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Genetic predisposition to biliary atresia by comprehensive genomic analyses on
monozygotic twins with unilateral onset
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To determine the genetic predisposition in the etiology of biliary atresia,
DNA was extracted from blood cells of four pairs of monozygotic twins who developed biliary atresia
unilaterally and subjected to exome analysis.
Single nucleotide polymorphisms that were discordant between the twins were examined, but no
polymorphisms or polymorphic genes common to all four twin pairs were identified. Next, copy number
variant analysis was performed on the twins, and no common genes with different copy numbers were
found between the twin pairs. Furthermore, we compared affected and unaffected twins at loci
previously reported as susceptibility polymorphisms for biliary atresia, but no single nucleotide
polymorphisms that differed between the twins were identified.
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Total bile acid concentration in duodenal fluid is a useful preoperative screening marker to
rule out biliary atresia.
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