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      The BRCA1 and BRCA2 genes were discovered in 1994 and 1995.1,2 Studies have shown that around 5–10% of breast cancer cases are due to a mutation in one of these genes.3 Once a mutation has been identified in a family, it is possible to unambiguously assign mutation status to unaffected female relatives; this is the basis for predictive genetic counselling. The risk of developing breast cancer up to the age of 70 years among women with a positive BRCA1 test is estimated to be from 45–87%.4,5 In contrast, women from a family with a BRCA1 or BRCA2 mutation, but who themselves test negative for the familial mutation, are considered to have the normal population risk for breast and ovarian cancer, which in Canada is around 7% up to 70 years of age. Women with a negative test result are generally advised to undergo the regular breast cancer screening practices, typically consisting of an annual mammograms and a clinical breast examination.

      There is some question as to whether the risk of breast cancer in these mutation-negative women is in fact raised. Two recent studies reported an increase in breast and ovarian cancer risk for these women. Smith et al reported that 24% of 118 relatives with breast cancer or ovarian cancer cases in 277 families with a BRCA mutation were phenocopies, and they estimated the risk of breast cancer in mutation-negative women to be five times greater than expected.6 Gronwald et al studied unselected cases of breast cancer in Poland, 7 and found that only one of 17 … 
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