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A. PERSONAL STATEMENT

The objective of this grant is to test safety and efficacy of dichloroacetate on gross motor function in patients with pyruvate dehydrogenase complex (PDC) deficiency. This project will involve multiple centers who can have access to a relatively large number of patients with these conditions. As a metabolic and clinical geneticist, I have been involved in the evaluation of patients with lactic acidosis and PDC deficiency in Utah and Nevada (for which I am the metabolic consultant). Our center is actively involved in multiple clinical trials to develop new therapies for patients with metabolic disorders and we have the personnel and the capacity (including a NIH-funded Center for Clinical & Translational Science) to complete the studies proposed.  This study will for the first time tests scientifically with a placebo-controlled arm the effectiveness of a novel treatment for rare conditions. Only this type of approach can provide rational bases for improving te treatment of our patients.  
B. Positions 

1989‑1998:  
Assistant Professor of Pediatrics and Physiology, Emory University, Atlanta, GA.

1998-2001: 
Associate Professor of Pediatrics, Medical Genetics/Pediatrics, Emory University

2001-2003: 
Associate Professor of Pediatrics, Medical Genetics/Pediatrics, University of Utah

2001- :


Director, Metabolic Service, Medical Genetics/Pediatrics, University of Utah

2003- : 

Professor of Pediatrics & Pathology, Medical Genetics/Pediatrics, University of Utah

2003- :


Co-Director, Biochemical Genetics Laboratory, ARUP Laboratories, Salt Lake City, Utah

2004-:


Director, ABMG Clinical Biochemical Genetics Training Program

2007-:


Chief, Division of Medical Genetics

Honors and Awards:

MD summa cum laude (1982), Battioni Award for Cancer Research, Italian Association for Cancer Research (Italy) (1988), NIH First Award (1995‑2000), Emory University Dean’s Clinical Investigator Award (2000), President-Elect, Society for Inherited Metabolic Diseases (2012, 2013).

 Member: American Society of Human Genetics, Society for Inherited Metabolic Diseases (Program Chair 2010, 2011), Society for the Study of Inborn Errors of Metabolism; Fellow, American College of Medical Genetics.  

Board Certification:  

American Board of Medical Genetics


Clinical Genetics 

American Board of Medical Genetics


Clinical Biochemical Genetics 


Recent Federal Government Public Advisory Committee Service:

-NIH-NIDDK Special Emphasis Panel (ZDK1-GRB8-M1) Small Grants in Digestive Diseases and Nutrition (2004-2009), Ad Hoc Member

-American Heart Association Western Regional Study Section, 2004-2008; Co-Chair 2009, Chair 2010-2011

-NIH-NIDDK Novel Technologies in Newborn Screening, 2006-2009

-NIH-NIDDK, Rare Disease Network, Data Safety and Motoring Board, 2006-2009

-ACMG Newborn Screening National Coordinating Center Work Group, 2008-

-NIH-NICHD, Rare Disease Network, Data Safety and Motoring Board, 2010-2014
-NIH- Therapeutic Approaches to Genetic Diseases Study Section (TAG), 2011-2017
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15. Longo N, Ardon O, Vanzo R, Schwartz E, Pasquali M. 2011. Disorders of creatine transport and metabolism. Am J Med Genet C Semin Med Genet 57(1):72-8 (Review)
D. Research Support: 

ACTIVE

5-R01 DK 53824-08 (Longo)


6/1/2000-5/31/2011





3-R01 DK053824-08S1 (Longo)

10/1/2008-9/30/2010



NIH/NIDDK








The carnitine transporter in human disease.  This project has initially characterized mutations in the carnitine transporter gene causing primary carnitine deficiency. The goal of the current project is to characterize genes modifying the clinical presentation of primary carnitine deficiency.
1U50DD000483-01 (Botto)



9/01/2008-8/31/2011
Centers for Disease Control and Prevention 

Utah Newborn Metabolic Surveillance; The goal of this project is to establish long-term follow-up for metabolic disorders identified by newborn screening (Role: Co-Investigator).

Contract (Longo)





01/01/2002-12/31/2012 
Genzyme Therapeutics Corporation

 

Lysosomal storage disorder registry: The goal of this research is to study the natural history of patients with lysosomal storage disorders (Gaucher, Fabry, MPS-1, and Pompe disease).

Contract (Longo)



09/01/2008-12/31/2015  
BioMarin Pharmaceutical Inc.



PKUDOS- PKU DEMOGRAPHICS, OUTCOMES, AND SAFETY REGISTRY ; The goal of this research is to study the natural history of patients with phenylketonuria, receiving or not sapropterin.

Contract (Longo)



10/15/2009-12/31/2012
Hyperion Therapeutics




PN-100-007 to 011: PHASE 3, OPEN-LABEL STUDY OF SAFETY OF HPN-100 FOR LONG-TERM TREATMENT OF UREA CYCLE DISORDERS (TREAT UCD): The goal of this research is to determine the efficacy of a new drug to treat hyperammonemia in patients with urea cycle defects. 

Contract (Longo)



04/13/2009-12/31/2017


BioMarin Pharmaceutical Inc.


EFFECT OF KUVAN ON NEUROCOGNITIVE FUNCTION OF BLOOD PHENYLALANINE CONCENTRATIONS, SAFETY & POPULATION PHARMACOKINETICS IN PHENYLKETONURIC PATIENTS: The goal of this research is to define neuropsychological outcome in patients with PKU receiving sapropterin

Contract (Longo)





2/01/2008-8/31/2011
BioMarin Pharmaceutical Inc.


 

PEG-PAL-001/002/003/004 SAFETY, TOLERABILITY & PHARMACOKINETICS OF SUBCUTANEOUS DOSES OF RAVPAL-PEG IN PHENYLKETONURIA: Test therapy with injectable recombinant phenylalanine ammonia lyase (PEGylated) in patinets with PKU. 
Contract (Longo)





1/1/06-12/31/14
Utah Department of Health




Metabolic screening: This project involves the organization of the newborn screening program in the state of Utah and nutritional follow-up by patients identified through screening.

Contract (Longo)





10/1/08-12/31/14



Nevada Department of Health


Metabolic screening: This project involves the organization of the newborn screening program in the state of Nevada and nutritional follow-up by patients identified through screening.
COMPLETED

R21 DK 077415-A1 (Longo)


9/01/2007-8/31/2010



NIH/NIDDK/NICHD


Anaplerotic therapy in propionic acidemia ; The goal of this grant is to determine whether supplementation with citrate, glutamine or ornithine alpha ketoglutarate improves the clinical outcome of patients with propionic acidemia. 
5R13HD062129-02 (Longo)


7/14/2009-2/28/2011
NIH/NIDDK/NICHD/NINDS


Society for Inherited Metabolic Disorders Annual Meeting

This grant support attendance of young investigators to the SIMD annual meeting
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