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VAL,
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1). 77 ANCHEA7x delel6-17b%, E217GY,
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7 6 | & L441P ND 114 O O O L
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9 | 58 | %« | delel6-17b [delta]F508 66 O O L fEL
10 | 8~-A | 5 R1066C R1066C 235 O O O EL
11 | 4~8 | % | [delta]F508 Q1042TfsX5 152 O O O L
12 | 108 | & 1540del10 Y517H 117 O O L L
13 | 38 | « ND ND 54 L O 4 L
14 | 6,8 | B Y563H H1085R 100-120 O N L fEL
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16 | 8,-A | & L441P H1085R 110 O O L L
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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

B3 SHEAT 7 Gah L 7285 A O RT-PCR (KEF
13)

Z O il @ genomic rearrangement (1580 5
Nxr o7z,

3. CFTR mRNA Ofi#EHT

FEBI 2 O BRI AT 7 X 0 L 7z CFTR
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WHRD 5 A7 )7 Fhexon 1l Z/RIBL
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R GAR B DM A DFI50%1C 4 L, exon 1-
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Hrick v, 2EPRFsn w5 CFTR RS
BT AOKI0GITHA L TnWAH T &R
~EN7z. CFTR” J AEETF M & L C
L, &7V VOE#EY —7 /AL MLPA #
WMOEBPLETHSH & EBIT, 7/ LEHTT
CF JRERZE 538 Y S 75 WE Bl C U okt A
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