B 4-1
HZEBhA 2017 — &R B BRI -

HMRBRRBESE (RIE) <B#lE>

Fi B RRKRZFEFE MRS

K

=)0

%
HRTF— |BEENTHIINIREOELRFHENAR

AT IRELLTLRERIBHINIRZBEIDIL,
BIEOBR B RETIN ARBN. FE MRBE —ROTFICEDMDPLICTBIL,
WL 1 R=-D(CFEHBTE, (HR BEREORNZED)

F 4 (FTNZFT Ring finger protein 213 (RNF213)EWSBLFNEE (¢.14576G>A, p.R4859K) M,
B ZEDERRER THIBENFEHREMILE (intracranial artery stenosis, ICAS) (CIFFE (5B
HZHDIEEBASNCUTER, RNF213 p.R4859K ([FHEELBWHEK/ (moyamoya disease, MMD) DJ&
BREZHEELFEREEINLD. HERAD 2%(CTFEL. BRANCED TEERKZEFREEDEGHNER
EEXD ARAFKICHEVTIE. ICAS ERNF213 LORAZRMZZ AR (CARFT Ul LT OEMKMICATD 4D
DT —NREZITV. BBZITOI.

(1) B2 OHFTII—TD ICAS OIR—NIHF3 RNF213 p.R4859K 2 I 3B DEE R IFH DR EA

ICAS 386 I, RNF213 Z (4 86 5l (22.2%) (328, RNF213 Z R[S MBI T2 14 HI LB L
THEE. WHNZL HERBND L IR OREEZFRFOOONS Hofc. £z RNF213 ZEDHHET
Ao A ZEFAE (CRA T RURIR FHERD RNF213 EEOE B THEXNZALNERDIIENREENT.
(2) ICAS (CHFD RNF213 B {: F iR AT

% 309 5l (ICAS 168 f5ll+control 141 ) (CBVWTREAARS—II> Y -7V target resequence %Z
1TV, 5T 89 OEENRESNE (missense ZR 56 &, silent R 33 &) . BEAZFTOFER. ICAS &
OBEELEENRHASNTLODE p.RA85IK DHTHZ (p = 6.07x107° (dominant model)) . &K BEHE
rare variant £UT p.C167R & p.L2405F O 2 #EZRIFELR.
(3) ICAS (LB BAEMRILICEANZEEMN E X DEZER

RNF213 p.R4859K ZREEF TAEIRMEERIEHD(IL Recessive model T PON1 (rs662. p=0.04), MMP9
(rs2250889. p=0.04). W(CZEDRVEF TAEIR 4 LB EHD(E Recessive model T MMP3 (rs520540.
p=0.002) T&Holz. ICAS ([CHLT RNF213 p.R4859K DB E TAEIRILICRANBIVZAI T LIV N ER D ENBA
SHERD, RIEFRPZEROER|TIREANZILANERDENREEINT.
(4) RNF213 p.R4859K [CHNZ T ICAS (CBINZBETHNER DS ) LATA RBHEFENRIRR
RNF213 p.R4859K %#H 93 ICAS 130 fl&d> bO—)L 58 HICEALT. Whole exome sequence Z5E{TUL
245 ) LRI OB ZIT O, FEREMTOFER. ICAS BT control BfEBEZEDHS. Start Loss.
stop loss. stop gain REDBENEREZEDEMLF%Z 5 DEELR.

SEOBMBMEELTOABMEELTE. RNF213 p.R485IK ZE(CNNX T ICAS OFRIE(CRINZEFDE
EUD FANZZALEEBNMNCTBETHD. HARAND 2%(CIFTETDIIENS ICAS OFAE(C(E RNF213
p.R4859K (CHNZ THIRREFHFETET DI EEMEN DD, ZOERFOEIEZEIBL TS,
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Current trends and issues of genetic analysis of moyamoya disease
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