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Consumer Genomics

• Direct to consumer

• Patient driven 

Prenatal Cancer



Prenatal Genetics – Clinical Guidelines

• Aneuploidy Screening & Diagnosis

– Cell free DNA

– First trimester screening

– CVS and Amniocentesis

• Carrier Screening

– Hemoglobinopathies

– Cystic Fibrosis

– Spinal Muscular Atrophy

– Fragile X Syndrome



Prenatal Genomics – Clinically Available

• Detection of Microdeletion Syndromes

• Expanded Carrier Screening
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Prenatal Genomics – Gender Reveal

• Patients want early information and are often under 

pressure … because the party is already planned.

• Patients want the results to be given to someone 

else – sister, bakery, etc. 

• Patients frequently embark on the “gender test” with 

little consideration that the aneuploidy screening 

test results might be high risk.

• The patient interface – My Chart – does not display 

”send out” labs and so patients often misinterpret 

the Fragile X screening result as the gender.  



Prenatal Genomics – Paternity Testing

• Many mothers are interested – prospectively

• Home DNA kits are advertised for holiday gifts 

and stocking stuffers:
– Blogs and current books discuss family issues raised by 

unexpected results



Cancer Genomics – Consumer Driven

• How to get the right patients to Genetics?

– Often see the worried well

– Some individuals from high risk families are 

never seen in Genetics

• Patients are quite interested in multi-gene panels

– May find something unexpected



Cancer Genomics – Consumer Driven

• Variants of Uncertain significance

– Surgeons might plan to operate based on a 

VUS

• What to do with a VUS?

– Patients often report that they will eat a 

healthier diet and exercise



Cancer Genomics – Consumer Driven

• When it is believed that there is something in the 

family …

• It’s hard to get copies of previous testing results 

from family members

• Patients or family members can’t always 

remember the results from testing they undertook 

previously

• There can be confusion as results are conveyed 

from one family member to another

– PALB2 vs BRCA2



Cancer Genomics – Consumer Driven

• Lab reports are scanned into EPIC as “send out” 

lab reports and are not easily accessible to other 

providers or to patients via MyChart



The Current Landscape of Consumer Genomics

• Clinical Utility

– Planning a party

– Evaluating an ultrasound anomaly

– Eating healthy

• Communicating and keeping track of results 

– Reports are hard to understand & keep track of

– Sharing information within families

– EMRs and interoperability
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