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Microbleed clustering in thalamus sign in CADASIL patients
with NOTCH3 R75P mutation
[ NOTCH3 R75P 25 £ CADASIL Z351F % ]
R DB/ ML R B (MCT 31 )
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B TR L B INIE & £ O B Ye o PR B AN B IR JE (Cerebral autosomal dominant
arteriopathy with subcortical infarcts and leukoencephalopathy: CADASIL) iZ#x b
BEPE D OB ARMEIN/ NS R Td 5, CADASIL 1%, HURIA I E S ORIk &2 £F 5 F o8
JE2NEAT . MRT 22 OFEE % CRIE S 45 KA ERE DR & ([T, PESNGRET
FEICT 7 TEA BRI URIE L, 272 RNEER 2 2 L 60 kil CELX &
7 HETHEOMBRIERETH D, BIEETICARTOZR L H 1200 NFEEHE SN TE
0. BHRRARIBERE LIS STV R W O EATHBE O EHRICHLIRESINTWD,
BARTFRINTIL, NOTCH3 BAnF DZERENBIFIR TH D . B85 MRT TlE, E FTOEZH T 7
FHSE & HEWAZ 2 L, FRCMBEMRO AERENFHEE STV 5, 2 ORIEERZ X,
CADASIL Z %5 EoF &R DEERFHATH LN, HARLEHEIZIBWT | hot spot
mutation & L CEHIHAL TS, R7T6P EHEA A9 % CADASIL TIHHBUHAEE NS D72 &3
BN TWNWD, EOTOARMTIE, HEBZE T2 57 CADASIL EFEN ARSI TN
HAREMEMN B D, X 51T, CADASIL IZHWCik, MMMl (Cerebral Microbleed; CMB)
DIHHIDHZ EMNHNBILTWD A, RT5P B8O CMB IZEHT 2 HAIZR O TV 5D, AR
ZED BIIIX, BARAND CADASIL 35 O R BORF & B ) RF & fRAT L. FFIC NOTCH3 O
R75P R AT HRBRFICHERZY T, TOREEY LT 5HZ & T, CADASIL BHFD
ZWrgm L BT,
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KIEIT 2006 025 2021 - E TOHIMIC, YR T NOTCH3 EAnTHHT 23T, CADASIL
EERIRGZIr STz AT 5% B3 flD 9 B AWFIE TILERIRTF R & BHES MRT B O 7 25 A
FARETH o7 31 R 32 flaktg s L, %IRRT 21T o7, 7eds, BEES MRI
8T T2 A X —FFRBE G S R Do T2 BEE IR ZE D B RSN LT,

AR THEATIZ. NOTCHS AL DTV Y 3/ TV V) 4% PCRCHEIE L, Vo —iEzH
WTHRMT LTz, REOTCEREIT BTV Y — Mt 2 O TRIE S L, o T —IEIZ L0 A
HL, b MBIETFERT —Z~N—2 (HOMD) 2 AW TR TDOEEDIFFEMEZRE LT,




ERARTE R & B gL, RTSPAE BICEE T 2 KRBV 2 5HI T 572012, RISPERZFT
LHEE(RTSPEE) & . RT5PLAS D oD NOTCHSZE Bt (non-R75PEE) 201243 1) 7=, BHERMRID
HE R 2 1 XFazekas A 77—/ L Scheltens A — L& T, /NI IEMARS (800~ H 1fn i
FI RN R ) & VD CRlli L7z, RTSPERDABAE N ROFWEF D728, 520
~A 7 aH%TFI A h~v—7A—(D195840, D19S415, D19S923, D19S432, D19S885) & 7> D
—HEELLA(SNP) I B 72 D A2~ — T — & N7 1 Z A T 61T - 12,
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32 f5il> CADASTL FE OWNERIE, R75P #EDS 24 ], non—R75P BN 8 Bl TH VD | B DL R
NERIZ R75Q (1 1) . R110C (1 f51) . C134F (1 f5i) . C144F (2 f51) ., R169C (2 f5)) . R607C (1 f41)
T o1, MBEDEEEE RO e Tld, R75P BElE non-R75P #f & i L €., FIEF M (55. 1
+8.47% vs 50.9+8.47%) . MR (61.0£7. 7% vs 54.5110.47%) & HITEMN
ST, o, IMEEZERIE(19/24 5] vs 5/8 Hi]) & FREE (11/24 ] vs 4/8 Hl) IXH#E THL
RINTERBERIERTH Y, WEERIC CTHBBEOFEEZIT o7, M MmAEIEIX
R75P BT MM S R B av7= (5/24 B vs 0/8 ),

B FEAT O Ll Tr, MIEERRF A O BRI R75P £ (4/24, 16. 7%) 2% non-R75P #F (8/8,
100%) & L LT BT 7oz, — . CMB OHEBLERIE, R75P B (24/24, 100%) 73
non-R75P Bf (5/8, 65.2%) &L CEnotz, £7-, BE—AHT= D O OB %08,
JM4AA (39. 3 8 vs 14. 1 f8) &, HFICHRIEE (8.6 8 vs 1.5 ) 128 T R75P BEICH EIZE
W2 ERH BT o7, S HIT, RT5P #E 24 5l 15 1] (62. 5%) Tli, fRIKIZ CMB DFEZE
REEPSH L EERH LT,

R75P R AHT 5 16 BlOIEMBGREZ D NNT 0 X A4 TEHIZ LD . D195923 (GRCh3T;
chr19:15297088~15297432) & rs141521732(GRCh37; chr19:15319920) M RIIZHKS 22. 5kbp
DOIETHNT O XA TTay VN FHETDH I EERE L, AEENREOFENT S
278 o7,

(e Kk OB £]
AWFZETIL, HAN CADASIL B35 % R75P #F & non—R75P BRI /010, BEARIEAR IS X OV MRT
AT L DR % B 5 532 L7z, R75P BE TlE non-R75P B & Erig U TN HH 38 VE o H B JE A3
i < BB MRT CUAABAMRF 2 O HBLRIZAR < | CMB DD HMT W2 &N g ho T,
BULIETRUNZ LT, RT5P BETIEHUR & W 5 BT F RIS HOVEIIZ CMB DBEE R EFED & 5
ZEERREHL, 20 MRI BT DRI AL, [HRRICET %80 mEE SR

(Microbleed clustering in thalamus sign; MCT %A ) 1 &4 L7,
—J7. BAEE MRI 12317 5 OMB OFF(EIT., MM EMEMA T & ORI MEL L 72 D53, AT
WH7e & 42 &, mIMEMERMZE S & RT5P FED OMB O3 FITELL L TWhWbd b oo, B
— ANY720 @ CMB #%i%, R75P BREENHA LIS -T2, ZDZ &ENDFENHFER L,
NOTCH3 @ R75P Z5 ¥ % 479 % CADASIL [BF 1T, ML ZEHAE L B LT CMB DA E L £
<L MCT HA > b LT FHS) 7eEifg /N & — 2 73 RT5P ZEROFHETH 5 rlaetE 2 5
T LTz, IBRRIRZA 2588 720 RT6P 225413, CADASIL 3o TIZ AR I TV D |
BEMERH D Z EMD . MCT B A U BIFET D0, CMB DN L WA IZIX. MOTCHS &5
FTORBNPLETHDHIEA D,
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