
This suggested clinical workflow factors in recommendations from professional society guidelines and typical 
medical coverage criteria. Other testing not captured here may be appropriate for individual patients.

Clinical Testing Workflow Based on Professional Guideline Recommendations

2 or more 
congenital 

anomalies (includes 
brain malformations)

What is the child’s 
primary clinical 

presentation?

Global 
developmental 

delay/intellectual 
disability

Unexplained 
epilepsy

Autism spectrum 
disorder (ASD)

BOTH epilepsy and ASD; or

Epilepsy or ASD plus at least one of these:

• Congenital abnormality affecting a single organ system
• Family history strongly suggestive of a genetic etiology, including consanguinity
• Period of unexplained developmental regression
• Biochemical findings suggestive of an inborn error of metabolism

YES

Are there
any additional 

features?

Exome testing

Epilepsy panel

Chromosomal 
microarray

Fragile X testing

Chromosomal 
microarray

Fragile X testing

NO

If negative, consider

Exome testing 
and/or 

Chromosomal 
microarray

If negative, consider

Multigene panel or 
Exome testing

If negative, consider
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