ReTEAT LR S &

1. WFZEBRSSIREES © MRS 7 UmE RS X D e R S TIEERE O TR IEMRI & 1RREEBR R OB 5E
2. WHEBIRMAEE « FILKRFRFPEEFRFER Bz HAK 1
3. BB DR

RAS/MAPKIEEREIL, MRAN S 7 F /ARERE A RIKR & 72 5 e KA IEGRE CTh 5, FrfiE
F T RMEODIRE - KRB R - KRR &2 n TR AREEE R TH Y | X—F VR
BE « Costello (2 A7 ) JEWERE, cardio-facio-cutaneous (CFCMEMERER EN G £ D, MR FE
Sk o A7 v JEfERE, CFCIEMEREDJFK ASHRAS, KRAS, BRAFCTH 5 Z & & U el i) Tl
L (Aoki.et al. Nature Genetics 2005, Niihori Aoki et al. Nature Genetics 2006), RAS > 7" /U {s 2 B
% R TIEERE 2 RAS/MAPKIE ERE & 42 = & 2 [EBMICHRE L7, 2 E TIZRAS/MAPKJE
{BE#E(RASopathies) D JEUAIZ10ME LL_EIZ DAY, WEIZZ DKI40%ITERN N ARHTH D, Fi2bn
FEICBIT 2 BRTH% - AOHE - IBFR COEBIIRATH Y . MANRIBFREL 22V, BFERE
FOIX I E CICENAMR BT RIPZEFEOMEEE S LT 1) REEFHEZITV., BFEH - K
FdRve o %5 N FEEAOHI 2 5202 Lz, 2) RAS/MAPKJEERET0041 O & s 1 idT %
ATV, EDRFIRIERRSZ DER L X7 OIEWALA I = X WZHOWTHE LTz, 3) 5 - A
72 EOFEEMFIEOMAE (WF7ERER REE—) L LRIt — 27 = 0 22 L DRt
ATV, X —F JEEREO FBURIKE (S FRITIZ [FE L7- (Aoki et al. Am J Hum Genet, 2013) |
4) BAMRE OB L RS AR L7-, 5) #)©THATRAS/MAPKIEERE S AR
D% B LTz,

ARHFZED H BIITRAS/MAPKIEERED | 7 VAW & W TR Mg B 36 L ONRIEIE DB TE 21T
DL ThDH, FLBFIIBITLARTHR, GOUHEREDFEREZHA LT 572D, RABRFED
P VAR Y T LR L CIERKER - BE ORI HEE L CO <, SER2TEE ORI
DEY Th D,

1) RAS/MAPKJEMEREDIGE « 452 Wr DAL « £E D OBWHERE 2 5% 1), RAS/MAPKSEfRE DG
Rl & BB TRT 21T 72, £, Wy —27 =P —% AT, FHICFEE SN RIEES
FROBURE B O RS T %2 3 O - MR EAR 2 8l L7, £ HARAX —F IEREHESE 1T
B BRREBROMER 21T 5 72,

2) FrHURRBEFRE & EERT « =2 Y — AN 24TV FBURIKE(S % [FE L Sanger{k
% W T s BSOS RERRAT 21T > T 5, A 7 BIRASopathies D F BUR KB 5 -4 B 2 S % [FE L
L7, £ 9 HLBRAFE REGMEBF IR L CTo TSR E W TR A T T2,

3) BT NSRBI D, FINA D= A LOFY L IRIEOBF - BiFt : CFCIEBEREE T L~ T AD
RN~ 7 2 OFRBI 2 FEHICHRT U, AR #E LTz, CROEBRET T /L~ 7 A BT, TREOIEA -
{CEMDA Y V) —= 2 T EATWHIT A 72 365 % 1 S[RE LT,

4) FRNBEOWRE | BB 72BN BT 2 AMICB T 5 AT - GOHEIC OV T OFEZ B
L7,

5) BEFHER - BE~OWERIEM : o 2T 2fEEERE - CRCIEERESE SR VAR Y U A&7V, B ER K
BRI E (GRAEE) &/ U CRERERZ MG LT,

4. Zofh



