HIREMEY A 70— (DM1) OB RIEEREE
~ YR BT AR ERABERE RN E TR AL~

fim FESD, ME BT, ME AT, LE BE, Bl A2, A
BT, W U4 D, K EEED, BE =D
1) SRR SR PR
9) ESRBAL SIS VALY — s R

BRI AT 4 — O FARFERE R O 1T, 20 HALFIERICEUR S, Maas &
(1937 ££) #¥Mental changes in families affected by dystrophia myotonica’®
T, AR E . BEEIRE . 2RI OV TEED TV D, ZDH%ORFFEIC
BWT, ZNET, AREOHREME AN T 4 —F A7 1 (LLF DM1) Tid, #1589
EE EEEE 7N — FEROZ LS, ARES RREFRZEIIML, £
TEREIDOHEEEIN T . ZITHERERE ZE (Dysexecutive MEfERE) | (REFRAEE2ED
WENLRINTEY, REBOPRMFREZIIZRBAENOBRINTNDIEN
fz5, BEDOHHEEIZBOT, AERAMEREES REHELR->TWALES
WIEARZ 72V, 4 O preliminary study T, MEOHEEREIC T, RHFEO
HRVETUAT DM A E O THUFENSERIELN, BREEIIR TR
BEREMEE 5L TRY, SHITEER RIEMERE SBINGRELITV  DM1 ORE IR
WL OV TRELIZO TE BN Z O REARTRT D, Fio, TN S4872 At
BEERRFLRBL B HAFICBO UIRBE RS TR0 ICBIL TSR
FEHZ<BY, BEOHFEFEZETIER 2 WEREZHEBLINILLEETHS, Z0
FEREICEDIODBRERPBEEL TWDHOH0, BEF D QOL IZEDRERENHY, &0
LRI ADIFIRE TH DM e, BB ROWEFT AL DX T OV THE ~ D&
ETHRELTWVKUERHDIEEDND,

37



DMD/BMD @ AD/HD i @ Affi i 00 -4 oA 5+

FREFIGAE D, AT AZ D, BB D, BB D, FriElEon v, HAREE Y,
A 2, TR 2, R 2
VPN PN P NE R TN LS S0
2) (B STIR GRS TIAR L3 et P A

[BIfE]Duchenne !, Becker 4 ff > A7 o— (DMD/BMD) B3 O Fi2id, =34
== A RoRt NS T O MO B ilh Do b — L O R RO R
DEIEDENETHHENRD D, AT aAROEWEREL T, EEhEC R R E O
FEAENECHAHEMELE D T A0 ENH S, DMD/BMD 4 4 F 1% 75 A\ TIE
W G0 D FRODVRIFRIZ L REEEBS N Z R0, FRas G I B D RIE IR L
T WDZEHRE L TR E o TD, RRFETHEL, RIS Aba 7 o — &
OV ORHE L E B (AD/HD B) (2 542 To, UL, i A7 —#
FHaentG e Utz ADMHD 818 208 U7z geidid e A 8 7a < SEEMERE MK T LT
L= BEAF OFEAR R E O 3 RIHEMNE DD 8 i S v, ARBFGE TR, T
BRI L LT, B R IS AR A 3 A T2,
[ iE)gE R /1#E 6-15 7> DMD/BMD HE 26 4 (DMD=23, BMD=3) }5.%
OMRHERE 26 44, JITERJE : ADHD #F{iA7— /L (ADHD-RS ZJEhK) . Strength
and Difficulties Questionnaire (SDQ: RO S - REESOFHAM) . WISC-IV L
DIBEEE | LTITHIHERR ) (BnpORKEE) . 727 F 797 (AMIM S~ A /0 e—tarnl
—)ICKVIEEEA M, & TS TI7 407 E ADHD-RS & SDQ 135 #
FEINT-EBIZOWTEMEZ 1T o7, BIRIL, 77F 775 R & FITHEEL,
WISC-IV @ 2 #LEEE{T -7z,

AR, ENLRE PR IR (LR BE . KIKKZE AR 2R OMEBEE S L
AR TERSNT,
[#E 2 JADHD-RS OFE#EMEAEIE. W b 07 EChoTo (REE 1a=.84, %
Bh - EE M 0=.85) , AT RARNDOIRAF & TrX, ADHD-RS, SDQ D45 S IZZE03 7327
-7-, ADHD-RS Z&)-EEM DB RIL, 77F 777 OIEBEL G EICHEBEL T
7z, F1=. ADHD-RS & R, SDQ O m LR <FHEIL T iz, ADHD-RS Tid,
2 £ DBIIBOEANEL SDQ T 4 4 DB IENERMEL LEY ., EiGORESE
~LTz,
[Z2]ADHD-RS O B12iE, BEMEREICR T2 ERMER L EENTWAR, AR
FE13 DMD/BMD OB IRICHHHIEEE A TEHEEZLND, 5 BIOXRGE DOER
DEENT 11 HTHY, BFEFIZRBON T, —EOBEA TREMRHDLEE 2D,
AD/HD R OBENFELOHEEIIARATHSMN, ADHD-RS & SDQ IZBWT, E
BLTEERETRTENNDIEND, Bt EOMEE A 5B IEN DI BOIEE
LTWAZEITHENTHAD, RO SR T AR BEEOITHRFIDLELE 2
Y. 4 Wi

38



VAN ¢ BT 1R B R TR A RER H DB

EEEED FrEEn D RBERE 2
D EERAE
9)  [E IR R R PR

[#E]

VANaT v B PTRARE R F LR E T D R R I ITE R DIE RS L TERY
(Waite, Brown & Blake,2012), 7 2 =2 B A a7 o —E BRI BV TEREN
HERED T U NTG U ANEEBRIANSAEL TWAZERRESN TV VNEF-FEH
1992), EZ T A ILINETIZ, [REEFHOFREERERE O F b AE BE THIEAT
Tﬁ 72 22 B ORIMEREREL AWV TRADVAIM T ¢ B EERE ORI

0)7’//\7/%73%‘#1,@\é@b>857b>%§}ﬁ/\‘f%7’_o ZDFRER. FRAIZBNTH
H’ﬁﬁéﬁfﬁﬁﬁ@ﬁﬂ#kiﬂ& ENDMETLTCWAR, BERIIZIR o TR A2 B LURVWEEE
HREIFEROE, SEEM, EERICBNT i1£ET75><77<Bﬂ’w‘oab\ ERBALDNT o
7= (EEB, 2012), LOLZOLINC S ORBEMRERE L BRI ER T 57 LI E
Thb, FZT, VAN T 4V BEEBE OREB B EEL IR X 5720
@EIEE%:&@;@K&) A B EIT> T2,

[H#]
BREF2EICIVAN 74 B EELZIESNZ 15 LIS L TCINETIZU =/ A
7 — R AFIREREE (WAIS-TD) 25 10 BREE ., ARHE TRk, HEE, 8Ll Bk, 1T,
GNEH. FEARE, REERL., BEEES. B, IZEEERE (CADNDL b RE, BEMR
H. VBT 4P EFZ VT 4T AN, SRR EH, PASAT, z}*\““/“:/a‘/-xwv»—f
F AN, VI A7 — R ERE (WMS-R)26 7 HE, SHEORE(D), ARMSES
(1), EEHEMEA(]). K lﬁ;@uafmmﬁé’)‘ﬂk@ﬁﬁé(ﬂ) AR ﬁxh_mL
FEFAEL), SEEMEABEREA(D), &5 22 DFBABEREREEAT o7, T
T RTOBIEEREER I L TRF o EITo72, AFHEITESZ2 L&D 2
F=yEA RV, BRI vy 7 AEEEEIT o7, ~

[#EE]

5 ODRTFRMHIN, F1RTIXEFEEM - T B2/ I Tk
FER RO LB ) . BRI EERE - AR FEHROERE S, F4RFIT
M2 N SRERE ST | SR FIL B R F AL ERRE S | &k LTz,

[E£]
A@@F%b HYAMT 4 BEE B DRI R ks %?EZZ%@E&LT
I EFEEAE - HETREE ) X HFELATHIHEER, THRRpOBE R B S - 5O iBRE 0 1358
ﬁ%ﬁl | L78 fﬁ%é’] CE. [EENLE - R B HAIERET) |13 PASAT klﬁ/natﬁ\ F55
SRUREBEEA NI EFBEMXHE S, (B IE AR S) NITER R L SR EEH
%it‘ohéo

39



AR D AN T ¢ BERE R BT D
FOFNRERE S B PRERA A 00 B EE

EATEA V. EEEEE DRI ST U, e E TS E 2
1) iR R
2) [EISLHR BEReAs i Ak A

[REE B ) AR 7 4 BAIEIZ BN Td H— 1E OB & CERAHE Rl 25 03 1
[ A RO HAVTNA (EHB,2012; 48 5,2012 728, UL Uil dnidnefEss b
I R A ) 00 S (AP B LS B S S Qe T CARF ST IR A e S B
BERE () & 00 B [G] L B Lo W TS ATl A B S LT,

[ 51 AR T2 W L0 e W4 3 Fe e Uiz A oo DMD B 114 - BMD B3 1
4 CEY4ENS 33.83 1k, SD:7.33) & x5 & U7, 2014 4E 7 AIZBRE OFF /2456
M EE R JE (SRS-2 Adult Form (Relative / other Report) ) O [a] 2 7% 3 H#E R 12
(R U 72, SRAEEENS 2012 4E AT DAV iR D B2 AR O s A0 F L2, i
FELEE AR AL 1T WAIS-TTJ0 T sepk ) THLEE ) TRl T3 s T47 21 HERL ) [ 03 )
(Efif | TRe SR L) TREE 341 ) THE

. WMS-R SO TERHAOFONE (B - B AE) ) TR R M e A (B 7% - AR IE) | 135 R o
A (B - 2IE) | TR O RS

. CAT JY TEFRE Mk RS ) TSDMT ) TR H i A ) TPASAT TRV var Alv
— 7 FAE | BADS KO THLHIZ M) — Rl ) TR IR A ) 268 A L7, ik
FHBE T L B ENR ST (AT T U A R ) VT,

[FERIIEFEMhE G ) TR & GERIE) | THETE MM H ) TPASAT1 41t

I% SRS-2 DEFHEEL T RELOMIZEBLEPREDOADBEENRHN(—
BRI EHICE B, 1=-.58~-.79, p<.05), F/=, R ar Ay — A e
MIZIWVTH SRS-2 ETEDOFBIA BB, TALREO—EITIEH R B9 H B e B
D ABAT(r=.58~.69, p<.05), T DIFn>FALL FEFH# L [SDMT) [PASAT2 #
Gl T BE TRV r=-.40 LLEOBR DN RoNb, 62, T TOM
EHEEZUAZEEL, SRS-2 O&EFHE R TARERS Sz BEKEL-ERF
SIS, Tonssk) TERAR ) TRERE M4 HYSRRE | TSDMT | TPASAT2 FHSefEA & o 7 1.,
(RO ar AN —T B EFTERERINIED 51/ T SRS-2 O &R TALRED
52 FHEIL Tz (R2=.43~.89, p<.05),

[ 22 ]DMD BE X LRI DR AAE O T Ml Q0 A(F T, 2010 72.8), 4
El, SRS-2 DA FHE RO FEZEHICPASAT2 B4k 1B & EN TN =2 Enh, U
a7 BEE RS O B BYEME SO R ALIRRE S 23 B E L TV D AT REME A AR
Tz, Fi2 SRS-2 O—FRO LR EB/ RO FEESE L TISDMT <0 R Mtk
HERBENRIRENTRY, YA 7 BEEBEO B BEEMICITER 100
HEOET., REOFEBRELEEL QWA EREMENHD,

40



ATy FIEBIMEADIER

SR B PR XX
W SR B R AR B AL 5T

MNIBEHEDOUITUIER T2 E AR A IR U BN ol 722 T8 A &R LT
Wb, RIFFFHER CITEHOBERPIA T ER LGS IMBRRIZ0N, B
Fata=l—ta LR R B TR R RITAT o T R OB R Z IR~ D,

EFaa=—al  MEBICETAME T, BOEELEDLIOR (EB) 72
IEDDIORE(FA), BOIEELEOHL O GEH) F/-1380 25 03 (U3K) TF
LImEWEFLZERL T, BEEENEAEEEE R L, BEPIHEHRTICKL T
WI/NEL, 2BEATHHMALNVOBWELER THoTbDD, SN THEREE T
FRSRCTLRICR L TUINESEAIT BNV ER AL ~UVZIREL 2 o7, $72 8
B IR TR AR KD IEERNF ¥ AL ~UL ThoT, FEROEFREL A
THEHE ORFD (R CHEF B I NZTDRED (RO FED) &34 8§
DERBEEATORF O NG BN 2 E SR B B RE IR R ILB B BIEIC Lo THREAT LT, =D
FER, WNAIRTEERTE M HMRE LA RICERS L., EFOEREREE (D E
E BOER LERME(EDLOH. BOL0MR) IIEEOKELLHEETFEY
OEELOHMHBR THEICTFEHLA, TRAIFTEERTE LM B O AR RIZ
EOSNWTITONAFEE ODRFLRHETFEFOR/FHLOMEICEE L TLAZ LR
RBEITZ, |

BA - T T A TIL. SO LD IRTRENIBEFIEREERIERT
LB OTEE LR —HTHEEL—BLRWE SO RKSCER BT ES 2 L
7o TOFER, BB FEEIZ DL T, PRI LW HEIT, BBH2 B LR
U9, EBRIRENAIA ISR U, T2, mEE Cid. SRt OB IZh b
59, TR LRWE ST KA OZAIL BT, BEEERIZEST
Bl &N RITHICRBIT25RMEEBICER LB O KR B ROIZ<F )N
RSB R - T EE R AT LRI,

INHOFERIT, IRy T EF| ERITIHRICK U THR A BICHEIR Lt/ 38 %0
TR RN TELTC DT —EDOSRERH DL, BREREDEERHIEEE
E ., ERHZER CHEER THIE AR ERRITI o T &R OB H
HETHDHIEERIBL TS,

41



oot

B RE A AR 7 =1 B (DM 1)\ d61) DAk R b

i

AT i
BEANK S BE S N BT EE Pl PR Y

AR B AN 7 ¢ —1 B (DM DI FRER O MU 2 ¥ 7 i A B 2 26 Ias IR
HTHY, IR Z R A bS5, ZIVETOZENG, DM 1 B, e ttg<e
B O amr—al BT 52N ML TWD, L, 2O X7k
1TEhD B % 5| X U COARBENFR R - MR B I DD CIRIF A SRR 2540
Ipinote, Fx ik DM 1 OF5 OVERS - ATENC DWW THES IORB IS RE & VWOl 5
5720, DM 1ICB AN, B8ROV EHERIGE hAma Lz, &blo, =
NETOWE T E R EN TR T I 2 DWW Oh R 21TV [ D
SO R & oo B A B,

17 B FREBERE 2DV TR 5 R T E R O O R A AT VO s 28 oD 5 2 &
OFRBIZ A, f5 5. DM 1 B, A B REE i U TR SR O R G55
JEPE DM T LTI 0, S 3 1 R R L U BB E R S o & b, 80 # 4 o0 B L AT EE
HEMEEIE, BORRE ORI ETEOFMER LT,

O ERHERIRE D IZ DWW T L OB 2 I HFf B & U CL e F i & F e S LR
M2 PV, A5 DM 1 RE, L L TR E R B L O o THEH 1B
HREFEPMETLCWE—F TOMOEEIZEL THBZII AL Tz, Fio,
FRSLAEICRWTH DM 1 BH3A BRI TA2R U,

W ET O BN FRE M AN T — O TEE E LA RE T oM ), =22
a=lr—a ORI B E A > TODL O LHERIE NS, HBES L
T, DM 1 TR BRRILL9 W2 B BE AT B 2 iR 200 a4
LEEOBEERF NN ERDAREME DR HD, DM 1 BEICBWTRESNZRE D5y
itk BEIZHR A SN QO BHFZE CREBILHELE O BIE TR S QO Dl — B4 2,
DM 12BITAEasa=r—arOEE L 25U BB Ry NT—27 DY
TN LD EDRTREES T,

42



BAFZBRFMARLE (BE

SRR EIIEFSE)

LREEBHARRE CGEBHE)

SERVEMREMR R b 7 o —EREEDOEERE

BURLE FERT HERKTERKRT DR

MAEE

REMEY A b7 —CRTHRARIR L 0 b BELLOTVE

FURER SN STV S, BESBAE OB REBERE LS
LR DR R & Y
BB TR N LT BBIND < R, SRETRIBNTH, FEIR
AN & D BERUHRAE Y 2 2 72 ¥ AR - RS 1R
NEV, NERHES L OERAREZ SR e L SESMEOT v r— |
FEIC LV . AHICR T D ERMEGREME D R | r 7 —OERERE

<L FRBEORIE - FEREEE

RROME L EEMEZ R 5,

A WHEEE®Y

FRREME Y A b a7 o —1 83 DMPK &
¥ O SFEFREIRICFET S CTG KIEE
FIOIERIC L > TEL D, R LT CTGR
%, BERLEHMIA D, BEOHDOBRIZE
DEEVNEBILTDZ ERMLENTND, 2D
72, FHARITHRR LD b REFERIMK
HEM LR TWRIMBER RS M b TV
Do &I, BRI REBE OGAITHEIE
FETH., FRKBELMRIE - FPREE, YL
Eip PR BEEFOERERENEL
BT EBRDRLBR, Ele FEIHEEHIF
(VU R FU VS EREBEIHERTD L H
KRR RMEARE 2 4 U 2 fEBRIE A @2 & ASE
BE OIR - FEHERICIEE e i 28
EThdH, LHL, BEGTIIEH DREIZ
LANTWRNWZDIZ, e gEICEY
F T TNARERICR SN0 b7 e

43

WODBEETH D, AR THEHAEDIEYR -
FESEBRICBIT AMEICOWTOLER
MEDT o r— NREICL Y R REE
VA a7 4 —EEREEOERERNE L EE
Wi %X 5,
B.. #F3EriE
1 NRRERST v — A
EEO/NERBEHRER L OF4AIRSEE
IR & TR R RE M D X b
07 4 —{ZDOWTOBERRIZONT—K
RAEEITH ., —KFAEOEZ % T, W
REMERRIZ B EES - BT RMEHEOME, &
g - R E, PRSI OVWTO KRS
£ 5,
2. ERARRRT r— FRE
SE O ER ABHRRRIC S L TR RE M Y
A b7 —BE CEREHEBEMECA b o
7 4 —BEOBFRBRII OV T KR L



1795, — Wil o %Jb %JJWHJ@?&
(2 B - JE PES A I oD BRI, SRR 5
%W ) & AW %ﬁé%mv$@®@
VN, RIS 5 R S s RS v T T
i e Y e R
C. #H
2014 4 VLA T v — N A oA
H - HEIC W TR 21T - 7o, BIEWHEE
T3 2 e P O i BRSO VA A S
THFETHD,
D. BE% - i
AN L0 SRR R 2 ha
A — DEFEHOINERNH &b &k
B AIEIZ OV TOLERERL N7 7
DI 270085 Z & Wi 5,

44

. e Al
e

F. Wrgeseae

1. W
e L

2. HRRR
4

G. o PERE O i -

J’)

RIS

L

2. FEHH B
e

3. Foih
L

o

BRI



FAEGERFREEE (BEENRRAMEEE)
LRGBS CEBHEAE)

B A b o7 — R R AR R O fERR

HUFELE B B ESORBEAEE IR IR RNEEE
SRENME EAER KWRKZERFREZER RN
YN S IVA TS T ) e A A R e
EIEEH EREREEILEESERR HRAREER
B A ENRRTEEE AR BIFTRE
FHERT ARATERAY /N e
INEESC ENDRE - REFRSE V2 Rk NEMRRER
KA H O ESE - RERIEE Y — TR L= a AT A N H—
BHRRAEEARRRER
REE— ESE - MRERNEE Y~ T A=Y a T A AT v B —
; T H—F |
SHEBNE BERKE ESDRBEAEEIIRILRERE SRNEER

B E :

YR RE T 4 — O EBRBITIC AT RS 2 (B LT, B
B - RESARIEOTFE, PETREAOFEEEZHELX, HYA b
A—%—BALL LTe7 77 Fy— P ERAER Lo, BRRAER & B2 -
SRR TR - R ERET RIS B L, BIEEEET
ILEBMSREREE IO . AGTRICEENREELE UEBREEE &
WEAMRICAE U ) DIEREEAEREE , DHEREREE - REERR, MR TREEIZ OV
THERE LT,

A. WFSEERY BITEHELETL2EMBRE L, 25 Lk
YA PR T 4—E, TRETINAED REBEZHIR b7 — e
EATHER M R R B LA S, £ BT T 2120 OREER %2 ERT 5,
WCHEBEI N B L BRI RE S, B, BFREAE

WFSEEEDS R SN D 72 E ORI ST FEE R Ot SR BIX. OFRIF OBAEH A
o, TEERE L OFRFENE, FERRBIZ DO TELS, OREFENSHEL L T,

BT DERERSIENZ T oWy OV 72 FERNLD D 0.1%RREUT) TH -

OERH -T2, 2014 F0 HFOBREIL T, ORYOERZLELTIHOT, B8

ST AERBICEIT S B eBiEx.  BRBEEECUITNICET S b 0N
A A ha 7 —HBRITIEEER~D SELTWB I EREHEER D,

45



e A ka7 g Ol M R R
2, WAREIR GEIE ARG, FIFE MR ARERAT . 4
A OFESS), AT G IC ISV T Th
AT R PE 2 I TR R SR 2 4%
P & B DS S b 5 b | i I 2k
W0 B e LI aRELA A U5,
A JRIREA S 036 R ET el - DU R s
FRF NI D bR END X
NI TE T E RIS T 23 A
B H % < TR T-0E P LS RIR
AL CIEZ < ORI PG4 & e B fE bk
WD, ZOf, YA hu T =ik
PRBHAL & LT, BRMEIR & s - 5
JEFR AR S RO L S T R ER AT RS B
DR ER T D o b e L YA b
T A D FRI I TR, ST R R H i
JET, DAESRAIENR, W TS, oo
GOHEDRHIR & IR D ERH D, 0T,
FIRAEIR & U TR 2 A OFE b 381 72,

HRE IR C L, B RERE N A, A
i PN BN 7 RO 2 BT S IR e R
B ODPEREREE - ANEENR, TR OWT
B LT R LT,

AREDT/PHETIES b Tnd 2 A
Th DR AANERERE S H Y AR T D
G E 70 A TR IR S S e
Wiz IEMER AR T — Z I3,
Dz, FKH, B, BREICBT 2WET
— & R 35 0D SRR S O SCHR 2 SEIZ AE D
BEHEHHEZ T 7
C. &%

YA ha T 4 —0OA, B BR., E
W IEEE - BROEBEEIZOWTE LD
HyAta T =772 hv— bNER D%
PERL LTz, 2 TiclE EHRRE RS E

>
~—

46

PR 2) 2 1FRk LTz,

D. #%% - i

B2 A b a7 = CHHR R O RIS H3
He 208 VB TR REAGE 2 5 1 1o 3K
B END L DI o T D, BB
B E o TRHBLREATHWSLLOEN, £
O AR & 7 5, F e iREE s
A ba T =D LD R EOEIHE A A
P AP TIE, ZivE TR AAIC L0
SOVAIENT W 2 AT e b do o T, {27 A b
B = DEREEERIC D I B, R 5
O EFAE L - HHATE O AT T T
AR 2 & IR AU E D L 8 b
TG,

ARl OVEREY, B T S SRR B A
VAT 2 7o 728D | /N T I ER SO 5 B
& DH)TRe W e R SL Y DR — (b s
RA-53To W D do Do A PRIBIRZ 3517 2 5%
HDPIE L BT ~& 52D,

E. e fapiig

e

WrEss s

AT

L

. FREK

L

FIR B BEME D HRE - BRI E E B
te)

RIS

L

ES PSR oS

L

F DAl

el

F.
1.



EE1D) AN TI4—T 77 hI—F
i’ A ka7 4 —Fact sheet

S - T
OB BB DOEE - BEZEFE L T2BEEHRBOBRKHTH 5,
QOBHHHEEEADOELGFER - BRFREBEAGEBOEEICL > TAEL D, HTEBES
DS L L HICELEET c BAOEBESEATVEN, EEEETINEREERLD, ¥
MRFEIEA N =X LBARAR DO EHIFET D, SHIZ, F—BEFOERTHREMY
REEEICENRONDZ L, BR2BEFOERTHRILKRBAMETTILNHY .
RETRICH SRR R 6N D,

HUAOT 4 —BEEEROBRKFIEL BERFOREH
EEERLHE SO UEEE B

BRERIE 4 /F—

IAY—- FLA

RIREE B

CERBS A/F—
RS A/ F—

QBERMHIES M O EHARRRIEE 2 TR & 3205, HiE- £, RS DS,
WETHEREREE . HLEER., BRBER. NoWRBRET . RER, B, PiEmikEE
BEOEHEZRDZENEL| KRICLVEERT 5,

@FRE., BRI ESERFESE L, BEEET - BRIESLS2ERD 5,
ORFEIIUTOL I RS INH D, ARRSENREREELH 5,

a. YA hn 7 ¢ B EEDystrophinopathy, Duchenne /Becker muscular dystrophy:
DMD/BMD %) : X Yo (dystrophin Mix TER), ITALFHEM OFHNIET

b. BEHEAEFH Y X b v 7 4 —(Limb-Girdle muscular dystrophy: LGMD) : & Y (&8 t/4
P, LB O IRT. 1R ORI | '

c. JeRMERHY A b7 1 —(Congenital muscular dystrophy: CMD) : & R EM/EME,
X et fimEg, A% 1 FERMOFRE

d BEER EBAEM Y X b 7 4 — (Facioscapulohumeral muscular dystrophy:
FSHD) : i AMEEERREEREY), BRAE. Eb, EEEMLOHIET

47



e, WHHRIEME Y 2 b v 7 4 —(Myotonic dystrophy: DM) : G Qe A iEtE i f=, a5

LI - AR CREEE) - R - WS O IR T A e
f. oAU — -« Flbo72MfE 2 a7 ¢ —(Emery-Dreifuss muscular dystrophy:

EDMD) : i dufa Al /41 . X detafAlifly, Dot B

g. MRMHEEF R < 2 b v 7 4 —(Oculopharyngeal muscular dystrophy: OPMD) : G fuft,
v s, AMIRT ., WHBHEEAL O JS T WERFRERE A
h. Z7¥EAER! (unclassified)
Wy
A b a7 O DR & LT, BRI X A A TR OuaE & Wl
fTJ by BHER & e BRI DR O 2O T L) . ARSI, Mmoo ) v
HAERTRZM OREER 5, Flo, —MORBITIIARZENGFEL, L lﬂm 15
J ';ifim P2 17 4 —(Fukuyama congenital muscular dystrophy: FCMD)I3IEIE B A A

DR RBEND, S BT, WNRIAFIE OB TS &5 RNz~ A
FEIE DYEBITZ 2 RPMET T 5 72 0 B O IEME 2 R S RS oS 5 5, Bk - K
HRIZIB 1 HRENREEREOT — X & FTIORT,

T BRI F 1T 2 P e S ()

DMD | BMD | LGMD | CMD(FCMD) | FSHD | DM | EDMD
42[E(1979-1982)1 6.71 — - - - — -
I (1989)2 7.13 | 182 |1.55 1.14(0.89) 2.03 [9.13 | —
Emery (1991)3 6.3 1.4 <4.0 — 2.0 5.0 -
Hughes(1993-1994)1 | 4.2* | 1.6* | 1.1 0.6 3.1 84 |04
Siciliano (1999)5 - - - — — 9.31 | —
Norwood (2002)6 829 |17.76 |2.27 0.89 3.95 |10.570.13
Jeppsen (2002)7 5.5 - - - — - -
Mostacciuolo(2004)8 | — — - - 4.4 — -
CDC (2007)° 1318t | — — — - - —
K H B(2008)10 499 |0.77 | 117 |0.81 0.45 |5.86 |0.09
JiE 2 B R (2010)1 564 | 163 |047 |0.41 0.29 | 141 | —
KB #(2013) 3.98 [3.30 |0.85 0.57(0.47) 0.66 |2.45 | —

DMD & BMD 135 10 75 A¥72 ) OFHR(*: Hughes [T A D 10 HTAETY OFRKHR, # CDC 1T 5-24
HMBEF 10 FAHTZ 0 FFHR), TRUSAOFERIZAD 10 ALY OFFHE, Emery THALEEK -
R BA)DAZTF Y VA, Hughes (687 A L5 > ¥, Siciliano {4 % V7 2 M(T =% b,

hAJ—7F), Norwood it 277 > N, Jeppsen 147 > <= —2 | Mostacciuolo i34 & U 7 D/I RN

#ik, CDCET AV B AMNGF VY F, auS R 744U, Hama—

¥ muscular dystrophy clinical trial network (MDCTN)FEFXFAZE T — & 12 E-3<

A—2)DFT—%, EHFROT—X

48




DMD Tid, BIR 3,500 4%V 1 AORAEE, BF 10 HARLY 6.3 AOFRHE 3
BEONTVDER REDFEREDT —F T ALEA 77 N TEF 10 FA YYD 8.3
A8 Trvw—ITHT 10 FAYERZY 55 N7, TAUAT524 BOBF 10 HAYRY
13-18 A 9% H 5, BATIRHEIR(2008 4)10 - IR BIR(2010 4E)11 - EEFIE(2013 )T
EAREBEE XS L LICREMTON TR Y . AREEIEF 10 FALIY 4056 ATho
o, AFICBT BBEOWE TIL, 1979 4F-1982 EDLEFHETET 10 FADLY 6.7 A
1, 1989 FEOHBETORETE T 10 FAHELY 7.1 A28V, EGTHOLE 212
Db O TEREOERTIREESNS, DMD BENFHREETZ LIIFHRD, BaE
BHRRIE TR ORETERRARIT 23EE D U3 BHHORRERTEL )RS
M, HERE TRESAICZIT S W DMD BEOBH 139 405 LEEFEEZE L
HIT BT6%T 1B, WEH Y k) 7 - HAENMBIC X 5 RERRD SHHEETO—ME
EHERIENB, ‘

BMD I3RS - BAEEICIED H 2 72 DBREROTENREE T, DMD © 14 BEDE
FREEMELIELD 24 B3 L0 o7, L, BERFAELIToALHA 77 FCIEEF
10 FAYD 7.8 A6, EFETHLETF 10 FAYY 3.3 AL DMD &#eas \ERiEs
ALTeEHELH D, BMD iZ DMD X AFHMEANRWZ &, FRENEZHETHEENZ D
Z &b, BMD OFFZEIX DMD & RRBREORREMERH 5,

TR a7 CEREEICOWTIE, RERERTESE/FELEAEZROVTRIE LRV E
EZLNTWe, LnL. AT a0 ThoThm CK MR 6 BIRREIZFRD b,
Pl & 3R TR, OHEEZ BT 5ERE ) 1416, ~F uEAKOS |TBRED
B - MR T BARRLRE WD, NTEERE, EEREEROMEN LAY A b o
74 VEBEOCRREANRKELBEETH D, £ERBEOFHRFIZOWTEILA 7T
FCTAD 10 FAHTZY 043 A& LIS 6038 5,

CMD i, #kHEE 0- BIRSER 1. EHFEOT—& TIEAD 10 FA%72Y 0.42-0.81 AT
Bolr, THUT 1988 EDEENLE 0.57 A, 1989 FEiHE 1.14 A 2, 1993 4E-1994 AL 7 1
LS5 R 0.6 A4, 2002 FAERA 75 K 0.89 A8 LiER—FT 5, ARFITEIT B CMD
DL LT, FCMD #BX% 8 FIRREZ HDAZ LMH B 2, T, ARARIZT
FUBETFO FIEFERERIC SVA L ho IV RARY VAR RORIBEL RN 90
NI 1IAFET BT AR FCMD B#E D 90%F < BRI EERDOREELSETH A 17,

NP DOIFRENL, ERERHEEOZZRNE < W D EFIEE T O BEEIERIZIIRA
B 5, FEFRFINIE VS OO FIRFAE S M L7z 1989 FDOMEDT — & 2Tk LGMD,
FSHD. DM iZZHENAH 10 FAHZY 1.6 A, 2.0 A, 9.1 AThHo7z, 7238, DM2
BEBATOZATEAEL 8, FAYREKIZZNI L UMb TRY, KBTI
ECIEERBRERENTZOHRTHS 20, LGMD ICE F1 D EEBDEIEIZOVTIL, I
SIATBOE NE SRR - RRERIIZEE v & — COFREZET T 1978 4£-2012 FITHRE SN
7= 881 £ LGMD ® 5 b, BEZWICE-7=bDIE 34.4% T, LOGMD2A 7% 11.8%.

49



LOGMD2B 75 9.9% & 4 < Fnlishdvov= 70 o B i (LGMD2C-F) 8 3.6%., a-3
A kw7 A o REE 8.0% (LGMD2ZM 1.6%., # O 1.4%). LGMDIB(Z = o B#E)
2.6%., LGMDIC 1.4%., # Ot 1% £ Th -7,

MG A a7 —ORR 7 ® LGMD1A
e . ¥1LGMD18

R B LGMDIC

B LGMDIE

® LGMD2A

# LGMD2B

E LGMD_SGP

¥ LGMD2

B 1GMD2L

B LGMD2M

 LGMD2N

£ LGMD2P

# LGMD_aDGP

% LGMO_PTRF

= undiag

1978-2012 F ML ATHE N E DR - R ERDI9EE o 2 — O R — v 2 ¢ LGMD & 2
SJute 881 M OFEPIIR, WeE LW T & I D 303 #£C, 2 ilC LGMD2A 104 £, LGMD2B 87 {4,
LOGMD2C-F(J = 7 ) 7 2 i) 32 #F. LGMDIB(Z < » RHE) 23 #F. LGMD2M 14 #F, ZDfho
a-PA MY H O RER 1248, LOGMDIC 12 #F & #6 <, (ESDRih - S0kt o & — e Je e
G — IR TANT SRR X 1 7 — 4 ) |

EDMD, OPMD I3t OB Ho~F L W3 40 b AR C o BH ML E 500 4 L0 F &
HHSh b,

INGERAETDHE KIZBT2HYA a7 4 —2EKOARFHRIAD 10 H ALY
17-20 ANRFE(V A b a7 ¢ o BUEE: 4-5, LGMD: 1.5-2.0, CMD: 0.4-0.8, FSHD: 2, DM
9-10, EDMD, OPMD: <0.1 &%) & el & h %,

YA ba T = ETHEOM MK FIZ LY, ADL, QOL IZZ K BEZITH, &5
W, R R A ARG, WETREES A S OAIHEE KT, Z b T L b EEEGE
FHBEE9°, TEESHED BIT R0 CEE R ORI R 25 KT HENH L%, YA b
17 o = TIRRN 230 b TR ER R ERIE 2 B9, ESDRBERE O 26 Jifk
[E STAE A - AR EFAF T V& — OFEE MR, S OBBERE L RSB O—D
ELTWEED, DENIFEHOBENIZEAETHoT2n, /—~ T4 — 3 L ER
RNY T 7Y =g 84 7 T8, TETER TR E O FREFIC L 0 EFET OFEREINT
HIEA~BAT L. ABEBE OBERL - EELBEALTWD, ki 27 Rk D ARERE T —#
NR—=22 XD &, 2013410 A 1 HRREOH VA ha 7 4 — ABiB3E 1526 4D 5 H 1067
DM B O N TR ERGHR IR G, [EREZE L, 564 40N b OREE
(EE, ﬁ%%é\¢M#W*%%%§HTPtov®¢Ti PR AR 4SOl T 5 DA
HFEF L S5 FSHD IR\ T 69 4411 49 £ 03 FFIRER A 4555 L 17 4 AR E RBE DR
%ﬁ@%xHTWEﬁ&\mvxFU74~k%%Tii(@%@TEEW#TETég

50



EERTFLTVD, '
HERR RN AL B E DR TR - SR F B E S (20134 10 A 1 HFFA)

B P BEWYE  MREEERRER RETEEREEK
VA bIuT 4 CREE 795 653 273
2% DMD D7 702 610 253
LGMD 184 71 27
CMD 96 72 61
FSHD ' 69 49 17
DM 378 117 179
Z DA 14 6 7
2{F 1526 1067 564

L FEN)

BHRBICRRAT 8L TOLR - BERHRFICLY, BROESR - BREAENEL,
FEAIR D IEF 7R BEREDSBAE L TN - RIS E D, FRE TR -BABRZET OB, B
¥ OFFAERNT ERERE I AEW 2o, AR 2 EE 2 EMEEESRE N - &
MEALIZ XV IR2 ICHER - BAOERTZRE L, ERREREZSISEI T, 2. KED
PN & 0 Btk S5 & LIE S A A (DMD ORBMEIER ) CotiiR(EEEIC L 0 HiEREEY
H5ZLbHD,

BHYAbu 7 —OBELBEETE, MREEEED, BEEEEED. RREEEA,
WEMBIEER, VA aXTEEERSZE THY . HHRPEEEIEICEDL A=A A
EENTNRLZDN, EtE - BIELROFIRIA B = X LITITHBRB L,

HLaAT

VG) N ZiitRetayiaslicti tataalestiazy
#xFyr2 . TAYL AL D3

28 E D ME
(a-PUFoo, FAEL, Yonly
aBVYRB YL, ISP

51



MIZFERMNOHAEREFICES TN

H 4%%?’?3 ORFEF L, ISR T2 TR < B EEl ﬁ?%*ﬁﬁj‘% FHEBERTSE | IRERAEE T
&S %351% 2%, @@Ji‘;ﬁ%ﬁuﬁ& B T 2 PR L AR 2SI A A U D, BER OIS
B YN - A EFEORAT bR, E, ?z"r%ﬁjx (e ROz T B (7
Vo= ) RRE L S AR T VSO - IS & L CHE L Cn Do, O
LA C I AL R0 S 0 TV REZAE, AR O LB D, D0 i 23
HENDE, UHERERTE - OMRERE - R ﬂl’i%’*ﬁ‘-—é{ LR 2T,

BRI & o T BRI EF VB I DA Ol c AR L TV 2550, ikl {s1-LL
%(7)%%0’)1%{?%&%% CHENECDGEN D D7D, IR IRAEIR, B
PPRRERE S . S, RONIRBEEZ AT D b0bHh D, TOD, HYA IR T 41— &‘i"f%’
B LS DLl N E S D EHVERRE L TR DR H 5,

BHOAN AT 4 —(Cko THL BEER

52



B R
BYA ba T 4 I ERHREEIC L OEBMEEE T 2 2ERE 3505, MRS R -
DX REfHEEZA L, —HTIIERBREE LY bAMESITRISIOZ L bH D, 1%
ERACCERR RS, AFHEIC OV TREERBRREBIC L o THEDRE 72D, ZITHE
BRI ORI 2 R T L3, RRIIRBOEODIZ OV TIERNCFEET 5.

Z BRI L RIATIR B O
a. VA baT7 4 RBRERE

VR MaT 4 DERICEoTELD X RaEHEEOR Y A b e 7 4 —T, Duchenne
% (Duchenne muscular dystrophy: DMD) & Becker #!(Becker muscular dystrophy:
BMD)BXOEMT A b7 4 VEEENRD D,
O ELsEALEBETERLT ,

VA PBT 4V REETRETE Xp21 WFHETH VA bu T VBETFOERICE>T
AU, XBRAFREEHEREZ L 2E—BERTREBROFPTHRLHEDORH VVEERDOVLDTH D,
@ FIEA N =KL '
VA IrT 4 VERFERVA N7 0 VBEREFOERICARTIHIA b T 4 — DR
ThHb, VA7 4 VBGEFERICE > THBHEEE FICHFETIVRA a7 4 VEAR
BORYEFT, DMD OBAICIEVA hrT 4 L EAN /R, BMD DBAKIEYA b a
T4 EHOEN  BHRERY, AMECRA e T 4 VEBEOLAIIVA N T 4 VE
HORES LITE - BEHEFZHOTREL EERSA N 7 0 VEREET 5 R
PIRTET DRETH S, BN O - BAOKKR., B ORI ERTZLICED
HIME TR ERFRETH D,
@ ERRZE

- DMD: EEPREIIZIE 2 mEIC TRROBHEKR, 3~5 RIZEURT V., ENRWVWT & TRS
2B T EREZVN, S ADOBATHELSRINCEO BN TER SN RO TE Y LT 5
v F—€ (CK) MAENRRO0-> T, BERICBEZZIT 5 L DIE5¥E, BHRRE
BT 2EEBREN DO — 213 5 mENRE <. DBRERITGEERE KT L 10 REICRITR
REL 72D, EEREADETICHES T, BEHFHECHZE OB - #7280 5 L 01Tk 5,
— I 10 BUARRICER AR A, DFEEFRD B L 50BN, T ORERRCHETOA L —
FIZIXEAZRFET 5, RREBSSOLDHEERREOERIZEVEGTFHENIERELTRY,
BLDT—ZIZ L5 & FHHEMI0MEBL DL IR TETNS,

- BMD : DMD & OEBIARERBEFN b, 8 CK MU % RHICBE S 5 1 5 B 8RR
DOZ LWERE TEFIMOBEBVRKE N, ZALEBREF, EL5003EBV, EEHEZO
e & DIERE/NEENGRED B, BIESI TILLRHENTRZALMEL 705 Z L3 7e
720N,

cETRA b T 4 VREEE  REEAARB I OEE~T uBEARGEKEES) DB

53



DMD & WSO 2Rt 2 2 Rhd5H, ~7T G Ho % JTETERIZZ Lo, —i
VAR 7 B DU i I set st oo = &ﬁ%%ﬂmﬁﬂﬁv%%mﬁ W Elimls 7R Do
m@@%%%u%%ﬁ?%wf%%m%mffewf%f%ﬁfém%ﬁohée
@B PR L oo B F s (e O & DHIES)

oA ba 7 4 — s O & A L L T ARBTH L0, RIBOMTE &
b i R GIHEZ RT L 9D, YA a7 4 — R IR IRTEEDFIE L2 i,
W &%?&\Untjvwvay HHEE, REL, BB, HAE. OEtER R L
OF SR LT@W&%@#L ST O ke L Ca b e B A ik 5 2 &
ﬂﬁ%?ﬁ@%ﬁbf QOL o ko b R&E <HEMkT 5, 20 L9 g9 ER O HE(L
25 HAYT, mn4@7fTJ/f/ﬂ@M/RFm74“%Wﬁ4“74?2%%21
MBIEFI STV D,

By IR ) | el S RPAT )

# CKMfEe il K T 48 & OF R 20 & Ok b P A b e 7 ¢ v BURHE MR L S o
NIZBEI R, MR T2V LIRS & o CHEEBZI 1T 5 20, 2 ORISR AR
WV T D mh v o ) oV S DRI A0 B O b E L b ERH D, YA R
a7 T A RO 7 AL O K RD 60% . 7 2 B O B K 10% .
SIS Y OBUNER DK 30% & Fd b, PA a7 4 LT O Y DR -
#HVEEC& 5 MLPA (Multiplex Ligation Probe Amplification) EII BRGS0 T
V. K9 70% D 5 C MLPA MRS ClHE T2 R vIRE T 5, SRRIWTIIE, @& CK IESe
IS T 2 T EBREICHT b s, REROBRENDZWE LT, YA a7 0 —ofh
O R AHHE X AT BREI A RTF R ER BT BN,

b. LGMD2224

1 LA BN O K T CAEL DB YA a7 4 — DRI TH 5,
O s - FEdsT 2

YRR E LT b ok LGMD1 B, s @i s b s ~d b ol
LGMD2 BUZAMEEN TV D, BUE 18T IA~1H @ 8 B 2 B 2A~2T @ 20 B TH Y
1H % R CREBEF 23 FEE ST 5, BITEARF Tid LGMD B3 0OF 60% 2 13
BT« Z NV ERTRHTH D0, ITEDSFEIRFOESRIT IV #H LWRER GO
FENEATEY, FRERMEER T2 2 EBRH/HIR TN D,

LGMD DB FELELTF. KBNS 14

BT BEEETF KT L
LGMDI1A 5q31.2 MYOoT
LGMD1B 1q22 LMNA ' AD/AR-EDMD
LGMD1C 3p25.3 CAV3 Rippling muscle disease
LGMD1D 7936.3 DNAJB6

54



LGMDIE 2435 DES
LGMD1F 7932.1 TNPO3

LGMDIG 4921 HNRNPDL

LGMD1H 3p23-p25.1

LGMD2A 15q15.1 CAPN3

LGMD2B 2q13.2 DYSF SHFRISA /T —
LGMD2C 13q12.12 SGCG

LGMD2D 17q21.33 SGCA

LGMD2E 4q12 SGCB

LGMD2F 5333.2-933.3 | SGCD

LGMD2G 17q12 TCAP

LGMD2H 9¢33.1 TRIM32

LGMD2I 19q13.32 FKRP MDCI1C
LGMD2J 2¢31.2 TTN TMD
LGMD2K 9934.13 POMTI WWS
LGMD2L 11p14.3 ANO5 SRR BRI NTF—
LGMD2M | 9q31.2 FKTN FCMD
LGMD2N 14¢24.3 POMT2 WWS
LGMD20 1p34.1 POMGNTI MEB
LGMD2P 3p21.31 DAGI

LGMD2Q 8p24.3 PLECI

LGMD2R 2435 DES

LGMD2S 4935.1 TRAPPCI1

LGMD2T 3p21.31 GMPPB

@ FIEA D =R b

ZIVE TIZRE STV % LGMD O FEREEFEY ORI I MER D B AN REER.

PEHERIBER, A AL F X U RNVEEHERLOND B (EHRBR), £z, ALEETOLER
THIREVERRBCERERH A br T —,
EETOHHERHY . S5, BEFRERBBICEENRONDbD(a- PR hrsY
HREES L. A—FRNTHERLIRBAMETTLOCAT =V VEEE, 73V
BEEEE)NH D, ZOLIBRBRL, =TT 4 v 7 REFOEMHEFE, BLE
BFUNDERDPEE L T LSRR H D, REEETFBIRES L TORWREIEITE
V. REBEEFPEEICEE SNRBIZBWT S, BEAD=XLARTEICHAI N L

B ZRVWRERE,
@ ERARAEIR - #20@ - T

55

E ALY

FoRF— BB S AT — %)




LGMD GBS « K2 0k & U TR i D8 T 8 L O ZfEn 4 b s,
FEREAFIG . Wk OHMELT | HEAR) O30 3RV 7 & 4 S L o TR« Th 5D (Himz i),
@EEREE B L O B TR U5 OB HHES)

LDMD (34 D HESr U2 8RR AR TEAFE L7 0ns, ik OuEAT & G 00HE 2 B L 72
e — i~ o A MO0 AFER 2R LA O AN LT 5 L S Tnd, §E
(2O R s SR 5 2 & 72 LSV i O < R 22 & s T BTG U
ACE FUEEHR B - MW St 55| A~ 2 A — ) — KA B OGS 24T 9 3 o W RE R T o
U CHRE IR DB RE R AI 2 AT VL e BT U ORI B2y, N DR A PR oD 8N %
79, a=YA a7 7 L BEECHENC 27 oA FERSDAEDLERH 5 2 L0
HaENTND 26,
© Bk - WA B SRR

LGMD (RS GEREF, Rz, MR oAn - dEmeRCEE) | il CK i, e
B IO AR (MHEO 2 - IS A ha 7 4 — BT 50 0) »hgiishs,
G g% Yo, R IR AR TR B O S E R W REZR -G0S, MR RIS & A Wi & B R
Do TOBRIZIL, 7T A N —PRGERCE RN KNES SO LR SNE D, 5205 0]
RO WIS ORE L & D, WHBRS RSB OB TR MY Lov o BH 28
DRI EN T A1, BEV il (Possible) & LTH D, SafE A0 RO B R 3R CRo ¢
VGG BRIV ERE, SIEVERRIE (ZIEMI. R, HAEHZ5E) . o
LA TDRHLA ST o FERME R A ST RRHE S AT — BEE, B CAE
Zeffth X A ST SERVERV I ERERE. X b3y R TMEE S AR S L THE
TARETH D, TNDITTIBRFATRRREB O E END o, ERAERRES B CHURE.
A2 V== 7, S35 21T 9 LGMD OBl 7 v —n%%5 & LT, the
American Academy of Neurology ®”Evidence-based guideline: Diagnosis and treatment
of Limb-Girdle and distal dystrophies™?? <° Jain Foundation ¢”Automated LGMD
diagnosis assistant”(http//www.jain-foundation.org)23d %, 725, Pompe 5D E{EiE{x
T Cd b a-glucosidase (GAAKIEH O—#% LGMD E#HEL T D 5D B HHEHR, &
LT A VY —2ORTRYE S bDET 5,

LGMD £
(1) Yeta Rt R T 2
e . GMDI1A

ATV MYODDERTRET D, IAF U AT ZHICHIE L, R A8 —0
BEEETF - EATOH D, &l TEALHOH /R T TRIE L. RO & [EE B i
Bzt S, FRE I RHERTE O BLH D ELN LRI R REEEITH 5,

s LGMD1B

7 v AIC(LLMNA DERTRIET D, 73 AIC 13T I T OXERBBES TH D, 4
RN TBOE AL OB AR T TRIE L. UIE UIXBEIE B AR IEIR R % 589 Becker B 7 X b

56



