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Target/marker/

Indication pathway
Ophthalmic disease

Ophthalmic; Cyclin M4
dental (CNNM4)

Summary Licensing status

Patent and licensing
status unavailable

Genomewide haplotype analysis identified
mutations in CNNM4 that could be targeted to
help treat cone-rod dystrophy associated with
amelogenesis imperfecta. Single-nucleotide
haplotype analysis and genetic mapping

of individuals affected by the ophthalmic

and dental syndrome from three families
showed mutations in CNNM4. In mice,
immunohistochemistry studies showed

that Cnnm4 is localized to the cell body of
ameloblasts in the tooth and to various cells of
the eye. Next steps could include testing viral-
mediated gene replacement of CNNM4 to treat
the syndrome.
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