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Genelic analyses of patients with transposition of the greal arteries have identified rare

copy number variations, suggesting that they may be significant to the aetiology of the

disease. This paper reports the identification of a 16p11.2 microduplication, a variation

that has yel to be reported in associalion with transposition of the great arteries. The

16p11.2 microduplication is associated with autism spectrum disorder and developmental

delay, but with highly variable phenoty pic effects. Aulism and altention deficit disorders

are observed more frequently in children with congenital heart disease than in the general

population. Neonatal surgery 15 proposed as a risk factor, but as yet unidentified genet:ic
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