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Experimental data can be applied as 

functional evidence in variant curation if 

appropriately evaluated, and yet functional 
evidence is under-represented in curation. 

We aim to improve the use of functional evidence 

in genomic diagnostic testing or many patients will 

remain undiagnosed unnecessarily. 
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High throughput experimental assays such as 

Multiplexed Assays of Variant Effect (MAVEs) 

are rapidly increasing so the gap in functional 

evidence application will continue to expand. 

Curators have variable comfort in functional evidence 

evaluation, particularly with high-throughput assays

Education and 

expert 

recommendations 

are needed

Our community of practice 

shows increased comfort 

with functional evidence 

evaluation

Total n=33

Comfort in functional evidence evaluation assessed 

across project activities
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