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FEAEGEBMN N EE &
BIEHERBE M EEE (HEMEREXRFEEFE)
Gy AT RS E

EXMUVEBHREELLTOYLVS - VO TYUERRLE
Rubinstein-Taybi SEEBROEKE O L& &

MRSEE HAFH Kk
NIBEREBHRE ERELFH ERELFH HE

MREE

YT T VEBEHEIKER T EY KAT6B/MYST4 X, MOZ/MORF # &Ko —
8 % 72 L, histone acetyltransferase /&£ % A 9 5, — 5. Rubinstein-Taybi JiE & # 5 X &
5+ Y CREBBP bRBEIZE A Mo T EFAMEHES, SH, xid EBROoMA»L ¥
Y7 e 7Y UEMBER & Rubinstein-Taybi JEEHOBREEZEHE L, XA T EF
NMEBRFREOKBOMEBEZRAZ, BEEE KBHER. . FEORITHFELZ ST Z &
BROITCONAEREE, BTRICHEEEZAETHFENER. MEXBERBK 2 & FRER
FOBRERE, o BR2FWEBRETOHVZNL, FEREZRTHEHBEIED T
LTWABZERbhrolr, TNOENRTRTELRA M TEFABEEOKFEMHE LTHIT
HREDEBATEEETCERVE, RHECOLEIPEREFELIEETHDLZ LITHDL
NTHDH, RSTS THEBRANEZEFHE LEETHIN, Y7 - V7Y VEGER
TIEAEDEZIARER LY, SblZEL, MOEX M TEFAMLEHRIEER T 2K
HETH2HOFMEEDRFCANILEND D, Rt —Fr v —ic L 2 BEOMBNT

XL iPSHIAE A VWEEEMITN IS LEERA N TEFALEEEOESRAZHE L MIZ L

TN Livian,

HAERMAESE
P2 I = R 8 Ak K2 I R AR AR 50
= R A k5 B e SR

A. BITERE®
YT T EBBEIT, 1987 F
DEFIREICHEV  BARNLL OBMERE
(Masuno, Am J Med Genet, 1999; Kondoh,
Am ] Med Genet, 2000) 2LV, AR DOE
EHEIPHAEICS N, TORE - HERIZE
AR TH o 7= H, Clayton-Smith & (2011)

b X o> T Exome T IC LV BEEETR
KAT6B/MYST4 L R E S 4. #%IZ
Genitopattelar iE € # & KAT6B/MYST4 3 i
ThHsdZ ENHHALEZ (Simpson et al.,
2012; Campeau et al., 2012), KAT6B/MYST4
L. 10q22.2 2= » 7 &L, MOZ/MORF #
B0 —# % 7 L. histone
acetyltransferase & 9 5, KAT6B i,
RUNX-2 (K HE OB EJEHICLE T, Mo
HAEWEHELRBE % ~3, CREBBP
(Rubinstein-Taybi JEEHEEEMEF) ~
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DERJEC XD SR REME B LR S FIE T
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EVDRERRSCEEZEHEEOFE & FREHRER
DO RENERM SN, querkopf~v 7 A& LT
HE I TWaA (Thomas et al., 2000), =
5 LIZHERE 2 B 4 KAT6B 73
Say-Barber-Biesecker-Young Simpson i &
HELEETFLE LTRESNTZI LEFH
¥k @O histone acetyltransferase {1 % H T 5
CREBBP % Jf Al £ 9° 5 Rubinstein-Taybi JE
EHBEOHEME L TRBINLDLINDL LI
R, SE, AT EROMAENL ¥
7« 7Y HEERE L Rubinstein-Taybi
EEHEOBRBLZER L. EX M T BT
NEBRFIEORKREOME 2R AT,

B. iIRAXE
AT ORISR F M CR2W DN HEE
LYo 77y VEERES S 6O
BRRER E RS HEE P EEMIT L LW
= & # |2 B 3 - 7= Rubinstein-Taybi JE &
#£ (Masuno et al., 1994, 1998; petrij et al.,
1995; Murata et al., 2001) JiE 5l O E& R 4% 1%
ZHE L, XEMBPBELMZ -,
(REEANDERE) ITICH 7z > TITHER
NmEEFEELZRIZODBIC, AAND D WVIEER
EE(FCB) OXEBELCIDRAEZETT

2 77,

C. D. IEHRLER
Rubinstein-Taybi JE & # (RSTS) IX. #F
WHOBER., "E-EEEMEN. BAICE
H LEBEVWEELE. EFRREE2FELE
TORRAREBREHET, BEHEIZ 35
FHAERK 1IflEshs, EEEZE2L., &
KEEXEMEAZEN 150cm Th D, B
EBEIIEAZNKE <, 1IQ/DQ X 30~50

T, SHRHEMIIHERTEHEENENR S,

BEBOZERORRE L TiX, /NE, X
REABAR, KRWEE., BVWEE., BRe&EH
T.RBAEAVWER BRIV THFIHEOELE
HlE., Koz, FNEREIST oI5,
BllESEOERECOEFMALEMNTDH
D, BT, BEFRA. FEZE - A
B OBEMERER - -BEXHY . BHELEO
ERERS D, KEIXZE T, BIEE O K
MRS vA FER® B D, AK{E L
FELZW, WRAERREE L LT, EH
RXOEEBHERE, BHREVIREDS H
D, FHREMBRTIT., MBXRIE - EFK.
TANAEEHTI DD, £-. &
R, EAE-BRNE, BFRELEHT 5,
“hRMEEoREKITI-BREHALIZERLTT
HDH, EMTHRIIBRG T, AHEEHELE
WEICAT O L ER DD, EMEEEIL S%I
AL EEZET REKERS T 16p13.3
lZ< v 7 &5 CREBBP (cAMP response
element-binding (CREB)-binding
protein gene) / CBP & 22ql3.2 i< v 7/ &
U % El1A-binding ptotein p300(EP300) T,
EERBIZE G O 10%IT 16p13.3 DMK
% .30—50% - CREBBP Iz FHNZL R 3%
I EP300 OZEEMNHHEHEIND, ERIZ &K
% CREBBP & % & EP300 D 7' u RE
MWK TH 5, CREBBP, EP300 WT LoD
ERTH, BEBIZEWIEZ VW, CBP I,
CREB LHREWNWIIHEATAENEES
coactivator & L UHEMICEEI N, —F D
p300 /X7 7 / U A )b A ElA oncoprotein &
MEERZ2T > X 72 L LTRESH
7z, CBP/p300 D HREfE EF 2% RSTS D £ £
REREREZLOEZLTEHBLELT 2 20
AB=AAPHA N TWVD, —DF.
¢c-FOS, ¢-JUN, NF-x B, FEMA K T
p53. E2F, RB., RUNX 7 & 300 Ll Eo#z

protein
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TuoREeNEERBRMERO S0 RE %
blebTZERL, cop R AEMOKRE
Toa—rryr R/ V7 0&REF 7 2 € —
¥ —EIBICEAEL.EX DT BF VL
EFREL VWD EZHERBLE, L2rb Z
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