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Table 1. Genetic Predisposition to Breast Cancer
Syndrome Gene Inheritance Cancers
Breast/ovarian cancer syndrome BRCA1 AD Breast, ovary
BRCA2 AD Breast, ovary, prostate, pancreas
Li-Fraumeni syndrome TP53 AD Breast, brain, sarcoma, leukemia, adrenocortical carcinoma
Cowden disease PTEN AD Breast, ovary, thyroid, colon
Peutz-Jegher syndrome STKII/LKBA1 AD GIT, breast
Ataxia-telangiectasia ATM AD Breast
Site-specific breast cancer CHEK2 AD Breast
Muir-Torre syndrome MLH1/MSH2 AD Colorectal, breast
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Table 2. BRCA Mutations Among Cases of Female Breast Cancer Unselected for Family History (Modified Data from Table 1 in Hum

Mutat 20: 413-424, 2002)

Estimated prevalence

Population Groups
BRCAT1 (%) BRCA2 (%) Total (%)

Europe Unselected 04-57 02-85 1.8-59

Selected* 0.7-6.8 13-24 20-9.0
North America Unselected 00-26 3.1 3.1

Selected 59-75 34-66 9.4 — 131
Australia Unselected - - -

Selected 23-38 2.3 4.6
Asia Unselected 08-44 23-441 51-6.7

Selected 3.6 —-8.6 24 6.0
Korea Unselected

(0 0) 1.4 1.2

(0 0y 1.8 1.0 2.8

Unselected

(0 0y 8.7 4.0 12.7

(0 0y 10 8.7 15

*Selected groups were collected by age, family history, and bilaterality etc.
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Table 3. Cumulative Risk by Age of Breast Cancer in Women from
Families with BRCA1 and BRCA2 Mutations (Easton et al, 1995,
1997)
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Age (yrs) Cumulative risk (%)
BRCA1 BRCA2
30 3.2 4.6
40 19.1 12.0
50 50.8 46.0
60 54.2 61.0
70 85.0 86.0

Personal Characteristics

Breast cancer diagnosed at an early age

Bilateral breast cancer

A history of both breast and ovarian cancer

The presence of breast cancer in 1 or more male family mem-
bers

Family Characteristics1

Multiple cases of brest cancer in the family

Both breast and ovarian cancer in the family

One or more family members with 2 primary cancers
Ashkenazi Jewish background
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Fig. 1. Suggested algorithm for genetic
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Begin early survsillance program

Age 18: monthly breast selfexaminations

Age 25: monthly breast sel-examinations,
annual clinical examinations, annual
mammograms. Prophylactic mastectomy
after childbearing?

For those with BRCAT mutation, annual
CA-125 and pelvic ultrasound examinations
Prophylactic oophorsclomy after age 40?7

tamoxifen, ralox—
ifene BRCA1/

BRCA2 , , founder mutation
penetrance
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