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GENETIC TESTING FOR BREAST CANCER
By Joginder Singh, M.D.

Breast Cancer is a commaancer.
One in 9 women will have breast
cancer in their lifetime. Most
women are scared of the hereditary
nature of breast cancer. They
would like to know the chances of
breast cancer in their siblings and
children. It should be noted that
most bread cancers are sporadic
and no hereditary cause is found.
Only 7-10% of breast cancers are
due to hereditary factors. Major
causes of hereditary breast cancer
are due to alterations of genes
BRCAL and BRCA2.

What are BRCA1 and BRCA2
mutation?

Every hunan cell (except red blood
cells) has a nucleus, which has 23
pairs of chromosomes.
Chromosomes contain DNA
(Deoxyribonucleic acid). DNA
exists as two long paired strands
spiraled into a double helix. Each
strand is made up of millions of
chemical building blocks called
bases. There are only four different
chemical bases in DNA (Adenine,
Thymine, Cytosine, Guanine) but

they can be arranged and rearranged.

in countless ways. The order in
which bases occur determine the
message to be conveyed much as
specfic letters of the alpabet
combine to fornwords asd
sentences. Cell function is
determined by protein and structure
of proteins and function depends on
structure of DNA. If there is
mutation or change in hormal base

pair sequence in DNA proteins
formed may not function or
function differently. It should be
noted, that some mutations are
silent. Like the words GRAY and
GREY are different but mean the
same. However, if you change
GRAY and GREY to GRZY, it
does not mean anything and the
protein may nofunction. BRCA is
located on chromosome 17 and
BRCA?Z is located on chromosome
13. 500 different mutations have
been found in BRCA1 and 300 in
BRCAZ2, however, many mutations
are silent and some are of unknown
significance.

Who should be tested?

Because these tests have
implications not only on the
individual being tested but also on
the whole family, the individual
being tested should be given
detailed information about the risks
and benefits of testing.

Features that increase likelihood of
havingBRCA mutation are:

Multiple cases of early onset

breast cancer.

2. History of ovarian cancer in
same family.

3. Breast and ovarian cancer in
same woman.

5. History of bilateral breast
cancer.

6. Ashkanezi Jewish heritage

since there is a higher incidence
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