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ARHEIM & O DNA ##ii L, CFTR £2717
VoV EZDO ETREE bp KU T HE— X —
(5" E9it#91,000 bp & C) OIFHELY | % B 47> —
ALz
2.  Multiplex ligation-dependent probe amplifi-

O CFTR Ein Wt 1T - 7. cation (MLPA) fi##7
£ 1 CFTR #Ef=THTES
EE | | WA | 7LV 1ER 7uvvegxs | WECURE ) BAE  RRE )| BEE |

1 10,8 | & 1609delCA G542X 156 O O el EL
2| 1 | B | delele-17p | deletion/skipping of 122 O O O L
3] 38% | B T10861 dele16-17b 88 O O L O
4 | 19% | B R75X dele16-17b 96 O O O L
5 | 208% U E217G ND >60 O O el EL
6 | 2% s dele16-17b dele16-17b 238 FEERE) | O O L
7 | 6 | 7% | pLeuddlPro ND 114 @) O @) 2P
8 | 3k s 182delT [delta]F508 60 O O L L
9 | 5@ | & dele16-17b [delta]F508 66 O O L fEL

10 | 8,-H | 5 R1066C R1066C 235 O O O EL

11 4,8 | B [delta]F508 Q1042TfsX5 152 O O O L

12 | 10% | « 1540del10 Y517H 53 O O L L
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MLPA i3, Bx 7V VICELRIBLEBE L
Y @ genomic rearrangement % 7€ = HY IZ & H
LT ik Th 5. SALSA P091-C1 CFTR
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1085 3367 +260del7201).

MLPA kit 1Z1%, F508del Z# w4 4 7-
BHIZ, ¢.1521_1523D CTT %Z&ds12H I/
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75, A B sk o F508del 2 5 & £ 8 sk
delel6-17Tb ZRDONTOEGHKRTHLHZ L%
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WHKRDO 5 A7 107 5 exonl /RIEL
TW72d).

D. &

L& TICM4H 5% © CFTR B EF W 217
S T12FER247 VIV D S L, T VT ANFEREA
FRDODNLBIEFEENIIT VIVICKRE SN

1540del10
=oAL Y T
1609delCA

Y517H

182delT

R75X E217G  L441P

I

AF508 (3)

G542X

Q1042TfsX5
1066C (2)
T

10861

4 56a6b 78 9 10

- 23
deletion/skipping of
exon1 in the CFTR

1t st/ CF JRRZERE

1112 13 14a14b15 1617a17b18
—

19
dele16-17b (6)

20 21 222324

T VT NCHA 7% CF RRZER Z KFTRL 7.

BRAEROT VIV TR I N8BS

» T VIVE R ST R

— 265 —



patient

R1066C/R1066C /\/\/\/\/\/\/\/\
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dele16—17b (495bp)
1

‘14aIHb 15 }16‘173‘ 17b‘18‘ 19 ‘20 ‘21‘ 22’23‘ 24 }7

%1‘2‘3‘ 4 ‘5‘6a|6b’ 7 ‘8‘ 9 ‘ 10 ‘11}12‘ 13

-----------
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' —— ‘ PR

CHEE A

4 deletion/skipping of exonl in the CFTR transcript #E# 2

7o. ZOSHL2HOERITFHRICH S -7
BRTHSH. S5%b, CFTRE27T7 YV VD
By —r Akt ALERD 5.

B CFTR &= T L @ large genomic rear-
rangement (Z30FE DL BT ST 519,
Z OHT delel6-17b Z R IT HAAD CF H¥&
TEMMEOEWCFRRZER ThH 5.
delel6-17b B —H O T VIVICHFEST LB E,
7T ANOEEY T VATEBERSNT,
MLPA B 5\t delel6-17b &7 5 7 A
P A VDI AL T HALERD L. BRI,
B —7 Vv AIC LD, =716 05
17b DFIKIC B HBIETAEROREEGK & H
EINHE, EBRICIZIZOER L delel6-
170 ONT EER T HTREMN 1D 5. AEHI
1003, delel6-17b 23 %\ C & # R L,
R1066C (L7 vV17biZH %) DREEEH L
e SNz, T/, SEIOMEHTTIE247 LV
FO T VIVICBRKRBIOE R I SN TE
D, SHEOERF T, delel6—17b L4+ large
genomic rearrangement 2M&H & 1 A FREME 2
B5.

RO 7 VLT delel6-17b #FrH A DT
VIVICBBIEFEEPEH SN T\ - IoiE
G GEG 2, £ 1ICOWT, EREE AT 7 O
Frickv, o7V iviko CEFTR 5V
ATV T ML)V 1R EDRGTP-
2. CORTIGAVVITRFEDANZ AL ER
W, —#xIEDH 5 CFTREALEGRLINT
WBD), CEFTRIEHDAER > TW5D0, 7
FRITHTHAH., =7V /1REBFF VAT
U7 OB E LT ABEDLRD 5.

E. &

dele16-17b, E217G, L441P, 1540dell0,
Y517H, Q1042TfsX5, T10861, exonl KiB T 5
VA VT NRET VT ANEICH AT CFTR &
GFERTHY, ZDHHdelel6-17biZ HA
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B5.
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