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P0662 CARD15 MUTATIONS AND COLORECTAL CANCER IN A SOUTH
EUROPEAN COUNTRY
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INTRODUCTION/OBJE S: CARDIS mutations are associated with higher
susceptibility o Crohn’s disease and longstanding colonic Crohn’s discase increases
the risk of developing colorectal cancer. The relationship between these mutations and
sporadic CRC remains controversial

AIMS & METHODS: To assess whether germline and/or somatic CARD/S mutations
are risk factors for sporadic colorectal cancer in Portugal and whether there are
genotype-phenotype correlations in these patients.

The 3 main CARDIS mutations (R702W, G908Rand 3020insC) were researched in
112 sporadic colorectal cancer patients and 152 healthy subjcets.

RESULTS: Overall, CARDIS mutations were found in 18 patients (16.1%) and in
15 controls (9.9%) (p=0.132). Individually, the incidence of RT02W was significantly
higher in the patients than in the controls (12.5% oy p=0.035). whereas the
‘genotype frequencies for GOOSR (2.7% us. 3.3%) and 3020insC (0.9% cs. 1.3%) were
not siatistically different between the two groups. Entire genotypic agreement was
found in patients genotyped for blood and neoplastic DNA. A significantly higher
incidence of CARDIS mutations was detected in patients with colorectal cancer
diagnosed under 60 years old (28.6% us. 10.4%, p=0.015) and in female paticnis
(244% os. 10.4%, p=0.048). No associations were found between CARDIS mutations
and family history, symptoms or coloreetal cancer pathologic characteristics
CONCLUSION: ‘The CARDIS R702W variant might be a predisposing factor to
sparadic colorectal cancer in Portugal, particularly in patients under 60 years old and
in female patients. This susceptibility appears 1 be linked with germline CARDIS
mutations. Nevertheless, we have found no evidence that CARDIS mutations predict
the pathologic characteristics of colorectal cancer.
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