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REEE - BRI MBRHEE |

WREL : [BREREERETRE]
5L

FEIVERRHERE  (EFEPORRMESE cystic fibrosis: CF, Y AT (v « Ty A T a—
A) 1%, cystic fibrosis transmembrane conductance regulator (CFTR) % JR[K4y+ &
THRHMORETH D, [UENIK., BENIKR, R &2 D5 FER3E L <
KR & 720 | ERENRPAZE L LS < 72 D, BURRYZRIERICIE, JRfEMES Lo 2 &2k 2
L. WM 250 U A AR AT K D VLI AR R & 7o U, PRI g e A4 0 3 L
TR ARA L 72D,

AIRATIX CFIR BIn D /37 Ea— NEIE™ 7 Y & Z DD A7 7 A4 A
PRI A AR Y — 7 = o — T L, EICR ST LVEEE 1%L FO/MiZz2—
WL L FLNRA « KERIZOWTHET 5, F8HY — RIS — 7 o —D 7 —
B DWTENMEIRGENT, Vo =B L DX BTV == U —TONT 2479,
IRB KRB « FENFE O 2 B — BB KB 7 ) SEEZERIZB L CiL@mREC
OBRHEPEHY — FEIORMIN S — 7 U —CIER R 720, WExg e L, (K4
JaEF A Z7IZONTIEANY T ba—F —THRIBETE DI L TITHET 228, AN
V7 v ha—7—CRIHTE o/ bDIZB L CddE Ly, £z Brnaikicinz.,
T RCO R FRATIZIBINT 5,

B4 position (hg38) HGVS. ¢
CFTR chr7:117479600 c. —495C>T (N\M_000492. 4)
CFTR chr7:117479634 c. —461A>G (N\M_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-
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25del1AT (N\M_000492. 4)
CFTR chr7:117548630 c. 1210-11T>G (NM_000492. 4)
CFTR chr7:117559446 c. 1393-18G>A (N\M_000492. 4)
CFTR chr7:117578327 c. 1585-9412A>G (NM_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 (NM_000492. 4)
CFTR chr7:117603801 c. 2908+19G>C (N\M_000492. 4)
CFTR chr7:117606659 c. 2909-15T>G (N\M_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 (N\M_000492. 4)
CFTR chr7:117627505 c. 3469-17T>C (N\M_000492. 4)
CFTR chr7:117627810 c. 3717+40A>G (N\M_000492. 4)
CFTR chr7:117639961 c. 3718-2477C>T (N\M_000492. 4)
CFTR chr7:117642414 c. 3718-24G>A (NM_000492. 4)
CFTR chr7:117642626 c. 3873+33A>G (N\M_000492. 4)
CFTR chr7:117648320 c. 3874-4522A>G (NM_000492. 4)
CFTR chr7:117664660 c. 3964-28G>A (N\M_000492. 4)
CFTR chr7:117668341 c. *1233T>A (NM_000492. 4)
() WEHE

MiE» BEUL L2 7 ADNA DD, ST DMARMRER T OTLAE<HEa—F
T Y L EDA v hr R NA TN A B g D WITEERR
M E7E (polymerase chain reaction ik, PCRIELHE) ICK VML, Wittt —74
Y= 0EF Y BT Y = — 7 I XD BB RS EZITV, AR
BIZTF O AEE 2 — REBICET 2 v —F v v v 7Tl ATe A R BUBEE
HWRBSN AL DR EL BRI 5,
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(2)
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(9)

FVEE R OV B A%
EERINZHAWSN TS E F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

EREBEICRAEEITO Z L LT AaREMEOHMA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

REICETSHEK
BRIRDATNC BN B A5 60 52 B LI,

HEZZFET 2HEICH > Tk, EBRCTHEZIT O HERER DA
HEDEFELH Y F A,

/ AENPEAE s
FERHERIIC TRA O HBRPERFUC DWW T HSICitA L, KBEOH LIAZRDOE R
T HERT A,

BAIRDERRAE S
WREF ST DEA AL 1D SE# 7~V AEAF S -8 1 AR
(B zeg B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I ImL LA b 2R3 5.,

BRIE DRI
PRIMAR T, TR E 7 TG R E T 5.

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, REAIORIM G ), FEEHOFRICEET L Lz2fAlE T 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

c WETOMAER REA, Bt — &S, BRI
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- ERRPEBEE
s A R T A ST DORERS
* BRI SE

(12) MRk % ERBEE D DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

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

(13) REHH
7L

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