Genetic Referral Guide

Pediatric
Neurodevelopmental
Disorders

This tool supports pediatricians in identifying pediatric patients who may benefit from referral to a genetics provider
for evaluation of genetic neurodevelopmental disorders (NDDs].

Genetic evaluation can help:
e Explain a child’s health symptoms, development, diagnoses, or features.
e Connect families to genetic condition-specific support, care, or research.
¢ Help families understand how a condition might impact future health or family planning.

Because of these benefits, the American College of Medical Genetics [ACMG] and the American Academy of Pediatrics
(AAP] recommend genetic evaluation for NDDs such as autism spectrum disorder (ASD]), global developmental delay
(GDD]J, and intellectual disability (ID).

Step 1 - Assess

Use your clinical judgment when considering genetic referrals for children with known or suspected NDDs. Align
referral timing with the family’s priorities and needs. Genetic referrals and evaluations are not one-time opportunities
and may be appropriate at multiple points along the care continuum.

Children with NDDs and multiple genetic patterns may benefit from an earlier referral.

Genetic Patterns in a Child’s Clinical History
Consider genetic referrals for children who have one or more of the following:
O Congenital anomalies, especially multiple anomalies (Q00-Q99)
0O Developmental regression (F84.3)
O Growth faltering, hyper or hypotonia (R62.51, P94.1, P94.2)
O Seizures, especially early onset or hard to control (G40.001-G40.919)
O Self-injurious behavior or severe aggression (R45.88, F91.1)
O Stereotypical movement (F98.4)

Note: Genetic conditions can present subtly. Consider referring children even when

diagnoses appear isolated or mild, including: O ASD (F84.0), 0 GDD (F88.0), or O ID (F70-79). 10-15%
Referral wait times may be longer for medically non-urgent presentations. Even so, families Diagnostic Yield
may benefit from genetic services and potential genetic diagnoses.

Relevant Family History
Family history may increase the possibility of an underlying genetic condition. Consider referral when family history includes:
O One or more 1st-degree relatives with ASD, GDD, ID, especially with multiple co-occurring symptoms or
diagnoses.

O Multiple relatives with premature menopause or primary ovarian insufficiency, ataxia, tremor, or Parkinsonism
(Fragile X carrier signs)

O Known carrier or diagnosis of a genetic condition (e.g., Rett syndrome; Fragile X)

O Consanguinity (284.3)

Note: Overlapping medical features among family members may suggest a shared genetic cause. Family history
alone doesn’t always warrant early referral.
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Step 2 - Action
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Talk with the family
When pediatric clinical findings suggest a possible genetic condition, discuss a referral to genetic counseling
with the family in clear, supportive language.

Suggested language:

Because your child has clinical findings that may be related to an underlying genetic condition, | recommend
considering a referral to genetics. A genetic provider can help us understand if there is an underlying cause
to what we are seeing and support long-term care planning. ’,

Address cost and coverage concerns

Most health plans cover genetic services if deemed medically necessary. Prior authorization is often required.
The cost of testing varies by test type and insurance plan. The genetic provider will determine coverage once
patients reach that point. Many labs offer self-pay options or financial assistance programs. Encourage families

to contact the local genetic clinic to verify coverage details.

Note: Genetic counseling is reported using CPT Code 96041. Genetic providers determine appropriate genetic
testing based on clinical counseling and evaluation.

Accessing genetic services

To place a referral, locate the nearest genetic clinic using the genetic directory (www.doh.wa.gov/GeneticClinics)
and filter by “pediatric.” When available, you can also use institutional communication networks to request an
eConsult with genetics.

Suggested Electronic Health Record (EHR) or fax referral language:

[Child’s name; diagnosis code (e.g., F84.0]] meets criteria for genetic Consider saving
referral based on current clinical guidelines. The [AAP 2025, AAP 2020, EHR language such
or ACMG 2013] guidelines recommend genetic evaluation, including as SmartPhl:ase
genetic counseling, testing, or both for [ASD/GDD/ID] based on strong
evidence that diagnosing an underlying genetic syndrome is a high-yield, or SmartTeth’ to

low-cost part of clinical assessment. Identifying an underlying genetic populate la_nguage
condition can guide medical management, inform surveillance, support and streamline future
family planning, and provide access to condition-specific resources. ’, referrals.

Prepare the family
Share the Before, During, and After your Genetic Appointment resources to help families understand what to
expect and how to prepare.

Resources and support

For additional guidance, visit the WA Department of Health Genetics Program page
(www.doh.wa.gov/genetics) or email the WA State Genetics Program at genetics@doh.wa.gov for
personalized assistance.
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