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Where do our patients come from?

Patient selection
• Own clinic

• Tumor Board recommendation

• Referral GP/ Gynecologist

• Self referral

▫ Different risk situation

▫ Ordinary people often overestimate their

own cancer risk
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1. Step

• Detailed family history

• Medical history, if available

• Earlier genetic test results, if available

▫ Clients should bring with them all documents

(former reports/results) to their first appointment
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Risk Assessment
Questionnaire

of the Swiss Society of

Medical Genetics and the

Swiss Society of Senology

• Physicians should view hereditary cancer 

risk assessment as crucial component of 

evaluation of new and established cancer 

patients

• Physicians should view the results of 

genetic testing for hereditary cancer 

crucial for treatment and management 

decisions for appropriate patients
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Risk Assessment: Criteria for

further risk evaluation
• Ovarian cancer

• Personal history of breast cancer + >1 of following criteria: 

▫ A known mutation in a cancer susceptibility gene in the family

▫ Early onset of breast cancer (<50y)

▫ Triple negative breast cancer

▫ Bilateral breast cancer

▫ Breast cancer at any age and

 >1 close relative with breast cancer <50

 >1 close relative with invasive ovarian cancer

 >2 close relatives with breast cancer at any age

• Male breast cancer

• Askenazi Jewish ancestry with breast, ovarian or pancreatic cancer

associated at any age
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ASBrS Recommends All Patients with a 
Personal History of Breast Cancer 
Should be Offered Genetic Testing

Underdiagnosis of Hereditary Breast Cancer: Are Genetic
Testing Guideline a Tool or an Obstacle
Peter D. Beitsch et al., JCO 11/2018



Family history questionnaire
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Family Pedigree
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http://www.quickpedigree.com

http://www.quickpedigree.com/


Three generation pedigree

• Cancers

• Primary tumor

• Metastasis

• Bilateral breast cancer?

• Age at Diagnosis

• If possible: confirmation of diagnosis with medical documentation
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2. Step: Genetic Counseling

• Discussion of breast cancer risk factors

• Introduction: how does genetics work

• Who is eligible for testing in the family (red flags)?

• Costs and time 

• Which test results are possible/ can be expected?

• Surveillance recommendations
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Tools for Counseling
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New: Genetic Counseling Guide
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3. Step: Risk-prediction models for HBOC

• BRCAPro-Modell (CaGene6)
▫ http://www.4.utsouthwestern.edu/breasthealth/cagene/

• BOADICEA
▫ http://ccge.medschl.cam.ac.uk/boadicea/

• Myriad-Family History Tool, online
▫ http://fht.myriad.com

• Tyrer-Cuzick-Modell (IBIS-Modell)
▫ http://www.ems-trials.org/riskevaluator/
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Risk-prediction models for colorectal

cancer
• MMRPro (Cagene6 Programm)

• PREMM5-Model:
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Lynch Syndrom: http://lscarisk.org/
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Guidelines
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NCCN Guidelines: Multi-Gene Testing

Statement: 

It is for these and other reasons, that multigene
testing is ideally offered in the context of
professional genetic expertise for pre- and post-
test genetic counseling
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SAKK: Swiss guidelines
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Purpose for Genetic Testing 

in Oncology

• Identify patients at significant risk for second cancers

• Modify current treatment plan to reduce the likelihood 

of second cancer

• Implement cancer risk management strategies to 
▫ Reduce the likelihood of a second cancer

▫ Find second cancers at an earlier, more treatable stage surveillance 

strategies

▫ Identify family members at hereditary risk before the first cancer
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What are Swiss health insurances

pay for: list of analyses
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KLV
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Reimbursement of Panel Analyses
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Panels: Genes by Cancer Type and Risk 

https://new.myriadpro.com/products/myriad-myrisk/myrisk-gene-table/
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Reimbursement request for single gene

testing e.g. BRCA1/2

www.vertrauensaerzte.ch

Services

Application form for

Kostengutsprache-Gesuch zu 

Handen des Vertrauensarztes

https://www.vertrauensaerzte.ch/links/cover
commitment/brca/brca_cost_demand_d.pdf
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Letter for Reimbursement request for

genetic testing
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Genetic testing of healthy individuals

(unaffected) /potential carriers

• Cave:

▫ Supplemetary insurance

▫ Life insurance (>400’000sFR!)
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Application form for estimated costs

for rare familial cancer syndroms

• Due for (e.g.):

▫ PTEN

▫ STK11

▫ CDH1
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Informed Consent for genetic testing
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Interpretation of the result

• Deleterious Mutation

• VUS

• Benign variant/Polymorphism

▫ Databases: Example BIC Database (Breast Cancer 
Information Core)

▫ App: BRCA Exchange
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Communicate results

• First contact via mail

• In case of a negative test result (no mutation detected):
▫ Appointement for post-test-counseling

▫ patient and respective physician will be notified by letter
including a copy of the test results and a short
recommendation regarding future preventive
measurements

• In case of a positive test result (mutation detected):
▫ Appointment for post-test-counseling

▫ Detailed reporting with recommendations

▫ If requested, referral to a specialist
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Stanford Decision Tool for women with 

BRCA Mutations http://brcatool.standford.edu
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Prophylactic surgical measurements

KVG: basic insurance
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Prophylactic surgical measurements

KVG: basic insurance
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Topics for

post-test-counseling

• Intensified prevention

• Possibility of prophylactic surgical measurements

• Which family members should be notified/ 

tested?

• Other risk-reducing strategies

• Validation that recommended care can be

guarantueed

• Psychological aspects and support

• Patient support group
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Young affected patients with strong 

suspicion for HBOC

• Neoadjuvant chemotherapy concept helps gain time to plan optimal 

therapy

▫ Time to discuss mastectomy vs. breast conserving therapy and
prophylactic contralateral mastectomy

• Additional Carboplatin with chemotherapy

▫ TNT Trial supports Platinums in BRCA-mutated breast cancer

 Among the 43 BRCA-positive patients, however, a difference emerged between the 
regimens. The objective response rate was 68% with carboplatin and 33% with 
docetaxel, a 34.7% absolute difference (95% CI = 6.3% to 63.1%), which was 
statistically significant (P = .03). In contrast, for the 273 BRCA-negative patients, 
response rates were not significantly different at 28.1% and 36.6% (absolute 
difference = –8.5%, 95% CI = –19.6% to 2.6%), respectively (P = 0.16).
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Federal law regarding genetic analyses of

humans (GUMG) Stand  01.01.2014 (in revision)
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Total Revision GUMG

What will be new? 
The draft aims to strengthen the right of self-
determination of individuals and to ensure the quality 
of the genetic examinations. Comprehensive 
prohibitions are waived (for example, genetic testing 
outside the medical field). Non-judicious persons 
(especially small children) should be protected. Only 
medically necessary genetic examinations should be 
allowed in this population; especially children should 
be able to decide later in their lives whether they want 
to know more about their genome.
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GUMG: Permissability of genetic Tests
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