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WETBE R

No. BETNA Ver. | (EMBA%A A VERLE ARE
1| HHERK 1 2022/4/1 ME— | RS
2 | fEIEGENN 2 2022/11/24 HMIE— | RER
3| UD)MBEEEDTHEROLHE | 3 2023/4/1 FEEFICHE | SRER
4 | BaTEBN 4 2023/4/14 MIE— | RS
5 | X5DEE 5 2023/6/6 MIE— | RS
6 | intron fEIKDOAH 6 2024/6/1 MNE— | R
7
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WEERE : NRHEER ]

BEA : [BEERELCTHRE]
B

BARPERES (hereditary pancreatitis: HP) X, ZFARWICBMEER L5 T D75k A
T D, NEMHIER, B, R EORMERREIEZRY KL, £ IXEMEREIC
W72, WF A=y 7 N T =5 (PRSSD) BIEFERIZED MY 7V U A5%ED
FHOEDER DIFIK & 72 5, ARIRIZHB T 2 BEHERERZ 2 OMAE TIIN 3 BN b
V7oA re B4 — (SPINKD) BIETERPBDLINLTND,

AIRANL PRSSI, SPINKI Je B & U CTRERFRIE & OBFEMEN R I N TND
CFIR, CPAL, CTRC, TRPV6SEILT- DX 87 B a— RHE T 7 Y o L Z DOMUD A7 5 A A
AL pEIk A KA — 7 =TT L. EICRE ST LVEERE 0. 1% ($ERIZ
WiFIE 1%) LLFOF7eNY 7 v MZOWTHET 5, MHHY — Rk — 7 o —
DT —Z DIFERLERIGEIE, Vo T —IEICEDF v T U ——F v —TOfT
AT Do RBRBUEKL - FAFE D 2 ©—HEERRKHE 7 AEEZEGIZB LT
EREE TORENESE ) — REIORIR S — 7 o — TN 2R 720, SR s L
W, HIEEY A ZI2OonTIEAY Ty ha—F —THRHTE 2L OB L s T
DN, N T ha—F—THRETERPoTbDICE L TI#HE Ly, £z Lt

BOZNA ., FREOEE S ST BT S,
B4 position (hg38) HGVS. ¢
CFTR chr7:117479600 c. —495C>T (N\M_000492. 4)
CFTR chr7:117479634 c. —461A>G (NM_000492. 4)
CFTR chr7:117479744-117479745 c. —351dupG (N\M_000492. 4)
CFTR chr7:117479846 c. —249G>C (N\M_000492. 4)
CFTR chr7:117479869 c. —226G>T (N\M_000492. 4)
CFTR chr7:117479900 c. —195C>A (N\M_000492. 4)
CFTR chr7:117479930 c. —165G>A (N\M_000492. 4)
CFTR chr7:117480010 c. —85C>G (NM_000492. 4)
CFTR chr7:117480061 c. —34C>T (NM_000492. 4)
CFTR chr7:117480271 c. 53+124T>C (NM_000492. 4)
CFTR chr7:117504375 c. 164+12T>C (NM_000492. 4)
CFTR chr7:117538987-117538990 c. 870-1113_870-
1110de1GAAT (N\M_000492. 4)
CFTR chr7:117541990-117541991 c. 1117-26_1117-25de1AT (NM_000492. 4)
CFTR chr7:117548630 c. 1210-11T>G (N\M_000492. 4)
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CFTR chr7:117559446 c. 1393-18G>A (NM_000492. 4)
CFTR chr7:117578327 c. 1585-9412A>G (N\M_000492. 4)
CFTR chr7:117587720 c. 1585-19T>C (N\M_000492. 4)
CFTR chr7:117587867 c. 1679+34G>T (N\M_000492. 4)
CFTR chr7:117589467 c. 1680-886A>G (N\M_000492. 4)
CFTR chr7:117589470 c. 1680-883A>G (N\M_000492. 4)
CFTR chr7:117589476 c. 1680-877G>T (N\M_000492. 4)
CFTR chr7:117603801 c. 2908+19G>C (N\M_000492. 4)
CFTR chr7:117606659 c. 2909-15T>G (NM_000492. 4)
CFTR chr7:117606786 c. 2988+33G>T (N\M_000492. 4)
CFTR chr7:117611555 c. 3140-26A>G (N\M_000492. 4)
CFTR chr7:117611565 c. 3140-16T>A (N\M_000492. 4)
CFTR chr7:117611570 c. 3140-11A>G (N\M_000492. 4)
CFTR chr7:117626218 c. 3469-1304C>G (NM_000492. 4)
CFTR chr7:117627505 c. 3469-17T>C (N\M_000492. 4)
CFTR chr7:117627810 c. 3717+40A>G (NM_000492. 4)
CFTR chr7:117639961 c. 3718-2477C>T (N\M_000492. 4)
CFTR chr7:117642414 c. 3718-24G>A (N\M_000492. 4)
CFTR chr7:117642626 c. 3873+33A>G (N\M_000492. 4)
CFTR chr7:117648320 c. 3874-4522A>G (N\M_000492. 4)
CFTR chr7:117664660 c. 3964-28G>A (N\M_000492. 4)
CFTR chr7:117668341 c. *1233T>A (NM_000492. 4)
CPAI chr7:130380483 c. —38G>A (NM_001868. 4)

CTRC chr1:15445585 c. 640-12G>A (N\M_007272. 3)
PRSS1 chr7:142749147 c. —338T>G (NM_002769. 5)
PRSS1 chr7:142750778-142750782 c. 200+64_200+68de1CCCAG (NM_002769. 5)
SPINKI chrb:147831630 c. —53C>T (NM_003122. 5)
SPINKI chrb:147831792 c. —191-24G>A (NM_003122. 5)
(1) ®EFHIE

MENHEYN L7277 5 DNA D, N T ARAMNRBR T OIS Ea— R
k= Vo bEzOAL L ha VBRI EANA T VXA E— 3 DD WITERR
PEEYE (polymerase chain reaction 3, PCRIEENE) 12X VM L. W —4
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

VY —H2A2W0NIF Y ET Y = — o —IZ L BB RV E ATV, B E
BLoAOEMELEa— RERICB T 52— v v 7 Tl aRE 2K R E O
IR B O F B2 T 5,

FEYEE K OVl e F
EEHNIZHNWSLILTWD e 872 AU 77 Lo ARSI & D LR i b | AR H B AR 28 5
D EZHET 5,

EREEICREWEZITO 2 L LT OREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

REICETSHEK
R SAFTC RN = H A5 60 B 3% H LU,

HEZZFET 2HEICH > Tk, EBRCTHEZIT O HERER DA
HEDFEFELH Y FH A,

/ AENPEAE s
FERHERIC TR O HBRCERFUC DWW TSIt A L, KBEOH LIAZRDOE R
T HERT A,

AN AT
WREF ST DEA AL 1D SE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I ImL LA b 2R i3 5.,

BRIE DRI
PRIMAR T, TR £ 7o TR 45,

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZE LT, REGAIORIM S ), FEEHOFRICEET L Z Lz2fAlE T 5,

(11) MEKEERORIED T~V OTLHEH
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BRARREART 7~ ITEA AL 1D 72 5 ONTHRRE B 1D 2 5edld %,
RAEMEE L, YMERREORXEZMEN TS, ZREHER Z U TR,
- [E4 AL 1D

RS ORAEE (REA, Bt — P& BIKK

- ERRPEBEE

s A R T A ST DORERS

* BRI SE

(12) MRk % ERBEE D DFEAERER MOBHEREFNCHEZEKET 2561
Hico T, HREEREDF) £ THRE T2 DICET HHH
FEEAOBABE LR LT D,

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

(13) REHH
7L

(14) REOBH LiAL, BRWEb#E
PASENEANDT S DNABFZERT Bl FAsE (O B FRA=)
T292-0818 TR AR H M2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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