
Offer and arrange 
first-tier genetic testing Positive result

Negative or
unclear result

Fragile X syndrome

IF additional
related features
also present

chromosomal

microarray

No further genetic
testing/assessment

Refer for genetic assessment
and consideration of second-
tier genetic testing

Clinical presentation is suspicious
for a genetic condition (e.g. Rett
syndrome)

Autism
Global developmental delay
Intellectual disability
NDD plus additional features

Refer for genetic assessment
for consideration of targeted
testing

Indication for testing  
was isolated autism

Yes

No

Refer for genetic
assessment, counselling,  
follow-up

Results

Reassess and re-refer
as criteria expand and
technology evolves

Other NDD and no additional
features or family history

Genetic assessment not
indicated

First-tier genetic testing can
be ordered by any physician in:

British Columbia
Alberta
Ontario
Québec
Maritimes

First-tier genetic testing can only
be ordered by a Geneticist or
Specialist (e.g. developmental
pediatrician) in:

Saskatchewan
Manitoba
Newfoundland and Labrador
(geneticist only)

NDD - Neurodevelopmental disorder

Referral for genetic
assessment may require that
first-tier genetic testing be
completed first. Check your
local Clinic’s criteria.


