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Pompediseaseis a rare genetic condition that causes muscle weakness that can
lead to life threatening complications. Learn more about the symptoms and
treatment of this disorder Apr 5 2024 Getting a DiagnosisPompediseaseis a rare
condition

Initial symptoms can look like many other diseases which can make it hard to
diagnosePompe. Getting a diagnosis may involve a long diagnostic journey.
Patients identified through state newborn screening programs have the benefit of
early diagnosis but not all states screen forPompedisease

Diagnostic tests and procedures forPompe Nov 18 2024 There is no cure
forPompedisease but treatments including Lumizyme Nexviazyme and Pombiliti +
Opfolda can slowdiseaseprogression Jun 27 2025 Pompediseaseis a rare genetic
neuromuscular disorder that can change the way people live move and breathe

The result of a genetic mutation thediseaserapidly weakens the muscles including
those vital for breathing and movement

Despite the scary diagnosis advancements in managingPompedisease including
treatments and lifestyle modifications are empowering people to lead active and
Jan 18 2024 Learn aboutPompeDisease including symptoms causes and treatments

If you or a loved one is affected by this condition visit NORD to find resources

and Find information about newborn screening forPompe disease including causes
signs symptoms and treatment Aug 19 2022 Pompe DiseaseGlycogen
StorageDiseaseType IIPompe diseaseis a geneticdiseasethat occurs when a specific
enzyme acid alpha glucosidase is absent or the body doesn t produce enough

This results in the buildup of a complex sugar called glycogen which damages
muscles including the heart Pompediseaseis an inherited disorder characterized
by muscle weakness respiratory insufficiency and in some forms enlargement of
the heart.1 It involves deficiency of the enzyme acid glucosidase which normally
breaks down glycogen stored sugar in the body

Symptoms associated withPompediseaseare due to the build up of toxic levels of
glycogen in cells mainly affecting the heart Download ourPompeDiseaseFact Sheet
Download ourPompeDiseaseTreatment Fact Sheet What is acid maltase deficiency
also called AMD Pompedisease glycogenosis type 2 acid alpha glucosidase
deficiency lysosomal storagedisease ? Acid maltase deficiency is a metabolic
muscle disorder a group of diseases that interferes with the processing of food

in this case carbohydrates for energy The muscle weakness in this disorder leads
to serious breathing problems and most children with non classic infantile
onsetPompeDiseaselive only into early childhood

Late onsetPompeDisease LOPD describes onset after twelve months of age though
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