
                        Β     C= ceramide      N-Ac = N-Acetyl 
                  Gal-GalNac     Glu = glucose    Gal = galactose 
                 β      β    β       NANA = N-Acetyl neuraminic acid  
                   Gal-Glc-Cer      (GM1)   (sialic acid) 
           α 
             NANA 
             
            GM1 GANGLIOSIDOSIS 
 
                    β-Galactosidase 
              Gal 
 
              GalNAc 
 
                      Gal-Glc-Cer     (GM2)               β     α    β     β 
         GalNAc-Gal-Gal-Glc-Cer    (Globoside) 
              NANA 
 
TAY-SACHS          SANDHOFF’S DISEASE 
 DISEASE  
                    β-Hexosaminidase A           β-Hexosaminidase 
                      GalNAc        Gal NAc             A and B 
 
             NANA-Gal-Glc-Cer     (GM3)       Gal-Gal-Glc-Cer 
 
          FABRY’S DISEASE X-linked
        NANA           Treatment 
          Gal        α-Galactosidase 
       Neuraminidase 
GAUCHER’S DISEASE    
Treatment 
       Gal-Glc-Cer (Lactosyl Cer) 
 
           β-Galactosidase 
        Gal 
METACHROMATIC 
LEUKODYSTROPHY                       Glc-Cer 
          NIEMANN-PICK DISEASE 
            
              β-Glucosidase 

                             Glc 
                                  
             SO3H2  β-Galactosidase  Gal 
             
SO3H-Gal-Cer      Gal-Cer           Ceramide    Phosphorylcholine-Cer 
 Arylsulfatase          Sphingomyelinase    (Sphingomyelin) 
                   
    KRABBE’S DISEASE         Ceraminidase       FARBER’S DISEASE 
 
               Fatty Acid   
 

      Sphingosine 

Choline-P 



       Frequency per 
 100,000 births 
 
          Sphingolipidoses 
 

   Gaucher’s disease    166 
 

   Tay-Sachs disease       33 
 

        Fabry’s disease        2.5 
 
      Krabbe’s disease        2 
 
         Metachromatic        
       Leukodystrophy        1 

 
     Sandoff’s disease         0.3 

 
 

Mucopolysaccharidoses 
 
           Sanfilippo (all forms)        4 
 

 Hunter’s syndrome3        1 
 

    Scheie’s syndrome        0.2 
 
         Sly’s syndrome     Rare 
 
 
   Other Diseases   
 

       Phenylketonuria    100 
 
  
 

 


