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The aims of our study were: (1) to detect
disease-associated BRCA1 mutations in a series
of Portuguese patients with breast and/or ovarian
cancer; (2) to evaluate the expression of
molecular markers of biological behaviour,
namely ER, proliferative index, c-erb-B2, p53,
sialyl-Tn and angiogenic index in a series of
hereditary breast cancer (HBC) in relation to
sporadic cases.  We selected 65 patients con-
secutively diagnosed in our institute with early-
onset breast cancer.  Three patients with ovarian

cancer were also studied.  The breast cancer cases
were divided into hereditary (n = 33) and
sporadic (n = 32) according to BCLC criteria.
BRCA1 mutations were studied by PTT and
Fragment Analysis.  Direct sequencing was
performed in the positive cases.  Two cases with
alteration in BRCA1 gene were observed.  One
ovarian carcinoma presented a mutation in exon
11 (3444delAAAT).  A deletion in intron 1 was
observed in one breast cancer case (IVS18+
80delA).  These two mutations were not
previously described according to BIC web site.
The histologic parameters of breast cancer cases
were evaluated in tissue sections and the markers
were studied by immunohistochemistry.  HBC
cases presented younger age of onset, higher
angiogenic and proliferative indexes.  There were
no significant differences in tumour size, nodal
status, histologic grade, ER status and expression
of c-erb-B2, p53 and sialyl-Tn.  In conclusion,
we detected two new BRCA1 mutations in a
series of early-onset breast and/or ovarian cancer
patients of Portuguese origin.  This is the first
description of BRCA1 mutations in a Portuguese
population.
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