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Elucidation of the pathological mechanism of Gorlin syndrome using
disease-specific iPS cells

Onodera, Shoko
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i Golrin syndrome is an autosomal dominant inherited disorder with a mutation
in the Hh receptor, PTCH1. The syndrome have various conditions like bone abnomarty and multipul

tumor. Although relationship between mutation location and symptoms is unclear. Genetic analxsis
showed that there were variants in other Hh receptor receptors PTCH2 and BOC in patients wit
mutations in PTCH1. This additional mutation may affect activation of Hh pathway. GorliniPS cells
established from this syndrome have activation of the WNT pathway and BMP pathway in addition to the
activity of the Hh pathway at osteoblast differentiation.This interaction may contributes to bone

morphological abnormality with Gorlin syndrome.
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Gorlin Syndrome iPS cells demonstrate
strong activation of Hedgehog, WNT and
BMP pathways in Osteogenesis.
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Anomaly of osteoblast differentiation
ability and its molecular mechanism of
iPS cells derived from Gorlin syndrome
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