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OBJECTIVE 1:

OBJECTIVE 2:

OBJECTIVE 3: 

Decipher how to identify individuals who are
suspicious of having a hereditary cancer gene
mutation

Describe the increased cancer risks associated
with hereditary cancer gene mutations

Discuss potential changes to medical
management recommendations as a result of
an inherited gene mutation



5-10% of all cancer are
hereditary

Lorna Alvarado

Is it a random (sporadic)
cancer or due to an inherited

gene mutation?



WHO DO WE
SUSPECT? 



FAMILY HISTORY



RED FLAGS

03 - SOCIAL MEDIA02 - WEBSITE

Early onset

Rare cancers

Aggressive cancers
Multiple generations with similar types of cancer

Individuals with multiple primary cancers

Bilateral cancers



ASK MORE
QUESTIONS

01 - BRANDING

02 - WEBSITE

03 - SOCIAL MEDIA
Previous “negative” genetic testing...What does
that mean?  



ASK MORE
QUESTIONS Previous “negative” genetic testing

What does that mean?  
When was testing performed?
What genes were tested?
What type of testing analysis
was used?



WHO IS MOST INFORMATIVE FAMILY
MEMBER TO INITIATE GENETIC

TESTING PROCESS?



WHO IS MOST INFORMATIVE FAMILY
MEMBER TO INITIATE GENETIC

TESTING PROCESS?



POSITIVE RESULTS

WHAT DOES THIS MEAN FOR

CANCER RISK?

HOW DOES THIS INFORMATION

CHANGE MEDICAL MANAGEMENT?



FAMILY 1:







Cancer
General
Population Risk

BRCA1/2 Risk

Breast 12% > 60%

Male Breast <0.5% Up to 1.2%

Ovary 1-2% Up to 58%

Prostate 12-13% Up to 61%

Pancreas 1-2% Up to 10%

CANCER RISKS:
BRCA1/2

NCCN



MEDICAL MANAGEMENT:
BRCA1/2

Breast (female)*
Breast awareness at 18

Clinical breast exam every 6-12 month at 25
Annual breast MRI starting at 25

Annual mammogram starting at 30
Consider risk reducing mastectomy

Chemoprevention options to consider

Ovaries*
Consider risk reducing bilateral

salpingo-oophorectomy
Chemoprevention options to consider

Prostate*
Prostate cancer screening at 40

Pancreas*

Melanoma
Annual full-body skin examination

Minimizing ultraviolet (UV) exposure

Breast (male)*
Self-breast exam at age 35

Annual clinical breast exam at 35
For BRCA2: Annual mammogram at 50

Annual MRI/MRCP and/or EUS
starting at age 50 if family history of

PDAC in FDR/SDR

NCCN*Consider PARP inhibitor in
cancer treatment plan



FAMILY 2:







CANCER RISKS:
LYNCH SYNDROME

NCCN



MEDICAL
MANAGEMENT:

LYNCH SYNDROME

Colon*

Colonoscopy every 1-2 years at 20-25
Consider daily aspirin to reduce the

risk of CRC

Uterus*

Consider Total Abdominal
Hysterectomy

Ovaries

Consider Risk Reducing Bilateral
Salpingo-Oophorectomy

Stomach and
Small Bowel

Pancreas

Annual MRI/MRCP and/or EUS
starting at age 50 if family history of

PDAC in FDR/SDR

Prostate

Upper GI Surveillance with EGD every
2-4 years at age 30-40

Consider annual prostate screening
at age 40 

Patients should be educated regarding
signs and symptoms of neurologic
cancer and the importance of prompt
reporting of abnormal symptoms to
their physicians.  
Consider skin exam every 1-2 years. 
Age to start surveillance is uncertain
and can be individualized.

Consider annual urinalysis starting at
age 30-35 y in individuals with family
history of urothelial cancer or with a
MSH2 gene mutation
Consider annual physical/neurologic
exam starting at age 25-30 y 

NCCN*Consider immunotherapy in cancer treatment plan



FAMILY 3:



Cancer
General
Population Risk

PALB2 Risk

Breast 12% 41-60%

Male Breast <0.5% 0.9%

Ovary 1-2% 3-5%

Pancreas 1-2% 2-5%

CANCER RISKS:
PALB2

NCCN



MEDICAL
MANAGEMENT:

PALB2
Breast (female)

Annual breast MRI starting at 30
Annual mammogram starting at 30
Consider risk reducing mastectomy

Chemoprevention options to consider

Ovaries
Consider risk reducing bilateral

salpingo-oophorectomy at 45-50

Pancreas

Breast (male)
Self-breast exam at age 35

Annual clinical breast exam at 35

Annual MRI/MRCP and/or EUS
starting at age 50 if family history of

PDAC in FDR/SDR

NCCN







Cancer
General
Population Risk

ATM Risk

Breast 12% 20-30%

Ovary 1-2% 2-3%

Prostate 12-13% Increased

Pancreas 1-2% 5-10

CANCER RISKS: ATM

NCCN



MEDICAL
MANAGEMENT: ATM

Breast (female)
Annual breast MRI starting at 30-35
Annual mammogram starting at 40

Chemoprevention options to consider

Ovaries
Insufficient evidence for risk
reducing bilateral salpingo-

oophorectomy.  Manage based on
family history

Prostate*
Consider prostate cancer

screening at 40

Pancreas
Annual MRI/MRCP and/or EUS

starting at age 50 if family history of
PDAC in FDR/SDR

NCCN*Consider PARP inhibitor in
cancer treatment plan



FAMILY 4:







FAMILY 5:



Familial platelet disorder with associated myeloid malignancy

Gene: RUNX1
99% patients have thrombocytopenia and abnormal platelet function
Increased risk for MDS, AML, T-ALL: 20-60% lifetime risk
Typical age of onset of AML/MDS is 20-40y
Skin manifestations such as eczema and psoriasis 

NCCN,
GeneReviews



MEDICAL
MANAGEMENT:

RUNX1
Clinical examination for signs/symptoms of neoplasm

every six to 12 months

Complete blood count with
differential every three to four

months

Bone marrow examination if
constitutional symptoms and/or
abnormalities on complete blood

count are identified

Skin exam as needed

GeneReviews



SUMMARY
Hereditary cancer gene mutations confer risk for cancer
Changes to medical management may be indicated once a
mutation is identified 
Identifying at risk individuals also allows us to identify other at
risk family members
Prevention and early detection of cancer is key in improving
patient outcomes



GENETIC RISK
ASSESSMENT

Nebraska Medicine
Hereditary Cancer Clinic

402-559-3602

Nebraska Medicine 
Cancer Risk & Prevention

Clinic
402-559-5600



THANK YOU


