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Expanding Access to 
Genomic Testing

Why Medicaid coverage matters in rare 

disease diagnosis
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Our mission is to 
deliver personalized and 
actionable health insights 

to inform diagnosis, direct 
treatment, and improve 
drug discovery.
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CASE STUDY

Years of searching. 
One test provided answers in weeks.

Meet Amelia†

From day 1 of life, she experienced unrelenting seizures 

that required NICU ventilator support. Over the next four 

years, her family navigated specialist visits, emergency 

hospitalizations, and eleven medication trials without a 

unifying diagnosis. One exome test changed everything.

† Photo does not  represent actual patient.
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Her diagnostic journey took 4.4 years. It didn’t have to.

Day 

1

1-2

years

4.4

years

HEALTHCARE UTILIZATION

99 Specialist Visits 29 ED Visits

51 Procedures 23 Hospitalizations

POST-DIAGNOSIS REDUCTIONS

▼65% Specialist Visits ▼96% ED Visits

▼98% Procedures ▼98% Hospitalizations
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Exome and genome sequencing are powerful diagnostic tools for 
complex unexplained conditions
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Patients who benefit are already in your Medicaid program
Nearly half of children with special healthcare needs are covered by Medicaid

Patients typically have 1 or more of the indications below:

• Congenital abnormalities (birth defects)

• Significant Intellectual disability

• Global developmental delay

• Seizures/epilepsy

• Failure to thrive or other growth concerns

• Autism spectrum disorder

• Complex neurodevelopmental disorder

• Severe neuropsychiatric condition

• Cerebral palsy

• Dysmorphic features

• Significant hearing or visual impairment

• Period of unexplained developmental regression

• Biochemical findings suggesting inborn error of metabolism

• Family history strongly suggestive of a genetic etiology

References: 1. Bavisetty S, et al. Rare Dis. 2013;1:e23579. 
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The diagnostic odyssey is a winding search for answers

On average, a patient and their family experiences:

Specialist

Visits

Genetic

Diagnosis

References: 1. Nguengang Wakap S, Lambert DM, Olry A, et al. Eur J Hum Genet. 2020 Feb;28(2):165-173. 2. Marwaha 5, Knowies JW, and Ashky EA. Conome Aico. 2022 Feb 28;(14)1-23. 3. Sodon 

SE, Saunder CJ. WUg LK, et a. SR 7580R Med. 2014 Reg 3:6(255):265ra163. 4. Al-Attar M, Butterworth S, McKay L. Orphanet J Rare Dis. 2024;19(1):172.
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An exome or genome approach is recommended by experts
For patients with developmental delay, intellectual disability, congenital anomalies, epilepsy, cerebral palsy, or 
autism spectrum disorder, exome and genome are supported as first-line tests.1-4

American College of Medical 

Genetics and Genomics 

(ACMG) recommends exome 

and genome as first-line tests

For patients with one or more 

congenital anomalies <1 year of 

age or for patients with 

developmental delay/intellectual 

disability with onset before age 

18 (July 2021)2

National Society of Genetic 

Counselors (NSGC) 

recommends exome and 

genome as first-line tests

For all individuals with unexplained 

epilepsy, regardless of age or the 

presence of comorbidities. This 

recommendation is endorsed by 

American Epilepsy Society 

(AES) (Sept 2022)3

The American Academy of 

Pediatrics (AAP) 

recommends exome and 

genome as first-line tests

For children with global 

developmental delay (GDD) 

and intellectual disability (June 

2025)5

References: 1. Srivastava S, Love-Nichols JA, Dies KA, et al. Genet Med. 2019 Nov;21(11):2413–2421. 2. Manickam  K, McClain MR, Dem mer LA et. al; ACMG B oard of Directors. Genet Med. 2021 

Nov;23(11):2029-2037. 3. Smith L, Malinowski J, Ceulemans S, et. al. J Genet Couns. 2023 Apr;32(2):266-280. 4. Srivastava S, Lewis SA, Cohen JS, et  al. JAMA Neurol. 2022 Dec 1;79(12):1287-1295. 5. Rodan 

LH, et al. Genetic Evaluation of the Child With Intellectual Disability or Global Developmental Delay: Clinical Report. Pedia trics. 2025 Jun 23:e2025072219. doi: 10.1542/peds.2025-072219. Epub ahead of print.
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39 States have Medicaid coverage for exome and/or genome

Based on publicly available coverage policies and state fee schedules. Contact payor for coverage details. Coverage determination is subject to the health plan's discretion, can be open to 
interpretation, and can change without notification. 

Updated 7/9/2026, SS
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Medicaid coverage has grown, but disparities 
still exists compared to commercial insurance plans 
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Nearly half of children with special 
healthcare needs are covered by Medicaid or CHIP
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A state can intend to cover 
genomic testing and still fail to deliver access 
Coverage can break down at multiple points between policy and the patient
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Real-world evidence shows access 
to ES/GS leads to significant cost savings

Healthcare

resource 

utilization shifts 

from reactive to 

proactive

Frazer C, Kruszka P, Bodamer O, et al.  Reduct ion in Healthcare Costs for Children with Epilepsy Following Exome or Genome Sequencing:  a SAVES-Kids Study, Presented at American College of Medical Geneticists March 2026, Baltimore, MD

Frazer C, Kruszka P, Bodamer O, et al. Reduction in Healthcare Costs for Children with  Neurodevelopmental Disorders Following Exome or Genome Sequencing: a SAVES-Kids Study, Presented at American College of Medical Geneticists March 2026, Baltimore, MD
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Amelia's healthcare utilization timeline
Individual events plotted from symptom onset through end of follow-up

Key Finding: The delayed 

application of exome 

sequencing (ES) represents 

significant "diagnostic waste." 

Following ES, the trajectory of 

care shifted to precision 

management, resulting in a 

precipitous decline in high-

cost acute care utilization.
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Three solvable barriers are blocking access
These gaps aren’t inevitable. They result from policy choices that can be changed.



16

Demand is growing, yet 
genetics specialists are in short supply
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Real-world evidence shows non-genetics 
providers identify appropriate patients for genomic testing

Non-genetics providers now order more 

than one-third of ES/GS tests
Diagnostic yield is nearly identical across 

ordering provider type

48.1%
44.1%

N=90,398 N=41,925

Cohort of 135,000 ES/GS tests (between Jan 2022 and Nov 2024)



Lack of access creates unnecessary delays and drives 
higher costs through long and winding diagnostic odysseys



Nevada Payor Coverage Landscape
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Become the catalyst that ends the diagnostic odyssey

   As Rare Disease leaders you can:

✓ Advocate for exome and genome sequencing as an 
essential diagnostic benefits under EPSDT

✓ Ensure aligned FFS and MCO implementation 

✓ Advocate for earlier diagnosis by empowering non-
specialists

✓ Advise for removal of administrative barriers that 
delay medically necessary testing

✓ Measure success by how quickly eligible children 
receive answers

medicaid@genedx.com
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