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Open Session Presentations

 NHGRI Training Portfolio
 Bettie Graham

 NIH Policy on Applicants with More than 
$1.5M in Grant Support
 Bettie Graham

 Update on the X Chromosome Program Notice
 Anastasia Wise



Open Session Presentations

Concept Clearances:

 Genomic Sequencing and Newborn 
Screening Disorders
 Anastasia Wise

 Clinically Relevant Variants Resource  
 Erin Ramos



Open Session Presentations

Program Updates:

 1000 Genomes Project
 Lisa Brooks
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Proposed NHGRI Reorganization
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Departure of Greg Feero

Genomic Healthcare 
Branch



NHGRI Staff Member Honored (x2)

Teri Manolio, M.D., Ph.D.
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New Director: National Heart, Lung, 
and Blood Institute

Document 3
Gary Gibbons, M.D.



NIGMS Leadership Changes 



NIH Launches Genetic Testing Registry

Document 4



‘Big Data’ Research and Development Initiative

Document 5



‘Big Data’ Planning at NIH
 Data and Informatics Working Group 

Co-Chairs: Larry Tabak and David DeMets
Report to NIH Director in June 2012

 Trans-NIH Subgroup on Molecular Data
Co-Leads: NHGRI and NIGMS

 Potential Common Fund initiative in FY2014



 David Ginsburg (Chair)
 Robert Gentlemen
 Richard Gibbs
 Howard Jacob
 Jill Mesirov
 Deborah Nickerson
 Christine Seidman
 Paul Sternberg
 Marc Vidal

Advisory Committee to the Director 
NCBI Working Group 



Basic Behavioral and Social Science 
Opportunity Network (OppNet)

Document 6

 Mission: Pursue opportunities for 
strengthening basic behavioral and 
social science research at NIH 

 Collectively funded and managed
[NHGRI FY2012 contribution: $349K] 

 OppNet grants may come to September 
Council meeting



FY2013 NIH Appropriation: Overview

March 20: House NIH Hearing

March 28: Senate NIH Hearing
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FY2013 NIH Appropriation:  Sequestration?



Warnings: Sequestration Impact on NIH

“33,000 fewer jobs across the United 
States”

“11.1% ($2.8 billion) reduction of the 
extramural budget”
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FY2013 NIH Appropriation: Survival Tips



Just Released: Leadership in Decline

Document 8
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Mourning the Loss of Renato Dulbecco
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2012 Japan Prize

Document 10

Janet Rowley, M.D.



2012 Dan David Prize
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David Botstein, Ph.D.
Eric Lander, Ph.D.
Craig Venter, Ph.D.



Outstanding St. Louis Scientists Award
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Tim Ley
M.D.

Elaine Mardis
Ph.D.

Rick Wilson 
Ph.D.



Newly Elected: National Academy of Sciences

Document 13

 Andy Clark
 Ron DePinho
 Evan Eichler
 Greg Hannon
 Harris Lewin
 Rick Young

 Subra Suresh



Bruce Korf: President of the ACMG Foundation 
for Genetic and Genomic Medicine
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Presidential Commission for the 
Study of Bioethical Issues

Document 15
info@bioethics.gov



 Genomics sector:
From $6.8B in 2011 to $8.9B in 2016

 ‘Next-Gen’ DNA sequencing market:
From $1.05B in 2011 to $2.25B in 2016 

DeciBio Report on Research Tools
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National Bioeconomy Blueprint
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Biotech Patents and the Courts



2012 Advances in Genome Biology
and Technology Meeting

Document 18



2012 Biology of Genomes Meeting
Cold Spring Harbor Laboratory 
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NOVA: “Cracking Your Genetic Code”
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NHGRI Genome Advance of the Month
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Genomics In The News…

Document 22

New insights on
evolution from

the study of 
sticklebacks

Insights about 
human evolution 
from the gorilla 

genome sequence
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Genomics In The News…
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NHGRI Genome Sequencing Program

 Large-Scale Genome Sequencing 
Centers 

 Mendelian Disorders Genome 
Centers

 Clinical Sequencing Exploratory 
Research Projects

 Informatics Tools for High-
Throughput Sequence Data 
Analysis

 Meeting involving all components: October 2012
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Large-Scale Genome Sequencing Centers

 New: Alzheimer’s disease sequencing project

 Recent Publications:
 Autism Sequencing Consortium

 Schizophrenia allele spectrum

 Six Cancer genomics papers

 Gorilla genome

 Macaque Y chromosome

 Stickleback adaptive evolution

 Drosophila population genomics
Document 23
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 TGCA papers on three cancers (in press or under review):
Colorectal Carcinoma
Breast Carcinoma
Lung Squamous Cell Carcinoma

 Each paper reports the 
comprehensive integrative 
analyses of genome 
sequences for 100’s of tumors

 Several additional manuscripts 
are anticipated in 2012
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 CGHub (TCGA sequence data repository) 
opens at UCSC

New innovations (e.g., BAM slicing) to be 
implemented soon

First ‘NIH Trusted Partner’ for redistribution of 
genome sequence data

 >6,000 tumors analyzed from 
20 cancer types; on track 
to achieve program goals 
by 2014 target



• Educational program on Mendelian Genomics at the 2012 Annual 
ASHG Meeting

• Disease gene discovery is ongoing at various stages from sequencing 
to the identification of disease genes

Yale

Coordination Center  (UW)    

Inquiry 
Review/ 

Response

Phenotype 
Review

Consent 
Review

UW

B-HCenter 
Assignment

Sample Solicitation Portal

• Implemented pipeline from the Program’s sample solicitation portal 
through sample assignment to the Centers
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Clinical Sequencing Exploratory 
Research (CSER) Projects

 First meeting of the CSER 
Steering Committee and the 
Return of Results Consortium

 New RFAs released:

 Reissue of original CSER solicitation 

 CSER Coordinating Center 

Document 23



Informatics Tools for High-Throughput 
Sequence Data Analysis

 “iSeqTools” Network aims to develop 
robust and reliable analysis tools 
for researchers without 
specialized computational skills

 Leveraging NHGRI’s investment in 
sequencing centers and 
initiatives (e.g., 1000 Genomes, 
Galaxy, and others)

 Building iSeqTools wiki as a 
knowledgebase



DNA Sequencing Technology Development
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Grantee Meeting (April 2012)



DNA Sequencing Technology Development
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DNA Sequencing Technology Development

Document 25

Nanopore sequencing demonstrated

Branton, Deamer, Church
Gundlach                                           Akeson

Manrao Cherf   Derrington Lazlo



ENCODE & modENCODE

 ENCODE Technology Development awards 
funded this spring

 modENCODE Symposium: June 20-21, 2012
 Integrative analysis papers planned:

ENCODE – integrative manuscript submitted 
along with many companion papers

modENCODE/ENCODE – comparison of fly, 
worm, and human

Mouse – comparison of mouse and human
Document 26



ELSI Program

 April 2012 issue of Genetics in 
Medicine focused on return 
of results and incidental 
findings, featuring multiple 
papers by ELSI-funded 
investigators

Document 27

 New RFAs for Centers of Excellence in ELSI 
Research (CEER) Program:  P20 and P50

 Return of Results Consortium launched



Upcoming Planning Meeting

 July 2012 Workshop: 

Integrating Functional Data for Connecting 
Genotype to Phenotype
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 HMP funding ends in FY2012
 Two major HMP Consortium papers to 

be published in Nature; coordinated 
release of >20 companion papers in 
PLoS (‘HMP Collection’)

 HMP2 proposal submitted to 
Common Fund

 Report at September Council 
meeting

Human Microbiome Project (HMP) 
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 In 5 years, make 2,500 live mouse strains 
from knockout ES cells

 Comprehensively phenotype                            
the mouse strains

 Make data and mice available to researchers

 Collaborate with other international projects 
to achieve a total of 5,000 phenotyped
strains through the IMPC

Knockout Mouse Phenotyping Project 
(KOMP2)
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Genotype-Tissue Expression (GTEx)

Document 30

 Pilot goals have been met
 Scale-up is under consideration
 First dbGaP data release later this month



Library of Integrated Network-based
Cellular Signatures (LINCS)

 Consortium meeting in November 2012

 Request to the Common Fund for a 1-year 
extension of pilot (FY2013 bridge funds)

Document 31

 Quarterly public release of LINCS data and
metadata (started March 2012) 
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Protein Capture Reagents Program 

 New working groups:
 Data dissemination
 Validation
 Target list prioritization

 Soliciting community input 
about production of human 
transcription factor reagents



Human Heredity and Health 
in Africa (H3Africa)

Document 33

 Applications reviewed in March and April
 A funding plan will be discussed in Closed 

Session of this Council meeting
 Inaugural H3Africa Research Network meeting 

will be held in Ethiopia in October 2012  



Single Cell Analysis
 Three RFAs:

Evaluate cellular heterogeneity using transcriptional 
profiling 

Innovative tools and technologies 
Single cell technology validation in clinical setting

 Single Cell Analysis workshop recently held 
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 Purpose: To provide a collaborative environment  
for building and validating electronic 
phenotype algorithms Document 35



eMERGE Testimony to the National 
Committee on Vital and Health Statistics
 Data collection: community 

engagement models, 
community advisory boards, 
and promotion of research to 
the community 

 Data utilization: data use 
agreement for sharing data in 
the consortium

 Data dissemination: de-
identified data submitted to 
dbGaP for sharing data 
beyond the eMERGE sites 



GENEVA Initiative Complete

Document 36

 20 datasets posted to dbGaP, all imputed

 50+ publications
 GWASTools website developed

Addiction Glaucoma Oral Clefts
Blood Clotting Heart Disease Prematurity
Blood Pressure Lung Cancer Prostate Cancer
COPD Maternal  

Metabolism
Stroke

Dental Carries Venous 
ThombosisDiabetes Melanoma



NIDA provided funds to expand the Toolkit to 
include additional substance use measures
– 43 new measures included in the Toolkit

– Measures selected and vetted by content experts in 
NIDA extramural community

– Measures address:
• substance use and intermediate phenotypes
• cognitive and psychosocial risk factors
• co-morbidities and health-related outcomes

– NIDA is encouraging all grant applicants proposing 
human-subjects research to use the PhenX Toolkit
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NEJM Genomic Medicine Series
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2012 DNA Day Chat Room

 April 20, 8:00 am to 5:00 pm EST

 More than 70 experts answered questions

 Received more than 900 questions and 
experts answered 764 of the questions

 Questions from 37 states and internationally
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USA Science and Engineering Festival
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USA Science and Engineering Festival



First Friday of each month, 8-9 AM
Suburban Hospital Auditorium

Document 41

June 1, Barbara Biesecker, NHGRI
Genomics in Maternal Child Health

Invited Speakers: July 2012 through January 2013
Paul Sieving, NEI

Dan Kastner, NHGRI
Kenneth Fishbeck, NINDS

Ellen Sidransky, NHGRI
Max Muenke, NHGRI



I. General NHGRI Updates
II. General NIH Updates
III. Genomics Updates
IV. NHGRI Extramural Program
V. NIH Common Fund Programs
VI. NHGRI Office of the Director
VII. NHGRI Intramural Program



NHGRI Intramural Research Highlights
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Current Topics in Genome Analysis

 Views to date for 2012 Series: 22,852
 Views for 2010 Series: 202,812
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Blue Ribbon Panel Review of NHGRI 
Intramural Research Program

 David Page (Chair)
 Rick Myers (NACHGR)
 Bruce Korf (BSC)
 Wylie Burke
 Nancy Cox
 Bob Waterston
 Huda Zoghbi



Special Thanks!




