 5, EATH IRV I A ARNTF=RE 0D TR, KA > THHIERSH
SN D7 H Y T A,

(3) REEMSA/NTF— (FHR)

P RIED L Z DI RDRIENE I A/ XF—TF, ZDITHI RO YT VDT
DITHREFOE T, HHRITITADGME R EPER L CEZ 2RO Db EENET
DS, BRR CEBICHEEN G, HEROIXY v~ T EPRERE JIEN R0 7 v—71
BT 5 SRR & RG22 X T, RO PICIIMORBIFRE OER O —E8 & LTRAET
HHO0H Y . IREMEREPCSHEREE, 2 ) 7~ =72, MY v~
F. V= — T VR, BEXOWAWARMERICETOHANHIONATWVET, 56
(2, BRET RS EMEERICAOF LT W L b BRI & b 7R O ik & B FE O
RELTHELTVET, ENRHROPICTA N ZERIME) OV H Y, H T VERIC
b0, B b THMRAMTE YA LA THR (HTLV IEGECES BOBMLATWE
R



a. BEME (F-ITLHMEHR)

YR T polymyositis T 28, HAGEIR & LTI K & ZLIMERR O G HMEDIVNET,
BN THIET 2 i KT T BN RBIEMEO 2V EBE T, WIS KO R E 5 2
TREZEDDIVNENRDH Y £, ZOFRKOMMEY Fidkke T, —ROICITE s AORET
WRZNERLFH DB INE T Z D BI8 2 0O T A, FRBRECEAR D 5 BITHITRREEC 7
0. PR S X NEEC 72 2 BN G | BERICHTE D o < DTS 2EBMRE TH D 97,
—H OB TIXBEETRECR A EORHIERE L bl nWET, WFEEAEOBINHY . £z
R DRGNS B D F T, MR TIEREE SN2 fin b MR 3 & o3
JBD—2Th 5 MG CKIEMEDBMAM 5 2372281732 < | @ EICik 1 D EBEENL A 2 %,
ZOXORBITIIBARE T T HRAEbH Y £T, O TEIEOH TIIFFRARICE > T,
Bk 2 B LT D800 7,

b. B [ i 2%

FRFERIZ DWW TIES R R E ARBE R Z2ITH 0 FHAN, Hix REFEREZE D bOE KL
JERR LA TVET, FERICZO LS BRI H DL HOD, KDY SEHIZ DN T
REMNRERSDEZEZLNTVET, &ﬁﬁ%@ﬁﬂ%&%@&bf\ii&tzﬁﬁn
BEFRCRODECONRHREDLEND T ENRHY, ZNE~NVF hr—TFB L LATHE
F, Fio, B, ROBEOEE, NOBOMANT/ NSk E L b )RR O
JEZEDHELL . KT & & BICRAEZAHANSE SO GERH Y £T, ZhixTdy e
VIRE L FEONE T, WIS ARBICEBEICA LD L, BERIICEETY,

BE RIS REBOMER &Y £3, @mBEEICMEMEMR & PEZ D iR % &0
L. INZBEHICHE L CERIBREHGT 5 2 &1, G THROBENLEETT, M
BRI LIE LIXEERRRZ7- 80 . EHREE O 5 HICHR A% & 72 LTS 7t R
WCEDGAENH DN TT, FEEHRTITI UL LIREEEGOAIRALND Z LR H
0 ET,

c. AR

AR S R I TR T B SOEERIE Tt LI LIZRF RIS 2 — 72 B B %

B R8I K RIEIRHES I T, 0k RBIOMMKEZBET 5 L. GO
ZERA T LD HAL, & BICE DZERIOITHHARHERE I 4 3 AR & WP 5 B 7o s
BOLNET, ZORBOKBIT M SN TOEEAL, MOFFJTIIA R 72 IR
PN TH HHINL &S BT, REICIERZ2BWE DT 2 LERH HRETT,

10



(4) RBESA /F—
WS & I ORBBEEIT £ > TR 22 TR RRAET 5 AT — R A F— L
FOET,

a. ERMRBEFICREIA/NF—

PEIFR (2 0E KA Wes8 RARIC KV MARIC 7 ) 2 — 7 U 3R S LD IR DOMPR T, HIfE 8
DOFUB RN ONTOETR, 2O L0 UM (TAT 7 7AayF—ERE R
YR MR (F7Z o F o IRERERE) . VR (HAARY F—B R vy — R
i) . VIR AR 707 S —B R IR, VIR (RARY 7 —EXF—Efy
Ta=y MRR) THOERDB A LD O ES, TRTEI/NER AR E SIS A e 7
A UL U7 AT AT e TR & PR R U k9, V VIR T I3sE B OO R
RGPV L DEIATEN R 6 k3, VRITIREH P ICRIEROBHT 580 F
UA Y REMIENDBERMONTOET, VIR TIIZOBRIR LN ETAN, EilLojT
WRHLDOBNET,

by RYTIEMIRO =L —EAE 2T ) EERAIIEN/NEE T2, JlLH © DNA
ZH L. TODNAFIEEDNA L3RI BIETHZE0HV ET, ZOIhar FUT
DNA DZE5 & AT pife « AHAEIR 2RO THENL SR LV —T NI b Y THH
BIETY. I har FUTOSMOIKS 2R LT, I b2y B THEORLITZHET
o RITHAERML O L LT, EITHIMRIGFRE, 77 > X« A TIEMREE, AT A
(MELAS: mitochondrial myopathy, encephalopathy, lactic acidosis and stroke—like episode D
#r). ~—7 (MERRF : myoclonus epilepsy with ragged-red fibers DOWEFR) 72 E3H VD 97, JE
WEZIIT D720 T2, IANTF—, ROBEOREE, FROKFIE, TADLATIE. W
M PR L Uo7 RO bIET, AL LT, HRICEF 2RI ha FY 778
BRCTELEDHY., HERTINEELEZY, I Fa FY T DNAOfiffiz4 252 LT
BT E £,

c. [EHAME AL R
TRIESTENTRARFRDONNITINE 22720 BT ENTERLSRDPFRUTNL 2
BV EFTH, JEEIERREILZ D 5 H TREM LR TT, AARTRAET L2 HDDOREHK
TRV U AMEZE & b7 5 KT U U AEFRMMEULRRE T, S HIZZDRNTHEZ D
(T, HRRBRESRETTHEAE (ICFE D S D, T3 — LSO, FIRFICE Db D, S bR
VMOBRARRLTRIZED DR ETT, BCKTIEEA Y vk, EEBY UL BT D
DD JEHAVEDU R ZREIE D & O 0 G ST ET A, B AR TIT LRI E A
KL o> TWET,

11



(5) A MR BICHESTES
a. FIRRRIER R

HUR IR R & TR B DV F 97, Sl O RIS RE TR I S IR U
DPETE A D R LA b . BRI RE TUHEIEIC & b 72 5 I AT — | HUIRERESAE(R TIE
WZPED S AT —Ramb N TWET, BFTIIME CKIEME REEEZ T ENnbY T, £
T BPEFUIRIR R IS S RSCHIEM I PIEN AT 22 L B3H 0 £,
b. ¥EFRA

BERIFICIT N A WS RIER N A O LT 0O T8, 5B U Il RIs A 2 e
MBEXLZENHYET, ZiUTFEE L THRIEEOMHEMRIC IV IBAEL, S HITRBHED
EENMboIREEL B X DNET,
c. TDIEHIDADBEE

T TR Y v v TIEGRE I ER A AT 5 e H Y T,

. MHRGESHORK

RAY RO B 2 I fm 2 C, AEZ 38 2 T2 miE T 258 & BT O3 b
BAWTT, BRI, MROKENL T EF ALY UK E R, TRAHOEREICH
LT TN URFERICHEET D Z EICE > THND BV T B EA L IUHE OB
B & F9, MRFEEA D BTN & 722 2 R BICEREF T E & MG E 08 d 0 &
R
a. EIEMENIE
AEBTHERICHOEALT INALLET, 2FV, HLEEZ L T THRFEIZEL
BAMETLTLE Y DOTY, BHTIERDE Z 0 LT W OIXH 287G T JERE LT
F DI R 2 DR, HEABERLT V., ZUIEAD R O#hE OLFEMERKDbID -
DIZBIDET, LESER TR TS DR THEE W OIERGEE T WTT, BN,
B, FREOMHIZH ZOGEFERH B, BYONIAIL S, ORI IBELTY
BR TR0, &Y - BATICAE IR 272 EOIERDBBEE T, S HICHEHIEICRD &I
W DOREEDT- D, EMICHPbHHRICED £, AE TIHERDSEREE cAfh 52 &
DO —2T, L 0 Y FITERPEN 2 EDO—HOFR TOEBRRLND Z L BE N
DTT, MEEEIZOWTHERMICERE L TE/T I ENHD, ZORIFERNLET
b, AETHCHRERBO—DT, R L HOBOIREEZ T HMRIEEDE CHHT &T
Na D, N & 2ZBWITHES LT, RZEL T 2 B PR BT 5 2 & 23 RA
T, I ZOT7TEF L a ) UFRITHT HH5UATIEAR < MuSK HLik & K idi 2 Hiik,
ZOMOTUERBRHENDBIBRNEEIND L9127 TWET, AREBITIERITINZ T,
INHOHCHEERE LY, HiEBEKWICKERE L, LT S 2iHT5, 5
WIS LT S 2 RIS SER O R ZMRTH LR ETRBILET, AR E LT
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ZOHCHRIEDREZFENT D7D, kxR Z IR P EICFE SN TWET,
HARRNTIE, . BIBEEAT oA N, IEEIC L DHURRRE, 7 07 ) O REFFE,
TR IHIA . MRRFEERZR EMTONTWET, —MO~BE S A TEMRES S L TEY |

DY E T NRFEER S LT,

b. FAEENEIREE (S /\—b A — b JEIEEE)

ZOFER T, MRGEASTICEWTT BT vz ) UK EROKRNL WM EN5D%
FHIET 2@ &2 SACHENHBLLET, TROBRKKFOEETZ & baned v s v
KOMPRTIEENH D OO, FERITEIEMEE L FEIL T 0, 3 <ITHET L THne
IRABIER (BEHM) BNRLND Z ENZLNDTY, BRAEFZEARBE I, X
DEEFE SN D EBAMELS . KIERH AT 5 &, BIEMHIEDAE & 130812, BAL ORI EEE
INHDT, ZORNPOLMEELENTEET, —H., ZOWKTILEEEE, FRio/h
MR & LIS 2 EEOEO SRR ENZ EDRMLNTWVWET, 20, L & bic
MRS O A RIZET 2MENZROYINITEERBE L 20 THROBEAH D Z 0%
MEEOARICRE S EASNVET,

c. EXRMRHENE

ENRIRETED, TeFal U BEREMKT DX N B a— R LRI DL
DIZDHIT, GETtee EOFEIER 2B SR RMERE L LTHORTWET,
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HOIEIRRCBRER R EZDH Y DEFIC

AT A Z E L EETH D,
I. JREOEEE
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HNHIXCED, HEEERERWEERIL, IR
RO E RPN LIZRAL DD D, NEODEFETIILHLAAEN, 7oL AEADFRIE
Th-oTh, FFEHORRSLFIMOERR N LR T L2 ENNETH D, EEZOT -
ZONENLIZ E D T2 Tenr, BROFEITBRRT272A 5 2>, SB0W B3 0 RIEIEILITE 72?2 2h
DIL R R DN E LT, KAZRS THHELDRREA TV AEHEORWERTH 5,
BERICEOREDOT NN o> T=DE FEMIZHIS Z EITHELWN, AR—Y0K LR ED
FEER, fEH LA F ORI R R E R 2 2 LI3BBITR D, WOEDNLEROBEE >
AN
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B, VBT, BONRINDLLEFEIADEI WS ZMBEICEVAE S E L TNE00%
RABNHTHZLNTED, TANLMEB) DREOLEELITH, ZOBEITR L THEK
LTIER B0, FRCARETITHRIR, M. DR, &, U o3 ile EIZ oW TOBEN
HETH D,

(1) HEFHAME

IR B DT T b RIS AR RE A ZEMIE 2 2 Wi~ 2 72 012i3, MEET R 2 IEREICHEE 35
ENRFRTH D, MREFTITAE CZRNT, IHEESCHERENOA—Y Ny 7 20T E%
FAT, PRERL TRBREZRD I LBARUIEERD, RELRITAZ 2T 2ENEZZETD
LT AARTRIZIR DN, b o L BWIRITRDDITIER R ANE TE 57213% < THIZ,
TENTRVIBRLBET LI L THD, 27T LIE-oT. HADRMIZIER AZSOW
TORR - BRI TDRT = RX=A%k ) 2L TE, £ ATHLEBTL#MESH
LT EBDND,

(2) D ES

OZERICBE L TERTREIDOELEND D, TIUIHOARY =2 —A §/1% L TRt
TOMOIERTH D, DR 2—LEINEANORET HITTEEIBLETH D, KT
NERG D2 < oW N TR THA 7205, B O J7 TIER DA ORFICARES L CUHERH I [E <
SN EHPDLONVHEETH D, HHERDLZELBEILRD, RERLIEKELZS
T, RROFTIRY 25522 T, RIKDNRT o AN SEMEIAZHMT 5, 22 Th%<
DIEFHEDZEE LT, EFOA A=V EDONATNSZ L, BEDERR, FHIHH<OHE
B BN L BEZBEIRL TWD 2 Lo BT ick 5,
TEFHNRAEOTEMIIE T 228, FICBREFICESNW = EDOHIETITH) BEE S L
ERHELES D, HNIHRE OBBREROMHE., TROLMEOMEIC L > TEMT
BN THD, EEMHIOREICL > TRBOELF2E25Z bRk bn5, BHKTH
S5, BEHOREEZROVTKEEHNTOMBEOEIX Z2RET 50T, BEITHIENLZ
EOLBZLS>THLIMERD D, ETBEIALDOMNNLERBERDOT, EORESR
IBHEINTNWDIONBERELTEBL ZENRRELERD, ZOMRETIE, NERICHIINE
HFTHRITTLES R E, DRMEZRDELIERLZRWETE L IRBONDLZ L H D,
B ORELHEIRICITRE 2 R b ORH Y | Z ORFAIHEMED & 2 R BICRERE T D IR 2 B I
RDZ LD, HBITEEL T, R ZEM IO T OBRMER PRI, IREE Dt
DAEEEB OFMIIEET 5, YA a7 4 —TIHRMEEROFE, HEBEET A e
74— CIIMBRIRB RO L | FIRIMEREIR TIE CIE~ D T o« v 7B, ik TR
R ER, RN AT =TIV AN B/ NGOG IFCHHED aTB i, i atE= = —
2 ANF—TIHREDOER R EICERT 5,
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. AEEDRE

BRI OW T O ML A CEE R OB MO B2 IZ L0 MRS KI8T+ %
Wb B RILEEE T, ZORENZ LT F L - FF—BCKTH D, ZOMIZITT VT —
PRT7I=v T/ hTFAT72T7—FALT), AT b a4 —BUDH)R ER3d 58,
Ry FAMERCRREE O 1 CTHLIE CKIEMED i b B STV D, AR THIE L 72 CK EAMHUE D
AlE, BIMATOEENRIZ MR T2 Z N E LV, MERE : BIFR-CH MW R,
REBIZADFT 2RETIIENETNORBICEAT IMAEMTON D, FRCHRRIEMERIEND
B L CIIm ki aobik (MSA) & Xidh s A CHURDH FMED R OB E S K O fighir
IZBEL T, LT D, ZOHICIIR OGN COLNE MR b DL HDHDT,
RE CHIVTERIMIZEE LTI BO M % JIRHERRT L TR ZENREE LU,

5 DGR ITIZ AR C T AL EDLN TV D, FIRZEN & T IENFRRE~D &
BB TE D, HNORIER EDOZITEHET MR 23 T, RIEICHE S 77IE & AENHE
ZXBIF 2 - OB IG U CHRIAPIHI i % ORI 3 5,

BRAEFZNRAE & U CEEROITFRENMN L EHHERTH D2, BiE IR R RE
s & U CEBR X ORISR . F IS RRER e C S < OMEN S D, HIEE
THEZ T U & F DR AT OB BT LTIk, et il ek B0 B — A S B X 23 T
bivTns, SHHENRE TIL, ZHF & EEIGERE O 72D O E A ek 5, kR
M CIL, PEEHERE (B AR I & AT < ZRAFEB AL O RER 22 IR K % I
Me L C, SEBVHEALIREVENL O FCEMEE OD & &b, BALA RO E & R OE R %
RO D, FTLHHRECIL, FRCATAMIL A FE T 2B = 2 — 2 VRBTIE, BREORKE
DHIELLT W, —F, BEMERZERE T b I AT — T MHE B RO ZEHE & B4 X
e U C, JEBY AR BN OB & R O NG, 3 X OBHIUNE & Rl 72 B T e D
EBABEIND, BV 7 v— A MRBLDBND, UL, BREEELHBTLZ
ENRD D,

YA MR T 4 —ZF U LT HBEMFEREORNT, MR b B L7k
FR A M BEE T 5 BB 1T D32 LR DRI L T\ 5, B S A DHROIETIZ
DNTIARANDFEENME LTV DIGEIEEMICH-E T 70y, IREFESSFE RO IC D
W, FoREEINERIND, T —ANL T —2ADHWRLIETH D03, IRIE2W e
ORISR B RE . RRAEE IR O 220 DT IRAI & LT T-> Ty,
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F4E BHHGREBEREER

I [XC®HIZ

R D /NS 72T B & FATAIICERI L C, BAMEEZ & CRIR T 2 L\ O BRI R A S i AR AR
Th b, MERITZEO ORI TR R MRS LRI S5, HAERICBWTEE
R EITET A LEREG & BRI D 2 L IRITER BT RHEA 2R ER A b A Bl 2
LT WM ABRIRT 522 &, Z L TERILEHZ + oK ETRETCEBELH LN TD
BxBHZLThHS,

A DOZERENE TR > T, HE Y HAEDRAE L TR WL AIII AR & T, BEH
B OZENE, K TR0 B A EML T, EERFRARRAEZBIE LTV, AR
NI ARRIE AR L~ U VEE, 3T 7 4 EHBOKIC HE Yetale KON —F U RBRE 21T 9
LWV FEDHTIEH 72T TE RV, BRIEAZERL, 7 VA2 2y M ClgEA Iz
Wb P 22 & | SR L PR R A 24T O 2 L AN ETH D, £z, "TREZRR

BFHEMEREDTODT T AF v 7 WA IT o, & LICHEMD 53 L7 DNA X
mAw%ﬁ CHBRGERH D, bHAAL, TNHOMEIZOWNWTIE, HOUDEF A~

O+ E LT, +aoEaEc LT, XEFETOREBEZES ZERMETHDL, EiidT b
LR, BoNREDBRRIBOFTREZ 25 2 LN TE DL 512, RIFWLE, BRAEHE, B
RO FIZEENRLETH D, ZTO—BhERIUTEE ., FEENRSEZ P TR S,

I FOEREBRAEFNIEBIZODNVTOEE R

AR OBPITMEDOKRG A LA T H2OTHEHEICIS I 29, Mok, HEX
CT R MRIDFTRLEZSZIZ L CRD DA, MK F2MREED SRR DALY, T BEAIIZ R
DL RART Z LRV, RTHER TEHZRIA LT 2 ST 5, B8 2 @R T
AR A AR MBI ER T & D ATREMEDM 3, RV LA F—2 ANEEDILD & E 1T MRI
TRIEFEH O Z FHIT 5 Z &R END,

FRNIEJRFTRRERC . /NRIZ RS BREE T CEMRZIT O, YA M 7 4 —BEFE~ORH R
BRL Tl TOMBLEIZIEE L TV D4 oz, EEEEROFREDOAEL {2 T, —

REIZIEEH AR (needle biopsy) XV 4. UIBHIC X BEH (open biopsy) D573 B 72 MK A3 e

ICERINTE 5, HECTHLRMED LTINS RUIBATRRETH 5, B & MO BEE I +5)
179 M. RIS 2 5 BAR~OJHFTRRERIAT D72 FHFHED EATITR - THREZ R WK O
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ZUIBR LT, BQERIZER L CHMAEICHEIC R 2 K5 12T 5, A FoHMiEE T bitikn
D, YIBRFOMBMIRIZRSD 2 &2 b ST 5, UREGEBEXT S & &E, Ko TER
H—E TR WA THREESE, 4 CTBET D, ETHMBE (BEH) OOIITHNIC
isometric clamp Zffi fl L. i & 8 Vi AL CREE L7OREETHIRR, EHICEERICEAT 5,
FREREAIX, T A Sk TEENBA Z T 5 7% ORIV A & Fii U CRYE % i/ MRIC
T2,

BARITEIBRG &2 RN Ty 2. (DB & (23T 7 ¢ eIz o T, BINCERE L 7 (3) &8
HeHbE 3R TUHT L, HiET ey 7 0nb 7 VARAZy N T8umEDURZEIY |
Fx XL T oY ta i L —F ZENE L TV 5, Haematoxylin—eosin, Gomori trichrome Z5%,
NADH-tetrazolium reductase, PAS JZ/ii, succinic dehydrogenase, non-specific esterase, choline
esterase, acid phosphatase, cytochrome C oxidase, myosin ATPase. Myosin ATPase &4 13 pH
10.4 THUSEHED routine EIZIMNZ T, pH4.2,4.6 TUIF UG SHETWD, ZAUTIZTH
REMHTAFr T 4 —ICHT D REMRBI PRI Z FE L T\,

BRI N Z =V EAAI T L0 ZHEER TR AT L@ OGIETH L5, I
B U CIIAmsiME I et U CIERME AR BT & Mt 23 BlE2 T & 2 K O IS HMICEIE T 2,

. EEFfH

EFE T OMBTHAET R Cix, RN THEOIZMN A2 B O A0 & 28 AR T, BE
ZPRE ., T E E <A H(Figl), BRMEOKITIHHITHEL T D bONKES T,
ERNEIZH DB O (NEEEIET L) X3 T TH D, HREOREOET VR, K
571X 40 205 60 um 7EAN, FEZERCHEEN D D, BIEIEF R A Y & s (perimysium)
RN D FRHMERTAZAET D IEH TP h0 22— 2 Th 5P (endomysium) (2 K
T& 5 (Fig.2), BAMEITIIR/NOIME & FNMRACIEN . fhSENR 2 b D Z D D,
PRPRE SR O T 055 O e LT TR HE S EMFAE S D Z &3 5 (Fig.3ab), M#hiEIf DK
S & DA E RIS HIT 52 34K (mechanoreceptor) ©, #%EPNIZ nuclear bag 1 fibre (%43
1 ###E), nuclear bag 2 fibre (E24¥ 2 ##E) , nuclear chain fibre (K% 854 #E) o 3 FiMH O FENFRME
(intrafusal fibre) Z UL T\ % (Fig.3c),

ML L & L CESER S DIT fibre type (BT 2 b DR H 5. IEFHH TIXEID type
1 fibre (FTHAEF E 72 1TARF I M) & type 2 fibre GHF E 721X AN A B ZEITIE type 2A
& type 2B fibre 23E TV D, Z D53HIIE myosin ATPase DI D RITALIE % H7e o 72 KAty
RETREIZR) Z LI BREEORIEOEGVNRRD Z L THLNITE S, Type 1
fibre [ZEATEMICTIZRIG LW 3 744 Ul (pH 9.4~104) TIHEMDNK T+ 5, —FH., 7w
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fascicle

a,b: intramuscular nerve bundle
neuromuscular junction

c: muscle spindle

Fig.1 AR Wi OHEY (A Tl i A2 TR LER
72 A ARHE DS B DA, VIR A, AN
PRI REIER 72 8 M oD, FRRHEIZIZIR A DR
WIRA (type 1 fibre) & H XV H ) (type 2 fibre) 23%
2o

Normal muscle (frozen section, HE stain)

Fig.2 fiiisf(fascicle)&, €D EHDOME TH LM
(perimysium:P), 35 KON AN O FfRAE L2 8 2 i N #E
(endomysium:E), 1E5 il CIIANERIZZ DD TH,

Fig.3 a,b: BHNMHEER (HAWNIZHEHESER)
c: Bh¥hE



Fibre type identification of skeletal muscle based on
myosin ATPase activity at different pre-incubation acidity

Figd WY It FMmaED—>ThH
myosin ATPase /&R TT 7 A/ —&Z A7 % JDFELL[H
ETED, Type 1£type2ftifEl I AVRZ LS TF =1 —7
T TN = B D, OSERNZE R S ED LT
TR DOpHIZ L T IEMED 2D | pH10.4D7 )V IV
TORIGHN—F A E L Ctypel E28RKEDH]E LIS
Fusing, el (pH4.2) Tl litypefipiE CORERTE
PERWIERT 5, IEH A TIE ALV, BRIk
FARRHE 7 S 1T OTEMEE S Dtype 2CHRHEEL 72D,
R DOpH4.6 TIZSHIZtype2 A Etype2 B A X B TX
Do

Fig.5 Electron micrograph of normal skeletal

muscle

Fig. 6 Ultrastructure of neuromuscular junction
N: nucleus of a schwann cell, NT: nerve terminal,

SF: synaptic folds



71 VA TIEFRVETEZ S O type 2AB fibre (3 pH4.2 DFRVERTALE TIZARIET 5. LA L type 2B
fibre |3 pH4.6 DRTLE R TIXFHMEELHMERF L T2 (Fig.4),

BABMET (BB OB D L. MBHENIZIE myofibrils 235V . £ OHIT thin
myofilament & thick myofilament 73, ZiLE4 z-disk & Mline % > THERAIE L < B4 2
(Fig.5), ZDHEHITIE T system & fi/Iafk (sarcoplasmic reticulum), mitochondria 72 & 7235 &
N5, FEITIEERE (plasma membrane) & % DOAMAIDILJEE ( basal lamina) % & & 720, T
(I3 & AL VSR (Golgi apparatus) °7 U @1— 7" KL (glycogen granule) \ & HIZIRS
ML T RN (satellite cell) PRk A5 ( neuromuscular junction) (Fig.6) 723#1%%
TE %,

IV. 5 B AR

BEOTEANRER R L LT, O RE S (B OELE Z D5, Hx Ok
DIFRERIZAL, MRRLFRZA L, A 23 eME O L, FPMREARCHfEEO (L 2 H
Ho SbIT, THHDORARFT RISV TR U T5 N 5 Sk rofd & BMIERER
BEPEERER 2RI,

1. PRREIRUIE A, 25

FREATAOEB = = — 1 V) B RHRICE 2 RE TR & 2 O MRIEHHZERCh 5. &
DRI FEMERRHE DS REE 2 TR T~ D BEEEZENE (group atrophy) % 5295 Z & TH 5 A3, [AIRFIZEH
DZENGHRAED A IR - 72850 & T FA LRRME (angulated fibre) 28 LIZLIZA LN D, BEED K E &
1T EFE S ETA0MHMET ED/NFELZR S DM D (Fig.7a), B AHNLO KHIMEZ: b DO(Fig.7h)E Th
% EH) = 2 — 0 CBRBOYIHNT T NI R BEEERE N BRAET D 2 &£ BBV DI L ATROK
MR OIEE & 2 VITHELT L7 EE) = = — 1 R CII R R BRI R D 2 L 32 W B
EFEMO A BT 5 5T H 2 RER e 2L, R —EB) AL I8 3 2 HhsiEdS R CREEEICHE
i LB E) — 7o FEEMERRAE 03 7% 2 B 7 o B SR ATHUIC ZERERRAE & FEZHERRAMEDY 2 DDA
RDFEHED V=7 1230 D Z &l D, ZHUTHARD & FEiEfEOmEBIIAE R TIEe < A1k
T2 ERLVOIFEETH DD, ZIUTITEAFORMEDOEFORECHEDIRS 2 LD N5
WARBERBEELTEDLY 5 5. 0E->T, ALLARVWI L H Y, FIXIFNEOES) =2 —n
UPREBCCIE M S B OmE 2R3 2 L AZ W (Fig.8).

NADH-tetrazolium reductase &\ 9 FIZI b=z NV 7IZdH HEEFRE OIENESR TIE, MR
PEZALD—D & L THIMAED —E2METENE T TR A 2 O JERICEISIER Of%3 5 5 target
fibre X°, S RHIEZL targetoid fibre 3HELT 5 Z LR & DA, WE ORICAREN 2 213720
(Fig.9), M E 71T RMED Bk 2 kIR RE CHELT 2 2 & BZ 0,
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Werdnig-Hoffmann disease ( Infantile spinal muscular atrophy type 1) (SMA type 1)

Fig. 7 fR JFUME i 250 ClI MR ME  FE At D 7
DA 2D, ZEMERRHEI L (a) D/ INEEEE DD (0) D KEFEE
DINZKINNANALRHNED T N—TH T T 5,
HafHE . O)DINCUIEUIERER D E1E -~ T, /A
(ERRHEDBEER 45, EDO IO AP ETVE DR
DT FEZAERIAE D L EATAE T DIFIT , ZEMinE DS A
bF BB Mm AR,

Fig.8 ZEMEMRMEIIAILTDEILIRER, ZD/NEDFF
BEMEEA T 7 ZEHEAE 1751 Cd>H Werdnigh-Hoffmann 7

DA R TIE, FEERAEO AT RO, R

A 22 D B B2 P LI AR & IR AR O 72
DSABR CTH B OBAMENRZ LW RITH D,

Fig.9 NADH-tetrazolium reductase &\ ) F(ZIh= R
T2 DR DIEMESR T AP R FEMEE L D—2LL T
FBRHE D — R DMETENE THRIT TR 2\ Z D JERRIZ =g
PEEE DR 238D target fibre (F<H) X0, fR R B2
targetoid fibre (JRED) S HBL T 2ZL03H D,



B AL OBV 03k 2 \ZHEAT T 2 8RR T BE OB HLALIC L 2 #hiR i SCBL AN S 2 0 B L
MDA K E L 72D, ZOGA FHEMILE 72 B 7222 VB 597 Clz [7l— fibre type Of
HEMEH T 25 fibre type grouping (Fig.10)23 7 541 5, A IFIE DO ZA L N MR R 35 & L Rl
DB AHRAEN LD R 72 & I AT — IR L 72 BB ZRMIc iR & 2 2 L 3%
Uy,

PRR I A 2o & & 7o 3 BRI ITER) = = — = LR BB 72 &I K D ARBEE B OB FED
RAHRRIEE 0 & 5, AR EL PRI 2006 2 R ICER3 5 2 LIZREETH 2 23, LRt omMfkb
PR Z ZE T T, WEORESLCRIBOR & MR XA OA LR &% H 5 REHER T
x5,

2. MREHERE (IFF—)

IANF—ITIBBEOIFEDR H D LTV A, ZOFREIZIIERER’ L < LU QRN
HD,

(1) BREOBBIIER EIFERLTRERLO1L, FMLTUMNEIRBOET, &
FARARLEIE L, MRREMEZENE TR O D K O 72 ZEMERHE & FEZMERRME Ly v DT
2, L, EELARTERLRVOIEFEI AT —TEH > Th, fibre type (2B L 7%
MENF(ET D54 T, fibre type atrophy (ZF\W Tk, HFED fibre type DFRHED 28 FIE IR
WCEMT DI LD DD, T ORHIZENRHME & FEZRERAED 2 FEIC 0, @ O HE Jetarp &
CIIARRRIEMERG 2506 & oo T BRI L 7kieE 95,

(2) FERRHEDREMTTE I —IREVIZ AL LTV, 7272 L, HEDO Wi OTIR 2 R E T 5
R RRED A3 70 < | BT D iR G, R OMROIREN K& BT L0
T, UTHBAET 2 LITR D 720, FEMEHRME DO BN FEZARMAME T LT 722 <. MEDBR L
TWZRWE Z(TiE, ML Lo — A L Lo BIE L, EERRLETH D,

(@) NTEEE (FU%) DBEENEV, I AF—0O—kpEn & L TNIEZRZ L 225,
UL, ZOBEITHRBIZED EBRREVN, FICZWVOIEFHREETS A e 71—
centronuclear myopathy ( myotubular myopathy &GRS VD Z LN D) TH D, Fiz, FAMRKE
WIERE D7 o~ F ACEAUTER BN D, ETMRREEHZERICB O THEMET 5 LN
FEREDS I L. F72 nuclear clump 23%845 L2970,

(4) FHRRHERIOMIE (5 PV#E endomysium) 1ZBER L. Ui LIZHRME(LORRRARERR O N %
R, s iUk, BRI RS D72 © OFFBHELRL & FfHEDS 5 2 IR AT 5, I AR
F =TT IUT, RBRITITDOT OO FHFRHMED BRI D T SAET 2R BRI D,
LorL, ZOBMETIL S IT0MEAT L 7o iR ZEiE & OXBNENEETH 2,
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BRMET
Gowers’ sign

Walk up one’ s own body

Fig.10 ERFE BEVENS ZEMEIE O LD 72 18P E O i UM
FEMEIE Tl MRS IS M LI OB EE 1< 2, I
HERRME D —FBIZIER L, HOME DN E A T —
LD A ZAE > TND, T2 — RZERERRAED 72 VER
AL CTH. AL ZRNZIZ T 7 AN—Z AT DA INT =
=TT 7 IR — Tl RC 7 7 A /3—2 AT D
WHENERT DT 7 AN—LAT T N— TR RELN
HZENDD, —ODOF AT AAIEO ZE T DR HEE
RICT 7 A=A\ 0D, DT N—E 7 [ FEHE) B
NEDRBLTE AR LS E T e > T, — BN LD
FERN K ELRDIEICED

Fig.11 Duchenne (ZX5AZANTIIUTALTZEME ., IR
JER, FRTE ., FHEDORTA DS EFAS N TVET,

# Duchenne’s original case, showing marked calf
enlargement and lumbar lordosis.
(From Arch. Cén. Méd. Vol. 11, p. 8 (1868)

Fig. 12 SV OB LTI T O BEMEE N X iEn D,
3 B HICK UL L7 ESL O Gowers Ik %,

# Sir William Richard Gowers (1845-1915)



PLED X5 228 & A EE 2L ORI S . A ZERE N EEIT L, IERATEAS & AL A3 58\
HOHRIZFRATT DAMRHED/ NMEMMNBIET D2 BMED E AP E 20 . WL L RBINTE
TRUNRRE L 72 D,

FE5F EEMEIANNF—

I AN T4—

IANTF—DRNPTHRIBETETHERNHE ONRODEH YA M7 4 — AT
%, LorL, Bk T 2BEMETH Y 203 GEITHEN O R WRIBIE CTH 58 RIEI A /3F
— L OFEFIILT L LTIV, YA a7 o —0fIZbEITORNE O L HiIuE,
R I AT —DO—EBIITIEBN L > TUIEITHER DTS L ORGFET DD TH D,

1. Duchenne #fFH X A7 4 — (DMD)

(1) J"RRE

VA BT 4 IR O BT E A O—D T, MIREEE NZFTET S 427KDa DEFA'E T
bbb, VAT 4 ha— KT HBE AT X LORER Xp2l) (26D 24 AHR—2 L
W) EREBS T, 79 DT Y U EFF- T D, M, MR, MM v =
Mifa, 77V TR, T2 U ClaZR ERIRRIC KV ERR LT A Y T A — a3 D, Hfila T,
VA RR T 4 ATMBEBEONMIZH DA, AR TR, I RAZ AT OHRTH T HORHICS
KAt D, PARBT 4 VONBLF-T7 27 FSEE L, ZE0 U CUHEE A 2 M
ICHE A SEHBEO AR L TS, YA M7 40D CHITVbDALP R b7 4
FEAE A AR (dystrophin associated protein complex) (ZFEA L. T A L CHIINIR EEE
M & REBREEREAICW D, WhwDH YA a7 ¢ 8l (dystrophin axis) T 5, Zh
B OEET, AR ORI Z R TRE L, IHE & iR L 0 e S, o - B
(ZNRANARZ D & D AR DER DT DICEHEREE 2 R L TWd, Ry iy r
X (Duchenne) BfE A b7 4 — (DMD) BLOZFDOT LU v 7 7p)ke (A Ulfs 0%
WIZ K DHEIRDIFIE) THDHX v H— (Becker) BHT A b7 4 —TlE, VA7 42D
FNENXBL L O KRB ETII ARSI LY . MREOETIHERE T, D7k
FELo97 0, MR E L X 2 MM DT X 2 MIRNERBE D2 b, RV T A D
TN X 2 Bow 22 UGO8 [ i O TUHE DS A0 S, AR OO 28k - IEED i & B 2 6
nacTna,
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(2) FER

IRV L 4 RCRIET D, L E BT TE B L 9IS ok, BE LTV, Yy
MTE RN EOFERICRSNND Z L BB, A AT ORI ORIELCHLI MBI
HEBRENORKERRE LTRIMCERSND Z L bb D, TO®MET LT 10 ADHET

BEEITIXBAEN SO, TRICKEREEND D, - —MICmEREZA0FT2 280
0%, JERITUBGEALA 3 K OMRERFS O fh 2 & i /MR F T, BORER (Fig.11), BEMk T
(Gowers #fE) (Fig.12), WEMERTZ . BWEMEAAT. FIRGOMRMEEKR, 7% L AEOFHE 2 & D
FERDB A DD,

A A LM P OGS (Z LT F 3T —+¥ : CK, T/ RT—BZOfM) ORE
EfiE AL b, HERTIIHEEOENAZBND, BT T DMD OF) 80%I2 B %
JZAAY ke IS

(3) 2Wr

FROBEIRIIED LTz LIRS . BEBWIIRS TH L., BRI TH A v 7
F+—Ah Karty &G BT ZWHEE &R R FEORPROBIR TR D T2 D OFT — X X
— ARG SN IR 2 THRABTNT AT 5. BRS8N H Y, BWICROH D & X
(IO 9 2, YA buT 4T AR (i) TREMMIEFEHICC A PrT 4 DR
HFE 7213 BMD OB T B RO D0 ENEAEAT 5, et oF R - BRICBET 514
REZWIL, 252, i CKIEME, BN, By A ke 74— 4 T A Mk
T, DR OREETIRETH D0, Ehalch iz > T, EEAGHRNEESLETH D,

(4) FHE

IANRF—OFTA., TR0 B HBMERENTIE O AL, WIE O, BE OB KRB L
5o FT-MEOMMEILI X OUBIHILE S8R Z & 238U (Fig.13), HEIEHRME, FAREL i
ZHAON S, HE e b ) 7 v— DR EGE (TC) CREEE D RYLS M 75 7B OfR
HEDSHUL S D23, 2T opaque fibre & FEIEAL 2 BIHSIRREDRRME T D, AT L72HITIX
RRRME DZEMEIZ & b 70 O A RRMES & FRAED 6O D HFENE L < L, BORORHED . #7
HME(b L BN - TBHR L 72 M DA 2 (IZBEUZ 220 D BiRISHRATF T 2 DO HOARTE & 72
2o
LB IT RV VRBRHE (moth-eaten fibre) °3 h 22 KU TEEZE OIS F OEinE
(subsarcolemmal hyperactivity) 72 & O IERFEE) 72 MHE DN EEEE D B ARFIC R 541 5 23,
Y A ha 7 4 —OOFRLCMD I AT —IZHig T 5 L e L A®H 727272\, Fibre type IC
B L Tl type 1 fibre predominannce L 545 Z &%\, FoFBAERMEZ £ L35 type 2C
fibre 2NHELT % —77, type 2B fibre 1Z[FE LIZL < 2 BB %0,
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Duchenne muscular dystrophy

Fig.13 Duchenne®! D ff; TIIIA/F — DT ., 772
DOHIRHEDO KREZDVNIWEDOPLIEH 72 D ETH
DAL, FARHEOREWTE X AL L . NTERZDEINL | [H
BEROALRY  EITHRMELE AR LA S oD, F
7zDuchenne T <A, hypercontraction, % Z
L CiR<Ye£5 opaque fibre (FD) N AHND,

Fig. 14 IE5 1 CIET AN 7 ¢ L Yett, CRAFRHER 1
HOCD DD,

e SRRty Fiig. 15 Duchenne D BF TIFFAE HOCIZABT
DA T A PRIBLTNDZEDR DD,




Duchenne carrier

V- Van gl

Becker muscular dystrophy

Fig. 16 fRKZE O LM CITIEF XY EARNEETD

DARET 4 PRGN A GIVET, VAT AU DK
L TWDERS OfEZ T, Lyon BIGHILY | BT
AhaT 4 BT R O XYL AR DR BT ST

[AYN

Fig. 17 Becker U fiji Ahm 7 4—Tld, IEH Z0/hSn
ARXDT AT T 4R B LT D 72 EAE RS
Biz8 PANET 4 DY HUROFEFREALIC LD
B0, —RICE UL T T 5,

Fig. 18 BEEER LA X O 7 4 — ISl
MICHfRREEAED D, ZOHITIEZCDES+D <7
A7 7—YAERTHD, FEMBREDS ILE
KigHETH B, Tz, REZITEBD AL,



(5) FerEamkib

VA a7 4 VBEFIIERBRBETFTH LD, EABMEEN R REORELY LT 5
Tob, B D RAAL AT D 2720 L 3FEOHURZ > TRET 5008 KN TH 5,
FHECEHLTUET 7 =hn « T—2DOEEZHR, EF TIET X TOMBMEORE A RE S
% (Fig. 14), —7 DMD T3t Shnav (Fig.15), 2N revertant fibre & FEIEH 2 Hie
DYttt %9 2 & 238 5D, Revertant fibre (X—3D/ VB O TV o 72 AT L 72 reading
frame 23[FITE L 9 2/NBIEEZR deletion 72 &, BE RN ODEOTV A v 7 ¢ UEREEDHEL
L9 25 TN 2D EEZ TS, RRETIEYA ha 7 0 VIBAM
HICHIfRZZ I O—EROATHHL L TV A RMENBIZE SN D (Fig.16), LavL, KIBORREEIIIE
BNZEY, ETEUC LY B 20T IEEFICHEIL T E0H 0o T, REETH
D L EFERIITRETER, FHUEERORKRE TIEY A br 7 ¢ o REBMHETDEIC
LEFDLZENZN, i, MOFFRETHEENBONG AL, YA e 7 0 Ottt
RTFFEIITHRT 22 ENZ VDT, FEROMPUTIE, BEEEY) T ot o i 2 i B YL a6 1
XTI 2 E LT, HEAMITHVNERDH D, 2—buT 003, YA T 0 U RIBEML
IZHBLLTWND Z ERZU,

2.Becker X A7 4 — (BMD)

(1) JRHRR

VAT 4 B EOZERBDMD TEZELEORVA MR T 4 VOFERERBE DL
JZ & 72< . reading frame NEFRMLUE G RFFSND R EOHF T, 7 X BHERSY A X
DR TIER LITRRDLEDOD, RERRI A bu 7 0 U BHEICHELT 2 IREE2 BMD ORSFK
B E BT B FBIEFEHYE R TH D, Western blot fifHT TiL rod domain (2519 2 HiiA THA
LE=Ba. EFD 3506 80% DT A a7 4 VENBMEND, S0 FRELRETHH 2
ERZUN,

(2) FERR &2

BMD OJEIRIFZLAEET, DMD & O FfEH & i 5 "outlier” Tl DMD B ORI & 72 % —
. b ) OMICIEEER O CK MiEE £ 261FE T, RIE<FET S, LorLEidl
R DOHPECESIATRE TR L, BRICETT 5, SITHREE L 72 2 FIEAEZR K E
WS 30 IA T D, AT O AHE T EIER T, PR LiIZLIEA SR
D, THAEIW L & BICRIBTFHROBLEND BRI A hr 7 ¢ — L OfRIN L ICH
WEN, B THREL A I 7 40T X MBEHATH S, DMD (T B USRS 7223
O, LIEESHEREENA LN D,
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(3) FHREE & R iE Rk L

BRI EEAIZ DMD & @02 bz md 25, Z{EDORREILI DMD &V e Z &%
W, VA a7 g ORI OV TIE DMD OIE T 2R, HUAORER L35
TE =T LBREOVA 0T 4 COREEALIC L > THRA NS =N D, IFRICE e
PEDIRT T DHINRL VD BV A TEEOGta Y — o 2wl h 5% (Fig17).

3. Emery-Dreifuss #fHPX AT 4 —

B B INLH RO BEHFE S S 0 . ERGTAL & TRGEM 2 3 & 2 fh2EE & Ok
Ea XL THETHE I AT —3A AN G E STV e, F0E <N X AR T
BIEZTRTHOO, DMD & TR 5% E L LT 1966 412 Emery & Dreifuss (2 & - Thidl
2. T @ Emery-Dreifuss B A k1 7 ¢ —LISMTIELL O SEMR: O G R BB IR 2 & D 95%
& (AD-EDMD) 2 RWZE 724 A )5 % & 72 Emery-Dreifuss JEMRRE & U 9 Ji4: & 6]
TL556bH 5,

(1) JR%E

X Yt A% EDMD IIEEO BT HEATH LT A Y U OBIR AR LB#E ST ST
%, WYARIEEERR 2 & D AD-EDMD 1A U< EEONANCFET 5 ER T I v A/CiE
B DERLEESITHILTWD, D2 0L LTSI H 2 EADOEEN, BRI
IR DL VERZ R THTFIEH LTI TR,

(2) FER

X-EDMD T /1K F 238 5 232 7 2 DA & [ BAERC R BIE, 36 X OVBAER AT HE o> BE P
NDUELIEROND, HEIIEHAHBIN 720, MBS 512 by, MHEhTE
FTHHI8%, PN B & FEROMGZERE SO 003, 0N T PRI O /1 HIK T3
Do CMREEE IR OMHIEE b, LIXUIREREDRIR & 72 D,

AD-EMMD (% X-EDMD & (ZIE[A UM 2 3 6l 5 —J7 ., BIfiffE 2 o3, B
VA Mr T 4 —DRERICMEEREE AR AR T L LN DD, T IV AIC DEIETFE
HWORKIEBRIIZ HICEZHET, MEEREEDOLOFRC, VARV A M7 10—, BEERE
DOHIRHE STV D,

X-EDMMD TIZFERFRAIR N 6 VA a7 0 —— IR O 2 BEFERHE, HERNME. WTE
BN, split fibre X° moth-eaten fibre 73 & DNEAESE D B N A 54105, Fibre type (2B
5 R R 722 01720y (Merlini 1986),

AD-ED TIIFEFFRIN2 I AT —OFT R3S 528, BT —HICBWMER 2R H 5,

(3). FHiWE

X-EDMMD TIFFFF RN T A b u 7 4 ——fRICH b D BEFEHHE, FHAERKE, NE
DN, split fibre X° moth-eaten fibre 72 & OWNEAER DO RFE N A 55, Fiber type (2B
% R B 722 2213 72 (Merlini 1986),
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AD-EDMD TIIIERFRAY 72 I A RF—OE AR H 508, Zbid— Bz MEm N H 5,

(4). FRREHERRILS
X-EDMD Ti3Hi emerin PLAZ AU SIS SED & IEEH THOLNDEBUZTZWT 5
OGRS, —J7, AD-EDMD Tl lamin A/C {272\ T 2 Saf& kAL 210 7 SO 1
WOFETBETNWVRZFTERRZNA TS, UL, EFBEEECE G L — W —BsE
o ETEECHETT D L, B A L DD (Matsubara 2004) , #£3E O ZWHIILB S TARHT
VETH D,
4, EEEBRLEAEMH X O T 4 — (facioscapulohumeral muscular
dystrophy: FSH)

(1). JRRE

R 72 53 A0 D 2 2 n 3 Z O91E, Landouzy-Dejerine HUf T A b7 ¢ — & H T
DM, HAOFLHEFE 1L Duchenne (1868) TH 5 & Wb T 5, —RICHFHFEIL 5/10 T A&
SNTWVDH, MR RE W, FHREREEMEEERA R L, BE®RE 71T 4935, 720D
W5 4 Yer R RTS8 %, 2T Da4Z4repeat DR KIS LY, & SR 4935 IZAEAE
T5T7 VNADRE NI E DB D( Deak 2007),

DA4Z4 (3% OHIZ DUX4 Bin T4 5 AT D, DAZ4 IFEF TIiX 10~100 ORI 27~
DAFIUEENTEY, ZOMMHIEIZL > T DUX4 EEFIXAEMITIERE LRy, L
L D4Z4 O 0 3K UL FIRE T 2 A8 R £ 5 & Ml i38E 4 DUX4 B8 03B S, %
B35, ZOBBFORHIEBEL TR E 2MMloREED FSHI BOJRRE L E 2 Hiv T
%, X 5HIZ 18 Yefa ik SMCHDI (structural maintenance of chromosomes flexible hinge domain
containing 1) G FICB & 5 HER) SMCHD1 EHDOBA 2B 29 &, 5 4 Ye R Rk b
(2 D4Z4 40 K UEEAI O RREA 72 < TH DUX4 2338 B L FSH2 AU & 2 FH 3 500278
72 727> B SMCHDI (% epigenetic |2 DUX4 DRHAEAMiT 2 Z LI LW EBEZBZ T
(Sacconi 2015, Daxinger 2015) , F72/NMLE ORI G55 # 2 X7 ERBTTHEL T D 2
G ST S (Osborne 2007), FSH 174 & 2 IO I AEIR 72 & DEGIRAVFHEIZ 203 8 2
MEPITETZH SN TR0,

(2) FERR &2

%< DWE, BEMEREBETD01E, EEOFHB L OMER%E (ZR2nEREEO
SRS KON BNEEEE 22 o 7S TH D, LarL, T OB TRET 5 L g O 26
BB THD, 6o T, EORERFLNIN HATIIARN D MBS, —RINCIEE O
IHE T OFRIETS T, L OIRkE BRET 2 OBRFEHTH LM, THECR>T, ¥
HTELSNDHDE, B2 5L, EEEAEOBERLIEET S LESND, IR
W d B ERGEEET. RRG. DWRG. BRI 0o MIEER, R, SN
PN IEREE SISV, SO ORI TS, [BIBRE. . AR, TR
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£ EWE & MEEZEE T 502 TOICEE ST, JBREIIREENDIFREL 72 & D1
Z DRI DIZD L IR0 HIend FRHFICBE L0 X SIS, TS
EOINRZ AT D BRI IME MU T IZIEA D . BOTEHNER ST X IICRZ 5. WPl
(UL ERHRAI 5 T) DR T AL D8R B & = A OB & THiz K- £ T 2 | hiE) T& %
B TNEY BT ET S Z8iE, BREPLZELRNZDIZTE 2. &5 MO,
FRCHISE OB INE T 2 mT BN 5. DEENRENREZ L G103 H 5, —H8, FFRA4E
(CEDBINIFAET D, EMBEO ME RE (Coats FEMERE) SCEHEOAHHINRE N TN D
(Wulff 1982, Taylor 1982),

(3) FmE
IANRF—IZ U LIERIEN MDD S (Figl8), I A/3F—L DMD 7¢ ElZ i U CEMEOFRE
DEEWEA S 0 | TR THAERMED D270, BIRIIZIX, FhfRMEREER O KR
FIEE LW, ZOJRRITEMRME L & ISR RBHERZ W2 LITh D, ZFEfEfito X
Bl 23 L LTV D23, BEEA TR T DI S, WIERIIFTET D Mo fh o A
hr 7 ¢ =2l LT 2R,
5. BRWEHBIUA AT 4 —
AR5~ A kv 7 ¢ — (limb-girdle muscular dystrophy:LGMD ) %, 47e< &6 27522 %
B D RBZEFUT DIERICESWTEHFEEDZHEERCTH D, £ OME&IX Walton & Nattrass
(1954) % LN 1950 FERITTERL SN2, 2 D%, BEAZZRT T D, IO &/ N
(1 BEDO®RNY) NHRAET, LEICTHET, FEEELIZEEFOH KT CHIET Db
DT, REBITE YRS RIS 2R T, @EITBRETET, & EICHREDORFEE
LI b TRBTH T, LovL, JEFIOZERME & HITBEROBEFUIILRK L, 1995 4£D ENMC
LGMD consortium TIXMUEIM T AZ LT HHME T2 &7 L, CK B"&EL, YA Ir7 4
— A E IR EL TR IR BE & FREFE S U D ITE o 7= (Bushby 1995), 1t - T Yo Mg
BOFILEENTWD, ERBARRHA a7 4 —D U A F%&#R (Tab.l) ITE LT,

(1) JREE
REMRFTNORE L, B 5 E VS, FIEEM & RS 2 RICE L i,

(2) FHmE
BB A b e 7 ¢ — 21T D ARSI E & DRI K> TEWTH D25, ki 72 3kE
Rbdbo., ARECEFH@A TR Z IR T, WHETHIHEOFFHIZ DN TS,

HE L TROND DIFEBMEICHERT S I 4 F—0OFT L TH 5 (Fig.19). HRMERRDE L
WK, FEfEfME L & IR H D Z LIk D, IBREHMEIT fibre splitting % 2
T IENRDDL, WIEZITEML, LIXUIENEEE —ICFED, & 5 WIINTEZ Z BT
% fibre splitting /.5 Z & 038 %,
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Inflammation in dysferlinopathy
T4

Tab.l ELEFEHIAEAT7 4 —

Fig. 19 AR OB OFGER.  fhskHE O REHT I 1X
AL L. BRI KR/INARREN R L5, R
U7 RRHEDN S R, S BICIERBRMEE TR Y 722 <
fFET 5, NEENEHEEO RS, F7-HE DR
K ERFHELERED D, ASHT 22— B LD DTG
IHILZE DEAL, W b BMEDIA T —Z 7Rk HT A
ThD,

Fig.20 LBMD2B®O—{i|: IA4/\F—DZAITHN 2 Tk
FE O EA RbN D,



(3) IR & HRE AR
A E THE DO WIFRIZ OW THERRPFHS A B9 2 & & HICKRALIC T 2 iREL & %
FERRRAL = DO P FLIZ DWW Tk 5

i) LGMD1A

SAT 4 VI ZWITHFEL, MO ZHERER LG LRV LT 7 F MO 1S 2 {5
THEDICHEREREZRZ LTS, FEAERSQGLINETHIAT 1 U VBB TFOERIC
£V LGMDIA & myofibrillar myopathy 232 & 5 (Salmikangas 1999, Selcen D 2004), % DIJfR
FERIE 40 k15 LA L 2 2300/ £ 7o 1A/ O AR T £ 72 1EENCFHH S 2 iR T3
SiE L. SRIRICHEIT L CRFITIENA Y | — ISR 2 EE 2, @B o —E I A5 4 & HEH
i 2 BEE 9% b D035 S (Salmikangas 1999), IS/ E CRM #HIEREE 2 & & 72 5 (Olive
2005),

B AYIZIE rimmed vacuole & ETeZEfufEEk A & 72 9 myofibrillar myopathy T 5
T, HMIEHREIX Z line streaming 72 & O Ja TR JRARMEZSME & ZEfa g s EEFT R CH 5
(Carisson, 2007), Sk CIXRATAYIZ myotilin A EMITHEI L TV 5, 7272 L, myotilin @
AR B FEAY C1X 72 < . nemaline myopathy <° central core disease CTH#HEIN T D
(Schroder 2003),

ii) LBMD1B

7 IV AC IR EHRT 52EAO—2T, HEKER L LTOMX Iy T2, EAG
e PICBE 5T EEZ LN TWD, BIE 1T 1ql1-231I2H 0, TOERIZHE-S TR LD
BT BRI I O, IR 250 & £ & 95 LGMDIB (Kitaguchi 2001), % Y o R M5
Mo 2 —« K74 7 = AEGERE(Bonne 1999), JRIERLLRIE, LMmE 7 7 v 7 (Sinagra
2001), FRM[AEY R A b1 7 —(Cao 2000), F2HSEHEIZAIENovelli 2002), 7~ F
Ve BT o — REESE(Kirschner 2005), #iE8I S v /La— « < U — « b o —RJ5H 2C )
(Goizet 2004), Z D TH 2,

LGMDI1B DR 2 1L HHRIFE00 72 X AR F =2l & EE BN L\, B T D
AWM A BN D Z &%\ (Matsubara 2004), L2, SafEfkF=MIC1E7 2 v A/IC D&
WEOFETIIREEZRAT 22 LIIREETH S,

iii) LGMD1C

7174 Y o — 3 (caveolin-3: CAV3) IIAHHIFENIZ & 2 50-100 nm DM 2 Rk 3 25 B H T,
A 2 @R 2WE 0L L O VT GERICKREE R EE2N TS, FTEVRT
=AY AR UD LT AMIEE A & BEHEIOEMT S, B FO CAV3 Bl F133p25 1I2H Y .
% OZE B 1X LGMDI1C(Minetti 1998) Dl IZ AHEM: /7 CK IMLJE & rippling muscle disease (Betz 2001)
g VR I
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LGMDIC DEGEARFER T/ NI & 2305 O SRR =M D 2 & BB, AR, %
fiz~rdZ &t d D, Rippling muscle disease TIEARRRAEDBHPLIEN T L, BOIFT /2 E D
I CIRIAT DO FHARHEDINHE L, DT RN EEIC S S SO K9 I2Z2DOF 0Bk
Mo TIEBDBIGRHABND,

IR BB IR IERF A 22 I AT — DT RN & 503, S Rk RO XA AR AE R H 12
CAV3 M T& 7220y, LU CAV3 O EOHR/IE LBMD2B T KICEIZ S5,

iv) LGMD1D,E,F,G

LDMDID (% 2q35 IZfZE T 57 A X Vil n D25 L BiE L TV 2 (Greenberg, 2012%), 7 A
IUEFHET 4 7 AL P EBRT DM ESEA T, B T Z IO T 5,
LDMGI1D [FHRATAE AR SRR EETTPE D UL 5 ST THRIE L. JERMEDARIE & Mg
FafEo, BIMEOHAE (CMDIF) 3 METOFRbAMON TV D, HHEEMIZIT
cytoplasmic inclusion 737 5y, FURLBRMEIE DB AR HBLT 5,

LGMDIE (FFE 7B T, 7936 (Z& % DNAJ subfamily B member6 (DNAJB6) & {1045 52
9, DNAIBO I3E v 2 v 7 EBE40 77 IV —DRTHIEAO T ZHITHMmL, &
TrxXrr b LTEADRKARHY e/ FOBBIZES T2 E 26N T0D,

LGMDIE TIERAFIE CREAREITHER MR T2 TR GIX CE Y . BE D MIE CK IEMES
72~ RRIREMIF IR T 234, MWl rigcI3 B CRliRZER & R AR IR 2 1 5
myofibrillary myopathy % 579" % (Sarparanta 2012),

LGMDIF Tl 7q32.1-7q322 128D b7 > AKR/)LF > (transportin: TNPO) 3 i#Ax 1- 122 BN
b2, ZOBRAINIBIEIAFEL Y R EOBN~OBATIZES T 2, BRIICIIIIEITA
ENSFFEETLEMRHY | HBIE FROBH IR TNOIRIE L, £ O & =0
DWTIOEN S DD, DEIZNERER, R FE, PERARREE2ESBRH 5, B
HEERNZIE I AT — MO EMHBRIZ < D 2 TIHEENIZREEE 10-20 nm OFRHEMEE AR 22 5
U, [AIRFIZ rimmed vacuole 23EEZR X7=,

LGMDIG &K TP A S 7 DB D EIRREE T 4921 (/L& § %5 HNRPDL #ix
FOERIZELHEEINTVD, ZOEAIZYAEEAY 7 2 U —IZE L mRNA & RCEHHS
B5-9 %, ERRAICIZAATIED TR & 4 F 2 A7 i Z6E 03 HREtk T A PNkE & 2 B0 PRI
ALV, ARERAICITRED U A hr 7 ¢ —2 k. T b E L A
& b7 5 1A/ —T, HNRPDL Iz EIC i S D2, BE CIXEFR LV RYED
LT NERESINTWD (Vieira 2014)

LGMDIH |34 # V7 N1 FEFRD 11 I THE Sz, 30 mLARICITRIE, BIREI TS
NFRZERE T, — I FRRAFIER 2L, BIELEAR 11 3p23-25.1 OB HER STV D23, &
mFAERIERESNTHRY, 2 Fay R T ORFE ORI R STV (Bisceglia
2010),
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v) LGMD2A

FIEFRROMRITIEND, 2 <UL 10 205 15 7% T, BEHF & < ISPHERFEE & KRB O 5 711K
TCRIET D, KIRSMEMRE CNEEFS, B, FLRMi7e &) BHERZNLD 2 &%

o EDT L LRBEOHBENAREMERY | BREMATRRONDL KO ITh D, BIRFEHR
BV 9D, N OMHMETHETT 28, TRFOIERN S DHITDET, H-oT
bREETEY, —J, REESORMEN LD Z E13E, MiF CK EMEITEVY, LGMD 2
BiZEEm i, EEEICITBBERBEAENH D0, % 1T 30 AT ICHWT 203 L
T 5, ODFFEEFEN T, MAERE X2\ (Fardeau 1996),

I B C IR BESERRME & FHAERAED B V) | Hb?‘]ﬁﬁ TR L E & bR O B DR B E D,
Type 1 fibre predominance 735, 6412 O3 E# T, AhfHEIZI1325 < O lobulated fibre 7237 E i1
%o SRR LS Tl dystrophin, utrophin, sarcoglycan [ 1E# (2 FHFRHER HIZRTET D,
Calpine 3 (FMOFH YA hv 7 ¢ —DJRNEHO X 5 IR 0T 2 E B Tldk
<, BT HORRERFERREA TH LD, PURIZ LD RE GG E > TORWIX
N L TR b3, FEi L THRROMBICNEEN H 5, 2Z2WridFIC immunoblotting (2 X - T
IThihTtnsg,

vi) LGMD2B

VAT 2V CEETEOERIIZER T, EROF S B 50, im0 R =i
oA a7 4 —OFMELDEDLH D5, HikE CHEFITEOITE CKIEMHEL TR L, A&
m CKIME & U THRAZZ T 501032 < £ O%F s & IITREIZ FEF MR TN R 5
A 7o &5, BER O Z "I EBE THmMAICEMREN RO D632 < TR O
PEERITRE SN2, 20 B0 020 LT OMIME T B B0 2 B3 208, EATHE &
HE I AZEZA R EZ VY, ENICEBRIER N HE STV D  (Klinge 2008),

B CIE I AT — DAL L O D3, & CK IMLIE D F D BERE T IR ZE M X b i deg &
Thd, L, LIXUITRFTAICRIESR BRI N DB H Y (Fig20) . RIEMEFIE & O
BIDSEE E 72 %, BB BRI & =42 KR35 2 L IXTE eV, ik ¢
%, B dysferlin FURIZF T DR OYAESWE, Y o R2WBINZ W (Fig2l), EF
TH ARG LG ONRWTURRZ N L & fiY A b7 ¢ —%2 5 o fikE
BTH ZIRIT dyferlin OYAMEDIRTREBE L2 L b X< HDHOT, HIBIIITHEE I RO
b, —RICEEGREOIIAZ V-V TRE LB X2, HEZE DD i@fi%ﬂﬁﬁ?ﬁw\
BWTH D,

R BEIZE LTI LGMD2B & 4R BRI A ha 7 ¢ —OREIEIT R, R
BETFRETHLNTRLEZY 9 5 & STV S(Illarioshkin 2000), A& T-f#HT T compound
heterozygote 23RS T X D60 66%, —DDIFEAIT U L INHETR T X 7223 22% & OHEN 7 Z
VAL B D (Krahn 2009), RAFH OIFREIZ OV TIEH0MER ATV, 7 O dysferlin
B R PR L T2 E OFENRH D (Fanin 2006),
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vii) LGMD2C, D, E, F

Pz 7Y B (sarcoglycan) (da,B,y,0 D4V T 2=y NOEAKTHS. Srarz b
NIV A Ru T g S T AR (dystrophin glycoprotein complex) D —ERE A L,
ToOMEKEREMEEmMmO~ ) v 7 A SEEREE ZHS> TS, Pra s Uh
VEFEIZE D LGMD 130T (2A, 2B 72 E) L ER D | BEIRSEIR T T BRSO KA
85% & FIBEIC A B (Eymard 1997), FRICE&EZAH 5708, YA a7 ¢ CRESE S LI L
T2 mH3 8 Y | Severe childhood autosomal recessive muscular dystrophy (SCARMD) & & FEITHL, «
Ha ) F ) 3F — (Adhalinopathy) IR TIEAGT A b7 4 — DK 2%IAFTET D & #H
HEEN TV (Hayashi 1995),

AR T RICAMBIZLGMD2A, 2B &l L TN 2 L E < BBER/ERIER TH D
DIZ%F LT, lobulated fiber OAEE X LLELAIK < | type 1 fibre predominance (X HLHEIFHV, 0
PRSI T, P17 ¥ VU > (a-sarcoglycan) HUIRICK L C, BUSMENKbDNZH D
M 53%dDoT-—T7, 55D 47% CIIISOWHFN L H 7 (Eymard 1995). ZD X HiIcEDY7
2=y MIERERH>TH, o7 a=y hOREEHELIKTT 52 EBLNR, YooY
Ta=y FOKRTREBE LU,

viii) LGMD2G, H,I,J,K,L,M

LGMD2G (7 L h = (teletonin) I DZE TH A 5 (Vanizof 2002), Teletonin I % Z ##
(ZAFAES 5 19-KD OFE A T titin % Z HIZEET 2&%EFNRHD LV Thd, LBMD2G
WU ERSPER S LGMD DR 2.7%% 58D SERITUENL A £ 72 T i Zfe 2 = L. BIREH
ETRROMIERZHENCTNE EBICTREZETHZ L HH D, LGMD2G BEHH T TIk
SRR R IR 2L IR LW, DD TIHWKG%E T 5 (Francis 2014),

LGMD2H X E3-ubiquitin ligase T# % tripartite motif containing protein (TRIM32) gene @ point

mutation |Z K o T & % (Frosk, 2002%), 1976 -\ FHTEED 7 v X —IRD N2 IZH b7z
LGMD DFFEA A v, 1998 FTILE DBR TN 9q31-33 I2H D Z L3, EHiZENN
TRIM32 BIR DRI L 2 Z ERHA LN oTe, BROAL LD NHL RAAL iF=2 ¥
FALDEERIE A & OFEETNL L #EE STV 5, TRIM32 X LGMD2H O T A U D~
v X —JR{ER (Jerusalem 1973) L KA Y (ER THA 41TV /= sarcotubular myopathy O J5([K]
B THDHZE LW SMNITR -7z, LGMD2H O FIERITFEMREI TIEO UL ZER <, LI
LRI ) 2 fass U, BOIRJE I SCERE A o IR K & RIS FI#E 2 £ 5 Z & 438 % (Shieh 2011),
AR H BT O 04 %m0 b S STV b, I CK IEMEORINT iR E CTH 5,
7 FE X C AR R & AR A N IRAE L. B e IX I A3 F —TH 5 23, vacuolar
myopathy % 5 L. fiber type grouping %95 Z L2325, —HEBOLREZE DT vacuolar
myopathy 7237 HALE WDV TVN D,
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LGMD2I,LGMD2K # X U LGMD2M ILZ €41 fukuchin related protein (FKRP), protein-O-
mannosyl transferase 1 (POMT1) 3 X O fukuchin R T OERIZEHH DT, WINbATRE
DM EHE A TH D o -dystroglycan (ADG)DHESHIZAL (glycosylation) I[ZMEE B Z HiLd
BATHD, TNOOERD IO E O FEEBRDOTER A FE S, o legsitEs i
ETHEEZLNTEY, ZO—FOKABIL o -dystroglycanopathy & #FR X 41TV % (Muntoni,
2008),

LGMD2I (&7 27 TRHENENTH D05, BKTIFHEDORE WV LGMD Th o, 77 A
DO TIE (Bourteel 2009) EHVEHIN S 20 kB £ TIZ, TEIF 9 7 CHEBIRFFHE° 508 7
PECHRIE L. D% FTROEN A O MR T 2 F e U, RHEGEAH) S S, — 5 TR
AR ZRLTe, EITHETEE 205K S AHERF 22 LTz, € D% RSEDOEITHRALD 30
RREE DN B HIBL L. FAE T 16 45 C—IBICH M NIPPV ZE 3 2 IcE o7z, DBl
RONENRD L SN T, R TIEY A br 7 0 —DOZE(L T, S HMETFIIIZIE o -dystroglycan
DYLEMEDME T LTV D2, F 238K (patchy) Tdh > 72,

LGMD2J 1% Z MRUCAFIET HEAB CTH S titin OMETERIC L DM KABE T, 2D
FEEE A OB 2 & 723 EARME R A4 /XF— (myofibrillar myopathy) (BJIH) ®O—>THdH
%, Titin BARFRFAEITIE LGMD OFFILIEMNY TIERL< . 74 v 7 2 RCIERIISE %
% F1# &7 5 tibial muscular dystrophy (Udd myopathy) O &% 53T 5,

LGMD2M D J5[K T 2% fukutin = 5% 3 LUV LGMD2K DL [K T 5 POMTI s 15
FICOWTITHERIEH VA Fr 7 4 —DHTHRARD, 7223 LGMD2K (25U TIEF Un 542
AKX DIERMEB T A b7 4 —TdH D Walker-Warburg syndrome L ¥ & g PRAEIR D LLEE A
W, HIREREE 2 fE o 72 b3 AOBIERE S TS (Dincer 2003, Balei 2005),  Fukuchin j&
BFOREL, RYEEREHES L HMEELZ & bR WIS RMER YA b 7 4 —(#
WY THRWESNz, LinL, ZORKEBICEHEELT O L RoTe, TRDHEAEE LK
MR B & & b b3, B THIER D L EE TR I U A b e 7 4 — OB E BT
D BOHWRFE AL AT RVREE T, SRRMDAED FIEIR, & ZITIIME—DIEIR T
HOLFANRNTEEND X Do, ZTDO XD 7IRiEE LGMD2M & ’EA TUv%  (Murakami
2006, Godfrey 2006),

6. RREERH R FAT 14—

ZORR TR, RIS T A &9 S MR & IR, BRI OF K FIoinA <, PURGEAL
BB RO NS, ERIERIIE L HELEM, W TEEEE L THART V., FEEICR->T
INHRAE L, FBIRMEFTIE T, @i/ » THITIREEIC 72 2 BEN S, KB BF THI%
FEIR L 7R DRI FRO7-D, ZRAEMET 2O EEMET 28BN EROND, Hik
AAMEIEEEERE L D70, BHOTEEZ BTV LIRB FEROF % RN 7Ed o
LD,
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nnnnnnn Dysferlinopathy (LGMD type 2B)

Dysferlin

Oculopharyngeal muscular dystrophy

Grip myotonia

Fig. 21 BRI 95 B R (I R s B kAL R &8 1
it IR A DND, ZOLGMD2BOFI Tl AT = /LY

YD RBEPHEES I, BIE T HRE Thtype2BEMERS I
770 ZOIANE, FEBOEEIZMHC class I HUJH MR |2
BERBTHIENH D,

Fig.22 HRMHEERAH Y Am T o — 3B B A &
Y. polyA binding protein nuclear 1(PABPN1) DiEfx -
BERIZIBEDRE THD, Mifw B CIL I 22 i (K
FNZb S ZEMEAE D BULS L, £ OO —EITiT
PABPN1D#MNAN 5L (b) | BB BAMEE T10nmD
polyA binding protein % 7 Lo#AENEET ARDBIE S
% (C).

Fig. 23 98 B BUAE (UG L 7= 5 O st (R R 3 D
BSR T, <R ST 213 E <D E D grip myotonia
DROLND,



BARTFREIIHTH - r Xy 7D 7 50 AR ERTRWE SNt K 149.11.1 O
polyadenylate binding protein nuclear 1(PABPN1)i&{5 112 & %5 GCG repeat OHi5E T 5.,

AR BB I EERR AR E D X A/ RF— T, IMAERRMED K D 10— LA 2 D FHEfAEIC L
F LTI 2l L bbb (Fig22a), —HOBITRE < FRICRADOHENZ A L,
FET BB TlE 2 O TR 10 nm & ORMOBHEMEEI ARDR B 6N Z &3 DD, 20
B AMKIZ PABPNL 25 A TEY | Z ORHEIIEHE M B IR OBLS % 7~ 9 (Tome
1989)(Fig.22b,c),

7. RREMEHSA AT 4 —

AU 23 AE L, s N EAE S D B4 T, /7 [X T myotonic discharge 23 H S 412 D23
MEHRTH D (Fig23), A TIEMHAEDSR (myotonia) Z{EO T A bv 7 4 —ITKREZHEK
REMEY A hr 7 0 —1 8 (MD1) Th o2, BRINTHEI 28 (MD2) & Z < D¥dF
Ej—éo

MD type 1

FIEFEEIIR TN O @R E CTa<, RV TR DI ONTHEL 22 AHN (anticipation) % 7~
. FREENEIIEE R, SEE. DUBGEMAR ISR BNLo, DR, OMmE R ANk, R
i, BRI OBERIE 2 ESMBERORFENEOE LTV, EBEOMERE LA 5 2 L
%, IMiE CK TR b HERLIZHINT D,

Yeta i 19q @ dystrophia myotonica protein kinase iBf& 7 (DMPK) OIEFFREKIZH 5 CTG
FAEBRLANDIER 3DV . ZHDRE ST TE % pre-mRNA @ CUG SAERELAHIAY, LT DX D
IRk R IREBAERICA T TA Vo TRE R T EHE ST S, CLCNI (voltage sensitive
chloride channel 1), RYR! (ryanodine receptor 1), MTMRI (myotubularin-related protein 1), INSR
(insulin receptor), TNNT?2 (troponinT2), GDINI (NMDA receptor subunit 1), APP (pre-amyloid beta
A4), MAPT (microtubule-associated protein tau), = DX 9 2 EOEHAARICEEEL 5252 &
D, IR 2 SR ITERICH D LHEES TN D,

AR BRI I AR F— T, NIEEZDEEIN L, ring fiber <° split fibre 72 & O #RAHE N A%
FHE N SNT 0, E 72 type 1 fiber atrophy A& 5 (Fig.24)

MD type 2 (proximal myotonic myopathy)

DMI & bhig U CRIEFH N OCLE < | SERMESCE ML AL G472V, Anticipation D )13
BHDHEVDINTWDN, DIETl2\, WLl MK FEAL T proximal myotonic myopathy
(PROMM) & HIFIEIL, Z D72 LGMD 72 £ LB ST, EMiRsiE 090, )
REBRITKIZHH<, AEDRNT b H DN, MHER TITFEIETE S (Ricker 1994),

Type 1 AR, OFIEE. MoERE . AR, TR, B X OWERE R & Sl 0 R na i
L9 0 (Ricker 1995),
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Myotonic dystrophy

(]
4 [
e
o T
= 2
%ﬁ.,. P O N
Routine Myosin ATPase: type 1 fibre atrophy

outine

Nemaline myopathy

Fig. 24 fHiRE M AN T 4 —DfHIIIA /T —DZE Ak
Y, WIEEDIRIEIZIE L, Vo 77 7 A3 — L5
IEH FEEOBE NI CTED, ZHUTH FRRMEDO —FB
DS T CEITHMOREERTOICEED, Fo
type 1 fibre ZEHE 23 255,

Fig.25 il LM CRE & o 7I=0 2 5 L1k
IR JEIC YL ED F303, /& LA CII RIB AL
DHNBET, allEF R 7I=2 b:FCMD 7=
»2.c:FCMD 73=) 5,d:FCMD Gomori
trichrome

E: E# %M 73=2 enface . f:FCMD 3=V
2 enface . g:FCMD 73=_'5 en face &

Fig. 26 TEUN/u— LYt TH BIYLEL/ NS08
SR DR CTHD R~V 7IMA (nemaline rod)D H 8%
FEFT LT HIF AT — BRI IF AT —Th oD,



BARFHINTITYL ALK 321 D ZNF9 (CNBP) &in T OIFEFIFRFEIC H H CCTG RAERLS DA
ENHV, ZNPEEEINTTE2S mRNA O CCUG KBRS A 722 L X7 AERRICA T
A 7B R T3 & HEE S 415 (Raheem 2010),

FHIRERAT R IE MD1 & dE8 5882 3, type 2 fiber atrophy & Fx b D25 Z &R\ LA X
T3,

8. EXMHCA MO T 14—

ZIVE TIIHARHIER AR R A a7 ¢ —Z R A a7 — LA TE
oo LnL, O FBEFIRIMAPEED & EBIT, BRUEFH VA a7 1 —& A% —FE
B Z W THIET DB~ 2 b r 7 ¢ =R R I A F— O SUIRIARIC 2D
Db, BUERBZOHT 3 ) —%MRT 2 BWKIZ, BHET DRV O0, FERNEET
b2 TR LIX UIRFARARRERC B ORE 29 ZOREBHEN, BARNICE DD TEHE
ThHhHIETHAH, LLTIKEMERET 77 I — (AAN) OHFITESNWTIRR 5D,

(1) 2a5—F BERE

FARAE R AFAE T 2 B MRAE 1 55 DR RETEBLO T2 DI I A AT R RIAE L B A BTV D,
ZOERERRS THDHa7 =7 VIOERIZEVEE 5 CMD BEEZR VLY » TR CMD
& HEEGRIIRIE DX A L A R A /3F— (Bethlem myopathy) T 5, Mi&ITH &b EREBALE
Z BTV, WEOFREAERZ R IH AL L, Fl—8I5F COL6A DI & 2
BTHDZLBHILMNIRoTz, UL v F R CMD 723 AR & AD OBISTERE & 5 DIt
L, RALVALHITAD %2 & 5,

UV FRCMD TIFAE TR L O T 72 & OB Ic s &b 2 —7F . Fhak LTl
RS DMMENR A2 BN D, R E & BITH KT, FHAERENEILOL IR0 | R
REERDERD D, ETRBEICRENR TERT, NRA LA IA/F —TIHAETROREIR
TR DA BIHAE, RIER CBIET, LbZo%—HRRT L5203 H 5, Linl
10 3R EN B RN RS 72 E oYl & | IR A R T AMAMK T RAMBE LT 5, KT
30 MELARRICHEEAT AN BSLD K D 1272 0 | 60 RREEIZIZATIREE & 22 2 B30, SEMRITAE A 7223
R&EL, —HOBE TIIBREDOMERARRNAET 5,

A B CIL MR A & IR R R I A RTF—OF R 2 R"T 28, Ul v FRTCIImEYIH
21X type 1 fiber atrophy & predominance %7~ L, fiber type disproportion ODIKFEZ 5 L0
WEW DD B S (Schessl 2008), VL U FRIDGIE R L TIEPT collagen VI HLIARIZ Xt
TR HEAT D AR B3 %H 5 (Higuchi 2001) —J7, AD OFTIXMEIZ collagen VI 3%
HEn2 b0, ZHEPEAETEFRIIRO X O i R & OIER R ol d
% (Pan2003), L/ L, RALAIARF—TIE, 2O _EHEPEEETHHWRRE RGNS 5
LnbiTns,
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(2) ARV U REBEEA VT 7Y Vol REE

AT RARFEIFHCKIZZ ) CMD T, BRARERITAE TR O O BORIN T iZEii, PAE
Pofts, FPRARE A BN D0, DFFFEFECHAEREE LAl S LTAH LR,

IR BEAICIT Y A b a7 — @A B - BE L BAEZ D I AT =R H Y |

W ORMEAL B E T D, Type 1 fiber atrophy 73 & 5 ALV, G ~1912 1% laminin-
a2 (merosin) 23 AHAZE FIZ K L T2 (Tome 1994), 7272 L., FCMD T _IRAY72 KN
HAHINZREND Z b D, AT, a-dystroglycan & & HIZHHMIEO laminin 52 &K T
&5 integrina 7 DERFEEF IV T CMD 23R I THEY  (Hayashi 1998), ZALIZDW
TH RPN RRE N ATRETH D,

(8) a-YAaFYH ) RF—

AR OWGHEER A2 O I E 22 0 | i & O RIEBICW 22 VA hr 7 g Uiod
T, a-VA a7l ATRHICERERZ ZERNRRT T D 7o OICEBE & HI 2 R LT D,
Z DURFHCEE By ORI R E DNE U858 BRI ORE 100 T < i
IRORE S &R IFWEVRBAET D, ZOWBEZRHLTCa-YA M T YD ) F—EEAT
AR

i) BILBEREHF A b7 4 —

AARTREOMNRERDIEREGH A a7 4 —ORZEITEILTHT A b7 1 —
(FCMD) T %, 4 FRECHIZEM . PARTMEA A DAL, HHEAIR O FE R 12 K 2 AR E
NHOI, EH S DICIEREE R EOAIHENETT 5, S bICREER RS, KEE. #
TEFIEE7 & BT 2 RE 2 2T 20103805855, L, BB TFB2EOREIC X
D HERER DR AT BWVEI S H D Z ERNIRBICRE S NDL L O, ZoX o7
BOZWHEE L 72> T D,

WYKL BRI A &0 . FINEE 139931 128 D 7 7 F (Fukutin) & {s1CTH
%, %@ 3fEk? noncoding region |Z 3kb @ retrotransposon DFF AL I 5 FU 25 FIH LN,
ZOMDER G D (Toda 1999), 7 7 F & HOEEE & RTEIXHo0 M TR0 A, Al
HASMZ /W S 4L (Kobayashi 2001), fflifaiE & FLEIEORE & 2 e T D e 2 Ffo L HEE S
nTnag,

HIREECIZY A b7 4 —DFT R Th 5, FEMMTFINCITREERD NS Tédh 2 laminin,
7273 Ch laminin o 2 DA A AIRACTEEEIIZ 72 0 . 2IERENBD T 5 (Fig25), EHTIE
FEME DG ES Kodr, RIBELAA B TE 2, REEALO B REIRRIZ 22 2
70 EEVENR A LD (Matsubara 1999),

ii) Muscle eye brain disease (MEB)
AIEXIICDITT 4 T 2 RInBEE Sz CMD 72723, BESHIZAIC b 2

glycosyltransferase T& % protein O-mannose f3 -1,2-N-acetylglucoseaminyltransferase 1
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(POMGnT1) Bl FICflx OREN RN SN %, TOBKERRSZETHDLI L, AR
T et A I B DMFET 5 2 L S 523 I 8 o 72 (Taniguchi 2003), KZEHOFNITAET
e D AFERIEAME T L, BAVRIREE T, lE L Cb T2 Z LiIdREECch 5, FHmEE
MEETHRREELFEEIN, TADARIEEZAET 2055, BIXEEOIHR, AR
TERC AN D FIBEC A ZBILE DA B IV D, IITIT/ NN & RIMICIE R E 23 % 5, POMGnTI i%
DR T RHE SN TN D,

REIL Y A a7 Y B g RF—idk
a7 B DRBEICHONTIE, FiikDR
D, BWHTER TR R LETH D,

R ML T I =0 a VA B
FREMALIC K DD B 5 7 EEWAN TN B 5 72

iii) Walker-Warburg syndrome (WWS)

MRIEIRABAE, KEEAE, 7 B E ORI RRE ICE $72 5 CMD & L THE S
T2 WWS L& L5 CMD <° MEB @ B[AIZ DWW TRET S LT E /R, WWS Tl a VA
kw70 B AR EEh 9 % protein O-mannosyltransferase 1(POMT1) & fs 112 H i & FF
DFERPRNIZENT, S HIZZEOMIZ POMT2, POMGnTI, Fukitin, FKRP, LARGE #{x -0
EHEI G I I, ZOZEMERH N> TnD, Lo LEE] & X5 @sEEIcBE 9
BRRY | HHE AR O B IR R LT B o T T, KEEIES 7 B IR e PRSI 22 22 L
NEENTWD, FHIRELIC OV TIE MEB SHEEOFTR TH 5,

iV) £ D1

Fukutin related protein (FKRP) Bf& A& B IIEFHG A b7 o — LGMD2I (BEik) DJF
K &722508, CMDIC DR TH&H D, FKRP XV A ha 7 U o OFESIEAICBE G 5 & H#E
ESH FNVIEICT D, FKRP B 5RH 1T & &2 MEB R WWS ORBIMZ & %7
& BH—OREFERL LTIIE DD TERMEREB TR & 5, FKRP BELFREFIC X
% CMD & LGMD T, HHHIER & & HITLFe TR ORENE E 5 5, LGMD2I D
AREECIEY A ha 7 ¢ —OFT RUCRERMEIZZ LA, iRk AI121E laminin- o 2 D Yfh
PEIXRETZ DY a -dystroglycan DY EMEDIK T 25BN S0 EHE SN TN D,

t M LARGE BUR 1355 22 e KICH Y, & FTIE S FHICKES RBUS T TH D,
LARGE % HIZ1% « -glycosyltransferase DFEREN & 5 EHEE STV D, v T RAIZHRRAE LT
IR A £ S i A b v 7 4 —D—DIZ LARGE AR FIC KRB D D b ONRHDH Z &
B, M ELZEOE N CMD IR A2 A7 U —=0 7 LSS 1 B % R & 72 (Longman
2003).

(4) Rigid spine with muscular dystrophy & Multiminicore disease
FHEFRIE (rigid spine) [THAFEAYDER TIXZR2 WS, ZHZEHE 9 CMD 1Z1E3K L Y Dubowitz &
ICRY KRB L LTIREENTE L, & ) 52 72DIiX selenoprotein BAA T IZHERR S 41
7= 722 % (Moghadaszadeh 1998,1999) T %, Selenoprotein (X 3:(Z/ N2 CTERAL 72 & D/NEkIZ
DT HEAT, HOREREICHALGT L EHESNATND, A TR FHOFKENRE,
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rigid spine & & HICHIEME, BERENRH Y, HEHF TIIFERAENE0FTLZ 03B D,
JEGIE CHRIEEICRE 2205 0 | OBIEIIFEK OB G b H#EE 4TV 5 (Moghadaszadeh
1998), MHRELARNICITHERF RV VA bu 7 —OZ L L @ STV S, A LEEFIC
I8 B e BB O W R ARHE D N ERRESELL D —-> T 5 multiminicore <> Mallory body % 53"
5 H ONRHAE XU, serenoprotein related myopathy &\ 9 R HEAEA HIEE STV 5 (Ferreiro
2004)

L EXRMEIA/NF—

WERBIEMEI ANRTF—DRIINTH YA b7 4 — IR THEITHH L < 20 b O &SR M
I A /3F— (congenital myopathy) & FFATE, LL., ZOFITHHETO RN A7
DHTRNWEEND DI, BHYA M7 4 — L OERIIARHAPEE 2> TWDES R D 5,
S HIT, FERME I A RF— D PIIIFIR BRI R BT A POITRA DR DT 5TV D H DR
280 | JEFIOFRI B, F U E LA BT DRARIEF N LN TEoZ &
b, EREIANRTF— DAL BRICSETWLIEREDO—DOTH D,

1. #*T 1> - 2F/83F— (nemaline myopathy)

F= U /MRIEFEE IV R S PIRICAZ D& T, &<I2TE Y MU 7 a—ARET

HERICYLFE V) B9V \(Fig. 26), BIAMEECIX, ZH LR LE DFGHER D /MR
ZA L L TR IND Z ERH D (Fig. 27), 2D/ ﬁ-‘ﬁn’ﬂfﬁﬁ‘é }:%%@ﬂ%ﬁkﬁéﬁa}i@
SANRF—% RV IFNRF =LA TS, ZOFERBITLRNEI A 8F —D Tl
BRSNS, TOPITTDRL LD 6 DORBRDFEENFET D, Lnbx~ U L/ME
DHBUIRIEMEETZ)Z1X LD E LT, oI ANF—THB L R, HEICDHE
LRI e b0, BUFIZFREER 7R T LIl E 2R+ 5
Neblin (NEB) (X7 7 F U #HEOEIEER A O—>TH 5, £ DiEfs 1 F 4 1% nemaline myopathy
DRI 50% & bHEENE L, AR REREDOH T, BEOLONLEEOLDETH D,
WAL () 2L 2,

ACTA1 (actin alpha 1) I 20% T, FrAEREEM ) SEEM F Th 508, A EAE
BIRZNENDINTWD, BHIT/NEICHE L, FREREEERER (B8 292528
BE,

Kelch-like family member (KLHL) 40 & 41 [EHT#E 23K 5% DB T, #4, FrAaicize
EAAN

Tropomyosin (TPM) 3 & 4 BT O REILENTIVE 2% OBE, FHEEZILFES, Hg
HIRIERI DM B D,

Ryanodine receptor 1 (RYRI1) (X4 OBIEXE & 5,

Leimodin (LMOD) 3 (I OBREFINH Y | HHOBIEHE L D,

/]
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Fig 27 Nemaline rod (arrows) | - BAMEL TIZZHRE
TR U - DR IE T, —EZAR i L T o 2L
3%?6\ ZHUCESET LD THHIENDLID,

Fig. 28 NADH-TRIG 4570 & CRustHE L ZIE MR T35
NI I DD Dicentral core T, type 1 fibre TH{ELd
%o JEREANZITMREME AL CHIBL T 22205
target fibre LFA{EIL T3, central core [XF#RHMED A
RICOTVIFEL , MR PED AL 2RI T 13720,

Fig. 29 IA/TF—THEKITEEIZALILH,
O TEBHEE T, Mt ThEZ R \@@%ﬁ/ﬁk%ﬂ“@‘%
A R e RMEIA /35— centronuclear myopathy

ThD, MERZOPFREIZAE A 7zmyotubular myopathy
DI D3 AT IR BIERIZ FISHE DT D,



FRMER= Y v o AT —ORFRAEIR CHEAILEMEO RS DI, Bk, B, MUk
WNLE K ONENLFR OZME & MR TR A b D, BEILI AT —FH T, 7 MRO EE,
EO#E, THEZEERALND, BMELERE TR TRIRERBINZ O, i) & MR AR 423
WAL LB LIX LTS 5D, @ IIEC KIEIXIER Th 2D,

FAEREREAIFRERNICL 27y — A T 7 FORBEEZ R L, WHALIREE, PF
WAREL 725, TERTIZECT 26816 & 5,

FAFIER R~ Y > o I AT TR I AT =B TRIE L &b, Bl
REDENEMEIBIND D —TF, ZNONRRL, HEOERDFRENLRDIEREEE &L 5%
D ONHEY L BN D RBEENFET D, ZO 20, M & HIMEZ £ 5 Bl 2V IIE D
I A/3F—T (Engel 1966). BIEREAT mA R, S ibilAl, B CoRM a7 &I
K DWRPANTH - 12BIH s STV S (Doppler 2013),

2. £ bZ )L T7HE (central core disease)

HRERCRRAEDO T OIBIC a7 L XD 2 bay R Y TEROIEHER TEE2 2 L 595
BT, IZEAEDHITY T ) VU RIROBIR T HFENH 5 (Fig. 28), 27 1% type 1 #riEIC
B 5, Target fiber LRV | a7 ENITEHHIRGIRD 2520 Z Lidb 20, H2kEe
U CRLBEE DR S YT 258 @A LAV E 7 iiE ORI A 272 0 O R SIZ
PlzoT, ZLOERTIIHFMERRICDZY | FHET DR EOEEDRER I TWD, EF
BMETIEa T TEI Far FRUTHRRLNAT, BEBRMEIRZATITN D b DD ZHROE
B BND Z EBZN,

TE sz NI ELRNIE 2 BARIENE Ca T % VRN LB/IMURIIEZ D2 ONRY T
VUK T (ryanodine receptor I) Th 5, A 2 — R D8I F RYRI DA F 2 F ¥ 1L
LEZ 22— P95 CHICERNGFET L LB FIAaTHERREERLT . LY Nz
HTITEMESEICR LTV EFEDI TN D,

PABITFLA I & T2 T IS FRZEMG 2 A DAL, BV IR D DA TIT I HE7R
BN, FHAME/ RIERR BRI A e EOFEEEZHED 2N b D, YR EN
BEE LD,

~ VT X = a TR EEER OTE AR THFAY 5705 20nm D/NS 72 3 7 IR type 1 &
type 2 BRHEICHIBIT 2 5D TH D, FREFINCIIIERRNFIRTH D03, ThRE225
L L CHBT 2RI ARF =L FuaT A (SEPNI) Bl RELEND D,
BRMAGY A b7 4 —DIE T2 L 912, rigid spine CPIEIHIME 2 V04 < . —HBICHE
WARBICEDLbDNRH D, RYRI BIRFREIEICSG YAV TF I=arZRmTb0O0H 5,

3. P S A /INF—

FRE U= Il OR% . Wik%iX 9 5 %LL MO R E ., M OB TICHFET 228, £<
D I ANRF—TIEHOE(NTERZ) D LRSS 5, F 7oA, 246 C e ofKE % 72
EBHERLENENT S, 20X 9SO IR R R R TH D, — .
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ZZTHY BT AERMEI AT —D—DH0E I A /3F — (centronuclear myopathy:CNM) T
E. EOOTEBEEOHTLEO MBS, AN EDOMOEITH TR L THNY.»72fT
T % (Fig. 29), #MEHrin TR %5 & O IHFRMED RENZIn - TEl/e 2| BB E » D
EBB LR,

P I AT — 2l ZTHRNBEE IR, RbEERARTHD X EHEI A TF 27
T —I A NRF—DJFINTHD MTIM I (myotubularin Z2 =2 — R) | i OMREEMEER (FHE)
THHAEFIED CNM DJFK T 5 DNM2 (dynamin 2), Y AtELtgis (F4%) £330 E
THAEWIFEIEDZ N BINI (amphiphysin 2), 45 CHFEMIFEIED CCDC78 (coiled-coil domain
containing protein 78) DIE7A>, HILTERDFAUM Z THS T CNM ORI G & 5 Z &L s
S A7z RYRI (ryanodin receptor 1) & TTN (titin) s F-RE R ENHLH, ZDOZ Linn, ok
RIEIANRF =& CNM DERADBLT L HIE-& Y L2505 5, B, I bOEIR
TEE PRI Z S X E 2T HEOHFII R TH 50, £DZ L BEE T 5 Y Eik
ERA— 7y VIS TOEATHLI I L L, THL SROLARD triad RIS THE
RTLO2EATHD Z ENERM IV TS (Jungbluth 2014),

4, FRET 7 A N\—3 4 TIRYE

Congenital fiber type disproportion (CETD)iFfth D2 < DKM I A /35— L [6 U < Mk BT R
MHOT HALTZIFIA T, type | ARHEDOBRIRAOZENET & LIX UL type | SRAEENL A & & 72 O B
BE2FRRLETLIFNRT—ThHD, 2L, TROHOFAITEREI AT —IZOAL A
BN EDZVEETH D Z &b, HAME R L3O RN B S/ /a2 &
LRWIICIZEE CHDH, ZOWREGE ET 585 121X ACTAI (o -skeletal actin) &
TPM3 ( « -tropomyosin) 33 X ONREMEFFHEE 2 {1 9 SEPNI (serenoprotein ) , & 512 RYRI
(ryanodin receptor 1) 23FH1 5L TWVW 5,

BRRENCIIIEEA TR O 2 E & T2 MR T2 2 L, MIBCMREMEETHE, BIHifHE 722
EDOBHET ZENRT WV, MG CKITIERE 2 ENE@OIERTH LS, LnL, —EBIC Rk
FH. ORI ERLE R EOBEEREFA b HRE SN TND,

5. EKEREIR S A /3F— myopathy with tubular aggregate (MTA)

EAREEEEIR (tubular aggregate) |XAEYI /O HE, b U 7 b — AYef CHIKEICH B Y
%R Zz->< Y NADH-TR {HMHEAA TIXREMEZ 7797725, succinic dehydrogenase (SDH) D
PEIZR S 7220 (Fig.30), ZAUTZORER I bar FU 7 Cidza /Makichk 325 2 & a5
BLTWD, EBRVMURICHAMAT D) T ) OB IURICEmMEL 7T (Fig3l), BIREHE
RO B A E7 BT L & 9% S Rk X 4 /3F—% myopathy with tubular aggregate = 7213
tubular aggregate myopathy & FEA TS, LU, EIREEERITAR S U w7 2o B34 DU R
RERMHREIZ LD LT D IANF—THIEBRE SN TWT, FRERRMEITIZRW,

FERMEEREER A I A AT — BB VR T OA LI TIITHTR 2R L . Q)
KT &R ER & £F 5 W8 (Furui, 1997) 2381530 CW 5, (DIZIEF/MatRizsh 5 v
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Tubular aggregate Ryanodine receptor

Shav R 7R (RHE) O EmE

. ISHHETIHESNRFREERE (CPEO)
- Kearns-Sayer JEZEf (BRAEKR, MIRERLRE, MEERE. )
- RBHITmItDNAR k. SMREFRREZ EMET .
« MELAS (mitochondrial myopathy, encephalopathy, lactic
acidosis and stroke-like episodes)
- 3243FE 3 271FBOTCER, BRillE
+ MERRF (myoclonus epilepsy associated with ragged-red
« fibre)
- SAUA—RXRTALA, EEETADAREEELES
- 8344BHNAGER, BRiBir
« LeighfsE
- KBEER KB O LA HTHOREERE
- ARHBISRIET S HHET, MMEE, KEFL

- BEM FrO—LCEILER, ELEVBBRARRREGHRLLEOR
#. MONADRHDFIESURFLEZE DDNAREDBIH 5 5.

Fig.30 fafisk CTHiHE ) REIR Ui R AT ZEiE 2~ L7243,
IR BECILEIT type 2 fibre [ZHE, R 72— A NADH-
TRTHEYEL—J7, SDHTIIRELR MEED D D,
ZAUFERIL T2 OV E IR G EEAR (K tubular
aggregate CHHI LA RMEL TS,

Fig. 31 B TITERMEY OEEEIR tubular
aggregate 235", Firyanodine receptorfL A THL I
Tz FHEETERZ LG R OIR R TII/NMER DT V2T L
&% —"Td %stromal interaction molecule 1 (STIM1)?D
I BREHO B A RPIHEII TS,

Tab.2 IR RUTIH (MFHIE) O F 727578



LY —"Toh % stromal interaction molecule 1 (STIM1)(Bohm 2013) &, Z Ol % 5 17 Tl
B b CRfast v L EHLY iATe (store-operated calcium entry) 77/ 7 AT RV DAL
A ORAIl OEIEFZR (Endo 2015)72 P12 X » THRAET S, QUM NMUATE A OREHE
fifilC 4 B 72 %% GFPT1 (Senderek 2011) & DPAGTI (Belaya 2012) D - REIc L V& 5 =
LBHESNLTWD

. Sk k) 7 KA E

I by R TIEEEA O TR L — AP b o T D, BRI
ISHE TIT OISR T b BV E g & NADH Z BV A, 7 = R[] 2 4
T bar RUTHIED 5 SOMFREBEESE (BT ER) OEHTATP AT 5,
FAMREOREMFRILI b2 FY THETIEM LIS L, 73V CoA L LTHL=F vy
MACK O AEZBEIEL, ~ F) v 7 A TREALORBBE LR TT EF /L CoA LY, Efix
ERICAD,

S haryRUTIEI P RYU T DNABFEEL, BEDNA & & b2 hay R THORE
REI LD ETIEABKICD DTS, I ha/ KU 7T DNA OREEITME R S0z
BTN, FHL, BEOHAFBHMTH D, B FDI har KU 7 EK 16Kb O A X T
37 DB TEFATND, —D2OI har RUTIZIE2 715 10 D DNABH Y | Zi b M
—®@DDNA TEHRVWI L HH D, I DI —2OMAITITEED M/Mmﬁ“a“é@
T, ~T a7 I7AI— (BERI Fary RY T7To8FERE) AEEICR> 0D, T
WX b R TERLS, BEOI hay RYUTIEIFIclkTHs 28006, I har R
V7 BR T BE ORMEREN —HMOREBICH D,

T hary N T7BEEFREFTEIOC—MIIEBRETFOREICL D I = N TIMHIEN %
Ao Tnd, ERFMEZRICEL D, RENDOLDIZONWTIRRS (Tab.2),

=6

1. Kearns-Sayre JE{%#f

AR Bk EEN R & AR N4 & 7o 3B MET TYESME AL FREL (chronic progressive external
ophthalmoplegia : CPEO ) IIAKIERA TH D25, I b=y RU THRIIEIC LI UIXR &,
DML & 72> TD, CPEO BNHMTEEZ S Z & bH DA, CPEO NMERD TR T,

DliizsbEE % & & 72 9 DI Kearns-Sayre JEWEHE (KSS) & JiXdv, HERE, MR NE, F168
B, NIKCER, MBS BRI &2 L b0, AN ERIFERYER . & eSS Ws
ARAETHIET H B (Pearson JEMERE) HEIHIL TV S,

CPEO D ¥4k, KSS DRKEHTHLNDDIEI F =2 KU T DNA DRET, TD%L
I3 —FEFHD KK DNA S IEH DNA SIRIET 2 Hi—RKRDIRRETZ . — I ZHH D KK DNA
PIRIET 2L ER IG5, %% 1L DNA OBERDBEE I NDLEREZ L b d bD L
ESNTWD, £/ DNA RHI12 & 72 9 CPEO flishE ST g
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HIRELSAIYIZIT ragged red fibre 237~ 541, cytochrome C oxidase (COX) HPE DR ERAMEAS L
fE3 % (Fig.32)., Raggedred fibre ® COXIHMEITEWE DN HENSDETEEETH L, BT
BB CTIIEIE L2 by R U 7RISR BERE AR BIZE S D (Fig33), LirL. 2O
AR BRI 70,

2. MELAS

Mitochondrial myopathy encephalopathy lactic acidosis and stroke-like episodes (MELAS) (34 Aij
D LBV HINET & PR ELCMAETARIER D &V SARMIEL & b5 I har FU 7R
FIETH D (Fig3d), T O, m, M, M=EEE, RO, BIRWRREEZ bk
HFZ BB, KI80%IZI 2 KU T DNA @ H B 1A I transfer RNA 51N 3243 12
RERZHLDDLN, TOMICH RERPDVEMOENT WD, ~TRTTAI—=NHbI,
FHERAREI N 8 525, FHC BRERZERDH > TORIEFE N DRV DIFIA~AT T T A I —TE
RERTFORIEMENZ LICX 2 BB TV D,

HIRBLEAYIZIX ragged red fibre 23 H 4L, COX {EMEDIRWERMED A 4L, F 72 strongly
SDH-reactive blood vessel (SSV) NREVEICBLESIND Z R H D (Fig.35),

3. MERRF

Myoclonic epilepsy associated with ragged red fibre (MERRF) TiZI h=> KU TREIZI A7
B XA TAMAEEERE U, Bi7HMRT, /IAFE, ARelEsE, R, OFER Sfho X b
a2y RU T EEMPERD A LN D, FI80%IZ Fa KU 7i#fs 1 8344 D A—G HE R
DHELNDHH, HIZHWNTHE Y U2 (RNA BIEFNORERBHE I TS,

HIRELSAIIZIE ragged red fiber 237 54U (Fig36), COX JEIEER FHRMENS D72 | ragged red
fiber D% < TRIFEMIE TN A 5N 5, MELAS & OAGHIAHEGE S TW5D, £7-. fEIHE
AP H6125% 0 . Ekbom JEMEREE LiZn 5,
4. Leigh FNIE

Leigh (1955) 134% 6 O RENIEE V| GIR, FEE, SRR, sEARERE 2 L.
HRAMEIZIRIT L S O BRI ENEL L. Al 7 » A THRT L2 BIRAZEE Lz, WEEH
(IR, IR, R, FHERRE T L THEEN AL, FEIIARH TH T, Z0%
OIEFNZFEA TR LV | IR HANMEC BT 2 RIER O 534 O PR ERE % Leigh ME
RO R Par PRI TERENZEDZS THEEZZ N TWD, BUEETI har RUT
DNA L DNA ORI ZHbE 5 LK 60 ICOIFE S BIGFORENRES N TEBY ., fHEE
o, WHEARESMERIR, X RARESTEEIRONTALRHON TS, KbHEVDIT
mtDNA T2 — R S MEREEE AR V O ATPase 6 DERTH H 8, Z OfIZEE DNA Ta—
RENDENE U BIKEFHERICOERGIND 5, FRERFICIE COX IEMEDIR FRME &
IHFF RN AR T 2000 H D50, BEZEI720EIH L0,
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Mitochondrial cytopathy Fig.32  Kearns-Sayer JiE SEAGERE : A1 R 7 BRI & S A A%
ot S48 1TO/RE T, MRUT/PINZERZ R L, #5213 ragged
red fibre (5F[) Ecytochrome C oxidase 7 DKL ViR
fe (BED AN,

Fig. 33 IR RUTIZIZUILUIRTERE O Fi LG
EnEEE AR RIS,

Fig. 34 MELASD A — 7k =Y —RI{ZEEL TlILIR
USRS £,




Glycogen storage disease type 11
(Acid maltase deficiency : Pompe’s disease)

EE
g5

PAS Rt

IRy

- 9K
PAS R

Fig. 35 MELAS T34 |Zsuccinic dehydrogenase
(SDH)D EWEMHENBO HNAHZ LN DS (a: 5H]) , &
FBAER CIE, AR N O db AR E AR (b) 1I2hnz
T ARBITIEA N/ LS O AMZIEI b= R 7T
FeiifiL T (c)s

Fig.36 MERRF @ 141(C 8 o M7= ragged red fibres

Fig. 37 il ABPompeds D 145, BERLIR'E % & e 22 e
(@73 ZBi, WEIFPASEULEEME(D) Tho 7, 22had
G RGLEFIIBELCTN T3, = mHlL7-
YR (o) CIT B IRFEEDR B,



5. mtDNA EBAEIEEE

2 b= FU 7 DNA (mDNA) 75% OB L HERFOBHEORCE D 7201 L. Mllaotie
i 447 < PREERE A mDNA JRIBEERERE (MTDPS) & L5, 20 IR 7w I
B%, B & RN b 5, A BN RGERIE, S AT — | W & AR D b
ME <, BHELIFRE . BREER /2 & 27 Lo, WSS ERARKBASESHE
SNTVAH, 2 THREHAREBIZONTEND,

(1). EHZ MTDPS

I b=y RYU 7R EIBAKIE (mitochondrial neurogastgrointestinal encephalopathy MNGIE) &
AL EEBPEE . R E ISR RS A EMEZ £ ) DT, FIV a0 T5
thymidine phosphorylase DK D=, I h a2 RUTHNTF IV U 20T HRETH D
thymidine kinase 2 (ZIEE R A0, I har KU TNOX 7 AT RREIBEEL S
5720 mDNA AR EE SN D EBZ LN TV D, RIEMRE, I KIMAEZR EICF
VUDEBEBROND,

(2). F¥/FZEL MTDPS

HARITHBLL, TAD A, WIE CREMEBNRIT) . FREZ E8E T2 Alpers FEMEREIL,
getafk (15q) 12® 5 POLG B FOERIZLVEE S, ZO#EE 282 — K% DNA
polymerase vy % mtDNA OFERLERZIT 720, ZOERITE YD mDNA ITEH, KK,
RN X D, AT EREERSHERERAE &5, 728, POLG & -4 1% Alpers
FEMERELIAMC . EIED DEIEIC DT 5 2 OMBO BT BETHH Z EAmbLATH
5,

6. TDhDIRAE

ERMONTEZI bay R THRIEOKZBZ T, I hay FUTEREED LY KWF
TE% RET HIRRBIC DN TR R 5,

(1). Transient infantile respiratory chain deficiency

BRI 7y —a 77 hT. Z ORI AR Tl ragged red fiber 285V . #5
BAENIZ b RUTM), JBIHL). 7'V a—57 U H8RL(G)DEFE D & 5L MLG
(Jerusalem, 1973*) L LIRIE LN RLEZRE LN, iy A% OWEL, MR TLE
WRHND, ZOFFRETIEI mDNA D7V % I U transfer RNA 7 22— K325 14674 O s
HpRR I, BREEDICEET OIWFIIATH L0, BB FORENEEGT 5
RRMENEZZ LN TS, ZORATHES X912 mDNA & B E T OBIFRIZHR L THMITZRW
ZENHEES LD,

41



(2). Mitochondrial myopathy with episodic hyper-CKemia

— B AIRCEE OFF MK T & & HICE CK MUER R SN AMEIE, 2 E THERASC Y A L

AR EDREGNMEIR EDRRNE L TRE SN T O RBERN AR L RDBN L0 >T-, ZDX

2 72O H1IZ mtDNA @ single nucleotide polymorphism (SNP) 233532 & 023 % 5 & i &

NTWD, FIEREOH LB THRET S TR, BGORRENRD D & Shiz 16 HEEH D 5

L4 EHET U722 0 mDNA % A 7 C, Z ORIEIFFERBEIZZ WO ATREMES R ST 5
(Okamoto 2011), ZAVE TIIMFTENIZ 2 &L DARVIRIET, A% OIER ORI T-N5,

IV. £ XRRBBREICKDIA/\F—

1. EAHEE BR®)

R AR SR B X, AR O = 3L — G 2 ke S8, A ILE S B ORI X
LAfaEEZ I EE 3, BEEWOZL CTIANT—RRBET LI ERHE SN TNDN,
BENEWHDIFRONATE Y . U FRENREEIZOVNTOND,

(1). Pompe ¥ CEERUR 1 &)

Uy — A#EFETH D acid a glucosidase  (GAA, BIFF acid maltase) (L7 Y =2 —4 0 &3 fig
LT Na—AzEAT D, ZOBRDORKIBIZ L DEE TH D Pompe Ji 13 YL B IR MR
Iz L, BBARERIZEEOFLIRM NG | NEA ABIE DR A E TR TH D, i
Beff. OB, T, AR S 7 ) o= U N REICERET 508, LA DN 2 A
FTHOTERLS, VY Y —LOBRAFICEL2WENLLEEZ LN TN, IR OERER]
F7uy =g 7y b T, RENLIFRAZORET, DAREZMES, BRBO/NEE
E RN TR IR TR AR ZE D 2 &R H D P, OARITHIAD 20, fE CK
TEMEITERE DRI L T\ 5, BRI EOfY A hr 7 4 — & OERINE
BWTh D, ITFMRMTRIENTREL R o7z,

IR B CIXZE A 1 I A RTF— DT A B, PAS BUS TG &~ 3 #HEN 2 b
D FFICZERNICROW S ERTHLORH S (Figld7), L, ZERRO%E L TR Ao B
PE CNA D USROS LB DNRE < FRICNT 7 o el TIRZERRO NI
FEEETHD, TITAT v 7ABMENTERTIINEICZ Y a—=F U PR bORE, B
74 A7 7 B —BIEEG TG A R T R A R TN S A N D, BB TIEPE
ICETIRA SN2V DL SN bODETORE T Y a7 R OERB LoD,

R 2 IR & 3 2 BEIRSR 1213 Pompe JWLISMT, 77U 22— 5 U5 BE%5E  (debrancher
enzyme) DK L DHERYHE M AL & 77 2 — 5 3B 8HE%58 (branching enzyme) KIEIZ X 5
BEIE IV 23 %5, WTILBIFEREZMHE D 2 L BZVIRIIEN HEITENTH 5,
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(2). McArdle J% (BN v E)

TV a—=F kLT Na—21 ) VEBREAER L, ISR E T O HEBEREOD L D
ThHhHM7 A A7+ 7—EBDORBIZLVEE HDD McArdle i CTh 5, [AfEFEZ 22— KT
% PYGM AR FOERIZL 26D T, WHEOARMEAEEIRE & 2, BARIERIZS T, &
B OfE, R (77 07), —mEOBIRET, WTRLBIRECRIET 5, E#fC
AR AE U Ch, EB AT 50y, FRFFARRT 57200 T, fii /e E03UGE LiEB) 2 fi
HILHHA (second wind ) AHAVUTZWNIIENL D, BETIIA MK FILE L2720, E#
Cﬁﬁ%@%%%*Lﬁ%émiifmfyﬁ%%%bkfﬁﬂ%é LD D, BT
WICIIARRRMEC 7 ) 2 — 7 S RSB RIS 2 DS ARE ORI Z Ly, FRM b
%7i17i)7—t®ﬁ@ﬁT#% ICE LRk TE %,

(3). MR  (BEFR Vi)

PR CTIINY Fh—26 Y UE%E ATPIRTEMEIC Y Vb L, 77 h—2 1,6 U ARk
T HEEED  phosphofrukutokinase (PFK)Td 5, PFK IZITBIE FHED R D 3 2DOT A VH
A L03&Y | f PEKATUA, RMERICBFET D, ZOEERDOKIBIC L - TREE 2 IO
FERITIE McArdle 5 & @032V, WM Z AOF LS9V & Uik LIS @R ER I
JEZ SRS 52 &, secondwind BNREONRNT &R, ZRELTHITHNTWND

2. BEERHER

FERPIEERMBFTIEOFEIIZ VN IANRNTF—2 R IEAIIRONTEY . E-HET
—RIAR D, I AT BT DREAHEFELRICE LD, UTICZONERE RSO
IZOWTiR % (Tab.3),

(1). IV=FBEEEARFE
IN=F IREMEVR LG L TENZ, MREND I b=y B 7AMEE PR Z i
L., b RITO~ M) w7 RZ§ET H, ZOiEFE THE/2 DI carnitine transporter,
carnitine palmitoyl transferase (CPT) 1 & 1. carnitine acyl-carnitine translocase Td» %, Z D)L
=FULEOHEEADO L, BRIZELZIANRNT—2@EE T OIRRIEIN=F K
ZIEL CPTII KIJETH D,

i) 2B HINV=F RZIE

BH BNV =F 2 RZIEITHIIIE CO B L =F kR T 5 organic cation/carnitine
transporter 2 D 21— RiE{R - SLC2242 DERIZ L DL DT, FICHRICEE R & Ok
FEE TN, R L R AFEIER TITERAIEE ©, DAEICIRI &R I A F— %15 6
WD, ik CKIF/NERIETEWAS, A DIEF TIZIER 26285\, i =F > Dl
L 722, MMk CITEIZ type 1 fibre TEEDABNITEDOILE 278 5

43



BREBGOEEREHERE
1. REMDIL=FORIBE
2. WIL=F -7 ULER L b5 RTT5—4 (CPT)RIBSE
2.1. CPTL RIBSE
2.2. CPT2RIRSE
3. HREHT ¥ )L CoABLKFRER(VLCLD) RIBE
4. RAVRUT MR SO (MTP) RIBSE
4.1, RE#BEFOXL T )LCoARIKFEESR (LCHAD) RIBFE
4.2. MTP RIBE (HABRRIRE)
5. thEH7 > JLCoAREIKRBE SR (MCAD) RARIE
6. IILFT LT ILCoARt K RRER RIBIE
6.1. URISEUFEMRETILF I ILT ¥ ILCoAR KRR RIBIE
6.2. YRISEVERMEILFIINT VL CoABKRBERRIBIE
7. Ot OREMEBICEE
TLAN=FU/FTIUNAL=F o MoV RAH—E RifdE
7.2. SESHT ¥ L CoARK R EE R RIBIE
7.3. PE3TRT VI COAFI—E RBE
7.4, FEHBEFOX STV ILCOABUKRBERRIBIE
7.5. 24 0T/ LCOARTEERRIRIE
8. TOHOREMEHIEIA/ SF—
81 BiATIHALQIORIEBE
82, INFULFILIIURE (S RMNIT )£ FETREE)
83, SANFEHSPHIEHERE

BERSEAIE S A /(P —
(34 /XF—% > PIEIRT S )

|

HE 0il red 0 ‘Electron microscopy
(inset: Jordans’ anomaly)

Inclusion body myopathy associated with Paget disease of bone
and frontotemporal dementia with mutation of valosin containing
protein gene (IBUPFD)

Tab.3 BRI DIEENHEELE

Fig. 38 NIZURYRERIEDO—R ThHD I4 /3T — % ff
O FPERRRERTE O AR, ARGt il red O) L&
BACII R/ IO D 0%, £T-2M4 B L ERDHH
R\ HE R 23 25415 Jordans anomaly MBI CTE 5
(EM{g/E EOFFANEE)

Fig.39 B®/%Y v MRERBEAIERRMELZ & b
75 $AMKARAE I valosin containing protein (VCP)
BLRTFOERBEZHIELETHD, BHEEBE LT, 2
FNRF-ZAICNA T, B&IRY ZRERE) AR oNn
%o ETI/NABEHEDYH Y BREREEZAED Z
ENG L, REORFA L L TEH =2 - A VKR
PN =F Y UEEBEBAHON TS,



i), WIL=F NNV NIV EITFTUVRT =F—F I RIBJE

CPT2 IIRHT N IN=F U NHREET 2L CoA Z4EKT 5, KBIED 5 HFiAERA L
FLERNIEE TN, %ﬂiizmmﬂgﬁﬁ%lﬁfﬁéﬁ AR EFRIEDH S & 5,
SEMR X AT ORERCT AR DRAED RV IR S5 O3 EE T, KRNI EEEER CIiiig CK E
EFRZ ENS, BIETED), AR, 5h, EEIR CICHRINOT V., ERTRLN
DAL, EHEIEFDBRED I AT —DHRTH D, AT NIV =F UGN AT ) —
=2 7ATON S, BT OBRISHERIENLE L 225,

(2). B-BRALBSEEREREHE

i). VLCAD KIBSE & 2 b v R U 7 =FEEERE RIBIE

7 b CoA D B-FRALTIEI ha RY THIEIZH DR HT 2 /L CoA MiKFERER
(VLCAD) & Znizhi< 2 b= R U 7 =5iAR%E (TFP) 2MERET 5, 246 DRI RIBIE
EFER A BT 20, TFP &ZH O > THHREH3I B e 7 L b-CoA MiKFERESE
(MHMD®&®%%%E%%%6OVMADKEETibm\%%%&% ECIRE S 72
R 2 TEERAERAIA L | AOEEGINH Y | %E TIIBEAE. .
THMET R ERR N5, s KEEOFH AN X OVNECIEIFEREZHES . ARk
i%ﬁ?#%ﬁ%ﬁ:ﬁh%~@#ﬁ\%6“i%ﬂ:ﬂzf%§®%%ﬁ®%%ﬁ%%ﬂ
5,

TFP K4EJE (Schaefer 1996, Purevsuren, 2009, Wajner 2015) ClXE B 22 IMiE 72 & & £ 5 FLIE
AL R (IR . EREA CERSARAL) o =R S 0 | ORISR (Bertini 1992),
JE. B RIS REIS TIE (Dionii-Vici 1996) 72 E &S Z & 3B 5, HHREUE OHEFIZ T R
HAILTWD N, [@MERRIEIEDZE L TH D fibre type grouping 73 FLa#K S 41TV 5 (Di Donato
2004),

ZHEREFR O—>TH b K8 3-hydroxy-acyl CoA dehydrogenase O HM/KIEIE (LCHAD) Ti
FLEh VR ZESRFEIE R % o 9~ B0 SR L D I AR N RHAR I AT R IR AT (AFLP) JEBERE OU
. - HFE%ESE E5- - /s (HELLP) SEEREDFEAET 2 FI 3K Tl S Tnd

i), Z V& AVERIE 1A

TEAARIET 7 B &M (electron transfer flavoprotein : ETF ) X3 k=2 KU 7NEIZ
&M%ﬁ%\ﬁ&%T‘/Mﬁﬁ@%@k@@ﬁ@%*f%fﬁ%“?%xf@U\HF%
/KFEREF (ETDH) IZENZ/RET 5 2 & T, EHnEROT TEERMIELZ RTZL TV 5,
ETF %7213 ETFDH OXKIBIZ L DIFAEN 7V X VERINSE TR, B4 multiple acyl-CoA
dehydrogenase deficiency, T2, LFLOEEDOBIAFEIER OTEMEIMET L, BHRIER S LT
EIEDOFER CIIFFRRE T, ERiEE, RS, —F, BRI TITEE®RR S
(BRI OF R, BT RARE 7 EE X D, R TIL type 1, 2 #RfE L BB SN A D
NDOM, MICFFRIZCR T 5, VAT T BV DPGRICANTH 5,
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(3). FHERRNI o fREER B ERER AR

i), VB VKRB

UENIMIREICH > TIRA T 7 FOUBREO NV 77V ka—L (B4 KU 27
UtV F) GkzRETI—F, BENETE L TEOoEERETH, VEYE2a— 15
BAR T D—D>Td D LIPINI ZR13 & 5 & FAEVEORRT RN X 203, TR EFHERTHD
IXIEE) Cld/e IRPOREN L, BIRIIOFGIFRE CIXEFE 2, BEREE R Z L8 H
Do

i) PR E R

YT AT Ew— L ORI BT DR RRIC LV X D EALREEDY Neutral lipid
storage disease (NLD) (Fig. 38) T % 23, BIERIE STV 2 O3 it 2 A0f 9% NLSDI
(Chanarin-Dorfman syndrome ) & X A /3F— L LFHAEAE Z LTV NSLDM (2 A/ XF—% {4
o PRI EAEIE) TdH D (Schweiger 2009), Hii# Tld comparative gene idenfication-58 (CGI-
58). BUFR a/ B -hydroxylase demain-containing protein S(ABHDS) | % =2— K9~ 25 (5 - IZ B
& D (Lefevre 2001), F7-14# TIL adipose triglyceride lipase (ATGL)% = — K3~ % patatin-like
phospholipase domain containing 2 (PNPLA2) (AN 5415 (Fischer 2007), CGI-58 % ATGL
EIEMALT DERAR S D EE 2N TS, WTNOREL FaitLtEzez s L, Lk
FEOSERITMZ T, HWE MR Z & b7 5 2 &RV A MERICIEFEABE S
% (Jordans’ anomaly; Fig.33, inset) ) ,

3. BCERZERM I A/ \F—

FURZARIL OHERF O 72 OICHIRI N A DO iR I AR AT R a8 T 5, B DA BRITE OEERR
HD—DT, wADEME L LTATG Binf LMENL Bz FHICL > THACARY
(autophagic vacuole ) EK S D, HOABZRAHAICEEICHEBLT 2 2 L 2R HET 5
FERM I AT —0 A LARZENM: X 4/ F— (autophagic vacuolar myopathy) TH 25, HL
B 2RI, CEUEE TR & R D IR Y & W AA T IRDBEFETY VY — L LG
L. A= VY Y—2ER%, VY Y—ABIZILEE A lysosome associated membrane protein
(LAMP)1 £ 223% Y0, LAMP2(ZY YV —ANHCERBZEMEMAETHDICHETHSL Z L
BbhoTND,

(1). Danon J&

LAMP2 BaIE X EaRERICH D . ZOZEEICL VL E % (Nishino 2000), X Yty
MEmE R L, BYEIIZ I AT —, BRELLHIE, L2 —7F5, ZMEREE T
IDAE 2L 23, DAE TIEIAREENREE Z 0 09 <, BRI EDL Z LR D, RIEMPRE
FEEEZES FI LM O T WD, FRELCIIMEICZERNRA LD, E OREZ{; K HE A
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THDHIA IR T 0 VIR ERBELL TS Z &R T, autophagic vacuoles with surface
features (AVSF) & PRIV TV 5,

(2). XMEA GERIE ERREHES X M L A5F—)

X Qb fREATERIRE & 0 X AVSE RR.OND I A RTF—%2 BT 5 6 OO LTHEECOR
P 70 & O AR AR R E & D 2R VRS XMEA ©, ZMEREE ITEERTH 5, S
YN HAFET 5, JRRBE 1T X LR ERiD vacuolar membrane ATPase activity 21
(VMA21)YTH D, VMA21 % vacuolar ATPase DFikIZBI 595 assembler chaperon D—->T
& %, Vacuolar ATPase IZfifldd 7' v kAR THEIRT, TOMEEIKTIXY VY —A@ pH A
EFL, BCAEEENMET T2 L1085, BCARREBOETIZV VA 7 rEanTHLND
HRINT X V7 — L OIR T2 H< 720, MlOMRIZTETETET L TH AR
KT DHEEZLND, FHREEEIEL Danon i & ILH AN LA, HlIIER Y C5b-9 D72 %
membrane attack complex (MAC) DL OFHHAME L ZEhICR 6D Z & BRHE STy
% (Charbrol 2001) ,

(3). IBMPFD (/XY= v MR & RTSRIISRRUZRAE 2 £F 5 B AKHHIE)

Inclusion body myopathy with Paget’s disease of bone and frontotemporal dementia (& valosin
containing protein (VCP) % 22— R4 25857 (VCP) OERIZ L VIA L, & O IEE S
5% L % (Watts 2004), VCP OZE 51T IBMPFD LIS F VAL ZEaMA 228 iE.  Charcot-
Marie-Tooth J, JEMEXIFRIE, /S —F > Y VIERIFR E 2R 29 LGS TS, VCP I
AAA-ATPase family ©O—-2>C, BEHOSE, AIHEHEE OMOMRELZ Ff> T\ 5, ERAIERIX
FITHEITIIET DN E DR T T, BV 2y MRZED 2L H D, FRIT
Dleo TRIRICET L, —# CRTBAMEIREEIE 2 60 2, B Y = v MRIIRRE T2
EERKTRET, LY My EOZALRMIGET VA Y 74 A7 7 4 =B ORETHRATE
Do FHIRBELEAIZ I a3 v . REIZ raggedred fibre 72 E DI har KU 7 OZE
R, RO BER 2D I AT —OFTR T (Fig. 39), BEFHBE THAN AR
DENKZ RN &R L D 5 (Matsubara 2016),

V. ZDMDBEEHEIA/ATF—

1. BB I ANF—
RERAT RICAM T O NTRENRZWHER I A NRXF—DHF T, BAEEILIZH &S AHT
HABENI ANRF—DO AT I —IZBT BERENDED 5,
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BERYZEREELESIBMBIA/F—

Distal myopathy with
rimmed vacuole (RVDM)

Fig. 40 f%HV 22 g (REH) Z B 1 LRI/ F—D—
B,

# Mutation in UDP-N-acetylglucosamine 2-

epimerase/N-acetylmannosamine kinase gene (GNE) is
present.

Fig.41 Myofibrillar myopathy (desminopathy @

5e\\)  ar HE TH YUMo RmEHFEENIC

8% (arrow), b: Gomoritrichrome Zi% DN
W LEROEDRE  (arrow) #R%, ¢
TR toluidine blue e HERUEIEH P T

L7-BmE (arrow) %R %, ZDRAKISEREDRH
DB B,

d: BHETEETHIVENLHEREL L LRME
(f) oBBIZIT ba>RUT7 (mt) OEENR
LbNb,

Fig. 42 Myofibrillar myopathy (desminopathy @

£¢\V) () Granulofilamentous structure in the

subsarcolemmal region. The granules have similar
electron density as the Z lines. (b) Higher magnification
of the square area in fig.a.

(c) Promeinent intermediate filaments underneath the
sarcolemma. (d) higher magnification of the square area
in fig. c.



(1). V=7 & BRI 3 F—

JESR AR TR M O Rk S VTR I AR F—T, ARIE T, ERGEMAR 0%
#d 23 B SZ->(Welander 1951), & Ye PR EEIR A2~ T, BIEES T WDM X 2p13 12H %
23, R CEIZ~ v 7 &5 dysferlin B XL b AT7MICHLMOERTFTHD
RNA binding protein T-cell intracellular antigen-1 (TI41) \[ZE RN H LD, TXTOREIFE
CnTmd A7 fqBRZRDL, AUGE RN AOND Z ERHRESNTND, ZOEA
AILD A T U AMPEIZEET 5 L Wb TS, BB A1 rimmed vacuole % & 672 9
S A /XF—C., FEIH T tubulofilamentous inclusion NMHEZI N TV 5,

(2). ZHFRBEMBGH A b7 4 —
ARG & I TRRG ., BEEM OZFERN B Sm 2R &, BB A e 7 4 —
2B L OB AR, FHIRELR L OB EFIC L IEEOBA RSN D,

(3). GNE I A /3F— (B&ERY ZEh & f 5 B I A 3F—)

GNE X #/3F—_ F72I% Distal myopathy with rimed vacuoles (DMRV ) TiLif# 10 & 30
% ZAE T MEA . & < TFRRATHE ORTISE 78 SICFEM & IR TR B L, bk
BEALAIZ B MDY | REIRITEITT 5, WREAERESEREZ R L, BlaFREETRO2
Y ANFE R THBHILD hereditary inclusion body myopathy (AR-hIBM ) TX&JL X172 UDP-N-
acetylglucosomin2-epimerase /N-acetyl mannoseamin kinase (GNE) & [Al—Toh D Z & R S e
(Eisenberg 2001, Kayashima 2002), = O£ ITMIfLD 7 VRS AIZES 5T 5,

IR A9 1L rimmed vacuole % & 72 9 I A/ F—T, EIAT tubulofilamentous inclusion
NEIZ IS (Fig. 40),

2. RIS A NF—

MRRMED EATOENE S B/ L. 2L b ) oM/ e OS2 =
IRIEREZAL & T D —HEDBARME X AT — 2 W EMHENE < A4 /XF— (myofibrillar myopathy )
EREATND, EO—CIIEREL RTBEFLENNa— FTL2EANRFREINTND
N, ZOZT ZHEMET 2EAEFTNCEET S EATH D, —HKERELITVZ,
TNENRRDEETHY . TTREFRERBHALNII > TWRWESL & 5,

BRARSER I TARARTEI TR D S A/ SF =N EMT, OFAE. AR, REEFREE R E2 D
RN DD, WIREAERMEEMEREZ & DHEENZ VR, RIHHERES X Rt SEgin s
EDHHbDEH D, HFHEETIE MY 7 o — A CRENRE ST < READ RS
A B AL, cytoplasmic body <° nemaline rods 28R SN D, K/hoZEkE LiIZUIE
Rohd, FMFAHROREEZRD 2L bd D, FEIMMENBIL Shv, BRE OMIIRE 2
72 A, LRI ATRRME PN OAREE BL NS T, fiber splitting 23 L 5 AL
DR DD, RS I AT =M T, MEEMEZALD O T D Z & D 5, BT T
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fEDEITRE . ZHOA MY — 7 nemalinerod, B, 2 ha KU TR
REBH . OB, BHEMESCHERLIR OB AL S 72 E D%  IXIERFRAO T RN R 5 b,
UUFICBAE SRR DGR STV D REZ IR~ D,

s
&
¥ W
S
i

(1). TAI ) XF—

TAINTERES, O FEICAAET DR 10 nm PRIZEHME T, B TIX Z M
L TR TICBEICH Y . oSS & bIT, MM S HfE, . Ihar
RUT 72 &L OREERR G 2 RiFT 5,

T AR ANF—IFERRANTITANE D & BATEIE D1 MEEITIERR ZeME 2~ L. ZEE D 0 A I
AT, A, e, ER TR BEmEA e EAMRE STV D, NER & DIEE S
OET 2 BED S, W TEECRARE G 2005 D, % ITE R AKREEERSE
LW DEENEEEIEGH Y . EIIIEH S 2V, RERERNT I AR AE ORI B H 23
Rbi5(Figdl), £z, TAIVOERMBHIEN., E<ITHBTICALND Z LRZ,
FEIH CIIAR FURRME DB O ELAL, cytoplasmic body 72 & O JFHGHE I A/ XF—I23@B L TH D
NWADEARINHHIVD A, IR TEICHE T IR SRR OB M 2Bl T 5 2 L%
(Fig.42),

(2). aB-ZYRFZY ) NF—

a-7 U A% U 3 heat shock protein D—>T, FIEMEDOA Y A~ —%kT 5, £ DOKRE
(T, APEL7ZEALRE LT, REQEBEAEREZE, Mildz 2 L ANDFLZLI0hH
HEEDLNTND, 2 Th aB-7 U AX Y ATEKG., O, IROKEEL EWFET
%o

aB-7 YAZY JSF—FRNTHRIE L, BRI OZE 2 T 508, ARNE O
Fafto LS WRAREEERInE & 5, FREARNSITMERRMENE S A3 F—I2
LFOFTRITINA T, 7 A I 3F— CHRL U T T ORI ERRARE O E 2580 5 2
ENZL,

(B). AT 4V I NRF—

AT 4V T ZHEEEEAD—DT, ZHERKT D -7 7 F=rBLOT7 4 7IC
WZRE L TWD, 34T 4 ) VB FORRIIBHFHF A a7 4 —1A EHHINTND
91T, 40 LRSI HIE T DI ZEAME NS T D03, BRI FBEN A Mb 5 2 &%
<, FTMEREES, OFE, RIEMREE 0L 5 5, HREaKREEEEEEL R, B
JREL IR RRAE X AR F— DT ROFTH I AT 4 U AE0 Y TRETAI U aB-27 Y
ALY I EORHERN DI, A T ZE R CRRHENEE AR 2N H LS (Olive 2005),
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(4). FARARNF—

Z-band alternatively spliced PDZ motif-containing protein (ZASP) 1T B#&#H & LiHICH V| Z H
BT D -7 7 F = EfEAE LTS, ZASP BIEFORFIT KD P AR/SF—1F 50 kLA
B\ ZATAL A E TR OF IR T CTRIET 5 2 L AZ WA, HFITIFFRE AR O CK fLE &
LTHRINDOIG &5, DIESCKIMRES 2 S0 2600355, &GO EEER
T, AR CIEFBMENE S AR TF— DT RO T TH, NERPHIVEICALND Z &
2% %, Desmin, aB-crsystalin OffLlZ, gelsolin, dystrophina 72 & DEHERN A LN D, £T-E
PHC thin filamentous inclusion %788 % (Selcen 2005),

(5). 747/ XF—
T4 T I CITEBH L DHICRBILTRY, 727 FUBEOIZNCIAT 1 Vo REDZ
WHBEEARBLOILaZ U AV ERAELTVWD, 747V CRBEBTRRICEDZ 7473
S RF—=DFRN KA VRKETHERLENTND, RARIED, F& LTI Ofh %
T, WREEZRTZEDNH Y | ET0HE, RIEMHRIEEZHES BN S 5, %@ﬁi‘iﬁg
RBInZ T, ARECIERERRHEDBLS | D ELN e E DOFFBHEI AT — DT A2 & %
3 fELY 2R3 7 < F 72 filamin C, desmin, myotilin, Xin, dystrophin, sarcoglycan ¥4
KR H B, FEHTIL tubulofilamentous inclusion 2MEL X503, T A J XF — THIL
INDbHO L OHFNIAEE L #HE I TS (Kley 2007),

(6). Bag3 R FIE

Bcl-2 associated athanogene 3 (BAG3) | CAl stressed-1 & & FE(XAL, HSP70 °HLT7 AR h— &
EH Bel-2 TOMERE L TY 7T MuiE, L7 A b= A, EASMER EIZEE LT
%o BAG3 I EH & OFIc < L TWD, BAG3 FHEIT/NE CHEATIE 2 2 ok 7=
L. DFEZEO L. WRARICWEDBEMERE 2T 5, T RKMEREEZ G0 L.
rigid spine Z 8T 26035 D, B GOARMEEEBIZZ T, TR CIXm BTN X A4 X —
LBOFTRICIMA T, BETT N b= A2l 2 L7ePmHEEICBIZE S D (Selcen
2009).
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F6E FEEEIA/NF—

I REEMERIEMESA/NF—

%

[

1. BFERMHRL

JRUHSE (protozoa)
A N
~7 07

ZHFH (cestoda)
HESH (taenia solium) & 5EJ2 HUE (cysticercosis)
HESZL L (taenia saginata)
PIVHJE  (sparganosis)

R HEE (nematode)
JEEH (trichinella spirasis)
I Hy (ascaris lumbricoides) & visceral larva migrans

$fH1 (ancylostoma) & cutaneous larva migrans

(1) PV TTFR~

Toxoplasma gondii (Z/&HL L2 A hOSER (X ¥V A b & LI b2 RK) OREES
ATE. FTFENOITH RSN O RN, TFAEEY - a7k & OFRBOEMEOMERIED
RGO R & 72 D23 B Lo RHAD B IR IR ~ORIBBELE b H 5, KIEETHLH R
DHEAFIZA—T A MW A TR SN BENPEH SN 2R A H 5, A—3 & K
T HIH o AREFT 2O THEEPLETH D,

B OBENRLE 5 L, B FHEEMEOTHROIERE & 5O EE T, EHEAC
U U REEIRZ D o D72 SRS OIERIC B EEN ML E Th D, £ KB Z RO E
R EDERMMLERFI G D, AIDS ZIXLHE T HRERRIREBTIIRERENEGE D, 2
WHZITIRIE & & B ICIIE RIS EEIZN, BEHNICC A FRERLND Z ERH D, M
B ORI LI CD4Hlf &~ 7 v 77— T, MO ZRHR & ITER R > TV
(Matsubara 1990),

(2) =207
POTIFARTH ZHE~Z U 7B (pvivax) &5 & THREGINL HTZ0, BUETIE
BTG LT-BNCEBR T2 22030 D, ~ T U TG & b7 ) i MK T/ £
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TRV ERE SN TWD Y (Miller 1988) , IEFERFHRDFEAEMEZIIAHTHDH, HIEL
R OFEIC LD LD H Y | BirE~Z U 7 i (plasmodium falciparum)  DJEEYL Tl
RERCHR R 72 & O BEIEGIDSHE STV % (DeSilva 1988, Knochel 1993), /B #& 5 2 O R 71
REATZRN, ARIMEREEEE O B 72 P12 X MO fHAIEESE L DA H 5 (Taylor 199%),

(3) FAo9kH LA MEHE

THERREOHFIINDHEMEROBRUZ L D 8 N~DRBYENRL Y, Z OB BRI/ MG FA
L. THEEIER, BEERSCEMZRL 2T, b F2S#E- CTHRINSGR S NI BE O T2
EMHHRIIEEERT S L, BN T L, IBEECRA, MK E U oS E A L TR ORER
BT LEZCHE LAMSER L 2D, WMOBM, O ERnLn, #EHmE, KM
DIFFRERIZ DA HE72 E O1E0y, MIEFHREN OO CTHETH S, ETREHOREIC
I CT, MRI, EEK L EOBBRENEHATHD, MHITIFERA S, BFICIXRIER G
LEE SN B SN D,

(4) IMHSE

B (B o0 REEELEL L, S -hRERIEI UL ai Lok
A, T RRME I AE, W, TCHETH S, b PAREELM O (FakLad
B) ICRIE L7 Vv a e lT 5 & SRR FE L. 2O FTOMICBITL TS
SIZHELTT Lk ads Reid, S hEEE0RER LHE bEYET 5, RO
ST BN 1 7 B IR 2 ATREME B IR S T 5,

(5) HhE=HhiE

PRI/, SIS AT HRIT, HOK TR A2 22 R 72 & C O RRYL il
b AMTITAMEL R & TORMIC & 2 BYUGINDEERE Sh T D, ShRAHICEITY
BRI RHB L R NA LN S,

(6) i & Sk MBEATIE
Wil DB TS R A B 5 IR S D & BE N T L 72 gh RUSIBEE & ZRiE

L. JERECAD | FEORERRIE 2 i L CHEIc R Y | IiCTRET 2. —MIZMRE 7
LEVPNTND, ZOBRIENOWEEHZRET, FOBEICE> TRRERD, IBENTE
PRSI, EdE, BRFIHHINL0, BITBERENDH D L MATHICAFCM,. £
D ONEEH AT L. RFEIEIRE ZTER S 5, HICBWTHRENER SN D, DL &
FENL IR fE D, HfRRIZ20~400 pm DR E S TRZFELZZA L, U o/ BRE R DR
HzrED,
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(7) hHAE

TRETEIA =R &7 A U DERPFAET D, HRRIZE TV D3, BREITP/NEL
FEBOREICER SR DH D, WTNBLRORL ERAERENH L2, A =hifEn, 7
AU A HRITREBERS LN E VDTN D, R li#E & bIRGERIMIRICEE L, FOVNG
L., KRICRET 2, BES k< LEMAEE 53, 13 & A SRR TRFURGL 2 61
LoD, HTIIHRNRLLI, AR & BV LEBiEr Aoz L iEShTuns,

2. HEMSLUVERMHR

— BB £ D RIZE G 72 & O D O ROIMBIZRNT 2 b D& EDDH L ENT
Xevy, & ICREARRECIIRAE LT oRE VBN L TH S, BREIX, #HE
7 RUEKE, ABEROERE, KIBE 2 & — B2 b O0MEE & LTE L, mEITEERIREIC
a2 = LIXENTH D, LL, —#izz7 a2 MY O M2k B0 AEESL, 7oA b
UUTLESTABED X H 2, BRICRIELEELLT 20080, BlirET 5, v 2
7T A BT & 5 < OFIFRFIC SRR R T D5 2 R 5, /TR, &
o, JEIR, RO AT A EORFHER E &b, BER PO RIEBICHLER L, B4
ICIRRE A R L ORI 5 Z EMEZEE LU,

HEIC LA RITRERSRETBE 52088, ZUF havh A HvIF, TR
NIRRT EDRERP L L . B OHEBIHEDO—ETH L Z ENMETH D,

3. DAILRMERRE

(1) Mixovirus & paramyxovirus PEfH %

Orthomyxovirus TH B A > 7 )V W7 A )V AJEGCEEHET 2 & B 2 5 2 O 511E /)
RMNELEDR, AICLH D, 1FEAERAS TNV A EIEBEYTH D), benign
acute childhood myositis DA<, PEEMHE 7 A fii78 &0 ThR%Z E OffE & Ul X5
ENIATRENR FERERTH D, BIRIZZWVWEWIHERDH D, B THRITLL, 1HEMIFE
TEIET D, oL, mled OF=e. BRUTaiE 2 £ 5 fl3 s 4T 2%, Mumps virus 72
& 0 paramyxovirus &Y T H FHRDAHRDEIHRER & D,

(2) Ve oA L RAHERR
b MIRIEMMIEZIBZ LI DL ha 7 AL A2 HIV & HTLV-1 235 5 A3, WUz Hou
THIRBICAP RGN TR - TN D,
(i) HIV (human immunodeficiency virus) BEH 2 E M A IE E Ol o 5 99 fE
HIV IZ & 672 9 fiRIBIE S CTh 5, HIV BIESIEMERRIE IS IZ SR, B ALK
bOHMN, DEOEFRMERIEL X~V v« IARNTF=RHONTND, S BITHREMEZ
ALY bORH Y, ZO—EHILER = 2 — 1 VEBROEREZ 235, Z0FNI4S
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7 EUMECH B ER 2R T b O, BLOERE., FEMEMERS SV, GOHRREE L
C zidovudine (AZP) 72 K DIREIKIZ L D & SNAHME, B KO ARIER & LToO—f%
MFEZRZICE DL ba oA L AL R N STV 5,

Z DD HEFEMR L E AR RIZIEEILED b O & FREERICHH DR RN RN
L2V, SfE PRI AT C b . JAREZR AR MRAENSE =D MHC class I HUR OFEHL, LR,
HrAE~D CD8 B T HIRADE 4 70 E LR R & BRI R TH LN DPTRPBIEE S LD,
—7J7. HIV U A )L AL in-situ hybridization CTHRIEMEIRIEHIILIZITMRE CTE 203, MHfRMEN
WZITREB S Tuviany,

(i) HTLV-1 (human T-cell leukemia virus type 1) BEH S E M A IE

HTLV-1 (TR AT T Mg U o LM BV PR et Bt & HTLV-1 BEAHEAE (HAM)

DFKRTHD Z ENMONTND, ZIHOFREL APFL T, FlTBEMIZZRIHR & &
ANEFFRBFEAET 2 Z EBRAROIUN « Wil U 7T HIG THE S, 26 ORI Tk
LA R DI HTLV-1 JEYE T, FEEFE LV @ L shTnd, Lol 2%
R ¥ L OE AT K OB RGeS & IRRYE ORICHA L e 2RI RV 7Z & h
TELT, VA NVZADIEEITIRBEMIICA GND S OO, N TIXFER ST

|

HIV 3 K OVHTLV-1 1281 2 ZH Mk & B ARG ROIRREIL, ZhbDUA L RIZKD
FEUMERRR E VWO BRI E EE BT, MfROFKZMD ECHERFENN 252 57
REMED & %,

(3) ZDfD YA NAMEGHR

LID Coxsackievirus Z XU HETHT LT B VA NVAERIZENH LIZBHROBENRH 5,
W B AN O &7 A L 2 THER S TR,

CHFRTANAZT TETAVARO RNA VA VAT, FFRUSNMC—E27 VAT a7
VISEER & BRI MERRL =2 —a NF—%ED ZERHMBNTNDD, ik (ZHEMHK
(Villanova 2000), FZEfHh4c. B AMKREEZE (Warabi 2004, Uruha 2016) DA G203 HE ST
5. LU, AR D A VAR S Flid v,

I JERRS M RIEES A/ $F—

WRAR LA D JR R THAET 2D RAEVE I A RTF — 1T re, 3R, hEMER SRS D, FE
TG EIIEME X AT — OURZEET 72012, ZOBTIILUT, RGP & W b GEME X
FNF— LT D) OTERTOIFLHGHR, BEHR. BAKFHRTHLR, £nb0
JRRED D72 < &b —HBIC S FRIBIF NG5 L B BTV D, SBEMERIENE I A3 F—
DOFIITZEDIZ BRI, 7 LAX—HRE, WEFEMEMRE, BRI LE S DR ENE
F 1% (Matsubara 2016),
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R HEGGEOSE
1. Polymyositis (PM):  %%f%
2. Dermatomyositis (DM)

us myopathies including sarcoid myositis

. s
© Myosits due 10 graft vesus host disease

MRI-Orientated Muscel Biopsy (MOMB)

Tab. 4 FERAFMERIEMERNIE D DHE

Fig. 43 iR OMERFHHIZENIC ST > UIRIEDHHER
(LAA R T2 LN EERD T, F 4 [ZMRI-orientated
muscle biopsy (MOMB)% 32 i L T %, AgHI#H]
T2weighted image b CRIEZRET D15 SN2 b
OCDFHAIL T, R ETHZRIEL T, Z DAL
o B i A

Fig. 44 23 TIIERA TR Z Y BT £

D iR ENER I, MHC Class IFT/RD

aberrant expression NEIRMEREICL < RDHHN
%, =EHEEICIZCO8+THEAHIRL T3

O HE ,@ MHC class | antigen, @ CD8+ cells



JAEVE L AT — DS EITIAE AR BB A, KT E & (Tabd), F72 b DIZ DN Tk
60

1. 2% (1) 8% (polymyositis)

1975 4ELLSKA# o4 T & 7= Bohan and Peter (1975a,b) D4y TIEL., FIEFERDOFEEIZ L= >
TR & 25 Mm% (PM) BEBISND, Loy UREIERERZ K < SIEMERIE DR RE D %1k
PEDE] S M2 HITHE > T PM OERIZE DL MENE Uz, BUEWAWARE RN H 503,
AT EITHRE PR 2T I EES < PMAZOWTIRR 5,

Arahata and Engel (1986) D#1£2(Z¥% % L C. Dalakas and Hohlfeld (2003) DF2WriL#E (Tab
5,6) EERMAEAS A > 7 7 L > ZA(ENMC) (2004) trial design (23] & #k23 3 T D AR A
1L, HBREREE M T MEREAY MHC class I HUR A Al B 22 H U 7= Al & [ - 2 i e s
PM THDHEWI R TH D, TIITEED BWIEETIL, PM OfEEZET D 7= DI YR
B & OSIEHERA L R 2 BT 2 ZH L LTe (Tab.s), 2D, D7 Y =y 7 TOFEi
IERICHASTREE R b D L r o Tz, T & AMAERADE S THTH, BHOBHAERDITET
IHERIRE O B DAL ABIE SN DBENEmL 202 L b dH Y . PM OfEEZ WL HIZ R
DAILDRERIT e o 7o, EEHER R 22T LAY PM & EEARIZR (IBM) CH@mn£ <, R
A DIRPRFERIIC & WE OIS REE 2B E U722 & i E L TR> T b, ZHhucxiL
THex I EMAETIZ MRI TT& 2RV RIAED RTEEAL ZHEE L 2 OB Z £ 5 MRI-
orientated muscle biopsy (MOMB) % %Ejii L T\ % (Fig. 43),

PM TIIRIEMAIRIE & & T, MO E 5 AN EHENA LN D, RIEMIAIZ
N (=2 FIP U A ; endomysium ) & X SHHRMNICEICR B, HfRHER EICES
L CHUY P & 9 7280, FHfRHENIZA D IAA TV AES LIZLIZBIZER SN D (Figdd), 2Zi
FEHETILIEEEIERRAEZ CDSHT M S L TWAH Z & & RIRFC AL E (2 MHC class 1
PUR O HL 581 (aberrant expression ) 23 H. 5415 Z & (CD8/Class I complex) 23EZ & X1 TC
VW5, MHC class I HUR OB (aberrant expression) (% PM TIXilHFA &3 TORGHRME
(B MR RO D O T, “HYE T CDS & class I 275 ME 720 A3, CDS+H/llE A
A LTV D ODEEIEARHENS DT HIE 2 #E L MBI 238 5, £ L C CDS+HHEIE AN FEEEIEARME L
RALTND Z & Z R IZRENTT 2 I3 E - BME O R E N L ETH 5, ZhiIif
FEE L VUL THRG TR, BLEIITEED R O HE o~ 7 0 7 7 — D OF#HEN
DI D B FEFEHRAE & FIWT3~ 2 2%, SEBEZR UL CId e\, BRI CIiREmAR 23 75 R I
LB DOMITEAT 200, S LITHER T OMBEIRAT 2 OO TEEIZHN
(Fig. 45). JEHAD L)L CTZ OXBNIARARETH 5,

RIS CD8H/ll, ~ 27 v 7 — Y LSMT CDAHMIIE b & ENTND Z &AL,
CDA+H/IE D2 FEZ ST LI E LTV, CDAHIIIE T MO HIE 235 & 0
T, Thl & TR HifdOWVWTNE L EATEY , TOLEDOHTHREZRT 5 Z LITH#ETH
5,
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Dalakas & Hohlfeld IZ& 3 M BEEDBITES (2003)

IEE R
B oW
wx [
IARF—IRKD
HHET »y »Y
Em i e
pram | T SRR o acmEommcnLs
CDB/MHC- 188 &
9/ RN ORI D 5, ol
L2 ek IR MBI

BRE & i
ERIE =L =L

CD8/MHC-1 & : COBRMEMBAMMEMHC 12 REBDIRE wm)

Dalakas & Hohlfeld IS &2 M BE QPN ERE (2003)

BOW B % —
PO #it/;;;i BN
E L3
IFR/F— LD
GHET »HY &Y 3%
B X
R 783 7203 A RMEL
W (& & ZEMO50 " (LERERD L0
RGBSR KB IE) L] TR ER)
ik EW E#®
R B - iR B RERUREE - MERBE | FRREELEE
HURE, AR BB R OEAL.
72 3 e prau DR
atrophy atrophy myopathy)
i $ 9S8
FRIE HY BRAshT »Y

Fig 45. ZHE#x DEIAG © EZERA Mg n i
EE (%) oRENSRE L. HRIckEERE (X
) ICZBELTW5,

S140220Takei Shoko PM 66F A8515/A8519

Tab. 5 Dalakas®MDPM D i2 Wi FAE C I3 et o 72 12 &
AR E O LS L CCD8+HlMEMHC class 1HTJE
B DOFENEEREIILTND,

Tab. 6 DalakasHDODM®D 2K UETITZ1T<H 2 T
A AEIRE perifascicular atrophy DAFFEN EH B I T
[AVSN



2. REfHK (dermatomyositis)

BER R DEEREZIEIANY A he—T% dy hrnr iz siedy hbrkfE, &
a—IBE. VR ZIMER ELEIZN, —EORBRREELZEOLONZ Y, EIIREGF
FRICET 2 OIXEMEBICAIFT 260820 E bbb TV b, W LB %%
TS B ERENEREND 7 TRV BREMRTE 5L bbb T3,

IR BRI AR B X /AN (XY 2T A perimysium ) & AL D R
DFVEIZH B, & <IZIEEIZDTIZD, fiftiE D2 & 20 B JUOHAER RO D
M, & < ATHHRJEPHIC I & o9V MEA) ( perifascicular atrophy ) (Fig.46) 23& 0 . @2WiIEHETH
ZOFTANEERIN TS (Tab.6), Z DIFNEIEF] TR ST W0 O iR &
DI G- T- IR D EIR P BOL SN DRETH 5, Sk A X E ORI I
O ERIL CDAHIIL Td 5, CD20HME S ZEH BT 5 2 L3 5 (FigdT), HEIHMRHETIZZ
o~ rm 7y —=VRBEE N TW5, MHC class 1 HURORFFRBUITTEL TWH23, PM
BT HZEND X DI TIER L, BHFREICTRVMER 23 5, AR I355 3-)E BH
DFEMEAHETIT type 2C BAHEDOHENE L . 2O Z LITHABRRICH D HREN SN & %
TELTND,

B2 5 9% CUL A N o0 if A8 PNl AR L FE 1 BRINEE CHRLIR B IRE AR (granulotubular inclusion)
DHBLT 220352 2 eNELoHEINTWD, EHNEMILE ORD & E =72
R TR BTV S (Emslie-Smith 1990 ), LU, RIEMHRIZIIT HARMEOZNE - H15E
& MRRIRR & i AR 2R O BRI 43 IR S 4T 2R U,

3. MEERIARERE
ZIVE THEMBERTURZ o To i RITE G 2. SRR SIS NN D, R
AR L U CIRIT SN TE 7o, 18R 26 OEFE TIXMEMM R OGS HFRD &
<. 72 AH =7 A/ R(mechanic’s hand; HH TERDF) & FES, FHa L <ITH 1.2 0
MIELE IR, OOEII, ARILEREZMNE B ERLT VR EORERER ST
T, EHIT. HIT Stenzel H(2015)I% 2 DEERE TIXEBITHENICT 7 F v 2 ETeE AR
DR S, E R RE R ORHEO I 2 BTN OIZOZ L7 Eph DRk & R
2 5IRHETH DS L=, Mescam-Mancini ©(2015)i% Jo-1 HUAFSPERE] Tl o & PH CEEFELR
HEDS BB TR B AL, RIED TR < Al s B PHA 2 ( perifascicular myositis ) OIRFEN LB D Z
&5 perifascicular atrophy 235 5315 DM & IX B2 5RETH S & LT % (Fig. 48),
4. F—nNZ v TEERS X VERHRNH %

BIFEIRICHRDEFT 22N H D 2 LITHINALMEN TS, & IZREAMR G R

(MCTD) ., &HMEFMEE, SLE, M) 2 v ~F, =7 L e & Tk < R84
D & % (Troyanov 2005), LxL. ZALHBIFEIHOIEROE S & 58 OFELEE O L i 134k~
T, AER OFEE R ARG O B H ORI GIEFNC LV 20D 5, BIRIRDOIERS FEART

HDHDNELL ZOWRFETIWEINRZN—T5, FUTIFHROERN FAR T, Hiks LTUA
W oNELEDONLE G H D, B TIEHHREL AN IR E T8 E O MR 2 b i,
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Fig. 46 FZJ& /25 TII AR EIR D BHARHE (C E=HE A A
N3 perifascicular atrophy "R 515,

Fig. 47 [FE O i & 8 P = AR ZIEB cell,
CD4+Tcell, macrophage 72 N FEIZHAHND,

Fig.48 #1737 L /Lt-RNAG A EESEHUABERSIE T
I perifascicular myositis &44 {1 F BV 5 FH O %
JEAULIZUIE R BD,




ENERRRRAEDRHAET D2FRE DO S ONZ N, RO CDAHIIN FIRTH D Z L iE
WThDH, o= VUEEREO X O I EMEA ST W O b H D, FAUUT perifascicular
attophy NRLNBEN, L LAZDOL X DM AHOREMELEBETILEND D,

JBIEGR S GO L T WA R OB D REBI O LR, CREBROFT ARG S D 2 L 37
<72\, BWEEECITFERE RN R L BRI SN D 2 L2220, Z ORI & O
R E X2 AU 20D FAET 5 AR & 5,

5. EHEESHHR

DM (ZHEMEEE O AHFRN AL D ENZ L1, < D0z UESAMNICHEN D B TE T,
KGR & T DIEBNC &> TEN G 2B EDOHRE b EZD D & 9~R2%DEHFRPHRE ST
Do —H. ZRMEK PM) IZOWTIEHLNRENRWNE IND Z EREhoTe, L, —
EROFE TIEPMIZOWTH A L D IXmEW &8 ST Y (Sigurgeirsson 1992), A HER
E5~18% & SN TS, ZHETOREP TEHWDITA—A LT VT DO THEE L
72 PM 3l 2565 & 9 B #EEH T (Buchbinder 2001), FEMEAEE DA XX AD 2.0 (1.4~2.7)
ECThHotz, BIEOHETH PM THW & &4 (Huang, 2009%), SLIHTESR A OFOSEE 23 o &
STV D, NEBEEHRIZOWTHa B FRMRAIT STV RV, BHEEOS0HT
FNEEZ LN TWA, FAERTL (IBM) 120 TITEMEE O A O 23 R H LGS ST
B, BENEINL TWD & DDEOBEDN 203 —HITIE 622 23R ST
v,

LU 7 5 P 7R AT I b R B 5. BERRAE D K53 C DM & PM D287l Bohan and
Peter (1975a,b) OZWIILAEIZ L > T\ 5,

FEFHIZ DM CHEMERES O & 0FR O & < 72 DRI K123 2 E TEEdRR S hTu
% (BREAET), EHOFMETHESINTZHR L LT, B ThHirZ L, BHETHDL Z L23%
T ond, FREERSEE CREOHEE, BENSV IREICIEEThH D Z &, FHELT
ICHMERBERBG AL MEROFT NS D Z BB 5D, HIERNO RS & mALHOM
RSB S 4L, W TEEA D, REETETH D Z L BBIT TS,

W AFAET D L BIEERE A DFOMEMEL 7250 GEERIK 1) & LT, MEMEMZ%,
Bt 72 L OBIFEIR, L— —BIG, DAEE. B FUEEHUR. U Lo ERIBAER &
BB & OGP RE T DT RAFIE ST\ D (Zahr 2011),

TR LN D CAM EIEE DR Z KT 5 Z L IXREETH 5 (Figd9), L LEadf
DM O HHZHIEIRE 2N B SL72 72 WBIS D 72 i B 5469 D, Targoff ©(2006)1X CAM #H T
155dDa B AICH T B PR A HiL, FDEAMN transcriptional intermediary factore-1 gamma
(TIF1 y)Th 5 Z 2 WG Lz, ZOHRITHE THEICB T 2 EEED~——& LT
KbHLEERLDTH D, Trallero-Araguas ©(2012) 12 X 5 6 #5312 Bl LA DM FiliZ-> T
DEEFHTIX, HU 155kDa HUfR D CAM # I DIEEEIL 78%. FFEEIL 89% Th o7z, IRICEE /e
DITHER MI FUfR & M EAL 72 S D T, HU5AY nuclear matrix protein 2 (NXP2), B4
microrchidia3 (MORC3) &SHIBI L7=HiATH B, KED O OWE TIXEE I ETH K& EH Th
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Dermatomyositis associated with malignant tumour

HE MHC class | antigen

Fig. 49 V neck fEICsa W HK L BRLELZFEOK
EhH b, HRETIEMEREILE®ATE L,

Fig. 50 41 Signal recognition particle (SRP) #i{&f5
D EBEICE o N DIEIFLMEIE OB E R G IETLIRME
NEMEIZNTIN—TTHET 5, MlZREIE—
FRICEWD  HDELTH, L, FAEKRIC MHC
Class I#L/R D aberrant expression HEWD, H 3

ELTHHEL,

@ HE, @ TC, ® acid phosphatase, @ MHC class |
ag.

Fig. 51 H1 HMG CoA reductase HLIARRG S0 A IE
DOAERG HIRREIXIFEA L 7L FURDHERSND
FTlE, MHC class IFUR D HH I BLAME— D[ 2 & 5
IRRHLE L TUT=H,



TIF1 y HURBED 38%1Z7- L, BT NXP2 UKL 17% D3 TdH - 7= (Fiorentino 2013), A<
HTIE DM & PM & TOHNXP2 HFURDBMFIT 1.6% T, DM OGHEEE ToOmAIFRIL
29%C& -7 (Ichimura 2012), #T SRP Hifk & Hi HMGCAR HUARGIEEESENERIE C &m0
MEWZ ERREIN TN D,

6. RIEBERIEMETGE

(1) ¥1 signal recognition particle (SRP) i BoE £ 5044 5 iE

SRP (I/MaRIZ i L, BAOBELOMHERICES T 2 ZHENEA TH D, ZoaLF
A AT BRI D U ER 28 D B D 4~8% D fiLiF 12 F HH X Au(Targoff 1990*, Suzuki
2008%), UIE L3l OB RIEIC RIS A+ 072 2 & | iR B PRI I X AERRME DS HTE L
RAEAMPIZEI T < . FHAIIEFR 1 MHC class I HT5{D aberrant expression (53 2>, 54172
WA T & MBI BT e o 72 (Fig.50), BIRIN OORR B D72\, i CK i&MEIX 10001U
R DEEE T HONRL, —HICKRERE 7 w7 ) UEERE (IVIg) BREDT 5410
b5, BRGSO OBER W E DREDH D,

(2) $L HMGCoA reductase (HMGCR) $14 B 58 50 M4 ff fiE

Hydroxymethglutaryl-CoA reductase |3/MaRDIEIZH VIREE N A A V2> T, AR
VBRI OHEEE D — DT, AL AT —/VEOASRICEE TH D, HMGCR OHEHRTH
HARF U ORWEHO—2 & U THHBEENM DIV TN\, fikEEZ R 2 3 EBF O PICREE
% bR A & HEBFENB Y (Neeham 2007), & 512 HMGCCR (Zx 3 B Hiik & 9 5 41
DD Z &N BT 57 (Mammen 2011), D, A X F 2 OARIEED 7o\ B Tl K
TROE CKIMUAE Z 7~ 351 O IS HT HMGCR FLiR 23 FN 72 S35 &L 9 1272 5 72 ( Mohassel
2013), WIS BRI ISR IE © . SE AR XV Y RME > MHC
class I HUJFLD aberrant expression 238 5 & D732\ (Chung 2015) (Fig.51), 7= EMEEOE
OB E S STV D (Limaye 2015, Tsujikawa 2016),

7. HAMKFHX (Inclusion body myositis : IBM )
FAEHRIIHEFEIC X 6*[“?%73/*“( E’iﬁ”{ﬂ“( AR, & IR & KBRIUEA
75 & OKRERATHE O N FEE STV, BRRTEIEMEITIET, SEEEOZNRE N I
A AN
IR B AN XA ARME DS - HEFE & AN L O D08, [RIRFZ— 5O Al % E 0 22
fanglg s g (Fig.52), MIGREIZARNICA LN < LI LIFFEBSERHEICES L T
W5, SRR RO TR X CD8H/l, ~ 27 n 7 7 — CDAHMAA WL & o4
<. AR E IZ MHC class I HUF D aberrant expression 23A< 2 ED BN D (Fig.53), f&HL
Y 2l A HET HARMETIZ LIZ LIE TDP-43, p62, 7 I mA RIGMEME, 2 ©%F 5D
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Fig. 52 #HAKBHADHAERG T, BREREZD
RELKNREEREKZOEMNA ED I A/F—0
ZALICIAZR T, K/NOIFKEY Z2fg (RED) EHHRA
DFIRHEZ Y BT & 5 A EZRROZENMERR S
N5,

Fig. 53 #&EX V) ZZRaH B 5 ¥&HE T3 p62, ubiquitin,
TDP43,U > B4, TDP43 R EZHD X /7 DEE
BEBHINAOND,

Fig. 54 #%EX ) Z2fd (Zmyelin figure & LI 2 fEE
EECHEMEDE WHhNZBEERMILI TS
ZRIT. % DIEFEICIZERKI20nm D HRHE M £ A
% DHBEFET 5,




Fig. 55 WL NG HEiA 7~ 3 P ZRRE M AE 1 Langhans
G (RED) & 23 b R AR S JEREEE M P 2 A
e L CTD, A2 ORIZEETL TD,

Fig. 56 GVHDIZCR o=/ : 5RU VKRR & iR D
EHBEH5, =EHEICIILEEAICDSEETHIA N 2 21
|MEEIND,

M HE, @ CD8+ cells

Fig.57 MERXRICTHESIHRE : HEEIMZREIRKX
( polyarteritis nodosa ) MFHAOMEIZIFIMERED
BEE. £, MilgRBL LbICMERODEENR N
%, FhiRift (star) XIEMEEHERT,  fibrinoid

degeneration (arrow)



B, ZOENEL OREEANBRETE 5, EAMRILE THEMEE CIIMEH 20 nm OEIR F
ToVTHRHEIR OIS T, BICEMEY 2 PICE L EROIHER—HMOBENIC A 515 (Fig.54),

8. ZDthd RAEEFHE

(1) RZEEMAHRE ( Granulomatous myopathies including sarcoid myositis )

Eoffifa s & &7 O FEazBErEda bRt SR 2 25 TR 2 v 3 A R —3 A D—43E
ELTHHICRAET Db DE TV aA FIHRETIIIEL ST, FHORIRFEZAL
ftti g | 278 8 72 WM R 2 00 PR ZEENE A R F 7o I TARIE & FESS, AR ER PRI IR il & X B1 T
ERVDOT, T 2 CIRREFIEMEAE & RE AT 7,

PR REME R E DIR BRAR & BRI X — AR Tl e <. WEFIE & 2 D JE B OBRJE I 72 RAEITFR &
NAEN D HHEL (Fig. 55). TRORIE & OB 1E 2 BRI KBITE 5, RilE TlEa
OV Naf F—= ZES BITE . BMEFHHAEIXRFEO RO HRETZN, #%
FHTIEHRICEBT D & FABRIRIEMIAIC & 0 IROWEH THEMNZ RTINS 5, BREDHRK
BN S AN - FEMEOREBO G D & BYEDHI & D ZH M % DIt & iR 03 2 < #EERIN
WELL R D,

(2) BPTHERER ( Focal myositis )

JEIETHER 28 DIFIRITAE 2 7225, FkE & 72 5 OITMISEER 2 13 U & 3 D BASHE-C UL O, By
(IR ME DR & & BICHEN R EORHTEREZ & b 72 HHAETH S (Cain 1998), H A
FEEN, NRIZHHEAEL D D, IREERNCIE, OB HAEICNMZ T, ~/n 7y
—V L U UNKROFFTORENR B, MEOBMILEED Z LD D, AT A RRREY)
THHENZ, DD, HEEEROIZMZ R DB, MRIEMEDOEbE 1L S BIAHE Sh T
W% (Auerbach 2009), E7ZJRETNGIAE Y . RICERBHREZFIET DHINHME SN TND
(Heffner 1981), il TH F23 0 BB X 2B IO MK FIIZNA WA 7 FIR 23 5 41T
WAN, ERTRIENRWE SN Z E06RPFMEHE L LTHESN TV LIB335 5
(Kastrup, 2008), #4145 < TSl YLk R ONEG & OEERIN LI TH 5,

(3) HFERERIERGZ ( Eosinophilic myositis )

HEEER DN A~DIRE Z £ D I AT —IIISHORENH VO | Hhx RREOELSTH D
(Kaufman, 1993%), 77/ dUkGs, 3A172 Eoaz, FiNICI3Td 2 2 FHikiE & 135722 5 A 7%
RIS, 72 EDFRPFFETE Db D& BRI LTz b O 2 KREMEAFERERMEE & FES, 25
DUFFRERIZIEMRE (HES) ZfED bD & D RWb DR DD, EILRIHROME L St
B BEIEORGEEZ & D H OV EERE ST D (Kobayashi 2001), Eosinophilic polymyositis
(ZIZ HES & 382 EDORHRERIT, ff & i R T2 B0, KRR DHEEZ & b7 9
HatEOfKE A & S8 (Layzer 1977) 3d 5 —F ., MEREZSSOLRBERICEHT o200
EENDIR ESEIIREN DV | BRIVZEIAEE CTH D (Selva-O’Callaghan 2014),
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Hoffmann syndrome

Fig. 58 R7 v UG RRE

O HFIRIFEEEETEDBEICHORMEEKR
NREon=A, HHIERBREIETL TW,

@ BHERTIEIHBRERFZOES LRI
[, —HOBEDOE M., BLUHEEOHANE 5N
7=

Fig. 59 X7 A4 F I #/8%F— myosin ATPase
activity (pH 10.2)
type 2 fibre (R ) N"EMICEMRHEL T2,



(4) BHER X8 IR ( Myositis due to graft versus host disease )

9 & NS | R i i el RS A 1 0D 1B MR AE Skt 1 299 O R C IS AR SR BE 1T LA U
LITE 2. BHEOKE O, EERBERIGRE CTH D, RO TIIRCK LD
H I IR BlEE S LN ORAERDBIHR &L HER &b ENZENK 0.55% Th -7z
(Oda, 2009%), %k EBERIIHRT D 0DV, BERCLIE{ORE, £ Lo Itmo
Zth, PIHiNE R E AT 2 2 eI TH D, M RITEIZR EREE ST VW ED
EWIHD OO, ZHRMR EELT D5 RNZ\ (Fig. 56), FrRZTIRBLERIC AR MEE LI
CDS+T a2 R 32 Z & 28D THEEMENEW 2 & 3 5 S LT\ 5 (Parker 1996, Stevens
2003), W%, oo GVHD O#fEOFHE T L HEAAVEETH D, HRNVEMTRAET S
ZEbdHD (Parker 1996), MRI & £ DR TR D EAL DO d6 K OFEIED LR )3 E 72
WHZIZTAMTH D, 1R E LTERINTER, 2B LT, BIBREART v A ROz i)
HFEEHT L ENRHEALN TN D,

(5) M& RJIEMEEE ( muscle change in vasculitis syndrome )

M RN A HAREEiMEZ S BIRZK (PN) . BAMEER) PN, BT 7~ F 72 EMLOBIFRRIC
PES MERIZIMZ T, 7 LA —HRZFEEMELE R (AGA) <° Wegener ZEIEAE 72 & DRI
JEMEIMAE R H Y . S HITMBABIRKCm L 7 £ O EMaEERE 2 E2HEE1R H D, =
D D B TBIET DS 2 V0 OIX PN, BAMEIN PN, AGA 28 Th 5,

MERIZE S22 MR (Fig.57) 1FZEERT, FLMIZ L2 & B2 R maikics
K SBIEE T ILEEOZENE, IS R OFRHEZ 2 D DM, B R IHFEMER B0
REATaA RIBEORE TR X HIEFFRM7 type 2 fibre atrophy 35 L TN, MR KBl § 5 Kl
PRRIEE T X DR MER AR S BLER ST, RIEIALIC B D e DML, &
JERIE O ST 5 cytokine CHe T HARHMELIZ L B, WD by stander DFFEE D FTREM: D
EZbD,

%
%

1. BRIFEE

(1) FRAREERETTESE

R i RE T TR SE CIT M (TR O 2 & i NI T A R 65, MR T3 EIZrhL
c R o, REMBEEL TV 2BFICEERLTVENDILTWS, HREOWEITENS
DORENR, 2 by R T OEOEEN (Engel 1966b*) | type 2 fibre DI DHIN (Ianuzzo
1977%), HEAU#EEDOEA, nuclear clump JERL, BRI = KU T ZEfaZEtk, URT7 AF
Vik#E (Korenyi-Both 1981%)7¢ & D i iy CIERF B2 FT A E ST\ 5, HF & L TR
Fl7e FARBRARLE ANC LD I F s R U TBEREDTUHECER (LAY U B LD FHF 70 R
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HENTWD, FFEADOBHEEZITEZ VMRS U o LV MDY R R & FIR s ne O iE
BERHGIHETH D, BMRRBROREERH LN D2b 50, EFEHCKZRETH
JEGIHRE I L TV D, i Na /K ATP ase OFERETUME & KIHEHAERE  (inwardly rectifying
potassium channel: Kir 2.6) OHEFER FICL2ED YV v AMENTERFENEEZ LN TWD
(Falhammar 2013),

(2) FARERBEREIE TR
FORIREEREIR FAEIC & b 72 9 2 A /3F — (hypothyroid myopathy) 15 K . #5% 2 2E

WETDZLBBVR, BETITIAMHH ZEMRE L b, ~ VT4 0785 hr~—0
S CRES BT 5 & RFTERFER S %) 208052030, BN v 7 IA b
STHROFRHROMEBEENAOND L bH D, HOLPRBOBRMIEREZ L HRD ZLnd
Y Hoffmann JEMERE & FEXN DRI A 29D (Fig. 58), /NRETZ LF iR ELicmini ks & b
72 9 JRAEIX Kocher-Debre-Semelaigne JEfERE & FEEIL TN 5,

Modi (2000) (Z LAuiE, ARG TIEEBEEICa TN har N 7T oENERo=, BEIC
IZ glycosaminoglycans & =27 —/4 > 231L3E L myoedeme DIKAE L 72> T 5,
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TEEAMEDOWFNE & mHEICHEL TWD, 7y U TIEBERET R TAT 1A KA
F—%BIT, TORBITHETITR, EAORMEMEZBZ L, 4 XU VRHEET
SHETCZRLFXF—RPEZEERELETH D, EARMUERIL. BEMIZIET 2V BOEK
H~OEMEBZIR TS, AR EXTF oI mTdy —L%ETA VY —AROIEHEEIC

. HEAOREZRET D, ZORHIHEBAARKOICEE R TH 5 mTOR Z il
L. EBIZRFOHEERFD—>TH % insulin-like growth factor 1 (IGF-1)Z |4+ %, F7=
IVF Y IV DA & b 2 3 SR Thdh 5 myostatin OAERKZ RS HIERHNH 5
(Schakman 2008),

R ERAYIZIE type 2 fibre atrophy 23 EERFTR TH D (Fig. 59). A7 A RIANF—TH
& L D type 2 fibre atrophy Tld, — RLZEMHRME & IEZMEIAEDS 2 BEIC DL, Lovb i
L7 type2fibre AL LTHX DI ENB DD, MRREMERZEMRICEIZT A S+ 52 &
AT SR
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