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Assist in advising NHGRI on research needed to 
evaluate and move genomics into routine medical 
practice
• Review current progress, identify research, 

implementation, and education gaps and 
approaches for filling them

• Identify and publicize key advances
• Plan genomic medicine meetings on timely 

themes
• Facilitate collaborations, coordination, long-term 

availability of genomic resources

Genomic Medicine Working Group  
Charge





Categories:
• Genomic Medicine Resource • Oncology • Variant Classification
• Pilot Implementation • Undiagnosed Diseases • Impact/Outcomes
• Systematic Implementation • Gene-Disease Validation • Secondary Findings
• Risk Assessment/Prediction • Sequencing • Health Disparities
• Pharmacogenomics • Other



Am J Hum Genet 2019;105:1072-75.

Am J Hum Genet 2020;107:1007-10.

Am J Hum Genet. 2021;108:2210-14.

Am J Hum Genet. 2022;109:2101-104.
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GM VI: Global Leaders, Jan 2014

Genomic Medicine 
Colloquium, June 2011

GM II: Forming Collaborations, 
Dec 2011

GM III: Stakeholders, 
May 2012 GM IV: Physician Education, Jan 2013

GM V: Federal Strategies, May 2013

GM VIII: NHGRI’s Genomic 
Medicine Programs, June 2015

GM VII: Genomic CDS, Oct 2014GM IX: Bedside Back to Bench, 
April  2016

GM X: PGx Implementation, 
May 2017

GM XI: Clinical Implementation, 
Sept 2018

GM XII: Genomics and Risk 
Prediction, May 2019
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Genomic Medicine Meetings



2020 NHGRI Strategic Vision

Green E. et al., Strategic research priorities and opportunities for improving human health at The 
Forefront of Genomics. Nature, 2020; 586:683-92.



Genomic Medicine XIV: Genomic Learning 
Healthcare Systems (gLHS), Aug 31 – Sep 1, 2022

Co-Chairs: Pat Deverka, Renee Rider

Objectives:
• Explore real-world examples of how gLHS apply cycles of genomic medicine 

implementation, evaluation, adjustment, and updated implementation 
practices across delivery systems.

• Examine barriers and identify potential solutions, focusing on lessons learned 
from effective gLHS and their potential transportability to other settings.

• Determine ways to develop and share solutions and form collaborations to 
facilitate research on implementing gLHS.

Aug 31 – Sep 1, 2022, Virtual



Genomic Medicine XIV: Genomic Learning 
Healthcare Systems (gLHS), Aug 31 – Sep 1, 2022

Key recommendations:
• Build on and extend interoperability of methods for integrating genomic data 

into care and exchanging with other systems.
• Create a national LHS network to gather data from collaborating gLHS on 

genomic medicine practice, quality improvement, and benchmarking.
• Create a consult service or expert panel to help educate clinicians about 

genetic test orders, interpretation, and determining next steps.
• Develop “learning community of practice” listserv to provide information and 

updates, potentially supplemented with a panel of experts.
• Promote equity of implementation in low-resourced and underserved settings.



NHGRI’s Genomic Medicine Program and FY22 Funds, 9/30/2022
Program Goal $M Years
UDN1 Diagnose rare and new diseases by expanding NIH’s 

Undiagnosed Diseases Program 16.4 FY13-22

CSER2 Generate evidence of clinical utility of sequencing in diverse 
clinical settings 0 FY12-21

eMERGE Develop, implement, and disseminate multi-ethnic genomic 
risk assessment and management tools for clinical use 19.6 FY07-24

IGNITE Conduct pragmatic clinical trials of genomic interventions 
(APOL1 testing and PGx for pain and depression treatment) 9.9 FY13-24

ClinGen2 Develop and disseminate consensus information on genes 
and variants relevant to clinical care 13.7 FY13-24

ClinGen3

Curation 
Establish expert panels for genes and variants relevant to 
participating NIH Institutes and Centers 5.6 FY20-

Investigator
-Initiated

Advancing genomic medicine research, genetic counseling 
processes, dissemination and implementation 25.6 FY15-

Training Institutional training grants, fellowships, career development 5.2 FY16-

1NIH Common Fund; 2Co-Funded by NCI. 3Funded by 5 partner ICs .

FY22 total genomic medicine funding $96M; $74M NHGRI (35% investigator-initiated)
FY22 total extramural budget $441M (~18% genomic medicine)



NHGRI Funding for Genomic Medicine Research, 
2015-2022
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NHGRI Funding for Investigator-Initiated Genomic 
Medicine Research, 2015-2022
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NHGRI Funding for Investigator-Initiated Genomic 
Medicine Research, 2015-2022
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Investigator-Initiated Funding as Percent of Genomic 
Medicine Research Funding, 2015-2022
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