
 

1 
 

 



 

2 
 



 

3 
 

 

5

Type of Defect  Disorder 

 Plasma Concentration 

 Homocystine 
Total 

Homocysteine 

 

 
Methionine 

Methionine 

transmethylation 

 MAT I/III deficiency 
1
  

0 

↑ 

(normal, 

slight) 

 

 
↑↑ 

 GNMT deficiency 
2
  

 
S-adenosylhomocysteine 

hydrolase deficiency 

 

 

Transsulfuration  Homocystinuria  ↑↑ ↑↑  ↑↑ 

Remethylation 
 MTHFR deficiency  

↑↑ ↑↑  
↓↓ 

(rarely normal)  Cobalamin defects  

 

1. MAT = methionine adenosyltransferase 

2. GNMT = glycine N-methyltransferase 
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