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Endosomal recycling disorders: a novel disease entity caused by endosomal
recycling defects

Saitoh, Shinji
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We have identified three new cases of VPS35L-related Ritscher-Schinzel
syndrome (RSS), one Japanese, one French, and one Dutch case, and delineated clinical features. This
is the largest collection of patients with VPS35L-related RSS, and now we have established the new

clinical entity of VPS35L-related RSS. Regarding Schaaf-Yang syndrome (SYS), we have collected
detailed clinical information from 25 Japanese patients with genetically confirmed SYS.

We also successfully established tissue specific conditional knock-out mice (central nervous system
and mesenchymal stem cell), and recapitulate clinical features of VPS35L-related RSS. Using the
mouse models, we successfully identified altered expression of membrane integral proteins.
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