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A Cancer Survivor is Anyone 

Diagnosed with Cancer and ……. 
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• Living cancer-free for the remainder of  life 

• Living cancer-free for many years but 

experiencing one or more serious, late 

complications of  treatment  

• Living cancer-free for many years, but dying 

after a late recurrence  

• Living cancer-free after the first cancer is 

treated, but developing a second cancer  

• Living with intermittent periods of  active 

disease requiring treatment  

• Living with cancer continuously without a 

disease-free period 

www.cancer.org 
 

http://www.cancer.org/


Growing Survivorship Population 

Bluethmann Cancer Epidemiol Biomarkers Prev 2016 
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Precision Medicine:  Risk 

Assessment and Tailored Treatment 
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Breast Cancer Risk is Multi-Factorial 



American Society of Clinical Oncology (ASCO) 
 

“Genetic testing can have implications for management of the cancer 
patients, including: surgical treatment, chemotherapy choices, prognosis and 

risk for additional cancers. It is therefore important to assess the risk of a 
hereditary syndrome at diagnosis, at decision points along the cancer 

treatment trajectory and again when entering survivorship or surveillance.” 1 

 
 
 
 
 

1 http://www.asco.org/practice-guidelines/practice-management-issues/genetics-toolkit/genetic-testing 
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Differences Between Somatic & 

Germline Mutations 
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SOMATIC GERMLINE 



Inherited or Acquired Genetic 

Variants 
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Genomics can increase diagnostic 

specificity 

HER2 
SCC 
CEA 

CEA 
SCC 
NSE 
TPA 

AFP 
Ferritin 

CEA 

BRAF 
CA19-9 

CEA 

CA19-9 
CA72-4 

CEA 

Germline Testing Targeted Biomarker Testing 



How Does Genetics Work in Cancer 

Treatment Decisions 
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Germline testing can impact future cancer screening and prevention 

Genomic testing  can inform prognosis, adjuvant therapy, and targeted treatments 

1. Ford D, et al. Lancet 1994  
2. Nielsen M, et al 
3. Baglietto L, et al. J Natl Cancer Inst 2010 
4. Begg CB, et al. J Natl Cancer Inst 2005 
5. Provenzale D, et al.  
6. Pharoah PD, et al. Gastroenterology 2001  
7. Tai YC, et al. J Natl Cancer Inst 2007 



Difference between Germline & 

Somatic Testing 
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Genetic Tumor Boards 

Somatic Test 

point  of care tools

case studies

CME courses

genomic tumor board

resources

Germline Test 

Genetic Counseling Genetic Counseling 



National Comprehensive Cancer Network® (NCCN®) 

Guidelines for Genetic Testing in Breast Cancer  
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NCCN Clinical Practice Guidelines in Oncology (NCCN Guidelines®) 
1.2019 for BRCA-Related Breast &/or Ovarian Cancer Syndrome 

 

• For patients with HER2-negative tumors 

eligible for single-agent therapy, strongly 

consider germline BRCA 1/2 testing 

• Genetic counseling if patient is high risk for 

hereditary breast cancer 

NCCN Clinical Practice Guidelines in Oncology 
(NCCN Guidelines®) for Breast Cancer1 

1. NCCN Clinical Practice 
Guidelines in Oncology 
(NCCN Guidelines®) for 
Breast Cancer. Version 
1.2019. 
http://www.nccn.org. 
Updated July 11, 2018.  . 
Accessed July 13, 2018. 2. 
NCCN Clinical Practice 
Guidelines in Oncology 
(NCCN Guidelines®) for 
Genetic/Familial High-Risk 
Assessment: Breast and 
Ovarian. Version 1.2018. 
http://www.nccn.org. 
Updated October 3, 2017. 
Accessed May 2, 2018.  

 This is a large number of  survivors! 

 What is your process for identification? 



Case 1  

Prostate cancer 

Breast cancer 

dx 82 y/o 

dx 55 y/o 
metastatic 

25 y/o 27 y/o 
Kidney cancer 

Kidney dx 47 y/o 
Prostate dx 59 y/o 



Case 1  

Prostate cancer 

Breast cancer 

dx 82 y/o 

dx 55 y/o 
metastatic 

25 y/o 27 y/o 
Kidney cancer 

Kidney dx 47 y/o 
Prostate dx 59 y/o 



Shared Decision Making 
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• When the patient and the 

physician make decisions 

together regarding: care 

plan and management. 

 

• Expectation is that 

patients are well 

informed and 

comfortable with the 

plan.  

Schrager.  Family Practice Management. 2017. 



Share Decision Making 

• Additional Considerations: 

– How will testing impact treatment? 

– How comfortable is the patient informing at risk family members if  he is found to 

have a positive mutation? 

– How will testing impact their future cancer surveillance? 

– Psychosocial implications of  testing.  



Case 1 + BRCA2 

• Need to inform 

– Both daughters should be recommended for genetic counseling 

and testing.  

– A positive mutation would alter recommendations for breast and 

ovarian cancer screening including additional screening modalities 

and starting at a younger age.  

– A positive mutation would make them eligible to consider 

preventative measures including prophylactic surgeries.  



Breast Cancer Risk Comparison 



Case 1  

Prostate cancer 

Breast cancer 

dx 82 y/o 

dx 55 y/o 
metastatic 

25 y/o 27 y/o 
Kidney cancer 

Kidney dx 47 y/o 
Prostate dx 59 y/o 



Recommended Counseling and Management 
NCCN V1.2108 

• Education/breast awareness by 18y/o 

• Clinical breast examination annually or semiannually beginning at 

25y/o* 

• Breast imaging: 

– MRI beginning at 25y/o* 

– Mammogram + MRI from 30-75y/o* 

• Preventive surgery 

– Risk reducing mastectomy (RRM) 

– Risk reducing salpingo-oophorectomy (RRSO) ~35-40y/o 

• Ovarian cancer screening: (if  did not undergo RRSO) 

– Transvaginal ultrasound + CA-125 blood test 

– Poor sensitivity, so at the clinicians discretion 
*individual recommendations if breast cancer diagnosed under age 30 in the family 



dx 59 y/o 
Breast cancer Metastatic ER+ HER2- Breast Cancer 

 - metastatic to liver and bone 

 - received 2 lines of  endocrine therapy 

 - received 1 line of  chemotherapy 

-  NGS done for clinical trial at outside 

institution + BRCA2 variant. 
 

Case Study 2 

Jeff  Weitzel, MD 

Education Session 



Share Decision Making 

Patients should be advised 

mutations may be detected 

that are not actionable.  



Robson M et al. N Engl J Med 2017;377:523-533. 

Olaparib for Metastatic Breast Cancer in 

Patients with Germline BRCA Mutation 

 
Kaplan–Meier Estimates of  Progression-free Survival 



Olaparib approval for germline BRCA+ 

metastatic breast cancer 

• January 12 2018 – FDA approved olaparib for 

treatment of  patients with deleterious or suspected 

deleterious germline BRCA-mutated, HER2 negative 

metastatic breast cancer who have received prior 

chemotherapy in the neoadjuvant, adjuvant or 

metastatic setting.  

• The was approved with marketing authorization for 

the companion diagnostic, BRACAnalysis CDx test 

(Myriad Genetic Laboratories, Inc).  



dx 59 y/o 
Breast cancer 

**BRCA1/2 germline testing is indicated if  

a BRCA1/2 mutation is identified on tumor 

profiling. 

Case Study:  Post Germline Testing 



Concerns and Access to Care  
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 Access to genetic counseling 

 Access to targeted therapies 

 Common provider concerns: 

“These syndromes are so rare and I 

almost never find a positive result” 

“It won’t affect how I manage this 

patient’s care” 

“My patient’s don’t want to know if  

the have a bad gene” 

“I don’t have time to get into this with 

my patients” 

“I am worried about how complicated 

testing is- and which test(s) to order” 

“Insurance will not cover this 

expensive test and the patient will be 

left with large out-of-pocket costs” 



Discussion & Questions 


