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WETBE R

No. BETNA Ver. | IEMBHLER | 1EREE TR
1| B ERL 1 2018/12/3 | MJITE— | A TH&
2 | HERE DEIE GREE xS DB b) 2 2019/4/1 | M)IE— | RE K
3 | EIF2AK4 3&H0 3 2020/4/1 | M)INE— | SRE %
4 | intron fEIEKDIEIN 4 2020/11/6 | MUJINE— | KB K
5 | HEALHE 5 2022/4/1 | M)INE— | KRB
6 | EfxToEM 6 2022/6/21 | MUINE— | SRE%
7 | fEIRESN 7 2022/11/24 | fINE— | SREX
8 | FLil I AEIE 8 | 2022/12/12 | MUINE— | SREX
9 | (1) MAKEEOLHEH DAL H 9 2023/4/1 FOTHE | REX
10 | intron fEIKDZ 10 2024/6/1 | MIE— | SRE%
11 | RARDOLEH 11 2025/4/1 F THE | REX
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WREER [ BEMESILERE |

wEA [ Bl EEREFRE ]

HEng

e MUESE D B RAER & UTiE, F71ERRFR N EE, B80d, S0, Bk, .
Joph Wk, MEEIIAmIR R ERBR BN D, T, e MLERE O PISEIRF AR TH D
HOPFFE SN, ZIVE TORE TIHRBEMEMNGE MEEDK 70% 12, FIEEOHR
ZHU TR UNVRRFE M i3 1L & 72T S 7261 C 6 50 20%1Z BUPR2 B G DA EOAFHE
DHERSNTWD, F£72, b ACVRLI Bin SO ERNRENSN-OOH D,

KW AL BUPRZ, ACVRLL, ENG, SHADY, CAV1, KCNK3, EIF2AK4, TBX4, ATP13A3, GDF2, SOX17,
AQPI, ABCC8 EAn+F D& /X7 B a— RiElkT 7 Y &L Z Ol D A 7T A AFBALEE A |
WM — 7 = =TT L, FEITHRHE S 2T VABEEE 1%L FO/iZ2NU 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 —THRIHTEEbDIZE L TIRET 208, N7 ha—F—THRIETEn
STZb DI L TEHE L, £z BRlsallImz, FReosas b T emy 5,

B4 position (hg38) HGVS. ¢
ABcCS chrl1:17394412 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 (NM_000352. 6)
ABCCS chrl11:17427967 c. 2041-25G>A (NM_000352. 6)
ABCCS chr11:17430979 c. 1672-20A>G (NM_000352. 6)
ABcCS chrl1:17442930 c. 1468-48G>A (NM_000352. 6)
ABcCS chrl1:17444325 c. 1333-1013A>G (NM_000352. 6)
ABcCS chrl1:17448722-17448724 c. 1177-53_1177-51de1GTG (NM_000352. 6)
ABCCS chrl1:17476784 c. —8G>T (NM_000352. 6)
ABCCS chrl1:17476966 c. ~190C>G (\M_000352. 6)
ACVRLI chr12:51920485 c. 1378-274C>G (N\M_000020. 3)
ACVRL1 chr12:51920543 c. 1378-216C>G (NM_000020. 3)
ACVRL1 chr12:51920603-51920604 c. 1378-156_1378-
155de1CTinsAG (NM_000020. 3)
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ACVRL1 chr12:51920628 c. 1378-131C>G (NM_000020. 3)
ACVRL1 chr12:51920681 c. 1378-78T>G (NM_000020. 3)
ACVRL1 chr12:51920690 c. 1378-69C>A (N\M_000020. 3)
BUPR2 chr2:202375890 c. —1585G>A (NM_001204. 7)
BUPR2 chr2:202376528-202376529 c. ~947_-946de1GCinsAT (\M_001204. 7)
BUPR2 chr2:202376806 c. —669G>A (N\M_001204. 7)
BUPR2 chr2:202376881 c. —~594A>G (N\M_001204. 7)
BUPR2 chr2:202377128 c. —347C>T (N\M_001204. 7)
BMPRZ2 chr2:202377174 c. —301G>A (NM_001204. 7)
BUPR2 chr2:202377196 c. —279C>A (NM_001204. 7)
BUPR2 chr2:202377383 c. —92C>A (N\M_001204. 7)
BUPR2 chr2:202530782 c. 968-12T>G (\M_001204. 7)
CAVI chr7:116524975 c. —88delC(NM_001753. 5)
ENG chr9:127815910 c. *¥7C>T (\M_000118. 4)

ENG chr9:127816075 c. 1742-22T>C(N\M_000118. 4)
ENG chr9:127826683 c. 361-11T>A (NM_000118. 4)
ENG chr9:127854413 c. ~58G>A (N\M_000118. 4)

ENG chr9:127854482 c. —127C>T (N\M_000118. 4)
ENG chr9:127854497 c. ~142A>T (N\M_000118. 4)
7BX4 chr17:61455907 c. —584G>A (NM_018488. 3)
() WEHE

Mg SEIL L7277 L DNA v 8T 2 RAMGEIE T O A Ha— R
TERT Y L DA v hr VRS ENA T VXA B a b D WITEERR
MHEYE (polymerase chain reaction {5, PCRIEEWE) X VM L. Wiy —4
PH—HDH0NEF v BT Y —— o K ABE RS EZITV, A xS
BIRF DT AT < E =7 — REEBIC I T 2K B EE O SRS ZE (b O 2
%o FANME DA DZ T AN E T 208, RULEHRWVIGEITIHE I DNA b2
AD, ZOEEIIEL2 OFEFIZ IV HETLbDET 5,

(2) EYEME KO EREAE
EEICHW SN TWD e RF 2 LY 77 L ARSI E O S | IR B A R
DHEEHET D,

(3) EFRHEBICRI|EZITI Z & & OREMOHHA

4/ 6



FrliZ7e L, AREIIREAMLZETIHOTIIH Y THA,

(4) RECETSEK
BRISHAFTICE T2 B 235 60 B3 H LI

(5) HEZZRFETIHEITH o T, RERICHEETT ) WEREFTOLH
WEDEFETDH VD £H A,

6) BEDBERSM:
RIS TRE D B AJPCIRFUIZOW T L, AREOH LiIALOE -
AR T 5,

(7) BIEDORERAR
R IAT D EA AL 1D Z0#% T~V AE T S -8 msy 1 A
(B e fRIEL M58 EDTA-2K (7213 Na) Hk7)

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

9) BEDORESRM
BRI 1%, MR I M 72 IR R T 5.

(10) BiEDRHESAE
F2 (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MBI UC, ARG ), REAOBRICRET S22 FAIET 5,

(11) MEEKEER OCBRED Z7 NV OFEHEH
BRARAEST Z ~UZIXEA AL 1D 72 5 ONTRIAEELH 1D 2 fil 3 5,
MRAKIEE L, YREEREORREFEHT 5, E20EEE 2 FICRd,
- [EA4{k 1D
- WETOMEHE (REA, BAo— FES. BRI
- [P RO TE
c A KT A 2 EFOMERR
- B R E R EE

(12) BRfEZ ERAEEE 5 SR AERERT (MOBEREFICHEZKIET 2HAIC
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Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA LT D,
TRBLAEZA IR TR0 T, BRI e R A 2T

(13) HREB/HHE
7L

(14) MEDOBH Lidk, BEWEHE
NSMENEANDT S DNABFZERT  Bia A= (07 B FRES)
T292-0818 THERARMHHNT S8E 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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