LB REIR BT RRIEE

By A MO7 1 —EDES, fREE
LV ERRICET MR

el

BEFIG04F EE e s &

iR W i

W FI614E 3 A



RERRBSE - % 5 m

= o1
FIEAREBE
EEFK - CT-NMR
Rigid spine syndrome O —fEffl]-:-esseresrererrinriimmimiiiiii i 5
EyvEamEEbRERE & B E -
ls, KREBD (hJE RN E 22T R 0 SRRt 2R U Te o
SERLAFEEZ D rimmed vacuole myopathy @ )1 T T T YIS TR TP PPPRPRPPPRPRIORS v Cerrereeeieiieenenaas 10
WEARFMERE I 3 7
JREANCEE S b2 F Y 7 & rod bodies ZFIBHTZRY) 5 6 FEGIOHR - ereressemsereeees 18
EHEETEAMNERE, B &k F B
BEFA T bE (Pompe : late infantile form) @ 1
E“Eﬁﬁ%%ﬁ%ﬁi@ﬁ% &85 fﬁ]@ﬁfﬁﬁ Zo L T e eene e 22
‘ ' BARTARSS RSB EEIEE 2 ok R OME
HEFHERTO A b a7 4 —$EIR I 2 PR CT AT RO R e 2%
o EMHEBEFRRMBE 1 B OE g
N R R OIRER DN T
BRI CT & AT EL DR ereveeresresresie st 31
N S FRRFREENAE B B L
i2tefER% & 5 Werdnig-Hoffmann JFD KR CT fRereeerreeeemreersmmnssssnnienienene 37
- : EV#EBENEZRFR & B = .
TR v ba 7 4 —fECBY 5 NMR-CT. '
— A T, B2 T R L e A S 43
BT TR ¥ 4 B
31p, TH-NMR spectroscopy D IFHEBANDIE ——BEMTIIRERD «ooveverseermn, 48
WERFmENE I 7
f’(aﬂﬁi 3 71—,::)"-_0) NMR Spécfréscoéyv ............................................... 51
B REMEAR I FF 7
PHBEHE S R b w7 4 —IEARMBRIC 5 1) 3 IKZLHRBE R DT oo eeevees s 56
ESHERETIERE R O R R
Taszy b 1EE- E¥
I-A Duchenne BFHZZX +AT7 4 — _
Duchenne BT A br 7 4 _@iﬁﬁﬁgﬁgzggg-aﬂ% ........... 61
R EEmTEREE  SHE kW
Duchenne BIFC A b e 7 4 —ICTRR Uz ROBEIE & 25 DFEAEREI e rvreeeersenneesseenns 66
ABERFEFBARB AT T R EARKE
I-B £EXEHFCA AT 1 — ’ ’
WILEGY A b e 7 —EOMEHOTR — S8 EBARINCE 5— e 69

HROFERAFEDNER & W % X

_.i._



BIHRIERKEG S A P r 7 4 —FEDIRATRIT DU T orrrerrrrrerrerriienere, 74

, HEETERAEIE O % %
EREHS A T e 7 4+ —EOPRARRES,
I IERR LT D FE T DU T eervrrrerernentrett ittt aee 80
mEM L RTRAEDER  EF OB =T
RILBMERER A be 7 4 —fE HERELAT 145 0 2 AR D
FEIT & ZAUCBIHE Ut R DT HEIT DU T —rrrerrrreesstinserentiitittiie s e e e ee e nenens 85
EERTERRE + B 4 W
I-C HREESA A7 14—
BB 2 % b 7 ¢ SRR - 5
BT v — PR Ll 91
EEEN TS SEE  F OB & F
MR Y A b e 7 4 —FE13GIDERMIBGES
S 1 2= =P 0l 1 (O TR 98
EEEAERE ® R =
I-D RRRRZEORAR
DNA @ﬂgw;‘:iﬁﬁﬁﬁ@ﬁ@jﬁ&gﬁ ........................................................................ 103
RERRFEEAFERE &K K th
Ornithine transcarbamylase JE{ZT® DNAZH Z2FI/H L1z
Duchenne muscular dystrophy @%@%%\ﬁﬁ@g}t& ............................................. 108
EvHRIERE 3% & #H F
Favr VEHEHC A PR 7 4 —fEDORAIERIITDUN T rerrrrerereerreriaeeiieei, 113
EVHEERESEREE JT
7oz b 11 ERERAREE
-A Bt
%gﬁi b 177-T:A[‘_,\ﬂﬁi%ﬁlé®ﬁ’*ﬁ .............................................................................. 117
, RUBETAEAE 6 B % B
Duchenne BEFTHERTY A b v 7 4 —JEDIFIBREDOBRFT
—— BRI A FE B & B SR TAIT DU T m——rererrre et 120
‘ EysEiinEmie R B X 5
Duchenne Bffi 2 b e 7 4 —fE (DMD) ORfil$fEDREHY
—%E%ﬁﬁmi % DMD ?@fe@:{guﬁ“ ...................................................... 125
EvEETIMERE & & # #F
Duchenne BHEFTHHC A b r 7 4 —fEIRBIT S
AR TR 25 DR « MITEIREIZ DU T rerererrsrmniiiiiiiiiiiitiiiiin e 128
EyHERREEERIRE & R M %
DMD B350 AR LUR] T R B erereeereiii i 132
R & &
NI A b 07 =TS BERIEH AT = 5 — DAL T DU T orreeseresveenrevereeenenennns 136
(A ST ANV 7 R R =



H@%E\ﬁgcﬁf?t Dx\IDF‘E\%. mﬁﬂﬂi@_.ﬁ{ﬁ] ......................................................... 142
B HERTENRRE =58 E 6
MR EA TR % (Emerson # Chest Respirator) Tk %

FRN) Y I AT ADIEIR T et 144
FRLFEBRFDER & W % Kk
M Abr 74 —HEBED BB HAIEDLERE oo 148

RmaRmt: K T £ B
Duchenne iz 2t = 7 4 —FED Holter LENIC X 5 NEIRO M
(e, REMER O FRNT DU T ) crrerreraerarreereetiiriiiaientertstceaiaene 152
M mImEE 3% & M #
Duchenne BT A be v 4 —fEICBIA
Y 1t A s 1O 54k 2 O = R PP PP PP PP 156
EyHETERIHEE B BRKE
DTNV FI57 4 =L BHPA e 7 4 - BHOBGEOF
H2%R : LVEF R RVEF DRE 2 HRLMT corrrereerrrercninn 160
SRR3Rl i OS] A NI S S S
oA bm7 g —fEOMhVv =y - TV ATV VR

RS & DR re e reeerr e 164
E T TR IR # i
A br7 4 —JEQLBHRZE Emery-Dreifuss fiY A b B 7 4 — BT -ooeeereeneeses 169

R A toRke & T %

1I-B Ehidak
ﬁﬂt&ﬁ%@%ﬂ@g@ﬁ ............................................................................................. 175
FRRFERT A B B T it
Becker B A b v 7 4 — DEHEER)CET B

JEBASH R » (BB DA IIBITE ooveerereemrreeer s 184
KRR VEBREMEAR & 3 & W

BESEFEN Y AT A 2R UGS A F a7 4 —IEBRE DT reeerreererrreneien 189
KRR W B R W

Favr VERIETFHETC A a7 4 —fEDIEE L P IEBIT DU Trrrrrerreeereeeeennns 195
IR RFRVAR M B X ©

o ABEOIEEMICI T AETFER (BT2HL) «rverreerreremrrrerieii 199
. EyEEmmsEee B B AR

DMD BEDHIRFGEHE OB — BRI BEEIT L AEZE——— ccrerrereniniinniiniaieee 202
HEyfRAaARsRE K T & B

II-C A%iE - &%

Myotonic dystrophyilis U B PO IA RS coveerrrr i 205
FEARFEL2HE M # K

Myotonic dystrophy Z& SN AR HAEEOREFICII T AHFZE rooererereaeeeeaeneee 208

HWMRFEZ2AR N # K

— iii —



e }jﬁﬁmﬁﬁcpgzﬁzg—g-g Carbonic Anhydrase | ﬁg%ggzgwf .............................. 212
V A I SBEELRFEY K P
AFEAFEAIEBICIS T B Carbonic Anhydrase [[ (2L Terrerrrereeremmonemniini, 215

ENREFTLIHERE W O# [
Carbonic Anhydrase I (CA-I1) D FHBIHTEY 5 REICDONT

RS TEIRIC X AR oo s 219
H iRl E R R »

oA LR T 4 —fEDMIHE A T — JLEDPGE ++eeevvererrrrrrerresinriisiiir s 2923
ERERBEGIAERE =5 E W

HEEMEEBICBIT ARPFHIE 7 3 2 FEDEG e 295
EFEIRILREE & K T A

Duchenne FEFHESC A F v 7 4+ —IEICE T 3 I8EEREL &
ZDHEBEOEEIT DT P IMERRE B oF o choBas 1L,

coenzyme Qo B a-tocopherol D TE o veeerrerrentetssiitiiiiiiiiiiiiietiiiiienee. 2929
EERTERRE L R F
FHOA PR 7 4 —FEICIS T AFRIER T - eereerereerrr e 233

EvEENEIHRE B & o
My A rr7 s —fEEERHCBT 2Ly T 4 -
HNEF LV ARFEHERABEY Vv {EBEE DRI o 237
ARFHE—NH " K R
FoArr7 4 —(ERBTBEHT I 7 RS OBFR

— 5, VERRERD 7 Y VR B T AR DR e 241
E R m AR A # OF

oA IR 7 4 —BEMFO CK #8HERIEZ R 7Y ¥ v 244
EEE R 0 B OB —

HRRA T & 5 0 5 B REE % 5 fEEIRIE AT ZERIE 510 2 AALFERIPIGE - ooveeeeeeeens 250

SV o5 BRI P N S IS

II-D #i% - &%

fiY A b e 7 4 —fEIC IS 2 fUREIEE R P RUERFT B 5 L
——yﬁﬂ'ﬂﬁﬁ:ﬁ%*'bll .............................................................................. 255
EARFEH—ANH R K R B
A RF I D FPLDRRF - oeeereemeeesen i 261
WM mEmbe B @ o Z

Duchenne BEFHERS A + 7 4 —fEC I 3

BHIRFTARRIEIC & 2 #78, KIE SEP DFE K FZ0ER - orrrrrrerrerrin 266
EFREATERRNE bk IR
ﬁﬁ*‘/’X ra 7oy _ﬁ‘Eo) VEP O)Iﬁ?j’ ........................................................................ 270

E BRI K R B W
€+ OHRBRI RO ZEMEETTOWT (H2H)
A SRR IE T O DIEBIT. L AL L evvvvereererorarrereaereneninititereresseniiinanineaassersresenesaens 273
HHBARFRIEEEVEE 6 M M B ok W

__iv_



ERE RIS A s gL ies

—ETHERC A b 7 2 =7 B e T P T PP TP 280
HEBRFEMENR B M =
EHAE Duchenne B A b e 7 4 —FEGAIEAD 2 8 — = 2/ 2 covvmvininiis 285
HE M AR B | M E
7oz b1 BEOERARELAFEIDOEAR
AP RT 4 —EGIDT — & e RDPPTEerevrerrereermrmrnniii s 293
BRBREHE=AF H# B W i
AL RT 4=, F o vV RTUOTFREIIZS cooerrrrreerer e 299
Eshva S JEiI S TR A 8
FREERIEY A b m 7 4 —SEDOHRMIROBHEMFIE &
1517370 S B E s al R A NRV /5] - 2 o 307
Rargfsenadisbe & & %
Fav+r VRE PMD ~DNR Y FVEEIZIBITS
JRERAS= A F- /Lt A F- 20 2 DPUTE rvverrvnererersrrnemmiiiiiiiii i s et . 312
BERETTL R % B K T
Tz b IV AREHG SUHREGIOBK
i AP r7 4 — BRI 05 E EILBER O MRS o rrereeeeersemsnnnnaeeans 315
ERBRETMRE ey~ W 1 & 3
Duchenne i A + 8 7 4 — JBEGOAB LRS- orvrerrvrei 319
BEyERESEREE B R 4 %
DMD subclinical stage 13517 5 EHIMAF P L HIBIDZE (L oeoeereesseesesnsnmnnnniininnniin 392
ARFPRIEFE = th B A
R R b7 — BRI OREE A HEIT D T 396
EMERAEEUAR £ B b2
AR LIER RN 2 R U S Gt IR B D BRI AIAB I oo vvr s, 3392
BRBRFLE=AAK” H* ¥ B i
MEBIC T A Dathepsin B, H DRJTE & FREE vvveeerererrri 337
EEAREE R B O —
TR AR R SRR 2 B OB B
——type HERMI I 4 ¥ VI & 5 RIERBLFRIRR -—— v 342
EEREH—HE 8 — Xk
PMD OFBHMAERANTGE — RO BEAIEILZET—— oo 347
R giEmambe 1 R %
EATETEMPNC X 5 fi2MIa0 L OCMEIHESITHOBE GE2H) oo 350
BRAFREAR B B T HE
J—9av7T
BIAHDRIR(E & Z DEEKIG A
CA-1I @ﬁﬁmﬁkwg}ﬁ ....................................................................................... 355
HyFEETILRERE & E) R

—_— v —



oA P r 7 4 —fEMETHD CA—I ocereeererrscom i 360
BRI F SRR K B )t B
oA rr7 g —EC T 5 M CA-Il 2T
——creatine kinase (CK) ¥ & ' muscle-
Speciﬁc enolae (MSE) g:@ﬂ:@ifﬁ‘:ﬁ__ ................................................ 364
AEBRREELMWENR £ B & K

LA MR 4 —fEL Carbonic Anhydrase III

FHE « AHEEHRDFIRRAG CT vrereeererrrmr e 373
HERFEMREAR I H 7

A5 CT OB Duchenne Bl A b v 7 4 — TOBT—— coreeverinennnnnin. 380
EvFERpmaaRmie O W

MR DB UEWT & Z DIEH ooeeeeerrrrst e 386
JtdmE R R R R | R 3T

oA PR T 4 —REO R DBHEIBE -+ veeerrrre e 395

BIRBERFEFE=FH W p A

— vi —



REHAERS

Mo A% 3L, BRI 2IAEHCA-T, i
EECG| T LEOEN R OBRAM & A
%, BRFMOHMRK & OFAEFEC L 5100 7
RY 2 bR ELTRAENIHC A e 7 4
—IEDERE, RROMY, BFkoMRY B
ELTHBHLTwS, AEEREZETv Y27 b
DI LT, T5EEOMEN RFE IR,
B IORBEHIC KT BRI Thhbh
IRl EOHRERIBEI NI, UTRE =
U= 7+ OFESEEOEHYPOITHBNLESH
D EFNZ DT R~ 5,

I-A #f5 - &%, Duchenne #fHZX b 0O
74—

IBFSIEEICIIG O A F v 7 4 —SEDRIEH
BORERNIHIF T w7 (Fr 2 FRE
=EIER BEZARE AHBEFERLE A4
JHESH) P RIT I i, & DAEANIHAILPE
ROBEBRIhEBERET— 2528 2T, 9%
BUCAiv A b r 7 4 —JEDRIBHERORBICE
UMREDOTBREC LI ZRAETHDTOR
ATHY, BT ET 5B T 1 P
v 7 eV h, REFERZh%E 5T, BEF
XUDHE 1 ROBERED B\ IETD BAER I
ROFEIRF I hi, &K, BFrAarm7
4 —BEH, BAETRPLRLTHLE4 TR
TR T DREDRIEICK LT, KIAKEN
Ry Shic o bR ERE LB ELE
(TS

I-B #fc - &%, £EXMEHCA AT 14—

s, BIUBEREH AL T 4 —
(FCMD) &#EsHEOBELHR (Santavuori j5,
muscle, eye and brain disease % Walker

Warburg fEMREE) OHERF ORI S

1

i £ fiic] 5 %"

AT SERE AR

T FCMD DR#ET R A M Lic, &8
HALFORE 369 Fildh 18 7 (4.9 %) R iR ZEHE,
MRS I EOMRBRE 2RO, Thh
LOIEFTIE, &1 CT B% (100%) ¥
FH (16%) HMERT (18%) MRHEM LS
FCMD £4DF&DRERER (CT: 49.5
%, Wali: 43.3%, #fifi: 1.4%) LT
LT EHBIECPRARRE X AL TV
EXPLMC LT, B, \ULIE, A
FCMD #3714 5 fil (13.5%) DD FA4:
B he re T 5 BRI D Lk
BT s,

I-C Bfr - %%, HREESZA 074 —

KRIPBT 5 BRE®EC A L7 4 — (My-
D) o4, EEEOBR, A0 5o ER
BoFEXIBETH L2 BE LT, B
6043 ~8 Henib £E7 v r — P AR T -
Too MEEHRILIH T, 1351712764 ] (5 466,
7 295) DIEAIL 40~4F 1T — 7 03B - 1o
ABEIL 5.2 %, KARNRERL36.6%ThH-
foo BRIRIERIL s 4 v =7, HIHIET, %S
R, 6% RNEE, ABTHEET AL
bhic, BRYNEREGNL 42% B b, Wik
fTEIE 136, MEET 35 FIH A bhi, B
1240~60F BT ¥ — 7 2% D FER & L TIOAR
&, kN Enote, ThboLERAET — £
PHEBC L TEORELVWHRER A e Y
1 — DR - EENRNRIT > FETDH 5,

I-D &fr - &%, FHRREORAR

HREEECA Y7 4 —fE (MyD) %3
OAEEEBEY T L E O RREEF RS9
Btk ECHIEE 3 (C3) &7 ) HEH
(Apo-CIl) OBETHEEL TWBZ



LTV, ARFESIMEHEZHESL /2 DNA I
WERBET 5 2 ¢ BT U ToER YRS 27
> 1o

MyD #13 4 55% (FERLA 16460 5 bl 11
4) ORBOESFi: DNA ZIUEL, v
I C3cDNA & MyD @E{EF & DHTD RF-
LPs #FIR UicHigiiaE (Lod score #) 78
Rabhic, SBRIBIED T -2 %1851
DI I I DRFBEDDLUBED D %,
¥k, e FEOFDNAHKDOSTATTY —
75 RFLPs ##T%% DNA ~—h—%
Bl RFLPs ZAMBUC/HETHI ENT
&1

BT, MyD JAETIZ X 9y DNA Mih
T 5 BCHRENE C3 KBEX e + C3
DNA 7 r —7 & LTHRELIL, KEIE
GETFOERIAD ORI ot ZHXT AR
A NERERE TR TE LWL S5
BEFOBERDH L C3EETUO C3 &
BORICHEET S RETOREEELLN
o

—7j, Duchenne & MyD OJE{LFRILX Y
a4k B 5k E Ornithine transcarbamylase @
FHRIEELTV5, BEADIXEFE 2 v b —
AR I DMD D1 FREFET L THEA D
TREERE > AV TRARALE T 0 KR FiE
wHH LI, 4% RFLPs *FIf L7 DMD
DOWEZM O b, KT — 2 DRI L
BETHDH Y

II-A ERERRRE, wAHIRAE

BligaEIC oW TiE, ¥ VA2 —7 L EMGIC
X B4, EEMiORE, HERMITIC L HE
BAL DT EROSY A B b, Bl
RO OWT L, R AE=2—-12 X
% PMD B O il 7 A 4y FE O B GEI i % R0 5
AR 7 A MIC X BH TR OB A e £
Zbh, FPEE TORNRIEEATIERER
(Emerson #: chest respirator) DIEAFZhEH
BOAT =T ABFCLOBESh, *=) V3
dRF = ROV TOHERERSRE I i,

DESBEIC DTk DMD BHEDOHAEE
BB SMH 7 DERE D 12, Holter .LEX

LB R P OTREIROBE, T Ofv v
757 4 =AY ORIENEL, O
TNy VFI57 4 —1Lb LVEF 88X
RVEF 7t E2\a 2 hvic, 74 DMD JEfiC
myv=v, B7AVYART ey, BT7Vv¥FATV
v TMENRD bR, i A r 7 4 —hE
DFEEFID LPIWEEROREFT Rz v b e
—VRBE B L TR SR,

Pk, fivAate 7,4 —EQX—3IF VAT
— IR B O EEORMEZ EES, Holter
LM, el omLuiiEmr Ay, &
LIRS RIS E A TR 287 & O HaifEsh Gt & xt
BRI D, DHEEEFLVEALLT 7
R—FLI3¢THT L7 FORELLD
RLEDOOH D,

II-B ERIR/ARREE, EEhiAE

Duchenne # MyD O#RAEIC 31 5 5
TR D HEBIWZ DWW T 19 EZ O I L b 93
FEGNTOVT 4R OBHFAEN T LD LR
Too TOMERE, LEE 9 BRSBEREERES &
I SHBE LK, Mg ofle o\ WThd EHE
i, BibE, BREGEDFHII»FRIEDN &
DWINCIRES T A Z EMBI DA E e o T, BRE
MEEOEBIEL T, ERCICAT—v
OEBREHECER LCEZET5 L, ol
iR (FE5.108) EEVE (P
7D ALE) XA bR, HiFHRBRECHLT,
1 B, HITRE Y - 7,

TREAG 1 0 BEEEH $8F02% 50% LA ET #4703
TR L e oteb D &, S0BLLTFTHLHITARRT
bolobo Lolhiziz, & B RoOABES
RO KEILEDLH D ENENDLR
1o T DB, BRI OFLE, LTOREDE
WABITHRCA IO THETH LD L
niz

II-C ERERAmRE, AN - &L

MWREECA e 7 4 — (MyD) Z&PHT
N0 W, RBIREOI> bELTHAI VY2 Y
VIER & DB, By AL IPPR~NDT v
r— FEERTIEo . 1THER LD MyD 128
$E£4, Duchenne 31#, Becker 7 ffl, L-G 15



fl, FSH 52 B biht, MyD Tid kR
4 VvAY VIBERKIBADBERTH o Ted, 7
Foganic LTHeTEL, I v AY VR
IEE2L, 1 vRAY v OFENREI
foo T OEA VA Y VIMGE DRI A OER
LFIHET OFREED B 2 o i 1B o T RENE A 14
MeEbPEREN o, EROACL ML
7, MyD TIREW e ERBRAE2ETSH0
B, BRBEOAFIIAB R TE RN
oo DX D ERHICOWTDREEN 78T
BEIBROHERATHHRDTOT -2 LBbh
Bo

II-D ERFR7ARE, X - &

A7 7 vy, BEEDOHFLALLRT 4
—JER R B AR, R BT 5
Tvr—trAEORBEEHEEAT, ORI
B3 532 104EM o SCER & ARET L, feasible
study 1T otco TOHESE, UTOHADREE
VAEOY

(@D Duchenne & PMD DMfEfESE (36%) »*
— KBS DOh, RSO T D TIX
1Q ETF, MR (28.4%), CT R#(24.7%)
TeEDERELBALT, PHRMBERTLRA
LIDORERRETHRES AR DD THE
DRPE ET5H, @ MyD TiE, FHRAER,
RBERESITHENBH I TR Ricesy
HEDBLRT & L TORBABIISh 22055,
@ EREMHC A+ 7 4 — TR RHE PR
FROBEENRII LI T0BD, BIERD
BahlE A LA bRV,

4%, KA7wL 27 b TiY, Duchenne &
MyD WiEERE - C, HRENIE, R,
CT BE OO RBERORECHT S
MAERFREXT S5 EE2FEL T 5,

Il EEOERBIELGEEDMR
W OFESLREN HEMIE LS R T oM v

AL BT 4 —HATOH—REND, FTOEW
B ERil A b & EE OLE R & LV R
BEORBCHETAZ EX AR LT — &~
—ZADPEREAT e 27 POHE 1 BEECLT
Wh,

AEEE, ERRAAEELROLDDOATIEA
PR LKRY, BEERAT 2R 2 —
OHBHC LY V7 o =T OIERZEE L1,
i, ey s PPEAR L DASHID
TAwANL, FEEERE LT L OEER Y
RBRHL, 0 YATAOHFBE NI
too S IBGREM OB NI X 5 Mk s T —
¥ —DANDOBNIWLETH 5.

KEEOBFERORA K E LTI, HRE
MoAatrtr7 -/ TH VY Y, IV
Duchenne PMD ioxd3 5% A2 5 v 5o
WT DB I is 2 T s,

1V #EE#S LU RIREIORE

ZhET, APIEMRBAONERKZEY HIEE
Thiffo AL w7 4 —IESIRGNT 217 fIC,
ZFO PR, Duchenne 1767, Girl Duchinne
2 @, FLE 176, MyD 7 ffl, LG 7 fl, FSH
L, FOf7HiTHotc, BSST 1 LA
DIETEH (58F1) O FEITHE4 1, 19.96+3.90
¥C, MBA4MERZDTETH (6341 DZhs
17.81+£3.68F Th B D & I~"FHHOEEX
Bz, FERCDWTL, FHEDIEFITIXIEZ,
KEH 08 & OVERZBBREYIEN 8.3 %, 495FELL
WD 25.4 BT L, FRARLS, 9.5
BB 3T.5% ERMLTWBZ ENB LML
Teotze

S &EER L ) FELhCFEILE CMD
DFERHNC D\ T O FERI I R AR OB &
HEDDTFETDH D,



- CT - NMR

PR

1]

o=

[



i A28 3 BEEFIG0EE WFoe i i

Rigid spine syndrome o —fEfH

] =)

iR 7¢ rigid spine syndrome (RSS X 10i%)
D i fll % T DR O R L RO R
ZAZ 2T R B
E Bl 16% 5.

Edf : R, SITHREE  FHED [ R .

BURIE : i ZenE, SHirhABx14y Ao 3%
I hEELeTL, HirArrr 74 —iEDZ
Wixsridic, TX X REHITAHD, 104
B X ) EORIEMS L OFHED B2 H -
TE, ThHLOIERAHE L, 604 2 A Ykt

ZZ L ABE LT

FKIERE, BEARE - Rl X& b o L.

BUGE © & 160 cm, A 30 kg, BT i
ETEnELL LT, HIXMBEMEY LD iR
DHLHIRYH 5, WD S L Hfins
w1 <, 7255 UTIOMBRED HITIXTHE,
iz B Lo AMThEE (K1), $ih
EERAS, REE b2, Rh BG4, F
RIEFRE4, EBIILA 23 kg. /& 30 kg, KB
phig, Wik 3 -, RIS 4, BEE 3+, F
%WB.@@Mﬂi-EﬁO*fﬁ&%KT#
v AL RTE T RS 7 L. MEIE
iro oAl IEF

BT R B IER . BRI ER O,

R B B
[ S T S S

WmhE FEOBE OB OIT

FE V7R AE T B i e IR BE et B
CERE <O
R TR AT B R B R T A1 L
AN |
ISP NES EoE e NS

RIREFHR S — MR

(o, wer) /-4 ¥YIER. Wbhzv 7+
v 198mg/H, 7 Vv 7F=v 523mg/H, hy-
droxyproline 62.5 zmole/ [, NFEERE, N W
ZiF#. Na, K, Cl, Ca, P 1E7§. 508117

N B A ATARABRIE R . B L VR, AR
EHo Al e i ek 5 o IfibsE - % VC 51.2
%, % FVC 54.6%,
tern, JEBHFEZEEE - BRIRE R 4 39.5,
& 40.2, MEFB®RE 45 35.0, /&£ 40.2 m/sec.
SN fRE RS IE . M5 CK 451 1U (MM
91%, MB 4%), LDH 473 Wréb. U (1 22.9

76X myopathic pat-



K2 HH6DL <10 CT & (ALBH)

B3 BEor<iro CT & (Krsi)

R4 KB CKET 2 AEO L) o CT &
K TBW)

E5 ThEEEghRo CT B (KB R)

%, Il 50.3%, W 23.9%, IV 1.0%, V 1.7
%)o A7 rEYV 210ng/ml (<60 ng/ml)
OHEK, === ER. B ERE. 1Q (X
WISC (Revised) T Bh{EME 111, 5 5EM: 89,
£99, CT: BIXIEH., HAD CT THid TH
B LT AR B (K 2~5), HIHSEMY
i, BFE AL O B ERIRUE A A Btz i
&0 CT f#ix —77.6, f*/:rvu’@":;!l(i 80.0
THote, ThTHUKBERHT X H T
f= (CT {& 78.6), KEBTIx ‘“Un/;(/))“”lﬁ*ﬂ(

Wz 7R LT, FRRCIZBEEAICH L € 5 £ /)
D fLE”&IIU‘f‘ DEYT, ML BT EE L

bl BHOXBTIXEOELEL WTEIES
5, Wl & FHEO ME R X O BB o 1Y
Fe A Bt

WA B /2 KRRV BRSS TTT 7e - 720 WikRiED
RANANIE], S5 385K & Eafiiao 2, TG
EEn A btz (X 6), Ragged red fiber 1%
e otc, 1 RBHED NEILEZ RS (K 7)
MIAR B KBz A SR Ieh -1, X8
WeAF 7T A%RT, Brooke HIZHE-THE

B6 HE %t (<100) (AXEMRE)




HISTOGRAM (Rectus femoris)
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Fiber proportion (%) 36 64
Mean diameter (. =SD) 48.2+10.9 64.5+15.3
Variability coefficient 226 (<250) 237 (<250)
Atrophy factor 262*(<150) 26 (<150)

Hypertrophic factor 26 (</150) 161 (<C400)

* exceeds the normal limit.
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Author

(year) ?ge y

onset) Sex

Serum CK

Histology (examined muscle)

Dubowitz

Seay

Goebel

Goto

Prost

Goto

LR

Vogel

dets

=1

o

(1970)

(1970)

(1978)
(1978)

1977)

(1977)
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(1979)
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(1982)

(1982)

(1982)
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(1983)

Serratrice (1984)

20 (3 M

5 (1)

)
&),

18 (7)

17 (4)
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28 F

13 (6) M
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15 F

24(16) F
4 (1)
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14 M
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360 IU
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111
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sl. 1

1048 IU (24-140)
2 u/l (<20)

262 1U (30-70)

116 U (<50) .
200 U (<K50)
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Af MR (Biceps).

perimysial ¥ XU* endomysial fibrosis.

(Brachialis). fiber type IE%S.

£AF, peri & endomysial fibrosis 8}

(neck extensor).

FIE DR E R, R (R,

HIERSE S, THE  (EEMm.

BRARE ().

BRAARME, .

type I atrophy. type | predominance.

IIB #HA. WAL L.
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type 1 atrophy & predominance, IIB Rif (I%f5).
filamentous body.
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A [E, endomysial fibrosis (GHA%).

BARE, FOsim.

type 1 fiber predominance, IIB /Kil (Brachialis).
REX &AAMBEEHE OB BHEHE RRE GHEED).
Z-disk streraming, core-tagetoid lesion.

F.08%, type I fiber atrophy (Quadriceps).

£AF, type I fiber atrophy & predominance.
(Rectusfemoris).
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