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Who has talked to a patient 

about their family history of 

breast cancer?  



Objectives 
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1. Hereditary breast cancer review 

2. Discuss case examples 

3. Explain who and how to refer 

• What to ask your patients 

• What forms to use 

• The genetic counselling/testing process 
 

 

 



The breakdown….. 

 

 

 

 

75-85% 

Sporadic 

5-10% 

Hereditary 

10-15% 

Familial 



Hereditary Breast Cancer  
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• BRCA1/2 - tumour suppressor genes 

• Cancer susceptibility 

 

• OTHER breast cancer predisposition genes exist  

• We do test for them currently 



Hereditary Breast Cancer: BRCA1/2  
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Features of HBOC: 

• Breast cancer <age 35 

• Ovarian cancer (non-mucinous, 
any age) 

• Bilateral breast cancer or breast 
& ovarian cancer in same 
person 

• Multiple cases of breast, 
ovarian, prostate, and/or 
pancreatic cancer in close 
relatives, on same side of family 

 

• Breast cancer in males 

• Breast or ovarian cancer in an 
Ashkenazi Jewish family 

• A family with a confirmed 
BRCA1 or BRCA2 mutation  

 



Multigene Panels 

Source: http://www.myriadgenetics.eu/wp-

content/uploads/2013/07/myRisk21.jpg 



New approaches in breast cancer genetics 

• 1781 hereditary 
breast cancer 
families  

• 25-Gene Panel 
(MyRisk) 

– 13.5% had a mutation 
• 9.3%: BRCA1 or 

BRCA2 

• 4.2%: at least one 
other gene 

– 41% VUS rate 

CHEK2  
37% 

PALB2 
15% 

BRIP1 
9% 

BARD1 
8% 

ATM 
15% 

TP53 
3% 

PMS2 
5% 

NBN 
4% 

MUTYH 
1% 

MSH2 
1% 

MSH6 
2% 

Allen, Tung et al ACMG 2014 



Genetic Testing 
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Lifetime risk  

by cancer type 

General 

population 

BRCA1/2 gene 

 mutation carrier 

female male 

Breast cancer 11% or 1 in 9 45-65% 1.2-6.8% 

Second primary 

breast cancer 

- 47% 

Ovarian* cancer 1-2% or 1 in 70 11-39% - 

Pancreatic cancer 1% or 1 in 100 7% (BRCA2-specific) 

Prostate cancer  13% or 1 in 8 - 23-60% 

Melanoma, bile 

duct, etc.  

Variable Increased above general 

population 

*Including primary peritoneal and fallopian tube cancer 



Management of BRCA1/2 carriers: Females  
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Intervention Recommendation 

Breast awareness Starting at age 18y 

Clinical breast 

exam 

q.6-12mo, starting at age 25y 

Breast MRI q.12 mo, starting at age 25y *(can start earlier if 

family history warrants) 

Mammogram q.12 mo, starting at age 30y 

Risk-reducing 

BSO** 

No age consensus, but typically between 35 and 

40, or on completion of child bearing 

Risk-reducing 

mastectomy 

Discussion options with patient as needed 



Management of BRCA1/2 carriers: Males 
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Intervention Recommendation 

Breast self-exam 

training and self-

awareness 

Starting at age 35y 

Clinical breast exam Starting at age 35y, q.12mo 

Prostate cancer 

screening 
• Digital Rectal Examination 

• Prostate Specific Antigen 

(PSA) 

Starting at age 40y 

Physical examination 

 

Starting at age 35. q.12mo 



Other breast cancer susceptibility genes 
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Gene Breast Cancer Risk and 

Management 

CHEK2 Increased risk of BC 

• Screening: Annual mammogram 

and consider breast MRI with 

contrast age 40y 

• RRM: Evidence insufficient, 

manage based on family history 

PALB2 Increased risk of BC 

• Screening: Annual mammogram 

and consider breast MRI with 

contrast age 30y 

• RRM: Consider based on family 

history 

 



 

 

 

 

75-85% 

Sporadic 

5-10% 

Hereditary 

10-15% 

Familial 



Case Example 

Bilateral 

No gene mutation! 



Case Example 

• Eligible for OBSP high risk 

program 

 

• Begin annual 

Mammograms and breast 

MRIs 



Case Example #2:  
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• Bilateral breast 

cancer at age 

58 

• +FHx of BrCa 

and colon Ca 

• No gene 

mutation 

identified - 

BRCA1/2 

normal 

• Further testing 

revealed 

CHEK2 

mutation 
 



Ways to access genetics services in our area 
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Two referral 

forms  

ONE CANCER 

GENETICS 

CLINIC 



Cancer Genetics services in our area 
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• Females and males of all ages 

• Suggestive family history of any 

form of hereditary cancer  

 

 

 

 

• Women between ages of 30-69 

• Suggestive history of hereditary 

breast and ovarian cancer (see 

referral form) 

• No acute breast symptoms 

• Has NOT had a bilateral mastectomy 

 

 

 

 

 

Cancer Genetics 

Program 
OBSP High Risk 

• Valid OHIP, Ontario Resident 

• May or may not qualify for genetic testing  

• May or may not qualify for high risk breast cancer screening  

• MM and brMRI 

 



Cancer Genetics Referral: A closer look 

When in doubt, 

call Veronica at 

519-254-5577 

ext: 58601 

Fax to 519-255-8688 



Annual Breast MRI and Mammography as early as age 30 

 

Category A 

• Booked for MRI and mammogram 

without needing a genetics 

assessment 

 

Referred to genetic counsellor for 

further assessment.  

• Eligibility for MRIs is 

determined/coordinated  

 

Category B 



Category 

A 

Category 

B 







After the referral: Genetics or Category B OBSP 
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Appointment 

Consult letter faxed to 
referring provider 

Testing result outlined  

ONLY IF done 

Screening 
recommendations outlined, 

if applicable 

Completed questionnaire returned 

Appointment booked 
8-9 month wait time from return of 

questionnaire 

Your patient is contacted by phone 

Sent family history questionnaire 
One month deadline to complete 

and return to us 



Cancer Genetics Program: History 

• Established in 2013 to increase access to cancer genetics 
services in the ESC LHIN 

– In-person appointments, WRCC  

– Phone appointments during and after business hours (8am-4pm) 

 

• Medical Genetics affiliation LHSC 
– Monthly cancer geneticist clinic 

 

 
 

Veronica Bryksa, MS, MS, CGC, CCGC 

 
Elana Wishnefsky, MS, CGC 

 
Jack Jung, MD, FRCPC, FCCMG   



Your important role as PCPs 

Visit with 
physician 

Recognize 
features of 
a high risk 

family 

Refer 
patient for 

genetic 
counselling 

(GC) 

Patient has 
GC 

appointment 

Patient 
eligible for 
enhanced 
screening 

Recognize 

Educate 

Refer 

Coordinate screening 



THANKS! 

QUESTIONS?? 

Call us!! 519-254-5577 
• Veronica/Genetic Counsellor: x58601 

• Dina/Genetics Secretary: x58620 



Referral to the 

Cancer Genetics 

Program 

Genetic counselling and assessment 

Genetic testing coordination/disclosure No testing

  

Screening recommendations, 

MRI eligibility determined, etc. Mutation 

found 

No 

Mutation 

found 

Variant of 

uncertain 

significance 

• Discussion of results 

• Recommendations, MRI eligibility determined  

• Referrals to specialists, if desired 

• Support resources provided to patient 

• Review family and 

personal history 

• Educate patient 

on hereditary 

cancer 

• Review eligibility 

for genetic testing 

• Genetic 

discrimination?  

 

Referral to OBSP 

High Risk Screening 

Cat B 


