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BB ERERON, Trvr AEEN 18 fl, 7L —AT T RNEEMN 23 FIT,
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A. 2282delC (7611s786X)

Normail 2282 exon 8
CTIC AGG CTA ACA AAACCT ...
lLeu Arg Leu Thr Llys Pro

del C
CTC AGG CTA A-AA AACCTT ...
leu Arg leu Lys Asn Leu
Mutant 761

B. 2761C>T (R921X)

Patient
AGCT

Normal 2761
GGG CTACGACCA 3
Gly lev +Arg Gin

GGG CTATGACCA
Gly Leu stop
Mutant 921

D. 1270delAGCC (427fs428X)

Normal 1270

TGG AGC ACC AGC CCTTTIAG ...

Thr Ser Pro lLeu
del AGCC

Trp  Ser

TGG AGC ACC. - - - - CTT TAG...

Trp Ser Thr

Mutant

Lev stop
427 428

E. 1427insA (476s481X)

Normal 1427

AGG CAA AAA ATG GCT GCA ..

Arg Gin Lys Met Ala Ala
ins A

AGG CAA AAA AAT GGCTGC ..

Arg Gln. 'Lys Asn Gly Cys

Mutant 474

® 1 ZFHX1B D&
A: FE6109-01, B: FE109-02,

Mutant
AGCT

Normal
AGCT

Patient
AGCT

TTA
Leu

TAA
stop
786

C. 1338insC (444fs455X)

Patient

Normal 1338 AGCT

GAA GCC CCTTTACTT , -

Glu Ala Pro Glu lle '
insC

GAA GCC CCC TIT...TAG

Glu Glu Pro Phe stop

Mutant 448 455

3

ing

Normal
AGCT

Patient
AGCT

Patient Normal Mutant

AGCT AGCT AGCT

GAA - .
Glu
JGA
stop

481

C: 5iE15109-03, D: JE#109-04, E: FE$109-05.
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