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AP EIE, 5 B RIS — R 2RI R S FE R D R R R & . i & KBl %
FRIESR D FH I TIRENSH MG E S DRI RIS K S D (R 0-1)
L2, FRIPER R & I R IR, BN TR RB I ALY L IBIRIEDIRE S R D
2, TNDEENT LI LNE OO TEETH D, MFIERIRE T AL o8

MR S AU, PRRRIEME RS B T IIENL T 23R S DI & 2 23, AL BRI R &

&

r%H

DN X A RF =R TOR R T 2 W S 3 5 BB ZMEIE 72 & BISM ) 7 5=
BHL 3, BRI 2 RIERRE P LETH 50, LTS5 $H%E
IR AL & B A S FFICHE TH 5,
FHRERMRAIL, BRARANCH R T ZEME 23 5 2> TR ORI B

BRI OMERT M5 2 N TEO2AMRRAIETH S 4, SHHENRELZTT D
HEIE, B TR EhME SR & AR E OISO A /34 OMERR. I & fhit o
72 ELIITIEY | EFREICTIE, SH BN & R SR A, AR RS TR
7% 8% HoY TRRE A AT 2 EXAEHFARBWHIENHELS N TN D 26, & b O
FERRRA TIE, EPHRIARS - LRF O BR B 2B L, RICEE OREEIUHE T TiED)
HALEAL A BIE L, & BIZHEREIE 2 0R 2 \25R CHEE BN EM OB S & T 7 —
ABZET D5, N TH, MOWMEEINHEIC X288 &L THABIET 5 2 &M &
PERIEDERNC R b EETH 5, REMZRFTRAL LT, HiRERRE TIHEIRIEOEHE

AL TR S D TURE D BIZE v, MR RS CiIbidEa (picket fence) ® X9

REG LRWTFHEMEIND (K 0-1a) 57, BRI AL Ot o BRK Y



HIRRA DGR & | AREEME & 5 EE 2 80 TE RWIGEIZIE, MRz 3452 &
TR BRI R RIS B 8,

IR R A I I AR B DO ZMNZ B W TR R EEI 2 K72 L TR Y . Mtk s
PRREIFPE DRI 720T T < | ki O IR BAERR FHURFEUZ RS W T iV A b e 7 o —,
SOEMERRIR R, IREMERIR R, JoRME S T 7 & B2 22 RIE AR B O Wi 3 ]
BETHD R R~V Y IANT RO I AT =R EOER M I A 3F—I3,
B4 T Db OB OTEREFLH AR ESL O TH v JREMRAE 2 LICIT2hrd
HIEDARARETH D 9, b NOFHREZW Tl BRETHERZ HW 2 < ofafk by
Qe IENHE L TR Y | f/ERBIRE B EET 2 ENEETHD, FTATA
ARHBAKIRM R (-79°C) &AW T2HHE TlE, KOS LT —7 4 77 7 MAV%
AL, RRR O TEREREAG SR 22 5, & 2T, RIREE 35 CRIBEAICEERE S (-160°C)
FETCHENLTA Y2 ORI 2 TOR RS S E 5 2, BURSMEARD) A 2 F 7o kLR b
PYED D B FRMES A 7 &Y 5T D ATPase Yt 2SI & AR JFUE O8I B
HEETH D, REMRFTALL LR, HIRMERZEETII. typel #HE GEFHHRME .
type2 Mt CHIGHME) DEFA 7 A — U NBESND DITH L, MR AT
X A CZ A TOFBMED 7 V—T 1k (FHE 2 A 7HE L) BBl s (K 0-1a) 2,
LLED X 912, 2RI CIX S B R A L O R B O 3 7 15O IR E e 1 e
EDPHIN B SN TR Y . 26 ORAFT I IE S W R BOBERNED L S LT
W5,

YA Ra 7 o —%, oA, 8L FREE L, #ITHEOMH KT 2 2
LHBBYEDOFHFEMERE TH Y | BARIERCFHAEF#, JRRE B T HITHE SN T, fkx

RIEANC SN D 2, E OB YA T 4 =D bHEENEWNLD E LT,



Dystrophin KA YA bu 7 ¢ —CfRENES 2 bu 7 ¢ — FifjE LB >
A BT 4 =72 ERNHMBILTWD 10, KRIZ, Dystrophin KEEAIFH A a7 ¢ —(dk
FORERLBEMEHIRETHY , TEXEROT 2 v =2 XMF I A b 7 ¢ —
Duchenne muscular dystrophy (DMD) &4y RER Oy 1 —RIfHY A ha 7 1 —
Becker muscular dystrophy (BMD) (2533415 2, DMD, BMD OfEEZ KL,
Al AL 2 W2 R L TR FEL D WET v =22 Ty MEIZLY
Dystrophin # /X7 BEOXREEFEHT 5 Z & TIirboivsd, £7-2., DMD EBEH THIES
VT % Dystrophin iBi6 A RO 70%1%, KRERMEKICHE KK - BEEERTHD
Z B R EEEROBREIZEN T MLPA (Multiplex Ligation-dependent Probe
Amplification) IENBIR FR2MOH —@REL L L TEE L TWDH 112, LD X 5722
WHARIZZESW T, B> TREAT-NMD (Treat NeuroMuscular Disease) <°HZA&R®D
Remudy (Registry of Muscular Dystrophy) 72&, DMD, BMD &£3# LA F U 235%
MEINTEY, BEDOFRIFERDIR, 1BFRE, Bin FERR EOWREFT —
SN WD REANATON TN D 1215, —J7  BREFFETIE, v~V A, 7 v b,
K. . K7 EREx 2B C Dystrophin RV A b7 4 —NHEINTED,
E FOBRBET L E LTRSS TE 21822, fioA b7 —0ipEiEs LT, &
O ET N T BRI ORI IREBR M T O TE 22, —RAICE TS
I MDY A br T =D &) REERIEREZ RS RN EXRBERE L THER
SNTEY ., @ o Dystrophin KEAFH U A v 7 0 —OJFRENFIEIIRTE 40 & 135
VN 23825 72 @)D Dystrophin KIERILIAAOFFY A h v 7 ¢ —IZBT 551 7,
EHIZZLNWHDEEZBRD,

A BRI b EM R, MRS R R SIS D R A



HIRWTHEEE N K L2 2 LT k0 | Bk TR &2 245, 1B T DS 2 T
Do ZEDIRINT, BWOFREEZZKIT 2 9 2 TRD 2 SORERH Y | EFRRZHR
REMR 2 INEEC LT, T72bb. (1) FWBRAE IR IR % 38 C R L7z
MBI LT T d D53 BRIEEFREIL ClE Z ORFER 72 il BRAE O3 — ki T e < | B
A IR S AR DI & A EN R~ Y VEEMENCH 2720 HiET A % 288
T OMRPEENFERTE R, (2) HREBOBIKRZWEIA N i ERR AT
b b CITREE T O/ ORI IS K 2 M X A B2 2 25 B O S H e XU AL R
TCEBEIND D, BEFREOFHER LB TE R, 207, LHIFOREX &
JRREDBIEIC OWTIIAAZR S Z W (M 0-1b) o IEMERZEIA TE LW &8
DB TIRER LORAERTHA O T > TnWd, £ I TRIFETIX, ROAv
~ U U EE A O TR BRI R IE A R L ROFIIREICI W TEFRFO S
FEBIFT L & AR BT L & & LR D IR R A AT O 2 & T ROGRBOZMNICH
M7 REEOMNL Z B Lz, RIS, ZRHORBEZISH LT, YA ka7 ¢ —n
b T2 ROFEFNZDONT, ENEIRBLI AT 2T 5 2 & 2l A iz,
RS 3 E ok ans, § 1 ETIE, ROMEBIEFIOFR L~ Y [H
ERFRREZ AT, FREOZKZ BN E LM b2 a2 R Lz, 6 2
T, ROFFREBIZIBCTEHHEXFT R & AmBET L & 2 g U, iR BB 55
K&FH OERE & TERE & OB E M2 FH~ 7=, % 3 B TIL, RO Dystrophin KM R I
07—, RROBRE (I A F=7) &9 Rl ENOR—FHCHELZT 77

RF—b« L 8 —"—DJRKR AR DFHEEIZ DN T, JRERAESH K 2 Mt L=,



F®0-1 AKRMLE NOBHRUEHRES L CHRRMEHRSE
(Muscle Biopsy: A Practical Approach. 4th ed. Saunders Elsevier, 2013IC & %)
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IR TR EROD & 5 HBZNERTE AL
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o ® e R A

EHEHOES A7 —> EHFEHOTIL—T
(xATPaseRfa, BHNEH. AN’EHZHS5DT)

BJ 0-1a 0-1b

B 0-1 1 X A ds T O BIAR A 1 K 2 i M AT 2 KR & AR S PR A S oD B )

(a) b hOEHHEMBRAE TIX, HOBEENMEZ L OMERZBIEST 2 Z LT, Mk
EHRREIEOERI N FTRETH 5, £7o, FREMRA TIX, B O BFZE L&
BT 5 2 LT MIEME L SRR EE ORI ARETH D, (b) EMIOEHHEMBRA T
(3, LR OFHER LR T 20T, Bt & i ol A N#ETH 5,
7o A~ U N E g 2 O 7o R B A T UE, BRSNS T & AW T

JEUE & AR E OEE NN R EETH 5,



%1
ROFBN~= Y v EIEE AR D
SRR AL 2R O RRAT IR D F ST

F- i

R, AR R & PR IEME AR RIS R S % 12, iR A R AR
(ZR U DB OB AR I, MAERHE, BEZENE CDEFEZEME, I |
Pyknotic nuclear clumps (& &> TRESIT 6D, —J7, MEMEHEBRIZIT 2R
FAE LR IRk TH D03, EITHMHMED R/ IARE, HIE, BAENRBDOOND 1%
LU, bR O RUIEZAL A AR U AR P A Fo U T S 7o R MR 2 b 2 7 U A R
BIZBWTRODEEDRH Y | EEROFREBOZRNZ BV THlE OEMNTAES TIER,

L72h3-> T, HE e DOMIcBER Yt 2 F2hi L T, AT EE ORI 2 Hkrd 5 24

o

NP 5 26,

B OB A H 7Rt L LT, ATPase 0T LA U RAT 7 4
— BRI HAL TN D 2781, ATPase YLl Ik & A 7 DA 2T~ 2 72D H
HAL. IEF E IR A TIE typel Mt GEMMHME) | type2 #ifE CHEAGHAME)
DEPFA ZNE = 2B D 12, MRREVERRER TIX, EmHE, EAFRMED ] 73
FHiT D BEEMECE U2 A T OMBMED 7 V— 71 (il % A 7 REL) AR
D HAv, PR LR XEIC LB bEBZ X 6N TNWD 12, —F, TAHIYRAT
7 2 —BYL A I AERRHED PE T R PEA R IV TRMERME N Z < Bl S D

2931 T b OREFRGL AT IR PE AR & MR B OBINICA A TH 505, Y



% FEhid 5 7 OIITHRS AR D A LB Cd 5, BRE P CIIR A ICiR i S h b
AR DI E A ERFN~ U VEEMEICH DT, 2D OYENETE 220,

RRAE 2 A TNIIK L2 A TS L TRBAT D IA T VEEHOT A Y 74— 4
IZE o TIREESND - 3283 & N OFREORELRA Tld ATPase Yeta DU & LT,
it Slow myosin #ik & HT Fast myosin HUiK % W2 50 QL3 Gt ST 5 8435,
Flo. HRAECH LR THEMN (FAMHKE) (C Nestin X° Myogenin 735654
HZENMSNTERY 64 TIHVRRAT 7 Z—PY@EoE L LT, # Nestin T
& & 51 Myogenin ik z W7o S Ye A M RES STV D 447, T b Ok b
W TR IIRER Y & RIS BREYI T 2 O CEB S D 2, B~ U VEENRT 7 1 v
DIRIZBISHMRATRETH 5,

RE T ROBGIRBIEG 251, B~V VEENRT T ¢ kYT TE
Ji AT RE 72 S AR AL B T 2 WA L, AR ST A 5 AR & A DA A 6 S 0D S PR LR AL 2

HREZH LT 2 2 AR E LT,
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2013 725 2019 00 THMNT, HAURFERE R B AT 82 T L 725 #
(R ERR R L OREGHERR ORIFARE. AR, F78E) ZERERL72R 5 B, i
% F2hE L 7= K 10 Bl 15 Blo#ARkE V72, SEFI O HEs K O OB ML 2 2 1-1

W Uiz, JER] 1. 812 OWTIE, KRR AR ® 320 L7,

[R50 d K OMRERL Rk O i BERL AR "7 RORE AT ]

BRI L 72 AR 10% PR R L~ U o CREER . EIBICHEVE X 2pm D%
FZ7 4 IR EER, ~~ XUy - =AYy (HE) Yetas 3506 L7, phikiiko
JREDFIZSWTIE, LY Y=L 77 Ak« 70— (LFB) 4eta, PAS Yefa, H1
Neurofilament Huif % FV 7o i e e 2 Foli Uiz, F7o, RIEHEE S DWVITMmk L2
W L 72 FEBIC DTk, ft CD3 Hiifk, H1 CD20 fifka Ao etz L0 | Tl

& Bz [FE L7z,

[y s lrds L OYRBRED /5]

R PR I A b S ITIERIORIF 2 2 MeE Lic, i A hr 7 1 —IC
DT, #T Dystrophin HiflkZ W7o et DR Rz HE TRW Lz, 33 To
iE A5 2 AR M A R R 80 2 W I R M R AR BRI /04 E L 2 FER Coa e itk

Rz A LTz,



€L

K Myosin heavy chain 2 (UniProt ID Q076A7) ¢ 1929 715 1937 &7
3/ ekiEoRds] ([H] SREVHTKVI [OH]) (2, 6-Aminocarponic acid (Ahx) #
WA LTPUR~7F K ([H] CXSREVHTKVI [OH], X=Ahx) Z&m L, 7HFIC
P L7- (Sigma-Aldrich, Tokyo, Japan)., #IEIOFUREFENS, 14 Hi%Z, 28 Hi%,
42 ABICIBINOHUFHERE 21TV, 56 HIRICERIN L7z, BREX L7= 7 ¥ 1§ % Pt Canine

fast myosin Hrik & L CTHREGEIZHEH LT,

[XZ 7 ¢ 8 & W Geta]
Pt Dystrophin HTAIZ L 2 YIS L CTIHEE 8um O/3T 7 ¢ Y fy % (ERL
L. ZOMOFURIZ & 2 EREICIZES 4pm OUFE2ER L, "I 7 0 0%
W77 4L, AR L%, £ 1-2 1R L TG CTHFIRTE (L O LB 21T > 72, W
KISV 3 o —BiEME 2 Mf S 2 72012, 3% Db kKFEKEEZie A 2 ) — LT
4 73[R L7z, Tris-bufferd-saline (TBS) T 5 43x3 MV, FERFRLUS 2B <7z
DT, 8% DAF LI/LT RN TBS T 37C, 30 A »Fa—F Lz, —kiiiks
LT, TBS TA#R L 72#t Neurofilament Hi{&, T CD3 fifk, Hi CD20 Hifk. #iIba-1
PUA E 721351 Dystrophin Hifk (38 1-2) & 4°CT—Bai &7, TBS T 5 4rx3 [k
Wik, kLKL LT, Envision+System, HRP-Labelled Polymer Anti-Rabbit IgG
(Dako, Tokyo, Japan) % 7= (% Envision+System, HRP-Labelled Polymer Anti-Mouse
IgG (Dako) MM L. 37°C, 40 43fHlA ¥ 2~— | L7z, TBS T 5 /rx3 [EIVEAA,
iR b /kE L 0.06% 3-3-diaminodezidine (DAB) ZHWTHEBL, ~~v k¥ U v

TxgE LT,

10



[RF 7 ¢ O & v ZEE Y]

JES 4pm ORT 7 4 VU ER T 7 4 L, EARFALZ#, £ 1-21TR”L
7o FECHURIRIE (L D ER 24T > 72, 3% DB {LKFEKRZ G A X /) —)VIT 4 43[R
L7, TBS T 53 FIVEEH#. 8%DA%F LIV HINTBS T 37C, 30 4y~
FaN— kL, HFRROSET Y7 Ui, F—O—REULL LT, TBS THRL
Pt Slow myosin HUA E 72 13HT Nestin HUA (& 1-2) & FIRT 1 RS S E 72, TBS
T 5 4yx3 Fle%. BN 8%DAF AI /LU TBS T 37C, 30 73fHA ¥ =2
—hML7, B_O—&PuR L LT, TBS THI L7-Ht Canine fast myosin HLik £ 72 1%
Pl Myogenin $ifk (£ 1-2) L ENZEN 4 CT—BS S 72, TBS T 5 73 [FIFEE
%, IkPLAE LT, Envision+System, HRP-Labelled Polymer Anti-Rabbit IgG,
Envision+System, HRP-Labelled Polymer Anti-Mouse IgG (Dako) ¥ L O
N-Histofine® Simple Stain Universal Immuno-Alkaine-Phosphatase Polymer,
Anti-Mouse, N-Histofine® Simple Stain Universal Immuno-Alkaine-Phosphatase
Polymer, Anti-Rabbit (Nichirei Biosciences, Tokyo, Japan) Z{if L. 37°C. 40 %
WA > % 2~_— kL7, TBS T 5 4rx3 V4% . DAB ¥ XU New Fuchsin Z VT

FEL, ~v xR U TR EA L,

BRSO 2 O T s e ]

JEBI 14, 15 ORZWZHEET 572010, ES 8um OEEY A 2 /ER L T
Dystrophin D% Yea % Feki U7, FEARITIEKIER . 3% Dbt /KFEKEZZie A &
—/VIZ 4 53 [EHRTE L 72, TBS T 5 43x3 FIYeif#% . 8% D A 3 L L7 HNTBS T 37°C,

30 A % 2 X— K L7=, D%, i Dystrophin Hifk & 4°C Tt 72, TBS

11



T 5 4rx3 [\IPEEtE., —kPLA L LT, Envision+System, HRP-Labelled Polymer
Anti-Mouse IgG (Dako) #fEH L. 37C, 40 7pfjA > F =2X— kK L7, TBS T5%r
x3 [BleiEts,. %I DAB #HHWTHAEL, v~ v —0O~~ FX U o Txfbbieta L

7o EFlo, ERZRROEHHMEZEE=2 S br— s LTHW

12
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[ R O E B D5 B 1) ]
RAEMRE, MRRAR, FREICIBIT DIRED AR 1-3 1T Lz, JiEf 1~8 D
FRRRAR AR Z B 2 B P L A 58D . JEB] 1~8. 5, 7 TIIMEARHE DB % . TEW
4, 6, 8 TIIMiREZFRDI=, £z, JEF 1, 2 TIIAMALZRD =, JEF] 3 TITARM
FEARRIC CD3 B5PED T il & CD20 Btk B M2 EE ISR L Tz, DL E SR
LI, BRI 1, 2[R = 2= RT— BB 3 IIORIE MRS, TER] 4, 5 13%
FEMARMFE  (polyradiculoneuropathy) . JEfG] 6 (IR Y == —wm/3F— JE#] 7, 8
ZEMEVEFBEIE & 2Wr L7e, ER] 9~15 OMEHERRICIR A T8I S e o T2,
FEG] 9~12 TIIFHEMEIZ Y RPN EEIIRET 282807, JER 9~11
T, RET 2 RIEMILIX CD3 it T #ifa & CD20 Btk B MIfE2SRIE L, iEH]
12 Ti% CD3 Bt T Ml MBS Td o 72, SEF 13 TITABAREN 0O /N I8 | B
R 3R T D18 5RO, EF] 14, 15 TiX, WS 2 72 0% Ye 4 C Dystrophin
DRBEPTRZB O, LLEOFREREZ S LI, JEF] 9~11 IXHMEAHFH 2. JEF] 12 132 %
PEZE . FE] 13 ITRRAERKE ZEARSE . JEH] 14, 15 1% Dystrophin KRG A b a7 ¢
ERW LTz, 2B NT 7 4 LU B WY Tl Dystrophin OZE L7

QRERDBGEO N T,

(R o> ffiidk DJi BEAL AR 7 A A5 ks L OV b A 1]
TN/ NALRRME. BEZEME. MmO R/ NVRIE]L, B8, BAENRO b (R

1-3) . JEB] 1~8 Tik, /IMAIbRRME F 7213 REZEN 23807 (X 1-1a, 1-1b) , ZH BT

13



N TOREFNZIBNT, FL Slow myosin FHifkFs L Ut Canine fast myosin i % FHv 72
TEGRIEYE T, M. EFRRE O W7 ST D/ N eRRE & BEERE AR T2 (K
1-1c) . 7z, JEBI 4, 6 T, MY 1 7EHLA D (K 1-1d) . EF 1~3, 6
UM FHBRAE D P E 2788, Myogenin MR 2 9 5 Nestin Bt 2R 072,
F 7= JEH] 6 TIE—#F D Pyknotic nuclear clumps 7% Myogenin [5G T & - 7=, SEH] 4,
5. 8 TlE. Nestin BMERMEZTRD =N, k%X Myogenin [ TH -7,

JEF] 9~15 TIEL, MfRHED K/ MR ZBE (M 1-2a) . $T Slow myosin FLiE
F L UL Canine fast myosin Fiik% H\ - “EHAE YT, EF, EARHEDO TV A
I RB = Rl (K 1-2b) o 2 OIEF] TRERRAEDBEIE 2780, BAEHRRHMENIC
BT 5 M OR% 23 Myogenin Bt Th o70, F7o, JEF 9~12, 14, 15 TIEM
MMEDO R/ EBREZZ R L (K 1-3a) . F/ERMEOMILE D Nestin Bt TH 0 | FFERRKE
AT B K%/ IMABARE 72 KEE 2 Myogenin BT -72 (K 1-3b) , L EOFEHEE S

JEB] 1~8 Z PRI R TEG] 9~15 Z MR A L B L7z (% 1-3)

14



5

PR IEMERR B R & 20 L7z 8 filrh 3 il Tid, MRk I W Tl &2 380 72
N, BERORKITBE SN ol TIAN Y +~vTFI2a— FORY =a—a/8F—
TIE, BALARRIZ IS 1T D W SR ZEMECPRRGERME D iV D3 S AL TV D28 4890 AREEDJE
BHIHRAIRIZ BT D BRI TH 0 R EORE LIRED R Z — 3R> Tz,
o, 3 =F a7 - vaF U P —ThER Y = 2 —a F—DEFRE R H 0 51 K
EOIER S AR DRE 2 38D 7=, BLBED 2 CIX B OBARITE Z Sz, Zh
& DIERF)TIFRRSR U 7= fPHS O PR AR SR ZEMEDN & 2 ATREME DM S 4172,

TR L A FiEIX, Dystrophin 72 E DX L XV B RBEMERT H 2 & T
i A Rr T 4 —DOBWITAHMNTH 20 @E TR A 2 0B L2 5254, RETIE,
T 7 4 YR & Tz Dystrophin OEGe 24T - 7223, ZE LT2 Yt fE /G o
Nniemot-, Lizh-> 7T, RO Dystrophin KRG A a7 4 —IZo5W\WTid, Hb
<V CEEMETIIEZKIN TE RN EE X bz,

—J7 . RETI{T > 7L Slow myosin ik & i Fast myosin HLila T2 7%
YetlZ L0 | ROFGHFED /T 7 0 U TY, Y A 7 ORI TH D Z &
WRENTz, B RO Fast myosin & R & 2 TIRBURIZRIZEIG Lo 72728,
RO Fast myosin ZHUS & 3§ D HUEZHHIER Lz, Birhitds L ORI SRIC L 2
AR D ZAC D BB /R RFEIT . B IRARRRAME D W T S M D/ N ALARME. BEZERE
K OW#AE X A TR TH D 12, REOWFIE TBIER ST M. S FHRRHMED W 5 3%
ME3 D/ A bR HE & BEZE X, ROMRIFEMETREOT X TOEFIZB T, 2Wcf

M7t R T o 1o, e & A 7R b ROMRRITHER R BICRREOm WAL TH -

15



Tes, TRTOEFITIIBE SN o T, TOBME LT, HifiE s 1 7L 2R
IR T FEBITIR, RSB L 2 & 7208 o o ATREME S B 2 B LTz,

b b OMRRIERIZBW T, fHEEMas L OEARKEIZ S 1T 5 Myogenin &
721% Nestin OB EE STV D 9547, RED ROFHHRBIEGNZ BT b [RIFRDFE
B RS — BB BRI MR BRI B\ T, M 2Y Nestin Bk, #0% Myogenin
Bo It O FRARAE I X AR AR & IR S 7z, — 07 © MBS R BRI RB W T [RERD YL,
INH— 2 B R TR AERS Myogenin 1t Pyknotic nuclear clumps % iR 7z,
Myogenin £ 7213 Nestin [ZBLFHE, T HFEHD AT D Z EAM HIVTUN D A3 425557,
Z OFBNEAEE IIBAAREO TR T2 MO TR TE o Tz,

ULXY RETHWARL~ D CREENT T 4 YR TR RTE 78 Sa el
AL TFIEIC L O BICHREE R B REEOmWE L2 RS A Z e R TE
Z D ZOFHRIIROMBEIFIER R E & FIFETETRBOENNCA M TH D Z L HVR

S,

16



R

ROBRN~ Y AEENT 7 4 YR TEMARE THEREDOZWNIISHTE S
FIERRRA L PRI IR A MR Uiz, FREBWNICI W T, F T IR R & ik
REEERNT D ENEDDTHETH D, £ 2T, MRV E & 5 MK 8
DGSERBA PRI B 5 22T 2 BT, ROFEBIES] 15 B (K OMRRIFER
PRER 8 i, FRIRMERRER T 4] OO R~ U CEEST T 4 AEARE T, @
T OMMR RN 2 TR B LTI 72, ft Slow myosin Hifk & 1 Fast myosin $it
% WSl £ 0 | ARIFEMER R BIC IR\ CL B, SRRHE D M 5 2N 255
/N LA & BRI L O BRME &7 1 T EHME S BIEE S HLTc, 240D DR UL M)
REBTIEA Lo 72, £, i Nestin Hiff & T Myogenin Hi{f % FV 7= o g eta
T, AR BIZRB W TC, HIfE 2 Nestin Bitt. £%% Myogenin Bt 0 FAE R
ISBIES S AT PRI ME R BT 3B T b AR D Ye b 2 /- 3 it & 2 Wiz 238
DT BAEE IR DWW IUTER S 2 AT T E o Tz, LLEORE R
/25, it Slow myosin Hifk & Ft Fast myosin Hiik % H 2 e i, RO
R & I ME R B O BRI A - Tod V. T Nestin H4K & T Myogenin Hiika H

Te Sl d, RN R BB 2 BARMEORILICA M TH 2 Z RS,
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FEB B RiE R B DA EBAL
1 A4 Y77V AR 4% a1 N o )7
2 AX ZTZR=)L-LKUN—= X R 9% RIsER. PR, SR
3 AR HiE AR 827 A LHZSEH
4 AX FZAAY-N¥Z3a—h AR 8im4sr B BIBGEAL. BIEGEGL. H®ESALL. #ESRAL
g s . ISER. EHI=S5ER0. LRI _SERD. HAIFARMRA.
> TR S=Faryadoy AR OE S hevumE. KB EE. BEEAS. B
NI . RITERS. LRE=SERF. HAIFIRMEE. KERIUGERS.
6 A4X Z7IR=)L-LKY—=/N— X R 115% B, B
7 AX Dx)ya-A—F—-RyIJO—-U AR 12m  LREZSERA. RIEEM. KBRZSEAL. BEER. SR
8 A% Drlba - AHeRYTO—s X2 145y TSI ERFROE. KR, ARG,
RIERB
9 AX Uz)l¥a- -d—F—-RyIJO—-Y AR 1% AOSARA. fAUSARR
10 X i@ XA 4i5r B RISERS. KHE
1M 414X =2 AR 11m6s B fIEEf. KARIUSERS
12 4 )XY AR 11®97 B %W
13 4X 2=Fa7 - -varotf— XA 625 B %M
14 A4 RXS=7> AR 0115 B SBEBH. TG, SEREH
15 AX S=ZFa7 - -Yarotf— AR 1258  EB=8EM. KERIUSERR
F®1-2 REREICERL—RIUE
EIZ Ja—Y AR5ETT AIREE TRERE{L DALIE
Neurofilament Mm, 2F11  Cell Marque, Rocklin, CA 1:250 7L
CD3 Rp Dako, Tokyo, Japan Rtu  #4LE (121°C. 109,
7TV 77— pHB.0)
CD20 Rp Thermo Scientific, Waltham, MA  1:400 7L
Dystrophin Mm, 1808 Kamiya Biomedical, Seattle, WA  1:100 #JUE (121°C. 104\
EDTA/\y 7 7 — pH9.0)
Slow myosin Mm, Sigma-Aldrich, St. Louis, MO 1:4000 #LE (121°C. 109
NOQ7.5.4D EDTA/\y 7 7 — pH9.0)
Canine fast myosin Rp Sigma-Aldrich, Tokyo, Japan 1:100 #JLIE (121°C. 109
(B1EHE) EDTA/Uy 7 7 — pH9.0)

Nestin

Myogenin

Rp, N1602 Immuno-Biological Laboratories, 1:20 &L

Gunma, Japan

Mm, F5D  Dako, Tokyo, Japan

1:560 #0E (121°C. 109,
EDTA/\y 7 7 — pH9.0)

Abbreviations: Rp, Rabbit polyclonal; Mm, Mouse monoclonal; Rtu, Ready-to-use.
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B 1-1  ROFRFEIE R B OB FARE (a, b) F6 L ORI LA (¢, d) .
REG] 7T (CEVEMERBEE) . L8R (a) o RBRTEARS (b) . WERERS (o) o JER] 4

(ZFEMERMRIE) | AIEOEAZOM (D)

(a) HE %eta, /pafbitiids JOVMEZER  (b) HE Beta, KEEZEM. (c) 51 Slow
myosin LA L UL Canine fast myosin FLikz H 72 “H@EY, Slow Myosin
BEPEDRFRRAE () 3 X O Canine fast myosin (IO FRRME () O 2
FfE 9 D REEZEME,  (d) T Slow myosin HfA&3 L U%t Canine fast myosin k%
Ve ZEHRE Y, Slow myosin PO EF#ME (JRE) 3 KO Canine fast myosin

e DR FGRAE Ok6) TNENN T N—T %S 5 (s> 1 7FL)
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B 1-2  ROFIFIETREOMMFARE (a) 6 XJUSEMB LR b) o

JEG 14 (YA ha 7 0—) | SER.
(a) HE Yeft, ZEfEskiER X ONBERBRMESIRTIE L, O K/ IR EZ 2T 5, (b)
F1 Slow myosin $1{AF L O Canine fast myosin Hiik% 7z “EREY, Slow

myosin Bt OERRAE (FRE) 3 X O Canine fast myosin Btk O RRHE (G56) 2

EFYA 7RISHMT D (S A TOEY A 737 —2)

b

;‘; | AGadih pe
<4 e [ P ¢ i S
'OIJ*»- ‘ | P K}a@ 5 ,‘ A
ST T DR MAGET
- e : »
‘ ‘.(!'3\ o s “'s-\"i:
- Bl o 'éﬁ‘-‘ & axiae o
X 1-8 ROMIFEMEMEEROMB IR (a) I O ERkE 5 (b) .
SEG] 12 (ZIMERIR) « 22,
(a) HE Y, B/MEBIR 72 KRB OB 263 2 FAERMRME,  (b) Bt Nestin ik
X Ut Myogenin iK% H 72 “EG R GG, FFARRMEOMILE 2N Nestin Bt Rta)

ZoR L.y FHAERRHE DO IMEB IR 22 KRUEZ N Myogenin it (Z8€) &7,
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ARETIE, MREFR A BV 48 BHO RITIWN T, SHHEXIM A F L OFh R 4 52
fiti Uy RIARFFEALES & OV s dEAL & AR EL AT iz & &S, B OFERE & TP RERYZE L

OB & FREIE L 72,

23



k& Tk

[EBIES K O k]
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B 2-1 ROFHREIZIIT 5 REA 0 $ 5B FT

(@) fEM] 13 (A bv 7 ¢ —) , #RIEIE 20~200pv FEEE T, FAMEE 72 i3 =4E1E
DY, #riEH B,  (b) JEBI 10 (iR) . SHMEOBMEREIY BELE) 25—
DIETKET D, BEKERE, (o MEF 4 MREEMRE) o RIED 1mv 2L EH
. EZHEALEAIEAE LY, SHEREAL, () SER 9 (iR) o KOKRFID A
THEMZE )L TWD2, HEEMMEEBEMTHY | 1T A EFRRE L7, HIAKE

(VAN
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RRAF VG iR
HIRMEDZENE HIREDIRIE  HIREOBLE e 54 TEAL

Grade 1

Grade 2

Grade 3

X 2-2 ROFEEITIIT 2 REA 72555795 BT A

HARAE DM, AHARHEDBSER KL OV, IRIGIZMEIE HE Yot R 2 T U BT ARAE X
H1 Nestin HUAAE T2 fufEYeta, ihsiE 2 A 7 HE{LIZHT Slow myosin HUAF L UYL
Canine fast myosin Hiik% H 7o ZHEAEGER A, ik~ Y - MU 7 m— LY

T,
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BRAE B F8 EEAL/ B MBI S BIEE S VT REBI O R BT IZ, W OBEBIZSWTH 7

L—RODEEREbLEW, FTANGASEAEITZ L — 1705 3 £ T,
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0 733

@
=1

Percentage
-
o

0
o =}
o
@
~

Grade

QR R F VB IEARIRHE

80

QO IRHEDIRIEE L UBEAE
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DEIENERLEV, TR DGE1IE 7 L— ROEIERE,
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%3
ERATZE L OYREHRZRRIT I E-S<
KOG IEMEGEROZKE X UK EEMER

F- i

1 EBLOE 2 BT, ROFEBORFIHR M KO B EH 2
EEBH Uz, ROBIHEREMEFREBORNTIE, YA ba 7 =2kt & <5
ENTEY, & hOBREOETT LVE LTOFAM L RSN TS, 52, Dystrophin
KB A b a7 4 —d, b —RHY A e 7 4 —T, Z<ORETHE SN
TN 2386, L7eio T, ROMEEHIZETIZ, Hiv A be 7 4 —OEH#LRZHR LU
JRHEMEANEE CH D, AETIX, HYA a7 o —nREbzKIZoOW T, RHEZAN
B ROESAERPHRAEZ O CREMIT 21T - 72,

K@ Dystrophin KRGV A b v 7 ¢ —1%, X #ESHER T, FICERO
HERIZHEAET 2 %6, b b EIRRRIC, SeaR M &0 IR B S, e s 4 o
Fr., w42 % X7 ToH 5 Dystrophin BN5eE F 72X 0HNC KT H Z LT, i)
FRMEDZENE, BN HEITT 5 28, SERKIEANL (RO X Y REEHMENR A a7 ¢
— canine X-linked muscular dystrophy (CXMD) | &i#&#rS41, B F® Duchenne
B A b7 4— (DMD) (ZHHY 3% 87, CXMD &, F—A7 >« L FU—s3—,
F77T7 K= b R == E—= Nl 5T 20 RFELD ECTHE SN TWD 3,
KA 7 1 =—(C Lo TUERSAFHM N R D70 & READOZERER R ST

B, o, MORBHIARAE yYEBILOT 7T =L L ) —=A_—THERH
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V. b h® Becker Bfi A hr 7 4 — (BMD) IZFHYST 5 EB X BTN D 8889, 55
1ETHRFILIZL 21T, B~ U VEERNT 7 4 Y % iz Dystrophin D5 s
BTITLE LR R 25NN =, KO Dystrophin KEEH P2 b1 7 4 —Of

W, kB Y BRSO R 2 W e e E 2T v = 2 Z 7 a oy M K DR
PLEE T % 5254,

FRFRIEMEY A 1 7 ¢ — myotonic dystrophy, dystrophia myotonica (DM)
X, FRECREEOIRIIER (R4 h=7) LHETHEOR KT 2 85 & 3 5 WY g
PERBPEFRE TH 5, DM IFERE(R 173875 DM1 & DM2 (248 s, DM1
Tl DMPK &{5F. DM2 Tl ZNF9 815712 CTG F721% CCTG D KK AEEF A A
S 9092, DM O I AEBEFILTE BRI S TWVRWA, WT ORI TH R
(IR L7 RNA BN TEE T2 2L T A DAT T4 TREPEZ D EE X
HILTUN D 9395 B K TlE Dystrophin KA A a7 ¢ — L6 A TRAEME O
WIBREPERR R & S, MREIORE, BRAEREORE R L ONEE TRE T2k s h
DI, —MRANIEF AR FEM S ey 0, —J5 T, Ko DM OFEFIEE T D
HTHY | FKEE BRI TH 5720, ZEHCITERAFLARE SN 2 TR IR
BRMETH B 96100,

FT7 7 R—=n s LM =ANR—IHEBOGERETHY, LR L~
Dystrophin K#ERIfF P A bra 7 4 —IZZ T, F L% A /3F — centronuclear
myopathy (CNM) 234k TG ST D 101107, 575 R—)L « L K U —/3—0D
CXMD 1%, HAEE%D DT 6 BELL T ORECRIE L, BEOWECET, e TR

WERD B, EITHEREBEDIZO TH AR TH S 108, Ziizxt L, CNM 1% 2~7 » Al

TR S BIE L, BB RTIPECIEENLH, R 2 o R Wi ZEfEa8n b b, Bis
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BT H R BRS RIS T, £k 6~12 7 A TEIRIERDZE L. TES R 100104
CNM % PTPLA BnFIZRRZE R B Y | PCR AT L 0 B8R T AR L v R
Wr A 3R S s 106107 PTPLA [INERGEEAEHC B 4 5/ Ma il R ErERESR Th 5 08
109.110 - CNM DRI AT OV TUIABA R AL,

KREDHIFETIT, By A ha 7 4 —RE8ONTZRO 9 FllZH>NWT, ERAEH
FHIRER LOREMREL E/ L7z, 2095 54k, ENOH—a 1 =—TEIH,
BHINTWDETITI R—L L ) —=RN=ZZH LT, BB ONMHEED
FEF DO—ERTIH 5, T b DORBOER A FAVRHEIS L OYREL PR Z B 62T
%2 & T RERAECHRKN AR L, 5 1 =B LU 2 = ORGE L7c2iiEof iM%

BRET 2 Z L2 I E LT,
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k& Tk

[iE )]

FEG OMEEE & 3% 3-1 1207 UTe, WA & FEifn U 7= 5 tin O [ER 3451 GRES] 1~3) .
FAEEROREDSER 1 4] GEF] 4) . FIMAEm L7277 7 F—L - L MY ——5f] (E
] 5~9) 1T OV THER LT, JEB] 5~9 (2O Tid, FEF ISR BARS L, fi ., MIEER .
WD, i, KRR e & a2 Lz, JEF 1. 3, 4, 7. 91251 T
1T, EREESARRA S FEM L7z, i, JER) 13 1%, # 1 HEB LU 2 ECTHREIC
FHWTIEBITH %,

FEFIDOBRRIERICONWT, K 3-212F Loz, JEF 5~91E, WTFHbEND
Al 2w =—PNTHERF S AL, FIRE] GRRERFOFENL 3~5 5%) (CHEIOM: I K ONE
ITYED RS VERRZEN 2~ L, BIRIICEREEE L 2B S @K ThH D, 2 b DfE
BNZHONTIE, 2 =—DFRAKEZER L, 70 =—HNOBEERDEARER DA IS

WTTR AT,

[ PRI A ]

BAEHRRAIT. HEX - FREMMALLE Neuropack MEB-9404
(Nihon Koden, Tokyo, Japan) % F T3 L7z, #RMZERAE L LT, EIMRE
B, BRARERE, FIERES ., MRAHEA TR E & U CRIERILH %
RXRA 2 I Lz, £/, MBS JOMRER, SERIC Ko TFEER ORI L Tid, [

BT ER 2 TN T B AR I R A & S L 72
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[F BEAR R RO A S S UM e ]
MR TR IS &0 BRI L7 AR, 10% PR s L~ U o TREE

%, EBEICEWES 2um ONTF 7 ¢ VHIREER, ~~ %2V - =4 Y (HE)

=\

I

BaEf Lo, TAENE 1 ETHM L2HREZ VT, $ Nestin Hiik % A 725
7))

Nt

Yut, Slow myosin §ifA&3 L Ot Canine fast myosin Hiik % U 7= B G,

ZIT-o 77,

BRSO 2 O T s e ]

Dystrophin OFEH A #Hf4 5 72012, TREC L 72 iAo —# 2, k%= H T
HERCBEE R E THRAEI Lo A YR Z R CHGEEE L, JE S 8pm OGS A A AF
R YL A N LT, BRI, 3% D b KFEKREZTL A X ) — T 453
W2 L7z, TBS T 5 4rx3 [BI¥EH4, 8% D A ¥ A I /L7 i TBS T 37°C. 30 4l
AV Fax—k Lz, £O%, § 1= CTHA L7ht Dystrophin #ifk & 4°CT—BrUE
S 7z, TBS T 54yx3 mIBEH%,. —kHifk e LT, Envision+System, HRP-Labelled
Polymer Anti-Mouse IgG (Dako) Z i/ L, 37°C, 40 /A > % =~— |k L7z, TBS
T 5 rx3 mIPets, R#ZICDAB #HWTHRAL, v~/ Y —D~~v h¥ U U TEA

et Lic, IEW R ROBERGM#SEZGE= > hr—r e LTHWEZ,

[Dystrophin % > X7 'EOHMHIB IR Y 727 VL7 I K7 VESIKE) (SDS-PAGE) ]
7V F ALy MTTHE L7ZfP i % 1.5 mli@EO0F = — 7128 S, 100-200
pL @ Modified Laemmli sample buffer (70 mM Tris-HC1 (pH6.7), 10%SDS. 10 mM

EDTA) %#fNZ. 20,000xg. 30 /MDELETST=OE, BEa 2 o7 Bhlitik &
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LCEUR L7z, AR L7z o # o 7 B % BCA protein assay reagent
(Fujifilm Wako Pure Chemical, Tokyo, Japan) (ZX W lE Uiz, & /37 By R
TER DVWIZ 2-mercaptoethanol % 5% DIRE T X, 95°C T 5 pEVLEE L7-, HhH
L7cZ 37 B, 10%0D SDS &R Y 7 7 VLT I ROV & HW - ERKEN
DoyBE LT, KX X7 20-30mg ORENE K L— T T T A L, KBy 7
—  (25mM Tris. 192 mM glycine. 0.1% SDS) 1 150 V O EE FIo T 1~1.5 1%

FEﬁ Y*@J L/ f:o

[Vozz o7 my K]

vy hREREEEI = N7 271 v b/ (BIO-RAD, Hercules, CA) %=\ T,

45V DEEEFT—BpA T Lo ~DTa YT 4 T EATol, T ayT 4 v 73
X 77— (10%MetOH, 25 mM Tris, 190 mM glycine) = H\\\/=, 7 a w7 1~
THRTHR, ATV UrEROVHE L, 5% AF A I L7 0.1% Tween 20 ¥R
Tris-bufferd-saline (TBS-T) (2@ L., =T 1 7 v o 7B L7z, U
Dystrophin & (FeEda THEH L7-H D L [F—) % TBS-T THIR L. 4CIZT—Hf,

THyFUTROAT L ERISEET, —IRIURRIGHR, A7 L2l L,
& L7235 TBS-T T 30 /e Lc, ZIRPUARSUE TIE, 1% AF 2 b7 5N
TBS-T T 5,000 {77 L 7= horseradish peroxidase (HRP) IEi##i~ 7 A IgG ¥ XL
& (Jackson ImmunoResearch Laboratory, West Grove, PA) % i\, =R T 1 K[
oG EE7, BN TBS-T T 30 Zffieid L7z EH, ECL Western blotting analysis
system (GE Healthcare Life Sciences, Tokyo, Japan) (24X ¥ %t =+, BIO-RAD

Chemi Doc XRS+ (BIO-RAD) (2L X REMH., #EE L1,
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[PCR LT & 2 s 1fiRdT]

FEBI 5, 6 3L OUER K 20 GEFINET 52 n=— L iZfEBERORNT 7
Z F—/b+ L b U—s3=) OffffigiA> 5, DNeasy® Blood & Tissue Kit (QIAGEN, Hilden,
Germany) ZHWTA—h—D 71 k 2/LICHEV DNA 2 L7z, CNM D5 K& s
FTd % PTPLA® exon2 (2 O\ T BRI 75 A ~— %\ 7= PCRE & Efi L 7=,
BRI PTPLA Tli, MEBTERERS] (SINE) 78 exon2 [ZHiA S 41, BPARITIX
610bp, & B TX 848bp D /N> R S D U il L7277 A ~—(%, Forward,
‘6-CCT CGA AGA AGG GTC AGT GTA-3’; Reverse, ‘5-CCA GCC ACA ATC ACA

GAA GTA-3 Th 5,
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S

HEDEMF K DR EH] 1~3)
[ VLR ERY AT L]
BRI R 3-2 (ICF LT, JER 1 OFHHERMRA TIE, A
FEENL, S, EAEAEME. 4 F=—HE LD, R 3 OEHHENMA T
(. MHE B FEENL, BBIESE 280 7o, MRS ISRV T, BRI %
FAPRAREHE | EAMEHEMORIBIINTNHIEFR Tholz, 7o, FEMREICE
WT, FEAREEE, FEHEESR, FRIRED DTG IER Th o7z, MREFHES K

REMRAL (ROERIPEA R BEMMRE) ORRLIERE Tho7z,

[ BEAEAE 22 A0 AT 736 K OV sk b A A L]

TR EARRR R, SR L PR A R 3-2 ITE LT, MR TR, E
(ZFRARAE D R/NAR[R], 5B L OB S, JEG] 1 TIEmimiE DS IIH CTh
o7 (K 3-1a) . JEH] 2 TIEIABMEDO K/ NARFENBHE CTH Y | ERBMEE LR LT,
FTo. RMEOBIE 2 BAEIEICRD . ME ORI L2507 (K 3-1b) ., %iEf] 3 T
VL FBRHE D K/ NRRNTHREE CTdo o 7223 LB Th V) | BEAEHHMEN I M (
a7y =WV IE R AEEIREL T (B 3-1c) o SER] 2, 3 Tid,
JEB) 1ITH AT, AR EE CTh o7,

H1 Slow myosin Hi&¥ L U1 Canine fast myosin HifkZ V7= — B RE YL,
TliX. & TOREFITIER 7M., EHMMEDOTY A 7 3% — %G8z, #t Nestin fi

K% W= fm e o, Tk, SEB] 1 T Nestin B O BAERRHEDN BUEMEICERD H - DI
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*F L (B 3-2a) (ER] 2, 3 TiE Nestin BPEO B AERMENFE A TR L Tz (X 3-2b,e) .

WP DIER] & BRI ENLIC & DA DBRE ZRENIH BRI > T,

[T Dystrophin Huifk % 7= g Yeth]
CPEYL AT BT, ER] 1 TR Dystrophin O HAK T, fEHF] 2, 3

THHHIEELD Dystrophin OFEBLURIEZRBO7Z (X 3-3)

[#1 Dystrophin §iikZ =y oA X o7y 1]
VAL 7 ay MIBWT, EFRTIX 427kDa @ Dystrophin O3 R
DR S ey, fEF 2, 3 Tl s ieho7z (M 3-4) , 7238, JEH] 112D\ T

IR o7 vy NEET DD BB E E R TE o iz,

RRDGHA EP 4)
[FE LR ERY AT L]

BRAEHTHREAR 32 ([TFE LD, SHHFEMNBRA T, FIAREMOK
TRICEEMNDO I A F=—EZRD (K 3-5) , MRAREMAIZISV T, Eh
PARE R AR S, A IS B EMIRIE IV b IER Th o7, F,
FMEICREN T, FEEEEE, FRHESR FERELOThOIER Th o7, #f

REF O B RE A (PUEREA A BNRA) OfRLIER ThoTz,

S BRALARSEAOT 535 & O AL 20T 5

BRGSOV 2 R 3-2 ICE L oTe, MMRBIZTIE, M
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PRHED K/, EHEONTER S X OEMkR 28072 (K 3-6a) , £7z. /b
AL BOL LTz, —H O Tk, BYZEIL (Pyknotic nuclear clump) #H79
L i 2707z (X 3-6b) o 7eds. HRER L 7o hAEAR I 13 RRA AT e 7 ARAH AR AR A
PADIRID T,
P Slow myosin #i/&F L 01 Canine fast myosin HUiA % U 7= o Yuta Tl

FRRRAE S A T DBV A 788 — 3 Sbiv, BRIMRICE £ 2 1ER T ORRRHED
Slow myosin [EIEToH - 72 GEFRRHEENL, type 1 fiber predominance) ([X] 3-7a) ,
F7-. Slow myosin 3 X O Canine fast myosin @ 512 5l % 7~ I A RRHED ZHGE O
HAL, RYZESL 2 A 9 5 ZMEitiElL Canine fast myosin 51, Slow myosin [&4: T
BH-o7= (K 3-Tb,e) . #i Nestin Fiffkw H\ - et Clx, WEREZH T D Ml
Nestin 2% T& - 72, HL Dystrophin Hiifk% 72 Yt ClX, Dystrophin O IER

IRFEH BT,

TR e L p Y= N—DfA] 2 7 =5 SRR A ER5~9)
[ 5 % [Xfi#tT)
JEG 5~9 Gt 975 R—+ L N —RN—DFRHDO—H %X 3-8 IT7%

L7z, FEDBIGERNII A DN 2T,

[FE LR ERY AT L]
BXEHPAR B E K 3-2 (2 F LT, JER 7, 9 ORHENMRATIE, &IE
ik L ORI D RE D DARiE B FEBAL, BHIESUR 2580 72, MRmEmA ISV T, &

ARG | R ARAREE B I TIEH 72 o 7o, A MITEEENIRIE O TR L O

50



B ORI 58Tz, 7o, FIEMREICRE W T, FERAREDEEOEIE, FEHH
O F R8O T 2588 72, Ml 2 5 SR RERR A (SR AP A FE i S X R )

DFERITZNTN S EH Th o7z,

(73 B i AT L]

REN VA E R O FERE 278D (K 3-9a) . JEfH] 5~7 CTITAMFAN; DA H
BETH- (M 3-9b) . F7o, BHITEEDOREILNE, BiEEOIEEIIZEO b
7z (¥ 3-9¢,d) o FERIE, T X TOMEKCRAMENMENTR CTh -7z, JER] 9 Tix, L3-4 H
FIC W THEMIBR I E A 22 L, B2 8 LT, SEf] 5~8 D, Fhfids L

RAYHRRICE R I A BN 2T, FOMODIEERICEERITIR SN o7z,

(kAR o0 T3 BEAR AR PR L]
FER] 8 TITHFREFHFAR DR O lifids X ORI b 278072, SER] 9 TiX
JEIB S TWIzERAL () TRk 23807, T OMORERTIZ, ik

F ORI O RE R R T 1T S LR o Tz,

[ 575 AEL Rk D 973 IR 7R T JL 36 L OV i ik i T ]

TREEALRR A0 IR PRI A R 3-2 ITF & 7o, MIERBICIL,
ARRHE DZRE, AAHEDEEIER L O, AIKILAE . MMM LA RO 720, Bisk LU
A, BRMEIE OFREEITFEFIC X 0 F7p o Tz, Wit O ZME I X 2 8 o IR kiZ 261
WE LR b (K3-10) .

RIEE R ORFRIFR I IEBNC L k& TH o 7=, JEBI 5. 7 TILFHRRHED B D
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Zitads L OR/INAIRL, Bk, SEF] 6 TITAMMED O F ANEDZENE & MfMEDZNE, JE
Bl 8, 9 TIIMMMEDEIE DO K/IAFZRBDZ (K 3-11) , FOEFHFRHEI DV TIE,
FER] 6 THUL L., JERI 8, 9 TEZR LT,

DU DB ¥ Tl St DK/, FdMEOZEME, L, AIKILE.
Mefb &2 RReO Tz, ifED AT TH Y . T OEHHHEII R oo oTo, £, 26
T/ ERRMER L OMERZR O (M 3-12) , AL OWREITRHIT, Rk~
BHCEVIEETH oo, BALE A TIIREDREICELRD o7,

H1 Slow myosin Hi& ¥ L U1 Canine fast myosin HifA 2 F V7= s Yu o ik
S BB O MBS TEER . S ARBRKE D W 7 23 F e T D/ INMALHRAE B D WIS A
Wiz (X 3-13a) . £7z. JEF] 8, 9 D—EOM TIX, MhsriEZ 1 TR b 2Dz (X
3-13b) . IO EIERHH T, 1IEH KT~ T Slow myosin B D fHRRHE D EI A 3%
LML TV GEMBRMERENT) (X 3-14) , £7=. [FEZTliX, Slow myosin 3
X OY Canine fast myosin Ol 5 (2B % 7~ 3 AARHED 2 EGR D B 7=, Bt Nestin Hiik
AW E YA TR, RO BRI L OYES] 5, 9 OFEEHDO—ET Nestin
oD R AERKE A B L7z (X1 3-15a,b) . JiEf 8, 9 IZ41F % Ht Dystrophin Hiikz ]

W et Cld, Dystrophin O IEH 7238l 2588072,

[ PTPLA & fx¥fiFAT]
PTPLA & 5T D exon2 |72 7T 4 ~—% iz PCR TlE., [EH KB
FOVEH] 5.6 DEEIRFEY D43 X341 d 800bp 725 900bp DAL E (R H XA,

AR D 610bp O/ RISz o7z (4 3-16) .
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5

ARETIEH, YA a7 4 —=RRONTZROEFNIZONT, EXER TR
L OB AR 21T > 7=, £ 72, Dystrophin KIEAH Y A a7 ¢ —% 2
57012, &f)T Dystrophin ¥ N7 EHOREBRZFHE LT, SHIZ, 777 F—/ -
U~ = =D FHREIEFIZ DOV TIE, IR OHEE & CNM OB Fid b Fhi L
720

$L Dystrophin $ifA%Z W= @EREH DLV = A X 7 1y FOFER)
5. JEB] 1~3 % Dystrophin KRG A b v 7 ¢ — L BMr L, ES 1 & 555 KR
JEG] 2, 3 Z5E2KBANC/FE LT-, RO Dystrophin KEHRFHFT A ha 7 4 —DER
FRAIEIR T, @R, R E W TIREERETH Y | EF 1, 2 ORRAERITIE S
D LFBLL Tz 1, —J5 0 EG] 3 CIXEMSANC LR R T B A8, EHED
AN A 2RO I b B 6 BRRIERIZHA B Tleh o7, KD Dystrophin X
PR A hr 7 o —TlE, AfRkICEIE, BAEPBIEI N, KT 72 & DR
FER A R S WIS EBI A STV D 15, ZhbaBxabtb L, RO
Dystrophin KR 2 b 7 ¢ —TiL, JER & AR ORRE DN EEE 3, B BN

PIAEL TOLORETHERBGIIITIER IHET 256000 L BN, YA

ﬂ

Fa T ¢ =BT DR DR & BEEM OBEIZ OV T, & HITREFBA L
THRETT 20BN H L EBohD, £7o. BEA7 L THET % Nestin Bt O FAERRAE
IHERF] 2, 3 TOHRBDLNIZZ D, DMXT7 77 F—b -« L b U —_—DfFER
(2T, Dystrophin EEKRBEROFHT A b7 4 —TIIHBENER THDH Z &2

R ST,
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t F®O DM TiE, BRRIERE LTIA =T %278 ®, I4 b =—/EE RN
ETHMEKIPTA & EAEEONTER R L ONEYEZ L, EAAHEOEI S 2N 5 i
ARRRAERRAL 72 & O BAARE 7 AP AL 2 FFAIZER O 5 90, A [EIDO R DIER] 4 IZHB VT,
[FRRDEERAELR . AT AL, JWBEHERE I R E2 5RO 772, AEFIZ RO DM &
2 LT, R, EHFAEEALIZ DWW T, IEW 7R RO Z A OB A fRMEOFIE 2
70% T 2 DITXR L 12, AREGITIXEMHIAEDEI G 23EIT 100% TH-7-, K> DM
IOV TOIREOWE Tl AR L FRRICIA F=TBLOIA b =—fE, @
DNTERETR EDOFT AR b h | BHMMEEAIZ OV TIEE RSN TE LT, AE
Bl CRRD IR T RRHEDITZE (myofiber splitting) AN STV 5 9100, 2 o |

=—EIIAMEORER] 1 THERO LU, B M TH I A b =7 ZED 22 U7 7% R

ChR

TROLND EHEINTWD K )T, REFFENREFEMTIIARveo, L,
F =T %MD I A F=—HEIX, DM RERMEI A F=—7 EORB LR B 5 Fr i
Thb 5 9, FEMBHEENL b RIAR ISR BRI 2 MR AL TIE 22 WS, EBEONTERZ &
HHOETRD LG E L, DM 2358 < B 9, 70 EFMARHEE L ko DM1
& DM2 (ICHSBD KT H 5 75, ATEGIDOIRGAZEI 2 A 3 5 ZRErrie D S0 YL ik )
Tt h> DM2 EHEEIL T2, S512, Slow myosin 5 X O Canine fast myosin
DI GMEZ 7R LT ihdiiEl L, ) &l O PEp e E 2 H 3 5 type2C #ffE (>
A7V FfME) IS T25EB2 6N, @BEEDONA T Uy FHfKEZ, & ho
DM DB DS & —E9 % 9, L&V, DM OBWHZBW T, EXERFERIRFH
BEOYRBLI PR ORI 5 2 E B RCEHE L B X b,

JEF] 5~9 I OWTIE, kDT 77 R— - b F Y —3—D CNM & |37

AT REREEZ N, 77T =L L ) — =23+ 5 CNM TiL, &
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(ZANBER . DU O VTNL O ZERE A FL B v, FRREAC IRRAE O K/ NARTR], Fh#kiE D ST
B RO EDOFFRIEZGITIN A T, HLE M 2 RIS O 5, S 61T, /M
TERRAECTEZE M. AARAE & A 7R b 72 & ORI LI KO ARAE (type2 #RAE)
DN EEZ RO H 2 & HHE I T 5 100102 BEERIIZ ERATEIE & 2l Shiz
FIEFOWME S H 505, CNM IZRFEAY AT L TIXZRV 105, FER] 5~9 D4 @4
ZRIE, FORRIENE & BB U 0 B ORI ZE . DU 86 1 o0 15 UM 28 A b & ek
JFEPEZAVANRAE S 2 HRRINZE T db 2 o MIERF D ZEH IS K O DA e (T 212 3k
TZETR T < | BB FIRBOR R, FHRNLBEFERNBO LNRNST22 LD
CNM #&BE Lz, F7z, FBIEFH, PR KO Dystrophin OFEUK T 2374 5307270
>72Z &5, Dystrophin BHIESHGE L2, AIECOW T, [Fl—2 v =—TF4
ECFAE L TV D Z & B X OYRBOILEED b IBRERREEN DN T2, & OBEEE
RUTHIE T S HER S 7=,

FEB] 5~9 D IUBCE & Tl EB 9 % R CHRSHER 2 BHE 70 T3 B 71
R BN TS 0D B3 B S RAE O W7 A3 ZEME T D/ MA LD D
UNIREZERE, RAE 2 A TREHE R & ORI L 2R T, E o, MRS AT K
OV BB IR A DR F 1L, BRI AL O il F 72 1 3R 2, 36 JOWAPRRIC X 58

He i 0 B I 2 R TS ) | TR ILEROMRAT & A RO OO s — 5

\

L7ginode, —J7 BIEMAAR TR0 bV BHAHEEIIL. DM i Y A hr 7 —,

FTRMEIANRT =7 L kkx REMERBICRD b D R REL Th 5 2, BB
TIPS ITER D ST, B & 1387 DIRBR AT 13 2 biviz, /)
JRMEZEAL, & SR MEZE AL ANRAE T B RIS O W TIZARB T - 7228, MO 72 /55 i

VERRE R CTd 5 Laminin a2 KEFRIFH Y A b v 7 ¢ —TliL, MR X OV o i\
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FZ34iF % Laminin a2 OKIIZ LY | Bt = 2 —m SF—RET D 2 ERHRE S
TG 181, HE5T, 577 K—/L« L h U —R—OREICBNTH, MRS
L OWRE OB T DA T D0 T ORFICOVWTRET ZLERD D B2 LT,
PLEXD, 18, 5258 THREF LICZBNET, F 2 DM OZKIcAHTH
STeM, TT7 T R—=/b - b b U == BEBIC OV T, RN & s o8
BIMRREECTd o 7=, FHEERE L O ERFEIZENATO T . ARk E 7o 12
BNEESNI R A BT 5 2 L TRROEMNAZIT> TW5D, LIER- T, fEM &
PRESFPED W T ORISR EH T 5 X O iR EOEINNIE, FEOIRK TH 547 751 R

HERTOUENDHD LEZ BN,
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KETI, UA a7 — DD R 9 BlICONT, 1 58 KO 2
B TRA L IR EES K OGRS S & B ORI L 7=, $i Dystrophin #ifk
BRSSO T A S LT a Y hOFEE S, JEH] 1~3 % Dystrophin X
RO A b7 o — LB L. R 1 2o KR, SR 2, 3 & SE AR S
Uteo JEB 4 1250 Tl BRFRIEIRD S 4 h =7, 34 h=— B H ML+ 5 HER
FIT AL A OO PNAERGSS S OISR B0 . SR ABAAEREAL 72 & OSBRI T LI 5
WT, ROFMRIEIES A b7 o — (DM) & 207 L=, 6 5~9 IXfREOITHR K

MTHHT777 K= L b U —="—=T, BEREIEE & BT OEE DKL, T

TE

BEH DR IEZAL & AR PE AL 2NRIE S 2 WA N 2@ T DR T h - 7, il
GRS

O S BNl L7 i CidZe < 7B TR THRER

o}
pin|

1 D %A
(72 BIR T ERDBED DN oll b, RRKETHEND 20 4 3F—
(CNM) #BE LTz, Fl—av=—=7T, [ZEFE—DOFEERIZEEL TND I LEFHED
@ L0 . BEREEEZ R E T D HHL OB R BN DL,

LLEX D 51 B LU 2 B CMET L7Z22Wnkix. R DM 022 H M
Thole, LNLARRG, 777 K=/« L M) = _—OFBFHREIZ OV TIE, FHR

PE &R IR ORI SN EETH > 72,
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®3-1 FEHOWEF

FEBI Rig TR Fiip B AE 1 DR ERAL

1 Yrlya-d—F—-~RyIO—F AR 2897 B £ EBZES. BAFREGE. BERES

2 RAS=FY A2 OB AR RN, AENF. BEEH

3 SZFaT-VaFIH— *Z %24 A £12 RIS ERS. ABRIUTER

4 HER FZ 8% iR GRS

5 Z7ZR=)L:-LKY—=)— *ZX  4m8+s B Bk IsERS. RUBLENI. RUBODEAI. REM

6 S5 Rolb - L kUt 2 5MI05A  H @ﬁle%\%E%\wﬁﬁﬁ\mﬁﬁﬁ\

BBEOENL

. . BITERS. WG SRR BIROEAL. BUROEML.

7 S—JL - L RU—/\— X2 5 F
777k h = W smor. emoan
L BITERS. ABRPUTERS. ABE_SEAS. BUEBM.

Sl LRY—N— X2 &
8 ZT7IKR—-L KU 864 B II:3 B, R EEOD
9 SISR—JL-LhU—/N— A2 1E3,8  #E  QES. ML, LH-ES. ARES. AKEH

*3-2 EFIORAER, BRAEPN. REABPNE L CRREBLFEE

BRABEOTE HRES
AR RV
B EHERER
* ARCERETE SHEBEATE AR Bl 5 T DS i
R R i 2
oW ast myosin (Nestin)
" S ERBAL
1 SR E# WIEBEE et
AR FRE D KN
A R=—HE o - SER. SRR
L B OET. B o ERREE
EBREYAI I/ —>
2 WTEE NA NA (R B U B
-~ FpI2. 3 W)
\ " BHERB )
Sl iy FRIRHED KNAR
| BAIDIE
4 EHTE s ﬁgff%i%%F RAE DR SR &L
E NP T SRR
5 NA NA
6 NA NA
BRIEOER. KRR B, EHRED
WAHENBIIREET BIMOTI, BIE. Bk WHDERT %
. B FRESEEORIE | SUAREL S, MBLRE BEE AILEESD 3RS
(EXREE) FRLREDET BB @) (@51 et
L HREER FRIRIEDIET
PO w5 TR
8 NA NA (16, 8. 9) (EFI8. 9)
WABENBIIREET
. BRI B BHERB
FREREDET BB
FRREOET
NA © S L
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X 8-1 JER] 1~3 OFFEEFT AL, HE 4, L~ U o EE R,

(a) JEFI 1. BEMIFRANT, RO, (b) MEF 2, SMER, MO R
INRFEIBRE TH Y | IERBRMEL 2 BT D, £, iRt OB 2 BIEMEIZRED 5, (o)
FEG 3. L =B, F#MED R/ NRENTEEE TH Y | HEDFHIRMEDBEILZFED D,

BFERHENICHENE (w27 v 7 7=V H 53R ANEEICRET 5,
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B 8-2 JER 1~3 DR LERIFF K, T Nestin TR Z HW 7o fpfedeta, AL~ Y
> [ 7E A Ak

(a) JEB 1, BEAITFARMAS, Nestin Bk o FiASE 2 HUEVEICERD B, (b) JERT 2,
SMIERMT. Nestin BPE/INED B KB O BAERMENTEZIERT 5, (o) JEF] 3. Ef

—HEM, BRIV T, Nestin IO/ NMEO FAMMENEEZ TR T 5,
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X 8-3 #L Dystrophin iR % N2 g Yeta, RS Rk,
(a) 1IEH K, hAfaiiz Dystrophin O IEFH 2B 2RO 5, (b) EHF 1, Akl
@ Dystrophin ODRBHUK T 25895, (¢, d) JEFI 2 I X OVERF] 3 TIX, Wi s i

> Dystrophin MO /KIEZ 72D 5,
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EER  EFIZ2 I3
N

427kDa —> .
b

250kD g w—

150kDa s

100kDa m—

3-4

4 8-4 #i Dystrophin #ifk%Z == 2% 7oy K

IE5 K TIE 427kDa @ Dystrophin O /3 R&R©H 5705, JEH] 2, 3 TIHXROH 2,
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| M{ f" '
ﬁ*ﬁm] ’ Y /’W g M m‘#}'ﬂ'ﬁ"'rlwfrmfnh*“*mmn«ww-'““"“’“"“"“”liw”
| 200pv

3-5 100ms

X 8-5 JE( 4 OEHTEXITRL, il

S ARFEEAL O 15 T 5 & IRIE O MR & AR O ZAL % 458 2 B IREBAL O 3 o | =—

HEERD 2

63



X 8-6 JEGI4 OFJRELFT R, SHEBL AN, HE 4o, A~ U »EE R,

(a) FHRRAMED K/NAIFIS L ONEIRRE 2580, ML E R 5, £ W

AR T DM E 2 R %,

clump) ZH T HAMHEEZRD 5,

(b) —HOFHR T, BYEZEIL (Pyknotic nuclear
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X 8-7 JEG] 4 ORIEHARALFRIRE, SHIML A, T Slow myosin fifk (a,b) B &
Ot Canine fast myosin Hifk (c) Z MW@ (b, clddEftl ) . A~
] 5L
(a) IRRAES A T DOFFA 732 =KD, EBf#HE (typel M) B TH
% (type 1 fiber predominance), (b, c) Slow myosin (b) 3 JU* Canine fast myosin
(¢) OWGIZHIEZ R it e 2B 0 5, 7o, IRREER AT 2 ZEhiiE (R

F1) 1% Canine fast myosin Bt (c). Slow myosin &9 (b) (%&H]),
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8 I e s S A A
OB OO®C VOO0 eO0000O0 URUoooUmom

3-8

B 3-8 JiEfl 5~9 4 G777 F—/ s L EU—_"—an=—0DFRM (—HkF),

FRIRRIC EREIEAE 238 T REB] 2 B DU (JE) F72i30 () TR L7, FrEo#

[ SN SNy gAY
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X 3-9 JEf] 5~9 OIEARAIRET L, ZEMASEM, Ao A,

(a) KEG] 6, PUBCHARF AN EEICZEMT 5. (b) IEG] 6, MUSHAR OZEMI B (RED.
(c) SEG] 5, Rl (%) ANEBEICHLRL, FHCTE (BH) TEZE, (D) ER 8, &
IEREDS SR L, RRICTES (B TEAZE, MRmEIIERAICFIR L, M, E5 bR

HHND,
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o

X 8-10 JER| 5~9 OEIEF ORNFRELAT R, HE Yeta, H~ U U EER,
AHNIEE LT, B0 ZEREIC L ATGBOIEE L ERD S, EF 5 b) .9 ) T
VIAGRRHEDEETE . FIKTEE AR, JEW 6 (¢) . 8 (e) TIXEE DML ZRD 5,

FEG] T (d) TIE, WiRHEDZEM, IR,
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X 8-11 JEW] 5~9 OMEAF OFRELET R, HE Qeta, R~ U > EERHR,
JEB] 5 (b) . 7 (d) TITAMRHENEREEICZEM L, BEOBMALLIRD S5, FEF] 6 (c)
TIEFFFRRMEDS OV AMEICZE S L. Wi DB 22 /35, FER] 8 (e) . 9 (f) TiZ

FERRRAE D ZEME TEE T d D08, TOEMMEE 2 1T 5,

69



@
\
-\
N
L
N
hY
'
Al
A
) ]
NS Gy N
‘3.2&5‘.’.:,‘

v
\
e 1
2 a0
3
.

?
A\
NG

X 8-12 JEW] 5~9 OREFG OFRELTT R, HE Yeta, R~ U > EERHR,
KER] 6 (¢) Tid/hafbirieds JOVINEZERE, EFI 5 (b) . 7~9 (d, e, f) TITARMEE

MiasB %, JER 7 (d) TIEHHEL, HEFI 8 (e) TITNBENIMMIRTE &FED D,
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X 8-18 JER] 8 DFFERHRRAL IR, HT Slow myosin FLiE (GRE) 35 L UL Canine
fast myosin Hiik (Fxfa) Z MWz EEEYRG, B~ U R E LR,
(a) &/, FEfh. EBMEOW T 1M D2 REEM, (b)) Bk, B, e

ENTENR T N—T1T D (HfHEZ A TR
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X 3-14 JER] 5 ORI L PR, HT Slow myosin HLik % v 72 6o Y
f, R~V B E R,
EFAR (a) OEREHICHET, EF 5 (b) OEERE; TiE. Slow myosin Bt

DIFFHEDEIG 3 L HINT 5 (EBFHBRMEENLD)
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X 3-16 JEf] 9 DOREMHIRL R, T Nestin Hiibk & FW 7o deta, Hr~Y
6] 7 A Lk
(a) B, B/IMEARR R R 249 2 B AERHEO ML E A Nestin Bt 2779, (b)

R, REAN B TR WA RRHE O MR E 23 Nestin 27577,
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fEFS  fEFI6 EBROD EBRQ

1000bp

500bp

3-16

X 3-16 PCR {:i2 X 5 PTPLA s+ DfENT
EFRBIOVER 5, 6 OEEMEFEY D/ RV 7uh 800bp 75 900bp DALE (2

HEh, B4R O 610bp O3 RidiH S,
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w T

AW TIE, IR R & R EERE B OERIICEH LT, ROMER
DIFELFHIF L O EM IR AE ARG Lz, 5 1 ETIE, RoFv~ U CEENRT
7 4 YR E W THIRBEOZBNITIEH T & 5 %l b P FE L Mt Lo, £ OfE
4. $t Slow myosin Hi{k & T Fast myosin HuiR & 720027 Juta i, AR ME A R 2
(23T 2 B AT HRAE O T 5 S FAE T D/ INMAELARHE & BESEME 3 L OMIRRME &2 1 TRk
T D 2 & T ROMRRIFEME R LD & MEEREOEINCAH TH L Z LR S
N7z, F£7-. Bt Nestin FL{E & 5T Myogenin FiiEz H W 7 de el hstEmE~ERIC
B HAERHEOMIICENTH D Z RSN, & 2 BT, HEBOSTEXT
S & IR BT R OB OV TR U7z, B R FEAZ AR MR BT R M N m <
FRAE B FEFBALIGYESIR 3 L OV G AR MEITRBFRERMEN RN E RSN T, Fz,
HRHME B BAL/ IS & A RGN, 1 O B PRI I Z e - TR S D W]
REMED D B 723, AT IAMED BB MEORE 2 2o ARSI BEE U, %35 118 M o0 B O
kb L BT S Z EAVRIE S LT, B 3 BT, B 1 BB LUV 2 ETHRET L 7oIREE
TR LU ERTFHZENEEZ S LIC Y A a7 4 =DV IEFNIZ DU TREHT
Lz, ZORER, IA4 b=—tE 2R L T 2MEMAT A, mEEDONTEZR L UERM
FRAEENL 72 & O BRI A SO CUREME Y A ba 7 0 — O "l iET
DT ENIRE I, AL TEIRR SNVCZWED A MR RS T,

AAFZETH 6 20T L 7c BRI RIS L OYRBEL AR IS ST, R

DD JEME R B & R M ER R B OB 7 u—F v — R 2Bk L7 (M4-1) . D7
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B—F = FTIE £ ZHFRFOHENRETRDO LD 4 DORFENIE ST
PREA L, I, R~ U o E R Z O 7o B P RIS D W TR R
OPEL BT D, RIS, MBS UTC, SR 2 V72 Dystrophin # 237
BORBAFML T, YA a7 —% 2T 5, FC, LRFFRFEN & L TR
WREN A, AR LA RRF I L LTy B, Sl BmRAE D 7 AN 5 /N (LAl &
FEZEM R L OWhARE & 1 TEME 28I 5 2 & C MRIEMERRBOBWIN FRETH 5,
Flo, IFN=TEAD HREBOZKITIL, REHRRFEME LTI4 h=—lE%x,
TR AR S U TR 2 Bl 2 Z &L T MREETY A b e 7 4 —D
PWIRARETH D, ZOER 7 v —F v — MI, ROFEREBOBENISHTE 205,
KIZSBAHEIZ 22 D72 o TR (MO R THENTZHER) bFEELEL, 5% I 60K
BIZOWTOZBNELHEIE D 9 2 TORELMRFTT 272010, Zvb DRED T4
ENDHEFZHONWTLLFIZR RS,

LR BN EZRBD DI BP0 LT A &R0 e W IRBCIHRF R
IRFFIRZE LGB IR WRBIZ DWW TR MR R R R (= = — e " TF—) 3 gt %,
D& REEOBWNTIT, R EMZ RS 52 L BREE LY, =a—n/F—
E. EORIRIC &0 gl & iR BRI E N 508, ERAEFLFRIZ 2 6 OfRil
T D72 DIZiE, R % & 1 TEEEI OMBIDEMRE 2 T 2 NER H D 115,
ABFFETIE, BB OB E R OfE RIS CRMEREEOFEEHIE L720,
Za—uN\F—DIFME R ETE R o7z, B T, HZEMERREEST Z > -
NU—EERE7 EOREHEN B V= 22— /3 F — |28\ T, g ks K Ol 28 Ry
DY T 5 A T OEMNE CTEHD BRI AT FBWEME N AL ST g 4115, —JF K

Tl BPESFMARIRIRRIE (7 T A4 7 < HRRE) SSEMMEFRIE 2 & OBEETE
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SABRIRATICRE T 2 MG 03 B 5 03 W T b Bl e ERUVE B2 W7 L YE [ TR 37 &
TR 116119 A PR 22 C IR ERME S B O R AR A RIXIE & A EEE S T, Ak
DOFLH TERE IRV T b AGE SN AMEIANICH 508, BRABZMAM RO Z LOEREE S
T BN TII, V—F OB M & L TR AEMOERZ G 20BN H 5 L5
bbb,

ARBFFEDH 3 ECTIIMHMEME YA b7 4 —&2BB LN, IS4 =78k
ORI A h=—BEEDDEED S L R AENEEA RO LNRWEER L LT,
HRMETZITHERMEI A h=—D0FTF o b, BRI A F=—I%, BN OENIKSF
P Cl F ¥ RV OEFIZLDBIEMEARE TH Y | BRI F=—ITHFln) b &k
DRIZFBNT, FIEECEMRETTHEIE IZRE R L CRIET 2 2 L M DAL T 5 120125 S
REI A F=—13Z ORFETREFRENRH L0, BETERORETY Y v 7 - Ty
T TIUTICEBNWTORHRESNTEY | 1T A SRR 59Ty 120122 S
KMEIA F=—IZRBT, BEHDOA 4T v/ (Na, Cl, Ca, KF ¥ 3/L) (ZBHEH
THRIGFERFICEY | IA =7 MR e & OBRIKIER Z 23 2K EREE T v
FRNF— LIRS 126127 b F O, HERRECIA P MEOFEZHR LD
ZC, B AT B O RS A AR AR A AT O R R B R B R RS
D, T ¥ A A_"F—Z2ERI LTS 128, RIZEBWTH, AWFZEDE R
TR E LT EREIAF b =—25FLHT ¥ re X F—OEEHFRIZWIEZ T
TOVEND D,

AT LTI A4 F=7 Z b nWiiv A2 b r 7 1 —|%, Dystrophin X
BRIV A M7 4 —DHTHDLM, b N TIEREL 7 BEOFREN e 5 50 Tk

PLEDBHY A ba 7 40— S TW5 129 527 L— ROBEMEEIEZRDZIC

77



b BT, FEEZK T&E o R BICOW L, Dystrophin KR LIS DI D
YA ha 7 4 —2gbid, RTIE, Sarcoglycan K% L O Laminin a2 K%
i A R 7 4 —IZOWTDEDREFIRE A 8 2 A3 1801831 i OFFRIDOFFT A hr 7 4
—?"%< b Dystrophin KM & [FFEIC, EREAELIIVZAY T ry MIE-T
BWINFEETH D, 7272 L, RO Laminin o2 [ XHIRPUA & 7, Shelton 5D
Laminin a2 KERFH TR b7 ¢ —ICET 2 8E TliX, RO Laminin o2 2505 &7
PARZEERT S 2 L TRMZER L T\ 5 180, KEFFEDOH 1 T TIX, KD Fast
myosin Z PR & T DHRZFHUER L7203, fHiv A hr 7 4 —0BEIcEWTEH, R
(ZRF R 2 PR D VERL 7 E it T 2 BN S B,
3B TR LIcHT272T7 77 F—b - L b U —N— D5 BT &
BEMEOT T O MEZE L TEY | FFEOBGHERBH LN N -T2 &b BIEH
KRNI Tl BERF 2 EL2GOEGNRIRRNE 2 bz, 20X 5 7EEN
R SR A S & PR RME AR R R D W HUTIB T 2 Dy, ETIHR G OAEE R D),
ERAETRRA R X ORI AT TR CE oo, 2D ORBAE TR
O RELAR 3 7o AR AR S SR R A IR T 5 2 L THR A I L T\ 5 5
DR T o 2 73 FFRYEF P/ T BRI - THRREE LT AU, i e & ARt
DS ORHEAEFT 5 L0 RiREOREELFHTE N EEZbND, E FTHE, E
L= a—aF— (REFIZ v VT~ — by —R9F) | HF ¥ R 3F—,
Dystrophin KRS OIFRLOFH T A b v 7 ¢ — ((REFUIAH A b a7 1 —)
DNFTIUZEN TS, kA Z2ERERFRFESNTND (F4-1) . xFLT, RO
RER CEETERPHL DTSN TV DERERIL, BEUEERESEREI A h=—

RED T —HOBEBITIR O TN D, - T, MM & #RREIEOER ORFE 2 S 6
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I EEEH 70 IR EBENEEZ RG22 EBRETH Y RTHEX,
R EEES K ONBEAR T 2 A IS A9~ 2 ZWNEDORELA RO v D, ABFFETHESL LT-
3 SR A P AR & AR U A AR DB IE 1 AR R ARICER L C DR T DBEIS
BENLOEBZZ BND,

%12, Dystrophin KRV A b v 7 ¢ —IBROFIERRER E LT, 7/
LIREIZ KD BB FIRIRST v F 2 o AR W e s 2% B0 TPED
VA MRT 4 —=READTRE STV 182188, RFRTHLN—EHOMRIZ L -
T, ROFFEEOZWI L OYRREMAN AR 2L, B FOFRBOET L E LTH
M7 ROFBFEBERR, BFFEL. BB FRREITY 2N TE D, MAT, &
N DFELL R B OTRELR AR T 2 BLig 9~ 5 1 A H 2R B s R e i 5 b

DEEZ D,
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| ROfREE 5> 56 |

MERRMEEE, B EHREOMANERY S
INBILIRIE CBEER S L OHRIES 1 TRHEZE 8T,

| ZBBOBERRE |

|

l

l

|
T

l

LR [
B REBL/BERR HERERE EREA SH KB
SARZTHO | 2N
TR ) Y EEGERE RV L HRERE |
HREHD A4 BHREHD 2L HREHD | ®L
..
(E~BTL— R BIL— RO %,
BRBHRE BRE '.&;
HREEEE{ S BERETL ®.
&0 B MR BB
HREN EraaE
B E VZhA7 14—
D SRS A R S-BEESS |
HEEEERELRES A -
= =
i
)
)

WEICIH U T, Dystrophing > /X7 BOHRE Ol CRIEAMER) HE
<L S =

Dystrophin RIEERFH I X RO T 1 — R

IRIERRRE ¢, S FEAEAA ZOMBOFBOFIA 071 —£FES
HREEHRERE

4-1

B 4-1 ROFGEEROERN 7 0 —F v — K
MRHESCEENL, TR & AR A MAE D I 7 AT 2 /A biEds K OESEME . AifiiE~ 1~
FEALIE AR EPEA R BT RO S WAT R TH 0 L T4 b =— 4B BTSRRI,
HIREMED A b a7 4 — &L I FTRTH D, 2h HOBKAF LR L O
FHIRFUZ SN T ROFRRIER B & iR RERR R B ORI FTRETH 5, 7o,

B C IR A B & LT,
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®4-1 £ bORKWDEGUEHRERLE L ZOREBEET

(Muscle Biopsy: A Practical Approach. 4th ed. Saunders Elsevier, 2013 & D {ER%)

Yy -%U—- hy—2%F (CMT) REEGETF BF v rO/NF— [REEEF
BREARIDED BREARIDED
AD-CMT1A PMP-22 Myotonia Congenita (Thomsen) CLCN1T
1B PO (MPZ) Potassium-aggravated myotonia SCN4A
1C LITAF Paramyotonia congenita SCN4A
1D EGR2 Hyperkalaemic peiodic paralysis SCN4A
1E PMP-22 Hypokalaemic peiodic paralysis CACNA1S/SCN4A
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