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Key Words : progressive muscular dystrophy, myo-
tonic dystrophy, intellectual disorder

(=G VR » 3

YA a7 41— (PMD) DEERIIEHADE
ETH BV, T LHEECIHRERE
TRRMOEEEICL D, ZXkKICdementiaZ X
3 ZliEFmTiERw. LarL, F056 &id5l
12, L&Y MARRREDSTE R EERE (MR) % &
T oed bl l, LIELIE—RBLEX
LNLHBHEREEEZEZ 29 4. DementiaDEZH
i, BB LEREE (R 0RETH B
S, P TIE, dementialZfR 5312, PMDO4]
MR E I OW TS T 5.

PMDIiZ, TERIEIFHEREE, T2bPLHAD
REBEOEWRTH 27275, HROREGLE
EEFEETLIREREET A ETHRO—FED
BEBY S THREL o TE. BEOSFLE
WERZEOFEEIC X D, DuchenneZ! (DMD)
BRITLY, MOPMDE SNBERDELIZ,
BEETOVAINT 74 VH50VIEHHESE
EBETOYVA M 74 VEABEHOEEIHL
Mo TETWS, 86, VA 74~
BRICD S HFLTwAEI 2L, BEENICESE
ENBVA T T 4 YEENFPMDO AR
FRERROEZICRITTHEIIREHTH S

B, BELRERERoTWETHA) 2L,
THHERS NG,

EIEPMDIC & (7 2 FIRVHLEERES

1. Dystrophinopathy

X e A8l EXp21icdh b X o7 s &
EFOEFETRIAPMDIEIRIHHRNTHY,
EERIIDMD, BER 13 Becker®! (BMD) T
5%, isElddystrophinopathy & #FR S LB 2 &
bE\n,

PMD COHIAYEEEEEX, Duchennell X 2JE
REOWFNIBWTT TIZEE I N TV AV,
ELCEEINTI 2drolz.

DMDCIHEBIC L o TRREFE 25 D00,
RAEREEPMRIBD LN, EETHo
720, BIIPR)BEOMWEIEZE LTV

D&, BERD X ICIZIZHEDEREZEE
7o Lo TWBbIT TR,

WAISRPWISC % > 7-DMDZ 5] T D4ges
#IQ) DI T, %< OWMEEIB0%WID
FIET, BUTOEBR THo7L LT\ 52,
QDB ER, EERNEEEENH 51T
bbb, BIfFEIQO A EREIQLNE
o7, Tihbb, HEPHEDOLERIIC
HRT, EFPETE, RIS B EMIHR
BIRTW5A, 61T, HERENIL-THD,
VRO BN B L WS, ADEIHEHRTD

* Intellectual disorders in progressive muscular dystrophy and myotonic dystrophy.
#% Masaaki KONAGAYA, M.D., Ph.D., Motoko SAKAIL M.D., Ph.D. & Satoshi KURU, M.D., Ph.D.: Bl fRlsietEss
ERESZRAR(S513-8501 =ERSHETIMESS-2-1] ; Department of Neurology, National Hospital Organi-
zation, Suzuka National Hospital, Suzuka, Mie 513-8501, Japan.
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HREAR 5805 B 15

201% ) 261%

38

1 DuchenneB U X bO7 1+ —TéH DN 3 AKME
BEESLICERITRENICETL TS,

HEEPH L LD, Fz, IQLARVIIrD
531c, EFEMworking memory 7z & RITEIEREEE
DETIRBEIN TS,

DMDEEZDIQOFFEHE OMRET T, BELL
DMDEEBIISFE L T \Wiss X ) A EICHE L
ERBVEHFE SN TWEY, B4 DEFTHIQ
DEENIHE Y % <, FHERDOELT &IZEER
TH5b. /2, DMDEFERICHPEICFEEL T
BERDBEIEDFMERZEEE (SMA) L O
HELTIZ, SMADIQREEELF L THo T,
HEIIDMDIMER 2727, IhbDZ & LD,
DMDTH b N AAEEEEE I, £FERICLS
DT R BB EZ—RBERICL b0
HEEND,

%8, RIVIIDMDDLMHREE TOBRET,
21509 5 B TIQATSOLL T T o 7225, BFDIQ
IZIEFETICEA 2 HEIEEED Ty v, L
L, 9526 TIRFELDDMDEEDIQHLE L
BTzl LTWA,
Dystrophinopathy CDOAIRHEEEREE LISt K
WREEEL LT, BREREORERERT
APAGRESERIZALNTEY, FHLIDO%K

§TiE, EBER, DMDTIX9.3%, BMD T
4.2%, dystrophinopathy& & Ti37.5%H 0, T
ADAIENENAT%, 83%, 69% THo7-.
F7:, MERFERLLE/ZR 2 EOZ DEERE
ROBERTHHLTIHELD .

DMD O HRAFERDOEZATR & LT, FiHE
ELRLE T RMERIERNICET TS
EDEOLNTWAD (K1), IQ: DEEIR
Ok o T, FEORIEERE, &
HEORICL 2EHOEE, EHECHIEE
BB COBRRBERLR EOWRENSZE L LN
505, BLTEELED, 4BOREEETH
5.

FREZE, HOPREEE2nEENT
WA, BERERORSSPESPNOWRR L &
D, HWHEEAPBREENTE TR LY,

ERED LD HpREMEEEIRE, dystrophino-
pathyDERTHBH VA a7 4 Y EE L OREE
HIZEBENS, VA MU T 4 ¥ Disoformid 8
BEMONTEY, Z09 b 4HEEIEZ, F#ne
NDexonl DHVEZY, 2D DOT8HDexonid
BT, exonB7IDERED O DT, FHRICH
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DMD
MR (—)
n:30

Exon 3

+MR T
n:s -
DMD-+MRautism (n : 3) —

2 #EEETMR)DEESE, VX MOT ¢ BEFRIBSTE DOEE
MR(+)DEEB & CHEE (autism) #4£ ) B¥ idexon 44 & V) K EIZ kI %
BHLTWS, =720, HZETIER, (B2 & h%EEH)

TET 5Dpd27M, KBEEIZFTET 5Dpd27C,
Purkinjeffifg \CFFE$ 5 Dpd27P, Z NIRRT
ODpd27LHH 5. F7z, &REIYA a7 4 ¥
O T Dexond b 7% A4\ isoform?® U, exon
30LLBEDDP260IZHEELZ, exon 4501 Dp140
RN E B, exon 56LLEMDp1161ESchwann
MR, exon 63LAEMDPTLIZEEIRE, BERK, X
BEE, BEICFELTWSE, k)i, ¥
A P74 VidFE A Disoformd SRR IO L
TBY, ZALPOREREZRIZLTWAZ LI
FEPTHA.

& b @dystrophinopathy TOIEEL VA b1
7 4 VR%& L OB, Dpld0nTiEloEE
ZVEHEIN TSI (F 2). Exon63& Y
THRDOTRTDisoformATEBEEI NS &, FEHEE
TEIQDEFELWETI A LN, exon30L h Eif
DEER OisoformD AHEE S A HAITMK
BEOHEILZVE VS, TAPARPERMERE
BT, exon M4UEDTRICEE L RTINS
WEFHESNTWAEY,

VAMRT7 4 VHPERELTWAmdxY T A TR
EEERPRMRICDERETLERZ EPALNT

BY, GABA= 2 -0 VOEEIHEINTE.
VA P74 Y CERBISEWDp40IE, GABAS
TR TRAT TR Bl b o TWATRE
WD AW, VA MO T 4 VISR
RefEadTsEHETHY, MERIBITAY
FTABRSCHECECEEREEZZ LTWS
CEHFEEEND, 4%, VA IET 4 YOMH
ERTOE &%, b kddystrophinopathy THH
RAEERE DEAPRREINS.
2. BILEIERMEEY X O 7T « —(Fukuyama
congenital muscular dystrophy . FCMD)
FCMDIZ, muscle-eye-brainyi(MEB)*%*Walker-
WarburgfE E#E (WWS) 22 & & & b ISR OTERE
&, IWERZH) EREGERTH L. BLRER
SHEEETRL, 9FEREMAIg31-33EEICER
BETfukutin FRE STV EY, BARATH,
FI0NIT 1 AN AYukutiniE(ZF D3 FERIERERIC L
M NG VARV VIBEBAEEZATOTELTS
), FCMDIZZ DEEDREREED, MOkEikE
KEERE DEENTUEETHS. FCMDOF
BECTReY A MaZ ) b vy OREHICRENHY,
MEBRWWSZ &E &b Zo-P A MY B /3
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B3 BLUESSZ PO T 1 —OMERERE
0%, Foh. a BICHEEC BT oS /MEE. b AREEC bETEAOMEES0%
H(RED). o d: EEEEOSROMERS S,

F— (VA a7 h Y EEE) L) RERS
PREDITONTVS,

FCMD TORDEEEL, Mg eE
FEIC L 5L/ MEEERE T 5 2 B (B0A) MK
ETHY, HEHERD  DRTHER E~DXE
FAHALN, BRI CIIMRERMEEL(NFT)
FROLND (H3). ERRAIZIZFCMD TIEMR
PEBIED b, IQERESB0~60TH Y,

HEEZ Lo RLZEDPTETCIXELZHEESL D
DIFA N, 3~10DFCMD 7 B2 & 5 S8
FEORF T, SROBEEWHIFH 1K3
AR LS, SREEBRNLNDIEERIACEERE
EFEPRD LN TWEE, —7F, it fukutinig
BEFEECBVT, BEOHIET L OHEE
RYBEENT WEGFIR BT E O SRR R EEF
PVHREENLGMD2M &L TSN TV AP, &
NOTIIAMBREETH 5.

3. EEREF EEEHFY X O 7 1 — (facio-

scapulohumeral dystrophy : FSHD)

FSHD I3 EREAEEEEERET, KEEE
FRAEESNTWR, FSHDTIZHF 7oy

METIZBWT, 4 FREARERT T2 T (4935
qter) DREKIZHIET 535 kb LT D4V EcoRIET

FrEEEzZ4) I FR0OLNE. ZDECORIKTA I
EDAZA L XiEN53.3 kb D 1 B LEFIATEAE
L, FSHD T ZNAST V FAICREL TS,
BV R LEFID) ¥— MEED L S REPKE
VI CERRIEIRDSESE CRIE b BVVERA D 5.

FSHD DAIREICE§ A EFIID 2D, BAZ
FEOFSHD TOFHIQIXEFHFENTH 5 L &h
TWwaE, —7, /NEEASEDOFSHD (early-onset
FSHD) i3, fEi#te &b ICHEEEED, LV E
FED B (FFICEcoRIET A 2511 KbEL T &/h & i
A) TED 5920 EcoRIKT A 4513 kb2l LD
B NEEAFES T S AREREEIIERD L),

4, BiEilEET X b7 ¢ — (limb-girdle mus-

cular dystrophy : LGMD)

LGMDIZ, WEGEMHEMN ORZERE L HK
TxRY, BRIRE - BEZEHICEEEZPMDOK
HTHY, BRBHEEERERAOLGMDLE &
Yt RS B IETEN O LGMD2IZ /205888 12 43
ENTW5A, LGMD2IZEEFNALGMD2IE, #
BOWWSDallelic disease TH 5 LGMD2K D &
2, BEQOHRBRESEHFOHENH 502,
Sarcoglycanopathy (LGMD2C~2F) 2 LGMD2M
(FCMD Mallelic disease), LGMD2N (MEB®Dal-

— 216 —



Neurol. Med. Jan. 2014

lelic disease), LGMD20 TIZHIEEEEIIRD
Nirwne an®n  Zznpslo s £ 7Tk
B3 B HEIT R,

ERRREM T X O 7 1« — (myotonic
dystrophy : MyD) (35 1} 2 FIBEEE

MyDit, 34 =7, EfTHEOHER - Hil)
BT 2EMETHELBHREEOREHERER
Th5. BAOPMDTIREDEEINEL, 107
NI 2~5 NDOEIETHEIET 5. BREHFERITI
Z, HREEE, AR, ARE, MZEEE, B
WA, WAWEEZ ELEESEICD I ERE A
b, EEET HEEFEIC X )DMIL, DM2IZ
SEENLD, K TIRIZEAEDIDMITH 5.
IFDMLIZOW TS, E198E/AER AL
BT 5 DMPRKEEF O3 FERIREBICBIT HCIG
Y- FORERENEREET, BEEETRYE-
FEEASBSEILT TH 574, BETCREE~&
FRRA. VE— MMt EER L T ICHEX
L (anticipation), FEFEEEXILHAL, EEE
BT A, BEEFERIC L D ERE, EFE,
BABD 3o NS,

1. MEET

ERETCREEEOMREZEL, BE»L0ERE
BB THDHELEENS, EETFEEICEHRLL
WEEEEVERICHY, BEAOREEDZ
NANDEEPEZ LN TV HD,

EERSLHABCTIIABEEOREIIIES
T, HEETIIARBEESHRICL L EES
FERPENTHIET2ENTD Y, BHIEN
5ZLdHb. BIBRABTEIEZELZEL,
HEEFEZEATVWAHADLZ 2V, TOX
3 REEENIZSDXIICTGY ¥— Mk
LTWaREENH 5. £ OBE, MEEEE
ZETT 5.

WechslerBz NEIREEHIRE - SETHR (WAISR)
12 & BIQIE60~8012 7 L, TRIEE T
A, BAHNER, FEOEEFMRETH LY.
BE4 5 ¥ Wisconsin Card sorting test% #4T L,
MyD CIHEFREAZ W AIQOBEKIZIZT L 62w
S EERHEL, REICBITAREEERREEED
FEZEBELTWDY,

« “ &

B4 BPAEMSX NOT 4 —OEEEETE
63, B Wl B H R AT (L
Wb bR BA, EATERE S LA,

2. MIRER
MyDIZEsOMERZH L, BEEVET,
W) - AL, FEEEMESSRE TS 5.
SEWNGHEZZITA—7, T72b)H5aliE
EzEESH5. BHEZESLEEIBVWUL,
D) MHER T TICEEL, FNICR
GOl RER T TR BT A ZENEETH S,
. BE/MR
FEREOFIREZIIESEOLEE, HMEDYL
RUEMITH D, AR TIEMRICBIT KM
HECT2EES e RTEEEFEESRDLN
5. HEEEEFHILEHICAONEENTH
D, BBLEDIHEMTE, 2> THHEEESE
WEDOEEFENWEEENTBY, MiEEEL
HETHEOHEDLH LD, EEOERITDS
na, WKy v 57974 —TIRTFTAEI
MFEAMET 3 5. IQOET & MK T ORI
MESABNS L DFEDLH DD,

4. WEmMAR

MEROEE B b NETO B A b (5 4),
Z D5Aa1FAlzheimeryi (AD) LML THBY,
BERCRLE L, BE, WIRE, BEE, 4t
{BIFASEEITEE 7 & DORENE & P Meynert%, itk
%, BHE, T, LR, PRPOKAEID
ROLND. 7721, MEMEERE L B
ETH)EAFRIEDZVETADDREL B
5. KEEHRHAE CR/AMERBREON A, I
EREOBE BB ONE, MEEOHTLY
EHEEICALNS Z L REINTNAY, HEK
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DIFERES A, BE DMarinesco/ MDA EHEE
WD ONG, T RO R E I A
b, THANBREEIRT S L SNB, FERE
TIREELR, DBE, KEEESTRERERE
THER, B - ARCBT 5 RET R
REDFIREBALBNS L EN5H3,
5. REE R
FEDHREBBRFEICATIA Vv VT REFEE
THETAHPENICRoTWAS, CUGHEE
IZfHE L-RNAREZRICEE L, 2 Zmuscle
blind%°CELF &\ o -8B BIRT ARFHS N T v
TEND, FOLHEFTSERBEADAT A
VUTBREDPRIY, TAPERERICORE
BLTB50THAH. WMICHETAEHTI,
Fv, 7304 FRIEREEH, NMDASARR
EDRTITAY Y TEEDREND B,
FANERTRBEEEL &7, BCE
REBEEEEBRZELERICAH TS, —RICER
RREIIE B & RS OA ML
THY, MyDIZB W T b EREIFIREE I K
BRANEE Y RIITHREITERTRETH
5. KB, PREEREEEOREDOMREM
B EEROBRE 21TV, neuron-specific enolase
(NSE)E & EhfRIMREET A3 EDBICEERIE
DB AONBZE2HMEL, REICBITS
WL EESFREAHEBREOREO—RTH S L
EZELTW5HM,
ERLAZE9 1, NEOTREHEESICEL
TRERR, SFEDE, HE, RER2EOED
LR ENMAPERSINODOH 51, £
NOTHEWLED L) REREET HPITDON
TRELZFLERBPREDIE L, 4HBOFFEDE
BOUERING.
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