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Open Session Agenda 
Presentation: 

Research at the Intersection of Translational Science and 
Genomics 

Joni Rutter 

Concept Clearances: 
Building Partnerships and Broadening Perspectives to Advance 

Ethical, Legal, and Social Implications (ELSI) Research 
Rene Sterling 

NHGRI Predoctoral to Postdoctoral Transition Award for Ethical, 
Legal and Social Implications (ELSI) Research (F99/K00) 

Rene Sterling 



Open Session Agenda 
Concept Clearances: 
Population Screening in Primary Care 

Simona Volpi 
ELSI Congress Research Conference 

Nicole Lockhart 

Enhancing Reuse of NHGRI Data Assets (ERND) 
Shurjo Sen 

Investigator-Initiated Research in Computational Genomics and 
Data Science 

Dan Gilchrist 



Open Session Agenda 
Presentations: 

Evaluation of the Centers of Excellence in Genomic Science 
(CEGS) Program 

Chris Gunter 

Advancing Genomic Medicine through Genome-Informed Risk 
Assessment – eMERGE Network Update 

Eimear Kenny 



Open Session Agenda 
Reports: 

Genomic Data Science Working Group of Council Annual Report 
Shannon McWeeney & Anshul Kundaje 

Genomic Medicine Working Group of Council Annual Report 
Teri Manolio 



Director’s Report Outline 
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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 
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New Extramural Program Director 

Alanna Kulchak Rahm, Ph.D., M.S., C.G.C. 



Sheethal Jose, Ph.D. 

New Extramural Program Director 



New Scientific Review Officer 

Lori Bonnycastle, Ph.D. 



New Data and Technology Advancement (DATA) 
National Service Scholar 

Arthur Ko, Ph.D. 



Terry McAuliffe Visits NHGRI 
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Finally!!!: The 17th NIH Director 

Monica Bertagnolli, M.D. 

Document 1 



Document 2 

W. Kimryn Rathmell, 
M.D., Ph.D. 

New Director, National Cancer Institute 



Document 3 

Tara Schwetz, Ph.D. 

New Director, NIH Division of Program Coordination, 
Planning, and Strategic Initiatives 



Document 4 

Andrew Bremer, 
M.D., Ph.D., M.A.S. 

New Director, NIH Office of Nutrition Research 



Document 5 

Lyric Jorgenson, Ph.D. 

New Director, NIH Office of Science Policy 



Document 6 

Kate Klimczak 

New Director, NIH Office of Legislative 
Policy and Analysis 



Breaking News 

Sean Mooney, Ph.D. 

New Director, NIH Center for 
Information Technology (CIT) 
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Steven Rosenberg, 
M.D., Ph.D. 

National Medal of Technology and Innovation 



Mourning the Loss of Robert Eiss 

Document 8 



NIH Designates People with Disabilities as a 
Population with Health Disparities 

Document 9 



Re-Envisioning NIH-Supported Postdoctoral Training 

Document 10 



FDA Proposed Rule for LDT Oversight and Regulation 

 Re-classifies LDTs as medical devices 
 5-year phase-out of enforcement discretion policy 
 Implementation by April 2024 
 Phase-out timeline: 

 Likely legal challenges 
Document 11 

Year 1 
(2024) 

 Medical 
devices 
reporting, 
correction, 
and removal 

Year 2 
(2025) 

 Registration and 
listing, labeling, 
investigational 
device exemption 

Year 3 
(2026) 

 Quality 
system 
regulation 
(QSR) 

Year 3.5 
(2026-2027) 

 Submission of 
pre-market 
approval 
applications 

Year 4 
(2027) 

 Submission of 
510(k) premarket 
notifications/de 
novo requests 



Fiscal Year 2024 Appropriations 

Currently operating under a Continuing Resolution 

Expires March 8, 2024 

Agreement from Congressional leadership: 

Discretionary spending (includes NIH): $772.7 billion 

Chambers must come to agreement on final budget breakdown 
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Fiscal Year 2024 Draft Appropriations from July 2023 

Chamber Portion 
Fiscal Year 2023 

Enacted 
L-HHS 

Appropriation 

Fiscal Year 2024 
Draft L-HHS 

Appropriation 

Fiscal Year 
2024-2023 

Difference $ 

Fiscal Year 
2024-2023 

Difference % 

House 
($644.5 B 
top-line 

discretionary) 

NIH $46.8 B $44 B -$2.8 B -6% 

NHGRI $660.51 M $663.2 M $2.69 M +0.4% 

Senate 
($703.7 B 
top-line 

discretionary) 

NIH $46.8 B $47.8 B $943 M +2% 

NHGRI $660.51 M $663.2 M $2.69 M +0.4% 

Document 12 



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 



Mourning the Loss of George Weinstock 
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Mourning the Loss of Eta Berner 
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Mourning the Loss of Sandra Day O’Connor 

Document 15 



2023 American Society of Human Genetics Awards 

Document 16 



Document 17 

Jason Buenrostro, 
Ph.D. 

2023 MacArthur Fellow 



Elected to National Academy of Medicine 

Bradley Bernstein 
John Carpten 
Michael Chiang 
Daniele Fallin 
Guoping Feng 
Eric Green 

Christian Happi 
Jeannie Lee 
Siddhartha Mukherjee 
Rudolph Tanzi 
Phillip Zamore 
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Elected to AAAS 

Document 19 

Emmanuelle Charpentier 
Franklin Costantini 
Laurence Fishburne 
W. Kimryn Rathmell 

Beth Shapiro 
Barbara Wold 
Phillip Zamore 
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John-Arne Røttingen, Ph.D. 

New Chief Executive Officer, Wellcome 



Global Alliance for Genomics & Health (GA4GH) 

Document 21 

 Heidi Rehm new Chair of the GA4GH Board 
of Directors 

 Agreement to support responsible sharing of 
genomic and related health data on a 
global scale through developments in 
technology standards, tools, and policy 
frameworks 

Heidi Rehm, 
Ph.D. 



2023 GA4GH Driver Project 

Global Alliance for Genomics & Health (GA4GH) 
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Together for CHANGE 

Document 22 
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GREGoR v1 Dataset released September 2023 

 First “joint call set” will be released in 2024 

Beyond the Exome: What’s Next in Diagnostic Testing for 
Mendelian Conditions published in AJHG in August 2023 

Genomics Research to Elucidate the Genetics of 
Rare Diseases (GREGoR) 
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Impact of Genomic Variation on Function (IGVF) 

Document 24 



Centers of Excellence in Genomic Science (CEGS) 

The Center for Synthetic Regulatory 
Genomics (SyRGE) 

The Duke Center for Combinatorial 
Gene Regulation 

The Center for Integrated Cellular 
Analysis 

The Center for Genomic Information Encoded 
by RNA Nucleotide Modifications 

The Center for Dynamic RNA 
Epitranscriptomes 
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Washington University School of Medicine 

 IGVF, HPRC, GREGoR, ClinGen, & AVE 

Cross-Consortia Day 2023 

Document 26 



Genetic Architecture of Complex Traits Workshop 

 Workshop held November 2023 
>60 participants and >900 

webinar registrations 
Recordings available 
Meeting report available 

 Developing Novel Theory and Methods for Understanding the 
Genetic Architecture of Complex Human Traits (R01/R21) 

PAR-23-302 and PAR-23-301 
Standard receipt dates 
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AnVIL Data Explorer launch 
Data Use Oversight System (DUOS) enabled 

NHGRI Analysis, Visualization, and 
Informatics Lab-space (AnVIL) 

Document 28 



NHGRI Genomic Data Science Working Group 

Document 29 



Genome-informed risk 
assessment (GIRA) 
□ Polygenic risk 
□ Monogenic risk 
□ Family health history 
□ Clinical covariates 

Atrial fibrillation 
Hypercholesterolemia 
Coronary heart disease 

Type 1 and 2 
diabetes 

Breast cancer 
Prostate cancer 

Chronic kidney 
disease 

Asthma 

Obesity 

Document 30 



Implementation 
Review 

Multi-Ancestry 
Review

Feasibility ReviewInitial 
Selection 

Actionability 
Review 

Prospective 
Cohort 
Launch23 

17 

6 
5 

10 conditions1012 
2 

Condition Selection Process 

13 
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Multi-Omics for Health and Disease 
(MOHD) Consortium 

First in-person meeting: January 2024 

Asthma 

Chronic Kidney 
Disease 

Diabetic Kidney 
Disease 

Obesity-
Associated 

Liver Disease 

Childhood Non-
Alcoholic Fatty 
Liver Disease 

Preeclampsia 

Disease 
Study 
Sites 
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Clinical Genome Resource (ClinGen) 
10th Anniversary Event 

Document 32 



Clinical Genome Resource (ClinGen) 
Progress with Genomic Variant Curation 

Document 32 



Phenotypes and Exposures (PhenX) Toolkit 

Steering Committee Recommendation: 

All PhenX Toolkit users should 
consider adding Social Determinants 
of Health (SDOH) Core measures to 
their studies 
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Implementing Genomics in Practice (IGNITE) 

Impact of knowledge of APOL1 
variants on blood pressure 

management 
Genotype-guided therapy 

on acute pain, chronic 
pain, and depression 

10,860 
IGNITE 

participants 

6,750 GUARDD 
participants 

4,110 ADOPT-PGx 
participants 

Enrollment 
Complete 
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Regional Genomic Medicine eConsult Services 

Applications due on May 30, 2024 



Document 36 

Genomic Medicine XV: 
Genomics and Population Screening 

Develop probabilistic models for conditions 
to be screened 

 Establish pathways for clinical hand-off and 
follow-up of positive tests to clinical 
providers 

 Ensure active community engagement and 
co-creation of screening and follow-up 
programs 

 Pilot population screening for conditions 
that are ready for implementation in 
clinical settings 



Genome Technology Program 

Notice of Special Interest (NOSI): Advancing 
Genomic Technology Development for 
Research and Clinical Application 

NOT-HG-24-012 (R01, R21, R41, R42, R43, R44) 
Standard receipt dates 

NHGRI Technology Development Coordinating 
Center (U24, Clinical Trial Not Allowed) 

RFA-HG-24-013 
Applications due on April 2, 2024 
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Genome Technology Program 



 ~$17.9 million in Fiscal Year 2023 
 17 Phase I Proof-of-principle awards 
 13 Phase II Pre-commercialization awards 

Small Business Program 
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NOFO Features 

R01 PAR-23-293 
$500K per year; up to 5 years 

Requires Plan for Enhancing 
Diverse Perspectives (PEDP) 

R21 PAR-23-294 $275K total; Up to 3 years 

R03 PAR-23-295 $50K per year; Up to 2 years 

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

Renewed Notices of Funding Opportunity 

Provide 
rationale for 
population 
descriptors 



Training, Diversity, and Health Equity (TiDHE) Office 
Identifying and Evaluating Trainee Outcomes 

 New evidence-based, online 
toolkit for genomics training 
programs 

 Aids programs to implement 
streamlined, data-driven 
approaches to evaluate 
trainee outcomes and success 

 Support trainee career goals and 
contribute to enhancing 
genomics workforce diversity 
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SACNAS Conference: October 2023 

ABRCMS Conference: November 2023 

Training, Diversity, and Health Equity (TiDHE) Office 
Outreach Activities 
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Program Principal Investigator Institution 

GREAT 

Harriette Block Prairie View A&M 
University and Texas 
A&M University 

Kristy Duran Metropolitan State 
University of Denver 

R25 Genetic 
Counselors 

Nancy Cox Vanderbilt University 
Medical Center 

R25 Data Scientist 
Audrey Hendricks University of Colorado 

Denver 
Amanda Marie 
Larracuente 

University of Rochester 

Document 40 

Training, Diversity, and Health Equity (TiDHE) Office 
New R25 Program Awardees 



 Support innovative genomics research, 
form interdisciplinary teams, build 
genomics research infrastructure 

 Support research capabilities and 
enhance a diverse genomics 
workforce 

 Increase diverse participation in 
genomics research 

Document 40 

Training, Diversity, and Health Equity (TiDHE) Office 
Diversity Centers for Genome Research 



Anil Shanker, Ph.D. 

Sarah Williams-Blangero, Ph.D. 

Lang Wu, Ph.D. 

Document 40 

Training, Diversity, and Health Equity (TiDHE) Office 
Diversity Centers for Genome Research 



Extramural Investigator-Initiated Highlights 
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Resources for New Grant Writers 

 What funding announcement is right for me? 
 How do I find a Program Officer to talk to? 
 What happens in a grant review? 
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4D Nucleome (4DN) 
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Knockout Mouse Phenotyping Project (KOMP2) 

KOMP2 & IMPC Fall Meeting – November 2023 
Hosted by Baylor College of Medicine 

 Booth at The Allied Genetics Conference – March 2024 

 IMPC Virtual Workshop – March 2024 
Neurodegenerative consequences of genetic defects in taste 

and olfactory genes in IMPC mice 
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 $1.5 Million in awards to institutions partnering with 
American Indian, Alaska Native, and Indigenous 
communities 

 $9.7 Million in new awards to advance the use of the 
All of Us Dataset 
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American Society of Human Genetics, November 2023 
American College of Medical Genetics and Genomics, March 2024 

NHGRI Exhibits at Annual Meetings 
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New Instagram Accounts for NHGRI Director & NHGRI 

Document 47 



NHGRI History of Genomics Program 
Archival Spotlight 

Document 48 



Undergraduate Genetics Education Network (UGEN) 

Dina Newman, Ph.D. 
Rochester Institute 

of Technology 

Rivka Glaser, Ph.D. 
Stevenson 
University 
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ISCC-PEG Scholars Program 

Document 50 

Swathi Balaji, 
M.P.H, M.S. 

Genetic Counselor 
University of Pittsburgh 

Chase Beeman, 
M.S. 

Genetic Counselor 
Ohio State University 

Vanessa Smith, 
M.S. 

Genetic Counselor 
Vanderbilt University 

Setareh Zandihaghighi, 
M.S. 

Genetic Counselor 
University of Michigan 



Celebrate National DNA Day 2024! 
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Celebrating 30 Years of the NHGRI 
Intramural Research Program 



Founding Director, NHGRI Center for Genomics 
and Data Science Research 

Document 53 



Gene Therapies for Sickle Cell Disease 
Community-based Research Project 

Document 54 



NHGRI Intramural Research Highlights 

Document 55 

The history of Coast Salish “woolly dogs” revealed by 
ancient genomics and Indigenous Knowledge 

A genome catalog of the early-life human skin microbiome 

Genome, HLA and polygenic risk score analyses for 
prevalent and persistent cervical HPV infections 



NIH Intramural Fellows Vote to Unionize 

Document 56 



‘One-Stop-Shop’ to Stay Connected 

Document 57 

genome.gov/stayconnected 

https://genome.gov/stayconnected


Thanks! 

Special Thanks! 
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