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HETBE R

No. BETNA Ver. | fEFBLER | 1EREE RRE
1| B ERL 1 2018/12/3 | MIVE— | #& TH&
2 | HERE DEIE GREE xS DB b) 2 2019/4/1 | M)INE— | SRE %
3 | EIF2AK4 3&H0 3 2020/4/1 | M)INE— | SRE %
4 | intron fEIK BN 4 2020/11/6 | #A)ITE— | /B %
5 | HEALHE 5 2022/4/1 | M)IRE— | KRB
6 | BfxToEM 6 2022/6/21 | MUINE— | SRER
7 | fEIRESN 7 2022/11/24 | fINE— | SREX
8 | FifkI AEE 8 | 2022/12/12 | MUINE— | SRE%
9 | (1) MEMEEOLHEEE DL R 9 2023/4/1 R OTHE | RER
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WREHER [ BiEMESILERE |

wEA [ Bt EEREFRE ]

iR

Jifive MLAESE D B FAEIR & LTl J7 1R REIR REE, B0liL, S o7k, Bk, Mo,
Joph Wk, MEEIIAmIR R ERBR BN D, T, e MLERE O PISEIRF AR TH D
HOPFFE SN, ZIVE TORE TIHBEMEMNG MEREDK 70% 12, FIEEOHR
ZHU TR UNVRRRE T i3 1L & 72T S 7261 C 6 50 20% 12 BUPR2 B G DA HOAFHE
DHEREN TS, £7-, b ACVRLI BIGFHEDERNRENShHooH 5,

KW AT BUPRZ, ACVRLL, ENG, SHADY, CAV1, KCNK3, EIF2AK4, TBX4, ATP13A3, GDF2, SOX17,
AQPL, ABCCS JEAGF DX /37 a— Rl 7 V) & 2 OWibi D 27T A ZAENL A |
WA — 7 = =TT L, FEITHRE S 2T VABEEE 1%L FO/i72 U 7 MC
DOWTHET D, HEH Y — FRRENR S — 7 o —DF — X DN BLERGA X,
=X DX XY TV == U —CONT AT 9, T B REMERK - FAEDOa
— IR KB 22 ) DHETEZALICEE L CII s TR EH U — RRL O
Sl =TI AR T2 D, A RR E LW, KHIRE YA Z i onTEAY 7o b
=7 —CHRIEHTELLDICEL TUTWET 208, N7y ha—F—ThRIEETE2ean
STZb DI L TEHE L, £z BRlsallImz, FReosas b T emy 5,

BinT4 position(hg38) HGVS. ¢
TBX4 chr17:61455907 c. —584G>A (NM_018488. 3)
ABCCS chr11:17394412 c. 4412-13G>A (NM_000352. 6)
ABCCS chr11:17405481 c. 3399+13G>A (NM_000352. 6)
ABCCS chr11:17405576 c. 3330-13G>A (NM_000352. 6)
ABCCS chr11:17427954 c. 2041-12C>A (NM_000352. 6)
ABCCS chr11:17427963 c. 2041-21G>A (N\M_000352. 6)
ABCCS chr11:17427967 c. 2041-25G>A (NM_000352. 6)
ABCCS chr11:17430979 c. 1672-20A>G, T (NM_000352. 6)
ABCCS chr11:17442930 c. 1468-48G>A (NM_000352. 6)
ABCCS chr11:17444325 c. 1333-1013A>G (NM_000352. 6)
ABCCS chr11:17476966 c. —190C>G (NM_000352. 6)
ACVRL 1 chr12:51920485 c. 1378-274C>G (N\M_000020. 3)
ACVRLI chr12:51920603 c. 1378-156_1378-
155de1CTinsAG (NM_000020. 3)
ACVRLI chr12:51920628 c. 1378-131C>G (NM_000020. 3)
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ACVRL1 chr12:51920681 c. 1378-78T>G (NM_000020. 3)
ACVRL1 chr12:51920690 c. 1378-69C>A (N\M_000020. 3)
BUPRZ chr2:202375890 c. —1585G>A (NM_001204. 7)
BUPR2 chr2:202376528 c.—947_-

946de1GCinsAT (N\M_001204. 7)
BUPR2 chr2:202376806 c. —669G>A (N\M_001204. 7)
BUPR2 chr2:202376881 c. =594A>G (N\M_001204. 7)
BUPRZ chr2:202377128 c. —347C>T (N\M_001204. 7)
BUPRZ chr2:202377174 c. —301G>A (NM_001204. 7)
BUPR2 chr2:202377196 c. —279C>A (NM_001204. 7)
BUPER2 chr2:202377383 c. —92C>A (NM_001204. 7)
BUPER2 chr2:202530782 c. 968-12T>G (N\M_001204. 7)
ENG chr9:127815901 c. 1852+42C>T (N\M_001114753. 3)
ENG chr9:127816075 c. 1742-22T>C (N\M_000118. 3)
ENG chr9:127826683 c. 361-11T>A (N\M_000118. 3)
ENG chr9:127854413 c. —58G>A (NM_000118. 3)
ENG chr9:127854497 c. —142A>T (N\M_000118. 3)

(1) BWEFHIE

MEAHEUL L7257 A DNA 23D, YT HMAEXGBE FOAESE=— R
T VL 2DA v b n BRI GENA TV F A= a D WIEEERN
&L (polymerase chain reaction ik, PCRIEEWE) (ZX VML, i —7
YHh—=HHNEF X BTV == U I K D BR RS E TV, RS
AR T D72 AT B = — NI 38T 2 IR B O AL O f 4 f
Do JRAIMIE DB DZIF AN E T 20, RLEHGRWVIGEITRE I DNA §521F
Ab, ZOGEITEA2OFEFIZEID KT b D LT 5,
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BRI DEREZA
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(MEIZIE LT, RGAIORIMS ), FEEHORRICEET DL Z L z2FAlE T 5,

(11) REKEERCRED 7~V OFERHEH

RBARBESS 7~ IZEEAAL 1D 72 © ONSHRIKEERA 1D 25295,

R EIL, YRERBEOHRXEZEAT 5, FREHREE 2L FIORT,
- [EA4{k 1D
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(12) BRfEZ ERAEEE 5> O AERERT (MOBEREFICHEZKIET 2HAIC

HlcoTid, BHEARENF) £ THRET D DITET 5 KM
FEEHOEAEEZFAI &5,
TR BIEZM TR 22O T, EFREEICIT o mEEzied,

5/6



(13) HREBEHHE
7L

(149) REDORBH LiAA, BRWELE
NASAETENNT S DNAWIZERT  BinFiA= (0T SBEFHRER)
T292-0818 TIEWAEAM T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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