EREAN R S ¥



%2 M X

WO 6 24ENFSRL L. 2o, AZENZ L oEICZI ARG R, fifh
BB OB, 2 U THFRICEBRLTWAZ E2Hb, REELE->TwET.

Lo L, FITHRMES &<, SWEECHMDICS S RUGETVPH -7 2 L 2H
Z, MAGBUGT 2T 2Lt L& Lie, PIROFXTHl G L7l b, Mixshiss e
W3 % s DRBIEEIRIEORMR) ~ERALTEHY, &0 RM»OIEMZZH, & biE
Y LA & F 3 TSRO OGN T ¥, SGTEE U T, RO L2 Ltk
PUDHTERECILE LT

F2MTE, HOCREETA»AICET2H LuESZINA, BUEICE LT3 EERSHES
HA R4 Y OEFINED KIEZYGET 27w Lie, $7e, Z2hoBSowv{2»0IHH
CHECTHRMNBUET 2 Iz L Lie, SETERREHRTITv 2 Liehs, FEo
EROBED 2O MA L ST 8N CHLA L BT 9. 3 6 IckGTEEICR D
Wit THANESRLD A &y 7 o B\ERICE# I L & 7.
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2. M/NIMETR GEEMESD)

TR L-IveVR

...... B O e
MMFEM—72 L
W#iEPE— CADASIL: 7KH & oSV, HHREEt >~ 2 — 2 [ZHEEr@]
CARASIL: /NEFSE S 054D, HHREE L > 2 — 9 [DHELErQ]

Fabry i /NABHASERR L » % — 9 [BHF£Er©)]

ERLEERE

SVD ik, BREEER, SRR 2155 L3 2 /ML R B I & - Tl & 5 B A RBR
T2 UG T 2R TH S, Lo T, BN o) 38, HIMMEREHRDIZIETRT, 361
WM PEFRENAE O P ECE ¢ BN IC L > TRl SRS ha., LichoT, 2062 3_TUET
BWIEEIAETE L2 03, 0 (D2 D #EM: SVD 2D 0 T ZWHEEESRE S hTw 5.

L PHEE

SVD &, Wo/Ni%E, $74bb, /NEIK, TR, HEIR BRI O BAX TR A R
fbe@fE LR TH 2. LoT, BU/NMEREICHERT 24 RPRLIER, T4bb, Mk, &
MR, STREE, TRV —, 50, MHRAREREG &R & T, ERFRICAREE 1 O0OBW
HECHETLI LSOO THETH 5.

—JC, HMRITIX, SVDIZI > THELZMEEOEILZRA S Z LBLBINAATH L (2
Ty, MNLEAKROEILRIATEZY) 26, BHEMRIICL 2 SVD A 2 7 H3EE A7l
AoebhTwnas.

SVD 0 —f4% 5% 28120 SVD B U T, PBWEMENIEAET 5. @AM SVD o HCix & HEH
R, ROELNAZE L FVENEE 2 0F O W s BEE () WBIIRE (Cerebral autosomal dominant
arteriopathy with subcortical infarcts and leukoencephalopathy: CADASIL) [ZRiEZEr@]Y,
b, FREH L AT MEBHEAE 2 £ 5 W Qe otk (1) HEMNAE (Cerebral autosomal recessive
arterlopathy with subcortical infarcts and leukoencephalopathy: CARASIL) [EHE¥r@®] 0
WrdkuE 2R ¥, F 7, Xo#EPMED Fabry Bic oW, BEEMAREOGHESHIShTH2 0
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PHEE O KRETEECQBEMEZMH S SREEEEREIARE (CADASIL) DBRTERE

. BE LT ORE (KNMABERZD L < 2 DERKER)
2. FTEED55, 2 DL EDBRKIER
a. RETHRIME SERREIEEISBIEIRRE
b. R Z M D BUZERIRFEE
c. DDER
d. REERE
3. BEBEARBEREEER
4. MRI/CT T, Bz OAMEERE
5. BEIANAY 4 —ZHNTES RIBREANOT«— (ALD), EZMEEIAMOT 1+ — (MLD) K&
<gMoHr3U—>
definite
3. 4%/, NOTCH3BETDER FIEHBEREDHEBMICE THETFEMBNE T GOM (FAI T LITES
T HREN) ZRDD
pEN
1) NOTCH3 E{=FDERIE EGF #% ' E— ~ D Cysteine D7 X/ BRBRZHOER. ZOMOERICEL T, RRET 7L
BHICIE, RRNTORFEIEZHIT 5.
2) BEYIHF AR U NotchS MR IC K2 REAEETId, MERNICKHUEDREFREZRDD. AAAIE, gL R TIE
BEREBHETHY., 5% GOM KD BrTREEE HD.
probable
FEROLSEBEZIANTCHZTH, NOTCH3 BLEFOERDFEN £ /ZIXBEFIRME T GOM DRZFDITHA TR,
possible

4 &L (RBERREOBEEHEDLAN.), 1 /i3 2 DBRKRERORE 1 DZmicl, 3PERECZHVED (M
BOBED AL E).

(Mizuta |, et al. J Neurol Sci. 2017; 381: 62-7")

PHEEr@ FTHEEMUBRMEZH S BROEBEEMIE (CARASIL) DOBHTEA

. BRI OFIE (KIMEERE & 72 | RIRARRZ (CHE T 2 ERERE(R)
2. TED25, 2 ’JL/U:U)EWF"F{%&L\U@ELFE%

a. BTN, MHAREE, BMEKRED 1 DLLE

. T (TITRAEAORUT)
c. ERMEMEEIS2EERE
. BEBHREEECRE iﬂ(%%

4. MRI/CT T, BNBABMEERE REBZELIEPHD)
5. BEYARNOT A4 — ?&B%%’(‘é% FIBRESANO T 4 —, REMRBEIZANOT 4 —RE)
<BWOHTIU—>
definite: 3, 4 &=L, HTRA1 BnFEREZRDS.
probable: 5IEB&EINTHZTH, HTRAT Bz FOREEBRRNPITHA TR
possible: 3, 4 &=L, 1%7/=E 20, 2-cOVWTIHLEHESED.
IRAIER
BB
10 BT C DR AEIR DFAE

(#1584 —. https://www.nanbyou.or.jp/entry/4550*)
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€D ERURNMEROELEET L BRI
HTRA
CADASIL CARASIL | ~F oAk Fabry 7 CARASAL PADMAL
(CADASIL2)
HEEEETF | NOTCH3 HTRA1 HTRA1 GLA CTSA COL4A1
Hiai | RReHAENE | BREHMEE | BROAENE | XCGEEE PRAOAEE | BREARNE
T945~607% | T 31 M TH) | FHB2MTH | T, BHA0R | THE4mTH | T 41 HTH
Bk THFE Eid Eid R AG R TIRIE, | F Eid
BEIEBREEH
20%
50~60 % T 3| T35 TH | FHS1mTHE | Bt (FH445) | ERMEIC, BE BIKEETIE
fE. #975%  [fEL. $970% |FEL. 261 |0 B0%HERED | ORFMEEET 50%ICR 5N
sonnE 5REEDRAMEE | 1 62% %6, BAVEE

BE xHE (T
527%) ICERAMIKRE

EEL L

5.6%

Foafe ZED ISR M T HE PR M BE NER #ALNE | AREREDS IRl
FOMDER | IICKVEED | (69%), B3| (B8%), B3|k ETE O | LTt
PREVREE | B R, 5~77 | MEMMEHIE | MEMMEEMHE BE ZEARK - BE

%) (100%) (BEETH) =

U+ 1%E, B |CADASIL £ B |CARASIL &V | 27 FFE, BERK | EEZLANIL, | BEEDEZ+

BiRZE (FTEIZE | FRHB~/NB | DBMAERL, (& RKMEOSE| B PhAE | BERE (B
555 MR &, SNBEDOREH | HMOSRBESR | siBEROBRE | 5, MESMROILE | ZICEHERED |BEICH ¥
FE% B, fuhNtEm | & (arcsign) |RELL (dolichoectasia), |88ZE7=7, w1l | £, /N H

N (30%)

BERICIER B
AU\, /NI
(50%)

ES ()

CADASIL: Cerebral autosomal dominant arteriopathy with subcortical infarcts and leukoencephalopathy,

CARASIL: Cerebral autosomal recessive arteriopathy with subcortical infarcts and leukoencephalopathy,

CARASAL: Cathepsin A-related arteriopathy with strokes and leukoencephalopathy,
PADMAL: Pontine autosomal dominant microangiopathy with leukoencephalopathy

*Fabry WOBEEGFIE X EBELD GLA (a-HZ7 b A—t) THED, KETOHRET DI EDHDTD,

XBEHFEM TR, B XEHEE D,

SR, BB AT o BEARTIBET S LAHLLICSINTLEY. Thbb, FEEAKD
CARASIL LR LT, ~7 v AT RIERECHEGI 2R 2 2 RS ER S hTwb. ~7wm
PO kBB IEE R 2 L5 2 LI 5 DT, CARASIL & X4 LT CADASIL2 EIEZh 3

CLldbD. AT OEEERTRIET 261, NI TEZOLNTVS2 L) EHRENE, REEIH
B eDIcHRIN TR D 5.

Fabry 5D AZ V==Y 7 Cld a7 27 b ¥ X—XiHtofllE 217> 2 L% w. L L, ZETl’
aX Ty by R—CEEP R T Y Fabry X RETE R0, 20BAE L, S TRAE L NH
B0, O RKREPBRIE» G EIE S T 6D BIHIE, 2452 X Palhko 5 b 1 ABAREL S
hb—74 F=¥—2> (lyonization) —HRICX 5. ZOBKICLH, MlEICE > THRL >N
BB T 29 A 2RELL 20D, aiT 7 by X—XiHHEHRIC S > TGEVLHAEL B.
Thbb, MKPOBREEENEERTH- TS, O, &, Mk & oliigs TREGEEMRY N, PR
B, S RESEEPRTALIchb. BLloBHi e —F vy — b 2Rd @B 0.

SRR EDRESR

FL7e& 51, SVD 29 X TEET 2 SWiEHE A L 2w, s SVD SBT3, REIM

[3coPY] 498-32879
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EED) A/NIETROBR L RERATR

S0 F18%E. MR-FLARREE T, WBITEES 2207 T BEDERERDB.

KB ERZE. MRI-FLAIREGR T, MERFS KOABRHRICHEREZRDS.
CAEEROBERZE. MRI-FLAIRER T, CADASIL ICH#fhE SN B AIBEROAEREZHRDB.
DN, MRIFT2 8EREHR T, BEKBEES KORKICZRT 2 RBMINENZRDSD.
BERANEDTU itE. MRI-T2*RAEG T, HBIA7A track-like appearance (KE1) ZR&H 3.
- MWEREREOIEA. MRI-T2 BAE®R T, BB LSESE (KH) ZRD2.

Bt it
( Fabry # % 58 > BRARIEH ( Fabry 7 % 5 > BRFREH ]
! i !
[ M3k GLA EMEIE 2
[ : 2] { il J { BET R
y v ! ,
(EexL) (EwET)  (EER)
Fabry f5HEE $ED Fabry % Fabry I TH L H
FE . oy
l* Fabry 5 C 1 1 [7%’&1&TTE% )
¢ R .
( EET A ) Mepane |
Il EROBR I 1
DI,
(wrsn) (WE62% ) |k i
Fabry e Fabyfesy | EB672 Fabry #HEE o[
NIEAT BENDHD AT DAL

EP Fabry m2MiO70—F v — b GBRESE. @4k 2019: 361 140-4'7)
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2. I8SVD

I 2 i B 7 I a A RS LIORETH 5, CAA 217, CAA LR EOESDH D,

%‘fﬁi[ﬁum CABOUENALND LR T, MIBIRE DEMIC ABDOILELA LGNS O (A
WKIREMA SN VI D) PO LSS 5. CAA OEIRZWI D 7912, Boston 2 WiFEHE %0 &

hTws (fEHSR).

3. M&ISVD

AN LS MERRANE T d 5 CADASIL, CARASIL 75 & 241, CADASIL & NOTCH3 851 D%

FLHE S B RO ARBEME RN T, METFEHOEMEORR, 40 52 5 60 5l b R 3 B FHZE 2l
L, RABEREDEAL T 2 1. CADASIL N I (2B % & T /N L EE (< NOTCHS o #lifia st

FxX A4 Y e BULEED A A Iy 2R E S ILE § 5. —F, CARASIL & HTRAIBAR 14

BHPREBIE L LTRESNTH Y, TGF-B ¥ 7 F ot L 2 iR 2 5 MR D L2 2

DD —i 2 FH L2 10, 2B OREIIZEL, 6B o N MAOMEHPRE T2 2 LT, JRSM

Fg: SVD &Mk 2 & O HEa M AE RS O IRERTE I B3 2 S LIRS h .

4. N&SVD

FHEVE D B WILRIEMEM D SVD. FHA DI % (Churg-Strauss syndrome %> ANCA BH# [l 45
2570 L) RBIEW (SLE % Sjogren fEf@fE 7z £) 124> SVD #4579,

5. VEISVD (venous collagenosis)

MG L, FRicIE o ERAIAICE LICBAEICA 6 s ERT o B #NREE O SR HER 138
periventricular venous collagenosis &£ b a. WEHEDMICALND 2 L%, ZOHEBOH
W& - /NERIREE 12 S ARMEE IR 250 A OFREEISEE & 0, SRR 2 0E 5 & ke w0y, WIEPAZE
Er2lihs. THRLBMMED S DTHH. MRI _EOD leukoaraiosis 73 & 5 115 iz & D RZE 1k
PS5 2 L%,

6. VIZSVD (Z0fthd SVD)
TS RIS % O A RES Alzheimer RT3 7 I v 4 ik S R 0IMEEM L L 2T,

BEE S
B MRIIC L b SVD OfiR L L TR 2MEBEOEILZIRZ S 2 L2k b, SVD O EEE # 34
THILNHMETHS. T4abb, HEMRICHES WD KRIMABERE, 727, NI, e &
JPEER D A DD A e h 2 EEU ETho A 1A 2L, 2DAFH0~4 5% SVD A=
TLETB W,
a. KIMEEZS: FLAIR W% (3 L <3 T2 3FAEE) (ST, BHMEE O Fazekas A 7 — v
2 %7233, & L IZNEEPHEE o Fazekas A7 — v 3
b. 777 T2 A& CEES, FLAIR W&/ T1RFAMG CRES 2R L, WNEMKLFES O,
£ 15mm At D BE R/INFZED 1IEEL L
c. UMM T2k SRR T, /DMK, B, ek, FUE, RERE NEERICA S A Smm RO
BB ORAF S LIRS k-
d. MAFFAPEE: T2 AT, HEMK EBZOM) 2% Smm Ko sREE S 2 11 HLLE
FITFEER S hute SVD olifgfg#t STRIVE-2 Tld, b 4 D0 HEW4 SVD ZikicmzZ T, Mk
vrIm—Y A, REM/NMEZESMATHENINSG XIS, TW05 2,

[3CoPY] 498-32879
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RSHRESE

AR ERARFER RO L WEIR TH b, RISk 2 A ERER] C RS 2 9 5. 2858
A5 BRPECTRRPRETE D) ZLE, ThyaFPRy FTHERLNS XS LFAI 2
TNETR S BOiiA) LERBIATRE ML BUR PRI TH 5. MR I (RBEIRRHUE R 2 2 L,
FEOWER TR S L B NEEN IR 20 S 56 G ICHBIERZRD 5. 2o & 5 ZAEHTHiRe
AR F 3B RIS L 23D 7 & I WNIHEE 3 5. TR FLISZ L0 EERINIC ¢ S IR H
Ifil 258 < %& 5 Bitr (3, MEHEZHRIC M EEBGR O A 2 12§ 5.

...... O R R D e
B NHIM OERRARRACBRE T 5 [R]1-1%, FE> SZW & TORMTH 2. BWIREHr &) 2
MY BFRLE 2 b3 5. Pk GgkRds T, HI238 B2 Sylvius 7z BB 2 BEREBRTH D
2, D HIMESDETDH 2 5450, 2) Hillr 5 RFHHREE U TSR WIS T 3 5513
PHEETH 5. B CT O & T W EE 22 HL B MRIHE M T b, fluid-attenuated in-
version recovery (FLAIR) [Wi{% CIMIEX &5 51, T2* MRl CIEMHR R RESER L LTt h
) . FERIC T2 SRR X FERE > & RERE 2388 U e {3 I N HIILEE B T & R A Bl e T d

5 13).

CHETHIMDEEE MRI

A: fluid-attenuated inversion recovery (FLAIR) &,
B: T2*&AER

BN HIM O BB W TR AR O YE o 7o I iills (BRSO /1) O FE G HEAR KT
b 5. BIREEE Willis BINRERLEFICAET 2 2 L% 0, BINREORIER C S NEDMED LD Y J5
» 6 HEFHRETH 5. MR angiography & b 1% CT angiography & 72 135 5% O 5 H3 2% [l 7 fift e
RS 7e®, o 2O TEIREOANE, K& S, TBIR2 b UitY0 2 i H i3 Bh AL % 17
9.

[3CoPY] 498-32879



4. i 7IOARNF > FA/INF—

=L - IvEVA

ERLPMEE

47T Boston 2 WiERE (CAA BILEfiiH oS ikHe) D [2ETELEr@]
CAA BI#EJIE DS WERE 2 [T EEr@ ]

EELEEEFE

TIA R, AT FTY Y AV ROTIAY VRO BEEOLEY L L TRBSh, 2
Y I —Vvy FTHREGICHA S WRESEBEMEE T T Radgdit 2 29 2 il otk EWETh 5. ik
7w A K7 XA F— (cerebral amyloid angiopathy: CAA) ZHRFHED 7 I a4 F—> AT,
MFEB L O P TFEDME IS 7 I v A FPAUET 2 LIcX hERINS. CAA BHIKERIC X
b AB, ATTR, ACys, AGel, APrP, ABri/ADan, AL ® 7THRBPHESISNT 022, Z2DlE LA
EWIMFENED ABTBICAA TDH H, AW TIEMIEMNE ABT CAA IOV TR T 2. ik LE T2
A B IXAEHINENT 7 2 v 4 FHiBREH (amyloid precursor protein: APP) 2268 bhahz o Lic
SOEAEIND. ABITIZAB42 L AB4A0 D 2 DD XL TENFHET 52, AB42 ZEEME E
Wiz DA YZ% LT BN FERRERL S L 72 5. —07, AB40 ZERMEDR - 70 HEE
W S BIIRE B 2R - CHEE S M 2 MR TIAERE D SLIRIEIC RS L CAA 2ER T2 LHEllShTw
%3,

FENE A BB CAA ORI L LTI, CAABI#lHm, CAA BEMsE, — @R Mgk (tran-
sient focal neurological episodes: TFNEs), CAA BN, CAA BLEBMGE»MONTHY, &
D5 bHE DR CAA BLENHIM [ZRTEEr@], CAA BLERIE [BEEEr@] <o L TWE
ERRIBISN TR 5.

L PR

CAA O EFEZIRTITH 5 CAA BB HI Lo 32 Wi 2EHE 1, 2001 421 Knudsen & 12 & h 2B S e
(Boston 2 Wi &) ©. Boston ZWiZEHE T, HIMIC & H WIS S ©L 3 definite CAA, £k
12 & bIRERAEAY IS BT S B probable CAA with supporting pathology, HiKIIZE2HT S hL3 proba-

ble ¥ & O possible CAA IS T w5, BRZW TIX, 55wl LT R EFRIL S h, iZE
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