Genetics in Breast Cancer

Screening guidelines and
Risk Reducing Strategies
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Guidance for Hereditary Genetic Panel
Testing in Women with Breast Cancer

L‘ Patients with family members with known deleterious mutations
in BRCA1/2, PALB2, CHEK2, ATM, or other genes associated
with hereditary breast cancer

v

Patients with early-onset breast cancer (usually age <50 y)
Patients with triple-negative breast cancer (up to age 65 vy)

Patients with personal history of second breast cancer, or ovarian
4». cancer, or male breast cancer

v

Patients with one or more first-degree relatives with breast can-
cer, ovarian cancer, or male breast cancer

Patients with multiple family members with cancers that may be
associated with hereditary breast cancer syndromes including
pancreatic, prostate, colorectal, or uterine cancers, or cancers
associated with Li-Fraumeni syndrome

1 Patients who are potential candidates for adjuvant PARP inhibitor
’ therapy (see the following text)

7. Patients with metastatic breast cancer
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BRCA1PV

+ +
4

[ Breast cancer risk ] [ Ovarian cancer risk ]
[ l

I Screening ] Risk reduction ]
Fisk reduction

Intensified surveillance with MRI from
age 30 or 5 years younger than the

youngest family member with BC [A] May offer 6-monthly TVUS & RRBSO between ages
serum CA-125 from the age at which 35and 40 [A]
Imaging should be carried out RRBSO is recommended until RRS
6-monthly intervals [A] is completed [C]
If MRI not available for 6-monthly v v Following RRBSO, no further
screening, consider: [C] intensified gynaecological screening
- In carriers 30-39 years of age, US If BRRM & reconstruction carried out, RRMeds may be
with/without mammography consider baseline MRI following surgery [C] considered if BRRM is
- In carriers =40 years of age, - If negligible residual breast tissue, no not being adopted or risk
mammography with/without US further imaging screening [D] does not warrant RRS [C]
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iGORY? W SCREENING/FOLLOW-UPP
Q‘N « Clinical encounter®%" every 1-3 y
< >

('“’{WQ/ Age 225 but <40y « Breast awareness®

PR « Annual clinical encounter® 9"

risk 9 « Annual screening® mammogram (category 1)¢Pd
with tomosynthesis"
N - .

Age 240y - For those with dense breast tissue on

SCREENING OR
SYMPTOM CATEGORY?

Increased Risk:

Residual lifetime risk
220% as defined by

dels that include a
comprehenslve famllyl
historybkhm

mammography (heterogeneously or extremely
dense breasts), see increased risk belows®
* Breast awareness®

SCREENING/FOLLOW-UP®

« Clinical encounter®%" every 6-12 mo
» To begin when identified as being at increased risk
» Consider referral to a genetic counselor or other health professional with expertise and experience in cancer genetics, if
not already done
» Consider referral to a breast speclallst as approprlate
* Annual am®P with
» To begin no Iater than age 40 y, or 10 y prior to when the y gest family bert was di
prior to age 30 y" (whichever comes first)
« Annual breast MRI*¥¥ with and without contrast
» To begin no later than age 40 y, or 10 years prior to when the youngest family member! was diagnosed with breast cancer,
not prior to age 25 y*y (whlchever comes first)

d with breast cancer, not

» Consid hy (CEM)b or molecular breast imaging (MBI)'J for those who quahfy for but
cannot undergo MRI. Whole breast ultrasounclh may be done if CEM or MBI is not available/accessible?
« Consider risk r i gies (see NCCN Guidelines for Breast Cancer Risk Reduction)

« Breast awareness®
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