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BREEHE : Holt-Oram JEMERE

KZE4 : [Holt—Oram JEMEEEE G FHaZ]
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Fa R EDRRMEOEE D L UTRRIRREE T v v 7 72 EORIBIRERORE) %
PE S JEMRE, Heart-Hand SEMRE (OB FREGRE) I8 E S FEHTIND,

KR TIL TBX5, SALL4, TBX3, SALLI, LUNA, RBUSA D& /37 B o — Rigi—= 7 vV o &

ZDOWEGD AT T A ALk %2, Wi — 7 o —TCEfr L, EiZHRtshizr
LVBEEE 0. 1%LL FOR2 N0 7 0 MZOWTHET 5, F8H Y — FRI S —4r o
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L2V, KHIIRES A 72OV TERY T v ha—F —TRIHTE 2 DI L Tt
ETDHEN, NI T ha—F—THRETERDPoTLDICE L TTHSE Ly, 2k
FLAEIIC N 2. FRLOfEER D FATIZIBINT B,

B4 position (hg38) HGVS. ¢
LMNA chr1:156130818 c. 513+45T>G (NM_170707. 4)
LMNA chr1:156135890 c. 937-11C>G(NM_170707. 4)
LMNA chr1:156137246 c. 1608+14G>A (NM_170707. 4)
LMNA chr1:156137642 c. 1609-12T>G (NM_170707. 4)
RBUSA chr1:145925876 c. *6C>G (NM_005105. 5)
RBMEA chr1:145926631 c. 206-13C>A (NM_005105. 5)
RBMSA chr1:145927328 c. 67+32G>C (NM_005105. 5)
RBMSA chr1:145927445 c. —19G>T (NM_005105. 5)
RBMEA chr1:145927447 c. —21G>A (NM_005105. 5)
TBX3 chr12:114684344-114684345 c. —1145_-1144delCA (NM_005996. 4)
TBX5 chr12:114266710 c. %*88822C>A (NM_000192. 3)
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