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“NIH News

nstitutes of Health

NIH Appoints Eric D. Green, M.D., Ph.D. To Be Director Of The Naticnal Human Genome
Reszearch Institute

13

genome.gov/Director
Document 1

Thanks!
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NHGRI Appointments/Recruitments

= Appointed:
Eric Green, NHGRI Director
Mark Guyer, Acting Deputy Director
Ellen Rolfes, Deputy Executive Officer
Ann Fitzpatrick, Budget Officer

* Recruitments:
Scientific Director (Active)
Deputy Director (Pending)
ELSI ‘Director’ (Pending)

= On ‘Detail’ to the Office of the Director:
Kris Wetterstrand
Rudy Pozzatti

NIH & NHGRI Appropriations Update

= FY2010
NHGRI: $516M (2.7% increase)
NIH: $31B (2.3% increase)

= FY2011 (President’s Budget) e

NHGRI: $534M (3.5% increase) § =+
NIH: $32B (3.2% increase)

HHS.gov

1L ot of Heahs & s Garvems.

Document 2
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Electronic ‘Facelift’ for genome.gov

i

ﬂ{]‘" B Na

2010 @ NHGRI

Eric Green’s ‘Rookie Year’ as Director
13th Anniversary of ‘Institute Status’ (January)

10t Anniversary of Completion of Draft Human
Genome Sequence (June)

20" Anniversary of Start of Human Genome
Project (October)

Completion of New Strategic Plan for
Genomics (December)
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NHGRI Strategic
Planning Process

1991-1995
B 1993-1998
| e 1998-2003
2003-2010
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Eric Green, M.D., Ph.D.
Director, NHGRI

* AR IHGRI Loig-Range Planaing

| About the Instituts
[T —
| contact sz

| Dwactor's Page

Eritiatives and Resources for
| Minoriy and Specl Populations

Frattute Advisirs
| N Loy Rarge Plarrs
garationsl Rruxturn

| meperts and Pusscations

MHGRI Long-Range Planning

Ths Rational Human Genome Research institute {NHGRD) o started its nest
range planning process. This INSHELDE wANEs o cond
tha state of the art in ganamics and whara the fis
years, will help NHGR] and others plan their n
contributons of gencmics to iImpravements in human health and

arch investments to further the
e argas of s

Tha NHGRI's planning process will involve a wide range of activities through which the

| communi and the public, can pravide their opinicns and advice
activities will include on-ine opportunities, workshaps, and other

wded, and will take place through 2010. The hnal such activity will be 2 to review @

firal graft

Ta begin the work, NHGRI has produced four white papers that address spedific issues that have already been
identified as needing broad input. These wil be the first to use a novi system on thi

#55. The [ Teute h. also antihed a number of workshops that will be
ally, we are askmg for advice a3 to other ssuss that the ple vrocess should address
nterested te could use bo provide us their t

held ovar the nes
and for other avenue

NrlGRI's gaal, at this stage, is to gather as many ideas as possible, so please camment an anything and everything.

Thare is additional infarmation an the following topics:

Go to! Shout thie HHGEL Lona-K to read an overview of thie current planning process and

overall issues.
o to: b to read the revised white papers and the cammunity

papars
to read about the 1ssues being considered or to
o read about the glanning m

Go to: HHEELPlanns ings NHGED is currently o

genome.gov/Planning
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NHGRI Strategic Planning Process

White Papers and Web-based Feedback

Applying Genomics to Clinical Problems:
Diagnostics, Preventive Medicine, and
Pharmacogenomics

Applying Genomics to Clinical Problems:
Therapeutics

A Vision for the Future of Genomics: Education and
Community Engagement

The Future of Genome Sequencing

NHGRI Strategic Planning Process

May 2008 ELSI Assessment Panel Report and "Decade of
ELSI" Meeting

Sept. 2008 | Social and Behavioral Research in Genomics
Workshop

Sept. 2008 | Health Disparities, Race, and Genomics Summit

Feb. 2009 The Dark Matter of Genomic Associations with
Complex Diseases Workshop

March 2009 | The Future of Sequencing Workshop

July 2009 Internal Review of Comments Received
Regarding Web-posted White Papers

Oct. 2009 Genomics of Gene Regulation Workshop
Feb. 2010 Council Input

Page 10
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NHGRI Strategic Planning Process

Cloud Computing Workshop .
vien
Informatics Planning Workshop Bonazzi

Develop Draft Plan

Airlie Center ‘Finale’ Meeting

Refine/Revise Plan
Council Endorsement of Plan

Finalize and Submit Plan for
Publication

Publication of Strategic Plan

NIH Symposium Commemorating
New Strategic Plan and 20th
Anniversary of HGP Start

Airlie Meeting: Remote Video Access & Blog

* Those who could not attend in person
*~100 Genomics/Genetics Trainees
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General NIH Updates

Science (2010)

Document 4
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Five Major Opportunities for NIH

ﬂPpUﬂlll‘lllll}“S f:)r Research and NIH =50 =i H ig h 'Th rou g h p ut
- Technologies

Translational Medicine

Benefiting Health Care
Reform

Focusing More on
Global Health

Reinvigorating and
Empowering the
Biomedical Research

Science (2010) Community

Opportunity #2: Translating Basic Science
Discoveries into New and Better Treatments
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Cures Acceleration Network (CAN)
in the Health Care Reform Act

Patient Protection and Affordable Care Act
(Public Law 111-148)

g a key role in the
development of “high need cures”

Cures Acceleration Network (CAN)

Goal: Advance development of new treatments
and cures by reducing barriers between
laboratory discoveries and clinical trials

Within the NIH Office of the Director
Authorized budget for FY2010: $500M
Provides flexible funding and new award

mechanisms (e.g., DARPA-like)
‘No-Year’ funds =

.

+

=3

Document 5

Page 14



Director’s Report

NACHGR (May 2010)

Eric Green, M.D., Ph.D.
Director, NHGRI

Therapeutics for Rare and
Neglected Diseases (TRND) Program

National Institutes of Health

Office of Rare 5
Diseases Research V] o 2

About ORDR | User Tips | ORDR Search

Text Size: & A A

D

X ‘ Yourporial to rare disease
x information and research

e

Therapeutics for Rare and Neglected Diseases

" Genetic & Rare Dise:
hlom:nﬂ

The need and opportunity for Therapeutics for Rare and Neglected Diseases (TRND) are enorrmous. Of
the 7,000 human diseases, fewer than 300 are of interest to the biopharmaceutical industry, due to
lirnited prevalence andfor cornmercial potential. Mare than 6000 of these diseases are rare (defined
by the Orphan Drug Act as 200,000 U.S. prevalence), and the remainder are neglected because they
affect impovetished or disenfranchised populations. Researchers have now defined the genetic basis
of rore than 2000 rare diseases and identified potential drug targets for many rare and neglected

diseases (RMD).

TRMD received $24 million in the National Institutes of Health (NIH) budget for fiscal year 2008, TRND
is a collaborative drug discovery and development prograrm with govermnance and oversight provided by
the Office of Rare Diseases Research (ORDR). Program operations will be within the intrarmural
research program adjacent to the (MCGC) and will be administered

by the [Mational Human Genome Research Institute (MHGRI)

Document 6

Therapeutics for Rare and
Neglected Diseases (TRND) Program

$25M in FY2010; Likely to $50M in FY2011

Develop candidate drugs for rare and neglected diseases

not addressed by private sector
— Starting point: probes/leads

— Endpoint: IND/Phase I-ll licensable to biotech/pharma/foundation
— 25% effort for improving preclinical drug development processes

Three ongoing pilot projects

— Schistosomiasis

— Niemann-Pick Type C

— Hereditary Inclusion Body Myopathy

Laboratory space, outsourcing contracts, & hiring ongoing

Expect solicitation of proposals in FY2011
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Major NIH Recruitments

= Active Recruitments:
NICHD Director

NIH Division of Program Coordination, Planning, and
Strategic Initiatives (DPCPSI) Director

NIH Deputy Director for Extramural Research
NHLBI Director
Associate Director for Budget (closes June 1, 2010)

= ‘Any Minute Now’ Appointment:
NCI Director

= Pending Recruitment/Appointment:
NIH Deputy Director

NIH Says Goodbye to Dr. Ruth Kirschstein

Page 16
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INSPIRING
reestn(OTNErS

THIS DAY WILL HIGHLIGHT
THE ACCOMPLISHMENTS OF
DR. KIRSCHSTEIN AND HER
LEGACY IN THE WORLD OF
SCENCE. EVENTS WILL INCLUDE
SCIENTIFIC PRESENTATIONS
AND A POSTER SESSION
BY RUTH L. KIRSCHSTEIN

INATIONAL RESEARCH SERVICE

AWARD RECIPIENTS.

CBS Evening News
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New U.S. Surgeon General

= Dr. Regina Benjamin

» Rural family physician
from Louisiana

= MacArthur Genius Award
recipient

President Obama Visits NIH

Document 7
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lll. Genomics Updates

New Members of the Institute of Medicine
Gi INSTITUTE OF MEDICINE

OF THE NATIONAL ACADEMIES

= NHGRI Grantees
Zac Kohane
Russ Altman
Pat Brown

= NHGRI Advisors
Larry Green (BSC)
Alex Joyner (BSC)

* NIH Institute Directors
Story Landis (NINDS)
Griff Rodgers (NIDDK)

Document 8
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New Members of the
National Academy of Sciences

= NHGRI Grantees
Trudy MacKay
Kevin Struhl

= NHGRI Friend
Daniel Kastner (NIAMS)

Document 9

2009 ASHG Curt Stern Award

= Drs. Jim Kent and David
Haussler received the
2009 Curt Stern Award

» Given for outstanding
achievements in the
field of human
genetics during the
past decade

Page 20
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Genetics Society of America Award

= Dr. Bill Gelbart given the George W. Beadle
Award for outstanding contributions to the
community of genetics researchers

= The award is for FlyBase, the central digital
repository for the Drosophila genome

2009 Presidential Medal of Science

Drs. Francis Collins and Craig Venter

Document 10
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10 Annual Albany Medical Center Prize

LW

Drs. David Botstein, Francis Collins and Eric Lander

Document 11

2010 American Society for Microbiology
Promega Biotechnology Research Award

= Award honors outstanding contributions to
the application of biotechnology
through fundamental microbiological
research and development

= Dr. Maynard Olson

Page 22
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Scripps Genomic Medicine Award

= Award is presented at the 2010 Future of
Genomic Medicine Conference to
researchers who have an "extraordinary
impact on genomic medicine”

1
’:g _,

= Dr. Elaine Mardis

Forbes Article -
A First: Diagnosis by DNA

Health
A First: Diagnosis By DNA
Matthes Herper, 02 2310, 0600 Al EST

In a big leap for medicine, gene sequencing helps
doctors treat a infant.

Document 12

Page 23



Director’s Report Eric Green, M.D., Ph.D.
NACHGR (May 2010) Director, NHGRI

NHGRI/I’s Teri Manolio Earns
Presidential Rank Award

» Presidential Rank Award for Meritorious
Service Award honors high-performing
senior career employees for "sustained
extraordinary accomplishment”

= Executives are nominated by their agency
heads, evaluated by citizen panels, and
designated by the President g

= Evaluation criteria focus on
and results

Mourning the Loss of Leena Peltonin

= Head of Human Genetics at the
Wellcome Trust Sanger Institute

= Passed away at age 57 on March 11,
2010 at her home in Finland after a
long and courageous battle
with cancer.
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Mourning the Loss of Barton Childs

= Legendary geneticist and teacher, as
well as Professor Emeritus of
pediatrics at the Johns Hopkins
University School of Medicine

= Passed away at age 93 on
February 18, 2010 aftera ||
short illness |

Archon X Prize in Genomics

= $10M prize to sequence
100 human genomes in
<10 days and at
$10K per genome

= NHGRI participating in
many discussions

= NHGRI consulted on
cost accounting and
quality issues

Document 13
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Science Policy Forum —
The Future of Psychiatric Research

The Future of Psychiatric Research:
Genomes and Neural Circuits

s A ey s [ et e L o My B
i e s 8 . M ¥ g

Document 14

Advances in Genome Biology
and Technology Meeting
AGBT | Sieay o eemaeoy

February 24-27, 2010

Introduction of several high-throughput
sequencing platforms and partnerships
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CSHL Biology of Genomes Meeting

Abshiscts of papers presented
bt the 2010 mesbing or

1E BIOLOGY OF GENOMES

{"." !:{:i.‘-.-"\‘a‘.i\;?)l 15, 2010 s

NHGRI Extramural Program
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Large-Scale Sequencing Program

Concept Clearance: Adam Felsenfeld
1000 Genomes: Lisa Brooks
TCGA: Brad Ozenberger
Human Genome

Reference
Consortium: Deanna Church (NCBI)

DNA Sequencing Technologies

Various Notable Developments in
the Deployment of Next-Generation
DNA Sequencing Technologies...

Page 28
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DNA Sequencing Technologies

= Review articles published by grantee
collaborative effort

The potential and challenges of nanopore

e REVIEW
biotechnology
The challenges of sequencing by synthesis

2009

= Annual grantee meeting held in March
2010, including 1-day public meeting

Document 15

Complete Genomics

Human Genome Sequencing
Using Unchained Base Reads on
Self-Assembling DNA Nanoarrays

Science (2009)

Document 16
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llumina by fecaunt Sumserbe

APPLICATIONS SYSTEMS SERVICES SCIEMCE SUPRORT COMPANY

Introducing

REDEFINING THE TRAJECTORY OF SEQUENCING

Accelerating the pace of scientific research, now and in
the future - sequence at a scale never before possible

Leam more

lllumina and BGI

| |U mina My Lccount Subscribe
APPLICATIONS SYSTEMS SERVICES SCIENCE

SUPPORT COMPANY

About Illumina News & events Stock Financial Corporate Contact

information governance
Press Releases

=]

BGI Purchases 128 Illumina HiSeq(TM) 2000 Sequencing Systems

Acquisition Puts Beijing Genomics Institute on Path to Become World's Largest
Sequencing Facility
SAN DIEGO, Jan 12, 2010 (BUSINESS WIRE) -- Illumina, Inc. (NASDAQ:ILMN) announced today
that the BGI (formerly known as the Beijing Genomics Institute) has purchased 128 HiSeq 2000
saquencing systems, representing the largest single order for next-generation sequencing systems
to date, Most of the units will be installed in BGI's new state-of-the-art genome center in Hong
Kong.

Director, NHGRI
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lllumina and BGI

Rare Mutation Matters!

Find it by deep sequencing of whole exome or candidate genes

BGI'S GENOMICS BAR

THE SEQUENCE FACTORY

The bold ambstioss of ane institute coukd make China the world leader in genome
sequeencing. David €y i asks i i Il sureive the industrial 3 Here gou go!

A

What are the best
ones for rare
mutation?

Would 128 Tilumina HiSeq 2000 Sequencing Systems. 500 bicinformaticians
and the use of cutting-edge software programs developed by BSI satisfy
your taste?

One of the world's biggest genome centers is looking for collaborators!

INVESTOR RELATIONS MEWS BALLERY GLOBAL CITIZENSHIP CAREERS

Life Technologies Brings Genomic
Sequencing Closer to the Clinic
Company announces SOLID(TM) 4 System, delivering industry"s most cost

effective, highest quality genome for $6.000, reduced to $3.000 by end of
2010 with SOLID{TM} 4hq upgrade

Company Introduces Bl pe{TM} softwar luti major
investment to address bicinformatics challenges

Life Tech gles F Jati %5 milllon In grants to accelerate
physician ion in melecular dicil

CARLSBAD, Calif., Jan 27, 2010 (BUSINESS WIRE) - Life Tecln s
Corporation (NASDACELIFEL, a provider of innovative life s = solutions,
oday announced a series of investments and new technologies designed to
end the use of sequencing in the research arena and make it more
relevant for plysicians.
The company introduced the Applied Biosystems 1)
. the most advanced next-generation gencmic analysi
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Life Technologies and Ignite Institute

= Programs

= Education

Eric Green, M.D., Ph.D.

Director, NHGRI

ABOUT US INVESTOR RELATIONS NEWS GALLERY GLOBAL CITIZENSHIP CAREERS

Life Technologies and Ignite Institute
Partner to Create Largest Next Generation
Genomic Sequencing Facility in North
America

CARLSBAD, Calif. & FAIRFAX, Va., Jan 28, 2010 (BUSINESS WIRE) —- Life

Technologies Corporation (NASDACELIFE) and the lgnite Institute for
Individualized Health announced to

around-breaking genomic sequenc acility in
Morthem Virginia, lonite will acquire 100 of the Applied Biosystems
SOLID(TMY 4 Systems, the most advanced next generation DMNA sequencing
plattorm on the market, establishing the largest concentration of genetic
analyvtical power in North America, The SOLID 4 System will enable lgnite's
SCIENtsts 1o sequence entire genomes quicker, more accurately and more
cost effectvely than previously possible, The mstiuments will provide the
throughput to fuel the research that could yield countless diagnostic,
preventive and therapeutic advances,

Broad-Mexico Collaboration

ZBROAD .

S INSTITUTE

RESEARCH NEWS

- Community Mexico-US collaboration launched

= Contribute The Carlos Slim Institute of Health, in partnership with the Broad Institute,

funds genonuc research on cancer, type 2 diabetes, and kidney disease

By Nicole Davis, Broad Communications Fublished January 13, 2010

Mexican business leader Carlos Slim Held today announced the faunch of a major research project
in genomic medicine that will help accelerate progress in public health in Mexico and around the
world. The project will be carried out by the Carlos Slim Institute of Health in

partnership with the Broad Institute of MIT and Harvard and the Mational Institute for Genomic

SOFTWARE Medicine of the Mexican Secretariat of Health. The major goal is to understand the genomic basis of
OUTREACH cancer in worldwide populations and of type 2 diabetes in Mexican and Latin American populations

The project, called Slim Initiative for Genomic Medicine, will 1ast three years and will receive US
$658 in support from the Carlos Slim Institute of Health, It will leverage the Broad Institute's expertise

= Public Events and capahilities in the most advanced technologias in genomic sequencing.
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Washington U.-St. Jude Collaboration

Washington University in St.Louis
Newsroom

Contact | Media Resources & Policies | Calendar | Subscribe
Search

» Medicine & Healtheare Washington University, St. Jude team to unravel

" . . < MEDIA CONTACTS »
» Business & Law genetic basis of childhood cancers

= Joni Westerhouse
» gelence & Technolal Largest research project to date aimed at understanding the Executive Director for Medical News

»» Politics & Public Policy genetic origins of pediatric cancers (Sa?r;”;;aa_mzm

»» Culture & Living January 25, 2010 westerhousej@wustl.edu

» Visual & Performing Arts By Caroline Arbanas Catiling Arbanas
»» Athletics R rorvard 8 Facebookthis @ Twesttnis 3 Share more Senior Medical Sciences Writer

(314) 266-0109
arbanasc@mwust] edu
» ReaId ity R Washington University
School of Medicine in 5t.
Louis and 5t. Juds
Children's Research
Hospital have announced
an unprecedented effort
to identify the genetic
changes that give rise to
some of the world's
deadliest childheod
cancers. The team has
joined forces to decode | COURTESY PHOTO
the genomes of more (Left to right) Francis Collins, M.D., Ph.D., director of
g;ré;o;;heﬂg'?hdo the National Institutes DfHEE‘lIh‘ L'arryJ ‘Shap\rn‘
N 2 .0, executive vice chancellor for medical afairs
have contributed tumer and dean of Washington University School of

Mammalian Gene Collection (MGC)

== Mammalian
Gene

Sl Collection
=—d

Resource

The completion of the Mammalian Gene Collection
(MGCQ)

The MGC Project Team'

Since its start, the Mammalian Gene Collection [MGC) has sought to provide at least one full-protein-coding sequence
cDNA clone for every human and mouse gene with a RefSeq transcript, and ar least 6200 rar genes. The MGC cloning
effort initially relied on random expressed sequence tag screening of ¢cDNA libraries. Here, we summarize our recent
progress using direcred RT-PCR cloning and DNA synthesis. The MGC now contains clones with the entire protein-coding
sequence for 92% of human and 89% of mouse genes with curated RefSeq (MM-accession) transcripts, and for 97% of
human and 94% of mouse genes with curated RefSeq transcripts that have one or mere PubMed publications, in addition
o clones for more than 4300 rar genes. These high-quality MGC clones and their sequences are accessible withour
restriction to researchers worldwide,

Genome Research (2009
Document 17
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Songbird Genome Sequence

« >800 genes appear to play a role
in the male zebra finch's ability
to learn songs from his father

« Song behavior engages complex
gene regulatory networks within
the brain of the songbird,
networks that rely on parts of the
genome once considered ‘junk’

The genome of a songbird

Wesley C. Warren', David F. Clayton®, Ha n', Arthur P. Arnold’, LaDeana W. Hillier', Axel Kiinstner’,

", Scott
Asif Chir

Nature (2010) Document 18

Genome 10K

\ é‘}%

GENOME 10K.

(David Haussler, Stephen O’Brien, & Oliver Ryder)

= Organize communities to coordinate and
provide DNA samples from 10,000 species
representing all extant vertebrate groups

= Ultimately to sequence >10K vertebrate
genomes to address questions in genome
evolution, comparative annotation, and
conservation biology
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Genome |0K: A Proposal to Obtain
Whole-Genome Sequence for 10 000
Vertebrate Species

GenoMe 0K CoMMUNITY OF SCIENTISTS®

J. Heredity (2009)

Document 19

Personal Genomes: Recent Additions

Complete Khoisan and Bantu genomes from southern
Africa

ST e m e e e TSR L
o/ o W 14 i -

SOUTHERN
AFRICAN
GENOMES

Genetic variance in the oldest
known modern human lineage

HAITI EARTHQUAKE NATUREJOBS
A seismologist reports back Backto schaol

THE FUTURE OF ASTRONOMY
Not the decadal survey

CARBON CAPTURE AND STORAGE (W
Why it's nat catching on | il "

Document 20

Nature (2010)

Director, NHGRI
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Personal Genomes: Recent Additions

The NEW ENGLAND JOURNAL of MEDICINE

ORIGINAL ARTICLE

Whole-Genome Sequencing in a Patient
with Charcot—-Marie-Tooth Neuropathy

Jauregui, B.S.
d n, M h, Ph.D.
Bainbridge, M.Sc., Huyen Dinh, B
David A Wheeler, Ph.D., Amy L. McGuire, ].D., Ph.D
a ar M.D., Ph.D., John J. Halperin, M.D., C
Curtis Gehman, Ph.D., Danwei Guo, M.Sc., Rola K. Irikat, B.S
Nick . Fantin, B.S na M. Muzny, M.Sc., and Richard A. Gibbs, Ph.D

ABSTRACT

BACKGROUND

Whole-genome sequencing may revolutionize medical diagnostics through rapid
identification of alleles that cause disease. However, even in cases with simple pat-
terns of inheritance and unambiguous diagnoses, the relationship between disease
phenotypes and their corresponding genetic changes can be complicated. Compre-
hensive diagnostic assays must therefore identify all possible DNA changes in each
haplotype and determine which are responsible for the underlying disorder. The
high number of rare, heterogeneous mutations present in all humans and the pau-
city of known functional variants in more than 90% of annotated genes make this
challenge particularly difficult. Thus, the identification of the molecular basis of a
genetic disease by means of whole-genome sequencing has remained elusive, We
therefore aimed to assess the usefulness of human whole-genome sequencing for
genetic diagnosis in a patient with Charcot-Marie-Tooth disease.

NEJM (2010) Document 21

Personal Genomes: Recent Additions

llumina

Glenn Close has genes mapped

Document 22
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Personal Genomes: Recent Additions

Clinical assessment incorporating a personal genome

Euan A Ashley, Atul | Butte, Matthew T Wheeler, Rong Chen, Teri E Klein, Frederick E Dewey, Joel T Dudley, Kelly E Ormond, Aleksandra Pavlovic,
Alexander A Morgan, Dmitry Pushkarev, Norma F Neff, Louanne Hudgins, Li Gong, Laura M Hodges, Dorit S Berlin, Caroline F Thorn,
Katrin Sangkuhl, Joan M Hebert, Mark Woon, Hersh Sagreiya, Ryan Whaley, JoshuaW Knowles, Michael F Chou, Joseph V Thakurig,

Abraham M Rosenbaum, Alexander Wait Zaranek, George M Church, Henry T Greely| Stephen R Quake Russ B Altman
Lancet (2010)

Document 23

Personal Genomes: Recent Additions

Genome, epigenome and RNA sequences of
monozygotic twins discordant for multiple sclerosis

Sergio E. Baranzini', Joann Mudge”, Jennifer C. van Velkinburgh®, Pouya Khankhanian', Irina Khrebtukova’,

Neil A. Miller’, Lu Zhang", Andrew D. Farmer®, Callum J. Bell’, Ryan W, Kim®, Gregory D. May’, limmy E. Woodward®,
Stacy J. Caillier', Joseph P. McElroy', Refujia Gomez', Marcelo J. Pando’, Leonda E. Clendenen?, Elena E. Ganusova®,
Faye D. Schilkey’, Thiruvarangan Ramaraj’, Omar A. Khan, Jim J. Huntley”, Shujun Luo’, Pui-yan Kwok"”,
Thomas D. Wu®, Gary P. Schroth”, Jorge R. Oksenberg'”, Stephen L. Hauser"” & Stephen F. Kingsmore®

Nature (2010)

Document 24
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(Im)Personal Genomes: Recent Additions

A Draft Sequence of the
Neandertal Genome

Richard E. Green,'*t$ Johannes Krause,'t§ Adrian W. Briggs,'t§ Tomislav Maricic,'t§

Udo Stenzel,'t§ Martin Kircher,*t§ Nick Patterson,”t§ Heng Li,"t Weiwei Zhai,"t]

Markus Hsi-Yang Fritz,'f Nancy F. Hansen,*t Eric Y. Durand,'t Anna-Sapfo Malaspinas,'t
Jeffrey D. Jensen,®t Tomas Marques-Bonet,”**¢ Can Alkan,”t Kay Priifer,'t Matthias Meyer,'t
Hernin A. Burbano,'t Jeffrey M. Good,™®t Rigo Schultz,” Ayinuer Aximu-Petri,’ Anne Butthof,'
Barbara Haber,' Barbara Hoffner,' Madlen Siegemund,' Antje Weihmann,* Chad Nusbaum,*
Eric 5. Lander,” Carsten Russ,” Nathaniel Novod,” Jason Affourtit,” Michael Egholm,”
Christine Verna,** Pavao Rudan,'® Dejana Brajkovic,'* Zeljko Kucan,'® Ivan Gusic,*®
Viadimir B. Doronichev,™ Liubov V. Golovanova,'* Carles Lalueza-Fox," Marco de la Rasilla,™*
Javier Fortea,**y] Antonio Rosas,** Ralf W, Schmitz,™*" Philip L F. Johnson,**t Evan E. Eichler,’{
Daniel Falush,'*t Ewan Birney,*t James C. Mullikin,*t Montgomery Slatkin,’t Rasmus Nielsen,*t
Janet Kelso,'t Michael Lachmann,'t David Reich, 1 Svante Paabo'*t

Science (2010)

The Neande

R S
Meeting Reports:

1. Cloud Computing

Document 25

2. Informatics and Analysis Planning
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Joint NCBI-NHGRI Meetings

< NCBI

Mational Center for
Biotechnology Information

ENCODE & modENCODE: General

ENCODE

(ENCODE

C =

« ENCODE and modENCODE Consortia joint
annual meeting in March 2010
(>200 participants)

* In April 2010, both Consortia evaluated in ‘mid-
course review’

 Recommendations from ‘mid-course review’ to
be discussed in closed session
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ENCODE & modENCODE: Publications

ENCODE
(M 7mn

Two recent Science papers

modENCODE is writing fly and worm integrated
analysis papers

ENCODE preparing ‘ENCODE 101’ paper to
describe how to access/use ENCODE data

Analysis Workshop planned for July 2010 will
focus on ENCODE integrative analysis paper

Document 26

Knockout Mouse Project (KOMP)

Goal: production of 8500
null mutants by Oct. 2011

* International Knockout Mouse Consortium (IKMC)

* Mutate all protein-coding genes in mouse embryonic
stem cells

* Funded by NIH, EU, Wellcome Trust, Canada, Texas
Enterprise Fund

T Knock Out Mouse Project  1-888 KOMP-MICE
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OppNet
OPPINIET &' s
= 2010: $10 million in ARRA funding for
competitive supplements and K18 awards
= Areas for 2011-2014 Funding (~$30M/year):

Social Gradients
Sleep/Circadian Rhythms
Stress

Health Behavior

Social Environment
Capacity Building

* Future funding from base appropriations
proportional to total appropriation

Document 27

Dissemination of Genomics
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NIH ARRA Funding: Medical Sequencing

(NHGRI Study Section)

No. of Funded Grants Dollars Awarded

jﬁl 3 l[:

TOTAL NIDCR NIDDK NHGRI NHLBI NINDS
TOTAL NIDCR NIDDK NHGRI NHLBI NINDS

NIH ARRA Funding: ‘Human Genome’

(Database Query)

No. of Funded Grants Dollars Awarded

-

Al All
Institutes HCG  Non-HG Institutes
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V. NIH Common Fund Programs

The NIH Common Fund

Common Fund Programs. April, 2010

Molecular Libraries Pragram (MLP} - The MLP is an integrated sel of inftiatives, the goal of
which is to provide scademic researchers Figh roughpet screening (HTS) and cheristry
rescurces 1o find and develop smaill molecule: at can serve a3 chemical probes for research.
The initiative consists of three main components: a large, shared collection of small molecules.
8 hatwork of screening and chemistry centers, and 8 public databarse of all a33ay res
Launched in FY2004; FY2010 - $113,252.000

Tachrology Centers for Networks ond Pathways (TCHPS) - The TCNPS develep
Sechnologhes 15 Pka dynas of pPoln iNtarBctions, Mesications. ansioeaten
expression, and actvity, with temporal, spatisl. and Guantitative resciution. Launched in FY
2004, FYZ010 - $10,940,00¢

Structural Biology of Membrane Proteins - The Structural Bioiogy of Membrane Proters.
Foadmap Program is developing novl approdehes for th production and Stabization of
membrane protens 3o hat their suctures may be determined at high resciution. Launched in
FYZ004; FY2010 - 58,038,000

Naticnal Cantars for Biomadical Computing (NCBCs) - The NCBCs develop computational
tools That are intencied 1o cataiyze research in basic and clincal scence. The centers create
rnovative software programs and other 100ls that arm the biomedical community with the
enathods Peeded 10 integrate. anahze. model, simulite, and Share dath relevant b human
health and disease. Launched in FY2004; FY2010 - $25, 00

High Risk/High Reward Resaarch (HRHR) Program — The HRHR Program is inended 1o

3uppon scientists of exceptional creativity who propose hig e approaches 1o major
contemparary chalerges o bomedical ressarch. By

Document 28
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Molecular Libraries Program

Progress Update

Pilot Phase 191 HTS Projects
(2004 to mid-2008)

Production Phase 169 HTS Projects
(2008 to 2010)

Total Probes Discovered: 153

Document 29

Molecular Libraries Program

Future Program Milestones

* Year 2 Performance-Based Funding

 Mid-Course Review: August 2010
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GTEx
Genotype-Tissue Expression

= 2.5-year pilot

» Goal: Collect multiple
tissues (n>30) from 160
deceased donors for
eQTL analyses

» Laboratory and Tissue
Collection Sites
(awards ~June 2010)

* RNA-Seq on 1000 samples
and arrays on a subset

* If successful, will scale to
1000 donors in Years 3-5

Human Microbiome Project (HMP)

Reference Genome Sequences: 329 strains complete, 1151 in pipelines

Sequencing of Samples (300 subjects, 14-18 samples/subject):

Expect HMP sequences can be accepted @ NCBI by May 24th
16S rDNA data of 6800 samples; freeze May 1st
WGS data of 564-580 samples; freeze July 1st

Publications from Centers (4):
Four manuscripts in preparation
. Sample collection (protocol, consent, etc)
Benchmarking of samples
Results from first 41 donors
Milestone publication: broad analysis of sequencing results

Demonstration Projects (15):

Pilot studies of microbiome and disease correlations
June 2-3 Review: transition from UH2 to UH3

Human microbiome research network meeting:

Inviting non-HMP human microbiome researchers
Aug. 31-Sept. 2 (St. Louis)

Document 30

Director, NHGRI
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New Opportunities for the Common Fund

New Programs for 2010
Library of Integrated Network-based Cellular Signatures (LINCS)
Protein Capture Reagents
Global Health
Translational Applications of Stem Cells
Mouse Phenotyping
Science of Behavior Change
Regulatory Science

Considerations for 2011

m Health Economics

= HMO Collaboratory

m New Models for Large Prospective Studies

New Opportunities for the Common Fund

New Programs for 2010
Library of Integrated Network-based Cellular Signatures (LINCS)
Protein Capture Reagents
Global Health
Translational Applications of Stem Cells
Mouse Phenotyping
Science of Behavior Change
Regulatory Science

Considerations for 2011

= Health Economics

= HMO Collaboratory

m New Models for Large Prospective Studies
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Common Fund Budget FY10-FY14 (in thousands)

Program

FY10

FY11

FY12

LINCS

3,000

10,000

10,000

Mouse Phenotyping (KOMP2)

500

11,000

11,000

Science of Behavior Change

4,060

4,290

4,300

Global Health

3,747

8,000

8,000

Protein Capture

1,500

8,000

8,000

Regulatory Science

2,000

2,000

2,000

NIH iPS Cell Center

3,000

6,000

10,000

15,000

18,000

TOTAL New Programs

17,807

49,290

53,300

45,545

43,560

TOTAL Existing Programs

523,088

489,755

403,089

335,657

270,934

CF Appropriation

544,109

561,629

561,629

561,629

561,629

Funds Remaining for New Programs

3,214

22,584

105,240

180,427

247,135

Knockout Mouse Phenotyping Program: KOMP?

International Knockout Mouse Consortium (IKMC)

KOMP? .. Knockout Mouse Phenotyping Program
B Standardized, broad phenotyping of 8,500 KO mice derived from IKMC

ES cells

m Comprehensive definition of in vivo function of mammalian genes and

identification of new models of disease

® Coordinated with other international activities

FY10: Oct 2009 Planning Meeting, April 2010 Phenotyping Workshop

FY10: Continued Planning ($500K)

FY11-FY15: Pilot to create cost-efficient phenotyping pipeline --
2,500 mutants in 5years ($11M/yr Common Fund+ $11M/yr IC match)

Program Leaders: James Battey (NIDCD) & Eric Green (NHGRI)

, Ph.D.
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Library of Integrated Network-based
Cellular Signatures (LINCS)

Establishing the feasibility of the approach and creating the first
installment of a reference collection

The Connectivity Map: Using
Gene-Expression Signatures to Connect
Small Molecules, Genes, and Disease

Justin Lamb,* Emily D. Crawford,*t David Peck,* Joshua W. Modell,* irene C. Blat,?
Matthew ]. Wrobel,* Jim Lerner, Jean-Philippe Brunet,* Aravind Subramanian,®

Kenneth N. Ross, Michael Reich," Haley Hieronymus,’? Guo Wei,»** Scott A. Armstrong,**
Stephen . Haggarly,"‘I Paul A. Clemons,” Ru Wei," Steven A. Carr,

Eric 5. Lander,"*® Todd R. Golub®%>*>7™

To pursue a systematic approach to the discovery of functional connections among diseases, genetic
perturbation, and drug action, we have created the first installment of a reference collection of
gene-expression profiles from cultured human cells treated with bicactive small molecules,
together with pattern-matching software to mine these data. We demonstrate that this
"Connectivity Map” resource can be used to find connections among small molecules sharing a
mechanism of action, chemicals and physiological processes, and diseases and drugs. These results
indicate the feasibility of the approach and suggest the value of a large-scale community
Connectivity Map project.

Science (2006)

LINCS Program

Planning Workshop: Fall 2008

Program Goals: Facilitate a mechanistic understanding
of disease in support of drug and biomarker development
m Create a library of perturbation-induced molecular and cellular
signatures of cellular responses to genetic variation,
environmental exposures and clinical phenotypes
m Establish common standards and best practices
m Develop new technologies/tools for generating and analyzing
cellular signatures

Phase 1:

Cell types

RFA-RM-10-003: Large Scale Production of Perturbation-Induced Cellular
Signatures

RFA-RM-10-004: New Laboratory-based Technology Development
RFA-RM-10-005: Computational Tool Development and Integrative Data
Analyses

Budget FY2010 - FY2012: $3M in FY2010, $10M in FY2011 and FY2012

Phase 2: Scale-up of LINCS pending Phase 1 evaluation | Program Leaders:
Alan Michelson (NHLBI) &
Mark Guyer (NHGRI)
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Protein Capture Reagents Program

Research Needs:
Multiple protein Broad research

targets and clinical
(“Proteome”) applications

Renewable
Reagents

Approaches:

Produce new antigens for
research community to
make protein capture
reagents

antibody technotogy using [} DeveloP new renewable
Transcription Factors as a AL T [0 (_may
“test case” — assess issues of e L

L of cost, quality, scale, and
throughput, reliability, cost, utility

Use experience to decide whether and how
to scale to whole proteome

and scalability

Protein Capture Reagents Program

FY10 FY11 FY12 FY13 FY14 FY15 TOTAL

Antigen 1.0
Production

mAbs for
Transcription
Factors

Planning Phase
for Pilot
(Workshops)

New Reagent Tech
Development &
Piloting

Program Leaders: Jeremy Berg (NIGMS), Eric Green (NHGRI), & James Battey (NIDCD)
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Research Programs in Global Health

RFA-TW-10-008: Medical Education Partnership Initiative in Sub-Saharan

Africa ($3M/yr, FY10-FY15) — Initiative focused on PEPFAR goals (funding from OGAC,
HRSA, OAR, FIC)

= Goal: Common Fund to expand scope to include non-communicable diseases and
health priorities beyond HIV/AIDS

Program Leader: Roger Glass (FIC)

Common Disease in Africa Project (CDAP):

= Partnership w/ African Society of Human Genetics, NIH, and
Wellcome Trust

m Developed from Frontiers Meeting and other venues since 2009
YHe M | = Goal: Develop research African capacity and network to study
genetic and environmental factors of common diseases

Planned Activities:

m International conference in Cape Town, SA; workshop in Bamako,
Mali; and conference in Nairobi, Kenya to discuss strategies,
design, and training

m Budget: $746,517 (FY10), $5M/yr (FY11-FY15) — Matching funds by
Wellcome Trust

= Program Leader: Eric Green (NHGRI)

NIH iPS Cell Center

Timeline:

FY10 Hire a Center Director and renovate space, select diseases (intramural
or extramural collaboration) for pilot studies ($3M)

Hire staff, optimize generation of iPS cells from normals and patient
FY11 cohorts, investigate differentiation strategies, develop iPS biobank,
and initiate NCGC screens ($6M)

Use genetic and small molecule approaches to correct iPS cell
FY12 disease phenotypes and initiate preclinical, pilot studies to assess
feasibility of iPS approaches in selected disease disorders ($10M)

selection of candidate disorders for focus of therapeutic

w Scale-up production and generation of GMP-grade iPS cells and
intervention ($15M in FY13, $18M in FY14)

Program Leaders: Michael Gottesman (OIR), Stephen Katz (NIAMS), & Story Landis (NINDS)

., Ph.D.
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Common Fund Budget FY10-FY 14 (in thousands)

Program

FY10

FY11

FY12

LINCS

3,000

10,000

10,000

Mouse Phenotyping (KOMP2)

500

11,000

11,000

11,000

11,000

Science of Behavior Change

4,060

4,290

4,300

4,545

4,560

Global Health

3,747

8,000

8,000

8,000

8,000

Protein Capture

1,500

8,000

8,000

7,000

2,000

Regulatory Science

2,000

2,000

2,000

NIH iPS Cell Center

3,000

6,000

10,000

15,000

18,000

TOTAL New Programs

17,807

49,290

53,300

45,545

43,560

TOTAL Existing Programs

523,088

489,755

403,089

335,657

270,934

CF Appropriation

544,109

561,629

561,629

561,629

561,629

Funds Remaining for New Programs

| 3214

22,584

105,240

180,427

247,135 |
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VI. NHGRI Office of the Director

Office of Population Genomics

NHGRI GWAS catalog now includes over 540
publications and 2600 SNP-trait associations

2009 4th quarter

|;allgl m“‘iwa

4 )-“\_1 A

-;‘
AL
.

enome.gov/gwastudies
9 govig Document 31
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The eMERGE Netwo

electronic Medical Records & Genomics:

A consortium of biorepositories linked to electronic medical records data. - 2
for conducting genomic studies

Anonymization of electronic medical records for
validating genome-wide association studies

Grigorios Loukides', Aris Gkoulalas-Divanis, and Bradley Malin

PNAS
(2010)

PheWAS: Demonstrating the feasibility of a phenome-wide scan
to discover gene-disease associations
Joshua C. Denny. MD. MS'?", Marylyn D. Ritchie. PhD®, Melissa Basford. MBA!

Jill Pulley, MBA'?, Lisa Bastarache. MS', Kristin Brown-Gentry. ]\ﬂISSA Deede Wang, BS’. Dan
R. Masys, MD', Dan M. Roden. MD?, and Dana C. Crawford. PhD?

Bioinformatics
(2010)

Robust Replication of Genotype-Phenotype
Associations across Multiple Diseases
in an Electronic Medical Record

Marylyn D. Ritchie,®7? Joshua C. Denny,5®% Dana C. Crawford,>” Andrea H. Ramirez,®
Justin B. Weiner,® Jill M. Pulley,® Melissa A. Basford,l.? Kristin Brown-Gentry,? Jeffrey R. Balser,3.48
Daniel R. Masys,? Jonathan L. Haines,®” and Dan M. Roden!®8*

Document 32

Phen XX Toolkit

Browse Search My Account  Resources Help

Welcome to the PhenX Toolkit

Use the Toolkit to browse, search and select PhenX Measures for use in
genome-wide association studies (GWAS) or other types of large-scale
studies.

- )
bpl b b Y

For each Measure, the Toolkit has associated protocol(s), references, and n".j | &
links to resources. Use of PhenX Measures will help make your study g
compatible with other studies that also incorporate PhenX Measures. After

selecting PhenX Measures to incorporate in your study, you have the

opportunity to generate a Report that provides details on each of the
selected PhenX Measures and how they can be incorporated into your
study,

PhenX Measures are selected by Working Groups (WG) o of domain experts
using a consensus-based process. During the selection process, the WGs are
asked to consider a number of criteria that were defined by the PhenX
Steering Committee (SC). These criteria include that the measures are well
established, are high quality and are low burden for investigators and
participants. There is a preference for open-source software and
nonproprietary instruments.

For mere information about PhenX, please visit www.phenx.org o.

© Please Read Toolkit Guidance

Please cite use of the PhenX Toolkit as:
http: / fwww,phenxtoolkit.org - December 30 2009, Ver
2.8

www.phenxtoolkit.org

Registration

You may browse
the PhenX
Toolkit, but to
save your work,
you need to
Register,

Existing users
may login:

User ID:
Password

Document 33
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Office of Population Genomics Programs

* Presentations by Teri Manolio on:

New Models for Large Prospective
Studies

Concept Clearance-- eMERGE

DNA Day (April 23, 2010) ONNA
DAY

= Ambassadors visited the NIH Children’s Inn on
two occasions in April to do hands on
activity with patients, siblings, and parents

= ~20 Ambassadors visited ~25 schools in DC,
MD, and VA throughout March, April, and May

= NHGRI chatroom was held on April 23 from 8am
until 6pm EDT, with >70 experts answering
~1400 questions
Document 34
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Genomics Career Website

= Showcases interactive videos of genomic
professionals

= >50 genomic careers can be explored in the areas
of genome science, medicine, genetic
counseling, ethics, law, and others

* Includes interviews with leading professionals
and tours of genomic facilities in

genome.gov/GenomicCareers Document 35

2010 Community Genetics Forum

= May 1, 2010 in Salt Lake City, Utah

= 500 attendees from diverse communities
(African American, Chinese American,
Tongan, African Refuge, Native American,
Hispanic American)

= NHGRI staff attended to lend expertise on
Forum topics (heart disease, cancer,
diabetes) ; e
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Gene Patenting

= Update on gene patenting by ‘
Council Members Contreras
and Ossorio

= Two major developments:

1. SACGHS issued report on gene
patents and licensing practices

2. Recent ruling in “Myriad” case
invalidated claims in BRCA1 and
BRCAZ2 patents

Revamped NHGRI Talking Glossary

Gloking Genetic Terms

Discover & Browse
the Talking Glossary!

Listen to NIH scientists explain
over 200 genetic terms

Qver 100 color illustrations
and 3-D animations

www.genome.gov/glossary

genome.gov/glossary

Document 36
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$¢ genome.gov | Talking Glossary

lijycfll EENOMeE.EOV - e
National Human Genome Research Institute
N:

Research

" Health

Home » Educational Resources * Talking Glossary

Talking Glossary of Genetic Terms

The Naticnal Human Genome Research Institute (NHGRI) created the Talking Glossary of Genetic Terms to help pecple
without scientific backgrounds understand the terms and concepts used in genetic research. Simply click on the term of
interest to open a page with a wealth of information, including the term's pronunciation, audio information, images and
additional links to related terms. Students, teachers and parents will find the glossary an easy-to-use, always available learning
source on genetics.

For more information go to the Guide to the Talking Glossary.

Enter a word or phrase:

Term:[ _find |

See Also:

Talking Glossary en Espafiol
Fact Sheets

All About the Human
Genome Project

A

adenine

adenosine deaminase deficiency (ADA)

adenovirus

Alagille syndrome
allele

amino acids

animal model
antibody

antisense

apoptosis
ataxia-telangiectasia

autosomal dominant

Autoimmune Lymphoproliferative syndrome (ALPS} ry

Glossary Home | Text ¥ersion
Search the Glossary

ABCDEFGHI KLM
NoP REHTUVW XY Z

Sex Chromosome

Sex Linked

Shotgun Sequencing
Sickle Cell Disease
Single Nucleotide Polymarphism
Somatic Cells

Southern Blot

Spectral Karyotype (SKY)
Stem Cell

Stop Codon

Substitution
Susceptibility

Syndrome

Click here to

KNOWLEDGE]

s

| Sickle Cell Disease

H Pronunciation

4) Listen

Sickle cell disease is a hereditary disease seen most often among people of
African ancestry. Caused by mutations in one of the genes that encode the
hemoglobin protein, the disease is inherited as an autosomal recessive trait.
The mutation causes the red blood cells to take on an unusual sickle shape.
Individuals affected by sickle cell disease are chronically anemic and experience
significant damage to their heart, lungs, and kidneys.

— “, — ==
Profile Nlustration Animation

-

David M. Bodine, Ph.D.

Chief and Senior Investigator, Genetics and
Molecular Biology Branch; Head, Hematopoiesis
Section

Dr. Bodine's laboratory investigates the genetics of pluripotent hernatopoietic
stern cells (PHZCS) to improve the effectiveness of bone marrow transplantation
and find better ways to use these unigue cells for gene replacement therapy
PHSCs are found mainly in bone marrow. These cells proliferate and
differentiate into all the cell types of the peripheral blood. PHSCs also can selk
renew without differentiating. A major limitation to bone marrow transplantation
is the lack of availability of stern cells. His lsboratory seeks to understand and
control the selfrenewsl of PHSCs in order to amplify them, thereby improving
stem cell transplantation and gene therapy technigues
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Illlustrations:

e Color illustrations

« Scientist and educator vetted

« Available as downloads in PDF and PPT files
* Basic and advanced versions

* Over 100 (increasing to 150)

« Same illustrator for all files

3D Animations:

* 23 unique 3-D animations viewable online
 Contextual, not narrated

* Available to teachers in larger versions

Test Your Gene Knowledge Quiz:

* 85 random terms
* Sounds/sound muting
* Printable certificate with grade/name

* “In the Classroom” & “In the Media” versions

VII. NHGRI Intramural Program
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New NHGRI Deputy Clinical Director

T s

A
Cynthia Tifft, M.D., Ph.D. {

Associate Investigator, Medical Genetics Branch
Director of Pediatrics, Undiagnosed Diseases Program

Expert in cell biology and storage disorders
Former Chief, Div. Genetics and Metabolism, CNMC

Scientific Advisory Committee, National Tay-Sachs and
Allied Diseases Association

Document 37

Nobel Prize Winner Gives Trent Lecture
Carol Greider, Ph.D.

2009 Jeffrey M. Trent Lectureship in Cancer Research:
Telomerase and the Consequences of Telomere Dysfunction

Document 38
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Undiagnosed Diseases Program (UDP)

/

National Institutes of Health Text Size: A A A

Office of Rare
Diseases Research|

rialto.
nformatmn and research

/’ Genetic & Rare Diseases / Scientific
information Center Conferences
/" Rare Diseases Recursos en
News espafiol

/ ROreah &
, Ciinical Trials
Patient Travel

& Lodging

Undiagnosed Diseases Program

/ Rare Diseases
Information

/" Genetics Infermation
& Sarvices

Patient Advacacy
Groups
7

.

Research / Reports. y
Resources & Publications /'

Home > Undiagnosed Diseases Program

Some patients wait years for a definitive diagnosis. Using a
unique combination of scientific and medical expertise and
resources at the National Institutes of Health (NIH), the
Undiagnosed Diseases Program pursues two goals:

+ To provide answers to patients with mysterious
conditions that have long eluded diagnosis

+ To advance medical knowledge about rare and common
diseases

rarediseases.info.nih.gov

Media Coverage of the UDP

LAST CHANCE CLINIC

M»\)-JAik'rﬂl(wm-mr‘-Q‘MP.W

ODAY'S MEDICAL
WHAT'S WRONG W
-—

Related link: Read the sto

Document 39
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Dr. Charles Venditti Wins ASGCT
New Investigator Award

= American Society of Gene
and Cell Therapy (ASGCT)
selected Dr. Venditti as
recipient of its 2010
Outstanding New
Investigator Award

» His recent studies suggest a
path forward for gene
therapies to treat
organic acidemias

Document 40

Dr. Fabio Candotti Elected
to ASGCT Board

= Dr. Candotti was elected to
the Board of Directors of
the American Society of
Gene and Cell Therapy
(ASGCT)

= A leading gene therapy
researcher within the
NHGRI Intramural Program ¥
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Director’s Report Eric Green, M.D., Ph.D.
NACHGR (May 2010) Director, NHGRI

Dr. Larry Brody Appointed Chief
of Genome Technology Branch

= Genome Technology Branch =
(GTB) is the largest of the 7 E:, B
NHGRI Intramural Branches “f'}g?‘d :
= Dr. Brody also serves as et B
Chief Scientific Officer of
the Center for Inherited
Diseases Research (CIDR)
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Recent NHGRI Intramural Research ‘Headlines’

Ellen Sidransky Les Biesecker
., (Parkinson’s disease) . (X-linked cleft palate)

Francis Collins ." Joan Bailey-Wilson
(Diabetes) " (Lung cancer)

Max Muenke '%J | Bill Pavan
(ADHD) 8" 41 (Microcephaly)
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