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WREERE - [RETHEEL BEMEZ M 5 F QAR EMENERE

BEL  [RETEE L BEMEZH 5 BRarEEMBVERE FRE]
5L

BB PAEIE & VB RNIE & 1F O W R BN ERIE (Cerebral Autosomal Dominant
Arteriopathy with Subcortical Infarct and Leukoencephalopathy : CADASIL) 1%, #HYe
BRENEEERX AR L, SFEMORIEZ 5 REE2 1T, CT - MRI CTRIE SLH K
b VIR S D3R &2 W CHETT . AR B AR AR 3 e < THRE FTHEBEICT 7 T
FEERVIRLBIEL, 525k, MILEVERFEICE D, MOTCH3 B FEREZRD, i
BRI NS OSEIRFR OBME & B TA A I U ARG SR (GOM) DOHFfEE
Rl U, B2 W USRI CReERZ T 5,

AFRA Tl NOTCH3 K OERIF2 W IZ ABCC6, COL4A1, COL4AZ, TREX1, HTRAI D& > 737
B a— Nl Vv & ZDMRD AT 7 A4 AR E . kit — 7 =% —Tfig
Hri, EICHHSNEET VVBEEE 0. 1%L T @RI K HEEFIZB LT 120 F) Of
NY T MEOWTHET S, FEEHY — FRIR Y — 7 v — DT —F OHisEN &
ERGAEIEL, Vo B 2F Y BT ) == U —TOMT 2175, 7R R
KK« FNFO 2 ©—HIEACORBURLR 7 ) IHEEZEAGIZE U CII s EE C o 23
Y — R OWMEAR S — 7 o —TIXREE R 720, WG & Ly, (KHifat 1 7
WZOWTIEANY T ha—7 —THRIHTEZb0IcE L UEETo608, XU T ha
— 7 — TR TE o7 b DICE L TEHE L, 723 ABCC6(NM_001171) ex1-9 &
FRRBEE 2GR0 D72, MR LT 5, £/ EREICIA, FREomEik b s
BN 5,

B4 position (hg38) HGVS. ¢

ABCC6 chr16:16155077 c. 3883-46A>G (N\M_001171. 6)

ABCC6 chr16:16187240 c. 1780-29T>A (N\M_001171. 6)

COL4A1 chr13:110150328 c. %*35C>A (NM_001845. 6)

COL4A1 chr13:110150329 c. %*34G>T (NM_001845. 6)

COL4A1 chr13:110150330 c. *33T>A (N\M_001845. 6)

COL4A1 chr13:110150331 c. *32G>A (N\M_001845. 6)

COL4A1 chr13:110150332 c. %*31G>T (NM_001845. 6)

NOTCH3 chr19:15200768 c. 118+19_118+20delGCinsTA (NM_000435. 3)
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

T Y L ZDA v u B RE A TN A B =g D VITERER
&L (polymerase chain reaction £, PCRIEELWS) (CX VRME L. Wit —74
YH—HL0EF Y BT Y = UL K HBE TEUSIRE ATV, AR
AR DT AE L E 2 — RSB 5 > —F v v v 7 TR ATE 7o (K HBUAEEE
RN I (AR S g [ fan e RN

FVEE R OV B A%
EERINZHAWSNTWDE F7 2 L) 77 Lo AFCHI & DL & | AR H B 28 5
DOH A HET D,

EREEICREREZITO 2L T OIREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

REICETSHEK
BRI AFTIZ RN = H 26 60 B2 H LA,

HEZZFET 2HEICH > Tid, EBRTHIEZT O HERER DL
HEDFEFELH Y £ A,

RRARDEREA
EREBIC TIRAED B ASRIRIUC S THICHI L AREDH LiAAOE
E AT D,

AN AT
WREFIEAT D EA AL 1D FE# 7~V bR S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I 1mL LA b 2 4R i3 5.,

BRIE DRI
PRIMAR T, LTI £ 7o 3B R4 5.

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(MEIZE LT, RGAIORIM G ), FEEHOBRICEET L Lz2fAlE T 5,
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(11) REKEERRED 7 ~)VOFERHEH
RRARREART Z - ITEA AL 1D 72 b ONSRRE B 1D 52T %,
RAEMIEE L, YMERREORXEZMN TS, HREHER Z U TR,
- [E4 AL 1D
RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE
s A R T A ST DORERS
* BRI SE

(12) Rz ERBEE D CEAERERN OB EREFNICHEZKET 525G
HTc> Tk, HRFEERERNS) £ TRE T 2 DIET HHH
FEAOFAEEZFAIE T 5,

LRI AR DT, EREBEICIT TR 2T,

(13) REHH
7L

(14) REOBH LiAL, BRWEb#E
PASHENEAND T S DNABFZERT Bl FAE (O B FRA=)
T292-0818 TIEW AR HHIA e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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