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Open Session Agenda 

Presentations: 

NHGRI Intramural Research Program Report 
Charles Rotimi 

NHGRI Intramural Research Program Blue Ribbon Panel Report 
Gail Jarvik & Lynn Jorde 

NASEM Report on the Use of Race, Ethnicity, 
and Ancestry as Population Descriptors 

Aravinda Chakravarti & Charmaine Royal 



Open Session Agenda 

Presentation: 

Update on the H3Africa Program 
Jennifer Troyer 

Concept Clearances: 

Genomic-Enabled Learning Health Systems 
Robb Rowley 

Developing Novel Theory and Methods for Understanding the 
Genetic Architecture of Complex Traits 

Alexander Arguello 
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I. General NHGRI Updates 
II. General NIH Updates 
III. General Genomics Updates 
IV. NHGRI Extramural Research Program 
V. NIH Common Fund/Trans-NIH 
VI. NHGRI Communications, Policy, and Education 
VII. NHGRI Intramural Research Program 



Director’s Report Outline 

I. General NHGRI Updates 
II. General NIH Updates 
III. General Genomics Updates 
IV. NHGRI Extramural Research Program 
V. NIH Common Fund/Trans-NIH 
VI. NHGRI Communications, Policy, and Education 
VII. NHGRI Intramural Research Program 



Building a Diverse Genomics Workforce Action 
Agenda: Implementation and Progress Report 

 Details programs, projects, initiatives, and 
engagements that have been enacted 
since release of Action Agenda in 2021 

 Diversifying the genomics workforce 
cannot be achieved without support from 
the scientific community 
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Human Genetics Scholars Initiative 

 >20 predoctoral, postdoctoral, 
and early-career scholars 
visited NHGRI 

 Discussed research funding 
and career development 
opportunities 

 NHGRI has supported this 
initiative since 2019 
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NHGRI Leadership: Director's Working Group 
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Rochelle Walensky, 
M.D., M.P.H. 

Departure of Director, Centers for Disease 
Control and Prevention 



Bill Kapogiannis, M.D. 

Leadership Transition, NIH Office of AIDS Research 

Maureen Goodenow, Ph.D. 
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New Director, NIH Tribal Health Research Office 

Karina Walters, Ph.D., M.S.W. 
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Carrie Wolinetz, Ph.D. 

Departure of Senior Advisor, NIH Office of the Director 
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NIH-Wide Strategic Plan for Diversity, Equity, 
Inclusion, and Accessibility (DEIA) 

 Fiscal Years 2023-2027 
NIH's role as a people-centered 

organization 
Encourages enhancing DEIA in 

operations, workforce, and research 
Crosscutting themes promoting 

transparency, communication, and 
engagement; fostering sustainable 
change; and harnessing data 

Roadmap for NIH-supported institutions 
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Recommendations for Improving National Research
Service Award (NRSA) Fellowship Review 

RFI open through June 23, 2023 
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Fiscal Year 2024 Appropriations 

FY2022 
($) 

FY2023 
($) 

FY2024 
PB ($) 

Increase 
($) 

Increase 
(%) 

NIH $46.178 
billion * 

$49.178 
billion * 

$51.098 
billion * 

$1.92 
billion 

3.9% 

NHGRI $636 
million 

$661 
million 

$661 
million 

$0 0% 

* Includes appropriations for both NIH and ARPA-H 
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Mourning the Loss of Paul Berg 
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Mourning the Loss of Casey Brown 
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Mourning the Loss of Janet Sinsheimer 
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Mourning the Loss of Charles Scriver 
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New Director, Wellcome Sanger Institute 

Matt Hurles, Ph.D. 
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Elected to National Academy of Sciences 

Spyros Artavanis-Tsakonas 
Claire Fraser 
Jo Handelsman 
Daphne Koller 
Leonid Kruglyak 
Xihong Lin 
John O’Shea 

Anna Marie Pyle 
Richard Roberts 
Yosef Shiloh 
Alice Ting 
Anne Yoder 
Phil Zamore 
Kenneth Zaret 
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NASEM Population Descriptors Report 

 14 NIH institutes, centers, and offices 
were co-sponsors 

 NHGRI served as task co-leader with All 
of Us Research Program 

 Past and current uses of population 
descriptors 

 Proposes guiding principles and a new 
framework for the field 

 Aravinda Chakravarti and Charmaine 
Royal will present later 
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NASEM Study: Toward Sequencing and 
Mapping RNA Modifications 

 Public workshop held in March 
 Facilitate additional community 

brainstorming and problem-
solving 
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Human Genome Reference Program (HGRP) 

Collection of high-quality reference 
human genome sequences 

 Includes sequences from 47 people 

 Four papers recently published 
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Human Genome Reference Program (HGRP) 



Zoonomia Project 
 Special issue in Science 
 >150 researchers using comparative 

genomics to understand >240 species 
NHGRI-funded genome sequencing and 

analysis projects 
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Centers of Excellence in Genomic Science (CEGS) 

Jef Boeke , Ph.D. 

PAR-23-098 CEGS Reissued 
Next Receipt Dates: June 23, 2023; June 21, 2024 
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Molecular Phenotypes of Null Alleles in Cells 
(MorPhiC) 

 Data Production Reseach & Development Centers 

PI: Paul Robson PI: Danwei Huangfu PI: Mazhar Adli PI: Luke Gilbert 

 Data Resource & Administrative  Data Analysis & 
Coordinating Center Validation Centers 

May 2023 Council 

PI: Stephan Schürer 

 In-person meeting took place in January/February 2023 Document 21 



Developmental Genotype-Tissue Expression (dGTEx) 

New Funding Opportunity Announcement: 
 RFA-HG-23-005 Data Integration and Statistical 

Analysis Methods 
 Develop methods for analyses of data from human and 

non-human primate dGTEx efforts 
 Applications due Nov. 20, 2023 
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NHGRI Analysis, Visualization, and Informatics 
Lab-space (AnVIL) 

 Over 600,000 genomes and five petabytes of data 

 AnVIL presented at AGBT Meeting in February 2023 
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Computational Genomics and
Data Science (CGDS) Program 

Genomic Community Resources 

 NHGRI Genomic Community Resources PAR-23-124 
Due dates in 2023: May 25 and September 25 

 Trans-NIH Notice of Intent to Publish 

Established Data Repositories and Knowledgebases 
NOT-OD-23-099 

Early-stage Data Repositories and Knowledgebases 
NOT-OD-23-093 

Earliest estimated application due date: Fall 2023 
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Genome-Wide Association Studies (GWAS) Catalog 
15th Anniversary 

 >515,000 curated associations 
from >6300 publications 

 >60,000 user-submitted 
summary statistics 

 >5,800 citations of the GWAS 
Credit: Jackie MacArthurCatalog and associated papers 
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eMERGE has returned Genome-informed risk 
753 results & 156 high-assessment (GIRA) 

 PRS risk results 
 Monogenic risk 
 Family health history 
 Clinical covariates 
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Marker paper 
published 
January 2023 



Clinical Sequencing Evidence-Generating
Research Program (CSER) 

 CSER at ACMG 2023: 10 oral presentations & 9 posters 

Differences in genes implicated in disease comparing prenatal to pediatric 
patients (Sparks et al.) 

Development and validation of new CSER-wide outcome measure to assess 
the impact of genomic sequencing on children and adults (Smith et al.) 

Prenatal exome sequencing in an underrepresented population (Norton et al.) 
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Clinical Sequencing Evidence-Generating
Research Program (CSER) 
Lessons Learned and Challenges 

Research during the COVID-19 
pandemic 

Designing and implementing 
research in underrepresented 
populations 
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Clinical Genome Resource (ClinGen)
International Collaborations 

Variant Curation Interface 
Workshop, India 2022 

H3Africa Workshop 
Participation 
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Polygenic RIsk MEthods in Diverse Populations 
(PRIMED) Consortium 

 PRIMED publications (~32) 

 Methods Review Working Group ➡ Methods Development Working Group 

 Joint meeting with eMERGE 
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Global Genomic Medicine Consortium (G2MC)
7th International Conference 

Campus Biotech in Geneva 
Genomic Medicine for Everyone 
 Themes: 

Implementation of Genomic Medicine 
Collaboration 
Diversity, Equity, & Inclusion (DEI) in Genomics 

Registration now open 

Document 30 



Advancing Genomic Medicine Research (AGMR) 

Topics funded: 
Undiagnosed diseases 
EHR integrated tools 
Evidence for clinical & 

economic value 

Notice of Intent to Publish a Notice of Funding 
Opportunity for Advancing Genomic Medicine 
Research (R01/ R21 Clinical Trial Optional) 
Notice Numbers: NOT-HG-23-034, NOT-HG-23-035 

Newborn screening 
Promoting access for 

underserved populations 
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Technology Development Program
Virtual Outreach Series 

Direct RNA Sequencing & Base Modifications 
 Single-Molecule Protein Sequencing 
Advances in Single-Cell Analysis 
Genome-Scale Regulatory Mechanisms 

All events are free, virtual, and open to the public 

Registration is required 
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Small Business Program
Transition Grant Opportunity 

 Funding for early-career academic scientists 
interested in transitioning to entrepreneurship 
while supporting technology transfer 

Unique fast-track mechanism: 
Phase I STTR  Phase II SBIR 

Mentorship required and entrepreneurship training provided 

 Partnership with NCI, NIBIB, and NIDA 

Applications due August 21, 2023 
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Training and Career Development Program 

 8th Annual Training Meeting 
Hosted by Duke University and held in Salt Lake City 
 300 in-person attendees and 50 virtual attendees 
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Genomics Workforce Diversity Programs
Notices of Funding Opportunities 

 PAR-23-123: Entry-Level Modules (ELM) for 
Training the Genomics Research Workforce 

Receipt date: June 1 

 PAR-23-137: NIH Science Education 
Partnership Award (SEPA) 

Receipt date: July 14 
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Extramural Investigator-Initiated Highlights 
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Undiagnosed Diseases Network
Solving Medical Mysteries Through Team Science 

Applications: 6354 Accepted: 2535 

Clinical Evaluations: 
2159 

Sequencing: 
2180 

Model Organisms: 
301 

Metabolomics: 
312 

Data Sharing 

Manuscripts published: 210 

Variant interpretations 
submitted to ClinVar: 647 

Records shared 
across Matchmaker 
Exchange: 1991 

Diagnosed: 679 
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Undiagnosed Diseases Network 

 Transition from NIH Common Fund support to Trans-NIH support 
Led by NINDS and supported by 16 NIH institutes and centers: 

NCATS, NCCIH, NCI, NEI, NHGRI, NHLBI, NIA, NIAID, NIAMS, 
NICHD, NIDCD, NIDCR, NIDDK, NIEHS, NIGMS, NLM 

Vision: evolve into a larger, self-sustained network to provide 
expert diagnostic services for undiagnosed patients and to 
foster scientific discovery 

Data Management Coordinating Center  (Fiscal Year 2023-2027) 
Awarded to Harvard Medical School (PI: Kohane) 

Diagnostic Centers of Excellence 
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Bridge to Artificial Intelligence (Bridge2AI) 

 Four Centers: 
Functional genomics 

Voice as a biomarker of disease 

AI/ML in acute care 

Human health restoration after disease 

Bridge Center for cross-program
coordination and dissemination 

 First Bridge2AI in-person
consortium meeting in April 

Document 38 



Somatic Mosaicism Across Human Tissues (SMaHT) 

Tissue Procurement Center Data Analysis Center Organizational Center 

Genome Characterization Centers 

Baylor College of Medicine 
Broad Institute 

New York Genome Center 
Seattle Children’s Hospital 

Washington University 

Tools and Technology Development Awards 
Document 39 



 Release of nearly 250,000 whole-genome sequences 

 45% of data from people who identify as a member of a 
group underrepresented in medical research 
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NIH Cloud Platform Interoperability (NCPI) 

 Establish a trans-NIH, cloud-based, federated data ecosystem 
NCPI Administrative Coordinating Center 
 Solicitations for interoperability projects 
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2023 Genomics Anniversaries 



New NHGRI Videos on GenomeTV/YouTube 
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Purifying Strawberry DNA Sequencing a Genome 
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Human Genome Project 'G5' Virtual Reunion 



Genome: Unlocking Life’s Code Exhibition 
Pieces Now on Display at NIH 

Opened in 2013, traveled to 12 U.S. states and Canada 
Attracted millions of visitors over the last 10 years 
 Five pieces of the exhibition now on display at NIH 
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Genomics Featured in National History Day 



NHGRI History of Genomics Program
Archive Highlight 
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Inter-Society Committee for
Practitioner Education in Coordinating Genomics 

(ISCC-PEG) 

ISCC-PEG 12th Annual Meeting 
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Beth Tuck, M.A. 

New Chief, Education and Community
Involvement Branch 
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Samuel J. Heyman Service to America Medal Finalists 
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American Society of Human Genetics 
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2022 Presidential Address 



NHGRI Intramural Research Highlights 

The impact of Mmu17 non-Hsa21 orthologous genes in 
the Ts65Dn mouse model of Down syndrome: the “gold 
standard” refuted 

The dogs of Chernobyl: Demographic insights into 
populations inhabiting the nuclear exclusion zone 

Telomere-to-telomere assembly of diploid 
chromosomes with Verkko 
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‘One-Stop-Shop’ to Stay Connected 
genome.gov/stayconnected 
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Thanks! 

Special Thanks! 
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