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Genome editing applications in pathological models of 22q11.2 syndrome-specific
iPS cell-derived neural crest
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The 22qg11.2 deletion syndrome, caused by a microdeletion in the gll1.2 region
of the long arm of human chromosome 22, presents with diverse clinical manifestations, including
congenital heart disease, thymic hypoplasia, parathyroid hypoplasia, characteristic facial features,
and cleft palate, some of which are due to neural crest cell abnormalities occurring early in
development.Since there is currently no fundamental cure for this disease, there are high
expectations for the development of pathological models and drug discovery research using
patient-derived iPS cells.
In this study, we aimed to establish a pathological model of 22q11.2 deletion syndrome as a neural
crest disorder by evaluating the efficiency of differentiation into neural crest cells and the
multipotency of isolated neural crest cells using patient- and healthy human-derived iPS cells as
material.
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