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Endocrine/metabolic disease

Glycosphingolipid 
storage disorders

Not applicable In vitro studies suggest 2-hydroxypropyl-
b-cyclodextrin (HPbCD) could help treat 
lysosomal storage disorders. HPbCD has 
been used to improve drug stability and 
bioavailability, but there is evidence that the 
compound has activity against cholesterol 
storage disorders. In HeLa cells, HPbCD 
activated transcription factor EB (TFEB), 
which is involved in lysosomal regulation, 
and induced autophagy. In fibroblasts from 
a patient with the late infantile neonatal 
ceroid lipofuscinosis lysosomal storage 
disease, HPbCD improved clearance of 
ceroid lipopigment, which accumulated in 
patient cells, through TFEB activation and 
autophagy. Next steps could include testing 
the effects of HPbCD in additional storage 
disorders. 
The NIH has HPbCD in Phase I trials to 
treat Niemann-Pick disease type C1 (NPC1).
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