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A. BHEEREY

a7 4 - AU REMEE (Coffin-Siris
syndrome: CSS, MIM #135900) iX, 1970 £5iZ Coffin
& Siris I & Y 918 THE SN R EFIEGER
Thd, BRRSIX. 9) #RRER, 17 &F
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BHEE, BRAESERBOTE T OBEHAN
HEIN TN,

i, 2004 42 X Y AFERBES D INE % Bt
L. 2012 FF= 7 Y — NRATIC K 0 22 SERFIH 19 5
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SMARCA4,SMARCBI, SMARCEI, ARIDIA, ARIDIB
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L7z (Tsurusaki et al., 2012, Nature Genetics), €D

B, CSS OFFHAEFICBWTEREEZRE L=
SMARCA2 ElzFix. OHIT CSS DEEERTH
% Nicolaides-Baraitser JEEEE(LL T NCBRS)DJRHK
BETF & LTHEINZ (Van Houdt et al., 2012,
Nature Genetics), SWI/SNF & EELEFDOAN, 4
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D 3ENIFHATEZ 525, %0 @ 2 BIORKEIIRHA
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P kLB R RE & 5 CSSO—HLFEET S
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ERELRFEZRET S Z & CRERRICBIT 58
GRHEROSREFALNCT AL EZENE L,
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@F—HF v b —r TRk DI RN
(=5 - 2A)

BEF OSBRI L o Tk, R D Sanger ik
= high resolution melting 5 & 0 . 7/ A5 HE L low
throughput NGS Zff L 724 —7 vy Y —2o =
Y ADIE D) DEEPORMICERBAIRETH D, ¥
— oy N =T T AD bait TP A LI-Y
Rf, SWIUSNF EE&HEZHRT 5 LMbh Tz 21
EEF2EER L LT, Haloplex [Agilent] & MiSeq
[Mlumina]lZ AW T —45 > bY & —F7 2 X %&AT

277,

Q= YV —ArI— 7 AR RAWETRERE
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=Ky M) —r R L0 EHEET 21
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ERAIME 2D GEREFTRR) . BABFHROFREDT-
DIT, TXTOFEICBN T, BEOFEKRERIZE
&b BN, MBS, BEICREShD, PLEds
SEERE IZB W CRABEDS 2V BT Tuva,

ARFFEEE L, ZE O AMEFTFZEICE TS
HIBEFEEF (2001 42005 FILIE) ZE5F L GEHES L
THEIET MY RZEEFRHHEEZERICBVT, BRI
KRGO H 3 - ARG CORRBIN i E % &
SFURFGE 2 24T 95,

C. WFEHER
OIEGIEFRE - BEERFT RO (FA)

2012 £ FIH T CSS DEEELEFERE L4,
ERA LTI 106 EFIZEFRE L. BEF 129 fE
Bl 2 78 LTz, ABFFE CrERL L7z CSS BRRIER T
v 7 VR MNOEEERED &I, BERERBNIC
AIEEBEEOEME X & -, GEIEsEE -
A DIH)

@F—F v N —I U RIT R DEEMEN (=
ERR %N



FYA L WUEE, SWIUSNF EA 2T IEED
Tz 21 EBREFEZEM L LT, Haloplex
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AT & Y Coffin-Siris FEMERERZEN A KT A4 0
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