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ABSTRACT
BACKGROUND AND OBJECTIVE: Breast cancer is the most common cancer in women, which is associated with
genetic changes such as mutations in carcinogenic genes and tumor suppressor genes. One of the most important tumor
suppressor genes involved in breast cancer is the BRCAL gene. The mutation in this gene is a common occurrence in
human breast cancer. The purpose of this study is to investigate the mutations of exon 11-A of BRCAL gene in women
with breast cancer in the northwest of Iran.
METHODS: In this descriptive study, blood sample were collected form 40 patients with breast cancer whose cancer
was diagnosed before the age of 40 years and the exon 11-A of BRCAL gene was examined using PCR and direct
sequencing methods to detect mutations. Sequencing results were analyzed using Chromas software.
FINDING: In the present study, a nonsynonymous mutation was reported as a new mutation of BRCAL gene for the
first time: Ala584Thr mutation was also observed in two samples. The mutations of codon 694 (Ser694Ser) showed a
higher incidence (52.5%). Other mutations were observed in codons 693, 356, 486, 550 and 628.
CONCLUSION: Based on the results of this study, mutations and polymorphisms of exon 11 of BRCAL gene were
observed for the first time in the northwestern population of Iran. One new case of mutation was observed in exon 11-A
of BRCA1 gene.
KEY WORDS: Breast cancer, BRCAL, Exon 11-A, mutation.
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