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Disease Gene Reference # tests M/N
Hyperuricosuria (HUU) SLC2A9 Donner, 2023 23 34.0%
Polyneuropathy, Ocular Abnor, Neuronal Vacuolation (POANV)  RAB3GAP1 Donner, 2023 23 15.9%
Cystinuria Type I-B (SLC7A9 p.A217T) SLC7A9 Donner, 2023 23 8.3%
Progressive Rod-Cone Degeneration (prcd-PRA) PRCD Donner, 2023 23 4.3%
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