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ORBFID AR T AIBEOBMEEL D LIANVARYT b7 AEFFORREENRIRINS, Lo

Miyawaki S



Niche Neuro-Angiology Conference 2016

L3 b, 29 LIcBWriik 2N 7e S WRAEZ A $ 2EMITERICE A S X, bb0m e
BT, < OHEIET T o — AEBRBEEIEOBHEN EREIRIE L WO B L > TLE
5 o

LLED D H0b Rk L OBHEN EREIRIAR ISV T, BT RS ERR I X D80 -
W22 LIZLIEREETH 0 . KRBT X S0 HERZIIEEN RO 5Ty . £odk@Ed
LRI ERIC L D2BEREOBEME R 52 EE XD,

[ 45 2 72 b6 L7896 BB & RNF 21375 5 L oD BE AR AT ]

oz 13 H0 00N BB B s 2 FERNF213 ¢.14576G>A0N, &0 00l D2 L ME 2T 7= S 72 Wk
7o RBIBIOHBEN THREIRFEZICBET D L WO RGL AL Tz, T 76, RNF213 ¢.14576G>AlL 2
NETHEHBROERNDZOIED E-LHHNEEZEZ LN TE T 7 v — EBfRERAE 2 & DRk~
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ZEMEIRZS 2 5 LT D TIMRAFT il K ORI B O IR TG IE- S &3 >ORBIAN S LT,
ZD30ME, BRHW, AL H 0, 77 v — AEENRE L OEE N E@EosE (LLF, BHE
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Ffg EbRb0HH 5 WVITA MR b RRICEET 2R EZE2T 5601 HLR LM L ER
e BRBRHPAMBERL M E XA D (F2) 30, THLELLOMW TS T HERIE. W
FTHOFICHEEN TRV, THEHLH0M] ICB LTI 2170, BICZDORERE T,
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KI5 HDRNF213 ¢.14576G>AZE B DB 35 K OBSEARMNT OFE R A K3IZR L1z, RNF213
c.14576G>Al%, JEITHRR L2 L 91T, bR H MR T82.8% (53/64; 51 heterozygote, 2 homozygote) D#H
FETROONT-, —H T, FlHR0b 0 EET57.1% (8/14; 8 heterozygote).  FH 25 P IRZZRE T23.2% (29/
125; 28 heterozygote, 1 homozygote) DHHE THRD HiLlz, T OMOBEC DWW TIE, FHBRPZAEREIZ B
TIX1.8% (1/55; 1 heterozygote) . MHENRIEZHE TI1E1.0% (1/105; 1 heterozygote), PN HY HLAE T1E0% (0/
21), EFEHERETIELS% /135 EWVIHFERTH Y 1IFEALEREZRD o To, BIEMNT O RIT,
TERDOEEHY | RNF213 ¢.14576G>AlL H 0 b0t & A RICEE T 5 Z LR Shi (p<0.0001,
odds ratio 320.4, 95% C1 68.6-1494.4) , E7=. FlHL 60 AE (p <0.0001, odds ratio 88.6, 95% CI15.3-
511.3) CHEZEANIAERE (p <0.0001, odds ratio 20.0, 95% CI14.68-86.2) & b A E /AR #E N RSNz, —JF
ZOMORE GHFIHBINRPZERE, MEARERE, A HINES) & I3A BRSO biieodz,

LA &Y RNF213 ¢.14576G>AlTAk % 722 E O R B O TN Ep B RO 220m 4 & B35 2 & 38
kot

7z 3. RNF213 c.14576G>A R Ok 72 F R BRI 1T A L S E B — R FHAEEIT O R

Definite Unilateral NonMMD  ECAS Cerebral ICH Control
MMD MMD ICASO aneurysm
Rate of occurrence, n* (%) 53/64 (82.8) 8/14(57.1) 29/125(23.2) 1/55(1.8) 1/105(0.9)  0/21 (0) 2/135 (1.5)
P value <0.0001 <0.0001 <0.0001 1.00 1.00 1.00
Odds ratio 3204 886 20.0 123 0.63 0
95% CI 68.6-14944 153-5113 4.68-86.2 0.10-13.8 0.05-7.1

*No. of patients with ¢.14576G>A variant (A/G + A/A)/total no. of patients.
MMD indicates moyamoya disease ( %% %, %°#5) ;: NonMMD ICASO, non-moyamoya disease intracranial major artery stenosis/occlusion (SHZEPI$E%E) :
ECAS, extracranial carotid atherosclerosis (Hi#fi&{®h#%%=) ; ICH. intracerebral hemorrhage (H¥FHiL) ; CI confidence interval.

DD D RNF213%8 B O FEMT)

FENT, THLRL0M OBWIEEICKY T 2BFICB T 221772, L L0M) O
PWERELZ & OO TRT & ERMERESCENIIRAREE, &K, oMM ERZELZ kT EERELH
LTWAEDIIEEN TRV, B, 29 LI-mEREL2 X - EBEELZA L, Bg L0 bR0
FHDLWVIH LR LRI AEET 2R EZET200% HELL00H) & Lz (3R2) .
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Fo 4 1XBDEE H 0B LI EE I W CRNF2I3E S DT 24T o 7o, FEEEE B OWNR 2 RA4ITRT,
FER L L CIXE DR TORNF2I3ERZF L CWhoTz (R4) . SRR LR H LR 00
B IZB W CIIRNF2I3E B A B miis e & L TRl e o7z,

F4 LU B IR B ONGR & RNF213 ¢.14576G>A ZE RO #E

i3
Baseline diseases Number of patients RNF213 ¢c.14576G>A

Irradiation 3 0/3
Hyperthyroidism 2 0/2

Turner syndrome 1 0
Meningitis 1 0

Behget disease 1 0
Idiopathic pachymeningitis 1 0
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Fox OFRITIZEBIT 2 EERRERLIT, bW R A FRNF213 c.14576G>AlL H 06 0% D
BB, L LT T v — AEENREE LIS N RAE & B D T ik & e KRBV O FHE N R E)
IRIZER A BICEE L TV D 2 EDNRENTHICH D13, ZhE TREASCERNE RN, b
R ENT R D LB DN TE AL L0 T 7 12— AEEREE L O SH N EREh R A 12
HRE O & LB OBGIERNEEL TWND E WD ZERNRENTZONR, AFFEOH LWAEIRL TH
Do INFETHIEEBEORRKINRBERNFOEZHRINEEZ SNTEX =T 7 o — a2 HEhikeE b Iz
L BB, EEICBEEOBOVELFERNFE LI CIXEERER AR TH D LS
2B,

(LRLWDOIE B ED/NT XA L7 )

ABFFEORERIT, HERD H LMW OMEEAT RIZEE S < BT - BRI 2% L5210 T
HD, LRLOWEEFITEOEGRATRZ 2 L2R 5, FlOALOFREE A 2B\ CEI R
FALZMES KO G AR EMEERRZK 2 TTOIXRE T, 2 E T, bW OBRIEED ORI
SN T&ERIH H0L0OEEBR AR THADRNF213 c.14576G>AN, HROL O 5T
ex RIREOEENTREINRERE L EE L TWD Z EDRENTZZ &1E, RO B0H00 & 2k &
NTEIIREBIXANWRBIA (Bk 2 72 OHENFRERRLE) O AT T AEFFORBREO—
T ERNENIEZ L TE S, T7/2DBRNF213¢.14576G>AZ .M LTE 2 D &, RNF213
c.14576G>AIZ B3 2 bk 2 72 R DIHEN R BRI N O e 2B L b 252 b TE 5 (¥
2) .

RNF213 = 2B E % & (RNF213 variant related disease)

HENTREIRRE
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Fox OBBITCIE, HLPLOWBBICB W TIL, RNF2IBER AT 28 IR o7z, ZORREIT. b
bW D LT DIRHE T o D NEHBNRIE AR O BRAEMEIRE DR AP ICBE L TR Z 5 2 T D ik
RBTHDHEEZD,

M OWNEE, MK s WO BIRRTICEICES S SN TEBY, TOMEREELEEABVIKLTE
0. BEFEIREEICE W T 29 LB EHRRIEIC & 535, Lo LR s TR 2Tk
T Z OB, EENEBREIE 2 VEDIREEOME ) TV o 72 RkIRR LD, RN
ENIR O FEREN I AT 20 2 P R BN RE D B 2 9 L7=Bh72 A B L A DSBRVERNL & & 2 5313637,
DI REY RAENERIINE ) BT ) LB RTRRERD EEZ LN D,

FHRH0M ] ICBWTIIRNF2I3ERO G 12 6T IMAENEKE H 5 W3 E g5 O Messttns Tk
RIRBEEEZEL TS LB BN, NHEBIIRERTICE T 2EEIR Y 7Y v 7% L TREREZ & -
THER LB L EZ NS, FRHLROLOBICE W TIL, TNENOEMEEN R iRiEL
KL TndEEBEZLND, Bx ORFTTH. HBENRIBECHEREIE & o 7213 12 kb3 2 Bz 7 i
S, TumerfEMEREZ: & ORI 72 s OFSEESF A3, Beheetdii <P F _ERFSEE TLEIE IZ W CII g R
DOEFEN, MEBEOHRRURIRREEZIEDOE DL N T —L o TWNBHLEEZ D,

MHRL0)  HHLOL0M) HH0IE TH0b0WIERRE) &V ) ERITME A E K37y
BRI Lo THEHET D LWV B ZITHE S B - SHHIETH 5,

LU s, [H0ob00%] ITBWTHRNE213 ¢.14576G>AN00%IFIET 2ot TliZe <, FHx
DREFHI BT HRNF213 c.14576G>ADFEFI DAFIET D, F TR RDOERITI VN TILRNF213
c.14576G>AEMIEFI T E A ETH D Z ENHBLMNE IR TNDRY, T ORETITHRT U7 %k
FIZBWTIE TELRLN] EZWEN D bR —EDEIS CRNF2I3ERAZHT HE 1 F
FETDHIERHALNE RS> TND042 = 5 LIEERLIY . Komiyamad s LTV D K I H0 b 00
GEMERE) OWFK T« BEA D=L - BEEIER] IZ2HETHVE, EFx OBF» 5 bl
BOWREDORRE L WoTz [RBA | IZHETHVL2, 29 LEESHMERZEM UKBEESRE L TED X
HMEMND D, W EEHECTRRIE ORI/ EEBEORR OB A B0 W LTI EE e
MRBELEEZ D,

(77 REMICRIT 2 8EEN EREhIRIAE O AR EX])

HRLRLHOA BT, T 7 v — AEEIRELEEE N ERE R L, 9 —v v SREM L
T, BARZMGODE LT VT REMICEZBEDBD HIND Z ENEFINTIRINTE DS HEis
MEROGFEN TR EINTEENINCELTHLERIEF - Z Y LEbOIREED L ZARESNTT
2o T, RNF213¢.14576G>AlT 3 —nrm v X EMHIZB W TTIFEA RO T, HARRERT ¥
T REMDO KA DI~2%FEERDO LN Z D, ZOERERERL0FE & bICT T a—a
BhRAE b D BH 2 N B R4S O FIE O M7 2 5 3 2 BIEHER D1 >OFEM TH DL B2 B
Do

(WZEHR DY A7 T L)L)

HBRIER NV EE 2 BN DA OFERICB VT, FIEICEE T 2\ ERIT 2 E TOH
HTIE. GWASE DAY ) AFEIROBEMATIZIHB VT S, FDIFE A Ehodds ratioh 2L FE HE D K
T 7L, REBOFREKTF ORI E A LT HITIEE > TV, ARBFFEIZ XL > CTRNF213
c.14576G>A T2 D F= 72 2 K C b 2 BHZE N ERENJRPEAE 1255~ % odds ratio320.0 & FEF I & E T
HHZEVRHLMNE T, T OARIIEMTICEEST S Z L2 RRTH8ENH H%, Z0D
BT DO BARN2%FEE & ) @S ISP ET 57, U bEL Y Z0ERZHET HHIFHENTE
WMEIREZAE S L COINZETOER Y A7 HETH D L EZ BN, HAROMEF OMEEIC W CIIEE 2 & s
BZER (VAZT L) THHESZD, HENTBREIREZ TR IMMENZET O EERFINTHY |
RNF213 c14576G>AIZBEERMEF DY A7 T LA L EZ BN, RNF213 c.14576G>ADEE T2k
WX, HTE R zE R O Y A 7 G, X 0 Wr - TR O N B AIREER H B,

[F57E]

RNF213 c.14576G>AlT b0 b0l DO 2 7e B 77, A < Bk & 70 R E OFHZE N F@Eop4s & B & 5
ZEERDNE ST, ZORRIXLRL0M UEER) OBRBHEEESCRMIEMED T X A4 Al—F
U DHAREMENH D03, FEEOBKRIZBT 2O B L UIEERRFINLELE 2D, B
H0 UEERE) ZBfET 5 LTk, 2O RN TBIORIMOZHEMEZ BB T 2MLERD D,
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