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Genotype-phenotype analysis in recessive dystrophic epidermolysis bullosa using
single cell analysis and mouse models
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Recessive dystrophic epidermolysis bullosa (RDEB) is one of the most severe
forms of epidermolysis bullosa caused by mutations in the COL7Al gene. Currently, there is no cure.
This study aimed to clarify the correlation between the type of mutations found in the patients and
the clinical manifestations. Through the establishments of mouse models with the patient derived
mutations, and by performing single-cell RNA/chromatin analyses, we were able to understand skin
homeostasis is disrupted in RDEB, at the molecular level in this disease.
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Development of a method identifying revertant mosaicism in recessive dystrophic epidermolysis bullosa using long-read
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Characterization of ectomesenchyme as an original of epidermal stem cells
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Rapid establishment of model mice for recessive dystrophic epidermolysis bullosa with patient-derived mutations
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