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No. BETNA Ver. fitt FABA %A B VERLE ARE
1| HHERK 1 2022/4/1 ME— | B R
2 | BIE B 2 2022/7/21 MIE— | RE %
3| fEsEGEM 3 2022/11/24 HMINE— | SRE R
4 | Q) BEREEOTHEROLE | 4 2023/4/1 HE L | RE K
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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) I%. &Y
BREMEEERX AR L, EFEMORIIEZ S R Y17, CT - MRI CRIE 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
LA N O IR FE O L | BB TA A I U ARG T SR (GOM) DOEFEE
Rl U, B2 W USRI CReERZ T 5,

ARFRA Tl NOTCH3 K OERIF2 W T ABCC6, COL4AL, COL4AZ2, TREX1, HTRAI D& > 737
Ha— NET 7 Vv EZDOMMDO AT T A AGEk 2, kit — 27 = Y — T
Hri, EIXHHSNEET VVBEEE 0. 1%L T (@RI KB FIZB L TiE 1%L F) Of
NY T MEOWTHET S, FEEHY — FRIR Y — 7 v — DT —F OHisEN &
BRGEIL, Yo B i 2X v T Y —o—F U —TOMIT &7 5, 7B KRB
R FEANFED 2 E—HEAERKRBINE R 7 AREEZAGIZE U Q@R T oMt 23
Y — R OWMEAR S — 7 o —TIXREE R 720, WG & Ly, (KHifat 1 7
WZOWTIEANY T ha—7 —THRHTEZ oI L UIET o608, XU T k=
— 7 — TR TE RNz b DI LTIl L, 7223 ABCC6(NM_001171) ex1-9 (X
FHRBEE 2 FE 0 D72, MR & T 5, £/ EREICIA, FREosEik b MEiTric

B4 position (hg38) HGVS. ¢

ABCC6 chr16:16155077 c. 3883-46A>G (NM_001171. 6)

ABCC6 chrl16:16178976-16178977 c.2248-12_2248-11delTT (NM_001171. 6)
ABCC6 chr16:16187240 c. 1780-29T>A (NM_001171. 6)

COL4A1 chr13:110150328 c. *35C>A (N\M_001845. 6)

COL4A1 chr13:110150329 c. *34G>T (N\M_001845. 6)

COL4A1 chr13:110150330 c. *33T>A (NM_001845. 6)

COL4A1 chr13:110150331 c. %*32G>T (NM_001845. 6)

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

COL4A1 chr13:110167260 c. 3877-30C>A (NM_001845. 6)

COL4A1 chr13:110198649 c. 1121-18G>A (NM_001845. 6)

COL4A1 chr13:110307029 c. —2C>T (NM_001845. 6)

NOTCH3 chr19:15192322-15192324 c. 341-26_341-24delAAC (NM_000435. 3)
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NOTCH3 chr19:15200768-15200769 c. 118+19_118+20delGCinsTA (NM_000435

.3)
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BREFE

M SIEML L72S /) LA DNA DD %S DRERNRBIsF OIS Ea— R
TERT 7 Y DA U hr VBRI R NA T I XA B g v D WITEERRY
i EE (polymerase chain reaction ¥, PCRIE&EME) 12XV IRME L, it —~
V=B NNEIF TV — = o —IC L BB TEYIREEZITV, RS
AR DIz EL E 2 — RSB 5> —7 v v v 7 TR arE 7 (R B FE
WSRO L OB A RS 5,

VM R OV B H
ERERICHW SN TWD e RF 2 AU 77 Lo ARSI E O G | AR B B
DOHF A HET D,

EREEICREREZITO 2 L T HREMEOHEH
BRI L, AREIREMEEZET 2 b0 TIEH Y EHA,

RECETLIHEK
AR ARFTIC RV 2 B 25 60 & 2 B LI,

HEZRFET DIHECH - Tid, ERICHEZIT > WEREFT DL
WEDOZGFTH Y £ A,

RBRAR DEREREA:
EHHERAIC TRA D B RIRIRFUC DV THICHB L ARED H LiAZ 0 E L
A

RIEDLRERA S

WREF ST D EA AL 1D SE# 7~V s BEAF S -8 isy 1 A
(B e fRIEL M AS EDTA-2K (F 7213 Na) FEf7)

BAEDOREE
I ImL LA b 243 5.,
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9) MIEDORESRH
BRIMARIE, S0 7 ORI T %

(10) BiEDRHEAE
FE (7). (8). (9) % FRKIZOWT, FIZ AN CEEIC TARTICHET S
(WEITE LT, RAFIORMES ), FBEBOBHICEET S Z L2 HAE T 5,

(11) MEEKEEFEROBRED T NV OFEREHR
ARG Z ~ U IXEA AL 1D 72 B ONCHRIRE B 1D 2 5tdd 2,
MRAKEEIL, YAREREREORREFERT 5, E20EEE 2 FICrRd,
- [EA4{E 1D
- METOREHE (BREA, BAio— FES. BRI
- PRI R TE
« HA KT A BEFORER
- FHRE AT e E

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

LR H IS AR DT, EREBEICIT TR 2T

(13) HREFH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BinTHA=E (O SEEFHRE=S)
T292-0818 T AR M2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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