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Open Session Presentations

NIH’s Strategic Plan for Data Science
Jon Lorsch

Concept Clearance: Center for ELSI Resources & Analysis 
Nicole Lockhart

Concept Clearance: Genomic Innovator Award
Lisa Brooks



Open Session Presentations

Report on the NHGRI Intramural Research Program 
Dan Kastner 

Report: Update on the NHGRI Genome Sequencing Program
Adam Felsenfeld
Chris Wellington

Report: Update on the Undiagnosed Diseases Network
Anastasia Wise 
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Establishing a ‘2020 Vision for Genomics’

 ‘Virtual’ Town Hall – May 4, 2018

 Upcoming In-Person Town Halls

Seattle, WA – June 19, 2018

Palo Alto, CA – July 17, 2018

 News and Events Calendar

 Illumina Genomics Podcast 
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James Battey, 
M.D., Ph.D.

James Battey Departs as Director, National Institute on 
Deafness and Other Communication Disorders 

Judith Cooper, 
Ph.D. Document 2



Richard Nakamura, 
Ph.D.

Richard Nakamura Departs as Director, 
NIH Center for Scientific Review 

Noni Byrnes,
Ph.D.
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Active Recruitment: NIH Chief Data Strategist and 
Director, Office of Data Science Strategy
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Robert Redfield, M.D.

New Director, U.S. Centers for 
Disease Control and Prevention
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Proposed Common Rule Implementation Delayed

 Proposes to delay Common Rule implementation to January 2019

Asks for feedback about complying with burden-reducing 
provisions beginning in July 2018

Open for comments until May 21, 2018
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Proposed Bill: Advancing Access to 
Precision Medicine Act

H.R. 5062 introduced by Rep. Eric Swalwell (D-CA) in February

Would charge the National Academy of Medicine to conduct a 
study on using genomics in medicine

Would amend Medicaid to allow states to offer whole-genome 
sequencing for children with undiagnosed diseases
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Fiscal Year 2018 Appropriations

Fiscal Year 
2017 Budget

Fiscal Year 
2018 Budget

Percent 
Increase

NIH $34.1 B $37.1 B 8.8%

NHGRI $528 M $556 M 5.4%
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Fiscal Year 2019 Budget

 President’s proposed Fiscal Year 2019 budget released in February

 Proposed ~8.1% reduction for NHGRI (over Fiscal Year 2018)

Onward to Congress for consideration



Fiscal Year 2019 Budget
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Mourning the Loss of John Sulston 
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Mourning the Loss of Rep. Louise Slaughter

Rep. Louise Slaughter at Signing of GINA
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AAAS Wachtel Cancer Research Award

Neville Sanjana, Ph.D.
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Elected to National Academy of Sciences

Sarah Elgin
Michael Gottesman
Haig Kazazian
Stephen O’Brien
Simon Tavaré
Feng Zhang

NATIONAL ACADEMY 
OF SCIENCES
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New Nature Editor-in-Chief

Magdalena Skipper, Ph.D.
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Genomes In The News…
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Genome Sequencing Program

Genome Sequencing
Program

Annual Consortium Meeting
 Research updates
 Sequencing progress
 Center goals & strategies
 Scientific talks 
 Collaborations
 Opportunities to build 

common resources
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Disease 
Category

Sample 
Type

Samples 
Sequenced

Samples 
Projected

Cardiovascular
Genomes 34,089 47,298

Exomes 21,129 56,172

Immune-Mediated
Genomes 9,013 12,424

Exomes 1,435 19,715

Neuropsychiatric
Genomes 14,909 35,818

Exomes 20,728 28,228

TOTAL 101,303 199,655

Centers for Common Disease Genomics

 Freeze 1:
20K WGSs 
Nov 2017

 Freeze 2:
56K WGSs 
Summer 2018

Document 16

Genome Sequencing Program



Other Accomplishments
Tools and methods 
Courses and training 
463 publications 

Disease-Gene Associations
Tier 1 (Conservative) 2,197
Tier 2 (Suggestive) 1,000

Key Collaborators
Knockout Mouse 
Project
Undiagnosed Disease 
Network
Matchmaker Exchange
Sample providers
Patients and family 
members
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 Discussed future of NHGRI-funded components of the 
Genome Reference Consortium

 Topics included:
How to represent reference genome
How to include haplotype-resolved data
What datasets are needed
Bioinformatic tool development
Education and outreach opportunities

Ideogram of the latest 
human assembly, 
GRCh38.p12

Human Genome Reference Sequence Webinar
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Cell Symposium – The TCGA 
Legacy: Multi-Omic Studies 
in Cancer 

September 27-29, 2018 
(Washington, DC)

Abstracts due June 15
Registration deadline August 10
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Technology Development Program

 Novel Nucleic Acid Sequencing Technology Development
RFA-HG-18-001 (R01, also linked R21 and R43/44)
Next due date: June 27, 2018

 Advanced Genomic Technology Development Meeting
May 30 – June 1, Northeastern University (hosted by Meni Wanunu)
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ENCyclopedia Of DNA Elements (ENCODE)
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ENCyclopedia Of DNA Elements (ENCODE)
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Computational Genomics and Data Science Program

 Workshop in Fall 2016 yielded
recommendations for next 3-5 years

 Release of Funding Opportunity
Announcement in Summer 2018

 Innovative research efforts in 
computational genomics, data science, 
statistics, and bioinformatics

Document 21



2nd Homomorphic Encryption Workshop

Workshop to set community standards for broad use

Homomorphic encryption allows analysis on encrypted data

NHGRI providing SBIR support for secure, distributed GWAS

MedCo, an i2b2 module for secure precision medicine
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GWAS Catalog – 10th Anniversary

 2018: 3,329 publications & 59,707 associations
 3,118 citations of GWAS Catalog and associated papers

20082018
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Clinical Genome Resource (ClinGen)
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Gene Curation Coalition (GenCC)

Clinical Genome Resource (ClinGen)
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Clinical Genome Resource (ClinGen)
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Clinical Sequencing Evidence-Generating 
Research Program

10 posters and presentations addressing: Secondary findings and 
complex genomic results; economic perspectives; sharing 
genomic results with family members

PMID: 29497922
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Clinical Sequencing Evidence-Generating 
Research Program
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Newborn Sequencing In Genomic Medicine and 
Public HealTh (NSIGHT)
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Missing Heritability Ten Years On Workshop

Maher, B. Nature 2008; 456:18-21.

Nature 2009; 461:747-53.• What have we learned since 2008?

• What has been and/or will be the value of 
identifying the sources of missing 
heritability?

• What research can and/or should be 
pursued to determine these sources?
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Workshop Conclusions:

 Using all associated SNPs explains much more heritability 
than genome-wide significant SNPs alone

 Increasing the proportion of heritability explained greatly 
improves reliability of prediction algorithms

 Expanding the study of African and other non-European 
populations is critically needed to enhance characterization 
of disease-associated genomic variants



March 26-27, 2018 (Durham, NC)

International 100K+ Cohorts Summit

 >50 very large cohorts from >30 countries (>25M participants)
 Conceived by Heads of International Research Organizations (HIROs) Group 

Leads – Jeremy Farrar and Francis Collins
 Agreed to develop searchable registry, common IT infrastructure, 

collaborative genome-sequencing and other –omics technologies
 Identifying other cohorts and developing collaborative efforts through 

G2MC and GA4GH Document 28



Investigator-Initiated 
Genomic Medicine Research

1st 2nd 3rd 4th 5th 6th

Receipt 
Dates

Jun 20, 
2018

Oct 19, 
2018

Jun 20, 
2019

Oct 21, 
2019

Jun 19, 
2020

Oct 20, 
2020
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Ethical, Legal, & Social Implications (ELSI) Research Program
CEER Annual Meeting

GSWG Annual Meeting

Webinar: 
Identifying Needs and Resources 

to Increase the Reach, Impact, and 
Transparency of ELSI Research
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Training and Career Development

 New ELSI T32 Program:
University of Michigan 

PI: Scott Roberts

New DAP Award:
Duke University

PIs: Susanne Haga & Gregory Wray
Genomic Science and Medicine

Document 31



Training and Career Development

2018 Meeting at UCLA

2019 Meeting in St. Louis (April)
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NHGRI Extramural Research Highlights
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NHGRI Extramural Research Highlights
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Human Heredity and Health in Africa (H3Africa)

 11th Consortium Meeting in March 2018 (Uganda)

 Recent publications

 Upcoming H3Africa ELSI research awards
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 Program aims to develop quality tools to perform effective and 
safe genome editing in human patients

Applications received in response to 6 FOAs 

Kickoff meeting in December
Document 34
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NIH Data Commons Pilot Phase

Access
User interfaces, analysis tools

Data

Cloud

TOPMed

FA
IR

Pilot started in Sept 2017

 Initial Accomplishments: 
Established governance
Developed project execution plan
Established processes for data 
access

 Implementation:
Stage I: April – Oct 2018
Stage II: Oct 2018 – Oct 2021 
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National Launch on May 6, 2018
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National DNA Day 2018
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‘15 for 15’ Celebration

Newsletter
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Outreach Activities
USA Science & 

Engineering Festival
NBC4 Health & Fitness Expo
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Genome: Unlocking Life’s Code Exhibition

 June 23 to September 15, 2018
Rochester Art Center (Rochester, MN)

 Fall 2018
Orange County History Museum (Orlando, FL)
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42 Degrees North Media: Educational Videos
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42 Degrees North Media: Educational Videos
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2018 Samuel J. Heyman 
Service to America Medals Finalist

Dan Kastner, M.D., Ph.D.
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2018 HudsonAlpha Life Sciences Prize

Charles Rotimi, Ph.D.
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NHGRI Intramural Research Highlights

Genomic Analysis of Hospital Plumbing 
Reveals Diverse Reservoir of Bacterial 
Plasmids Conferring Carbapenem Resistance

Whole-Genome-Sequence-Based Haplotypes Reveal Single 
Origin of the Sickle Allele during the Holocene Wet Phase

A direct link between MITF, innate immunity, and hair graying
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Thanks!

Special Thanks!




