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Over 42,000 People per Day

Total number of people tested by consumer genomics companies through January 2019 (in millions)
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100,000,000 genotyped individuals by 2021



Impact to Patients
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Paths to Integration
1. Verification Testing
2. DTC Medical Grade Testing
3. Other Trends



Verification Testing
• 49 patient samples
• 43 variants sent for confirmatory 

testing
• 40% (17/43) were false positives
• 19% (8/43) were confirmed but 

classified inaccurately
– Classified as pathogenic by DTC
– Benign or VUS by clinical lab



Verification Testing
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Don’t throw the baby out with the bath water



Building a Bridge from DTC to Medicine

Direct-to-Consumer
Test Kits

Verified Through
Medical-Grade Testing





Insurers
• Recognizing the power of genetic testing
• Verification testing for BRCA1 and BRCA2 

DTC findings now covered by:
– Blue Shield of California
– Anthem
– Aetna 

• Allows patients to take advantage of 
genomic data they already have in their 
hands



DTC Medical Grade Testing

• Opportunities
• Trends
• Research
• Providers still left to evaluate



Volume & Complexity of Genetics Is Exploding

Direct-to-consumer 
testing going to 100 
million people by 
2021

Global genetic 
testing market to 
exceed $22 billion 
by 2024

Large population 
genome studies 
planned globally

Gene panels more 
complex, requiring 
more interpretation

Genetic research 
evolving at a rapid 
pace

Demand for Results Exceeds 
Capacity to Process

Limited supply of experts who 
can provide proper guidance:

<5,000
genetic counselors in US
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Continuous Medical Management Changes
600+ changes within the ACMG59 genes



…………………..... Driving Precision Medicine Forward!
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• Verification programs
• Tools for healthcare providers 
• Accessible, scalable information
• Gene and variant specific reports
• Updating reports with notifications

– Variant reclassifications
– Medical management updates

• Comprehensive, searchable resources
– Patient experience
– Provider experience

• Engagement and retention
– Outcome data
– Feedback
– Clinical trial info

Future: Long-Term Engagement
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