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Open Session Agenda 
Presentation: 

The NIAID Mission: Infectious Diseases and Beyond 
Jeanne Marrazzo 

Concept Clearances: 
Supporting Talented Early Career Researchers in Genomics 

Lisa Chadwick 
Genome Research Experiences to Attract Talented Undergraduates 

into Genomic Fields to Enhance Diversity (GREAT) 
Ebony Madden 

NHGRI Predoctoral to Postdoctoral Transition Award for a Diverse 
Genomics Workforce 

Lucia Hindorff 



Open Session Agenda 
Presentations: 

Bettie J. Graham Leadership Awards for Enhancing Diversity, 
Equity, Inclusion, and Accessibility in the Genomics Workforce 

Lucia Hindorff & Eric Green 
Impact of Genomic Variation on Function (IGVF) Consortium Update 

Karen Mohlke & Jesse Engreitz 
Genomics Research to Elucidate the Genetics of Rare Disease 

(GREGoR) Consortium Update 
Jennifer Posey 



Open Session Agenda 
Reports: 
Workshop Report: Advances in the Genetic Architecture of 

Complex Human Traits 
Alexander Arguello & Nancy Cox 

Overview of the NHGRI Small Business Program 
Renee Rider & Ian Nova 

Presentation: 
Revisions for Fellowship Applications and Simplified Review 

Framework for Research Applications 
Sarah Wheelan 



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 



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 



New Deputy Director, 
Division of Extramural Operations 

Issel Anne Lim, Ph.D. 



Kris Wetterstrand, M.S. 

New Extramural Program Director,
Divisions of Extramural Operations & Genome Science 



New Extramural Program Director, 
Division of Genomic Medicine 

Nephi Walton, M.D., M.S. 



New Extramural Program Director, 
Office of Genomic Data Science 

Jean Gao, Ph.D. 



 

ASHG-NHGRI 2024 Genomics and 
Public Service Fellows 

Genetics Education & Genetics & Public Policy Genomics Communications 
Engagement Fellow Fellow Fellow 

Camerun Washington, M.S., C.G.C. Elizabeth Roy, M.P.H. Jacqueline Cohen, M.P.H. 
Greenwood Genetic Center University of Pittsburgh University of Pittsburgh
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ASHG-NHGRI 2024 Genomics and 
Public Service Fellows 

Post-Baccalaureate Genomics Analyst Fellows – ASHG-based 

Maya Montgomery Alison Wilcox 
Duke University St. Olaf College 
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ASHG-NHGRI 2024 Genomics and 
Public Service Fellows 

Post-Baccalaureate Genomics Analyst Fellows – NHGRI-based 

Malia Jennings Mike Lopez Sofia Martin Jessica Reinach Gabrielle Villard 
Fisk University New Mexico St. Edward’s University of Southern California 

State University University Michigan Univ. of Health Sciences 
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Kathleen Neuzil, M.D. 

New Director, Fogarty International Center 
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Sean Mooney, Ph.D. 

New Director, Center for Information Technology 
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National Library of Medicine Director Search 

 Search launched May 1 
 Search committee co-chairs: Eric Green & Nora Volkow 
Applications due July 1 
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Joshua Gordon, 
M.D., Ph.D. 

Departure of Director, 
National Institute of Mental Health 
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Executive Order on Women’s Health Research 
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FDA Finalizes Rule for LDT Oversight and Regulation 

Medical devices to include LDTs 
 Same oversight as other diagnostic 

products manufactured by industry 
 Four-year phaseout of general 

enforcement discretion 
 Implementation of targeted enforcement 

discretion of certain LDTs 
 Some tests will be considered legacies 

and will not undergo the full FDA 
regulatory process 

 LDTs offered prior to May 6, 2024, with no 
further modifications 
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$1 NIH funded research = $2.46 economic activity 

NIH’s Role in Sustaining the U.S. Economy 
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Fiscal Year 2024 Appropriations 

Portion 
FY 2024 
Enacted 

Appropriation 

FY 2023 
Enacted 

Appropriation 
FY 24-23 

Difference $ 
FY 24-23 

Difference % 

NIH 
(excluding ARPA-H) $47.08 B $47.68 B -$380 M -0.8% 

NHGRI $663.2 M $663.2 M $0 0% 



Fiscal Year 2025 Appropriations 

Portion 
FY 2025 

President's 
Budget 

FY 2024 
Enacted L-HHS 
Appropriation 

FY 2024 
President's 

Budget 

FY24 Enacted – 
FY24 President's 

Budget 
Difference 

$ 

FY24 Enacted – 
FY24 President's 

Budget 
Difference 

% 

NIH 
(excluding 
ARPA-H) 

$50.1 B $47.08 B $48.68 B -$1.4 B -3% 

NHGRI $664 M $663.2 M $663 M +$200,000 +0.03% 
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Mourning the Loss of Gary Felsenfeld 
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Mourning the Loss of Richard Cooper 
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Amanda Perl 

New Chief Executive Officer, 
American Society of Human Genetics 
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NASEM Report: Charting a Future for
Sequencing RNA and Its Modifications 

Reviews the impact of RNA base 
modifications 

Highlights critical gaps in existing RNA 
sequencing technologies 

 Provides recommendations for standards, 
technologies, and regulatory agency tasks 

 Sets 5, 10, and 15-year priorities and 
milestones 

Document 12 



Elected to National Academy of Sciences 

David J. Glass 
Todd R. Golub 
Thomas A. Kunkel 
Nipam H. Patel 

Steven A. Rosenberg 
Jenny Tung 
Joana Wysocka 
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Molecular Phenotypes of Null Alleles in Cells 
(MorPhiC) Phase 1 

 Consortium Meeting in February 2024 
 Focus on experimental design, data pipelines, individual scientific 

results, and progress updates 
 Hackathon led by early career investigators 
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Identifying Research Priorities to Accelerate 
Genetic Diagnosis Meeting 

Challenges, gaps, and opportunities: 
Advance understanding of the genetic causes 

of Mendelian conditions 

Increase rate of identifying genetic causes of 
rare genetic diseases 

Workshop recording and report will be 
available soon 
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Community Input on Genomic Variant Interpretation 

 Testing and assessing function of 
individual genomic variants 

 Testing and assessing function of 
genomic variants in context 

 Technology development needs 
 Predictive modeling 
 Resource building 



Educational Hub & Sites for Enhancing Diversity in 
Computational Genomics and Data Science 

The Hub will leverage cloud platforms 
to increase access to educational 
and research opportunities 

Partner Sites will develop educational 
content that makes uses cloud-
computing resources 

Applications are due on June 10 
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NHGRI Analysis, Visualization, and Informatics
Lab-space (AnVIL) 

AnVIL collaborating with the NIH Cloud Platform 
Interoperability Program (NCPI) on four projects: 
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Clinical Genome Resource (ClinGen) 
10th Anniversary 

American College of Curating the Clinical Genome
Medical Genetics and Genomics (CCG)

(ACMG) 
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PhenX Toolkit: Social Determinants of Health (SDOH) 

 15 new protocols added to the PhenX 
SDOH collections 

Examples of new individual measures: 
Discrimination in Healthcare & 
Internet Access 

Examples of new structural measures: 
Water Access, Sanitation, & 
Minimum Wage Document 19 



Defining a Clinical Data Ecosystem for
Genomic Health Workshop 

 Define a data ecosystem, outlining paths of genomic data from laboratory to 
electronic health records to patient/clinician and across health systems 

 Determine informatics standards to be adopted, systems to be built, and 
policies to be developed 

 Identify research directions for optimizing genomic data integration and 
utilization in delivery of healthcare 
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Ethical, Legal, and Social Implications (ELSI)
Research Program 

ELSIcon2024: The 6th ELSI Congress 
Reimagining the Benefits of Genomic Science 

SAVE THE DATE 
June 10-12, 2024 

New York City 

Register now! 
Document 21 



Ethical, Legal, and Social Implications (ELSI)
Research Program 

 Eligible applicants: Domestic organizations in the U.S. receiving 
<$30M per year in total NIH funding for last 3 years Document 21 

 NOT-HG-24-027: Building Partnerships and Broadening Perspectives to 
Advance Ethical, Legal and Social Implications (ELSI) Research (BBAER) 

1) Transdisciplinary ELSI Research 

2) Research Teams with Community Experts 

3) ELSI Research Capacity Building 

4) ELSI Workforce Development 



9th Annual NHGRI Research Training and 
Career Development Meeting 

 Held on April 7-9 in Seattle 
 Hosted by Duke University 
 >400 in-person attendees 

Document 22 



Publication of Genomics and Health Equity Paper 
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Population Descriptors for Legacy Genomic Data:
Challenges and Future Directions Workshop 

May 28 - 29, 2024 (Virtual) 

 Leaders of genomic data science resources,
researchers who use legacy data, & other partners 

 Workshop objectives: 
Summarize current approaches to the use of population 
descriptors in/for legacy data 

Define and address challenges with harmonization, 
interoperability, and analysis 

Develop recommendations that can be widely adopted 
Register now! Identify opportunities for research and collaboration 
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Extramural Investigator-Initiated Highlights 
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Knockout Mouse Phenotyping Project (KOMP2) 

Resource impact demonstrated by >7,000 publications 
Yearly increase of KOMP2/IMPC publications 

8000  International Mouse Phenotyping 
Consortium (IMPC) Spring Meeting 
– April 2024 

 IMPC Virtual Workshop – May 2024 2011 2012 2013 2014 2015 2016 2017 2018 2019 2020 2021 2022 2023 2024 

Year 

0 

1000 

2000 

3000 

4000 

5000 

6000 

7000 

N
um

be
r o

f p
ub

lic
at
io
ns

 

Document 26 



Bridge to Artificial Intelligence (Bridge2AI) 

Goals: All-Hands Conference and 
AI-Ready Data Open House Generate AI-ready datasets 

April 2024Create ethical AI best practices 
Train a future biomedical AI workforce 
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Document 28 



 

Document 28 

-$184M 
(-34%) 

Josh Denny 
All of Us Research Program 
Chief Executive Officer 



 

 

 

ution Conducting
Clinical Trial

Los Angeles

ersity of Pennsylvania

Columbia University

s Hospital of Philadelphia

Therapeutics & University of 
Texas Southwestern

Therapeutics & University of 

Bespoke Gene Therapy Consortium (BGTC) 

Lead InstitAffected 
Gene 

Disease NameDisease 
Type 

University of California SLC4A11 Congenital Hereditary 
Endothelial Dystrophy 

Ocular 

UnivNPHP5Retinal Degeneration 

CNGB1Retinitis pigmentosa 45 

Children’SUMF1Multiple Sulfatase DeficiencyNeurological 

ElpidaFIG4Charcot-Marie-Tooth Disease 
Type 4J 

Elpida 
Texas Southwestern 

AP4M1Spastic Paraplegia 50 

National Human Genome Research 
Institute 

PCCBPropionic AcidemiaSystemic 

Nemours Children’s Health GALNSMucopolysaccharidosis IVA 
(Morquio A Syndrome) 
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NIH Common Fund Program to Support
Clinical Research in Primary Care Settings 

 Establish clinical research network focused on primary care 
 All institute/center mission areas but also disease agnostic 
 Integrate innovative research with routine clinical care in real-world settings 
 Create foundation for engagement with underrepresented communities 

Proposed Common Fund Support
 $120 $100 
 $100
 $80
 $60 $50 
 $40 $25 
 $20 $5 
$-

FY 2024 FY 2025 FY 2026 FY 2027 

May/June 2024 
Listening Sessions 
Public Workshop 

2024 
Expand existing

studies 

2025 
Launch new studies 
across the network 
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NHGRI History of Genomics Program 
Archival Spotlight 
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NHGRI History of Genomics Program 
Oral History Update 

Beth Shapiro, Ph.D. 
Chief Scientific Officer, Colossal Biosciences 
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NHGRI History of Genomics Program 
Virtual Symposium 

 July 17-18, 2024 

 Exploring the many dimensions of sex and gender in the 
genomics era: Clarifying complexities in light of social and 
genomic advances and their histories 
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Document 32 

Louise M. Slaughter National DNA Day Lecture 



Document 32 

National DNA Day: “The Ladder” Dedication 



13th Annual Meeting 

Inter-Society Coordinating Committee for Practitioner 
Education in Genomics (ISCC-PEG) 
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Elaine Ostrander, Ph.D. 

2024 Edward Novitski Prize 

Document 34 



Dan Kastner, M.D., Ph.D. 

2023 George M. Kober Medal 
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Charles Rotimi, Ph.D. 

2023 Arthur S. Flemming Award 
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Washingtonian Magazine: Disease Detectives 

Document 37 



NHGRI Intramural Research Highlights 

Lipodystrophy in methylmalonic acidemia associated 
with elevated FGF21 and abnormal methylmalonylation 

The variation and evolution of complete human 
centromeres 

Vitamin B12 status and folic acid supplementation 
influence mitochondrial heteroplasmy levels in mice 
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‘One-Stop-Shop’ to Stay Connected 

Document 39 

genome.gov/stayconnected 



Thanks! 

Special Thanks! 
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