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Open Session Presentations
Concept Clearance:

Workshop Report: “From Genome Function to 
Biomedical Insight— ENCODE and Beyond”

Mike Pazin

Concept Presentation: Functional Genomics

Elise Feingold



Open Session Presentations

Clinical Sequencing Exploratory Research Program

Gail Jarvik

NHGRI ClinSeq Project 

Les Biesecker



Open Session Presentations
Concept Clearances:

Concept Presentation: Data Analysis and 
Coordinating Center for Diversity Action 
Plans and Institutional Training Grants

Tina Gatlin

Workshop Report: “Genomic Technology 
Development”

Concept Presentation: Genomic Technology 
Development

Mike Smith
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Retirement of NHGRI Chief 
Grants Management Officer

Cheryl Chick



Departure of Senior Advisor to the Director

Karen Rothenberg, J.D., M.P.A.
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Harold Varmus Departs as NCI Director

Document 1

Doug Lowy, M.D.Harold Varmus, M.D. 



Jack Whitescarver Steps Down as Director, 
NIH Office of AIDS Research
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Jack Whitescarver, Ph.D. 



New Director, National Institute on Minority 
Health and Health Disparities

Eliseo Pérez-Stable, M.D. 
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New NIH Associate Director for 
Legislative Policy and Analysis

Adrienne Hallett, M.T.S.
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NIH Genomic Data in the Cloud Policy

NIH now allows use of public or private cloud 
systems for storing and analyzing controlled-
access genomic data

NIH expects Institutions to ensure that local and 
cloud computing systems meet data use and 
security standards 
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NIH Web Portal on 
Rigor and Reproducibility
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Battelle Report on NIH Innovation
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 President’s proposed Fiscal Year (FY) 2016 
budget sent to Congress in February

 House and Senate hold NIH funding hearings
Document 8

NIH and NHGRI Appropriations

FY 2014 FY 2015 FY 2016
President’s Budget

NIH $30.2 B $30.3 B $31.1 B

NHGRI $498 M $499 M
(+ 0.3%)

$515 M
(+ 3.2%)



New Draft of 21st Century Cures Act
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Document 8

Senate Hearing on the 
Precision Medicine Initiative 
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Dan David Prize 2015
Future – Bioinformatics

David Haussler, Ph.D.
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Elected to NAS

Marianne Bronner
Aravinda Chakravarti
Scott Edwards
John Lis
Joachim Messing 
Rodney Rothstein
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NATIONAL ACADEMY 
OF SCIENCES



Elected to AIMBE
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Deidre Meldrum, Ph.D.



Executive VP for Medical Genomics and 
Chief Medical Genomics Officer, 

HudsonAlpha

Howard Jacob, Ph.D.
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New Chief Medical Officer, Invitae

Robert Nussbaum, M.D.
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New Joint Directors of EMBL-EBI
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Ewan Birney, Ph.D.Rolf Apweiler, Ph.D.



MIT Technology Review
Breakthrough Technologies 2015
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NHGRI Genome Advance of the Month
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Genomics In The News…
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Genomes In The News…
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Genome Sequencing Program

 Applications for CCDGs and CMGs in review

 Coordinating Center RFA released
Genome Sequencing Program Coordinating Center 

(U24): RFA-HG-15-019

 FOAs for remaining concepts in process:
Genome Sequencing Program Analysis Centers
High-Quality (“Gold”) Reference Genomes
Comparative Genomics
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Sequencing Opportunity: Gabriella Miller 
Kids First Pediatric Research Program

 Facilitate discovering the genomic basis of 
structural birth defects and childhood cancers

Access to whole-genome sequencing for 
available samples

Applications due July 27
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 Goal: Identify 95% of common variants

 Final dataset: >99% of common variants
Based on 2,504 people from 26 populations

 >84 million variant sites:
81M SNPs
3.4M indels (insertions/deletions)
68K structural variants 

 Final paper published by October
Document 20



TCGA Project Team Named as 
Finalist for Service to America Medal 

Document 21

The Samuel J. Heyman
SERVICE to AMERICA 

MEDALS



Discovery
 Discovered >1,100 causal genes 

 453 novel causal genes 

 >170 publications

Document 22

Resource Sharing
 PhenoDB (>216

downloads)

 ALoFT source code

 Data analysis workshops

 dbGaP data deposition
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Clinical Sequencing Exploratory 
Research Program
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 Enrolled 3,638 adults, 796 children
 149 publications, 10 working group publications 



 Planning Workshop: “From Genome Function to 
Biomedical Insight— ENCODE and Beyond” 

 ENCODE Community User’s Meeting
June 29 to July 1 in Potomac, Maryland
Hands-on workshops using ENCODE data

Encyclopedia of DNA Elements 
(ENCODE)
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Genome-Wide Association Studies 
(GWAS) Catalog
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Phenotyping Adverse Drug Reactions: Statin-related Myotoxicity
Laura K. Wiley, Jeremy D. Moretz, PharmD, Joshua C. Denny, MD, MS, Josh F. 

Peterson, MD, William S. Bush, PhD

Student Paper Award

A Prototype for Executable and Portable Electronic Clinical Quality Measures 
Using the KNIME Analytics Platform

Huan Mo, MD, Jennifer A. Pacheco, Luke V. Rasmussen, Peter Speltz, Jyotishman
Pathak, PhD, Joshua C. Denny, MD, William K. Thompson, PhD

Distinguished Paper Award



 Clinical validity classification system

 ClinGen-DECIPHER public meeting in May 
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 Marker paper submitted to Genetics in Medicine

Implementing Genomics in Practice 
(IGNITE) Network

Precision Medicine 
Initiative Working Group of 
the Advisory Committee to 

the Director 

 Affiliate members:



Newborn Sequencing in Genomic Medicine 
and Public Health (NSIGHT)
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UCSF 

San Francisco, CA

BWH, BC, and BCM

Boston, MA

Children’s Mercy

Kansas City, MO
UNC – Chapel Hill

Chapel Hill, NC



Genomic Medicine Working Group
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Genomics and Society Working Group

Document 31

Recent in-person meeting

 Topics discussed:
Normative and conceptual research
Portfolio balance
Health services research
ELSI and precision medicine

Update planned for September Council meeting



Centers of Excellence in ELSI Research 
(CEER)

Document 32

 First Regional CEER Networking 
Meeting in February

Annual CEER Investigator Meeting 
in March

CEER RFA released, with  
applications due July 15



NHGRI Large Genomics Resources 
Meeting: May 20-21

Goal: Develop strategic vision for NHGRI-funded 
large genomics resources

Attendees:
PIs and Advisors

NIH staff (including NHGRI, NIGMS, and ADDS)

Key discussion topics:
Efficiency 
Impact on genomic research

Long-term sustainability
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Integrative HMP (iHMP) 
 Longitudinal research projects 

Inflammatory bowel disease
Type 2 diabetes

Preterm birth 

Data Coordination Center 
 2nd iHMP Consortium Meeting 

June 2015, Bethesda

 International Human Microbiome Consortium  
Congress

5th: March 2015, Luxembourg
6th: October 2016, Houston Document 33



Fast-Track Action Committee: 
Mapping the Microbiome

Chartered by OSTP

Data call:
Portfolio analysis

11 departments and agencies
Host- and ecosystem-associated microbiomes

Report to OSTP:
Identify gaps, needs, and challenges 

Outline a Federal coordinated plan to support 
President’s Fiscal Year 2017 budget request

FTAC
MM

2015



Genotype-Tissue Expression Project 
(GTEx)

Donor recruitment to conclude by end of 
summer (n=900)

Main manuscript and two companion papers 
published in Science

Document 34
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Human Heredity and Health in Africa 
(H3Africa) 

 6th Consortium Meeting in May (Zambia)
Grants Management Workshop
Community Engagement Training Workshop
2nd Ethics Consultation Meeting

 H3Africa and South African ethics guidelines
 3 New ELSI awards
 Alliance for Accelerating Excellence in Science 

in Africa (AESA) Document 35



Precision Medicine Initiative

Document 36





Advisory Committee to the NIH Director 
Working Group on the Precision Medicine Initiative

Co-Chairs:
Richard Lifton, MD, PhD
Bray Patrick‐Lake, MFS
Kathy Hudson, PhD

• Esteban Gonzalez Burchard, MD, MPH • Sekar Kathiresan, MD
• Tony Coles, MD, MPH • Sachin Kheterpal, MD, MBA
• Rory Collins, FMedSci • Shiriki Kumanyika, PhD, MPH
• Andrew Conrad, PhD • Spero M. Manson, PhD
• Josh Denny, MD • P. Pearl O’Rourke, MD
• Susan Desmond‐Hellmann, MD, MPH • Richard Platt, MD
• Eric Dishman • Jay Shendure, MD, PhD
• Kathy Giusti, MBA • Sue Siegel



Precision Medicine Initiative: Next Steps
 Working Group of Advisory Committee to the Director

Intense planning for next ~3-4 months
Interim report in September

 Past and future meetings/workshops

 Implementation
Trans-NIH implementation model
Fall 2015: Initial funding opportunities announced
Fiscal Year 2016: Funding begins
Coordination with other U.S. government agencies



Due Date: May 7, 2015



Emphasis on Transparency



www.nih.gov/precisionmedicine Document 36







Apple Announces ResearchKit
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Inter-Society Coordinating Committee 
for Practitioner Education in Genomics

 New Co-Chairs:

 In-person meeting in May:
Patient Safety and Genomic Medicine
Genetic Counselors’ Roles in Education
Point-of-Care Education Modes
Inter-Professional Education Collaborative (IPEC)

Document 37

Bob Wildin, M.D. 
NHGRI

Ann Karty, M.D. 
American 
Academy of 
Family 
Physicians



Preserving Employee Wellness 
Programs Act (S.620/H.R.1189)
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NHGRI IDE Resources for 
Research Community
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LabTV
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A website of mini-documentaries about 
scientists who are passionate about their work



Capturing the Historical Legacy of the 
NHGRI: An Archival and Scholarly Initiative
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Genome: Unlocking Life’s Code Exhibition
“Big Data, Genomics, and Precision Medicine”
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Genome: Unlocking Life’s Code Exhibition
The Tech Museum of Innovation Family Day



Genome: Unlocking Life’s Code Exhibition
Travel Schedule

2015
May 15 to September 10

Saint Louis Science Center (St. Louis, MO)

October 2 to January 3
Oregon Museum of Science and Industry (Portland, OR)

2016
January 18 to April 25

Discovery World Milwaukee (Milwaukee, WI)
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Genome: Unlocking Life’s Code Exhibition
Website Interactive
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Genome: Unlocking Life’s Code Exhibition
Human Identity Lesson Plan
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National DNA Day
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Senator Cardin Applauds NHGRI’s Bill Gahl
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American Academy of Microbiology Fellow

Julie Segre, Ph.D.
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NHGRI Intramural Research Highlights

Document 46

Homologous mutation to human BRAF V600E is common 
in naturally occurring canine bladder cancer-evidence for 
a relevant model system and urine-based diagnostic test 

Molecular Cancer Research

Journal of Health Psychology

Mothers’ guilt responses to children’s 
obesity risk feedback



To receive The Genomics Landscape, 
go to list.nih.gov

Search for NHGRILANDSCAPE

Past issues can be accessed at: 
genome.gov/27527308
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Thanks!

Special Thanks!


