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Summary

A Clinical practice in offering BRCA gene
testing

A Patient choice in mammographic screening

A The clinical introduction of a new blood test
for early diagnosis of breast cancer



The Clinical Scene
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A high risk family
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BRCA1 Structure

4 available bases:
CGAoT

Arranged in line T 100,000
-CGATTCGGGTAAAA-

Mutation
-change of one base anywhere in the line



Genetic Testing

A 2 step process:

1. identify mutation in affected
family member

t hené

2. offer direct gene test to other family
members



Increased lifetime risk of :

1. Breast cancer at a young age
(below 50 years old 50% risk)

andé

2. Ovarian cancer (lifetime risk up to
40%)



