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Disease Cause Symptoms

Acid Maltase Deficiency
(AMD)

Genetic mutation in
chromosome 17

Progressive muscle
weakness, fatigue,
muscle wasting

Carnitine Deficiency Genetic mutation in
SLC22A5 gene

Muscle weakness,
hypoglycemia,
cardiomyopathy

Debrancher Enzyme
Deficiency

Genetic defect in
debrancher enzyme
gene

Liver swelling, slow
growth, low blood sugar

Lactate Dehydrogenase
Deficiency

Genetic defect in lactate
dehydrogenase enzyme

Muscle weakness,
fatigue, exercise
intolerance

Myoadenylate
Deaminase Deficiency

Genetic defect in
myoadenylate
deaminase enzyme

Exercise intolerance,
muscle cramps, muscle
pain

Phosphofructokinase
Deficiency

Genetic defect in
phosphofructokinase
enzyme

Muscle weakness,
fatigue, exercise
intolerance

Phosphoglycerate Genetic defect in Muscle weakness,



Disease Cause Symptoms

Kinase Deficiency phosphoglycerate kinase
enzyme

fatigue, cramps


