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REEHE : ISR E

RES - [FREEERR LS ERE T RE]

B

VERRIR M E (cerebral cavernous malformation:CCM) 1%, EMMIME 2> HEIRICE S
M R DERRIRIC BE PR L2 B B Ch v | IFMEOIE YR B {R 2 R T
FIENE S AFEAET Do KRITI, COUZ, PDCDIO @ 3 DD IEART DI EDSFIRFI DK T0%1Z78.8 5
N5,

AWRAE CIL KRITI, COMZ, PDCDIOTEAR F-D X 2 /X7 B 2 — Rk 7 V) > & Z DRl
AT T A AN A AR > — 7 = Y — O L, BB S 7 LVBEIE 0. 1%
AT R 72— B L VA« REBICOWTHE TS, EEH Y — FRIR A —»
Y —DT —Z OHFENMERIGEX, VB dF vy T Y —v—F o —T
DT 24T 9o RBRBIBRE « FHANFED 2 B —BELRBB R T ) LRSI
LTI E COMEAEE Y — FRORMAR S — 7 o —TIIREE R 720, WiExt4:
EL2, KHEEYA 7oV TIEIANY Ty ba—7—CTHRIETE L0 LTk
WET LN, N T ha—F—THRIETERP2oTbDOIZE L TTHE LRV, 72
EROSEIRICIN R . TRCOSEIR b AENTIZENT 5,

BinT4 position (hg38) HGVS. ¢
cemz chr7:45076075 c. *18G>A (NM_031443. 4)
KRITI chr7:92201434 c. 2026-11T>G (NM_194456. 1)
KRITI chr7:92201435 c. 2026-12A>G (N\M_194456. 1)
KRITI chr7:92214791 c. 1564-14C>G (NM_194456. 1)
KRITI chr7:92225840 c. 1147-13C>G (NM_194456. 1)
KRITI chr7:92226697 c. 990-15T>A (N\M_194456. 1)
PDCD10 chr3:167687706 c. 396-31_396—
13de I TAGCTGATATTCTTTATTCinsA (NM_145860. 2)

(1) W®EFHE
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T b 2DA 2 b B  nA T Y A B =T a B D WVIIEEER
PEEYE (polymerase chain reaction 35, PCRIEENE) 12X VM L. W —4
Y =HDENEF YT Y == L L D BB FESNIREZ TV, BRAXTE
BIE T O AVESE 2 — RIS T 52— v v 7 TRt Al e R BUSE BE
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ARSI AL OF LT 2,

(2) EMEEKOHEERE
EERINZHAWSNTWDE F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,
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FriZa L, AREITREMEZET L0 TIEIH Y THA,

(4) RECETSEK
TRIEDAFIT IO A 225 60 E 3 A LI,

(6) HEZEFETIHEITH o T, RERICHEEAT ) BWEREFTOLH
HEDFEFELH Y FH A,

(6) BIEDTERSM:
AR TRE D B AJPCIRFUIZOW TS L, AREOH LiIALDOE -
AR T 5,

(7) BIEDORERAR
WREF ST DO EL AL 1D FE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEf7)

(8) MRIEDEHIE
I ImL LA b 2R3 5.,

9) HREDOREFRM
PRIMAR T, T IE £ T TR R 95,

(10) BiEDRESAE
F2 (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MEITE LT, RAKIOEMS ), BEBOBEICHET D2 L2 FHIE T 5,

(11) REEREERUOBRED 7~ VOFEHEE
BRIRBE F ~ IR E AL TD 72 5 ONCHRIASERA 1D 2 30#k4 5,
RAEREEIT, YRERBTEOMRAHHT 2, TATEEE 20 FIoRT,
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(12) MRk % ERBEE D D HEAERER MOBHEREFNCHEZEKET 2561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBLAEZA IR ATRO T, EREEBIC I e R A (2T

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASHENEANDT S DNABFZERT Bl FAE (O B FRA=)
T292-0818 TR AR T2 S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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