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The national ophthalmic genotyping and phenotyping network (eyegene®): Preserving vision through genetics
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olecular genetics is revolutionizing the diagnosis and treatment of inherited eye diseases. In 2003, the National Eye

Institute of the National Institutes of Health-in an effort to facilitate future basic and clinical research in inherited eye
disease-created The National Ophthalmic Disease Genotyping and Phenotyping Network (eyeGENE’). eyeGENE® is a DNA
repository and patient registry for inherited eye diseases coupled to phenotypic descriptors and molecular genetic information
for which health care professionals throughout the United States and Canada can enroll their patients. A portion of the DNA
extracted from a blood sample from the donor may be used for CLIA-certified molecular diagnostics that can be returned to
the referring clinician to be used in patient care. Most recently the program added the option for vision researchers to be able
to request access to a de-identified database of phenotype and genotype information for participants enrolled in eyeGENE®
and request DNA aliquots for their research studies. eyeGENE? also offers participants the option to be included in a patient
registry so that they may be contacted if an approved clinical study for which they might qualify is offered. Several studies have
now successfully recruited participants to studies and developed high throughput diagnostics using patient DNA samples.
eyeGENE?® anticipates increased study proposals on a variety of issues in the near future as more researchers discover the
resource.
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