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Open Session Presentations

Genomics and Society Working Group

Lisa Parker 

Workshop Report: Research Directions in 
Stevens Johnson Syndrome – Toxic Epidermal 
Necrolysis 

Teri Manolio



Open Session Presentations

Genomic Medicine Working Group & 
Meeting Report: Genomic Medicine 8

Teri Manolio 

 The Complementarity of Comparative 
Effectiveness Research and Precision Medicine

Joe Selby 



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 Division of Policy, 

Communications, 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 Division of Policy, 

Communications, and Education
VII. NHGRI Intramural Research Program



Mourning the Loss of Elizabeth Thomson
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Departure of Chief, 
Policy and Program Analysis Branch

Derek Scholes, Ph.D.
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New Chief, Communications and 
Public Liaison Branch

John Ohab, Ph.D.
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New ASHG-NHGRI Fellows
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Caroline Young, M.S.
Genetics and Public 

Policy Fellow

Julie Nadel, Ph.D.
Genetics and 

Education Fellow



New NHGRI Brochure

New brochure features NHGRI’s history, 
organization, core values, and research 
portfolio across four major scientific areas 

 PDF version on genome.gov

 Printed copies available
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NHGRI Implementation of 
NIH Genomic Data Sharing Policy
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NHGRI-specific expectations:
 Same data sharing timelines for human and non-human 

genomic data on or after January 25, 2016

 Move toward using data sources with explicit consent for 
future research use and broad data sharing by early 2020



Genomics and Health Disparities 
Lecture Series
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NHGRI Roundtable on Inclusion and 
Engagement of Underrepresented 

Populations in Genomics Research
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Alan Guttmacher Retires as NICHD Director
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Alan Guttmacher, M.D. Catherine Spong, M.D.



Walter Koroshetz, M.D.

New Director, National Institute of 
Neurological Disorders and Stroke
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Bill Riley, Ph.D. 

New Director, NIH Office of Behavioral 
and Social Sciences Research
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New Director, NCATS Office of Rare 
Diseases Research

Petra Kaufmann, M.D., M.Sc.
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Robert Eisinger, Ph.D.

Acting Director, 
NIH Office of AIDS Research
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Sally Rockey, Ph.D. 

Sally Rockey Steps Down as Director, 
NIH Office of Extramural Research
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Larry Tabak, D.D.S, 
D.Phil.



Thomas Insel to Depart as NIMH Director

Thomas Insel, M.D. Bruce Cuthbert, Ph.D.



FDA Commissioner Nomination

Robert Califf, M.D.



National Library of Medicine 
Working Group Report
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NIH Strategic Plan
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NIH Strategic Plan Framework
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Overview

Areas of 
Opportunity

Unifying Principles



NIH Rigor and Reproducibility in 
Grant Applications and Review
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New Legislation: 21st Century Cures 
(H.R. 6)

 Passed by the House on July 10

 Boosts NIH research and reforms FDA’s 
regulatory framework to accelerate the 
discovery, development, and delivery of cures

 Senate continues to work on its “Innovations Bill”
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NIH Appropriations and Budget

Fiscal Year 2016 Appropriations
Entity Chamber Amount % Change Difference

NIH
House $31.3B 3.3% Increase

Senate $32.1B 6.0% Increase +$900M

NHGRI
House $515.5M 3.4% Increase

Senate $526.1M 4.4% Increase + $10.6M
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Congressional NIH Caucus

 Announced in May 2015
 Goal: Increase the purchasing power of NIH
 Senate: bipartisan group of 23 senators; co-chaired 

by Durbin (D-IL) and Graham (R-SC)
 House: bipartisan group of 17 representatives;    

co-chaired by Higgins (D-NY), King (R-NY), and 
Delauro (D-CT) Document 19
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Mourning the Loss of Bill Gelbart
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Mourning the Loss of Eric Davidson
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Associate Vice Chancellor for 
Computational Health Sciences, 

University of California San Diego
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Jill Mesirov, Ph.D.



Inaugural Chair, Stanford Department of 
Biomedical Data Science
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Carlos Bustamante, Ph.D.



Jay Shendure, 
M.D., Ph.D.

Levi Garraway,  
M.D., Ph.D.

Pardis Sabeti, 
D.Phil., M.D.

Job Dekker,       
Ph.D.

New Investigators, 
Howard Hughes Medical Institute
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New ASHG Position Statements 
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25th Anniversary of the Launch of the 
Human Genome Project



NHGRI Genome Advance of the Month
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Genomes In The News…
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Extramural Research Program Retreat



Genome Sequencing Program

 Funding Plans Under Consideration
Centers for Common Disease Genomics (UM1) 
Centers for Mendelian Genomics (UM1)
Coordinating Center (U24)

Letters of Intent Received
Genome Sequencing Program Analysis Centers (U01)
Human & Non-Human Primate Genome Sequences (U24)
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Discovery 
 >1,500 ‘causal genes’ for Mendelian phenotypes; 

>590 novel causal genes
 >195 publications
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GeneMatcher

 >600 users
 43 countries
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‘Scorecard’

Mendelian phenotypes 
associated with ‘causal 
genes’ - 57% (4,163/7,315)

Human genes known to 
underlie Mendelian 
phenotypes - 15% 
(2,937/19,580) 

AJHG

 Progress on causal gene 
discoveries, method 
improvement, and 
resource sharing

 Remaining discoveries and 
challenges



Clinical Sequencing 
Exploratory Research Program
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 Enrolled 2,889 adults, 759 children
 161 publications, 12 working group publications 

JAMIA 2015

Pediatrics, in press



Genome Sequencing Informatics Tools
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2015 GATK Forum
(per month): 

• ~650 users
• ~150 discussions
• ~100,000 views

>20K Users on GATK Forum
Mostly academic, noncommercial



Technology Development Program

 RFAs for Novel Nucleic Acid Sequencing released:
(R01): RFA-HG-15-032 
(R21): RFA-HG-15-031
(R43/R44): RFA-HG-15-033

 FOAs for remaining concepts to be released soon:
Genome Technology Development

(R01, R21, R43/R44)
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 2015 ENCODE  Community Users Meeting

 ENCODE portal infrastructure used by ClinGen
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Encyclopedia of DNA Elements 
(ENCODE)



 Postponement of Functional Genomics Initiatives 
to September 2016 Council review

 ENCODE  Publications: 
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Encyclopedia of DNA Elements 
(ENCODE)



 Develop computational approaches to infer causal 
variants for phenotypes, and assess predictions 
with experimental data

 6 grant awards made thus far
 Information on transcripts, TF binding, nucleosomes, 

enhancers, DNA shape, conservation, & phenotypes
 Studies of autism, cancer, bipolar disorder, type 2 

diabetes, & age-related macular degeneration

New Functional Genomic Variation Grants
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Centers of Excellence in Genomic 
Science (CEGS) Program

Two new CEGS awards:
 Harvard Medical School-

Center for Genomically Engineered Organs

 University of Washington-
Center for Photogenomics
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Tools/Software
PheKB.org    Myresults.org

SPHINX 

InfoButton Project

eCDS KB

Phenotyping Tools

Genotyping Tools

Model Consent Language
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ASHG Invited Session

Protocols in REDCap80 New Measures

NHLBI Sickle Cell 
Disease Meeting

Phenotypes & eXposures (PhenX) Toolkit



ClinGen NEJM Marker Paper

Clinical Actionability: ACMG 56 gene list

High visibility at ASHG and NSGC meetings
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Genomics and Society Working Group
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 In-person meeting held in April 2015

Update from Dr. Lisa Parker in Open Session



Small business funding to increase ~$0.6M/year

Small Business Grants

Document 41

Small Business Phase I 
Proof of principle

Phase II
Pre‐commercialization

Innovation
Research (SBIR) 

13 11

Technology 
Transfer (STTR)

5 1

Total 18 12



Genomics Training and Career Development

Document 42

RFA-HG-15-025:  Data Analysis and Coordinating 
Center (DACC) for Research Training and Career 
Development Activities

 Maintain, improve, and/or develop database
 Collect and analyze data about trainee career 

paths 
 Logistical support for an expanded annual 

training program meeting
 Application due date: October 20, 2015
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Knockout Mouse Phenotyping Project 
(KOMP2)

Common Fund approves 5 year continuation
 18 Institutes/Centers/Offices contributing funds
 Total funds: ~$100M 
 FOAs in process
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Recent Progress:

 Public release of data and harmonized metadata 

 Multiple internal collaborative projects

 Outreach efforts: 8 collaborations funded jointly 
by LINCS and other entities (NIAAA, NCCIH, 
NIEHS, NIMH, NINDS, & BD2K)
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Genotype-Tissue Expression 
(GTEx) Project

New GTEx portal and version 5 data release

Document 45

Donor recruitment goal 
(n=900) completed
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 ~1100 validated antibodies to 370 human 
transcription factors; available via data portal

 Program near end of pilot phase, with one 
grantee finishing production of mouse 
monoclonals

Protein Capture Reagents Program 

 JHU subcontractor attended 
White House Demo Day 



Human Heredity and Health in Africa 
(H3Africa) 

 7th Consortium Meeting in October (Washington DC)
ASHG Session
Presentations at NIH  
NIH-H3Africa Subject Area Meetings 

 2 UH3 Biorepository awards (Nigeria and Uganda)

 Approval for a Phase II of H3Africa 
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Undiagnosed Diseases Network (UDN)
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Seven UDN Clinical Site Locations

Click ‘Apply’ button on any 
UDN webpage to apply!



Undiagnosed Diseases Network (UDN)
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PI Name Gene Model Patient Phenotype

Hall BAI2 astrocytes from mouse shrinking spinal cord area and 
limb muscle stiffness

Ye YPEL3 drosophila
reduced myelin, enlarged nerves, 
abnormal nerve conduction, 
normal cognition

Smith BHLHB9
knock down mouse 
neural stem cells and 
patient iPS neural cells

motor dysfunction, cognitive 
impairment, low brain volume, 
peripheral nerve damage

Yu CHML mouse developmental regression, nerve
damage with brain volume loss

Westerfield YPEL3 zebrafish reduced myelin, enlarged nerves, 
eye abnormalities

Ho FOXR1 human fibroblasts, 
mouse

microcephaly, developmental 
delay, progressive brain atrophy



Gabriella Miller Kids First 
Pediatric Research Program 

 NIH Common Fund Program ($12.6M/year for ten years)

 Clinical and genome sequence data 
Childhood cancers
Structural birth defects 

 Fiscal Year 2015
PAR 15-259 (X01) seeking samples 
Up to 6000 samples 

 Fiscal Year 2016
Creation of data resource
Solicitation of additional samples
Generation of genome sequence data
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Big Data to Knowledge (BD2K) Initiative

Document 50

 Training the next generation of 
biomedical researchers in 
data science

 Funding for software projects 
in targeted research areas

 Funding supplement programs 
for data sharing, discovery, 
and interoperability



Precision Medicine Initiative
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Precision Medicine Initiative Workshops

 Digital Health Data in a Million-Person 
Precision Medicine Initiative Cohort

May 28-29, 2015
Vanderbilt University, Nashville, TN

 Participant Engagement and Health Equity 
July 1-2, 2015
NIH, Bethesda, MD

 Mobile and Personal Technologies in 
Precision Medicine

July 27-28, 2015
Intel Corp., Santa Clara, CA
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Report on Precision Medicine 
Initiative Cohort Program
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Interim Director, Precision Medicine 
Initiative Cohort Program

Josie Briggs, M.D.



Notice of Proposed Rulemaking for 
Revisions to the ‘Common Rule’
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 Improve informed consent

Calibrate review to study risks

Require informed consent for use of 
biospecimens

New data security and information 
protection standards

Streamline IRB review 

Extend protection to all research at 
federally-funded sites
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Method for Introducing a New Competency
Toolkit to Facilitate Integration of Genomics

Document 53  

Genomics

Admini‐
stratorEducator

TOOLKIT      2016

 Promote genomic 
practice

 Capture expertise 
and processes

 Collect resources



Genetic and Rare Diseases (GARD) 
Information Center Videos
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NHGRI Social Media 
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Genome: Unlocking Life’s Code
Exhibition Travel Schedule

2015
October 2-January 3

Oregon Museum of Science and Industry
Portland, OR

2016
January 28-April 25

Discovery World 
Milwaukee, WI

May 21-September 5
Natural History Museum of Utah
Salt Lake City, UT

September 30-January 1
Exploration Place
Wichita, KS Document 56



Genome: Unlocking Life’s Code 
eNewsletter
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Precision Medicine Event in St. Louis
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2015 NHGRI Summer Workshop in 
Genomics: The ‘Short Course’ 

High School Teachers

Nursing Faculty

Document 57



Partnership for Community Outreach 
and Engagement in Genomics
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Mourning the Loss of Rep. Louis Stokes
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American College of Rheumatology 
Distinguished Fellow Award

Pravitt Gourh, M.D.
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NHGRI Intramural Research Highlights

The American Journal of Human Genetics

Individualized Iterative Phenotyping for Genome-
wide Analysis of Loss-of-Function Mutations

A critical reappraisal of dietary practices in methylmalonic acidemia raises 
concerns about the safety of medical foods. Part 1: isolated methylmalonic 
acidemias

The use of CRISPR/Cas9 as a genome-editing tool in various 
model organisms has radically changed targeted mutagenesis
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To receive The Genomics Landscape, 
go to list.nih.gov

Search for NHGRILANDSCAPE

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

Document 61



Thanks!

Special Thanks!


