
 

Analytical Validity 
 
Can the test accurately detect whether a specific genetic variant is present or absent? 
 
In multiple academic and commercial validation studies, the next-generation sequencing (NGS) 
methodology has been proven to achieve the accuracy and reliability of earlier, more laborious 
methodologies. There is a body of evidence showing that NGS techniques can confidently identify 
different types of genetic mutations ranging from single base pair substitutions to large copy number 
variants. 
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Clinical Validity 
 
Are we accurately identifying couples at-risk of passing on serious genetic conditions? 
 
ECS panels have proven to identify patient carrier status as accurately as traditional single gene tests. 
Disease selection for panel inclusion has been addressed by both Counsyl publications and professional 
society statements. Professional societies, such as the Association of Molecular Pathologists (AMP) and 
the American College of Medical Genetics (ACMG) have also issued standards and guidelines for variant 
interpretation. As the leader in the field, Counsyl is committed to achieving high clinical specificity and 
sensitivity through thoughtful panel design, custom assays and rigorous variant curation.  
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Clinical Utility 
 
Are we providing patients and providers with information that will improve outcomes? 
 
Published data has shown that expanded carrier screening  panels identify significantly more affected 
births than routine carrier screening across all ethnicities. In addition, studies show couples at-risk of 
having a child affected by a serious genetic disease do alter their reproductive plans based on their 
carrier screening results. This has been demonstrated in both the preconception and prenatal settings. 
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Health Economics 
 
Does the net health benefit outweigh the cost of screening? 
 
CF and SMA are recommended for pan-ethnic screening but account for only 17% of at-risk couples 
detected by Counsyl Foresight™ Carrier Screen. We expect that further adoption of ECS will likely 
provide net savings to the healthcare system. 
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