Rare Disease Day

28 February 2014

Patients and Researchers, Partners for Life!

Attendees

Acevedo, Ana T., M.D. Physical Medicine Section
Clinical Center
National Institutes of Health
Bethesda, MD

Adams, Kristen, M.S.P.H. GlobalEpi Research
Hunt Valley, MD

Adelstein, Bob, M.D. Genetics and Developmental Biology Center
National Heart, Lung, and Blood Institute
National Institutes of Health
Bethesda, MD

Adkins, Patricia P. ISMRD

Adomako-Ankomah, Ashrifia National Human Genome Research Institute
National Institutes of Health
Bethesda, MD

Ahmad, Shazia United BioSource Corporation
Mclean, VA

Al-Kouatly, Huda, M.D.

Alur, Ramakrishna P., Ph.D. Ophthalmic Genetics and Visual Function Branch
National Eye Institute
Bethesda, MD

Anderson, Susan Bridgewater, NJ

Anikster, Yair, M.D.,Ph.D. Metabolic Disease Unit
Edmond and Lily Safra Children's Hospital
Sheba Medical Center Tel-Hashomer
Ramat-Gan, Israel

Ardeshirpour, Yasaman

Arveson, Irene, R.N., B.S.N. National Institutes of Health

Atif, Uzma, Ph.D., M.P.H. Shire Pharmaceuticals

Austin, Bobbie Ann

Austin, Christopher P., M.D. National Center for Advancing Translational Sciences
National Institutes of Health
North Bethesda, MD

Awad, Mariam N.

_'/C m) National Institutes of Health *’

Turning Discovery Into Health

'6\-,,‘_4“'2 Rare Disease Day



Attendees — NIH’'s Rare Disease Day 2014

Baggett, Vickie

Association for Multiple Endocrine Neoplasia Disorders
Crescent City, CA

Baig, Samia

Food and Drug Administration

Balakrishnan, Krishna, Ph.D.

Office of Strategic Alliances

National Center for Advancing Translational Sciences
National Institutes of Health

Rockville, MD

Barker, Sandy

Gold Rush Cure Foundation

Bartek, Ronald J.

Friedreich's Ataxia Research Alliance
National Organization for Rare Disorders
Downingtown, PA

Beckley, Marie L.

National Institutes of Health

Bell, Courtney

NIH Clinical Center
Washington, DC

Bodenreider, Olivier, M.D., Ph.D.

National Library of Medicine
National Institutes of Health

Bowie, Heidi

Baltimore, MD

Bronson, Abby

Brooks, P.J.

National Center for Advancing Translational Sciences
Office of Rare Diseases Research
National Institutes of Health

Brown, Carole, M.S., M.B.A., C.C.R.P.

National Institutes of Health
Bethesda, MD

Brown, Ebonne

Silver Spring, MD

Buehn, Molly J., M.S.

Clinical Monitoring Research Program
Leidos Biomedical Research, Inc.
Frederick, MD

Burbage, Harvey D.

Angelman Syndrome Foundation
Potomac, MD

Burke, Elizabeth

Undiagnosed Diseases Program
National Institutes of Health

Butrick, Morgan

National Institutes of Health

Caalim, Kristine

American Partnership for Eosinophilic Disorders
Virginia Beach, VA

Caalim, Mark

American Partnership for Eosinophilic Disorders
Virginia Beach, VA

Cai, Tao

National Institute of Dental and Craniofacial Research
National Institutes of Health
Bethesda, MD




Attendees — NIH’'s Rare Disease Day 2014

Carlson, Sophie

Celeste, Frank

National Center for Advancing Translational Sciences
Bethesda, MD

Cerritelli, Susana M.

Cestone, Michael F.

Medidata
New York, NY

Chambers, S. Rainey

Chang, Danny

Chang, Henry, M.D.

Bethesda, MD

Charette, Marc, Ph.D.

National Heart, Lung, and Blood Institute
National Institutes of Health
Bethesda, MD

Chen, WeiPing

Cheng, Jessica

Center for Drug Evaluation and Research
Food and Drug Administration

Chin, EvaR., Ph.D.

University of Maryland
Myotherapeutics
College Park, MD

Chin, William W.

PhRMA
Washington, DC

Christensen, Julie A.

GlaxoSmithKline
Washington, DC

Cieslak, Michael

Appistry

Cole, Eric L.

Office of Administrative Management
NIH Clinical Center
Bethesda, MD

Collins, Francis S., M.D., Ph.D.

National Institutes of Health
Bethesda, MD

Cook, Jodi, Ph.D.

Agilis Biotherapeutics, LLC
Newtown, PA

Cornelius, Shaleeka

Tumor Biology Section
National Institute on Deafness and Communication Disorders

Crenshaw, Molly

Cutillo, Christine

National Center for Advancing Translational Sciences
National Institutes of Health

Davids, Mariska




Attendees — NIH’'s Rare Disease Day 2014

Davis, Taylor

National Human Genome Research Institute
National Institutes of Health
Rockville, MD

Dean, Marlo J.

Hope for Dante
Virginia Beach, VA

Dean, Sharde L.

Hope for Dante
Virginia Beach, VA

Demory, Mary C.

Bethesda, MD

Diaw, Lena, Ph.D.

Hematology Branch

National Heart, Lung, and Blood Institute
National Institutes of Health

Bethesda, MD

Dixon-Terry, Eleanor

Office of Orphan Products Development
Food and Drug Administration

Dockser Marcus, Amy

Wall Street Journal

Boston, MA
Dolan, Tom RURO Inc.

Frederick, MD
Dombi, Eva

Dorman, Diane E.

National Organization for Rare Disorders
Washington, DC

Drago, Daniela, Ph.D.

Clinical and Translational Research
The George Washington University
Washington, DC

Durkin, Erin

Inside Health Policy

Eckstein, David J., Ph.D.

Office of Rare Diseases Research

National Center for Advancing Translational Sciences
National Institutes of Health

Bethesda, MD

Eddy, Marita

Angel Flight at NIH

Office of Rare Diseases Research

National Center for Advancing Translational Sciences
National Institutes of Health

Bethesda, MD

Ekins, Sean

Collaborations In Chemistry
Fuquay Varina, NC

Espinoza, Luis A.

Center for Scientific Review
Bethesda, MD

Fabre, Kristin M.

National Center for Advancing Translational Sciences
National Institutes of Health

Fajgenbaum, David, M.D., M.Sc.

Castleman Disease Collaborative Network
Philadelphia, PA




Attendees — NIH’'s Rare Disease Day 2014

Falcon, Marguerite

Ferguson, John, M.D.

Office of Rare Diseases Research
National Center for Advancing Translational Sciences
National Institutes of Health

Finkel, Jessica

Osteogenesis Imperfecta Foundation
Gaithersburg, MD

Fischer, Ryan

Parent Project Muscular Dystrophy
Hackensack, NJ

Fischer, Stephanie D.

PhRMA
Washington, DC

Flynn, Elise

National Human Genome Research Institute
National Institutes of Health
Bethesda, MD

Fox, Susannah

Internet Project
Pew Research Center
Washington, DC

Frazier, Margie, Ph.D., L..S.W.

Batten Disease Support and Research Association
Columbus, OH

Frey, Ingrid, R.N., B.S.N., M.S.

Office of Patient Recruitment
Clinical Center

National Institutes of Health
Bethesda, MD

Fuchsman, Abigail

Genetics of Simple Eukaryotes Section

National Institute of Diabetes and Digestive and Kidney Diseases
National Institutes of Health

Bethesda, MD

Gallin, John |., M.D.

Clinical Center
National Institutes of Health
Bethesda, MD

Galloway, Alyssa

Myotonic Dystrophy Foundation
San Francisco, CA

Geritz, Patrick

Appistry

Gershkowitz, Levi G.

Baltimore, MD

Giambarresi, Leah H.,, M.S., R.A.C. (U.S))

Leidos Biomedical Research, Inc.
Frederick, MD

Golden, Andy

Laboratory of Biochemistry and Genetics

National Institute of Diabetes and Digestive and Kidney Diseases
National Institutes of Health

Bethesda, MD

Goldsmith, Jonathan C., M.D.

National Heart, Lung, and Blood Institute
National Institutes of Health
Bethesda, MD




Attendees — NIH’'s Rare Disease Day 2014

Gopal-Srivastava, Rashmi Extramural Research Program
Office of Rare Diseases Research
National Center for Advancing Translational Sciences
National Institutes of Health
Bethesda, MD

Gottesman, Michael, M.D. National Institutes of Health
Bethesda, MD

Grant, Elena National Heart, Lung, and Blood Institute

Greissing, Jay Shire
Washington, DC

Greve, Anders

Groft, Jan Rockville, MD

Groft, Stephen C, Pharm.D. Rockville, MD

Groner, Michael Appistry
St. Louis, MO

Guo, Brian Ton Shen Health
Chicago, IL

Haar, Kevin Appistry
St. Louis, MO

Hall, Amy Amethyst Harbor, Inc.
Rockville, MD

Hammer-Hansen, Sophia

Handelin, Barbara L. BioPontis Alliance Rare Disease Foundation
Malvern, PA

Hanover, Julia M.

Healy, Aileen, Ph.D. Cydan Development, Inc.
Cambridge, MA

Heetderks, William, M.D., Ph.D. National Institute of Biomedical Imaging and Bioengineering
National Institutes of Health
Bethesda, MD

Hernandez, Lynne The Desmoid Tumor Research Foundation
Suffern, NY

Ho, David K. Harvest IP Law LLP
Washington, DC

Hoatlin, Maureen, Ph.D., M.B.A. Rare Disease Research Consortium
Oregon Health & Science University
Portland, OR

Hoxie, Roberta C. Platelet Disorder Support Association
Rockville, MD




Attendees — NIH’'s Rare Disease Day 2014

Hunt, Barbara

CADASIL Association
Carmel, NY

Jaramillo, Helen

Jaskowiak, Jennifer M., M.B.A.

MedAdvocacy LLC
Wilmington, DE

Jayanthan, Raj K.

Castleman's Disease Collaborative Network

Jenkins, Justin T.

U.S. Navy
Virginia Beach, VA

Kaler, Stephen G., M.D.

National Institute of Child Health and Human Development
National Institutes of Health
Bethesda, MD

Karuso, Helen

Regenerate Capital
Washington, DC

Kastner, Dan, M.D., Ph.D.

National Human Genome Research Institute
National Institutes of Health
Bethesda, MD

Katz, Mollie

Kaur, Manjit

Kennedy, Annie

Muscular Dsytrophy Association

Kennerley, Liz

Solebury, PA

Kerber, Grant

EveryLife Foundation
Novato, CA

Kervitsky, Dolly (Alma), R.C.P., C.C.R.C.

Pulmonary Fibrosis Foundation
Chicago, IL

Kester, Susan M.

ISMRD
Fort Myers, FL

Kim, Dongsup Department of Bio and Brain Engineering
Korea Advanced Institute of Science and Technology
Rockville, MD

Kim, Soohyun

Klein, Richard Patient Liaison Program

Food and Drug Administration
Silver Spring, MD

Koduri, Sailaja, Ph.D.

Office of Scientific Review

National Center for Advancing Translational Sciences
National Institutes of Health

Bethesda, MD

Koh, Henry

New Market, MD

Kotraiah, Vinayaka (Vin)

M and M Scientific LLC




Attendees — NIH’'s Rare Disease Day 2014

Kotz, Linda, R.N.

National Institute of Child Health and Human Development

Kragie, Laura, M.D.

BioMedWorks LLC

Kroner, Katie

Pulmonary Hypertension Association
Silver Spring, MD

Krosnick, Steven

Extramural Science Programs
National Institute of Biomedical Imaging and Bioengineering
National Institutes of Health

Krotoski, Danuta

National Institute of Child Health and Human Development
National Institutes of Health

Kucharski, Sarah E.

FMD Chat
Canton, NC

Kumar, Chandra C., Ph.D.

BRIM Biotechnology
Raritan, NJ

Kwa, Suefen, Ph.D.

Niche Potential LLC
Atlanta, GA

Lacana, Emanuela, Ph.D.

Office of Biotechnology Products
Food and Drug Administration
Silver Spring, MD

Lance, Leonard M.

U.S. House of Representatives
Seventh District, NJ

Larned, Courtney

CareSync
Wesley Chapel, FL

Leatherbury, Linda, M.D.

Children's National Medical Center
Great Falls, VA

Lebedev, Vlad

RURO Inc.
Frederick, MD

Lee, Devon

Food and Drug Administration
Glenn Dale, MD

Lee, Jennifer M., Ph.D.

National Center for Biotechnology Information
National Library of Medicine

National Institutes of Health

Betheda, MD

Leider, Jeff

Let Them Be Little X2
Elmwood Park, NJ

Lenker, Mark

Shire
Washington, DC

Leonard, Chris, Ph.D.

Batten Disease Support and Research Organization
Gaithersburg, MD




Attendees — NIH's Rare Disease Day 2014

Lerner, Norma B., M.D., M.P.H.

Division of Blood Diseases and Resources
National Heart, Lung, and Blood Institute
National Institutes of Health

Bethesda, MD

Lewis, Brianah

Pulmonary Hypertension Association
Silver Spring, MD

Lewis, Janine

ICF International

Lewis, Katie R., M.P.H.

Patient-Centered Outcomes Research Institute
Washington, DC

Li, Leyan

National Institute of Allergy and Infectious Diseases

Liedtke, Helena A.

Millville, MA

Linares, Ricardo

Bethesda, MD

Lloyd-Puryear, Michele, M.D., Ph.D.

National Institutes of Health

Long, Genia Analysis Group, Inc.
Boston, MA
Long, Heather P. U.R. Our Hope

Powder Springs, GA

Malheiro, Adriana, M.S., C.G.C.

National Center for Biotechnology Information
National Library of Medicine

National Institutes of Health

Bethesda, MD

Malozowski, Saul

National Institute of Diabetes and Digestive and Kidney Diseases
Bethesda, MD

Manoli, Irini, M.D., Ph.D.

National Human Genome Research Institute
National Institutes of Health
Bethesda, MD

Markowitz, Molly A., A.B.

National Heart, Lung, and Blood Institute
National Institutes of Health

Marlowe, Gary J.

National Heart, Lung, and Blood Institute

Maruvada, Padma, Ph.D.

National Institute of Diabetes and Digestive and Kidney Diseases
National Institutes of Health
Bethesda, MD

Masukawa, Joff

Shire
Washington, DC

Matthews, Helen, R.N., B.S.N.

Molecular Development Section

Laboratory of Immunology

National Institute of Allergy and Infectious Diseases
National Institutes of Health




Attendees — NIH’'s Rare Disease Day 2014

McConnell, Cindy

Office of Communications

National Center for Advancing Translational Sciences
National Institutes of Health

Bethesda, MD

McGuinness, Anne, R.N.C., B.S.N.

CADASIL Association
Helmetta, NJ

McKew, John C., Ph.D.

Division of Pre-Clinical Innovation

Therapeutics for Rare and Neglected Diseases
National Center for Advancing Translational Sciences
National Institutes of Health

Bethesda, MD

McPherron, Alexandra, Ph.D.

Myotherapeutics
Silver Spring, MD

Meena, Netra P., Ph.D.

National Institute of Diabetes and Digestive and Kidney Diseases
National Institutes of Health

Mendez, Melissa G., Ph.D.

Division of Pre-Clinical Innovation

National Center for Advancing Translational Sciences
National Institutes of Health

Rockville, MD

Merideth, Melissa, M.D., M.P.H.

National Human Genome Research Institute
National Institutes of Health
Bethesda, MD

Mian, Luhe, B.S.

Section on Human Biochemical Genetics
National Human Genome Research Institute
National Institutes of Health

Bethesda, MD

Miletic, Nino

Alpine, NJ

Millo, Corina M.

Mitz, Andrew R., Ph.D.

National Institute of Mental Health
National Institutes of Health
Bethesda, MD

Mohan, Charles

United Mitochondrial Disease Foundation
Pittsburgh, PA

Monaco, Jim

Let Them Be Little X2
Elmwood Park, NJ

Moran, T. Conor

Access Therapeutics, Inc.
Lutherville, MD

Morgan, Tamandra K.

Genetic and Rare Disease Information Center
Office of Rare Diseases Research
Rockville, MD

Morin, Steve L., R.N., B.S.N.

Food and Drug Administration
Silver Spring, MD

10



Attendees — NIH’'s Rare Disease Day 2014

Moss, Joel, M.D., Ph.D.

Cardiovascular and Pulmonary Branch
National Heart, Lung, and Blood Institute
National Institutes of Health

Bethesda, MD

Mueller, Christine, D.O.

National Institutes of Health
Bethesda, MD

Mullaney, Janis

National Center for Advancing Translational Sciences

Nadel, Amy

Medscape

Nakagawa, Jo Anne

Tuberous Sclerosis Alliance
Silver Spring, MD

Nalbantoglu, Sinem M.

Georgetown University School of Medicine

Negard, Rhonda W.

Sweet's Syndrome Awareness
Huntsville, TX

Nehrebecky, Michele

National Human Genome Research Institute
Bethesda, MD

Okuniji, Chinyere

O'Leary, James, M.B.A.

Genetic Alliance
Washington, DC

Ostrea, Carrie

Global Genes | RARE Project
Aliso Viejo, CA

Ostrea, Robert

Little Miss Hannah Foundation
Henderson, NV

Ouyang, Claudia

Rare Genomics Institute

Park, Jihyun

Office of Generic Drugs
University of Minnesota College of Pharmacy
Fort Lee, NJ

Patel, Paresma R.

National Center for Advancing Translational Sciences
National Institutes of Health

Payne, Jennifer, Pharm.D.

Elkridge, MD

Piringer, Pat, R.N., M.S.N.

Office of the Director
Clinical Center
Bethesda, MD

Porter, John D., Ph.D.

Extramural Research Program

National Institute of Neurological Disorders and Stroke
National Institutes of Health

Bethesda, MD

Portnoy, Marlene B.

The Desmoid Tumor Research Foundation
Suffern, NY

Prabhakar, Uma

National Cancer Institute
BlueBell, PA

11



Attendees — NIH’'s Rare Disease Day 2014

Ragazzo, Janice C.

CADASIL Asssociation
Helmetta, NJ

Ramos, Vesper Fe Marie, M.D.

Human Motor Control
National Institute of Neurological Disorders and Stroke

Rao, Gayatri, M.D., J.D.

Office of Orphan Products Development
Food and Drug Administration
Silver Spring, MD

Raymond, Michael T. McLean, VA
Read-Connole, Elizabeth L., Ph.D.
Reardon, Sara Nature

Washington, DC

Regan, Barbara S. Dallas, PA
Repetti, Beth Appistry
St. Louis, MO

Rivas, Belinda S.

American Behcet's Disease Association
Amarillo, TX

Rizvi, Samar

PXE International
Washington, DC

Roberts, Jamie N., M.A., C.C.R.P.,
M.P.H.[c]

National Institute of Neurological Disorders and Stroke
National Institutes of Health
Bethesda, MD

Robinson, Leleah

National Organization for Rare Disorders
Washington, DC

Roney, Joseph

Bethesda, MD

Rothblum-Oviatt, Cynthia, Ph.D.

A-T Children's Project
Coconut Creek, FL

Russell, Andy C.

Everylife Foundation for Rare Diseases
Novato, CA

Salgaller, Michael L., Ph.D.

The Conafay Group
Washington, DC

Sandler, Abby, Ph.D.

Rare Tumors Initiative
Center for Cancer Research
National Cancer Institute
Bethesda, MD

Saninocencio, Christina

LGS Foundation
New York, NY

Santacruz, Lucia, Ph.D.

Department of Biochemistry and Molecular Biology
University of Texas, Medical Branch
Bethesda, MD

12



Attendees — NIH’'s Rare Disease Day 2014

Saplis, Frances L., R.N., B.S.N.

FMD Chat
Spring, TX

Schill, Lisa

RASopathies Network
Williamstown, NJ

Schneider, Julie A., Ph.D.

National Cancer Institute

Schwartz, Anthony, Ph.D.

Laboratory of Pathology
National Cancer Institute
National Institutes of Health

Scurlock, Cindy C., M.A.

Turner Syndrome Society of the United States
Houston, TX

Seidel, Steve

National Center for Advancing Translational Sciences
National Institutes of Health

Shamburek, Alexandra

National Heart, Lung, and Blood Institute
National Institutes of Health

Shamburek, Robert, M.D.

Cardiovascular and Pulmonary Branch
National Heart, Lung, and Blood Institute
National Institutes of Health

Bethesda, MD

Shiffer, Janet L., F.N.P.-B.C.

Genetic Disease Research Branch

National Human Genome Research Institute
National Institutes of Health

Bethesda, MD

Shirley, Scott

Uplifting Athletes
Harrisburg, PA

Simeonov, Anton

National Center for Advancing Translational Sciences

Sincan, Murat, M.D.

National Human Genome Research Institute
National Institutes of Health
Rockville, MD

Sirovatka, Jonathan

National Institute of Mental Health
National Institutes of Health

Smith, Hana H.

Clinical Center
National Institutes of Health

Snyder, Michelle, M.S., C.G.C.

Genetic and Rare Diseases Information Center
Rockville, MA

Soldatos, Ariane, M.D.

National Institutes of Health
Bethesda, MD

Southall, Noel

Division of Pre-Clinical Innovation

National Center for Advancing Translational Sciences
National Institutes of Health

Rockville, MD

13



Attendees — NIH's Rare Disease Day 2014

Steiner, Joseph, Ph.D.

Neurotherapeutics Development Unit

Translational Neuroscience Center

National Institute of Neurological Disorders and Stroke
National Institutes of Health

Bethesda, MD

Stojic, Mary The LAM Foundation
Bethesda, MD

Suhr, Dean MLD Foundation
Genetic Alliance
West Linn, OR

Suhr, Teryn MLD Foundation

West Linn, OR

Summers, Ronald M., M.D., Ph.D.

Clinical Center
National Institutes of Health
Bethesda, MD

Tamura, Deborah E., M.S., R.N., A.P.N.G.

Office of the Director
National Cancer Institute
National Institutes of Health
Bethesda, MD

Tian, Ye

Tolunay, Eser

Vascular Biology and Hypertension Branch
National Heart, Lung, and Blood Institute
National Institutes of Health

Bethesda, MD

Trehan, Aditi

Tucker, Jessica, Ph.D.

National Institute of Biomedical Imaging and Bioengineering

Urv, Tiina, Ph.D.

National Institute of Child Health and Human Development
National Institutes of Health
Bethesda, MD

Vaughan, Katie

National Heart, Lung, and Blood Institute
National Institutes of Health

Vu, Hong H., Pharm.D., M.S.

Office of New Drugs

Center for Drug Evaluation and Research
Food and Drug Administration

Silver Spring, MD

Wahba, Sarita, M.S.P.H., M.S.

Patient-Centered Outcomes Research Institute
Washington, DC

Walcourt, Asikiya

Howard University College of Medicine
Washington, DC

Whan, Robert K.

Caleb's Crusade Against Childhood Cancer
Fort Myers, FL

Whelan, Jack, B.S.

International Waldenstrom's Macroglobulinemia Foundation
Jack-Whelan.com
Andover, MA

14



Attendees — NIH’'s Rare Disease Day 2014

Whiting, Jeanne G.

The Desmoid Tumor Research Foundation
New Canaan, CT

Widemann, Brigitte, M.D.

National Cancer Institute
National Institutes of Health
Bethesda, MD

Wise, Anastasia, Ph.D.

National Human Genome Research Institute
National Institutes of Health
Bethesda, MD

Xie, Zhihui (Sherry)

National Institute of Allergy and Infectious Diseases
National Institutes of Health
Bethesda, MD

Xu, Huanyu

Xu, Xin

Division of Pre-Clinical Innovation

National Center for Advancing Translational Sciences
National Institutes of Health

Rockville, MD

Yahle, Brooke

West Milton, OH

York, Larry

Appistry
St. Louis, MO

Zhang, Gary, Ph.D.

National Center for Advancing Translational Sciences
National Institutes of Health
Bethesda, MD

Zorich, George S., Pharm.B.S.

Lake Forest, IL

Zorn, Marcia E., M.A., M.L.S.

National Library of Medicine
National Institutes of Health
Rockville, MD

Zuk, Dorit

National Center for Advancing Translational Sciences

Zyne, Richard G., D.Min.

CurePSP - Foundation for PSP | CBD and Related Brain Disease
Timonium, MD

15



