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L TR & RO A £ U S 5 i
AT leholzizd, BERRKTLTHD
Mapi Research Trust (Z L 7ARN— k 24 H
L, AR AARGERE LCARBEHED LD
FhixhThH D,
D. &% - fim
RIRENEY X b o7 0 —Tid, RARE
EENEREHICEELZRFL TS I L
Wz, BEEBMRTE & B O R EEGR O
X UPERROETIZHDRAR> TN D
LR SN D, FRIGRZEHEO QOL A
FIZEBT 51213 Z O EA~OX SN EET
oD, AWFFEIC L0 AIEIZ IS T D TARARRE
B2 OFEMANH S I S, Y e ki
DRSNS Z &2 M]FT 5,
INQoL HAGERMUERIE, 4% EFRILFEG
B Pl AT ZE © QOL 5l 217 5 L CHim
DOREELTHHATELZHEDOTHY, 20D
ERITREW,
E. fdfaprif®

L
F. WFge3es
1. FmSCHER
1) Sato H, Kato A, Taji T, Obara K , Abe
E, Kobayashi M, Wada C, Toyoshima I.
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The examination of the higher brain
function disorder in myotonic dystrophy.
Jornal of Akita National Hospital 2014;
2(2) 5-11
2. FRER
1) M B g A, ERE e,
Bl Ez N L B = U U /AR
ERE, FiE TR, B8 fmEMETY X
~ a7 =2 D E R I RE IR T O R
(B 2#W) ~ERRIZFLIC~ F2H
JevEEHALARE MY A b a7 —E T
JE2 2014410 4 18 H
2) RIS, MEE 1. IRk 1. Pk
e, Bz, NEEE BT Y 7
AIMGERE, BE B PEREMEC A ha T g
—(DM1) O i R B RERR  ~ M BEIC F5 1T 5 41
RARMRERERE ZNETOMANDE~
YA hr 74— CNS EEFIEE 2015
#£1H11H
G. FnIRMEEME D HE - BERR (T E & &

te)
1. Rrar s

L
2. EAHERE

L
3. T ofth

L



(&ED YA bu 7 4 —0 CNS [EEMTES I IRE

o1 [m

Y A a7 4 —@ CNS [EEMES

iRt

AiF: 201541 H 118 (H) 10:00~

16:30

AT KRR 2 B o2 —  #3%=E 703

KBgiidbeX ez & 4-3-53

Hefe

FFRIENEY X b a7 ¢ —VRERHELE 0D 72 8D Dl PR BAE A DA FEBE

FAEMIEE AT [
A7 40— T ARIEE B E L2
i B
FALMFZEE /NS

HES R
PRSTATEIE N E NI e TIAR L e
T 560-8552 KPR E-H IR I 5-1-1

TEL: 06-6853-2001
FAX: 06-6853-3127
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7'a g T A

WRRI
10:00~10:05

<E—ER> JER  BRIEsE
1. 10:05~10:20
YA T —EDORIEREIC 2720 2 D~ iRBE R ICH T LT D 1
il
AREH R T B
[E IR e s phiIE T AR R
2.10:20~10:35
Duchenne Hfi A b a7 4 —E7 )V~ U ZAREBIOMENT « ZROAE
RN
FEINL RS - MR EIRAFIE o & —fRFZE T IR AT T 55 DU
3. 10:356~10:50
fRREME Y A2 a7 ¢ — (DM1)® brain (Z31F 5 splicing 5
AFF H
FEERRTFARI T (PR - ISR

<> JER B
4, 10:50~11:05
Ry =T A ha 7 ¢ — B &R R
KB HEERR D, R E E D, HEHFET 2, A 29, IRHBIIKAR 9, K& B0,
INBCEESE O, RITEZK 9, RHAE 9, T TN E 9, BN IEE 0, PP =79 FHZE
fED
1) [ESCRERR - RIS v 2 — ke RN R
2)  [ESCRE - AR X — e RS
3)  [ENCHEf - ARRREREMFITE o X — AR TE AT SRIRIFST SR =
4) [ESTREM - MPRREREE & — Bt /N RRE
5) [ESTRGHH - MRRERMIE R & —IRbE REREL
6) [ENCAEf - ARRREEENFIEE o X — AR TE AT R IR B DU
7)  ESCRERR - RN o 2 — BRI RIRAIF TS
8) [ENLIEM « MRRERMNSEE L X — R T AL —vaF L AT o e H—
b DR B 650
5. 11:05~11:20
FEWIAPE L TV % Duchenne muscular dystrophy FE (ZAGE L 76 RO
wf
HAa—%
[E LIPS T2 B /N R
6. 11:20~11:35
VA RBT 4 ) NNTF =BT DTV AGIFOBEE &R
AR " MRZESC Y, &R OEEY. KRR Y ABBT V. AILEE
HEMFE D, Pee AMEAT . AHHERE?
1) FENOR - AR EIRIF R o & — Rkt /N R
2) [ENCRERR - R ERAT ST v 2 —TRbE AR
7.11:35~11:50
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TEILRISE KRR Y A a7 ¢ — O R =
FHEET, M ETD A, R, ARAET, LFEIE, KEEART, KH
W I ERRT NEFR

iz}

< > R HA &
8. 11:50~12:35

T—X 72 1 LOAER

EUREESS

INTNE NS YN 2 DI

12:35~13:45 BRI
<H=H> FERe AT G
9. 13:45~14:00

K% %

T

RIS SR AR E
10. 14:00~14:15
IREME Y A a7 ¢ — (DM1) O @RS RER S~ Y BE 2 51T 5 R B R A il
B ZNETOMREND~
T 1 HEEE 2 | kA 2 e Y | Bz V| NEGE
o
Brpe Y o U RERE Y B OE D
1) ENLRBEEE O & 7o0mbt AN
2) [ENIEBEsE S X 7-lbe U T— 3 VR
11. 14:15~14:30
DMD/BMD @ AD/HD f&#[a 52 O T o fsst
EEFEGAE D, HAHME D, PR EBRA D, EBEL T D, FHEEIEON D, EAEED |
AT 2, FREFIKE 2, BRI 2
1) KPR KB AR R 2 e R
2) ENLIRBEAE IR LR AR N AR
12. 14:30~14:45
VAR T g o BRI RS 72 3R A RE O fil DR A
EmEEEZ Y, RS, ReESBE 2
1) IPHREFE K
2)  [ENCIEBERERE T AR
13. 14:45~15:00
AR DY A ba 7 4 HEEERE T S RARERE & B FARERE R o B
ERERS D, EHEsEZ D, FIEE) D, GRS E 2
1) BRE R
2) [ESLIRBEHEAE TR B e
14. 15:00~15:15 I A~ v FIEWRIME 2 D 1H#
AR WL A X
WAST R E R AR k750
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15:15 301 54K A

< > JER ARF
15. 15:30~16:15

FEREMEY A b7 o —1 8 (DM1) (2B 5t rysd b

AR it
RPN S PSS s AL R e R

16:15~16:30 & atim - =
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IR AT —JEDFRHEREIC 272 D7)
~ BB SR ITE T L TWA 14

A [ 75
NHO #hi#fmle fhrePet

JEFNI60m A A, BRIRZIn I B E B LRl i Aha 7 o —E, ik D7=HI
104 LA BRI B AR LAVE YIBRZ2 S0 T D, MIENAZ Trd A LRI 252 55 3 4%
FCEMESIDEELETHY BRETIPME, ENT~OBRITILNITHD
2, —ERBETIUIEEE, —HA., Siala=r—Ta 3R —XIZEN5DL)
\ZH R Do NLIRER R/ N LT EFERTDG, B ESRAZEZHEALBLUIRD .,
ST OFEEFMERF LD T NG EENEEEL T RBUKE D> TD, LIk FRE
X OAR NN EEN 2 THITFONAZENLEENDLLEIATHLIN., FF -1
M. BIGHETS - CREEFT -7 7 ~ R TETRH B MR 825 O T8k 4 72220
FELE VD72 TNETWDBIZH DL TIEN S TR WEIERH D, IR ETEE
BATH R D - TD0E | BN E & O Tt FEIEL DR Z 3T L7233 2. C
WETZU,
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Duchenne B A7 4 —F 7 )L~ ARFABOHEAT 22 B ONE

RY O IEsE
[E] T K5 Ao « AR R SR AT 2 o A — R R BIF 22 I 2 99 A 92 25 DU

Duchenne % Ab 7 ¢— (DMD) Tl LB i) i 8 BE C HRXE TR D 138 A3
HENTEY., ZOREIRMEE VRS U7 IR R EO BRI XL E L >0 5
5o DMD OEALA L /7B VAT 40 (R 42TkDa %> /37'E , Dp427 LB
IIFHA DI T/ (RINEE  RARIE, 1R /MR8 IZH 3Bl TV,
DMD B{m125id Dpa27 Oz, KVENAY T+ — AL ThD Dp140 < Dp71 %
HELT D, ENENDAY T H— LDORBUTEE T ERONEICIVEEE T, KN
\ZFBWT, Dp427 RO A THDLEA . Dp427 & Dpld0 O RETHLHG A, L
T, HEIHMEWDRZNBITNZ Dp7l b RIET55E5 0BT 5, HWAY T+ —L4
DRIAZFEIERITIX, Dpd27 O H ORI HARFHEL T DT DV HE )
HOHHLOD, TR ENRHEDH D, AFFEO B #IE, DMD HHER B
FEBROBRIZOWTHREZSLZETHD, 2O BIDT-9HIZ Dpd27 O Ik KiE
7% mdx vV A, Dp427 & Dp140 OMFH Z KB T25 mdx52 vV AIZEHL T, HiK
MATE) GLIETE | EEMERII A~ OISENE BFrBlERE A~ OINENE, fhS TEIME
E) RV T ALy F ORRR T Bl A LG LT, R EL T, Dpd27 KRIBIZL D FHX
PEFRBIANZT, +Dp140 RIPTHESTLILDOELWEDDHHZ LN RIBSILZ,
~YUADBIGE IR DR EL G DY THE T 5,
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R E M Ahe 7 +—(DM1)® brain (23175 splicing #5

A H
Lo R B RS R AR AL (Fhiks « it 2 i )

FRSRE MY A7 ¢ — 15 (DM 1) 1 DMPEKE AL DRI RSEI I AFAE T HCTGY

v —hD R HENRINO L gas ik B TH 5, B TlL. CUGVE—hDfiE LT
RNADEENIZEFEL . MBNL12E DAT T A 7 HiliHE A2 NICED AT Z &
\ZED T AT TA T B w R | X T LV RGN SO IEE O R a5 T
72 DM1TO HFHARRIE R (AL, FRENE, H AR E) ORBIAD =X LT
R THSTD, Frex (ZMbnll, Mbnl2%WEND /7T~ ARE KON
FRANZ LR FT 22 828D 2EDOAT T A7 Bog % L, ik CIZMBNL2
DEEGHATTAL T B NS AT TCNDZEZ WG U, £/-Mbnl2/ 7 Tv
hD AT L 0 B i IRIC B E L 72 fER 2 BT 2283 T AGETO
AR EE IR 1L, MBNL2ODO BE ¢ AA T TA o 7 B 2L C, glEizsShs ]
BEMEDSRIRENTZ, EBITUD BTN TDOATTAL 7 B DENERETL ., /MM
TIFATTA 7 BE PN IIZNWZESB Do T, INKTAT AT 7 B st
ZDIZWEFEL T, MBNL1/20DO FTE, CTGVE —M%, DMPK-RNAD %8 &
DMPK&E H EZFTL, O RICHOWTHEET 5,

31



Ny AR AT 4 — A SRR

AKEFRIBRER D, FREL 7 D, F AT 2, FEAH 29, IRIEIARR 9, KRR 85 0,
INECEESE D BT EEK D RS FE 9 M RO 9 B ESE 0 FHEF— = 79
RRUES R

1) [ENCREfh - MR IRAIE e 2 — e ARt A

2) [ENCHEh AR E e 2 — Tl B A

3) [ESCAEM -t IR JE e 2 — PR SRR SE B =T

4) [ESCAsIR AR IE R 2 —dRbe NP

5) [ENLKGHH - fhEEIthff g & — ke HRAiFE

6) [ENHSH - fhR R SE L &7 —  AiRAIR SRR SR 5 D L

T) [EINCRER AR IR ST 22— AR SE TR IR ST 55— 50

8) [ENEHEH AR SEE L & — hIU AL =T ad L AT e —
e AR PR 7

[H 9] —TRF 2 A a7 ¢ — (L F BMD) B 0 10~25%| A5 (1Q75
Rl B PET 208, AR EOAPHIISIL TR, 2t BMD B ORI
OB, FEHPR A OF BMD % 045 5t (Kb B L nfobe s | SEBIRERE . 450
DAL T EF) IZOWTHREI LT, [FTE]4ERICZ 2 L2 S M dystrophinopathy
BT, BRRIIZ DMD 2 ESTL, 16 5Ll L TRBENHLEME R LT,
TVT R B OB A DO A I, IS, ST O AR, 5 T4 R a #E
L7z, [654169 420> BMD #4344 L, 11 4 KA 2 7R T [RhRAE A b
H 84 (HIGFETE 6 40, R IEARZIEE 14, Ml MEEE 140) | A KTE 3 4.
PR EAE IR E 14 ] 9O BLMREMAZHTL7- 6 4O 1Q 1 71.0(50~86,
1Q75 il 3 4) Thovz, 11411 10 4(90.9%) ClAE R FIE R T A4 T 7
RETHY, VAT (LR T RATRE R TES 9 4, K2 T 4 (EX45-47 3
4, EX45-48 144, EX45-53 1 41, EX26-44 14, EX48-51 14,) , AR 2 4,
T o7z, hot spot(Ex45—55) 54X 6 4| introndd #5125 6 4 (66.6%) 72
o7z, R BOBEED 58 4TIk, MAZHEITLI 2 A0 1Q 13 99, 62, 447
ATHE 39 44(67.2%), YA T ¢ AT BRARE RO HII LI 44 4 DIBRIK 42
& SRR 2 4 EEE 1 4T 30 4 (68.1%) 75 intrond4 & & ATV, [k
BMD T M 5 G i 5) L & S A 2 2 < JEAES 5 WTREME DS D . FiE
e T ATREDB 478 < | SEBINE 0D B B RS FE D FEAE L B L 722 e
1= KERRTR OO A M LI TE D ZE L OB A S Tl - 72,
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FEWABZL TV % Duchenne muscular dystrophy BEIZEHF L=
Rt B OREFT

f i
FLUHE MR

<JFLHIZ>Duchenne muscular dystrophy(DMD)IZ & O3 DKt 5 2 E i,
JRK & H Coh b dystrophin O HAXAFRE TOMRE R EO— DO THHEEZD
I TUD, Dystrophin OFEEEARAIZID OB DB D72 AT~ D,
<KP5, FE>RWIABEH O DMD B3 20 4 CEXF i 26.8 ik 14-38 k) Zxf
GUIBIEDIRDL, J1/V T REdl L0 S8 B | DRl L7/ AR B P 5 SRR R 23
DSM—IV-TR (2 L->TC2WrL7-,

<HE R > KRS EE TS 1 CIa <, B PAMERE S (autism spectrum disorder) 4
B, FEEE 2 1, FaRKAE 2§, M PEREE 16, OORtEREE 1 Floa 0
BN FR BT,

< E %2> dystrophin [ TIlIT F 7 RICHFEETHEWVHLILTCWS, B BE Cldy
T AR E A OB R DN SNESY, dystrophin O B PHAE~O BEHE )R
x5, AEIOREFIIRBIABL VO BREEDREL B ENME THDH, DMD Tl
FEIRDNE H S35, MRS EEOENR B BATE ORI/ N B B8l S s 0
T, Hx OBZIRIZBWT, K FORRLT | SEEOFE, T8 EORME, 1%
TORNEN72EICEAT AL B THD, o, AL B W TIE, FERZRD
il I ZORSHRIEIR DFF 2 %, BITEIZEHI T2 DI XN EETH DS, KRB D)
1L, NIRRT b — L AREZR S DB HD | FEMEIR DS O 5E 1213, R B8
JED AIREMED SEEIZ BN =7 T LB T D,
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TANAT () IRTF =BT DTV A FEOBEFE SR

Prraa B D /NEZESC D BREED D, KRR D AFHBT D, AL E D,
ZHEAEE] DA SERE 2| e ARAET D

1) [ESLREAR - SRR RIS B 2 —Rle /N

2) [ENZREPR - PRIR RIS o 2 — Tl PR

[IZUDIZ]ANaT ¢ 23T — 1%, FREE ., B P72 E O AR RE R 2D 2
EMBHD, TADAREWETWVIAREIFLSLT WEDE R H D0, KIFAITHRET
L7z8E 1T 70, [ B ARa 7 4 2 RF 2B DT WA B BEOBE S LR E
HGNCT 5, [R5 FIEIRSIE, B REEIIHREND A a7 oo g
D3MEEL TV V5 Duchenne M A7 o— (DMD) 23 283 A& Becker HUf5
Aha7¢— (BMD) 2% 71 ADEF 354 AN (4Fflin 11 v H ~49 %), TWIAADFD
BEPE LRSS OV T, IR A R F RIS LT, DA 7 U BB AR LTV
NAGUFOREEZRH LT, [FE R4 354 At 46 A (13%) IZIF W HAADERS
. DMD34 A (DMD @ 12%). BMD12 A (BMD ® 17%) ToH-o72, (T ILADH
FRIL, BTV ILA 27 A (21RO 8%, DMD22 A (8%) . BMD5 A (7%)) . B iH%k
BT WA 1T A (B1ED 0.2%, DMD1 A (0.4%)) . TAd A 18 A (KD 6%,
DMD11 A (8%). BMD7 A (10%)) Tidh-oiz, BT iit, 26153 5 Ll T
FAEL ., FEAEEEL 5 LA FC, PR BT THoTm, TANADGIEIL, B TANA
8 N (44%) . EH 3 TAmA T N (B9%) . RB 3 N (17%) Th-o7o, 10 mk LA FITFIE
T 5B 13 N (72%) E%< . FBAEREEL 10 [FILL 23 12 A (67%) TH-o7-, 19IPT
TAMAEERAFNE G725 10 A (56%) . BE DA 5237 N (39%) , HEEELD 1 A
(6%) THo7=, 15 H1(83%) 1L TAMAFIEOa Ma— )V BiF Th-7-, DMD &
BMD D Tix, BMD I[ZTANADEPENE BIZE ) oT= (1 2807E ., P=0.04),
UANET 4B AG T AR EOBE T, BVWEIT O NA S ORBIIE BN TX Y 44 &
D 3 KIHANZHDZEN LT (5 287E, P=0.0008), [Z2] A a7 0%, v~
T 7 2% D GABA FH=o2—mr OFEEIZEEL TWAHEZ 2 LI TWD, AN T ¢
IIRF—D 8%IZAMEIT WL A, 8%IC TAMAZABIL . BARD /N T
AVADNE) 4%, TADADHK 0.8%) JOBEEEE DS VO FTREME D 95, FEIZ BMD Tl
TAIMDAIDEPERZ MBI RS -To, Fiz, BIaFARNTX Y 44 1Y 37 Kl
WZHDLG A ICEME T WA S NS WEHBID DY I CTRIELTHT AV 74— L
T DA[EEMER DD, [FEiw] A7 4 2 3F — T 13%IIF WA E A DL, R
TAMAEBDOIRZ 03B, BMD CTHEE Th-oT-, BPET WAL, =%V 44 &
D 3" K| O BAITHPFLLTVMEIN DB D,
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@ LIRS RVER) S AR 7 ¢ — D X pft g

TR T A EThA, R, 6 BAE T BFRE, KIEEA T KA
FOEU L TIERMREE S /MR

&I e KRR Abn 7 ¢— (FCMD) 13 B A ZHEEE DS iy Vit Ye iR M s
PR BT, EE DY AN T ¢ —, MR A R I LD AT T LR B OHIE A FE
MChsb. 7TENT 3~4 EICWE D Z i B RE L 2 fRIALC,

OO 1 ENESHES L RWEIER, 1.5 Bl IR TIES T 2BER Th 5, AllhE
ERLSHOND FKTN O 3’ FEFEREEICBITS 3kb DL habhT o AR L Af AL
FL1X, FCMD B3 D 90%|IIRERARILL TRY, AlMEE E L SERO~T
AN XY, EEA | BE/R S FEIAIGI A AU S, BEEE MRI i IRIEE S EAIC
DNT T OIARERE EIERL (IR RMIAE TTAY) | BEEEELIC 2/ NKEIRH 4 ThD
28, A JEAMNE], /NIMFEIARFT AL R CHD. (KFERTIE T2 i - FLAIR @&
THHEIZEEBEROLN, FZIENZOE T IT 5. BB IEMORIE T,

a -PANa T DFEEE DO YLK T L CWDE S T/ U T BRI S ke L, 77V
T« PR AR AR S FN 22 3 AT RS HERR S AL, R B D SRR EHEERE
N5, Fiz, fukutin (TARMIRTEET 1T T2, MBI EETLEEZ BN,
LD I AR B E A A U D LB 2 B TCWD. BRIRIIZIE, 1ZEAED
ARG D BT, IQ30~50 FRIETHY, HEJENLEE DM EEZ 255, YF
RO 48 FlO% T REIETCIE, ~T AR TCIE 80% UL SR EE £/ 1L
FEBGED B DRI o T-DITK L, REFEET LT 7T8% L Es —FE UL B4
AL Qe RSN EAREICER LBV Th, RO AT
L, Fank BSHfiR 45— CHERGEICENN AONAEB AH 7. A EiEN
3 kL b, TEESCX 5-8 mk &/ NFRA TR ITIES T HBIH ZGRO DI, HIBERR
1% WISC TRl al e Bl Z LA E 72K, BHPE 2 —F2id K=, FiziddEhk
TR H K U LD R ERA N TOIL T2, FIRERE E OFLEE 1 X8EE MRI
R E ORRELE—EL, 20K EEBRIEEICIARAR DL — L Q.
— 5 C, #WRIBITHHZH OO T SEEANE LB L AL, ZbITE
ERBIEEETADNAZ SO, FLTANAIEZFNC L HIBEZTHh TV, v
NADEGHT 60%LL EIZA LI, <08 1 Al Carha— L BAFIEAS, 20%53 DA
HIRMECEAITOIRREE L. ~T R IZE T VA2 B ICRIEL, ¥Hh
ThHAHHW D HD.
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U= T AR Z2ADAEM

AR LT
PN S IN e
WA 2 A T

T —%> 7 ZEY( working memory )X, HIEEL T DITEND =DM B2 F A L
DOHIZLRFFCELIDNT, LB (ITH)) LIRFFE XA DO EE TH D,

(2B MRS T=D 72 LI BRSO TLED

ZOIH BEAENDLZ ST, HETHRRT AL bid, 2M5 AT & B
WATHST=DTED IRICHOIX ST MEFEZ A T TV BT, AT RO EZENTL
FHDOTHD,

T—F% 7 AEVE, 72X AT R T 80D B TENZ A RE S 5720 D,
WDIXTZZADAER | THY, 2D @D el bl, RIKDITEN L EEET
FEITRD,

FAT=H0 B HEAE T, HDZENOEET L GLET 28I R ATEILR DD
LU LR WA NTZEAE THD, Tobx L, LFEEmA CEETLHZL
HLED—BITHD, st ATZNEEZTLIREL TENRTE, NEZBET 528138
W, T —F 7 ARV, 2O HE AR O ZHEHifE(dual tasIZXIG T HEEBIT,
B LF R 72 @ IR IR AR BE A X 2 DD B B 2 H - Tud,

ZITUE, AR O —HBEOLE T, V=X I AT DR BEEZ O N
HIET DY —F 427 A7 Ak (reading span test, RST) IZOWTHIIML T, £
DT ANZIHLNDENEEL LT, U—F 0 7 AR ORHEE S 2 THTZ,

F72. RST ZFfiL CTODRFOMDIFEEN A IMRIC LD =2 —A A= 7 FEL
WTHIELIZAER DD, U —F T AEZ XX DO TEIBIZ DV TR LIZ W, 7220
Th, V—F 7 AEYDORIFEEL N HH I 5217 % (central executive, Baddeley,
1986) DI E ORI DWW T H A ZEEZS LIZEDIRD LRI DN TE X T2,
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K7 1%

L
BRI SR AbER R

[ BM0]F 2o = G AR n 7 0 —(DMD) B E O KR L T, SR
TW5. ZREORANE, BARSOIREESE ME, N TR ZE A7 Eo BN E b
TWDA, BIFEICIZHIBAL TR, 22 CTRIMOZENEZ A2 H ka2 5.
[ch5:)(1) BEETHTHEESE CHEAR CT &iRse L7-FEMRRE R OFERT CT Z 1IEH xRS
72. 10-30 ik ETOEFE 32 B AIWPED B R T — 2 X —2A0 bl L7z, (2) B3
X, 4Pz b CHEED CT 24t Li=2 85 5 4 (FE#h:23-31 )& % RELT-.
Z WL, Exon 45-54 K48, Exon 45 K18, Exon 2 B, WELZITOH 2 4 TH
D, 2 TOREDOBITAREEFMIL 11 AR Ch-o7z. 547 2 BllTRFA. 2 41F
RFEFZHLEDRHSTN, RFEOZITFTANREIEDFE CHFE Tz, 14
ISR DIIFEEAFRO T, 5 4 2 AT OIER R N TR 2R s B L
(NPPV)ZEEHL, 2 4134 H NPPV 25, 1 &30S & 2L 2L B AN TREK
FRTAE AL QUo7

[ 71£)(1) Eitxi5o DICOM [#Ej#4% Onis Viewer 21 I LEA KL CINEE. (2)
Image/J ZfFH L, DICOM it ® Window g% T [RAE 32740-_E[RfE 32870 &L
8 bit ™ H B &4 1{l. (3) MRIcro & W T4 T4 TIFF W& I #tk, FH% 0
EHH 'L % Photoshop®TiHZ=. (4) Image/d Z V> Analyze 7+—~vMKL,
MRIcro & H\\NCHIZS I D EAE 2~ 2 —T 7 A WA EZIAZ, (5) Matlab T
SPM 5 % T #{L.(Normalize). (6) NifTI 74—~ hD 77 A /L% Analyze
T —~vMbL, FIH%E eZIS Verd.2 DF —H_X—2E U7, (7) HBEMME L
7-.

[F#ER]BHR RO DMD £ ORiEEEEO ZME AL, AR mE THRBET, -
2SD UL EOZFEMEN RbiTe.

[ B2 MEAER DT — X X—RZAERK L, DMD BE MO FEAEE S Mg 281 28 T 7.
AREEREIFEE DR ERL, K HHEWTHETIREZL Q0D F- A LRAE
EAAEH L TR THRTEABE DO ZEME DS RO, TER O BRI 3E iiE & DR
TR, R AR ATEAIEREME AL QOB ATREMEZ /RIB LT, ABFSE TIERE
IR R A I CERD ST ZENRETHD. Fiz, IEH T —F X —ZADFIEH
Wiz, 8D T X T HBRIMHTEE L TNDIEND, Ml 3D 7 — X DEFE
B FENTZ. AWFZETIE MRI O I3 5866 L7~ 7=, 885 MRI e L7-FF
R BERE O BN SO 72K, FARBERECHIA MRI 2k CEX7=0IX
1477 TEY, MRLICOWTIIMEA2 215,
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[ Piges

YA M7 4 —OEFIZET LR L LT, EBFRICE DEmTH%odE L2kl
o b, RHEER & 72 D F B ORERL O (D TRl b)), DB, B vt v
7 WAERTRZKIORBEND D, -, —HORBIITIANFEZENGIE L, B 2136 ILEER
MY A a7 ¢ —(Fukuyama congenital muscular dystrophy: FCMD)IXIZIE H AN D
AR BND, S 61T, NEHIRIEORBITEIEE S & < ZREPEmWVDITE | B AT
DOFEBITZZENMET T 2 2O BEBRO EMEL RN REEORBEN & 5, it - KFBIZEH
JARENREFREDT — X % TITTRT,

EEHRHTIC S R ()

DMD | BMD | LGMD | CMD(FCMD) | FSHD | DM | EDMD
42[E(1979-1982)1 6.71 | — - — - — -
i R (1989)2 7.13 | 1.82 | 1.55 1.14(0.89) 2.03 913 | —
Emery (1991)3 6.3 14 | <4.0 2.0 5.0 -
Hughes(1993-1994)4 | 4.2* | 1.6* | 1.1 0.6 3.1 84 |04
Siciliano (1999)5 — — — — 9.31 | —
Norwood (2002)¢ 8.29 |7.76 |2.27 0.89 3.95 |[10.57|0.13
Jeppsen (2002)7 5.5 — — — — —
Mostacciuolo(2004)8 | — — — — 4.4 — —
CDC (2007)° 13- — — — — — —

18#

K HH R (2008)10 4.99 |0.77 | 1.17 0.81 0.45 |5.86 |0.09
JE R S R (201001 5.64 | 1.63 | 0.47 0.41 0.29 |1.41 | —
R I(2013) 3.98 [3.30 |0.85 0.57(0.47) 0.66 |[245 | —

DMD & BMD 2B+ 10 5 A% 70 OF7HEC: Hughes 1T A D 10 FAY7=0 OFRE, # CDC I 5-24
BT 10 FAHTZ 0 HHF), TRLBAOFEUTA N 10 T Y720 OFHHE, Emery (F i FAE @K -
Zeethl - HAR)D A X 7F U A Hughes 1T 7 A /L F > K, Siciliano 34 # U 7 2/ (7 =5 k., b
A H1—7), Norwood (FALERA > 7T > K, Jeppsen L7 > ~—72, Mostacciuolo (I # U 7 D/ K 3
W, COCIZT AV A AMT VY, 2uF R, TAFY, i=a—a—7)07—4%, EHFROT—X%
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muscular dystrophy clinical trial network (MDCTN)fEa%FHAL T — #1275 <

DMD Tix, %R 3,500 ANV 1 ADFAER, H+ 10 TAHTZD 6.3 AOARHRKS3
DHHILTWDEN, T DOFWREDOT — X TlE LA > 77 R THY 10 T A47-0 8.3
N6, To~—27THT 10 HAHKT=D 55 N7, T AU BT 524 5DH T 10 T ANK¥T=D
13-18 N 9% 03 d 5, HARTIIRKH (2008 42)10 - IR 5 IR (2010 F9)11 - RHFE (2013 42) T
RSB 2 xR & LICHREMTh Tl . AWERIZE T 10 TAHZD 4.0-5.6 ATho
2o AFICHBT DEEORE TIZ, 1979 4E-1982 EOEERAETHF 10 HAHTZY 6.7
A1, 1989 FOMHE TOFAETE T 10 AN 7.1 A2B3H Y | A ProdE 1212
LD L L THEREOR T RE SIS, DMD BEN T-HREET 2 L3 -o mﬁ%
BYRIBRIREE TITREBL OB s+ BARA RIT 2/3(BE D 13 1THHDZRER TA L BT
DN, P RETEEFZIICEZE Sz DMD B3 OREE 139 4D 5 %Lfﬁ?wﬂ%ﬁb
7oL 57.6% T 18, BIEh vtV 7 - AN X 534D DA FREK T O —K
EHERI S D,

BMD (IFSEAHD - BIEEIZIEA B 5 7o O BEFEHOHRE AR EET, DMD O 1/4 fFEOH
REMELTZLD 2403 L hodz, Ll FRFAEBIToALHA v 77 R TIEB 7
10 FA%7=0 7.8 N6, EHIRTHLE 710 HAH7ZY 3.3 AL DMD LA 2\ W aHE%L
RLIZ#RES &5, BMD (2 DMD X0 AFHIMARWZ & RN 2/ T 2BERL N
Z &5, BMD OF I DMD & RIREOAREMEND D,

LWV A a7 4 CREREICOWTIE, YRR SRR A B 2 BV THE L7 &
%x%ﬂfwﬂﬁﬁL,ATD@A@ﬁ@T%oT%mCKmWiG%&f_Mban
Tns & T INR T8 DR H A2 29 2 B7 N E N 1416, ~T A ROL ITBHE O
#ﬁ-ﬁ%fﬂﬁﬁﬁ%k%wk@\ﬂ%%%%\ﬁ%ﬁﬁﬁﬁ®mﬁﬂ%ﬁ@91%n7
A CREIEORBEERNRERRETH D, KEBEOFRRICOWTUIIA 7T U R
TAH 10 TAHTZY 043 NE& LTE DB H D,

CMD (&, Bk 0. FEIRER 1. EFEOT—% CiE AN 10 5 A4729 0.42-0.81 AT
HoTm, UL 1988 EDFENLE 0.57 A, 1989 4EyhiE 1.14 A 2, 1993 4-1994 LT
ANT 2 K0.6 A4,2002 4L A > 772 R 0.89 A 6L fla—Ed 5, AFIZH TS CMD
@ﬁ@kbf]TMDﬁ%i%S%&E%E@%:&ﬂ&é%:ﬂﬁ\HKAKM77?

AT FIEFUFRGEMIC SVA B L b u b T U AR Y AR & FFORAIGHE E R 90 A

_1Aﬁﬁﬁékwf\¢ﬁwCMD%%@WML<$@%%%£®T%%A%T&5%

ZHUSNOTFERNL, EFREBE OS2 ENE < 7T D ERERT T O BE IR T IR
D 5, AR TV S OO FIEHAE S I L7 1989 DD 7 — 4% 2 TiE LGMD,
FSHD, DM iZZNnZHN A0 10 HAHT=D 1.6 A, 2.0 A, 9.1 ATH 7=, 728, DM2 1L
N7 mE A T2 HL 18, RAYRIRIZE N & WAL TEY , KL TIEINET
ICBFERNERLESNTZOHRTHD 20, LGMD 128 N5 FHEBOEBITONTIX, MZAT
BOE NENLEM - MRRERE v 2 — COMREZEI T 1978 4-2012 FITHRE SN
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881 £ LGMD @ 9 b Mg EZWrCE > 72 b DL 34.4% T, LGMD2A 78 11.8%, LGMD2B
M 9.9% L %< ENLAMNIH LS ) B o BERE(LGMD2C-F)28 8.6%, a-VA hu sl
1 v BUESE 3.0% (LGMD2M 1.6%., £ Ofth 1.4%), LGMDI1B(Z X > B E) 2.6%.
LGMDI1C 1.4%., DI 1% A4 Th -7z,

EERG AT —ONER = LGMD1A
- B LGMD1B

B LGMDIC

H GMDIE

HLGMD2A

mLGMD2B

mLGMD_SGP

B LGMD2I

= LGMD2L

u | GMD2M

H LGMD2N

mLGMD2P
LGMD_aDGP
LGMD_PTRF
undiag

1978-2012 FITMNATBUENE R - MRERFEE v # — O R 2 W — v 2 T LGMD & 2l
A7z 881 DL BNER, #EERZ W C& 72T 303 T, ZWIIHIZ LGMD2A 104 4. LGMD2B 87 {4,
LGMD2C-F(%/v a7 Y o BgiiE) 32 1, LGMD1B(Z I v #E9E) 23 . LGMD2M 14 {1, & Ot
a- VAR Y I BEE 124, LGMDI1C 12 &<, (Bl « it o & — b ik 98 2 993 A
U —ERPE R A L 0 T — H R

EDMD, OPMD /DU L~ T, W b A TORFELIITN S 500 4 LT &
RSN D,

INBERAETDE, RFBIZBT2HY A ba 7 —2ROFREIFAND 10 T 4720
17-20 AFREE(P A b 7 ¢ B E: 4-5, LGMD: 1.5-2.0, CMD: 0.4-0.8, FSHD: 2, DM:
9-10, EDMD, OPMD: <0.1 ) L #tHll S h 5,

YA ha 7 o —IXETHEOH MK TIZ L Y, ADL, QOL IZEKA2#EBE=% 15, 35
(2 PR A, AR, BE N EEFELZZLAINEZRT . 261307 U b EEIGE & A1
BT, SEEIEAED BAF el CHER DA SMR AR RE KT HANDH %5, i A ke
S —TIRANC DD & T8 ICE RN R RS B 2 39, [ENLRBTsAE O 26 fiqk & [ES7
R - SRR IUE o 7 — ORBAEBIL, FEEE OBERBELZRILENDO—>L LT
Wielzd, DENIFEHOBENIIEAETHSTZN, /—~ T4 B—a VEESONY T
TV =Tl & A 7 TEAR, TETBER IR E O BRI X BHEE ORESITIIHgA~F
17U, ABtiEOEERL « EIEAEA TS, Bt 27 gk D ABRERE T — & _— R
XnE, 2018910 A 1 HREROFH YA br 7 ¢ — APt 1526 4D H H 1067 LM b5
DD N TIRE A FLOHR IRAGRER A B, B BIBH &2 B L, 564 44 DM D 2 0 548 44 PR B
BREEE . POEIRCERE) 22T TV e, ZOR T, PR ARESOE T BSOS OHIM &
I % FSHD ITBWTH 69 4 49 A M ERERAHEE L, 17 A RRE REBHF DREE B
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BT TWARE, fiVA a7 4 —ZBWN TR TORM CEIEF N FIAET H 2 L 52xR

LTWa,
27 Hi s AR AT R 9 BRI R - e A PR %L (2013 4F 10 H 1 H R )
Bl AR B PPREPREMEE R RRE PR A
TA MR T g o BEIE 795 653 273
9 H DMD D% 702 610 253
LGMD 184 71 27
CMD 96 72 61
FSHD 69 49 17
DM 378 117 179
il 14 6 7
EEXAN 1526 1067 564
W7 ]

HHBICHEBR T DB FOLR - BERERFICLY | BROMK - ERENET,
HURR OO IE & 7R BEREANRBGHE L CZEME » BUEICE D, FWBl CIRE- BB L 23 505, i
i DO FARE N L BGHRR S (Z RN T2 o0 FERES) & B[R] % ZEPEBRAEONR A ZE 1 - ARiE( L
(2K D IR AT ZERE - AR T 2 okio L, EEiERERE 25 S 24 Ads, REBSHMIC
K0 M- HE A BRI % A4 (DMD ORAPEE R E)LilfE(EEHFNC L HIERE 2325 2 &
b D,

YA a7 0 —OFRERAFIE, MIRBEREEE R, REEEEEA, EEEEEA, B
EMBEER, a2 7 EEEASELE THY | BN EIEERICED A D =X N3Z

—.r"" I
e

HHAa % 4
@ iz ) pouenTie 3 Jb K
@ sePnt mgi=====h'
/5”,
AL FKRP 17220 ¢

l x5y 0f
® Fg {

22T 2T TAYY
PABP2

¥ >
i “pqF
205 F70> Mg
TRNA (a-FHF=2, FAIY, Loy

aBPYRE s, IASP)
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IWERRIR B8, ZEVE « SEIELIE OIS A 71 = X LT T @S2 L,
BEEFEENOHEEEESICE

JotXx

T R A R

3 HE T O B I

FRAORERIT, BRI T 721 T < | IPRHERERE 008 RGNS, IREKERIE S
FHRL D 2. BRI T LB TEI % HIR LI O LTE & 2 U, B0 L
%L WHRE - AT REORHIY LRT. £, BHEHIERKAOMET, WH(Z Y 2
—FNREA, IFTAEORH - KRB LTHRIEL TV D70, FEROE LU
BHCITBRBRT S 5 7 AR ZIE, BRBRNS bR OND, DI THIBAES Sh
B L. DHHEREE  DEHREE RIS 2 kT

PRI £ > CLL, BHERET SRS OB bRBL L V2 BA%, FIE-ETLS
DEBOBIATRIUREAVE L BHAN D ST, PRUBERIEE, IR, B, R
B . RS EGHT A LOL0 5, SO, HYR b a7 —THEHL
AOBEREIE SD R IHBE L URERICERT 5 BER DS,

oA O D4 —IZk> THEL B ER
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WE R

YA b a7 4 — BT KD EEKAEIN T 2 JER & o0, ATEICE A~
DHkx R BPHEZ A L, — M TIXERBES LV bEIHENIRICSIOZ L b H 5, MIFEH
AL, & OFEIC DUV TIERR RSO I L TRIEDE 57280, 2 2 TIEA IR
R DRz R & T, REBPREDESNITHO W TIEBNIZFER T D,

AR IR & AR HIIR B DR
a. VA bMa7 ¢ UEEE

VAR T 4 OERIZE S TALS X PEAffEEHOF; T A e 7 ¢ —7T, Duchenne
i (Duchenne muscular dystrophy: DMD) & Becker %! (Becker muscular dystrophy: BMD)
BIOLHEo A a7 0 VEEIENH D,
O EsEXLETELET

VA Ra 7 o REEITEE T Xp2l ICFEETAHVA R T 4 VBIRTOERIZE ST
AU, X GAREEFEREZ & D H R REOT CRLBEEOEHWVEBROOESTH D,
@ FIEA T =K A
VAT 4 VREIEIIVA M T 4 VBIETFOERIZHRT O A a7 4 — OB
Thb, VAIRT 4 VBIETERIZE > THMMEBEE FICTFETHVA M7 0 VEH
BORE KT, DMD OBRAICIZP A b7 0 VEARKE, BMD OBAICITY A b
74 CEAORR - ERREE, KA e T 4 VEEEOREIIITVA e T 0 VEH
OXREH L ITE - EWEREEZEO ML EFRRYA a7 4 VEAZAET DIHRHEN
RAET DIRAETH 5, 1BIERI 2R DBEIE « HADRER, BRI 2 %4 Z LIk Dm0
KR ERFETH D,
@ RIS

- DMD: ERRRIIZIE 2 sREI FRROMGPEIE R, 3~5 IOV, ARV & TR
PID T ENZNR, A HOARTIIHLSEIIHO BB THEMEN-HMLTHEZ VT F
¥ —E (CK) MAEAR 20> T, BIERNCZKI 22T 5 2 EDIE213%, BARRGE
23T D EERES) D Y — 27 13 5 REN % < | DIRFEIRICEENRE /) 2ME T L 10 IS TR
REL 72 %, HENRE JOIK P> T, BFi#fECHE OHEL - 7205 L9512k b, —
I 10 RELARRICIEIR R4, DAREZFBS D K D272 50, T ORIERSCHE TOA L — K
WIHENZEDBFET D FFIREIRC O EIA R OE K L AmTERBER L THY | &
HOT—HIZL D L PEFEMI30MEBZID LIRS TETND,

- BMD : DMD & #5125 R 2 EE & & CK MUE 2 282 W 4 5 1T 2 A =AEk
DZ LWEES] F TEFIMOEWARE VY, 2 TEBNE T, EDOREV, EEE O
78 EORERZ /NN DR B, BIER] TIXOFHIENRA 2B & 22 D 2 L il 72
Y,
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cHMED A b T ¢ VREE  REEARB L O AT n ARG GRS OB AT
DMD L RI%OEEEZRT I ENDDH, ~T BELSEOLZ XA TIERICZ LD, —i5
ITFEAEME D B WU R GERFRPED 2 & 3D IR T A 2 7850, mlinlc 72 51
FUETIERE O DERE IR N 2 R T RE ST 2, DARTHIET 61 Ao b,
@ERER Lo ERETE OB DHES)
Y A RBR T 4 — LB OEX L FALZ ERIFEL THRETHLID, KEDHETLE &
HIC BRA BREDHEEZRT L DI D, YA a7 ¢ —TRARZRIERIED AR L2V,
2, e, Ve T —a v BIEAVE ML, PEERER. KA. LEtEfYe Lo
L7 TSR Tk U C MR A EEE U2 Wi hs O kit L Gt Ze R 2 #2635 = &
EmFHOREGT, QOL O LICH KESEHRT 5, 20K 5 REFHER O UEL %
M 5HET, 2014412 [T a2 IBFHUA a7 4 —BFHTA RT 42 2014) 21088
FlainTng,
O Wrrik - EER & 55 5 R

CKmﬁ%mﬁﬁTkioaﬁfﬁkmfﬁﬂg/zhm74/£*F#% HIIZEED
NGB, B FR2Wr2 0 LAAERIC X » THREZK 21T 9 2, T OBRZITAR AL E
k_Xj"a_E)L{EjJ v U7 EEDODBEICTSREEDO S EELVNERNHDH, VA R
7 4 VB FAROHEIZT 7 Y VLD R 60%, =7 Y CHEALOEBDIK 10%.
JSERI EOMUNERBK 30% % 5D, YA rT 4 VBaTOETs VU ORK - E
BAVHETE 5 MLPA (Multiplex Ligation Probe Amplification) 4l if%lgﬁii_méﬂ“(%
0. 1 70% D HEE T MLPA IEIZ CEE F2BN AR TH 5, #ERIZHNICIX, & CK IES
MK T 2R TEBENFEITH T Hivd, RENRER %ELT\%VZFH74~@m®
I BRI, ARG S AR T —, ﬁ‘ﬁf‘izﬁ/\?*ﬂiﬁ ERBIT b,

b. LGMD22-24
1B BN OB KR T THEL DBV A F a7 4 —ORHTH 5,
® J_friff/ s E{TEm T 2%

Jutt (MEMEEAERZ LT b 0lk LGMD1 B i f L B2 R~T b Dl
IGMmﬁM.ﬁéﬂfwéiﬂﬂﬂ%&kﬂH@8@&@%&&%T@%@T%D
1H%%VTEILh%#HEéﬂTw6iW%ﬁMﬁﬂﬁMD%%@%m%ﬁﬁiﬁﬁ
BT XNV EPRHTH D0, OGBS OEANT L LWRIKES - DF
ENEATEY | JRERMEEEILED T2 2 kﬁ%ﬁéﬂfvé

LGMD DEEFELEEF. RENZE 4

B{RFEE REEREF REWSER
LGMD1A 5q31.2 MYoT
LGMD1B 1q22 LMNA AD/AR-EDMD
LGMD1C 3p25.3 CAVS3 Rippling muscle disease
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LGMD1D 7936.3 DNAJB6

LGMD1E 2435 DES

LGMD1F 7932.1 TNPO3

LGMD1G 4921 HNRNPDL

LGMD1H 3p23-p25.1

LGMD2A 15q15.1 CAPN3

LGMD2B 2q13.2 DYSF SHREISANF—
LGMD2C 13q12.12 SGCG

LGMD2D 17¢21.33 SGCA

LGMD2E 4q12 SGCB

LGMD2F 5q33.2-q33.3 | SGCD

LGMD2G 17q12 TCAP

LGMD2H 9¢33.1 TRIMS32

LGMD2I 19913.32 FKRP MDC1C
LGMD2J 2¢31.2 TTN TMD
LGMD2K 9934.13 POMT1 WWS
LGMD2L 11p14.3 ANO5 SRR RS A/ A F—
LGMD2M | 9q31.2 FKTN FCMD
LGMD2N 14¢24.3 POMT?2 WWS
LGMD20 1p34.1 POMGNT1 MEB
LGMD2P 3p21.31 DAG1

LGMD2Q 8p24.3 PLEC1

LGMD2R 2435 DES

LGMD2S 4935.1 TRAPPCI1

LGMD2T 3p21.31 GMPPB

@ FEIEA T = A

ZHVE TITHE & T 5 LGMD OJRKE R 7Y OFERE I 1 RS R [, 5 1 o fiRiEsR
BEBEHIRES, A A F v U FNVESHERLONRDH 5 (5
THIREWEERGOERMERR A a7 ¢ —,
ETHLEERHY, I5ICE, BETHEERIBCEEN LN L D(a- YA a s U R
VEEEE)E | FFRNTHRARLZRIMEZRTEO(PAT 2 V) VRERE, 7 R
WIES) N DD, ZOXIRBGIIEL, T RT 1 v 7 RRFOBHIR 15,
FLUNOEF NG L TW D AEEMER 5, REBEFDFEE SV TV RWERBITILL Y |
JRRGER - DBEICRE SNTZHEBIZE W TS, BIEA D= X LARERITHA SN L IEE

ZTRVIRBRZ N,
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@ BRASEIR - Pl » P

LGMD TIEZWUBGINLAG « K% ER E LIoEITHEOM MK TR XL OWEHEN A LD,
FEFEAR R, PR OHETT , BT DAY 7 2 A T2 Lo T A TH D (KB i),
@EFE H E o B R O DHES)

LDMD (24 D HENE LT IRRIEIIRTEAAE LR WS, WK OEAT & A OHEZ SR8 L 725
U7 — )~ R A M R0 AFHIMSER LATEOE DM BT 5 L ST b, FFiC
ODFER MEEREEL T2 LT WA TIIEERS FREIE LB 2o, LEIZST
ACE FHEHISC B - MR 5, _— 2 A =B — AR DREZAT 9o F 7o FERBERE R E 125t
U CIIE IR MR B RERTAT 21T\ BT U CRER BRI E | N LIRS B 8 A & 1T
Ve a=YA T YT BEIE CIIIEIIC AT 04 NERENENRBING D Z L BNRE
STV D 26,
® ZWrilE - B a BT LKA

LGMD 3k CGEiES#, BioP MEmOh - ERRASE) . miF CKIE, fEX
BROMAER (MO - BAFEH YA Mu 7 4 —ICAETH0H) ho2kisns,
o Y L CRRIR R TR DR E S FTRER L B ITIE, BB TFHIRRIC K 22 Wi E 2 B T
Do ZOBIZIE, 7T AN —IRERPHERIMETRBEOLRSITE S, LT FEM72RHH &
BEHDVIIREEDRE L & D, WHRAKRSIERISIEROEEBTHMT L LD HZE )R
Bt S 5813. BVl (Possible) & LCTHR O, Sl FRIPT RCIBEAR FRIMSR CRolT T &
RO, FHPERRERE. RIEMGRE (ZBRHR. BIEHR. EAEBHRE) . o
A TDHYA BT ¢ — FRMEIF AT — FHFERHE I A3 — BERE. B AR
PE I A RTF— RIS PEGERE, 2 b3y R 7T IMESE 2 ERNRE L L THEET &
Thbd, ZIHITITBFEAREREE L ZENL 2D, BRAERESH CPUERRIE, RH A
7V —= v TRE, Lo RBEEITO). LGMD 027 r—0n5%E & LTI, the
American Academy of Neurology ®”Evidence-based guideline: Diagnosis and treatment
of Limb-Girdle and distal dystrophies™?X> Jain Foundation ¢ ”Automated LGMD
diagnosis assistant”(http://www.jain-foundation.org)?23®% %, 72%. Pompe i D E{EiEA
1T D a-glucosidase (GAAKEHIO—i% LGMD E#HELTWH 5D BHH 503, =
NETA VY = LROBETROH S LD LT 5,

LGMD %

(D BRI R R

sLGMD1A

IAFV (MYODDERTRIET D, I ATV AL ZBUTRIE L, FFEHHE A 3F —D
BB 7 - BATHH D, @l CUTALA O 7R T THIE L. Bl & I OB i i e R
ZPED IR B CII AR JFERAE I HE O BRI D ELIL & Y ZEJa A FFHEHI Th 5,

sLGMD1B

7 2V AIC(LMNA) DERTHRIET 5, 72 AIC 13T LT OFEERERM T TH D, i
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W FRGERLAR OIS T TIIE L. LI TIZBERE 14 MEIE K 2588 Becker U~ A b o
74— OER EES 5, 1fiE CKAEIX 2000IU/L LL RO Z &R0, REARE £ D DHIE
DEPEVRARIEDORETH D, LMNA ERIF= AV — - FLATZRBFHIA fa 7 0 —
(EDMD), ZFRRMEIRIERLLHAE, VAT A v 7 0 —, BEEFRE, Charcot-Marie-Tooth
HWOFRKTHH D, I A ALRTIZIEDMD & 729 | LV EBED LGMD1B /X trancating
mutation & B9 5,
nLGMD1C28
HRA Y v 3(CAVIDERTRIET D, B4V v 3 IXFHMIRIEE A TH v R/ asisiz
BGT %, I~ A T AXTF L OV 7 T IUREROBE GNP /RE STV 5, BRARTER
XL F T, EBAMBICEENRNS O, FEARV S O, rippling muscle disease 2 235 %
DR ERNDH D, CAVEERITIENIC QT IERIEGER 25 X 27,
nLGMD1D
DNAJB6 DEFTIHIES 5, DNAJB6 X ZFRIZIRIEL, 73 vXm & LT 2 dl
R T, 25~50 i CRIAE L, APERITRRERBI B FTET 5, MRE CIXIACARZE ML
RHBENHETHD,
sLGMD1E
T AI(DES)DERTHIET 5, 10~20 RTHIE L, ETHEDOINLFH O IMET & 0B
WEEE DIIE 2 & 729, DESZ BRI EMISHERHME I 439 —<° LGMD2R % 27,
nLGMD1F
kT AR—=F 2 3 (TNPOS) DT TRIET 5,
(2)MEEmR
nLGMD2A29 30
TNV 3A 2 3(CAPNI) DZE SR T o M3 E T ERZ M & vz LGMD O H ¢ LGMD2B
&L HITHEENE, W ERMLIRICRIE LETTIHEO MK T2 2 729725, @ARICHE CK
MAECTHE LI NDH06 H Y BRI AT ST NIIE, DA, 2 3 IR a7
T—ETHY ., HERRMECRBNTH A F e M e KO N2A 8k CThia4 5, C129S /
I A =T AE TN S L0 RS 3T a A THERICIE M D
N2A ~JFENEALT D Z & RELGIE T 0T 7 —BiEIEE T2 Z RSN TV 5,
N2A fEIRIZIB W TH A, 3T MARP2 72 E &N LT A b LA T OV 7 VIGE & i
THEEZONTWD, ALy 3 IFZDLHIRbrd—L L ToMEZHAL, D%
BIZE D AN VRARERENEZ VAN D 526 TnWD, IR g Yy 3 i
DABIZIE R B L 72 W T2 DD B E T A B AV,
ELGMD2B31, 32

VAT 2V ) ADYSHOERTRIET S, =4I A4 /3F—7% allelic disease T 5,
OBREOFR A D> TS LGMD O 7223 Tk LGMD2A & & HITHENE N, YA T =
VY IR BTE LEEEICE G L T A LB LN T\ 5, EHEERMLREICT
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e DE KT THIE LTS 5, 9IH1IE & A E28 1,000IU/L LL_E oo CK e %2 245,
B O BRI O TRROBEH bEHE I TWD, Oifildd EVEES LN
R, ETT D LRSS D, AR O Y a2 W TSI,

mLGMD2C~2F (/L= 7" U 7 o B3 )

LGMD2C~F 1%, BRGHI Va7V AAEGED 4 SO D THD a-. B~y v-. O-
PNazZ ) DBIEFERICEIVIET 2, WThoPLraZ U ORBIZE>TH
BAERBIROBA 720 LKA Z X 72 LATIREO KT Z2 A3 5 L B2 b Tnbd, /IR
HER (SCARMD) & LiEi 5 Duchenne BUEBIOIERZ 235 H D05, Becker BUJH
CLORRAFIED b O FE TEIEE ITEL Th 5, MRIEE, DT A X 72 Lifdg CK fIXE
HAED 10 fFLL Lo E A RS, ARG OREREAIZ LY ZEDRRETH D,

sLGMD2G

TLY =V DOERTRIET D, TV =L ZRUTTRIELZ A F oo Z MEA LFES
T 5, AFIE T, TR 25 55 R T 234 £ 0 EALICE L5, A2 O@mEIL 20,
sLGMD2H

TRIM32 DZEFRTHRIET S, TRIM32 |% E3-2 X% F 2 ) H—¥Th b, i CHEm
REEERET D2 END D, MREERTRANDOHREILR,

aLGMD2L K, L, M, N(a - & k1 7'V 7 o A E)

a- AT B AT AE N L CHEERD T I =0 AT 5, T oESEaIC T
% FKRP. POMTI1. FKTN. POMT2. POMGnT1 DZERNZENF LGMD2L, K, L, M,
N OJFRINTH 5, 1E0C FKRPIZ MDC1C, POMT1 & POMTZ2 X WWS, POMGnT1 %
MEB OJKERE T d 5, FKTNIE A RIZZWE LR R Y A s a7 ¢ — (FCMD)
DIFRKELEFTHHDH, HAAD FCMD Tix, 3kb @ SVA I L Fhu T AR Y AfA
BHEORTHEENE L, SVA FFALR L I AV ALERO~T o EAITEIEL D Z N
28, KV BYE T LGMD ORBA 23 541038 5 Z & A3 Eld 7 LGMD2M (255 8H &
Teo PEIRALURIE &2 TR & U B RS R 5 I Ll e B G P A AR i ORI IR 3 & 7
S22\, IMiE CK EIXIEEED 10~50 fFic LF795, AT uA NESICX2WENLLR
LEENH D,

aL.GMD2J

A AFANATTNDOERTRIET D, AT NLLHREE M#RE 51T TORSBERY VX7
BThbbH, TTN ERILEREFSEH VA b7 4 —DFERNTLH 5, RH»DOREIX
7200,

mnLGMD2L

T B -BANOS) DEFRTHRIEST D, 7/ 7 % 2 -5 1% Ca2HKFME Cl F ¥ x /v Th
5, b —m v X TEELHEDOE N LGMD THY 10~20%% L5 & S5, RBEN
REERTHY | LHERBYEL VD720, BAFIE TH 0 BT RREHI S 2200, FR A X RBRIY
SEAREAL CIEITAECTH 5, 1fE CK I IEF D 5~20 512 EH- 5, FffE, DihkRE,
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IR 5 T30 i A2 D AVZR VN, ANOS D8 ST = iR S AT — RN TH H D,

c. CMDUERMAG Y A b1 7 4 — : congenital muscular dystrophy)

A% VERMOM KT TRIET MY A br 7 4 —DBIRTod 5,
OFEMTERE T LB
CMD [ZRERA, BIRFRIDDEFANT & AR —RBARMEARE TH D, FR AR
IRERARIER & S PR RIC KL 5 BEEAREOGERIC LV STV, Fx4—
N=T v TFTHHIHELNZ 03 yino TE, BB, EADRIEL EOMRRIZLY
(1) a-VA a7 Y b OHEMRE (77 F %) SRR VT 70 v a),
(2 MEAEEEAORF(R vy a7 =52 VD, 3) BEEADRT (T I A/C),
(@) MaEoRE(R LV 7rT A N), (6) Zoff, IZHFID,
CMD D FFREBE . BANEFER 2 & [FE IIRE STV L2, WEEHHEAREEZ CMD
bEBFAET Do a- VA b 7Y HEREMRY . Thbba-TUA Fr s U REE
OFTH, fELAEE KRR Y A v 7 ¢ —(Fukuyama congenital muscular dystrophys;
FCMD)IZAAANIZZ L, BATIH/NEOFEY A hu 7 4 —?OH T Duchenne HfiF P A b
7 4 —IZRWTEN 33, 7235, COL6A1~COL6A3IZ X % Ullrich ! CMD, Bethlem I A4
RF=IZBELTE, YA a7 0 — L 3BORERTRY b T D Z & &2 M7ET 5,

R BAEA HIL&sT
(1) a-YRA b7V b ORFSFEM S & sz E
IARSERMER A be 7 ¢ — | WSt | FKTN
Walker-Warburg JEGHE WY EiksM | FKTN, POMT1, POMTZ2, FKRE,
POMGNT1, ISPD, GTDC2,
B3GNTI

=
1
[
g~
&
s

Muscle-eye -brain (MEB)J#% POMGNT1I, FKRP POMT?2,
(73 AR ARE7) GMPPB

TOMD - A Sa 7Y | Y FKRE LARGE, DPM1, DPMZ2,
iR 25> CMD B3GALNT2, GMPPB, TMEMS,
POMK(=SGK196)

X YefafkhtE | ALG13

A>T 7V a KA CMD HQaRRME | ITG7

(2) Ml EEEAORE (A ny | a7 =4 VI)

Am v KR CMDMDC1A) | ®Ytalkhtt | LAMAZ

=
A
[
=
&N
s

Ullrich £ CMD WYOREYE | COL6A1, COL6A2, COL6AS
Bethlem 3 4 /35— WY RIENE | COL6A1, COL6A2, COL6AS3
(3) BEEE R DR (Z I A/IC)

7 I U REH CMD WYL | LMNA
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4) /MREOREE LY, TaT A N)

B EL MR MESE A wY RSN | SEPNI
(5) Zofth

SR (LM HEE (e A WYtk SYE | FHLI
A F 32 KIER CMD HYLERENYE | DNM2
7 LY = /KR CMD WY RS | TCAP
L har RUTEEEHED CMD | Btk | CHKB

O@FEIE A T3 = K L

WO S BB FARIC I DEAXRBRICLY | Bl E 72 1A EE OREEE -
MERFLELDTEORIET D, «- VAT U BT AMr T 0 CBEEER
(dystrophyn associated glycoprotein: DAG)E SR D EE /24K 77 Th 5., DAG EA K
DIFEE@EH S ZKT -V A a7 U I ATHMISAMITIX a- A b 7 U o eEE L,
FARNBITIEY A ha 7 4 EFEA LTS, a- VA Ma s U B 320z N L TAn
T UFEOMBAMER LS L MRS RS &M s A 2 s SRl & LT, AiiiEi 0% E
IR TN D, a-V A M7 U 3 ERE ISRk % 2MEMi 2 T 225, 1 TH O~
J = ZTUESEMITEE 2B TH Y . ZORFIZIY -V A Fu Y b U RERE & FFE
L5d CMD O—#A4£ L%, FCMD OJFKEE T ThHd FKINIZ 10O~ 7 Vv L RW
SIFFR A A Ff 5, FCMD & Tk, 20 SRR SVA FlL b T v AR Y
(BABE SVA)DFFEAZFFO Z L 3 BTN D 3435, SVA $RABLHINICAFAET D901 72 A~
TA TR, NI B a— R DR Y CNDBIERNIR AT T A 2
TGN A BT SIE (= Vo b T o B )T B DI ELERERA T TA
723 FCMD OJFKTH D Z & MFEIH STV 5 36,

QRFRLEIR - Bt - T2

SRS AR E 7 XA R RO DMHBRIK T ry B — ot 7 7 1), i#EH)
M AT MR T 288 e 45, Mg CKAEIZ A v o o RIEF CMD, o-V A b
TV R EETED X O TR OEEZ R T OG0, BEREORE LA £ THa T
H5,

a- VA7 CREIEITREEOH YA a7 o — ARG EREE I X DN &
R DIRAOHIE 2 F518 & 32 73 83,8738 2 O R BT HE O Walker-Warburg JE A
(WWS)7% 5, FIiREE % 72 LGMD £ TIRIAV, W oG | ARV EITY
B - PO A Z EHEEICAIFT 5, IEIERL DO WWS 1L A B R B Rk (G INE 11 75Y) %
W1 & D EEMA, A/l - RIREW T O a2 14 5 IRFER 2 R & U, M sz 3T
EAERLNT, B 2~3 T T 5 38, FCMD D CK i3l i 5T HAL T, #r
AR FLRIITRI L B & S e KT MEBIRIK T 270, REEINRR, %
BRI TR LD 83.39, AMENER A TR, KERIUSHMG, FIZ580. 6 A& ILihZME0s B
MO TR D, AN, So< bE LTH (BERMEIER) . BRWOBEESRNA OB Z R
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3, BEEAEIX R L v b, LEMICTEEERO PIP, DIP OfEHIRY HAAE
V. EBSIEERIIR, B - B - MBS OMERIRARO D X 912725, FHARERDOFEIC
o THh~6EN Y — 7 & 72 HIEBFEA RO . AR C D B = BN B RR | LB PR EF &
TZIENWEVENWTH D, DIBRIIFZEMEETISEOIBIT Ly REMR & 725, 10 kAl &L 0
IR0 5 T TS & 2 MR A 4 JEBRBL AR & 2 R4, BE FREESET L, 25 2R
KT 20 mERTRICIET T 2,

A RO L, FERITIER Th 5, BRREROBAIERIIHI/M e < EE T, H
AR D OFI AR ERIRAR T, MR, ZEAEINE . B CHLY RN R R FED &
D, B BB XIE AL DI Z NI T BT RIRREIT A A2\, 555 KAB B IEIE DS
L RRETTEO K T 2R3,

SRIELPEF HESE R 2 "3 —#E 0> CMD Ol BN L v S, S0, o i IR T 238
D, AT DT O B & 72 2 FHEDORTEHIBR & BEE 7o 8 4 R & 92,
@ERER Lo ERETE OB IHES)

BURE S CHRIBI 2R IR I IAF RS T, SHERE & GOHEOFHIC L © % 5, HPREIT RO
BANKETH Y | B EEE, ST RITEESHEWT O WE TN ERE 2D,
a VAR s Y J o BEE T, MR EEE O ADHE & LT, WA ERITEE
DB, FCMD TiE 50%LL EIZE 0T 2 40, FEEUIFE S PV Ald 2~4 sEUTFIE L .
RRHCEFET 2, TADATIEIL, 10 MATERORBIEN L, MOEIENIZLEAETH .
IRIRZS % 2 < \ZRd 41, T RA, R AREKES), MR B OMEBIRZA ., FINEE, RN,
TRARASIE SRR« TH D, WWS, Muscle-eye -brain % (MEB) Tl FCMD X Y 2 n
FRSHEITIETH D . /NMRER, BRIRAE, FIRESERFE LA 5, FCMD Tif, =
TRUANA AT Yy F—0T )L RAEDOT 4V AFEGAE R, G CK EO R L&
R EEOHNETEAE T2 ENMBNTEY . U 4 VARG LE S BT Rl iE
EEZ BTV 42, FCMD i 10 il & 0 JEsRBLLARE 43, B FREE, MR AL /K T
L DR ARRPEITT D, DAEICE LTI, BE 0 EMR 20 o —FHE A SEE TH D,
W T R L T, AR R 20 IR L, FRCEBSEN TH D, B ORBEE,. H
HEE ARG TIIH D0, ZRICHERRWENMEE 725, 207, FERARIZH L TiE,
(RERAIGEHKINPPV)2NE A S D A, SRR BE, KB UIBH & 72 D61 6070 < 7
W, %< @O CMD TiX, HEITYEOEREEDMZ N L 725 7=, kRO 21TV i d) 7e
REN G BT ORI AEAT D,

®R2Wr ik - EER & BT 2 R

CMD D FBFEEFT LILAT & 2> ORI LI R T2, 9 L BB - HEL VoY R b
T4 —FTRELED DT TR, BRRLIT, R 2R ERRAER & s gl K D EA OB A
KEOFEHIC L W DS D,

AU RER a-YA e s ) b BEETE, MiE CK AT HA T EA L, B
MRI THAEOELZ T2 D, BRZWNIEZ I E#E L <1372, FCMD D8 MRI
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R CIERARREE R, 2/ MKE] JERME], NMFERARTT AL, 2R 75 B R 2
fase AR R T T2 383K - FLAIR B2 3517 5 B DS E BRI Th 5 14, WWS
TiE, KBHE, MRRIR, M NI, #IEEINIE . Dandy-Walker #7128 O & &£ 72 47
BaalT 5, Auv v RERTIE, A% 6 7 AUKRICAEICEE ? T2 MG CEiE
5. T1 5EFHE R IS 5 ORI 2 780 ZHUTEEE X 5 2 L2372 45,

FCMD %, FKTN ® 3’ FERRRFEICI T 5 SVA AL B O 3 A S 4L C ArRE(PRIR
WG ThoHD, BRNCHARITLNE TR, FCMD BE D 3/4 13 ALEROKRTHS
HTHY ., ZOHECLVEESND, ~T B HEATHITRRE & OERNNBLETH 5120,
AT T Lo EOBIGFEROIERLE)DRIENLEETH D03, M FE N 7T RE M 25 1R
SN, EBIITBEERER S TH Y . FCMD O & — 59 556135\ i
(Probable) & L. FE#HAH]CL ] GERHI(Possible) & L T 5.

FCMD LS D a-P A ba 7Y 5 v BEE T, FRBE OGRS aIc LY, oY
A hwa 7Y J o OFESFICKRT D PR CY AR T 2R %, MBI B AR 7R & (O
T 5, An v RERTIE, RO b Y T A v v OGREMED KB B 5T
EWL F U EAER CHREEEO G LB A T A v v oY EaE R 2R LT B
T, 7=V a2(LAMA2) 815125 BFRAT % S MBI IRIE T 5.

ZDIEND CMD Tidk, 27 &b —BEiRERIC L 0 EREEARS LT BT, ATEETHIL
IXREREICEDEAEDOEAXRE, FRITEETERORENEE LW, B 7-EHFHF
FEREBA T LOMT A WS S 5,

BRI AR, ALIEE Pompe WA XU & LIEAREIMEI A3 —, BRI AT —, %
RUERFEESEGERE, FTFREMERZAIE, 2 by R 7 REE, R BFESRSH T L5,
FRZFL IR Pompe 132 ARRMIZ K 0 I ERIETERE N IR TH 0, BERMAERIE
WX VIBRRARETH D Z Ln, BTN T RETH D,

d. FSHD (i JE F Efifil s A kv 7 ¢ — : facioscapulohumeral muscular dystrophy)
g - JR T - B 2 AL E TR R AREERROF A e T 4 —Th D,

O&EfBEEA - B8 T

BE D 95%FEFE)S FSHD1 7275 47, 2012 412 FSHD2 O FALE n T #3 Aoio T,

FSHD1: Ch.4q35 fEIKIZF/ET 5 D4Z4 U B — b OREH Yt s s (RE R ITE )

FSHD2: structural maintenance of chromosomes flexible hinge domain containing 1:

SMCHD1 (18p11.32); Yo i (s

QFIEA T = A 1

FSHD1 TiELL F o), QDGR ER - T256, FSHD2 Tik SMCHDI D75 L (2) D5

TR E 7R S T2 BT RIE LIS D,

(1) 4 BEYOAEER(4q35)IZ/F/ET % 3.3kb #Mulk LELSI(D4Z4) Gl 13 11-100 A1k D K L)

PRS2 (BEHH TITM 0 R LIRS 11 [MIBL B, 835 T 1-10 [ED)4,
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(2) D4Z4 OF 17 A TIDBELFA 4gA X A 7Tl % 50
ZOEBIFIUTOLICEZLR
TWb, % D4Z4 \2i% DUX4 #15
F? exon 1, 2 BFIET DM, 4qA
BLFNZ DA polyA v 7% a— p13E-11

N4% DUX4 @ exon 3 75”?*? _-_ww_
%o Yt Sk DT 1 A 7 [Tl A F oo s

A/B
fEA2 & 0 AR IR Sh T FBHD—-—%%— g Bl

D474 (11-1001)

WAHM, DAZ4 U v — N HVEET D474 pLAM

% L TAFMEAE T L DUX4 ) —

BHE TS RIT 5 5, SMCHDIi:  9A ::=>[:::£%§§;=I%§—

2 ?/V{K%%Uﬁﬁ“ﬁ_%)ﬁ{i%f\ /E DUX4 exon 1 2 3(poly Asignal)
B d % L AFILBET Lilts < D424 S

< >

FRRRLOTVRIEE 8D, T, o E )

DEDREMHDOTT 4qA 147 x4 oxon 1 )
DTRATHZHTDHE, DUXLN
BT D 48,

L2xL, FSHD1 Tik D4Z4 V v — Mt HIEE ISR RMHEEZRD 5 2500, FLU
U B — FMILTHIERITITIEA R E W, F—Z RN« —IIEREIR Th > THIERITIZZEZ TR
WHZEBRHY, Fio, DAZ4 U v — ML 10 HEL TSR LT h EEIR 7 6 1 2%
WA, S TERD A=A LDOHRTETEUIT 5 Z LT TERY, EEARARENZEZ N
B, RERLRTUTITIUTOL I REDBH 5,

(DDM4UHwhﬁ@%#5:kT\Du4®ﬁ%§6%®%émimﬁ%ﬁ%mb%
B H 2 U D (VB H)55,

(2DM4 (BB THBLHEA 238 4T Y, D4Z4 U B — F O&HE T Z O il 23
KT L DUX4 X0 DAZA TP AFAET D MO BR T D FBLIENEAL T2 56,
QEFARIELR - #f - F#

ST I, R LA \Z B - B A O 5 AR T TR T 2D ANFENE AR ln <0 FIE B L Ve
WHY ., HIDELEZES L, AIEDOFHEIVERIIZU T O L SR b D0 H 5,

PRI VIR T : FIRNEEGERG), 0ENLEAR, OfNEE, %0, FoEEX -
THE, KiFOZLS

JERH . Bz EIREE, BRI R (ERRTT % ECBRTEL) . RS O0E H - i
DFEMFIZLE, R FELAR OZEMED BAL72720), FHROMH NIRRT,

FIEATOEIEIEIZ ER 72 2 & 08% <, TRV —hE L UERLERBZRFOBEE LW
Do TOXDMRBETIRERNE, BTERMETENVRIEROZ Ebd D, o, BIE
Bl CIXBEm A RENS B2 WAL H D,
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AIENZ RN 72 G OHE L LT, BHPEREIER (Coats i) RLEEIEN & 5, B IRRRE I R
BN TREERI T HHH L, MRAEDAREITIHE STV DD, MR AR A T
WEEETHBEFLALND ¥, QTUIEREMERE S22 &0 LT HEbd D,

D4Z4 V v — NS 1-2 OB A, FLIRMAD BIIE L, WO G0 A0 ke 2 2 X A P E
WaEI ZEbHD 5,

@ERER Lo ERETE OB DHES)

BURERCL ATEICA RN RIBRIE T/, AR CRIEMIIZIE 2780 5 2 L 3% < 60, R
T A NREEZZT 588 S 550 GMETHE ST 6, BRITEERNERI E T2
W 62 b 2 MEE L T, EEEELOEARITE AL LD 72 OAEIREE i)/ dE A
T e YIS AIC L D ADL #EFRIZ /A2 2728, DBERERE E 2 T 2 BE LWV DH120,
EHN R EHBERDPLETH D,

A B EENC R ERNSET 2R S H D 682 RIL R TERNERDPRE L,
BRI X, AL )N HIETT T 2 7o O RN B S 2 S G 7228, Sl ERTE
WHZNTH O EMRIRBIZ2 280 5, Ml LB HEEE ik, FRR=Z2IC X v
Bl w5 b,

O WiTik - EER % E5 5 5 A

FSHD O2WHIEHFIER 2 A+ 5 BT, 4935 @ D4Z4 V) ©°— F OFHEESHDL) £ 7213
SMCHD1 D7 5.(FSHD2) # i35 Z & TI7 9, D4Z4 U ¥ — R DEIfEN & - T b ERKIE
WERDIRNIGA X, FIE LRV AREMEN H 5 728 4FSHD & (3472 & 72\, FSHD1 O
{52 WH T B PIRFZE RS BE R BE FTRE 7228 . FSHD2 (22Tl 2014 4EBF S CEWNISES T
FRAT 2 5| E 52T TV DRI IE | SR SERERE L BB iR T D B D S5, D4Z4
U E— hOEMEERO WA, FSHD DAANOKEBOREEN L EET 5, #hlZ2ET 5%
B, VA bu 7 g U BEE 64, LGMD 64, EDMD 64508 B 2 A/ F— SRk
A /3F—65_ Pompe 5 66, Hi SRP HUIRBGIEEEIENE I A /5 —67 R H 2% 68, o RN M
TIFEAERE 69, ARIRIFEMERG ZERHEFZH C. IR TR B b B EN D, o T, B TAR
ZROIRVIGEITERAEIRECH I, A7 V) —= 7 B OHRRESENZE %
FNATO T EMRYITH B,

e. DM(f3&E M2 A2 b 7 7 4 — : myotonic dystrophy)

FTREBLS, AL - MIEER SIS ALZE M B O K T 2 o3 Yo R & R DOl ¥ A
fr7 4 —T, ZELRAHELAT D,

OBI=EA - BEEIR T

1% (DM1) & 2% (DM2) O _>D% A THRFET H, A TIHIEE A EH DML Th
0. 19 FREKIHFEETHIA h=rT a7 4 X —B(DMPREE T 3 JERIRRHA
WUZAET D CTG BRI DR 2 M B RIK Th 5, RERI%R 35 BILL 28 1EH, 50 [
ULEREFE L S5, FROEEEBETH L0, TOHRDIZ I NI VIERNELS 25,

65



WHh WD RIEHER R 2RO 5720, BEEEKS0N TRty LIZLIETH D, %
FEAEER D DR AT, ShEEERL, JeRBNZ /T S, RBNIHAR L FHAR KT %
7Y, CTG U v— MEIFRIEFEmME WML, R CTRL Y E— MBEL, KT L
FEFITHML TN D,

—J5. DM2 OJiKIi% CNBPEETOA > b1 ko 4 E(CCTG) RAEES 0 F i fif
EThHsH, DML & B0 Je RBUIAFIE L, BCKCTIIBE ILE WS, A CTITE25HE
A L E T 20,

@QRBIEA N =AL T

DM TEEMHELTWDY E— MIWTIL L ERICHR S R WEERICAE L TR Y,
ARESNL2EABMRICET TR, ZNUHEFHELEZEYV E— M2 b o8R0 bIEES
=B RNA WREO W 2 727, i85 SR mRNA X, MR L2 B— FBAA~T
VUG A &0 MRS S e < R SN T RNA BEER A BT 5, 29 L TEEWN
\CEFE SRR pre-mRNA ORI A 7T 20 7 Z il L T 5 MBNL 280 7&
AN —FEICERT 5, TOME, BN TEFICHAIET S MBNL 23478 L, #4722 mRNA
DATTA VU TRENRSI SR SND, 72& 21, BERGEEAYA 4 F v 30

(CLCND) ODATZ A v 7 B Normal DM1

I8V, F ¥ XNVBROBAT S o |
| |

o pmgoREE: LRser | AT 217/

REBISRNE X ShD 72, Voo |
DMPK . X

RNA foci 2B

ETAVAY VEEEROAT T o | (e |

S RS, TIHHERE R O JRIK v ; |
LB, EOM0 U EDATT A A ;‘ E'

SV I REB R E AT B v/ o
EAHETDIET - BEEORRE o Tl X ICZERS

BB AT T A TR E P — EEMCLONT - S $%f%ifiCLCN1
ELTRELT, a2 T 74>
7 EEPEERNCHEE L TVD

HEME D E X DD,

OMFARIEIR -+ Fil - T
MEERS - MaSHFL2e O M O AL AL O TR FRoFE M &3, AiREIRRIE, Fom<iz
S RRRGER I A =), BN~ — THIEEHRRE) 20T L7z R o (T A4 =
—VEL D, ZIRGRET, WRAMRERES, OFEE), PAMRERGRAER, Mk
ZAt, BIR), BRAER(E B, MERRZAMDE), WS E (MFERERREE . mE e % 2R3,
ERTIX, FHAEIRDS BSL72 4, AEE - TMBERER W DA 2R 2 &3 D 5, FITEFARODE
. ATEHERL R M CBRASLORF T H D,

R 5 TR SN A . PR AR DOFEE SN 0 | IR EE R Lod 0, dRme Lod < it
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RAEBOFLOT VN, BP0 - Bl FEE IS K DA 4 - ik & ORI K 2 BOEr AR
DEMTHRICROEGT 5, ZIRFEIZL DT HZ W, FHax o BRE  BEFRE L S0 LT
VN, ARELSE - FLEE - FEEEOEFER R HRO0T VY, KEICK DRV E ERH R - F
iz, RERBEEOINERAIPE L ZRICAEN AT 22 b H D,

FREME D 2 b | 7 — DLk

it JEAR

B RIREBLG (I A4 b =—) | EITIERRENE GRALA X 0 16 E 2)

Lok CMEEREE | BUEHEAEIR GRIR, D= . DAE

ML wWERREE, R, A LY R BRI, BA

L& iR, PRI R R o (RRERR IR MERER - FRAR ML SRR E)

iR R KU - BRI, RAIARREREE . AR, KM VB A, R R (S )
NI IR MHRERERE R . i1 o A U IE, MARMIE, FURAREERERE . MR L | B R
iR IR, R SR 28 M

H TR TR

B R SHEFWICIR, %A LiE

IS KA, BRI, IS5 O FEME IS, 15 I 4 D RV,

Z O ATSAERTREA, X TeG MAE

@ERER Lo EREE OB IHES)

B A CIIARTAR R IR R I T, SHERIE & S OHEIRRICE EE 5, MK TIZ2nT
FEEESHENTOMA, FETH OO ANE Y T— 3 U&7 5, WA IHEGRE
THRUGE, ZERIED TR D72 BIER 2 5 DG ORI 5 EMRR AN EE T
oo, LER - BAVF—LER, PEREERERETE &, &K Sp02 E=% —), Wk FHERERTAMN,
MIEARANZ K DRSS, HbAle), IREICOAANET = v 7 ENRNETH D, REMRIC
DUV TIIFERR 72— R A — T — S0k 2 A BRAEN 27 (ICD) O i F A3 228K FERD 1T D 72 23
% EWVI WS OHENR B D 8, MELFEEIZ L X IHMR BT (NPPV) 235 —i8 R T
&5,

OWr ik - SR 2 2T 55 A

S EX TITRIARE D X A4 » =7 HES R Thd 5, SRR ZEENIE, AL AL O )
TR, FRRE LGRS ORFIRIEIR . BV ANIES ORI, ZIEEEN DRSS ICEZMTE D
— T, BIEFNI AL ST, BHES TIIMMEROE, MmpokEE, ADHD %82 S
TWAHZ bbb, BMRIZEDEEBRAZ ) —=0 7 HHB SN TND 4,

B MK COBIBFRITIC L 0 2EiEE S 5, DMLIZOWTEHFrrmy 7 0 71Tk
50— MEMHTA, SFERESCRRRERBREIR) TH 508, FRNOMMD A L 3—2h
R DEEELEZ, BIEHE THTHTRHHD S 2ATIXETH D, DM2 IZHOWTiE
P ERE B ~KIE T 5,
EERIEBIZZET 5D b DOICEA I AT — B O A ha 70— flERRHE X A3
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