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Abstract

Purpose : To report a case of optic neuritis asso-
ciated with cerebral autosomal recessive arteriopa-
thy with subcortical infarcts and leukoencephalop-
athy (CARASIL).

Case : A 38-year-old woman presented with visual
field defects, ocular pain and relative afferent
papillary defect (RAPD). Fluorescein angiography
demonstrated peripapillary hyperfluorescence of the
optic nerve. Optic neuritis was diagnosed soon after.
Routine laboratory data were unremarkable. Brain
MRI showed a remarkable enhanced region of white
matter and abnormal spots in the capsula externa.
Multiple sclerosis was outruled by neurological findi-

ngs and therefore CARASIL was diagnosed accord-
ing to the criteria. The patient’s vision and inflamma-
tion of the optic nerve head gradually improved with
systemic steroid therapy, but arterial sheathing was
observed during the follow-up period.

Conclusions : Clinical manifestations such as optic
neuritis and retinal vascular change might be caused
by the pathological changes of CARASIL. This is the
first report of ophthalmic findings of clinicopatholog-
ical events of CARASIL.
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MEMRIRI, HEEER EEOBEMBMICL) S F
SERREREZET 22N TEY, IRERE B
EIALOIRFEN S FRT X2 L IXZW - HEICHEHT
H 5. MEMEHEFRZ RTIHED 1 D12, cerebral auto-
somal dominant arteriopathy with subcortical infarcts
and leukoencephalopathy (CADASIL) 25d 0, ¥t4E, #Hr
LWEREMES L LTHE SN T\wb, CADASIL %
B % & 2 IMEEORSEMEEE T, MR ILIE
EIRAEEALYE - FE7 I 0 FHEOMEBREEET 5. I
ROKREFEIEVED 8T, — @M msSlE, ek
7 EOMREEEIRTH O, A ILFRHE - B
. GUEEERRTERTH LYY, —J, CADASIL
OFfFIEE & L T cerebral autosomal recessive arterio-
pathy with subcortical infarcts and leukoencephalopathy
(CARASIL) 25t 4E i S Y, BT R <0 R M A
76 OIERIE” THWIT & 2 CADASIL 12 FiRAE
KOEUS 2 b 00, BEKASRLD, ERR-HE§Y
FMEEICL DB SN AEEE L TIESIER S
TW5, R 09121E, CADASIL Tld/NEhIR <M
FRIZ PAS ge 51 GOM (granular osmiophilic ma-
terials) & XL 2 FRCRME O ikAE &, WHIlO IE T
BN O L & AE DGR ERAE LSRR 5D DK
L, CARASIL Tix, GOM Dt % il W EhRIEAL
R & MAENIEORAEEEGE - FEO e 7Y 25k, i
RO PR & [P IS NPEO f/ME & KBTS 1
29 WEREIZIE, CARASIL 3P (LR i ki s <
3T DH 2 &L TTHE - AR & O AR &
EhTws?,

CADASIL OFERIZMAEZIIEIRDSIT & A E72h8, 1F
IZTRCOMEZRO/NIE ICREPROHLND Z LS
PIZENTBYY, COBREE FE L7 B E L - 5
RO ME B SN2 TREMELH 5. CADASIL 5
FEDBHIIBWTHEDORE TIX, MERNZEOH/IMEIZ
PEo T, MEINE DM 5 2 L % Em I G
L7 %, M OFREEE L HEEORE RIEIRA
BE)IEREO SN 525, BIICIZRENRO LN o7z
WG, F O EAUEBS I IR E £ 50 52
BINIBR7z N2 Y, SRR O A DA<
AR O E Fb e SR ISR B R T R FRO 72 A%
PIIEAERE S NS, MR 1 I R T R & 3
W5 HOOMINIIER 72 18 61" 72 &, RES P A=
FRAEICEE RO LN THHNIREF S N L IER S
W, BT L AERNE, EPAEE (1 60) - 5548 (1 1) A%

b LI L Tz 29EBY &, FEBYNR S MR
MREE & 559 L 72 L Y DR SIEBIO A TH B, 4B,
CARASIL DR EPHEIZ O W TIERZHE DS 2 ST
ZI%N

S, FA BRI TIRFL 2 275 L 403
HEIDBMO TR T 2T, MR sz &
TR 7 AT DA R, CARASIL & iEEZ T S Uit E B gE
TEHEBNZOWTHIET 5.
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BRI - 2006 4 10 H 27 H, HHROBE k% % 25
R % =235 LR FLIE O SR L & 0 Bkt 0
Wrx szt F, R H I CUbe & /s, fESS
Ero#IIE, £0.1(0.5x -1.25D), A 0.4(1.0x —1.00
D) C, BRIE A 14mmHg, 7 16mmHg Tdh - 72,
2006 4F 10 H 30 H, HFeszkoinig, HuER (G
IEAEE), /£0.5(1.5% —0.50 DTceyl—0.25D Ax 90°),
MRE1Z4 15mmHg, / 14mmHg TH -7, L0
BRI CHAT L 22 R, Rk d & TR 270 7%
Polz. BT, BEOERE - miE - 3 CRERE
BOBEEEED SN aho72h, 20 5 o FrE &
G 3d 5 2 ENH LN R - 7.

REHMAEAT L & LC, IRF - IRERESDE % FROAHK
AL SR (RAPD)ECTH -7z, BRAT ) v
711 (critical flicker frequency : CFF) X HHIEARE, &£
34Hz TH oz, HHENE - MEO BT & 8RE %R
Do T2, LRI R - ERESH D), FLUE
KOAEEL Tz, WZKRORKTEEZ/RT (K
1). St T # W @ 3 (optical coherence tomography :
OCT) Tld, WK L ClE, #BEEBICWHR & b EZH T
RidZZoonzhrro7z(K2a, b). 7Vt Lt g v
FIREE R (FA) T, #IMEILED SEE oL R
i 2ROz (M 3c). ARKKITLZZA > FoT7=>
7)) — YGRS (TA) TR TN &2 b2 2o
Loz, HIREERAEE, WERRETH -2, HRIER
Hob ) IZRNET 2% L MR ROZEOT, AR
kol

A c [/ H (2006 4 10 H 30 H) ABt& 22 b, AT
T F=vuor1lg/Hx3HOREIBEEEAT T A N3
(LT ATFaA F) 7OV AFREZ AT L2, ATaA F3
WA 17 =)tk HIREITIH 30cm 555, CFF 6Hz
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a: MK, GIREBER. b AP, LIREBES. ¢ 11 7 24 HABRZZRGIRGHE L »A%R). d:4 1
23 HAVRZZIRAIR (G 6 22 A 12).

EETUEEMERL7ZOTE L 25 AEZ R LT,
LI 17— VREBICATOAL RNV AEELE LT 72
(2006 4 11 A 6 H X V). ZFHMEEALE (MS) 2 & O H
BB 2 B E LT, ARk, ERHHEE MRI M
EERAT L2, MRIFTR LV, HIRBEMREOER & &
RHNC L 2 Esh R & RO MR EEDb L, Iz
T, EEM - R - REREICS5 L/ MESE L, W
OIVEIZHEEENH LT EDBHL NI - 72 (0 4).
BHRMEREN NI L Ehs, GHEID CA-
DASIL O U HEVEZ 4540 S L7z, FEM 2 RIERIE O FERLC
L0, SCHMACEE « A« FUCHINEZE B & OV I [
THEF IIBAEABGER T L, BREORRTH LT
REMEDTRIB S 7o,

ISV 27 —VET, GBI E S IR,
2006 4= 11 A 16 H1ZlE, RV=0.06 & 1EAHE) ¥ Tkt

L, $HMEAEOER - EIRIZIZEAERLRY, 4Rk
W CHREEBIZE T RE & T LaERBE & 7 o 72, 2006 4E 11 A
24 HAVRSZZZIEICIE, BIE(0.8) T CUtE L7z, #BEH
OCT I3 EZR EDF fid e h o 7228, HEEDKT -
HEEE D P 3380 H7z (K 2 ¢). 2006 4F 12 H 11 HIZ
i, FEIE(1.0) T L7z, IR, Rl
BIROEHEEATR RAZD X ) 12> TE72H (X 5),
BNIZ 237 £, 2006 4E 4 A 23 H OFRZZEC
I3HBIE(0.9) THho7z. FATYH, ABREERICED 57z
HARREFLIA D © OBREEH LR % 520 7 55 72 (M 31).
e, IREIZIER TH o 72, SR AR IR NE %
% L7275, CADASIL OF§2ED H TRl R R 5
B I 7 B iR R ORI ER) IS S, UG
FEHET 1%, BRKMRENEIANEERE & 2 0 g 2 2
Ll o7,
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® 1 BEFMEMEMERERE (CARASIL) DR %"

(1) 40 A DREFEAET, BHPRAVIZIZAETT I (B 12— B 1 1) O IR DIRTT,  BEMRES - SEAIMHGEIR, BRI 2 &
5%, WEIIZ e LB O AMORE T HEWLE TR E T 5.

2) RHEET 5.

(
(3) (BMERAEM) W 70 v LT B HERE/MEFIRANV =T 2 H 5 5.

(4) MEIZIER TH 5 (BEHEORMED 7 <, (ZITEEIPGHEE 2 140 mmHg, EESFAY 90 mmHg % #8 2 7% \»)
(5) Adrenoleukodystrophy # X Lo & L, HEx*RTHEFAOMOEENTESINS.

P> 5 IHHE 3T & i 729 6 2 2 B (definite), (2) F 7213 (4) 254N 2 i % Bk S B IH B % i 72 961 % 7§ 72 61 (probable) ,
MBS LGNS C b 2 HESEBI DRI T d o THIE £ 7213 (2) & (3) Dl T &2 4§ % 1] & 5EZ5 51 (possible) & 57 5.

ZEJIH
- BRPE R USSR UGS DS H LD & & 3%
AT L PR BFECREAL A A S D Z L3S

« MAF R T i CT/MRIL T F AR WA DI RS R E 7 7 050 iz b, g, SPECT %

PET CINEHZ, M T % EA5EH S5,

TR AARE MR BE 2 O A FT L 2440 CADASIL &t
WTHI S N2, BARESAROIER 2 R0 72720,
RO 72 DI BRI A % AT L 72, EORE, MS O
Y=H—=THhb, ) ITru—F LNy LI Vi
EMEAREIBEETH Y, IgG index b IEFHEHINT
Holz. FHT ANV AFURMIZOWCIL, Mk - fHik &
DIRa k. BEER MRI T MS I 220w 2 72 <, %l

JE#R MRI C b % % 20 F MS IZ755E S hv/z. CADA-
SIL O#ZWix By & L 72 BT ICHE L CIERES
SNT, FEOMES N FEMRT T L7z, AR
A5 R A M & AT L 7275, CADASIL (24809 7
COM Dik#EZROT, /2, ~~v b FT v e 2F Y
Y (HE) 4t £ O PAS def ¢, MBI S 27 BE
TR RO o7z, #iFe LT, CADASIL (2 & <
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72T A R3O CARASIL 23t b,
TR ZZWAEICHS LEDbYTHEIT L (ELD. &
Wi 5 (1) 12D\, BEHE MRI TO U E AMEO HE
& & BT, ARG I IR U R O B S5 o TTHtE & T
M _E B D F5 ) BB VE % RO 724t T o> 1Bz Tl sk
KD % RO 72, FRAIFRBE DR NI Ff A I 12 BE
T MMSE (Mini mental state examination) IZ3\T 22/
30, SETEAINA ML Al 2 77 — v (HDS-R) 128
WT 23/30, ERIEEEMRAEO—ETH 5 WAISR Tl
Q59 LIKT 27, kit (2) OFFHDL D72,
FMr e (3) 12DV TUE, BT EMERE B X O EAHEHE
WAV =7 (L 3/4~L5/S 1 HEMAMDZIE & 22H) 38 &5
et oz, BMEEE (4) 12oW T, 24 B E BT
FTEHWZHET, ®ETH 120/74 mmHg & &IE X
TSNz, BRI LY, SIRME SR IZ DO
THRBOZLn o7z, r#kiE (5) @ Adrenoleukodystro-
phy 2 EOGEIZE LTI, k- EVE UV, 7YV
ANT 7y =¥, o7 kL 7TuLy—¥ mEHEIE
WilE, BB WIKREARLVEY 2 E, WTFRDHBEMT
otz BWEEEEDALCIE, MR R Cam g EIREE & 7
D95 % KT (H Ok & K- RIE7% &) OME 217>
7205, IRTEMETH-72. MLk, 5 o0 krkiEsr 3
~RCiii7z L, CARASIL LiEEZIr sz, HEICES
FC, MRS, BIRNE O LO#ETEZ RO 5
bODOBITNRT b 7%= CHBRICTRBBIE T TH 5.

m % i

B OF B O 720 OFFEEMRAP LI TH 05, &
MESE 7 & OERKE T CHAT & 2/ & 3, #is
T OB 5§ 2 Bl A O R EHSGFAET 5.
CADASIL 12O EMEETH S, CARASIL (M1
BEZDLOOFHIERNT 5 HEOBEERE L L TR
ERHMENTETCVLHEETHS. T TIZCADA-
SIL SEBF B 2 IREHIEBORE TN O0d b
HODWTIOCARASIL I2OoWTIEF4 DHIBIEY 21
FCHEDR ehrolz. FOHMBE LT, REMEIHL
W2 B2z, CARASIL iZ 2N F THADNS OAHE
ENTELZ L, —KROBREICREMED F 2N &
NEZLNDL, S0, 4 I THAREREEDOREIR TIIE L
SR et 0, CARASIL & B3 5128 - 72 1 EH]
RS L7 AREBNE, on set (VB DZANMEA S
B, EROUFICESL T THMCEBE21T) 2 L0
TEXLWOTOREEEZ NS,

CARASIL &, B/ « AlEHIR (AR RIS,
Ry AL, PRI 7 & OBIIRIE(LIEZE L % 520,
NS DOIRENHD RN E BRI S SN % % R
U2 WS msiRE R ch 2707, HEER
YH R M DT 7 & O IF 5 2 AR AR S E IR % £\,
GOM”IFFEH SNV E S b, CADASIL Tld A H
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BN - REIZBWTH GOMAALNL L EN5
AV REOE SN E AR S GOM A3k 57z
Zr, BXUCARASIL OBWi#Exi-42 L X0,
REEBIE CARASIL EZWILTI W EEbNh b, #Eis
F1545 T Notch 3 D BB 5 % 7RO f Y | i 2 22 i
b CADASIL 123k LT7, B4Laslr & B o
FHEp S E SN DS CARASIL (&l R AT R <3
5 DOMIEARREFk 2 ERRDEELEZON
TWBYY, REEBNIEED S OB L0, Bai
T - HRERE BN - RAPD gk & & 0 Bl 258 v
THEZPMG L2, EHBWE LT MS, BRI
AR AN FESE (ischemic optic neuropathy : ION), JEEHIR
45 ION 72 EMZEIF 5N 5. MRIMARIC & ) BLER2
137 < MSIEE 212w, FEEIR %1 TON 12 L ¢,
AIEBNT BRI T 2 WEER E T 52 L id—FK L
TW5 725, JEEIBRZEME ION (Z4FETH Y, SHIE -
FERIE « O IE R MASIE 72 & ORI oG IK T b %
<, KPEEREOHBRE LD DFELVWHINETZE
LTWTHRENTH S, MBHSREEZAFRE L-BRE
P ION (2B L ¢, AREFNTHECREREDOBEE. <,
JE X 2 b OOMBEBIIR 2 & OFIRIERR « & - IR
BRI - B 2 0T, KL EA L RV LX) EE
WTdh A, FLEIMEJ1E, Hayreh o L 72 fL5E %
JERNZAH Y3 225, FLEHOIEHR « FEIRAT Rt 7LEH
O FAFTRIZELL T 5728, FLEIMESRISHIET %
k29, MEREPHELZRBDOLRVWE ZAPRL-TH

DEENISND, L7ho T, AEGNIIRBRES % -
EEOMRDNE TS Y A7 04 FiEEIZKL L TH
YEEAFRD H L, MRIFT 2> & & B % & 58 6E L T
WekEZ NS, L LD S, BIMPEREE 2,
7255 FUTIE 70 AR R R R A BE O A8 LIz B2 5 <
CARASIL OJFHEER S L 72455, 2 5720 Tid AWy
MRS NG,

AAEFNE, MS O FIZHH 19 THiAT L 728858 MRI
THHBERZ & el S 1, RKIRBE O L 55l 2 i o
#EH:, CARASIL & Z M &7z, CARASIL O¥E 130
BTV, 2005 4 5 B KR LT 43 61 (28 %) 08
WEENTBY &6, HAATHAY. I5ERDEHIC
RIS ST B, HYOARSIERETH > 72, AIEH]
2B WU, MEESIE %4> 72, CADASIL & & 12
CARASIL (3 JEJE 2 By 722 BEARE IR & L CTHEEO A3,
FrUEdE & IRV SR ISR L TR B L, B TR
SHA B O FrEE O S & F S R AR O JEUR L2 B
LTV DD DREZEITTWAEY, 20T, CA-
DASIL il B & L THIZE SN T W 525, O
EETHDH CARASIL b TN AERTIEH L DD
MEETEAEZZ S5NL 2002, HICEFORREIT
ML EICELHFELTWAIRERH D, LR
FRIZBWTIE, HBH SRR O & B L T A T HEME
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@ : FEECRERD), OO : MEFOBEDH 2 4.
HHAHE - 2 - BUCNI M E R OREF %2 FRo 72, MGG
W7o 7.

BEZHLND,

ERERICE LT, KRR & L AHHE, - 5 -
B OB EE RO 72 (K6). ZhEADLEY,
FEHEEIERO LI EZSNLH, 2L IERIC
HEOBWERATH ), 2, BEEICEET L0250
DERIZNETH S EEZONL. RIEFORRIZB N
T, WHZEOFRIZH D00, KHEAEIREZ RO
FHlL, XEEFOTWi {HFFREOMEEDTERER 1L\
Lotz L72ho T, RIEWCHE L TIZ CADASIL -
CARASIL & #ZWra g, RAEFNIEL THOA CAR-
ASIL OZ WL Z 72§ 2 & 2 SHEESR S Nzl
B &t L 7o, R MRS 2SS IS R ETE &
FRFRC X 2000 LN WASIIRIE L 72 <, IRFEHISSIED
EZHE LT, RABERLORKE, FFMRREINISES &R
K DA, PRIFE & Z2RZE R ORGS0 &t 4 72 A
EbETRINELZ EEN SN 2, HEED
I8 1 L E 12 1d CADASIL DA O R HE AR T 255
7 1) @ prevalence THET 4 2 &L DB EEIERND B
DOTHE EINTE Y ERELTRLOBEOTREEIH
b,

RROFIEA 7 = XN LT, Mgty 7 Vg
Td 5 Notch O EICEETH S 2 &Y, Hell-
strom 512 & ) WG S REFEH 240 Tw 5%,
Notch 1, HERMBEOIAEITEL b Y, FEDOR)
Il R AR AT AN < Mualler ML i dy PesE =
fToTw5, E512Notch 25, ¥ 7 AMBEME L ¥ 7
774 v ¥ aREIE O 5 BV TS R e o
WML GE L GE 2y ta— ) LTwb 2 &5
5ANC % 5T B™, Notch (& I PR 3 K 1~ (vas-
cular endothelial growth factor : VEGF) & F it T T
B, VEGFBEEI M 5 &, Notch ¥ 7" F VST
FTLIEPHOLMIZSNT WD, R EIEE OSSR
X9 % VEGF OR5 %% 2 5 &, Notch & VEGF O%
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Bhourn)dEETHLEE 251D, CADASIL
&, Notch ®¥% 7% A 7T % Notch 3 DZERE TR/
SERREIENRI B ERESN TS,

Z @ Notch 3 (X ME P B i i Al L 2 R 53 L
THBY, Notch3 Ofifgst K £ 1 >~ 7 arteoles, capil-
laris, venules |ZfF-# 3 % medial smooth muscle cell ®
HMIZERT LI EICL D MREEEZRL, MEEDN
JE & MENPEO/NME - IEIMEOMM Lz R $2 L
WL DVREZ BB T2 EEZ LN TV, HEEDW
13, EEAREIROFZ WIS Z T, Notch 3 DA R % &
ZFH LIFIMEREDAMR TINS5 2 &£ THBDY, K
JEFITIE, 25 O DNA MAEOFEAHE 5 IV R E
HEARD D ORI AT > 72, ZO/R, BFHEMEEICBIT
BREIZBVTH GOM Dib#E 13780 54113 CADASIL
EHESINT WA, —F, CARASIL IZBL CiE, &7
J NGRSO MBI LD 10q ICHFEAET S 11 cM (B
4.6 Mb) DMERTEIE L TR 2 FhTwa®, Lok
A BIETHBEREE 72> TO L0051 TIE R WS,
JREE L V) T A1, CADASIL & [7 U < I i Bz s
BT 2HFPRE, & LIFENRFICR>TWwS
TREMED D 5. AFEH & 72 S 7z CADASIL
WZAPE L ZZIRFEIR 2 Il L T B &, MR FLEE LD
W R HEBEENIR O 5L % 520 B e & & L
FERFTRZZE L TWwWh, F72, SAYISAER] T3
FEFLESE L L OCT L & fukEiHe R o ML % B o,
BIE SN TWBEADS, CADASIL 2B W T & ezl
SHOE LR MR R OJE A DI AT i ST
BY, ZOHTH IMLBEEHREZZEL TV,

DEnZba5F 2 TEET LI, WENEIIRES
B 123 <, Mo MBI & 25R S 2 W
25, MEOMEIZBWTH L L) 2WEEHRE T2 &
WEEDIHER S, AEGCHRBEOIMENEZICRE L7
PHE &\ o 7241 5 22 D2 & ) B O R - JEIEDS
AHN, ATOA FIZXBHEEEEO®ER, LEb LI
B L7 RS T B R b5,

AR 2 L, AR SRR OIRAEIR % 52 L 72 CARASIL
D 1VIEF 2 #iE L7z, BARAEIRIE, CARASIL OfRRE%
L L 7285582 b DO TH LD D 5. HEOEV
SRR & B L 7o, MR BRI E LTbER S
VEDH Y, &% GOSN LETH
5.
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