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A. Personal Statement
A major focus of my career has been in chemometrics and numerical modeling, and my laboratory has
focused on large-scale quantitative clinical metabolomic measurements. My background is in metabolic
regulation and control, and | direct the William L. Nyhan Biochemical Genetics and Metabolomics
Laboratory at UCSD, a CLIA-compliant, CAP-certified facility which processes large numbers of clinical
samples. | have served on the CAP-ACMG Genetics Resource Committee charged with designing and
evaluating proficiency testing in Biochemical Genetics. | am clinically active in the practice of Biochemical
Genetics and am Clinical Chief of Genetics at Rady Children’s Hospital San Diego. | have experience in
clinical trials and have been involved in many investigator-initiated and sponsored studies.

B. Positions and Honors.

PROFESSIONAL EXPERIENCE
1984-1986: Intern and Resident in Pediatrics (PL-1,-2), University of California San Diego
1986-1988: Clinical Fellow, Human Genetics, Department of Pediatrics, UCSD: Dr. William Nyhan.
1988-1990: Research Fellow, Department of Medicine, UCSD: Dr. J. Seegmiller.
1990-1991: Assistant Research Scientist, Department of Pediatrics, UCSD
1991-1992: Senior Resident in Pediatrics (PL-3), UCSD
1992-1998: Assistant Professor in Residence, Department of Pediatrics, UCSD
1998-2004: Associate Clinical Professor, Department of Pediatrics, UCSD
2004-2019: Professor of Clinical Pediatrics, Department of Pediatrics, UCSD
2019-: Professor Emeritus (Recalled/Active), Department of Pediatrics, UCSD

HONORS AND AWARDS
High honors in Biochemistry, Brandeis University (1976); Aaron B. Chausmer Prize in Biomedical
Computing, National Student Research Forum (1982); Outstanding Resident Teaching Award, UCSD
Department of Pediatrics (1992); Best Doctors in America (2003-present). Benard L. Maas Chair in
Inherited Metabolic Disease, UCSD (2007-2019). Co-chair, session on Metabolic Diseases, 2014 meeting of
the American Society of Human Genetics. Opening talk at 2014 SIMD meeting on "Metabolomic Approaches
to Metabolic Testing." Opening plenary talk at 2016 SSIEM meeting, “Untargeted Metabolomics in Inborn
Errors of Metabolism.”

SERVICE APPOINTMENTS
Director, Biochemical Genetics Laboratory, Department of Pediatrics, UCSD (1994-); Assistant Director,
UCSD Pediatric Pharmacology Research Unit (1996-2003); Chair, UCSD Clinical Research Center Advisory
Committee (1997-2001); Research Safety Advisor, UCSD General Clinical Research Center (2001-2010);
Chief Medical Consultant, California Newborn Screening, Region V (2002-2018)

REGIONAL, NATIONAL AND INTERNATIONAL COMMITTEE SERVICE
Board of Directors, Society for Inherited Metabolic Diseases (2000-); Steering Committee, Mitochondrial
Medicine Society (2001-3); Advisory Committee, Expanded Newborn Screening Project, California
Department of Health Services, Genetic Disease Branch (2002-); Iltem Writer, American Board of Medical



Genetics, Section on Biochemical Genetics (2001-2004); American College of Medical Genetics, Web Site
Oversight Committee (2006-2009), College of American Pathologists, Biochemical and Molecular Genetics
Resource Committee (2007-2013); Data Safety Monitoring Boards, StemCells, Inc. Phase | trial of neuronal
stem cell therapy in a) neuronal ceroid lipofuscinosis (2007-2013), b) Pelizaeus-Merzbacher disease (2010-
2013); Communicating Editor, Journal of Inherited Metabolic Disease (2005-present). Subcommittee on
Biochemical Genetics Testing, CDC/CLIA (2009-2010).
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Spector S, Nyhan WL. Anabolic effect of human growth hormone: Management of inherited
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Metab. 77(1-2):143-149, 2002.
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and their biochemical and clinical correlates. Hum Mutat 25(4):413, 2005.
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Barshop BA, Khanna A. Domino hepatic transplant in maple syrup urine disease. New Engl J Med
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accumulation of endogenous organic anions in OAT1 knockout mice. J Biol Chem 281(8): 5072-83,
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