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INTRODUCTION TO 
METABOLIC DISORDERS 



I  HAVE NO DISCLOSURES .



(Greek: metabolé, ñchangeò) refers to the network of  
chemical reactions that sustain the human organism 
through the digestion,  absorption, transport and 
utilization of nutrients

ñMetabolismò 
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Substrate Deprivation

·Phenylketonuria (PKU)

Phenylalanine           Tyrosine

·Galactosemia

·Fructosemia

·Tyrosinemia

·Citrullinemia

·Homocystinuria

·Maple Syrup Urine Disease

Phedup.co.uk



Cofactor/Vitamin Therapy

·Phenylketonuria (PKU)

Phenylalanine                           Tyrosine

cofactor

enzyme



·Hunter Syndrome (MPS 2)

·Hurler Syndrome (MPS 1)

·Pompe

·Fabry

·Gaucher

·Tay Sachs

Metabolic Storage Diseases



Clinical symptoms of IEM

muscle hypotonia

cataracts

catastrophic illness (seizures, 

cerebral edema, liver failure, 

hypoglycemia) 

color or smell to urinecardiomyopathyhepatomegaly
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