MAERNE

(A A7 =P RE)

EFBRAEH 202344 H 1 H

Ver 5

EEH (E1TH) i =
R E AR M % —

1/5



HETBE R
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2 | intron fEIKDIEM 2 2020/11/6 ) — SRS
3 | HAZEHE 3 2022/4/1 A — SRR
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BREEH : I FX7—¥R |

BRE4L : [F AT —RBLEFRE]

RS

AT — IR IR ASE R A PR AR AE B A H i M B A0 i A PR RSE 72 & & R
DB T, MEFHICL D HIERABN D BIEMEORE T, T OREITH YA
REHEET LI ENMOENTEY, ZOFRKEL OO ME STV D,

AR Tl BEROJR KB L T CTd D ENG ACVRLI, SHAD4 = & (28572 W & L C BUPR2
DE Ry B a— Rk 7 Y v 2 ZORO AT T A AN Ek A, kit —27 =
U= L. BRI ST VAVBEEE 0. 5%LL FO/MiZ2/ Y 7 2 MZOWTHE
T 5, HHY — RRIAR S — 7 U —DF — X DN BERIG AL, o —IkIC
EF v TV == U —TOMNT AT, RBRFBIKEK - FHAFED 2 B —HE
LRI 2 7/ BHEEZEAGIZB L CIL @R E COMM B EH Y — ROk —7r
U —TIEREE 7=, ARG E Ly, (BT A ZI2OoWnWTEARY T ha—
T—TCHRMHTEL DI L UIHRET LA, NV T ha—F—THRHTE enoTz
B O L TIEERE Ly, 72 BRisEsiinz., FRLOmE b TS Bnd 5,

BE14 position (hg38) HGVS. ¢
ENG chr9:127816075 | c. 1742-22T>C (NM_000118. 3)
ACVRL1 chr12:51920485 | c. 1378-274C>G (NM_000020. 3)
ACVRLI chr12:51920603 | c. 1378-156_1378-

155de1CTinsAG (NM_000020. 3)
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 (NM_000020. 3)
BIUPR2 chr2:202375890 | c. —1585G>A (NM_001204. 7)
BUPR2 chr2:202376528 | c. —947_-

946de1GCinsAT (\M_001204. 7)
BUPR2 chr2:202376806 | c. —669G>A (NM_001204. 7)
BIUPR2 chr2:202376881 | c. —594A>G (NM_001204. 7)
BIUPR2 chr2:202377128 | c.—347C>T (NM_001204. 7)
BIUPR2 chr2:202377174 | c¢. —301G>A (NM_001204. 7)
BIUPR2 chr2:202377196 | c. —279C>A (N\M_001204. 7)
BIUPR2 chr2:202377383 | c. —92C>A (N\M_001204. 7)
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(1)

(2)

(3)

(4)

(5)

(6)

(7)

BUPR2 chr2:202530782 c. 968-12T>G (NM_001204. 7)

ENG chr9:127815901 c. 1852+42C>T (N\M_001114753. 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)
REHIE

M SEML L2/ LA DNA 22D %S DRERNRBIZF OIS Ea— R
TERT s Y DA U b r VBRI ENA TV XA B g s D WITEERRY
MEYE (polymerase chain reaction %, PCRIEEEE) X VM L. Wiy —4
V=B 0NEIF Y TV — = Il L BB TEYIREEZITV, RS
AR D7z A < B = — NHEIKIC 35 2 AR BB O M LBl 51 28 b O A i 5
%o FANMEDOHDZ T AN E T 208, RULEHGRWVIGEITIHE I DNA b2
AL, ZOEEIEE 2 OFEFNZ LV HET LB D LT 5,

VM R OV B E
ERERICHW SN TWD e RF 2 AU 77 Lo ARSI E O | AR B B
DH A HET D,

EEEEICRAMEEZITO Z & T HIREMEOEKHA
FRIZ72 L, AREIIBREMZET 20 TIEH Y TH A,

RECET L HEK
AR ARFTIC RV 2 B 25 60 = 2 H LI,

HEZRFET IHEICH - Tid, ERICHEZIT 5 HEREFT DL
WEDOZFTH Y £ A,

R DERER A
PEHHERAIC TRA D B RIRIRFUC W THICHB L AREDH LiAZ 0 E L
AT D

N AN SE
WREF ST DO EA AL 1D SE# 7~V s BEAF S -8 isy 1 A
(B e HRIEL M AS EDTA-2K (7213 Na) FEf7)
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(8) MIEDREE
M 1nL A bR %,

9) RBiEDORESRME
PRIMAR L, BT T2 1T R E T D,

(10) BiIEDREHEAE
FE (7). (8). (9) % THAKIZOWT, FIC AN TR TARTICHET S
(WMEITE LT, RAKIORMS ), FEBOBHICHET S 2 L2 FAET 5,

(11) REEKEERCBRED T XNV OLHER
FARREAT Z U ITEA AL 1D 72 B ONCHRIEE B 1D 2 5tdd 2,
MRAKEE L, YREEREORREFERT 5, E20EHEA Z U FICrRd,
- [EA4{k 1D
- METOREHE (REA, BAio— FES. BRI
- PRI RO E
« HA KT A BEFORER
- FHRE AT e E

(12) s % BB DR AERER MMOBFEREFNCHEZKET 55EIC
Hlco Tk, BEFERENF) E THRET 5 DITET 5 FFH
FEHOBABE LR LT D,

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

(13) HREFH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BinTHA=E (O SEEFHRES)
T292-0818 TIEWRAEEM Y SHL 2 TH 523
https://www. kazusa. or. jp/genetest/index. html
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