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No. BETAE Ver. i BAAA A VERLE KRE
1| HHERK 1 2022/4/1 ME— | B R
2 | QD) MREEREEOLHEAOERE | 2 2023/4/1 HTHE AR
3 | intron fEIRDZ T 3 2024/6/1 ME— | R
4 | FHEOLH 4 2025/4/1 HTE SRS
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6
7
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MEEE : TERM2S AR ZHEE |

BEL - [ERE2S BV ERERE FRE]
B

RERG ZEREIE 1 X 2B VE & DV MTER PRI AR IR S - DR C, IRk DTk &
EBIZHEDA R ) ARGIHREIR O PYENENIMSE, FE7 L 2 — VPRI k722 &
Fex RTER T 2 RIET 5 THRABRREREREETH 5,

SeRMEG IR ZEMEITH AR LV 25 OBHEROME KRB’ i, Tiio 1
K2 Zii7-3 56 % Definite (BEE) &9 5,

1. MRI T1 S&FHEEIC CTEE O FIENMRR. IEIENIRIGRLER O A EZRD D 2 L,

2. PR R EAIRIES DR RE, MR ECCIEBMER RIS O IIRE DRI S D 2 &,

2B, RINEIEFER L UCIX AGPAT2, BSCL2, CAVI, CAVINI %@ in+ DRTHEa A
HINIEE~T e G RERP MO TN D,

ANRAETIL AGPATZ, BSCLZ, CAVI, CAVINI (PTRF)D % > /X7 B 2 — Rfgi— 7 v o L Z D
WD A 7T A AENCREIR 2 | RIS — 7 = Y —Cfifr L, RSB S =7 LV
FE 1%L F OR8N 7 MZOWTHE T 2, B ) — FRIRIER S —F v —D 7 —
B OMFERMERIGET, P M= LD2F XY €T )=~ v —CO/ITE1T .,
E, REBRK - FAED 2 ©— BB RBRR 7 AREEZGICB LT, @R
TORHDBFH Y — FRORMAR S — 7 o —TIEREE A 720, Rt L L, (K4
JaEFA Z7IZONTUE, ANV T ha—F —THRIETE b DI L TEHET 528, A
U7 ha—7—TRIETERPo72bDOICE L TIE®E Ly, £ EstfEskichnz .
TREOFEE S fRATIBINT 5,

Bint4 position (hg38) HGVS. ¢

BSCL2 chr11:62702560 c. 213-11A>G (N\M_032667. 6)
CAVI chr7:116524975 c. —88de1C (NM_001753. 5)
(1) BAEFE

MEAHEUL LIS 7 S5 DNA D 324§ DA RBIE O AXSE = — N
W vz ha BRI ENATIVEAE—va, HDLWVITESRN
HEE (polymerase chain reaction ¥, PCRALME) (X VIRMI L. WL —7
Y —HDH0EF v BTV —— I K ABE TR EZITV., A xS
RO AEE a— REICRIT 52— 4 v v v 7Tl rTRE 2 (K HBUBE S
WAL DA BE RN T 5,

(2) EHEHEROMERELE
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EERINZHAWSN TS e F7 2 L) 77 Lo ARG & 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 B3 H LI

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

(6) BIEDTERSM:
AR TRE D BAJPCIRFUIZOW TS L, AREOH LiIALDOE -
AR T 5,

(7) BIEDORERAR
R IAT D EA AL 1D Z0#E T~V BE T S -8 mssy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

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

9) HREDOREFRM
PRIMAR T, TR IE £ T TR E T 5,

(10) BiEDRESAE
FE (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MBS LT, RARIORMES ), REAOBRICRET S22 FAIET 5,

(11) MEKEERORIED T~V OTLHEH
BARRESS T~ U EAAL 1D 72 & NSRS BEA 1D 2 52#d %,
BRAEMEE I, SMESRREORAZMEMT 5, T2REHEE 2L TR,
- [EA A 1D
- WETORATHA (REA, Ao — NES. BRI
* RSP BE TS
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(12) MRk % ERBEE D D FEAERER MOBHEREFNCHEZEKET 5561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) HREBEHHE
7L

(14) REOBH LiAA, BRWEb#E
PASENEANDT S DNABFZERT B FiAsE (O B FRA=)
T292-0818 T AR H M2 e 2 TH 5-23
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