
ACCESS THE FULL SPECTRUM OF GENETIC VARIATION

MENDELIAN DISEASES 
include over 8,500 known disorders 

RARE DISEASES
affect 1 in 10 individuals
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Variation between two human genomes by number of base pairs affected
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SHED LIGHT ON GENETIC DISEASES 
WITH LONG-READ SEQUENCING

STRUCTURAL VARIANTS ARE KNOWN TO CAUSE DISEASE
e.g., schizophrenia, Carney complex, hereditary breast + ovarian cancer
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