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Abstract

AIM: To investigate the significance of detection
of APC, MYH and AXIN2 gene mutations in
familial adenomatous polyposis (FAP) patients
for screening germline mutations predisposing
to FAP.

METHODS: Potential APC gene mutations
were detected in 5 FAP patients from Yunnan
Province, China, by exon-specific DNA
sequencing. For samples without already-
known APC gene mutations predisposing to
FAP, whole-gene sequencing of the MYH and
AXIN?2 genes was performed.

RESULTS: One novel heterozygous duplication
(11198_11200het_delTGT) of the APC gene was
observed. One novel heterozygous deletion
(11198_11200het_delTGT) was detected in the
MYH gene. Four synonymous mutations were
found in the AXIN2 gene, of which ¢.2062C>T(p.
L688L) was reported to be a pathogenic
mutation.

CONCLUSION: Compared with similar research
reports, the positive rate of germline mutation
of the APC gene is relatively low in Yunnan
Province. To get the full picture of germline
mutations predisposing to FAP, MYH and AXIN2
genes should also be tested for FAP pathogenic
gene screening,.

© 2015 Baishideng Publishing Group Inc. All rights
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