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Open Session Presentations 

 DNA Sequencing Technology 2012 
Jeff Schloss 

 

 Genomics and Society: The ELSI Research   
 Program and Beyond 
Karen Rothenberg  

 

 NHGRI Extramural Portfolio Review 
Mark Guyer 



Open Session Presentations 
Concept Clearances: 
 PAGE Renewal 

 Lucia Hindorff 
 

 Clinical Exploratory Sequencing    
   Coordinating Center 
 Lucia Hindorff 

 

 Genomic Medicine Pilot Projects 
 Teri Manolio 

 



Open Session Presentations 
Concept Clearances: 
 ClinAction 

 Teri Manolio 
 

 Centers of Excellence in ELSI Research 
 Joy Boyer 

 

 High-Throughput Genomic Analysis in  
   Children with Newborn Screening Disorders 
 Anastasia Wise 

 



Open Session Presentations 

Meeting Report: 
 
 Genomic Literacy 

 Vence Bonham 
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Proposed NHGRI Reorganization 

Document 1 
genome.gov/reorg 



NHGRI @ ICHG/ASHG 
 ELSI Concurrent Invited Session: 

 “Emerging Ethical Issues in Large-
 Scale International Genomics 
 Research Collaborations” 
 

 1000 Genomes Meeting & Tutorial 

Document 2 



Cell Commentary on Clinical Genomics 

Document 3 



Document 4 

Bettie Graham: Beyond Genomics 
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NIH’s National Center for Advancing 
Translational Sciences (NCATS) 

Document 5 



Relocation of Programs from the  
National Center for Research Resources 

Document 5 

NCATS 
DPCPSI 
NIBIB 
NIGMS 
NIMHD 
NIDDK 
NHLBI 

 
 



Proposed Merger of Institutes 

Document 6 



Target Validation Workshop 

Document 7 



Appropriations Update 



Fiscal Year 2012 Appropriations Update 

Document 8 

  Fiscal 
Year 
2011 

Fiscal Year 
2012 

President 

Fiscal 
Year 
2012 

House 

Fiscal 
Year 
2012 

Senate 

Fiscal 
Year 
2012 

Enacted 

NIH  $30.7B  $31.7B $31.7B  $30.5B   $30. B 

NHGRI  $511M  $525M 
 

$525M  
 

$506M  
 

$513M  
(0.27%) 



Fiscal Year 2013 Appropriations Update 



Alzheimer’s Research Initiative 

Document 9 

“Investments will include research to identify 
genes that increase the risk of Alzheimer’s 
disease…” 



NIH Clinical Center Receives  
Lasker-Bloomberg Public Service Award 

Document 10 

http://www.laskerfoundation.org/awards/currentwinners.htm�


Secretary of State Hillary Clinton Visits NIH 

Document 11 



Advisory Committee to the NIH Director 
Working Group on Data and Informatics 

 

Document 12 

 Working group to investigate the 
 management,  integration, and 
 analysis of large biomedical 
 datasets 
 

 Called the NIH Data and 
 Informatics Working Group  
 

 Co-chaired by David DeMets and 
 Larry Tabak 



Request for Information: 
NIH Data and Informatics Working Group  

Document 12 

 Scope of the issues 
 

 Standards development 
 

 Secondary use of data 
 

 Data accessibility  
 

 Incentives for data sharing 
 

 Support needs   Submit comments 
by March 12, 2012  
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Mourning the Loss of James Crow 
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Mourning the Loss of Norton Zinder 

Document 13 



2011 ASHG Curt Stern Award 

Document 14 

 David Altshuler, M.D., Ph.D. 

http://www.ashg.org/�


2011 NIH Director’s Pioneer Award 

Document 15 

 
 

 
 
 

 Andrew Feinberg, M.D., M.P.H. 



Best Graduate Student Presenter for 
Genetics at SACNAS National Conference  

Document 16 
Keolu Fox, Ph.D. 



2011 "Niki" Award Recipient 

Document 17 

Manolis Kellis, Ph.D. 



National Academy of Science  
Public Welfare Medal Recipient 

Document 18 

Harold Shapiro, Ph.D. 



Newly Elected ASHG Leadership 
 
 

Board of Directors:  
 
 
 
 
 

Treasurer: 
Geoff Duyk 
 
 
 
 
 Evan 

Eichler 
 
 
 
 

Richard 
Gibbs 

 

President Elect:  
Jeff Murray 
 
 
 
 
 Vivian 

Cheung 
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Elected to the Institute of Medicine 2011  

Document 20 

 
 Martin Blaser 

 
 Vivian Cheung 

 
 Claire Fraser-Liggett 

 
 Richard Gibbs 

 
 David Relman 

 



Elected to AAAS 

Document 21 

 

 Andrew Feinberg 
 

 Edward Marcotte 
 

 Richard McCombie 
 

 Richard Myers 
 
 



USPTO Study on  
Genetic Diagnostic Testing 



Presidential Commission for the Study of 
Bioethical Issues Meeting:  

 

Whole-Genome Sequencing 



Institute of Medicine Report  
  
  
  

Document  22 



Document 23 

National Academies Report 
 

“Toward Precision Medicine: Building a Knowledge 
Network for Biomedical Research and a New 

Taxonomy of Disease” 
  
  



Battelle Report on  
Genomic Clinical Testing Industry 

Document 24 



American College of Medical Genetics 
Changes Name to American College of 

Medical Genetics and Genomics  

Document 25 

 

Effective March 2012  
at the ACMG Annual  

Clinical Genetics Meeting 

and Genomics  

http://www.acmg.net/�


NHGRI Genome Advance of the Month 

Document 26 



Document 27 

Genomics In The News… 

First Australian 
Aboriginal 
Genome 

Sequenced 

Genome Of 
World’s Oldest 

Woman 
Sequenced 
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Genomics In The News… 

Elaine Mardis, Ph.D. 

“High-Tech Choir Master” 



Document 27 

Genomics In The News… 

Eric Lander, Ph.D. 

“Power in Numbers” 



Document 27 

Genomics In The News… 

“DNA Sequencing Caught 
in Deluge of Data” 

Dick McCombie, Ph.D. 



Document 27 

Genomics In The News… 



Document 27 

Genomics In The News… 



Document 27 

Genomics In The News… 
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Large-Scale Genome Sequencing Centers  

 
 Baylor College of Medicine 

 PI: Richard Gibbs 
 $21.3M in Year 1 
 

 Broad Institute 
 PI: Eric Lander 
 $35.9M in Year 1 
 

 Washington University 
 PI: Richard Wilson 
 $28.4M in Year 1 
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Mendelian Disorders Genome Centers 

 

Document 28 

 University of Washington (Coordination Center) 
PIs: Deborah Nickerson, Michael 
 Bamshad, Mark Rieder, & Jay Shendure 
$5.2M per year 

 Yale University 
PIs: Richard Lifton, Murat Gunel,  
 Shrikant Mane, & Mark Gerstein 
$2.8M per year 

 Baylor College of Medicine & Johns Hopkins  
 University  

PIs: David Valle (Hopkins) & James Lupski 
 (Baylor) 
$4M per year 

 



Clinical Sequencing Exploratory  
Research Projects 

 
 Baylor College of Medicine 

PIs: Sharon Plon & Will Parsons,  $1.8M per year (with NCI) 

 Brigham and Women's Hospital 
PI: Robert Green, $2.4M per year 

 Children's Hosp. of Philadelphia 
PIs: Ian Krantz  & Nancy B. Spinner, $2.2M per year 

 University of North Carolina 
PI: James Evans, $1.6M per year 

 University of Washington  
PI: Gail Jarvik, $2.3M per year (with NCI) 

 Dana Farber Cancer Institute 
PIs: Levi Garraway & Pasi Janne, $1.6M per year 

 
 Document 28 



Informatics Tools for High-Throughput 
Sequence Data Analysis Awards 

 
 Broad Institute ($1.0M in Year 1) 

 PI: Mark DePristo 
 Boston College & U. Michigan ($1.0M in Year 1) 

 PIs: Gabor Marth & Goncolo Abecasis 
 Washington University ($805K in Year 1) 

 PIs: Li Ding & David Dooling 
 Harvard ($448K in Year 1) 

 PI: Steven McCarroll 
 Scripps Institute ($382K in Year 1) 

 PI: Ali Torkamani 
 University of Southern California ($345K in Year 1) 

 PIs: Ting Chen, Ewa Deelman, & James Knowles 

 



Genome Sequencing Program:  
Comparative Genomics 

Document 28 

Nature (2011) 



Document # 

 2-day symposium describing analyses of 
TCGA data

 Open to all
 470 Attendees, representing 13 countries
 Co-chairs Lynda Chin (MD Anderson) & Elaine 

Mardis (WashU Genome Institute)
 30 Talks (available on YouTube / Genome TV)
 8 Hands-on sessions
 159 Posters

2nd Annual TCGA Symposium being planned 
for November 2012; American Asso. For 
Cancer Research (AACR) to co-sponsor

1st TCGA Scientific Symposium
November 17 & 18, National Harbor

Document 29 



Document # 

• TCGA achieves goal of 5,000 specimens analyzed by end of 
2011.

• 22 tumor projects underway

• Many cancers of greatest incidence nearing completion

• Published: Glioblastoma, Ovarian

• Submitted: Colorectal (see figure)

• Expected 2012 publications: Breast, AML, Lung, Kidney

TCGA: by the numbers

Molecular analyses show colon and rectal cancers are single disease.

Glioblastoma
Ovarian
Acute Myeloid Leukemia
Colorectal Carcinoma
Breast
Lung Squamous Cell
Lung Adenocarcinoma
Renal Clear Cell Carcin.
Renal papillary
Uterine (endometrial)
Low grade glioma
Gastric Carcinoma
Prostate
Bladder
Cervical
Head and neck
Liver
Melanoma
Sarcoma
Thyroid
Lymphoma
Pancreas



 The Phase 1 paper is being written on 1094 samples 
 from 14 populations, with 40 million SNP, indel,  
 and deletion variants on integrated haplotypes 

 The Phase 2 data set contains low-coverage and  
 exome sequencing data on 1600 unrelated 
 samples from 19 populations 

 The Phase 3 sample collection from 7 more 
 populations should be completed by April; all the 
 sequencing should be completed by fall 2012, on 
  2500 unrelated individuals plus 161 trio kids 

 Complete Genomics will deeply sequence 500 
 samples, including 161 trios 

Document 30 



DNA Sequencing Technology Development 

 Annual grantee meeting 
 Grantees only: April 9-11 
 Public: April 11-12 

 

 Presentation by Jeff Schloss later in 
 Open Session 
 Document 31 



 Technology development RFA applications 
 to be discussed in Closed Session 
 

 Applications for the next production phase 
 of ENCODE have been received and will 
 be discussed at May 2012 Council meeting 
 

 modENCODE Symposium: June 20-21, 2012 
 

ENCODE & modENCODE 



 ENCODE analysis session at December  
 GENEVA Steering Committee meeting 
 launched new collaborations 

 Integrated analysis papers: 
 ENCODE – integrated manuscript under 

 revision along with  many companion 
 papers 

 modENCODE – comparison of fly, worm, 
 and human 

 Mouse – comparison of mouse and human 
 

Analyses 



Return of Results Consortium 
 

 Components: 
ELSI Return of Results RFAs (R01 and R21) 
ELSI investigators in the Clinical Sequencing   
 Exploratory Research Projects (U01) 
Related investigator-initiated projects 

 Goal: Identify areas of possible 
 consensus that can form basis   
 for policy development 

 Plans for sharing outcome   
 measures and instruments  
 underway  

 
 

Joy 



Centers of Excellence in Genomic Science 
(CEGS) & Diversity Action Plan (DAP) 
 

Document 32 

 
 
 

 CEGS applications to be discussed in the Closed 
 Session of this Council meeting 
 

 Next receipt dates: 
CEGS: May 17, 2012 
DAP: May 25, 2012 



 Goal: Consider processes, databases, and other 
 resources needed to:  

Identify clinically relevant variants 
Decide whether they are actionable and 
 what the action should be  
Provide for clinical use 

 Video, presentations, and 
 recommendations posted    
 on genome.gov  

 Concept Clearance presentation   
 later today 

Characterizing and Displaying Genetic 
Variants for Clinical Action Workshop 

 

Document 33 



Genomic Medicine II Meeting 
 

 Second in series of four planned   
 genomic medicine meetings 

 Goals: 
Develop ideas for multicenter collaborative 
 pilot projects in genomic medicine 
Learn of new projects ongoing at partner sites 
Identify infrastructure needs and solutions to 
 speed adoption of genomic medicine 

 Video, presentations, and recommendations 
 posted on genome.gov  
 Concept Clearance presentation later today 

Document 34 
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Molecular Libraries Program (MLP) 

Document 35 

 MLP Screening & Chemistry Centers’ mid-
 year reports showed good progress 
 toward milestones 

 

 MLP Steering Committee meeting: 
Presentations on center-driven research 
 projects  
Begin development of Molecular Libraries 
 Biological Database 

 
 
 



 

 

 

Knockout Mouse Projects 
 

Document 36 

• KOMP Finale, KOMP2 Kickoff, and IMPC Launch 
 Meeting: September 2011 
 

• KOMP2 Awards for Knockout Mouse Production and 
 Knockout Mouse Phenotyping 
 Baylor College of Medicine: Justice/Justice 
 The Jackson Laboratory: Donahue/Braun 
 UC Davis: Lloyd/Lloyd 

 

• KOMP2 Award for Data Coordination Center and 
 Database 
 European Bioinformatics Institute: Flicek 

 
 



Genotype-Tissue Expression (GTEx) 

 

Document 37 

 December 2011 meeting: Pilot roughly half 
 completed 
 
 

 
 
 
 

 Enrolling 10 post-mortem donors/month (on 
 target); RNA integrity very good 
 

 Proposal for scale up being developed 
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Donor Enrollment by Month, 2011 
NDRI 

Roswell Park 

Science Care 



 

 Consortium meeting in October 2011 
 

 LINCS program public web site now live 
 

 Bridge funding proposal for Fiscal Year 2013 
 

 Data release policy under development 
 
 

Document 38 

Library of Integrated Network-based 
Cellular Signatures (LINCS) 



 

 

Document 39 

Protein Capture Reagents Program  

 Protein Capture Consortium 
 meeting in December 
 Working groups formed 
 Development of public 
 portal 

 
 External Scientific Panel 

 established for the program 
 
 

 



Human Heredity and Health  
in Africa (H3Africa) 

Document 40 

 Applications for four RFAs (centers, 
 research projects, biorepositories, and 
 bioinformatics network) received in 
 December; excellent response 

 Review of applications: March  May 
 Biorepository RFA re-issued 
 Wellcome Trust application process 

 proceeding well and on similar timeline 
 Ethics and Genomics Research in Africa 

 (EAGER-Africa) Meeting in November 2011 



Single Cell Analysis RFAs Issued 

Document 41 

 Studies to Evaluate Cellular Heterogeneity using 
 Transcriptional Profiling of Single Cells (U01)  

 Exceptionally Innovative Tools and Technologies 
 for Single Cell Analysis (R21)  

 Accelerating the Integration and Translation of 
 Technologies to Characterize Biological 
 Processes at the Single Cell Level (R01)  

 Applications were due in January 



New Common Fund Initiative? 

Document 42 

 Chosen for potential new Common Fund 
 program starting in Fiscal Year 2013 
 NIGMS and NHGRI as co-leads 
 Strategic planning underway 

‘Disruptive Proteomics Technologies’ 
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NHGRI Catalog of Published Genome-Wide 
Association Studies (GWAS) 

Document 43 

5619 SNPs, January 2012! 



GWAS Catalog: New Features 

Document 43 

NEW 
NEW 



NEJM Genomic Medicine Series 

 

Document 44 



U.S. Science and Engineering Festival 

Document 45 



My Family Health Portrait 

http://consensus.nih.gov/2009/familyhistory.htm�


Genomic Medicine Lecture Series 

Document 46 

 Monthly seminars being held at Suburban 
 Hospital in Bethesda 

 
 
 

David Valle, M.D. Larry Brody, Ph.D. 

http://www.genome.gov/27544321�


Genomic Opportunities for Studying Sickle 
Cell Disease Meeting: December 2011 

 

Co-Chairs: Michael DeBaun, Richard Gibbs,  
    and Julie Makani 

 



Pharmacist Education Meeting  
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 Blue Ribbon Panel Review of NHGRI 
Intramural Research Program 

 David Page, M.D.  (Chair) 
 Rick Myers, Ph.D.   (NACHGR) 
 Bruce Korf, M.D., Ph.D.   (BSC) 
 Wylie Burke, M.D., Ph.D 
 Nancy Cox, Ph.D 
 Bob Waterston, M.D., Ph.D 
 Huda Zoghbi, M.D. 



NHGRI Intramural Research Highlights 

Document 47 



William Gahl Honored with Prestigious 
Service to America Medal 

Document 48 





 

 

 

Special Thanks! 
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