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BREEHE : Holt-Oram JEMERE

KZ&4 : [Holt—Oram JEMEEEE L FHaZE]
B

RHEOBEE O R 2 FIRE T2 LEOBRRET & DIROET (LFEPRRRIES.OE T
fRRHE 72 EDERMELER S LATRRIRRCEE 7 1 v 7 e EORBIRERORE) %
5 JiEERE, Heart-Hand SEMERE (O FIEMERE) 18 & RTINS,

AKRA Tl TBX5, SALL4, TBX3, SALL1, LMNA, RBMSA D% 2237 B o — Rfgk— 7 v &
ZDOWIHD AT T A AMAFEE A, RIS — 27 =9 —Tr L, BiThRtianer
LOVBEEE 0. 1% LA F OR8N ) 7o Moo WTHET 5, S8 ) — RERH Y — 47
P —DFT —F OMENLERGEIEL, Vo TR E2F Y T ) == P —TD
FEMT 24T 90 TRBRBUEXK K « FIAF O 2 ©—HEALOoKRBURL R 7 IHEEZEGIZE L
TIEERE COMmMNEE Y — FRORMR S —7 o —CTIIRER 720, R L
L7220, RE Y A 212N TEANY T2 ha—F7 —TRIHTE 72 OIZBI L Tid
HETLN, NV T U ha—F—THRIETERPSTZLDIZEL TS Ly, £z k
FUAEIRICIN A, TRCOEE S fEITISENT 5,

BinT4 position (hg38) HGVS. ¢
LMNA chr1:156130818 c. 513+45T>G (NM_170707. 4)
LMNA chr1:156135890 c. 937-11C>G (\M_170707. 4)
LMNA chr1:156136144— c. 1157+23_1158-
156136169 45del126 (NM_170707. 4)
LMNA chr1:156137246 c. 1608+14G>A (NM_170707. 4)
LMNA chr1:156137642 c. 1609-12T>G (N\M_170707. 4)
RBMSA chr1:145926631 c. 206-13C>A (NM_005105. 5)
RBMSA chrl1:145927445 c. —19G>T (N\M_005105. 5)
TBX5 chr12:114266710 c. %*88822C>A (NM_000192. 3)
(1) W®EFHE

Mg SEIL L7277 L DNA B #%8T 2RAMGEIE T O A< HEa— R
T b 2DA 2 b UBIRE nA T Y A B = a B D WITEEER
PEEYE (polymerase chain reaction 35, PCRIEENE) 12X VM L. W —4
Y =HDENEF YT Y == L L D BB FESNIREZ TV, AT
BIE T O AMESE 2 — REIKICE T 52— v v 7 TRt Al e R BUSE BE
HWRBANEALDOF A R T 5,
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(2) EMEEKOHEERE
EERINZHAWSN TS E F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

(3) EEMEICREMEELITIZ LT HAREMEOHHA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

(4) RECETSEK
BRISHAFTICE T2 B 235 60 B 3% H LI

(6) HEZEFETIHEITH o T, RERICHEEAT ) BWEREFTOLH
HEDFEFELH Y F A,

(6) BIEDTERSM:
AR TRAE D B AJPCIRFUIZ OV TS L, AREOH LiIALOE -
AR T 5,

(7) BIEDORERAR
WREFIEAT DEA AL 1D SE# 7~V BEAF S -8 1 A
(B zeg B RIEL M4 EDTA-2K (7213 Na) FEk7)

(8) MRIEDEHIE
I ImL LA b 2R3 5.,

9) HREDOREFRM
PRIMAR T, T IE £ T TG R 95,

(10) BiEDRESAE
F2 (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MBI LT, RARIORMES ), REAOBRICHET S22 FAIET 5,

(11) REFREZFRORED T~V OFLHEH
BRI 7~ IR EEA L ID 72 & ONCRIKE LA 1D 2 i T 2.
RAEREEIL, YREREEORRE WA 5, ERERER 2L TIoRT,
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(12) MRk % ERBEE D D FEAERERT MOBHEREFNCHEZEKET 2561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBLAEZA IR ATRO T, EREEBIC I e R A (2T

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASHENEAND T S DNABFZERT Bl FAE (O B FRA=)
T292-0818 TR AR T2 S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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