JEAE S5 R BT E M (HEE RS e R TE S 3E)
PR S

SFE CFTREFEROETE T 2L L IcUEIRRED 1 BAB

e E AR AHBERERGRERERSE S — #iR
SEERFEE

HEADE, TSR (BB RERAGRRERRES)

MR (BIRR A 8N B eds NED, 1WA (BB RFRERERERAE >S5 —)
AR, JLNe= (BdTRFEERFE R AR R R
o B (BERBRFEALS AT LEF)

PR E, TRk B (AR UTTREED

[(AEEER]
BERRE LRI 2 &4 5385 k. Mk L 0t L7 DNA Z#H\C, CFTR & TD2TT 7
VR, TE—R =IO L FIROBEREY — 4 AT LU MLPA EIC X A BTN 21T - 7273,
CF FINAERIIHH S mh o o BRI 2T 7 % AW CFTR B8 GA T 2 T - 72 & A, 2RO

Cl™ RIEITEBE R IR (53.6 mM) Th - 7.

RSN TS CFTR I BARE MR ADOFKIT0%BIZHA L T B Z R an/z. TOBEDOFH

A. HIZRER

ZE AR HERE (Cystic fibrosis: CF){d, cystic
fibrosis transmembrane conductance regulator
(CFTR) DB FERL RN & 4 5 H Yk
WEREEER TH L. B & TLI00L ED
CFTRELRTFARE - LHPHE SN TWABY.
MO T VIVICEEDOZERN)H D CFTR BhE
DB L ERDON S &, DR TR
s, WESM I RE N2, MRS L Al bR
PES WA (L)) CF Z#RFES 5. —TF, &
BOMAEGDLHICED CFTR EEDN B HAREE
BT AHE, BIEBER, U AENMKE L
%R, 1BMERESR, SR EEE RIERE &
—fEE O A fEE SN HIEH IR CF 5 4 W\ i
CFTR E{ZFRIEEE 2 FIE T 52,

S, REZINRIE & &9 538 otk
@ CFTR &5 T K& CFTR BERE % #HT L /2.

B. Azt A%

1. FEFIOBE

19 EICREZINVRIEX RSN, UFA
MIHRE LR Eglra sz, <7054 PR
ERRDE T, FIEREETEOERL, RIS
PRI BREE S TEAL, BIAEIL, fEE AL E

AL, SHHFRIBEBRAZIT> T 5.
IRIEALETER T R S e,
2. v AR

ARHEIM & O DNA ##ii L, CFTR £2717
vV EZD ETREE bp KU BE— X —
(5" E9it#91,000 bp & C) OIFHELY | % B 47> —
ALz
3. Multiplex ligation-dependent probe amplifi-
cation (MLPA) fi##r

MLPA iZ, HWEREF ETORT 7 vV /IC
W5 kO /RIBLEE 7 £ O genomic rearran-
gement % E BmAVCHH T AW L TH 5.
/7 /~DNA %, SALSA P091-C1 CFTR
MLPA = v I (MRC Holland) % F\C#HT L
7o (FEMIE, 20124FFE DG EESIR)D.
4. CFTR mRNA DOf##r

SRR L D mRNA 24 L, CFTR
DODEBDOT 7 Vgl L 51 RT-PCR %
1T-72.
5. i Cl- EERE

Wescor #-%4 Macroduct T INEE Y AT LD &
HHL-Ya LY VEAEICTEBL /.
Cl- EERNIEICIE Sweat-ChekTM F&EE L 7
F I AP =Y RO ERE Cl- BARS A L 7.

W5 7p
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(B~ OFLRE)

(RN RAEIE 5 KU B EERBICE T 5
CFTR Bz T#r] L LT, ZHBRKRFEES
A A i B A 2 B2 1T TR (650, PRk
2049 A11H KGR TH 5.

C. EER
1. 7 NBETFOY—r v Af#T

B 627 CF FRZR I S e - /e,
x4 7%, TG12-T7/TG12-T7 (intron
8 & TG repeat-poly T), V/V470(exon 10), I/
V556 (exon 11) T - 7-.
2. MLPA f##r

genomic rearrangement 35230 HN7Lr- 7z,
3. CFTR $=BARD MY

X 11Z CFTR #z 5 {4 ® RT-PCR #§ £ %# 7~
. T A= ARRIKEED PCR EY DI\
FORSZHT /Y b A= —TaAR D EE(
L7z, B & AT 7L RNA [BRED
=%, AQPS OFHEAIEE L L THiE L 7-.
exon 4-7 O PCR Tld, £#&H D CFTR =% {k
BT ADOKIS50% 1T L Tuv/z. exon 1-
5® PCR TiZ, ##FHD CFTR IZG (k&)
ADFIL0%G I PWA L Tz ffFT % 3 | D
BLU72H, WIS FEEORERNIE LN,
4. ¥p Cl- BERE

TOREREIZ3HBuL THhH > /2. Sweat-
ChekTM {TREE T 5 4 ¥ —TllE, #E
L7z Cl- BEF47 mM, &R Cl- 55k ¢l

FL7-Cl- EEEIE53.6mM ThH D, EREKT
% - 7.
AQP5 CFTR
ex1-ex5 ex4-ex7
100bp___P C —
M RT+RT- RT+R- P C P C
- - C:fEEA
patient | control | patient/control
AQP5 1.00 1.00 1.00
CFTR ex1-ex5 0.08 0.69 0.12
CFTR ex4-ex7 0.56 1.10 0.51

1 EREIE AT T B L 7oz B (kD RT-PCR

D. &

CFTR EizFfth & L C, BEY—F7 VA
& MLPA %17 - 7225, BH&HIC CF LR R
B SN h - 7o, BHEILIG56V %R (AT
) xFLTWABHD, YMEEDOT — X T
1556V % A3l # A162 A1l AIC A B n,
CF &%\ & CFTR B S & OB &
Ezbhb.

intron 8 @ TG repeat (3 repeat [B] £ 2> % \»
Jidvexon 9% A S LT, 470V D
CFTR BEBEIZ470M I 1 ) K0 L s I T
W5, BEOSEAL, 12/12(TG), V/V470T
Holo. W7 LIV TG12-470V #FHOH A A
i Thh, COBEMRTHNCFTR #HICH
2 BB o T,

COEHD CFTR BH L)V, CF B 50
X CFTRBEER B A5 SR FTIZTEITETL
TWADPED DT 57D B O
CFTR 251k % T L 7=. CFTR ORHE%
FEAM 9 A 7o, AQPS & R #E & L T
CFTR Gk E 2 M L 72, exon 1 2 HIA %
% CFTR B2 EARIC O\ T, BEDOEGHE
DT ANDI0 G BREICHA L Tz, —7,
exon 4 72 B % %5 CFTR B2 54K IC >\ Cid,
HBE O G AR E DT A D50 %R I L
Tz, CORRE, BETEImM7TLIVEDLIC
AT T A 7B T VAR B s ORI G B 3
CoTED, R EL Texonl #H > CFTR
mRNA OFBL & IEF D10% B £ THA L
TWAItZERLTWS. SEIBE SN/
mRNA FHECT 8 TG12-470V Eix A
FBHexon 9 DAFy S EREND LD, DD
Wi TG12-470V &z & U v 7 LI lO%
BIZLD5[ERRISINTOLDOPIEITNHTH 5.

2 d, LG, 7 VvIC delel6-17b &
B OHARACFERICEWT £5—50
7 LIV k O CEFTR mRNA 75 exon 1 # /K48
LCWobHEL ™. OB T, exon
16-17b % & Tz EARIZ exon 1 _E O primer (C
RIGT 5O SN 7. SEIOHE
BETIE, I0XREETIEIH S0 exonl EO
primer |2 T B ERDGFET H 720D
CFTREBREFEFEO XA T I RS EEZD
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n5.

SEIDOLHEBEFICHEB L T\ 5 exon 1 % §f
> CFTR =54k (it H A D10% ) O—Bid exon
9% AF v FL D EHEESND /D, FHG
WEIZ 351 5 1R 75 CFTR % v X7 OFH &1
10% kD 2B ITfE<, BFL TW5 CFTR B
BEHI0X LT Th B Lt sns. CFTR B
RS T PP Cl R ED) 3R TH D, HH
DI I RER 2T R DN, CofE
DIRREL, WS B RE DR/ 5 (pancreat-
ic sufficient) Ll HIHEAE O CF & 5\ 2 CFTR
B BICHY T A EE 2 ONS.

bBREOCF Tk, £1 7V v EZD LTk
DEFEY — 7V AR MLPA g # 47 - C
b, #916% D7 LVt CF RS R T4 5275
BHIN. SO XD ERITIE, SRS
77D CFTR B G AR AT D BN D 5 &
EzbNb.

E. ¥
RELZINVEEAZR L 238l E D
CFTR J&fz T f# Tt . U° CFTR $EEMEHT % 4T -
7o, 77 NEHTCIE CF R INE G 2RI
SN o T, BREAY THhOL R
CFTR SR G AR BT A D10 % BRI L
f“ﬁ-ﬁ¢CIEgi%ﬁﬁT%oﬁ.ﬁ
B IEHE O CF 3 A\ i3 CFTR BE % B 124
W LHREEEZDOND.
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G. AREX

1. BT BA=LP

2. FERE ML

H. FHEAEMEDOHRE - BRI (FEZED)
1. ¥EEFLS ML

2. EHHEER 4kl

3. T DA ML
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