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Epidemiologic studies estimate that 2–6% of the global population is
affected by a rare disease, up to 80% of which are genetic in origin1,2.
Diagnostic delays can result in significant burdens including missed
opportunities for intervention, unnecessary procedures and treatments, and
an emotional toll on families and their care providers3.

Genome sequencing (GS) provides a comprehensive profile of genetic
variants associated with disease, including assessment of single nucleotide
variants (SNV), indels, copy-number and structural variants, repeat
expansions, and mitochondrial genome variation. The diagnostic potential
of GS is underscored by the increasing evidence that it can end the so-called
diagnostic odyssey for up to ~20-60% of neonates and ~17-40% of pediatric
patients with a suspected genetic disease4. GS testing often leads to mea-
surable changes in management, with studies suggesting that up to 77% of
patients receive a change in care as a result of receiving diagnostic genome
findings5–12. Health economic studies examining the incremental net benefit
of GS in comparison to other genetic tests indicate that first-lineGS can be a
cost-effective strategy in patients with suspected rare diseases7,9. These and
other results have led theMedicalGenome Initiative to argue thatGS should
be applied as afirst-line test for patientswith a suspected rare genetic disease,
and have supported the inclusion of GS in clinical practice guidelines
published by the American College of Medical Genetics and Genomics
(ACMG) in 202113 and the European Society for Human Genetics (ESHG)
in 202214. Until recently, however, there has been limited government and
payer support of GS testing.

Recent advancements in access
In the last threeyears therehas been apronounced increase in thenumber of
national, regional, and commercial policies that endorse GS testing for
individuals with a suspected genetic disease. Backed by evidence generated
by the Genomics England 100,000 genomes program, NHS-England
became the first large-scale single-payer system to support systematic uti-
lization of GS for patients with a suspected genetic disease, including those
with intellectual disability, neuromuscular disorders, and primary
immunodeficiencies15. In Australia the health technology assessment body
for devices and diagnostic tests, the Medical Services Advisory Committee,
has recommended exome and genome sequencing for intellectual disability,
congenital anomalies16, suspected mitochondrial disease17, and hearing
impairment18. There have also been changes in coverage inWesternEurope:
Germany has commissioned genomic testing through their rare disease
network (NAMSE) andwill expandGS implementation into routine care in
early 2024, and Switzerland and Norway have commissioned GS in their
national fee schedules19. Coverage changes are anticipated in at least half a
dozen additional countries, including France, Israel, Spain, the Nordics and

Japan, which are engaged in coverage pilots or large-scale evidence gen-
eration efforts20,21.

The US, with a population exceeding 330 million, operates one of the
world’s most complex healthcare systems22. Government-fundedMedicare
andMedicaid, which address elderly and low-income patients, respectively,
cover ~45% of the population, with commercial insurance covering the
remainder. Out-of-pocket expenses are not insignificant, however, and
account for ~10% of total healthcare spending23.

Until recently, there was limited coverage for GS in the US. Com-
mercial insurance policieswith allowance forGS covered less than 3M lives.
In early 2023, however, UnitedHealthcare (UHC), the largest commercial
health insurer in the US, implemented a policy that expanded coverage to
~27M commercial lives and ~7MManaged Medicaid lives24, enabling GS
testing in the pediatric population across a wide range of possible genetic
disease indications, including multiple congenital anomalies, intellectual
disability, global developmental delay and early-onset epileptic encephalo-
pathy, and of children with select constellations of less severe phenotypes.
Several other payers, including Cigna25, Select Health, and Geisinger have
also recently updated their coverage policies and are now covering GS for
select patients with indications of a genetic disease. There are nowMedicaid
coverage policies for rapid diagnostic GS for hospitalized infants and chil-
dren in nine US states with a childhood population of 24M. With these
changes, the total number of covered lives in the US now exceeds 50M. A
request in the Fiscal Year 2023 Omnibus Appropriations Bill that the
Centers for Medicare and Medicaid Services (CMS) develop guidance for
state health officials on best practices for incorporatingGS andother genetic
testing technologies into their Medicaid and Children’s Health Insurance
Program (CHIP), and to investigate how such testing fits into the Early and
Periodic Screening, Diagnostic and Treatment (EPSDT) benefit, may fur-
ther improve both coverage and access for Medicaid patients.

Remaining issues and call to action
Despite these advancements, only a small fraction of the population is
covered for GS, and such testing is largely inaccessible in low- and middle-
income countries. Indeed, even in geographies where genetic testing is well
covered, there is substantial under-utilization26 often exacerbated by limited
physician awareness, longwait times for specialist consultations, andpatient
andphysician challengesnavigating thehealth insurance system.Toaddress
these gaps, and to accelerate access to a precision diagnosis for all patients
with a genetic disease, we recommend the following collective actions:

Prioritize policy and funding support for GS coverage. Governments,
policymakers, and healthcare systems should prioritize and allocate
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resources to support universal coverage of GS as a first-line test for
appropriately indicated patients adhering to indications endorsed by
evidence-based guidelines from expert professional societies13. At a mini-
mum. this should include adequate funding and reimbursement
mechanisms to enable GS for critically ill infants, pediatric patients with
congenital anomalies, intellectual disability and developmental delay, and
adult undiagnosed disease patients with signs and symptoms consistent
with a genetic disorder. In the US, theMedical Genome Initiative supports
the inclusion of GS as a covered benefit in all US state Medicaid programs,
and federal guidance on appropriate integration of GS based on EPSDT
guidelines. Similarly, in other high-income countries (HICs), we recom-
mend the implementation of policies that support broad, timely, and
equitable access to GS testing for all patients with suspected genetic dis-
orders. In low- or middle-income countries (LMICs), where access to GS
may be more difficult due to local resource constraints, we advocate for
policies and reimbursement mechanisms that broadly support genetic
testing inclusive of GS when available.

Incorporate Health Technology Assessment (HTA) processes and
cost-effectiveness assessments. In geographies that utilize health
technology assessments as a component of policy decisions, we recom-
mend the implementation of a ‘living HTA’ that incorporates ongoing
assessment of both the clinical utility and cost-effectiveness of GS and
genome-informed care within the local healthcare system. This approach
ensures continuous evaluation and updates to the assessment methodol-
ogy, aligning decisions with evolving scientific, clinical, and economic
considerations in genetic testing. Additionally, we recommend the devel-
opment of international evidence requirement standards and data
exchange mechanisms to expedite technology reviews across geographies
and disparate health systems. This approach will foster global equity in
access to genomic testing and promote the timely adoption of innovative
healthcare solutions across diverse healthcare systems.

Reduce the administrative barriers. To improve access to GS, there is an
urgent need to streamline pre-authorization, eliminate co-pays or other
out-of-pocket expenses when insurance coverage is present, and simplify
administrative procedures. Reducing administrative barriers will not only
save time but also alleviate the financial burdens of patients and healthcare
providers, ensuring timely access to critical genetic testing services. We
note that in the US, the AmericanMedical Association (AMA) is pursuing
state-level legislation to streamline appropriate test ordering, and we
anticipate similar efforts in other geographies. A comprehensive reduction
in administrative burdens, is essential to further improve access to GS
testing.

Strive for equitable access from the outset. Equitable access to GS
should be prioritized to ensure that all patients, regardless of their back-
ground or socioeconomic status, can benefit from a genetic diagnosis and
genome-informed care. In the US, Medicaid policies, managed at the state
level,must be expanded to enable access toGS in underserved populations.
In other geographies, without public funding, access will be limited to
patients that can afford to pay out of pocket. The clinical genetics com-
munity should work with local governments, the pharmaceutical industry,
nongovernmental organizations (NGOs), and philanthropiists to support
in-country capacity building and test subsidization programs.

Continued development of evidence-based guidelines. Continued
developmentof evidence-basedguidelines that detail the indications forGS
testing and genome-informed treatment are essential to widespread

adoption. Guidelines should be developed in collaboration across profes-
sional societies to support awareness and utilization beyond medical
genetics professionals. Gaps in the evidence should be clearly articulated to
enable both academic stakeholders andprivate industry to develop plans to
address them.

Advocate for comprehensivecarecoordination. It is critical to establish
mechanisms for effective care coordination throughout the diagnostic and
precision medicine process to maximize patient benefit and constrain
costs. This will require improved communicationmechanisms across care
providers and the development and implementation of infrastructure that
supports timely result-sharing and coordinated follow-up for care
continuity.

Resource clinician education and training. Expanded continuing edu-
cation and training programs are needed for healthcare professionals in
clinical genomics and genomic medicine. This should include integrating
genomics education intomedical and allied health curricula and providing
ongoing professional development opportunities. Clinical education and
training are necessary to address equity of access issues in disadvantaged
communities worldwide.

Engage the public and raise awareness. To increase appropriate utili-
zation of genomic testing, the public must be educated about both the
strengths and limitations of these approaches, including the benefits of
genome-informed treatment. Multi-stakeholder campaigns that include
hospital systems, payers, professional societies, and industry, which engage
prospective patients, may lead to more effective testing and improved
public policy. We support public awareness campaigns that focus on his-
torically disadvantaged and under-represented populations (e.g. indigen-
ous communities, globally).

In summary, these actions call upon a wide range of stakeholders,
including governments, healthcare systems, professional societies, educa-
tional institutions, NGOs, and industry, to collaborate to address the chal-
lenges and disparities in genetic testing access and utilization.

Conclusion
GS has ushered in a new era in the diagnosis of genetic diseases, offering the
potential for improved patient care. Now is the time for collective action to
overcome challenges, implement best practices, and ensure that the benefits
of GS are realized for all individuals affected by genetic diseases. Indeed,
widespread and appropriate utilization of GS is critical for directing the
emerging gene editing, gene therapy, and cell-based therapies for rare
genetic disorders. Concerted policy, education, guideline, and care pathway
efforts will drive significant advancements in precision medicine and
improve health outcomes for patients with genetic conditions.

Data availability
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Vaidehi Jobanputra 1,2 , Brock Schroeder 3, Heidi L. Rehm 4,5,
Wei Shen6, Elizabeth Spiteri7, Ghunwa Nakouzi8, Stacie Taylor 9,
Christian R. Marshall 10, Linyan Meng11, Stephen F. Kingsmore 12,
Katarzyna Ellsworth 12, Euan Ashley13 & Ryan J. Taft14 on behalf of the
Medical Genome Initiative
1Molecular Diagnostics, New York Genome Center, New York, NY, USA.
2Pathology and Cell Biology, Columbia University Irving Medical Center,
New York, NY, USA. 3Market Access, Illumina Inc., San Diego, CA, USA.

npj | genomic medicine Comment

npj Genomic Medicine |            (2024) 9:23 2

http://orcid.org/0000-0003-0962-7873
http://orcid.org/0000-0003-0962-7873
http://orcid.org/0000-0003-0962-7873
http://orcid.org/0000-0003-0962-7873
http://orcid.org/0000-0003-0962-7873
http://orcid.org/0000-0002-0803-7209
http://orcid.org/0000-0002-0803-7209
http://orcid.org/0000-0002-0803-7209
http://orcid.org/0000-0002-0803-7209
http://orcid.org/0000-0002-0803-7209
http://orcid.org/0000-0002-6025-0015
http://orcid.org/0000-0002-6025-0015
http://orcid.org/0000-0002-6025-0015
http://orcid.org/0000-0002-6025-0015
http://orcid.org/0000-0002-6025-0015
http://orcid.org/0000-0001-6843-3505
http://orcid.org/0000-0001-6843-3505
http://orcid.org/0000-0001-6843-3505
http://orcid.org/0000-0001-6843-3505
http://orcid.org/0000-0001-6843-3505
http://orcid.org/0000-0002-4003-7671
http://orcid.org/0000-0002-4003-7671
http://orcid.org/0000-0002-4003-7671
http://orcid.org/0000-0002-4003-7671
http://orcid.org/0000-0002-4003-7671
http://orcid.org/0000-0001-7180-2527
http://orcid.org/0000-0001-7180-2527
http://orcid.org/0000-0001-7180-2527
http://orcid.org/0000-0001-7180-2527
http://orcid.org/0000-0001-7180-2527
http://orcid.org/0000-0001-6269-4771
http://orcid.org/0000-0001-6269-4771
http://orcid.org/0000-0001-6269-4771
http://orcid.org/0000-0001-6269-4771
http://orcid.org/0000-0001-6269-4771


4Medical and Population Genetics, Broad Institute of MIT and Harvard,
Cambridge, MA, USA. 5Center for Genomic Medicine, Massachusetts
General Hospital, Boston, MA, USA. 6Department of Laboratory Medicine
and Pathology, Mayo Clinic, Rochester, MN, USA. 7Clinical Genomics,
Department of Pathology, Stanford Medicine, Palo Alto, CA, USA.
8HudsonAlpha Clinical Services Lab, LLC, HudsonAlpha Institute for
Biotechnology, Birmingham, AL, USA. 9Medical Affairs, Illumina Inc., San
Diego, CA, USA. 10Division of Genome Diagnostics, Pediatric Laboratory
Medicine Department, The Hospital for Sick Children, Toronto, ON,
Canada. 11Molecular and Human Genetics, Baylor College of Medicine,
Houston, TX, USA. 12RadyChildren’s Institute for GenomicMedicine, Rady
Children’s Hospital, San Diego, CA, USA. 13Stanford Center for
UndiagnosedDiseases, StanfordUniversity, Stanford, CA, USA. 14Medical
GenomicsResearch, Illumina Inc., SanDiego,CA,USA. *A list ofmembers
and their affiliations appears in the Supplementary Information.

e-mail: vjobanputra@nygenome.org

Received: 5 October 2023; Accepted: 8 March 2024;

References
1. Nguengang Wakap, S. et al. Estimating cumulative point prevalence of rare diseases: analysis

of the Orphanet database. Eur. J. Hum. Genet. 28, 165–173 (2020).
2. Bick, D., Jones,M., Taylor, S. L., Taft, R. J. &Belmont, J. Case for genomesequencing in infants

and children with rare, undiagnosed or genetic diseases. J. Med. Genet. 56, 783–791 (2019).
3. United States Government Accountability Office (GAO) Report to Congressional Committees.

Rare Diseases: Although Limited, Available Evidence Suggests Medical and Other Costs Can
Be Substantial. https://www.gao.gov/assets/gao-22-104235.pdf (2021).

4. Chung, C. C. Y. et al. Meta-analysis of the diagnostic and clinical utility of exome and genome
sequencing in pediatric and adult patients with rare diseases across diverse populations.
Genet. Med. 25, 100896 (2023).

5. Abul-Husn, N. S. et al. Molecular diagnostic yield of genome sequencing versus targeted gene
panel testing in racially andethnically diversepediatric patients.Genet.Med.25, 100880 (2023).

6. Bick, D. et al. Successful Application of Whole Genome Sequencing in a Medical Genetics
Clinic. J. Pediatr. Genet. 6, 61–76 (2017).

7. Dimmock, D. et al. Project Baby Bear: Rapid precision care incorporating rWGS in 5 California
children’s hospitals demonstrates improved clinical outcomes and reduced costs of care. Am.
J. Hum. Genet 108, 1231–1238 (2021).

8. Dimmock, D. P. et al. AnRCTof RapidGenomicSequencing amongSeriously Ill Infants Results
in High Clinical Utility, Changes inManagement, and LowPerceived Harm.Am. J. Hum. Genet.
107, 942–952 (2020).

9. Farnaes, L. et al. Rapid whole-genome sequencing decreases infant morbidity and cost of
hospitalization. NPJ Genom. Med. 3, 10 (2018).

10. Kingsmore, S. F. et al. A Randomized, Controlled Trial of the Analytic and Diagnostic
Performance of Singleton and Trio, Rapid Genome and Exome Sequencing in Ill Infants. Am. J.
Hum. Genet. 105, 719–733 (2019).

11. Krantz, I. D. et al. Effect ofWhole-GenomeSequencingon theClinicalManagementof Acutely Ill
Infants With Suspected Genetic Disease: A Randomized Clinical Trial. JAMA Pediatr. 175,
1218–1226 (2021).

12. Maron, J. L. et al. Rapid Whole-Genomic Sequencing and a Targeted Neonatal Gene Panel in
Infants With a Suspected Genetic Disorder. JAMA 330, 161–169 (2023).

13. Manickam, K. et al. Exome and genome sequencing for pediatric patients with congenital
anomalies or intellectual disability: an evidence-based clinical guideline of the American
College of Medical Genetics and Genomics (ACMG). Genet. Med. 23, 2029–2037 (2021).

14. Souche, E. et al. Recommendations for whole genome sequencing in diagnostics for rare
diseases. Eur. J. Hum. Genet. 30, 1017–1021 (2022).

15. National Health Service (NHS) England. National genomic test directory. https://www.england.
nhs.uk/publication/national-genomic-test-directories/ (2023).

16. Medical ServicesAdvisoryCommittee (MSAC). 1476-Genetic testing for childhood syndromes.
http://www.msac.gov.au/internet/msac/publishing.nsf/Content/1476-public (2021).

17. Medical Services Advisory Committee (MSAC). 1675-Whole Genome Sequencing for the
diagnosis of mitochondrial disease. https://www.msac.gov.au/internet/msac/publishing.nsf/
Content/1675-public (2023).

18. Medical Services Advisory Committee (MSAC). 1680-Genetic testing for childhood hearing
impairment. http://www.msac.gov.au/internet/msac/publishing.nsf/Content/1680-
public (2023).

19. Ministry of Health. Nasjonal strategi for persontilpasset medisin 2023–2030. https://www.
regjeringen.no/contentassets/c0ab0380265445e58508c36e51e5561b/no/pdfs/strategi-for-
persontilpasset-medisin.pdf Accessed August 14, 2023.

20. Plan France Médecine Génomique 2025. https://pfmg2025.aviesan.fr/ Accessed August
14, 2023.

21. Navarra 1,000 Genomes Project (NAGEN 1000). https://www.icpermed.eu/en/navarra-1000-
genomes-project.php Accessed August 14, 2023.

22. ISPOR—International Society for Pharmacoeconomics andOutcomes. USHealthcare System
Overview–Background. https://www.ispor.org/heor-resources/more-heor-resources/us-
healthcare-system-overview/us-healthcare-system-overview-background-page-1 (2023).

23. Centers for Medicare and Medicaid Services (CMS). National Health Expenditures 2021
Highlights. https://www.cms.gov/files/document/highlights.pdf Accessed December
11, 2023.

24. UnitedHealthCare.Whole ExomeandWholeGenomeSequencing -Commercial and Individual
Exchange Medical Policy. https://www.uhcprovider.com/content/dam/provider/docs/public/
policies/comm-medical-drug/whole-exome-and-whole-genome-sequencing.pdf (2023).

25. Cigna. Whole Exome and Whole Genome Sequencing for Non-Cancer Indications. https://
static.cigna.com/assets/chcp/pdf/coveragePolicies/medical/mm_0519_
coveragepositioncriteria_exome_genome_sequence.pdf (2023).

26. Schroeder, B. E. et al. The diagnostic trajectory of infants and children with clinical features of
genetic disease. NPJ Genom. Med. 6, 98 (2021).

Acknowledgements
The authors thank Teri Manolio for reviewing the final draft of the manuscript and Raye Alford for
editing support. This development of this manuscript was not supported by any funding.

Author contributions
Vaidehi Jobanputra, Brock Schroeder, and Ryan Taft wrote the original manuscript. Heidi L. Rehm,
Wei Shen, Elizabeth Spiteri, Ghunwa Nakouzi, Stacie Taylor, Christian R. Marshall, Linyan Meng,
Katarzyna Ellsworth, Stephen Kingsmore, and Euan Ashley edited and revised the manuscript.

Competing interests
Christian Marshall and Vaidehi Jobanputra report receiving consulting fees from Illumina Inc. Heidi
Rehm receives research funding from Illumina and Microsoft. Brock Schroeder, Stacie Taylor, and
Ryan Taft are employees and stockholders of Illumina Inc. Euan Ashley reports the following
competing interests: Personalis, Deepcell, Svexa, RCD Co (founder); SequenceBio, Foresite Labs,
PacBio, Apple (advisor); AstraZeneca (nonexecutive director); OxfordNanopore, PacificBiosciences,
AstraZeneca (stock); Illumina, Pacific Biosciences, Oxford Nanopore (in kind collaborative support).

Additional information
Supplementary information The online version contains supplementary material available at
https://doi.org/10.1038/s41525-024-00410-2.

Correspondence and requests for materials should be addressed to Vaidehi Jobanputra.

Reprints and permissions information is available at
http://www.nature.com/reprints

Publisher’s note Springer Nature remains neutral with regard to jurisdictional claims in published
maps and institutional affiliations.

Open Access This article is licensed under a Creative Commons Attribution 4.0 International
License, which permits use, sharing, adaptation, distribution and reproduction in any medium or
format, as long as you give appropriate credit to the original author(s) and the source, provide a link
to the Creative Commons licence, and indicate if changes were made. The images or other third
partymaterial in this article are included in the article’s Creative Commons licence, unless indicated
otherwise in a credit line to thematerial. If material is not included in the article’s Creative Commons
licence and your intended use is not permitted by statutory regulation or exceeds the permitted use,
you will need to obtain permission directly from the copyright holder. To view a copy of this licence,
visit http://creativecommons.org/licenses/by/4.0/.

© The Author(s) 2024

npj | genomic medicine Comment

npj Genomic Medicine |            (2024) 9:23 3

mailto:vjobanputra@nygenome.org
https://www.gao.gov/assets/gao-22-104235.pdf
https://www.gao.gov/assets/gao-22-104235.pdf
https://www.england.nhs.uk/publication/national-genomic-test-directories/
https://www.england.nhs.uk/publication/national-genomic-test-directories/
https://www.england.nhs.uk/publication/national-genomic-test-directories/
http://www.msac.gov.au/internet/msac/publishing.nsf/Content/1476-public
http://www.msac.gov.au/internet/msac/publishing.nsf/Content/1476-public
https://www.msac.gov.au/internet/msac/publishing.nsf/Content/1675-public
https://www.msac.gov.au/internet/msac/publishing.nsf/Content/1675-public
https://www.msac.gov.au/internet/msac/publishing.nsf/Content/1675-public
http://www.msac.gov.au/internet/msac/publishing.nsf/Content/1680-public
http://www.msac.gov.au/internet/msac/publishing.nsf/Content/1680-public
http://www.msac.gov.au/internet/msac/publishing.nsf/Content/1680-public
https://www.regjeringen.no/contentassets/c0ab0380265445e58508c36e51e5561b/no/pdfs/strategi-for-persontilpasset-medisin.pdf
https://www.regjeringen.no/contentassets/c0ab0380265445e58508c36e51e5561b/no/pdfs/strategi-for-persontilpasset-medisin.pdf
https://www.regjeringen.no/contentassets/c0ab0380265445e58508c36e51e5561b/no/pdfs/strategi-for-persontilpasset-medisin.pdf
https://www.regjeringen.no/contentassets/c0ab0380265445e58508c36e51e5561b/no/pdfs/strategi-for-persontilpasset-medisin.pdf
https://pfmg2025.aviesan.fr/
https://pfmg2025.aviesan.fr/
https://www.icpermed.eu/en/navarra-1000-genomes-project.php
https://www.icpermed.eu/en/navarra-1000-genomes-project.php
https://www.icpermed.eu/en/navarra-1000-genomes-project.php
https://www.ispor.org/heor-resources/more-heor-resources/us-healthcare-system-overview/us-healthcare-system-overview-background-page-1
https://www.ispor.org/heor-resources/more-heor-resources/us-healthcare-system-overview/us-healthcare-system-overview-background-page-1
https://www.ispor.org/heor-resources/more-heor-resources/us-healthcare-system-overview/us-healthcare-system-overview-background-page-1
https://www.cms.gov/files/document/highlights.pdf
https://www.cms.gov/files/document/highlights.pdf
https://www.uhcprovider.com/content/dam/provider/docs/public/policies/comm-medical-drug/whole-exome-and-whole-genome-sequencing.pdf
https://www.uhcprovider.com/content/dam/provider/docs/public/policies/comm-medical-drug/whole-exome-and-whole-genome-sequencing.pdf
https://www.uhcprovider.com/content/dam/provider/docs/public/policies/comm-medical-drug/whole-exome-and-whole-genome-sequencing.pdf
https://static.cigna.com/assets/chcp/pdf/coveragePolicies/medical/mm_0519_coveragepositioncriteria_exome_genome_sequence.pdf
https://static.cigna.com/assets/chcp/pdf/coveragePolicies/medical/mm_0519_coveragepositioncriteria_exome_genome_sequence.pdf
https://static.cigna.com/assets/chcp/pdf/coveragePolicies/medical/mm_0519_coveragepositioncriteria_exome_genome_sequence.pdf
https://static.cigna.com/assets/chcp/pdf/coveragePolicies/medical/mm_0519_coveragepositioncriteria_exome_genome_sequence.pdf
https://doi.org/10.1038/s41525-024-00410-2
http://www.nature.com/reprints
http://creativecommons.org/licenses/by/4.0/

	Advancing access to genome sequencing for rare genetic disorders: recent progress and call to�action
	Recent advancements in�access
	Remaining issues and call to�action
	Prioritize policy and funding support for GS coverage
	Incorporate Health Technology Assessment (HTA) processes and cost-effectiveness assessments
	Reduce the administrative barriers
	Strive for equitable access from the�outset
	Continued development of evidence-based guidelines
	Advocate for comprehensive care coordination
	Resource clinician education and training
	Engage the public and raise awareness

	Conclusion
	Data availability
	References
	Acknowledgements
	Author contributions
	Competing interests
	Additional information




