
 
PEDIATRIC EXOME CLINICAL SUMMARY FORM 
 
Patient information: 
Print name:  date of birth:_____________________________ 
 
Indication for testing (Required) 
Primary reason for referral:  
☐ Global developmental delay 
☐ Intellectual disability 
☐ Developmental regression 
☐ Seizures / Epilepsy 

☐ Multiple congenital anomalies 
☐ Structural brain abnormality 
☐ Neuromuscular disorder 
☐ Autism spectrum disorder  

 ☐ Other: ___________________________________________________________________________________ 
Age of onset: __________________________ 
Summary of presentation (1–3 sentences)_____________________________________________________ 
___________________________________________________________________________________ 
 
Family history  
☐ Similar condition in family member(s) 
☐ Unexplained infant death 
☐ Developmental delay / seizures in relatives 

☐ Consanguinity 
☐ Negative family history 
☐ Unknown 

☐ Other____________________________________________________________________________________ 
Details (if applicable)__________________________________________________________________________ 
 
Prior genetic testing (include results)  
☐ Chromosomal microarray result: _______________________________________________________________ 
☐ Karyotype result: ___________________________________________________________________________ 
☐ Gene panel(s) test and result: _________________________________________________________________ 
☐ Other molecular testing – Result: ______________________________________________________________ 
☐ No prior genetic testing 
  
Key clinical features (check all that apply) 
Development / Neurologic 
☐ Motor delay 
☐ Speech delay 
☐ Developmental regression 
☐ Hypotonia 

☐ Hypertonia / Spasticity 
☐ Seizures (type and age of onset if known):  
_________________________________________ 
☐ Abnormal brain MRI (summarize):  

 
Growth  
☐ Failure to thrive 
☐ Short stature 

☐ Overgrowth 
☐ Microcephaly 

☐ Macrocephaly  

 
Other organ system involvement?  
☐ Cardiac defect 
☐ Renal anomaly 
☐ Craniofacial differences 
☐ Skeletal anomaly 
☐ Genitourinary anomaly 

☐ Connective tissue abnormality 
☐ Structural brain abnormality 
☐ Hearing loss 
☐ Vision abnormality 
☐ Endocrine abnormality 

☐ Immunological abnormality  
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