
  
 

 

 

  
  

 

 

 

 
 

 

 

 

 

 

EXCELLING IN SCIENCE AND SERVICE 

 

      CHONDRODYSPLASIA PUNCTATA 

 

 
*Published Data 

**In-house data (19/35 positive) 
 
 

a
 = Alkyl-Dihydroxyacetonephosphate Synthase deficiency  

b = Acyl-CoA:dihydroacetonephosphate acyltransferase deficiency   
C = Deficiency of plasmalogens in red blood cells, increased plasma concentration of  

     phytanic acid and normal plasma concentration of very long chain fatty acids.  


