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Purpose: To phenotypically characterize presumed autosomal recessive rod-cone retinal dystrophies (ARRP) in Maori and Polynesian patients with no previous identified gene mutation; to elucidate the gene Results
Of the Maori and Polynesian patients studied,

probable disease-causing mutations were
detected in 40% using NGS-TRDGP: A novel

mutations which are associated with retinal dystrophies in this population using a Next Generation sequencing targeted Retinal disease panel, , and to establish phenotype-genotype correlations.
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causative gene mutations In ARRP. The
majority of Maori and Polynesian patients
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Pl e causative of disease In this population. The
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and Is predicted to be deleterious. The
phenotype-genotype correlation allows
identification of the likely causative gene,
resulting Iin targeted and cost effective gene
screening. Within the Maori and Polynesian
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Table 1.Demographics and clinical features of patients with the homozygous PDE6B mutation.

phenotype were tested for the novel change. Legend.F = female, M = male, AR RCD = Autosomal recessive rod cone dystrophy, Y =yes, N = no, ND = not done, NK = not known, hom
= homozygous, T2DM = Type 2 Diabetes Mellitus. Maori Iwi (Tribes) as reported by patients.

Patient 8
Age 55

Map of New Zealand showing the Maori

lwi (Tribe) locations.

The Iwi of our affected individuals

originate from the middle and top of the population there are still unknown genetic
North Island, and East Cape regions mechanisms accounting for the majority of
disease.
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