BEAF AL TS

2013.8. 1

FTXRMEDEBEDI10%(IEAZEZEHRE

HXRMEVEERSEXBEEOPF CTREBHEENS <. BBXTLI00EDHE(CDEFIEREC
Do FAREDERBDREELUT., AFIVBEERICHDIED. FERN TOEYINDRETE K
2 (AEBRE) [CKBDBEDEENDETH25%EENON TS, AFTI)LEREICHEDEDE
Holt-OramiE{&RE. AlagillefEixEf. DiGeorgefEIZEED L D (CMDIEIRZMHED & EN'%
We —73. 5D 75%% s DIEIRIE DAL ERME WEBDER(EEF LA EDMD TV
IRVDHIRIR TS D, RECANSEXREIVEEDRR (CRET DimXH NaturesEds KU
Naturelfikss (C3M/IL THol T ([CBEENZ. €D1D6HSNatureiED TEEDimX T, R
ZEN10%DFEXRMEVEBDIRR ETRD Z EMNERE STz,

TR MERICH T D ER MAEEME(RFDde novoZ R
de novo mutations in histone-modifying genes in congenital heart disease S
Zaidi et al. Nature 2013;498:220-223

| SERMEEEICHIT Bde novoZ R

ECAT [ERER| EFRAIEDD? ZEREEZFHMWICED E [de novoZER |
ERD, RigETHOTEUDEEZIET . de novoEEDFETICIE [ NUARRT] &I
ENBDFENTOND. NUARBFE (L. RinEEZTOMBO3ROBFEHENITDI
ETHD. MRICESNTRIGEDHCROSNDBELFERZdIe novoEEREER D,

KiwX TlE. EEDFLEKRMEEE362 NUA (H#EREERIE154. £ OERE132,
AiEEAI70. ZDME6) &> hO—)LEUTREREE264 NUATREMMSESNZS
J LADNAZRWTERST ) LD — 0T > XM (whole exome sequence:WES) Z17D
TW\B, de novoZEZDEE(E. LEAICDSHXRMEEEET0.88. O> rO—JLEFT
0.85&EMEBEBTCHRBRENMDIZ, BRAIC. 1 AHZD1{E55Dde novoZEEN LD K
572, de novoZEDSAT - ' BDIBAICI>TIE. [ ENERED] KSR
MEECDDIEDS,

de novoZEELARDOFEM CIIBEENR SN > EM. X DERB(IFRERFIADO
fCEFEIR T DEGCFHNESIT REREENS VD TINS (CESER D ZE#TH THON
7;0


http://www.nature.com/nature/journal/v498/n7453/full/nature12141.html

FEE14.5BHDOR I ALEICFIR T DELCFZRANDE1H6676BLFHD. TDHRTH
WEN EMI25%DE(EFZHHE (high heart expression) . N2 LHE (low heart
expression) E2BEHCHITTHRITL TS, Fle, BEDYAMTEULTEI > /I\OBEDH
REICHERXDHENKEZTVEDONES T IaEMEN BV ENFEREND., 22 TH/\D
BHEEIC TSR DRZENTEEN S,

R EZIRCOAEE-FEEBI TRESN TORVWEBOD =X IEE

RESRCREERE-BZBI TREFESNTCVDBEZD=Z AT IER

- BERER-FUUTIRAER, JL—ASTRNER, RTISAIUIETER
DIEECD T T ZITOTLND, CNSDOYITHEITOERZNILICRY . LHEEGT (K
15#%) OZERFHERWERRBEIE DY MO—ILEITENRVN, HHEBIEZF (KM1757%) (&
HRMEVEREBITERICZ V), T2/ UBMECSXDREDINETCHDE., INTDE
ETEAVXLEN2.53 (EDFETE) . RESNEEEOI R AZE+BEREETHE
3.60 (FRDFFE) .\ BERERICRDE7.50THD (ADORE) . > )/)\UEICEXS
HENAKSTVWEERFELREWVEREB TSV, IDS5. LXRMEOEE(SFREERFSDUMEC
BRIAITIECFOEELde novoZRHNRERD1DEEZ BSND,

B CHD/control in HHE
I CHD/control in LHE

0.01

# v X
i

EXMELEBRTSL

ERIEDEME &
Ay ko—).%
MLy
 EEBIAEVAER  + + + Ml
BEIAtL/AER + + -

AEIER + - -

H1l RERBOUNSRHILEET (HHE) Ode novoZR
CHD:congenital heart disease; HHE:high heart expression; LHE:low heart expression.

Ich)@%ﬁﬁ?wﬁﬁ




EDXSIMBILF(Cde novoZERNMR I DTZDIEB SN ?  TNZRARDEHIC. RIS
A> bO>—@#th BEEZTICUIEISRDT) Z1To TS, =8 C26EEF(Cde
novoZERNEE=MNTWVDA TDHI1/3HER b AEEMERF(CEFR L TULV,

[EXRAEER] EFRATERS? EXBRAZ)NOE(CIEH2A, H2B, H3, H4MD4D
DAV ERA R AINOERSDD. CNSAZ2ET D, 518EEFE > TEX FAEEHAN
Ekensd (K2) . EX S AEERICRBANEZ DL EBETFEHES(EATDREERD
(#BoO~XF> ; psuedochromatin) . EX R AESKRICEZTDUVTUVVRVWEGF(IERE
MAZDIREE (E-ONXF > ; euchromatin) &7dd. ZEAEMNEZ D HILRFS K
MNERBERX RDHRLEEFRRD. 2DV = ) XKinlFEX M AEEHENSROH LT
Wb, Nz TeEXb>F—)L; histone tail ] EMFES,

WDRS SMAD2

MLL2 EA F2TF—I
l (PE/ERENSHED)
crio? @ Q=
-l- Kd o7
H3
KDM5A (/N
KDM58B
ER kOBiDER
(AILERFFREHIED)
ER RS

2 HBXMWMREBRTERNRDMOEER > O— REMMERF

EX R T—ILORFEDT I JBOTFIUE. XAFIUEE TEX S BEShistone
code] EMEN., EREDAY - ATZRMEIT DES EIRDTUND, B TEHEHIKADAFIL
& (H3K4me) (FEZEA> . H3K27meld#IzEA TJDEHE U TR<AMSNTWD, FE
(CRANDEILTF(E. L<DIFEHIKAEHIK27DMA N AFIUESNTZIREEICHD (Chn
%z [poisediRB&] EMER) . CNUSELGCFEENA(CHEATICERD DD EZEKRU
THED. REDWKHCEKD TEHEEDA> - ATHNFAFZvICELT D,

FRMEVERBEBETE H3KADAFIUELZIEE (WDR5. MLL2) &2\
(KDM5A. KDM5B) 9 24EfnF. H3K27DAF)UAbZHIH I D 1EBIzF (SMAD2) .
H3K4AF)UbZ AT D LERF (CHD7) OZEERMBEFESNZ (K2) . DIEFREETIEHE



RA-SAMLENDI L@ BEDEBLTFMFEDTA I THRFLO> THRRI DL
WOBIIDBEE L 10D. ER M AZERS > /) NTBEDde novoZEE(CK D DLEFEFDER
FRIFOMIFCHIRZENELD. CNIEXREVEBZETZSITEDEEZISND.

FHHRTIEIEEBEFR LU CVRVN D DFETFNRFEZAND & PR<KRIEED
THERXREVERERDL0%(F DX S7dde novoZERNRE HEESND,

I*ﬁibB%ﬁﬁ%ﬁt:&

»EHEEDEETIT O NUABBH S BRIERDIER. IO EREERBOMICERIRT
DIBInFDde novoZENMEHRETESNZ. COLDCHEREEDRRAE U T, SFHEIF(IC
L Dde novoEEN—TEDEIETHRIEIDLDTH D,

> ZHEIF(Cde NovOZEHEICIT AN ZX LIRS IND TRV, TRMEDRED T
EIF DB SEREVEEDBRR(ZL6%EINTH D, de novoZEEN DI
AISHDEF. HIRIEZBERBRENDDDTIIRVNERDE D, ELCORSHDE
FOFERNDINE. TRKEDIREDFEIC DR BDATEEEN D D27 E LR,

SEIFEEDTREIRBDH MR EIED TLDA (LEFRRIBE. OBEFRXIE
AE. FHENARIRAIE/R ED K D —AZBIRFERIEVERRTEHEDSTESS ?

7HSNat. Genet. 5 (CIHESHNZ2HRDEH ] T (L D —AZBYIRFERE RF TGWASH
ITONIZ, ERHPEADDERRRIBIE & OB FRRRIBME C2DDEE! (Nat. Genet.
2013;45:818-822) . I—0Ov/RAEDLEFRERIBIE C1DDZE (Nat. Genet.
2013;45:823-824) A RAESNZ. MIAFBFZITO TORVDTHEERZ LFERRR
WAN FERMOIREDRIFEN RN EN SN DEE S (Fde novoERTH D L2l
ELTWND, —fERIREXRMEERRTEdIe NovoZR(CLDEROEFENES T 2DOHME
LIN7RUN,

H#EBP#L

© 2006-2013 Nikkei Business Publications, Inc. All Rights Reserved.


http://www.nature.com/ng/journal/v45/n7/full/ng.2636.html
http://www.nature.com/ng/journal/v45/n7/full/ng.2637.html
http://corporate.nikkeibp.co.jp/

