Newborn Screening Grand Rounds

Pompe Disease: “Bench to Bedside Journey
and Newborn Screening Initiatives”

Reserve your Webinar seat now at:

https://www2.gotomeeting.com/register/576870402
Join us for a Webinar on (Space is limited for the online Webinar portion)

July 7, 2014 Additional information please email:
11:00 am to 12:30 pm nbs.supportgroup@dshs.state.tx.us

Room K-100,
Department of State Health Services - Main Campus, Austin, Texas

This presentation will give you a better understanding of Pompe disease, treatment advances
and discuss the role of Newborn Screening (NBS) in Pompe disease.

Presented by: Priya Kishnani, MD

Dr. Kishnani, completed her Pediatric Residency and Clinical and Biochemical
Genetics Fellowship at Duke, then joined the Duke faculty in July 1995. She

is certified by the American Board of Medical Genetics Clinical Biochemical
Genetics and American Board of Medical Genetics Clinical Genetics.

The translation of laboratory science into the clinical arena, especially in the
area of such therapeutic interventions as enzyme replacement therapy and

small molecules, is her primary focus. The care, treatment and natural history
of individuals with Lysosomal Storage Disorders, Glycogen Storage Diseases,
Down syndrome and other inborn errors of metabolism are her areas of interest.
She has a long-standing research and clinical interest in Pompe Disease and,
along with Dr. Y. T. Chen, was instrumental in getting FDA approval for Myozyme, the first treatment for this
disorder in 2006. In other areas of translational medicine, Dr. Kishnani has been very involved in starting the first
prescription drug trials with cholinesterase inhibitors in individuals with Down syndrome to enhance cognition.
Designing clinical trials for rare diseases is an area of expertise of hers.
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