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[EFR] ZERaPEMHEIE (cystic fibrosis @ CENIRCK CEBEEICR b D WAL IEDOEBTH
%, CF OJF KB a1 CTh D CFTR (cystic fibrosis transmembrane conductance regulator) &
5T YR (7931) LICAZE L. #9 250kb, 27 =27 Y U nbRAHARE QB FTHY ., ZHET
(2 1,900 FEEALL EOBURFEFE LIS TV D, 1998 FFITIT LT CFTR s 85 L8V
KL ORFENRE X, A TIX. 2 E TIZ PRSSI i#{s 7-(encoding cationic trypsinogen)
x> SPINKIi#&{r 1 (encoding pancreatic secretory trypsin inhibitor) & % & O ES#H 23 E X
720, CFTR&(n T &SR & ORI 5 M2 72 - TR0,

[BE] AFOREERBE BT CFTR BT R25 & OMEOFEL I LT 5,

[Fi:] YRHC T2 L, A v 74— Ravty NEE-HERRE 578 i (BPEHESR 286 fi,
SWVEES 232 ﬁJ H OB EER 60 ) 36 L OMEHE A 440 Flzxtge b U TRIT 21T o 72,
CFTR BRI p.Q1352H, p.R1453W, 57, p.M470V, p.L1156F, p.I556V 2D\ THiF
Mr L7z, 6TI3HF M7 TagMan 7' 12 —7 & 70'7/1"\7_7%1/%2 L. real-time PCR |2 XV f#HT L
Too &M B 37 Bl O W TR —7 v —Ic kY CFTR EinFDLExr Y U HEED
FENT 24T > T2, ETFRBRIC L W CFTRE 512 MFEP Cl R L OB SOV TRFT L 7=,

[# 2] p.Q1352H |Hfdi# D 4.8 % (21/440) [ZFIE S A, 1BHEMEL TIE 7.3 % (21/286)
PEREZE Tl 6.0 % (14/232), H CEMEER TlL 5.0 % (3/60) Toh -7, p.R1453W T iﬁ%%
F 3.6 % (16/440), 1BMERERD 6.6 % (19/286), SMERERD 3.4 % (8/232), H CAEMERK
? 3.3 % (2/60) (Z[FE 4, BABIT “ié”f77/1/3_/1/f$|xﬁﬁ$ D17 %I LR F &
RTHEICEHEE CTh 7= (p=0.03), STIXEMERER, SVERR, A CREEREROWT o
BEHCOLHEEEZROLR- 72, p.Q1352H & L < X p.R1453W DWW %ﬁa‘élﬁﬁf T
WHT84% THDLDITH L, BMHMERIET 13.6 % AEICEL (p=0. 03) WZFET L a—L
PABMEEREET 16.4 % & mHEE TH 72 (p=0.008), KT —4 P — ;tb CFTR &5 1
DET ) R A AT LTS, p.M470V, p.I556V, p.L1156F, p.Q1352H\ p.R1453W &
520D At U ABETBE Z[FE LT, CF-causing {5 72 1L58H T, p.M470V, p.I556V,
p.L1156F ®D4% Genotype (ZEERE L EFHE CHEELRD 2o 710
i Cl B RE R L EF R TENEN Y 29.2 + 17.2 mEg/L, 29.5 + 15.0 mEq/L & HE
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RO o7, p.Q1352H (A E=° p.R1453W (A& DT H Cl I TN TN ) 18.5 +
6.1 mEq/L., 37.1+9.8mEq/L TH V., HFREEEHE LAEEZRDRN-oT-,

[#53] CFTR &5 7525 D p.Q1352H. p.R1453W AMEMEFES & BE L CUN=2y, Ak
H CAEMERER & OBIEIIRO o T2, Z OWFFEIC L Y RBOE MR BE 21T 58T/
HROOEDE LT CFIR BIn T RE DGR LN E o7,
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(FrEfRXB®No.1] KFRORBIZLZE (REBHET)

2 EH R 0o E B

(o8 21 = KIEREREICBIT S CFTR M FREORE

(¥ ] CFTR (cystic fibrosis transmembrane conductance regulator) V358§ 1 &4 (cystic fibrosis : CF)
DEEEETF T, THAETIC 1,900 BELU L OEETFRENH SN TS, 1998 FEIZIIUHT CFTRERT
R CNERER & OBIENHRE SN2, AF T, TN E TIZ PRSST#E{5F (encoding cationic trypsinogen)
% SPINK1 {5 T (encoding pancreatic secretory trypsin inhibitor) & % & OEIEN S E S N -8, CFTR
WEF &R & OBIEIXEA 5 Mz o TR,

(BH] £HROERBECBNWT CFIREGTREELOBMECEELZHSMNCT 3,

(HEILSRHICTTEZML. M > T+ —A RO 2B HARE 578 i (BIHEHESR 286 #i, 21EHEL 232
#l. HOREMEER 60 #) BRUREA 440 filznwHis U THRF21To 2. CFTR E{FI1E p.Q1352H,
p.R1453W, 57. p.M470V. p.L1156F. p.I556V IC DWW T PCR - RFLP T#E#H Uiz, 5T TagMan 7' 001—
T %ZBAWT SNP genotyping THHTL 7z, BMEHABEE 37 FlICOVWTRERI—r Y —ick b CFTRE
BFOEIIY VEBROMINET > k. EETFRRICEY CFTR BETEE ST ClgEE oMEEMEIzD
WTHET Lz,

(#6R] p.QI352H IZEEED 4.8 %ICRIE SN, BHEMATILT.S % BHEHEATIZ6.0 % HTHEEEM
RTIE5.0%TH o7, pRI4GIW TIIRHFH 3.6 %, BHEERD 6.6 %, RMIERD 3.4 %, BEREMEES
D 3.3 %IZEE SN, FREGITHEIET IV — VBRI D 7.7 %IZBRD SNBEE R TEEREHET
- Bofe (p=0.03). STIXEMIESR, BHER. BCEEERAOVNTHOBERTLEEELROENS 2,
p.Q1352H & L <& pR1453W OWTNMNZE T AHEEIIREET 84X THHDITH L., BHEART
13.6 %EHFIES (p=0.03). FITIET N I—)VHEE@MFERET 164 %EEHETH > (p=0.008), X
BRI =T Y-k Y CFIRBEFDORIY Y AESE T Uiz #5E. p.M470V, p.I556V., p.L1156F,
p.Q1352H.p.R1453W D 5 DD I A& X A BETFRF & [FE L fz. CF-causing BT B H LD 3. p.M470V,
p.I556V, p.L1156F D% Genotype l3IBEFEHERER TAEEZZRD RN ST,
FHRCIrBEREEHEEEHETENTNTY 29.2+ 17.2 mEq/L, 29.5+ 15.0 mEq/L 25 Z£2EDARMN
D7z p.Q1352H REFE® p.R1453W REZEDFH Cl #ERZFNETNTEE 185 + 6.1 mEq/L, 37.1 + 9.8
mEq/L THY, REFLFEEZEZRDRMNo T,

(#3] CFTREEFHRE D p.Q1352H, p.R1453W AEH L SBEL TWiz, Z ORI XV AFOBE
BABEICBIDRETFHEROVEDE LT CFIRBETFEROBENH 5 ER T, |

BE-REBEECBVTEHBSISNZAHEN, BUKEBEINTBY., BEEOHER. KR XHEN+22MICET
52 ENEREI N,
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