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Abstract
Male infertility has been described with number of skin disorders including nails. Similarly, leukonychia and koilonychia: a rare nail disorder characterized by white to pale, brittle, and side to side concave nails, is reported both in sporadic and familial studies. However, azoospermia associated with this nail disorder has never been reported. Previously, we studied a pathogenic novel missense mutation (c.1390G>A, p.Glu464Lys) in PLCD1, co-segregating with leukonychia and koilonychia in an autosomal dominant pattern in a Pakistani family affecting four males and two females. Our follow up work on this family determined that all the males also had idiopathic infertility. Consequent analyses revealed higher levels for follicle stimulating hormone and azoospermia in all four patients. We re-analyzed the whole exome sequencing data focusing on azoospermia but could not identified another disease causing mutation. Hence, azoospermia with leukonychia and koilonychia was exceptional and could represent an additional manifestation to this nail disorder.
