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Cerebral autosomal dominant arteriopathy with subcortical infarcts and
leukoencephalopathy (CADASIL) and CADASIL-like disorders in Japan
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WEAE R D MAR BN DIFE 23T 2 2> T, B
—EBETREIC K 2P OEESH IR -
T &7, WekZ LIRS ST E 7% CADASIL
N2 DNETH %, AJE I1ZNotch 3B E A FHIC &
h AR R ORISR OWZE R 4 LT
RO D R R FEIEICIRE D . 7 7 FEUNEEZE %
KE L, KICIZBANEZ ¥ 727, Folik2ET
HWMEDEE L TE D | AFHDCADASIL DR, ix
iz 5% % CADASIL 3 OV R B D SE I I
DLTHRRZMA 5,

AFRD CADASIL DERIRE D (Table 1)
1997~2004 412 Notch3 Z8 5272\ > L GOM 23R
SNTHEBRG A KRRz G RAFD165K52044 D
CADASILBI DGR I > Tt L7201, %
FEAEND © SR ARERE O FEBUX 10580 & T IC £
72250 CE¥MFREERA2.0 £ 14.10%) . M IFBER
o1l Z2ERE., B4R e URIME T, FiFss
BB NIl 20 il 4 4] (20%) DA TH 57z,
TIAZ S LIRSS 121440 (70%) . SAEMENEE
MFEFE (TIALE®D) 12961 (45%) 1A ST
%, PENERIR % o 24121961108 (52.6%)

Tablel Z&F CADASIL DERFRERDEH (20 41 /16 TXR)

RLHED 1 26~78i (54.1£12.3)
HRES 1 10~T71i% (42.0£14.1)

% D M7, F13
BIE : 2081267T ()
HFEAER
Rt : 3% (10, 10, 33m)

TIA/BNRE M FEAE
BRARETESTES - 30
FEHREIR 2141
EEEE
FEEE 1 4/20 (20%)
TIA/BAEEMFEAE © 14/20 (70%)
FERIER 1 8/19 (42%)
FRHE 1 10/19 (563%)

ThhAEFWRA 1 1/19 (5%)

D136 (TIA 36, 57 FH1EE104)

AISASERE D 4/17 (24%)
R ERFRER :5/18 (28%)
HITHEE :12/19 (63%)

HEESAROIIVE : 3/14 (21%)

* Makoto Uchino: Professor, Department of Neurology, Faculty of Medical and Pharmaceutical Sciences, Kumamoto University
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& Figl AIICEIF 2 CADASIL FFEDIH,
.° @ : Notch3 B 2% dH 5\ F
F GOM DIFHEDHER ST 5 5%,

EPEBDA Rz & S BT C IR BB T RRAAE
DRHEEE T 2500 % v, I Dfiik%a Eofga
FER D 1960984 (42%) IcALNTV S, Kk
BRIFRELDSEE B 2 & b 5 B, ISR O S/ ME A
IBITHER I N TS, HE IS, FEH
I2%\> (Fig. 1), Notch3Z%(Zexon 3. 4. 5.
FelZexon4 IR LTE D, Weko#Hid & FRkIC
SATA VMO T I ) BICELBRI NS D, o
T IS RATFA VICEBINHD 14 FKF
WAL, Y AT A VOEHZE DR AR 2
RRIZASN T 5, GOM%E & % %3, Notch3Z:
BRI N TR VAN IRREHREI N T
6I)~I4)o

CADASIL It N FBEUR B DIKZERIC HH B EE

CADASILE TN CADASILEEUE (5 o) R If v
MAFRFEE I o ZHEEICOWTHRE T 2720, Y4
BRI I 2R R O BEFTREE & T > TV B BEARIR
WD 5> DOPRYHEGE T, 1) FEREFHE : 60 A
T, 2) 7% - TIA (KIEMERE THZE) .
3) VR 7778 —=%L, 4) FIEE (+), 5)
MRI % 34 /NiFZE + Leukoaraiosis D 41 % i
TRERBRZZEETICEDMOBEEICA SN
% DD\ T prospective ICFHEZ T 7z, M
[ : 1999.5~2002.4,

KGRI 3 AR EE 2,919 51 0D ) I B 111 4% o
ERFOAGEDD Y 77 FTHED 5 VIETIAD
1,032, 2095 BEERE (+) . HINE - FERE

>60y —* 33
FH) Y
HT{-) . DM()
52 <60y 19
(0.65%)
. FH(-) or HT(+) or
[cvDl— DM(+)
2919 | [ATHI| 980 CADASIL
611 2
(0.069%)
— CEBI
904
—[Others]

Fig2 4HhIE N BEEMER 12 31 52 CADASIL i N
HERIBIIZ DT DRI = F RS,
CVD : JZ I PER M4 B, LBl : 5 7 K,
TIA @ —BPERE MAEE, ATBI: 77 12— A4l
FEPENGBESE, CEBI @ DJFEVERGIERE, Others : Z
D DONBEZE, FH+) : KIEEG D, HT() * &
M7 L, DM(-) : BlEFR¥i 72 L, <60y : 60 DA T

BREDVAZ 77 78— (), FEH60 LT DHfl
231901 (=0.65%) ALz, ZD I H2flidEE
TRHTT CADASIL TH 3 Z & %W L 72 (Fig.
2), T7ixH CADASILIZ0.069% (7 7 FHi%Erh
T130.3%). CADASILELUESX0.58% (7 27 F
BAZEHRTI32.6%) FAEL . Z DBEEIEAHT L
TR, SHBROBMAFEFDY 27 & ik
FHIET 2 IRl O RRERHE & RIEICRO 5H
BINER OB BN TE L #E 2 S,

EZEx

WKI 31T 245 Tl Chabriat (1995)737 5~
2D THRFZUSHNZOWBTE & o, FEFRAEES
455%, FEE22% . TIAMKBILFEE84 %, SRAE
31%. TADPAMIT A T%DERERT, W
WM 224F, TFHIFEC 65 & Wi L Tw 2 'Y,
% 7z Dichgans (1998) I3 F A Y @ 29 %% 102 41T,
SRR I3 370% . R EE38% (FEIEHI Tk
47%) . TIARMRZ IMFE/ET1% (FERERI T T1387%) .
FRAME28% (FEREHIFRCIX35%) . CTAD AN
WNAL0% (FEEEFIFTIF12%) DBEET, S
JHR234E, PSR AEROUR & T AR E RS L
T2 U ORI &AL S F TS IR
IR E D, WIRNEE T Y R 77 7 7
8 =37 S MRHZE % [, 5 DR E G PFd % 2
L3 CADASIL Z5E ) —2DHE s FH» b i
2o TV, ROEINMALBHREIC X 2 HEY v &~
N OBEASE O Z E DR S T w7, £ K
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J6:IEE D 72 > de novo mutation D3RS & & 1 | FEW]
DERE EBHIIEERFIOEFELEDTHS %o
TETW3, Notch 3 iZ&FoMmE (H/Ek. €
M) O FEHARMINE I JRE L TE b . CADASIL
TlX Notch3 L& 7% —% /L 7z 7 UE#EDS
F Sy b0 7IicEES N, PR
HEMERF DS E I T A ATREME SRR S T v
21920 R — O ISE O R HE L T
b B DHEFITHEITZ { v & B AR iR E
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