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Pompe disease diagnosis and management guideline

ACMG Work Group on Management of Pompe Disease:, Priva S. Kishnani, MD," Robert D. Steiner, MD (Chair),2 Deeksha Bali,

PhD,! Kenneth Berger, MD,® Barry J. Byrne, MD, PhD,* Laura Case, PT, DPT," John F. Crowley, JD, MBA,® Steven Downs, MD,® R.
Rodney Howell, MD,” Richard M. Kravitz, MD," Joanne Mackey, CPNA,"! Deborah Marsden, MBBS,® Anna Maria Martins, MD,® David S.
Millington, PhD," Marc Nicolino, MD, PhD,"® Gwen O’Grady, MA," Marc C. Patterson, MD, FRACP,"" David M. Rapoport, MD,"? Alfred
Slonim, MD,'® Carolyn T. Spencer, MD,* Cynthia J. Tifft, MD, PhD,"* and Michael S. Watson, PhD'®

SE XHR2
Pompe disease in children and adults: natural course, disease severity and impact on daily life; results from an international patient survey,
Marloes Hagemans
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