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Coffin-Siris JEERE D /IR BLO MR & il B E s &R

[t RN S AV 3 VR S v

Pl

E § : Coffin-SirisEEHRE (Coffin-Siris Syndrome, CSS) 1%, 197042 Coffin K il & Siris R ili 1 &
D, MEESE (Intellectual Disability, ID), ZH A4, BiZUHEZL X OBEE, JEREEM, 54 - it
INOBTERE S L I REZ LD EMRE & LTl 7z, 2ORSFIIGEHIT, BIREKIZAH
TH o7z, Fa TR L7z CSS % E 9 2260 % it ACHFFE 2 1T - 72, #LHIB] 5 B> 77 A DNA % W,
&I 7V — LMENT (Whole Exome Sequencing, WES) %47 - 72458, 2 I8\ T SMARCB1 O3 4
728k (denovo) ZREZADZ. K@ZFHra~F ) EFY Y ZHFD 1 THH SWI/SNF 4
RO BAF IORE Y 72 =y M2 2= FF2BIRTFHO I DOTHE I L5, SWISNFHEA KO
WA 7=y & a— R 51685 T &2 BEREIET & & 2, 400 B C w5 R Rl R iR EAT (High
Resolution Melting analysis, HRM) 2 & ) ZBREN 217572, £ 0GR, 2261+19%1 T SMARCBL,
SMARCA4, SMARCE1, ARID1A, & %\ & ARIDIB O WD 7=y MIZERPED S,
5T, BB EN/24901 & HRM TEEDFD 5 i 22 722260 3 Blod> CSSHER 2 3412,
WES, LWk —%y M) ¥ =27V AT (Target Resequencing, TR) 12 X 0 BEATE AT # 5T
DERZMERL 2L A, 5260H20%) T SMARCB1, SMARCA4, & % WX ARIDIB® 3 >N 7
= MIERPED SNz B, TIBIFR396] (54.9%) 2B WT SMARCBL (761, 9.9%),
SMARCA4 (81, 11.3%), SMARCEL (11, 1.4%), ARID1A (3#l, 4.2%), & %\ ix ARID1B (20
B, 28.2%) DWITNIDOY T L=y MIERPRD LNz KWRICLYD, CSSDOHT-ZWHT hE
R, GROWEEMHLER - THIEOREIIO %235 Z LRI NS.



