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Expanding Access to
Genomic Testing

Why Medicaid coverage matters in rare
disease diagnosis
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CASE STUDY

Years of searching.
One test provided answers in weeks.

Meet Ameliat

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.
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Her diagnostic journey took 4.4 years. It didn’t have to.

Day 1 of life: Seizures begin. Ventilator
dependent. NICU admission. Hypoxic
ischemic encephalopathy diagnosed.
Feeding difficulties emerge. Family begins
a years-long search for answers.

HEALTHCARE UTILIZATION

99 Specialist Visits

6 months: Global developmental
delay and cortical visual
impairment identified. Referred to
multiple specialists. Medication
trials begin with no lasting seizure
control. Family seeks answers
across multiple institutions.

1-2 years: Athetosis, ataxia, and
sleep disorder develop
(progressive decline). 11 anti-
seizure medications trialed without
lasting control. Accumulating
specialist visits, ED visits, and
hospitalizations. Still no unifying
diagnosis.

POST-DIAGNOSIS REDUCTIONS

V 65% Specialist Visits

VY 989 Procedures V 989 Hospitalizations

2—4 years: Progressive decline
continues. 99 specialist visits, 29
ED visits, 51 procedures, and 23
hospitalizations accumulated.
Family is puzzled and frustrated
by the continued lack of a
unifying diagnosis.

Age 4.4; GeneDx Exome
ordered. SCN8A-DEE
confirmed in weeks. Targeted
treatment begins. Family finally
has answers.

VY 969 ED visits




Exome and genome sequencing are powerful diagnostic tools for
complex unexplained conditions

/ EXOME SEQUENCING (ES) GENOME SEQUENCING (GS) \

Focuses on the protein-coding S ." an Examines (nearly) the entire
regions of the genome (exons) genome, not just the exons

~1-2%

of the genome | ; of the genome

Analyzes ~20,000 genes e 0 Includes all coding regions
The genome is

our body’s complete
instruction manual 0

Q Also detects variants in non-coding
regions that can impact health

Most known disease-causing
variants are in these regions

Better for structural variants,
copy number changes, and
High diagnostic yield for Differences in DNA can harder-to-find variants

many conditions affect how our bodies °
develop and function.

Cost-effective and efficient

May provide answers when ES
is negative




Patients who benetfit are already in your Medicaid program
Nearly half of childrew with special healthcare needs are covered by Wedicaid '

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

6 References: 1. Bavisetty S, et al. Rare Dis. 2013;1:€23579.



The diagnostic odyssey is a winding search for answers

Ow average, a patient and their family experiences:

Undergoes

>5 3

uninformative different misdiagnoses
tests specialists

Low-Yield
Sequential
Testing

Initial
GenPed
Visit

Genetic
Diagnosis

Specialist
Visits
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7 References: 1. Nguengang Wakap S, Lambert DM, Olry A, etal. EurJ 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
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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.’

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)?

\_ &) ACMG -

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

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
SAE>

National Societ.yof r
Genetic &1
Counselors

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)°

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.



39 States have Medicaid coverage for exome and/or genome
e

VT

ﬂhz
5 ¢

No coverage

. Exome and genome coverage

. Exome only coverage

Genome only coverage

AK

Based on publicly available coverage policies and state fee schedules. Contact payor for coverage details. Coverage determinaion is subject to the health plan's discretion, can be open to \Je nel:;(
9 interpretation, and can change without notification.

Updated 7/9/2026, SS



Medicaid coverage has grown, but disparities

still exists compared to commercial insurance plans

Genome 69% 887

sequencing : | @ Q—“nm
Exome 76% 98%
sequencing ¢ } Q- 01400

. Medicaid . Commercial
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Nearly half of children with special
healthcare needs are covered by Medicaid or CHIP

445,

of children with special
health care needs rely on
Medicaid or CHIP.

O

b

High Clinical Need

Medicaid disproportionately
insures children with
disabilities, complex
conditions, and rare

disease presentations.

EPSDT Obligation

Federal law requires
Medicaid to cover
medically necessary
services for members
under 21, including
diagnostic testing.

No Self-Pay
Alternative

Families cannot bridge a
coverage gap out of pocket.
When Medicaid does not
cover testing, many children
are left without answers.

Geographic Equity

Access to a diagnosis should
not depend on where a
child lives or whether the
family has private
insurance.

Genelx



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

State policy MCO policy PA / UM process Provider network Claims &
Covered benefit Plan-specific Forms, documentation, Access to qualified reimbursement
on paper requirements and timelines clinicians and capable Coding, edits, and
laboratories payment operations

Genelx

Confidential & Proprietary. Do Not Distribute.



Real-world evidence shows access
to ES/GS leads to significant cost savings

EPILEPSY COHORT DD/IDT COHORT

61% decrease in Significant drop in
total healthcare costs acute care utilization

Healthcare
$130,048 PPPY ‘79% résourceé

Average cost before ES/GS Hospitalizations (A'Hllf,ﬁ‘h()\/] SVN‘F“’S

g from reactive to
0 proactive
@ $50,798 r-r $48%
Average cost 12 months Emergency Dept
after ES/GS visits

1 DD/ID: Developmental Delay / Intellectual Disability

Genelx

13 Frazer C, Kruszka P, Bodamer O, et al. Reduction in Healthcare Costs for Children with Epile psy 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
Twdividual events plotted from symptom onset through end of follow-up

Genetic Tests

Hospital Admissions

Biochemical Labs

ED Visits

Medications Trialed

Diagnostic Procedures

Specialist Visits

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.

GeneDx
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4.4 yrs
’° .
° °
.Q" ® e .: ®
I Q:fg ® o g ° @
I o ..'.. '.’ !o ®e . '8 &° . " e ®
e @ L ® @
) " ® . $ 2 ¢ @
Io:“’... ::;.°o . o
Vr% o o & e ©
I . ..’0..’#. o'. .. ° ... .o .....’o o ° e
°® 0g0 ® o o o 9°° ‘ L ., ° ® ® ®
I-":"; PREION 8] A B e -
| | | | | | | |
0 2 4 6 8 10 12 14

Genelx



15

Three solvable barriers are blocking access
These gaps arew't inevitable. They result from policy choices that cam be chavged.

y
: = . O
0 Policy E% 9 Provider Access AN

-

Administrative =
Friction -

Medicaid Playing Catch-Up Specialist Shortage + Unrealistic UM Requirements

Specialist Requirements

Medicaid coverage has grown but Variability in prior auth requirements

still lags behind commercial Many policies require specialist across plans leads to frequent
insurance—despite guidelines ordering in a workforce too denials unrelated to
and EPSDT obligations. small to meet demand—a medical necessity.

self-defeating barrier.

820 Each barrier carries a real cost—to the family waiting years for a diagnosis,
Q  and to the payor funding that wait.

Genelx
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Demand is growing, yet
genetics specialists are in short supply '

<1%

Medical geneticists
account for less than 1%
of the total physician

OOO 2/500 000 workforce.
L y

g O O
S8 & 53.4%

There are only 2 medical geneticists 0 O D
for every 500,000 people CANBANNA Primary Care Physicians
in the United States. gL O O mpasiiRgnouiess

(o) (54) (%)  to genetics expertise.

The shortage leads to lengthy wait times for specialist evaluations

and significant travel burdens for patients and families,
delaying optimal care.

Genelx
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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

100%

80% -

60% -

40%

20% A

0% -

23%
33% 36%

2022 2023 2024

m Genetics Non-Genetics

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

Diagnostic yield is nearly identical across

Dx Yield

100%
90%
80%
70%
60%
50%
40%
30%
20%
10%

0%

ordering provider type

48.1%

44 1%

Geneticist Non-Geneticist
N=90,398 N=41,925
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Lack of access creates unnecessary delays and drives
higher costs through long and winding diagnostic odysseys

g e 2

|/

!

Initial Low-Yield
GenPed Sequential
Visit Testing

Eventual
Geneticist

Specialist
Waitlist

Parents report Invasive or redundant Families wait months to A meaningful test
developmental procedures (imaging, years for multiple (ES/GS) is finally ordered,
milestone worries. biopsies, metabolic specialist referrals that often years after initial
GenPed is forced to panels) are ordered do not add diagnostic symptom presentation.
refer out. while waiting. value.
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Nevada Payor Coverage Landscape

Segment Total Lives Contracted % Yo ES or GS %
Commercial 2.5M 15.9% 94.1% 95.7% 95.7%
Medicaid (FFS + Managed) 684,967 1.7% 0.0% 0.0% 0.0%
Tricare / Military 107 291 0.0% 0.0% 0.0% 0.0%

* Tricare rGS status not confirmed in tracker

BIOMARKER TESTING

Nevada Revised Statutes (NRS) 422.272364 (Medicaid) and
695G. 1703 (Managed Care) require coverage of medically
necessary biomarker testing for diagnosis, treatment,
management and monitoring of cancer when supported by:

« FDA-labeled indications

= National/Local Coverage Determinations (42 C.F.R. § 400.202)
« Nationally recognized clinical practice guidelines

« Or other medical & scientific evidence

m NEVADA LAW REQUIRES COVERAGE FOR §

Caresource Nevada 88,177

Health Plan of Nevada

Molina Healthcare 80,090

p

EPSDT REQUIRES COVERAGE OF ALL :
Il MEDICALLY NECESSARY SERVICES

Medicaid must cover all services that correct or ameliorate
defects and physical/mental illnesses and conditions
discovered by screening, consistent with EPSDT.*

Nevada Medicaid (FFS) 52,669

Restrictive policies (e.g., step therapy, specialty
requirements) conflict with EPSDT.

anaged Medicaid Anthem 188,114

152,908

SilverSummit Healthplan 117,521

89.4%

0.0%




Become the catalyst that ends the diagnostic odyssey

As Rare Disease leaders you can: I! 7\

v' Advocate for exome and genome sequencing as an

essential diagnostic benefits under EPSDT / J
v Ensure aligned FFS and MCO implementation ‘ / =
v Advocate for earlier diagnosis by empowering non- B\ /
specialists Y

v' Advise for removal of administrative barriers that
delay medically necessary testing

v Measure success by how quickly eligible children
receive answers

medicaid@genedx.com Genelx

Confidential & Proprietary. Do Not Distribute.
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