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(Zhao and Grabowski, 2002)
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p.T398M: GD modulator?

 No conclusions can be drawn by the analysis of the phenotype alone

GBA genotype 
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A LOOK FORWARD…

 Functional studies 

 Western Blot 

 Real time PCR 

 Immunofluorescence 

 GCase activity assay
p.T398M

dysfunction or

reduction of LIMP-2 levels
Lower receptor density



key factor for recombinant GCase uptake

(Desnick and Schuchman, 2012)
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SUMMARY

 1st time a whole GD population is screened for SCARB2 mutations;


SCARB2 variability does not account much to the 
Portuguese GD phenotypic spectrum

Still, 
one novel variant here identified (p.T398M), deserves further attention and
extra studies

Plenty of questions remain unanswered…

SCARB2 MUTATIONS IN GAUCHER DISEASE 
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