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Table 1. Types of glycogen storage disease, inheritance patterns, defect enzymes, gene mapping and major clinical
features
Type inltld:r(:faflie Deficient enzyme Gene location Main clinical symptom
GSD 1 AR Glucose-6-phosphatase 17q21 Hypoglycemia, enlargement of liver and kidney, exercise intolerance
GSD I AR Acid a-glucosidase 17q25 Obvious weak respiratory muscle and heart enlargement
GSD Il AR Debranching enzyme 1p21 Exercise intolerance, hypoglycemia, hepatomegaly
GSDIV AR Branching enzyme 3pl2 Hepatomegaly, cirrhosis, muscle hypotonia
GSDV AR Muscle phosphorylase 11q13 Exercise intolerance, myospasm, myoglobinuria
GSDVI AR Liver phosphorylase 14q21 Hepatomegaly, hypoglycemia, exercise intolerance
GSDVI AR Phosphofructokinase 1q32 Exercise intolerance, myospasm, myoglobinuria
GSDVI AR Liver phosphorylase kinase 16q12 Exercise intolerance, myospasm, myoglobinuria
GSDIX XR Phosphorylation liver glycerol kinase Xql3 Exercise intolerance, myospasm, myoglobinuria
GSD X AR Phosphoglyceromutase Tql2 Exercise intolerance, myospasm, myoglobinuria
GSDXI AR Lactic dehydrogenase 11p14 Exercise intolerance, myodynia, myoglobinuria
GSDXI AR Aldolase A 16q22 Hemolytic anemia, exercise intolerance
GSDXII AR Enolase 17p12 Exercise intolerance, myodynia, myospasm

GSD ., glycogen storage disease , H 5L BU ; AR , autosomal recessive , Y € {4 i £ 38 /% ; XR , X-linked recessive , X % 8 i L 38t 1%
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