Investigation of primary adrenal insufficiency (PAI) in children with 46,XY differences in sex development (DSD)
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+ To address the role of biochemical testing in diagnosing PAl lyase deficiency (CYP17Al1), and one had fetal growth g . o PA incremental cortisol (<250 nmol/L) had the best
In 46,XY children presenting with atypical genitalia when no restriction/PAI of unknown aetiology £ &0 performance in identifying PAI among 46,XY DSD
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. Key parameters of test performance were calculated For those children presenting primarily with DSD/genital differences, basal ACTH Is a useful investigation with high sensitivity, if turn-around time Is quick 3

« Combined basal ACTH (>60 ng/L) AND incremental cortisol (<250 nmol/L) had the best performance in identifying PAl among 46,XY DSD children in this cohort
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