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WETBE R

No. BETAE Ver. | ffi B4R H TERE RRE
1| HTHIERR 1 2020/4/1 AT — AR
2 | intron fEIKDIEM 2 2020/11/6 ) — P -E S
3 | HAZEHE 3 2022/4/1 A — SR
4| fEIEGEM 4 | 2022/11/24 | #W)IE— AR
5 | (1D BAEHE ORI A DA H 5 2023/4/1 & THE AR
6 | intron fEIRKMDZ 6 2024/6/1 Ay — R
7
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BREEH : I FX7—¥R |

BRE4L : [F AT —RBLEFRE]

5L

AT — I (X A M R A8 R AR SO AR M = M I A SRR e & & PR
TN LHEE T, MEAFFICL D HIMAERABN 2 BEEORE T, ZORBITFREA
EMEBRET 22 LR MbNTEY | ZORRBEFOEODPRHREINTND,

AR Tl BEROJR KB 1 CTd D ENG ACVRLL, SHAD4 & & \Z 8RB & L C BUPR2
DE Ry B a— Rk 7 Y v 2 ZORO AT T A AN Ek A, kit —27 =
U= L. IR ST VAVBEEE 0. 5%LL FO/MiZ2/ Y 7 2 MZOWTHE
T 5, MY — RRRIAR S — 7 U — DT — X OMENBERIG AL, o —kIC
EoF ¥ TV = =T —TOMFTEAT I, IRBREBRE - FHNED 2 ©—HE
EROKBIE 2 7 DAEEZAGIZE U CIE @R T3 EgE U — RRIOR IR > — 4
=TI, ARG E LRy, KHIRES A 72O TEIANY 7 ha—
T—TCHRMHTEL DI L TUIHRET LA, NV T ha—F—THRHTE enroTz

HOWZE L TITHRE Ly, £ BNz, TReomEE b T Ic B 5,

R4 position(hg38) HGVS. ¢
ACVRLI chr12:51920485 c. 1378-274C>G (NM_000020. 3)
ACVRLI chr12:51920543 c. 1378-216C>G (NM_000020. 3)
ACVRLI chr12:51920603-51920604 c. 1378-156_1378-
155de1CTinsAG (NM_000020. 3)
ACVRLI chr12:51920628 c. 1378-131C>G (N\M_000020. 3)
ACVRLI chr12:51920681 c. 1378-78T>G (NM_000020. 3)
ACVRLI chr12:51920690 c. 1378-69C>A (NM_000020. 3)
BMPR2 chr2:202375890 c. ~1585G>A (NM_001204. 7)
BMPR2 chr2:202376528-202376529 c. =947 -946de1GCinsAT (\M_001204. 7)
BMPR2 chr2:202376806 c. —669G>A (\M_001204. 7)
BMPR2 chr2:202376881 c. =594A>G (\M_001204. 7)
BMPR2 chr2:202377128 c. =347C>T (\M_001204. 7)
BMPR2 chr2:202377174 c. —301G>A (N\M_001204. 7)
BMPR2 chr2:202377196 c. —279C>A (N\M_001204. 7)
BMPR2 chr2:202377383 c. ~92C>A (NM_001204. 7)
BMPR2 chr2:202530782 c. 968-12T>G (\M_001204. 7)
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ENG chr9:127815910 c. *7C>T (N\M_000118. 4)

ENG chr9:127816075 c. 1742-22T>C(NM_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)
SHAD4 chr18:51078468 c. *1G>A (N\M_005359. 6)
(1) WmEGE

(2)

(3)

(4)

(5)

(6)

M SEML L7257 5 DNA D2 4T DRER QBB O AE<Ea— R
s Y L ZDA v ha B RE R NA TN XA B = a D WITEERER
&% (polymerase chain reaction %, PCRELNE) ITX VIRME L., kiR —7r
P —H50EF Y BT Y = — I KD BB TEIIREEZ TV, AR
AR T D72 A < B = — NI 381T 2 IR BV E O RS O F 4 fiH
%o JRANMIE DI DZ T AN E T D0, R EHFRNVGEITHE S 72 DNA 5217
Ab, ZOGEIFEA2OFEFIZEIVHKTobD LT 5,

EYEE R O E 2L
EBEIHN BN TNDE b7 AU 7 7 Lo ARSI E O b | (R HBIHEZE R
DA A HET B

EREBEICRABREEITI 2 L LT AREMEOKEA
BRiZ7e L, AREIXBREMEZ2ETHHLO0TEH Y THA,

REICET S HE
RRARDATIZ B2 H 25 60 B2 B BAN,

HIEZZEFETDH BT H - Tid, EBRICRIEZRTT > HEREFR DA
HEDEFETIH Y FH A,

RRAR DERERSAE

PERRBEEE (TR O H AR BRAUC DWW THAIZRE L. AR O H LIAZ OB R
ZHERT D,
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(7) BRIEDOEBRAER
WRET ST D EA L 1D SE# 7~V s b S -8 1 A
(ELZe B B PRER I 45 EDTA-2K (7213 Na) HEhr)

(8) MIEDREE
M 1nL A bR Y %,

9) MIEDORESRH
BRIMARIE, SO 7 TR T %

(10) RRfEDRHFM:
FE (7). (8), (9) T HRIKICONT, AN TRIRIC TAHICRET
(BEIZIE LT, RGAIORIAS AT, FEEAOBRRICEHFT D Z L&KL T 5,

(11) MEEEER ORED T XNV OFEHEHE
BARBES T ~UCIZEEAE 1D 722 & NSRS B 1D 2 50#9 5,
BRAEEEEIL, YRERBEOHRXEZEAT 5, EREHREH 2L FIIRT,
- [EA4{k 1D
- LT HMAEE (REL, RED— RES, BRI
- RIS
« A KT A 2 FORETR
- FEOREEA S E R

(12) RRix% EFRBEE D DR AERER MLOBFEREFNCHEZKET 55EIC
Hlco Tk, BEFERENF) E THRET 5 DICET 5 FFH
FEHOBABE LR LT D,

TRBLAEZ AR A0 C, EREEBIC I e TR A (R T

(13) HREFH
7L

(14) REDOKH LiAA, BEWEbE
NAEMEEANDT S DNABIZERT  BinTHA=E (O SEETFHRE=S)
T292-0818 TIEWRAEEM Y SHL 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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