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POSITION AND ADDRESS Deputy Clinical Director

CITIZENSHIP
EDUCATION
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1974-1975
1975-1981

1979-1983

National Human Genome Research Institute
Director, Pediatric Undiagnosed Diseases Network
National Institutes of Health

Bldg. 10 Room CRC3-2551 MSC 1205

10 Center Drive

Bethesda, MD 20892-1205

301-451-8485 (phone)

301-496-7157 (fax)

cynthiat@mail.nih.gov

USA

BA, University of California at San Diego, San Diego, CA (Biology)
MS, Rutgers University, New Brunswick, NJ (Genetic Counseling)
PhD, University of Texas Graduate School of Biomedical

Science, Houston,TX (Genetics)

MD, University of Texas Medical School at Houston, Houston, TX

POSTDOCTORAL TRAINING

1984-1985 Resident in Pediatrics, University of Texas Affiliated Hospitals,
Houston, TX

1986-1987 Resident in Pediatrics, Johns Hopkins Hospital, Baltimore, MD

1987-1989 Medical Genetics Fellow, Inter-Institute Medical Genetics Program,
National Institutes of Health, Bethesda, MD

1989-1991 Medical Staff Fellow, Genetics and Biochemistry Branch, NIDDK,
NIH, Bethesda, MD
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1991-1997 Division of Medical Genetics, Children’s National Medical Center,
Washington, DC

1997-2009 Chief, Division of Medical Genetics, Children’s National Medical Center,
Washington, DC

2009- Deputy Clinical Director, National Human Genome Research Institute,
Director, Pediatric Undiagnosed Diseases Program, National Institutes of
Health, Bethesda, MD

2019-2021 Interim Program Director, Medical Genetic and Genomics Training

Program, NHGRI

Academic Appointments

1991-1996

Assistant Professor of Pediatrics, George Washington University
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1996-2007

2007-2010
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School of Medicine and Health Sciences

Associate Professor of Pediatrics, George Washington University
School of Medicine and Health Sciences

Professor of Pediatrics, George Washington University School of
Medicine and Health Sciences
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1987-1991

1987-1993

1991-2011
1993-2011

1993-2009

1994-

2000-2009

Clinical Fellow in Medical Genetics, Warren G. Magnuson Clinical
Center, National Institutes of Health, Bethesda, MD

Contract Physician in Neonatology, Holy Cross Hospital, Silver
Spring, MD

Attending Physician, Children’s National Medical Center
Consulting Physician in Genetics, Holy Cross Hospital, Silver
Spring, MD

Consulting Physician in Genetics, Shady Grove Adventist Hospital,
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Attending Physician, Warren G. Magnuson Clinical Center, National
Institutes of Health, Bethesda, MD

Consulting Physician in Genetics, Washington Hospital Center,
Washington, DC
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State of Texas (G5691) (inactive)

State of Maryland (D33664)

Commonwealth of Virginia (0101047619) (inactive)
District of Columbia (19378) (inactive)

American Board of Pediatrics (138148) (re-certified 1996, 2003, 2013)
American Board of Medical Genetics (870733) (not time-limited,
participating in MOC)
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2003
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2019
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Alpha Omega Alpha

American Society of Human Genetics

Founding Fellow, American College of Medical Genetics

“Above and Beyond” Award, National Tay-Sachs and Allied
Diseases Association

Society of Inherited Metabolic Diseases

“See the Light” Award, Matthew Forbes Romer Foundation
Founding Member, Global Organization for Lysosomal Disorders

“Rare Impact” Award, National Organization for Rare Disorders

Honoree, “Imagine and Believe” National Tay-Sachs and Allied Diseases
NHGRI GREAT Award Scientific/Medical Category “GM1 Gene Therapy”
NHGRI GREAT Peer Recognition for Support of colleagues and NHGRI
IRP research projects

NHGRI GREAT Award for Faculty Mentoring of NHGRI trainees

NIH Director’'s Award for GM1 Gangliosidosis Gene Therapy
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ADMINISTRATIVE DUTIES

1993-95

1994-2009

1995-

1996-1997

1996-2000

2009-
2009-

2011-

2013-
2014-2016

2017-2019
2017-
2019-2020
2019-2020
2019-

2023-

2020-
2023-

Director, Medical Genetics Fellowship Program, Children’s National
Medical Center

Co-Director, Children’s Craniofacial Center, Children’s National
Medical Center

Fellowship Executive Committee, Metropolitan Washington Medical
Genetics Residency Program, NHGRI

Member, Search Committee, Director, Center for Genetic

Medicine, Children’s Research Institute

Member, Research Advisory Committee, Children’s Research

Institute

Pediatric Care Committee, NIH Clinical Center

Medical Advisory, 09-HG-0009 Participant Reactions to Disease Risk
Information

Medical Advisory, 11-HG-0238 Weight Management Interactions in a
Virtual Clinical Environment

Common Fund Working Group, Undiagnosed Diseases Network, NIH
Co-Chair, Clinical Protocols Working Group, NIH Undiagnosed Diseases
Network

Co-Chair, Steering Committee, NIH Undiagnosed Diseases Network
NHGRI Safety & Compliance Representative to the NIH Clinical Center
Member, Diversity Working Group, Office of the Director, NHGRI
Reviewer, Bench to Bedside Awards, Office of the Director, NIH
Advisory Board Member, International Collaboration on Rare Disorders
and Orphan Drugs

President Elect, International Collaboration on Rare Disorders and
Orphan Drugs

Member, Gene Therapy Task Force, Office of the Director, NIH

Vice Chair, Gordon Research Conference on Lysosomal Diseases (Chair
for 2025 meeting)

EDUCATIONAL ACHIEVEMENTS

Medical School and Trainee Teaching

1993-2012

1996-2009

2011-2023

Gene 500 (Introduction to Genetics), Foundation for Advanced
Education in the Sciences, NIH, 3 hours of lecture annually

Medical Genetics Elective Course #378, George Washington
University School of Medicine, course director

Director, Medical Student Elective in Medical Genetics and Genomics,
Office of Intramural Training and Education, NIH

CONSULTANT APPOINTMENTS

2003-2009

2003-2009

International Zavesca Advisory Group, Actelion Pharmaceuticals
(paid)

Pompe Disease Advisory Group, Genzyme Pharmaceuticals,
(unpaid)
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2005-2009  Chair, Data Safety Monitoring Board, Amicus Therapeutics (unpaid)

2006-2009  Speaker’s Bureau (Pompe Disease), Genzyme Pharmaceuticals,
(paid)

2007-2009  Fabry Disease Advisory Group, Amicus Therapeutics (unpaid)

2007-2009  Hunter Outcome Survey North American Advisory Board, Shire
Pharmaceuticals (unpaid)

2010-2021 Chair, Data Safety Monitoring Board, Amicus Therapeutics (011, 012, and
042 studies) (unpaid)

2010-2019  Data Safety Monitoring Board, National Institute of Child Health and
Human Development, Rare Diseases Clinical Research Network
(unpaid)

GRANTS AWARDED

Interpersonnel Agreement
National Institutes of Diabetes, Digestive & Kidney Diseases, NIH
1994-1997 (50% salary support)

Molecular Pathogenesis of GM2 Gangliosidoses

Interpersonnel Agreement

Genetics of Development & Diseases Branch

National Institutes of Diabetes, Digestive & Kidney Diseases, NIH
1999-2003 (50% salary support)

A Multicenter, Randomized, Dose Frequency Study of the Safety and Efficacy of
Cerezyme Infusion Every Four Weeks in the Maintenance Therapy of Patients with Type
1 Gaucher Disease

Genzyme Therapeutics

$11,000 Site Principal Investigator

An Open-Label Maintenance Clinical Study of Iduronate-2-Sulfatase Replacement
Therapy in Patients with Mucopolysaccharidosis (MPS) Type |l

Shire Human Genetics Therapies

$22,000 Site Principal Investigator

Glycosphingolipid Quantitation and Inflammatory Protein Characterization in
Cerebrospinal Fluid of Patients with Glycosphingolipid Storage Disorders: Surrogate
Markers of Disease Progression

National Tay-Sachs and Allied Diseases Association

2003-2004

$45,000 Principal Investigator

Molecular Pathogenesis of Glycosphingolipid Storage Disorders
Genzyme Therapeutics

2003-2006

$150,000 Principal Investigator

Pharmacokinetics, Safety, and Tolerability of Zavesca® (Miglustat) in Patients with
Infantile Onset GM2 Gangliosidosis: Single and Steady State Oral Doses

Actelion Pharmaceuticals

2005-2007
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$236,000 Principal Investigator

Screening Cranial MRI Impacts Clinical Management in Patients with Neurofibromatosis
type 1.

Neurofibromatosis, Inc. Mid Atlantic

2007-2008

$16,600 Principal Investigator

Intramural, NHGRI, Neurodegeneration in Glycosphingolipid & Glycoprotein Disorders;
2009-

Cooperative Research and Development Award with Sio Gene Therapies for a Phase /1l
AAV9-GLB1 Intravenous Gene Therapy Trial for GM1 Gangliosidosis

2019-2023

$1,000,000

Principal Investigator

Cooperative Research and Development Award with Sanofi Genzyme for
Sanofi EFC15299 — AMETHIST Study for Late Onset GM2 Gangliosidosis
2020-2025

$900,000

Principal Investigator
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