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GLYCOGEN STORAGE DISEASES (GSDs)

TYPE DEFECTIVE ORGAN GLYCOGEN | CLINICAL FEATURES
ENZYME AFFECTED |INTHE
AFFECTED
ORGAN
I Glucose 6 - Liverand | Increased Hepatomegaly
GIERKE'S phosphatase kidney amount Severe
hypoglycemia
Ketosis
Hyperlipidemia
Lactic acidosis
I a1-4 Allorgans | Increased Cardiomegaly
POMPE'S Glucosidase -Heart amount Cardiomyopathy
-Infertile onset (lysosomal) -Muscles Hypotonia
-Late onset -Liver Cardiorespiratory
| -Nervous stress
| system Cardiorespiratory
failure. Death
before age 2
Il a1-6 Muscle and | -Increased Like Type | but
CORI'S/FORBE’S | glucosidase Liver amount milder
(GSD Il a-d) (Debranching -Short outer Like type Il but
enzyme) branches milder
W Glucosyl Liverand | Normal Hepatomegaly
ANDERSEN'S (4 — 6) Spleen amount but Splenomegaly
transferase very long Cirrhosis
(Branching outer Hypotonia
enzyme) branches Death before age 5




% Glycogen Muscle Moderately - Exercise
McARDLE'S Phosphorylase increased intolerance
amount - Painful cramps
Early fatigue
Myoglobinuria
- Rhambomyolysis
VI Glycogen Liver Increased - Like type I but
HERS’ Phosphorylase amount milder
VII PFK Muscle Increased - Like type V but
TARUI'S RBC amount more severe
Death before age 5
- Affects Glycolysis
VI | Phosphorylase | Liver Increased - Mild hepatomegaly
Related to VI Kinase b Amount - Mild hypoglycemia
(X-linked)
Affects male only
IX Phosphorylase | Liver Increased - Like Type VI and
Related to VI and | Kinase a amount VIl
VIII
X Protein Kinase A | Liver Increased - Like type VI, VIII
Related to VI, VIII amount and IX
and IX
0 Glycogen Liver Decreased - Hypoglycemia
synthase amount when fasting
Drowsiness
- Vomiting
- Convulsions
- Tired/fatigued
- Muscle cramping




