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Key points:

On June 10, 2021, Josephine Prener Holtan defended her thesis, “Inherited retinal
diseases in Norway. Studies on phenotype and genotype characteristics,” at the
Institute of Clinical Medicine, University of Oslo (UiO). This project was conducted
at the Department of Ophthalmology, Oslo University Hospital (OUH) under the
supervision of Associate Professor Ragnheidur Bragadottir, Institute of Clinical
Medicine, UiO, with co-supervisors Kaja Kristine Selmer MD, PhD, Department of
Research and Innovation, Division of Clinical Neuroscience, OUH and the UiO, and
Ketil Riddervold Heimdal, Department of Medical Genetics, OUH.

• Inherited retinal diseases in Norway
are both clinically and genetically
heterogeneous.
• Phenotype–genotype characterization
increases knowledge of prognosis and
eligibility of treatment.
• ABCA4-retinal dystrophies should be
classified into mild, moderate, and severe.
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Clinical Pearls:

first gene therapy treatment.

• Unsolved cases should be retested with highthroughput sequencing gene panels.
• Patients should be added to registries to
ensure identification upon treatment eligibility.
• Follow-up data is warranted to increase
knowledge of disease progression.
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