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Analysis of chromosomal structural abnormalities by next generation sequencing
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Shallow (<20x) whole genome sequencing by next generation sequencing was used to
evaluate whether this technique is useful for detecting breakpoints of chromosomal structural
abnormalities (CSA). Among 10 patients with known CSA, breakpoints were determined in 15 out 18
translocations (83%) and 4 out of 4 inversions (100%) using BreakDancer and 1GV. Therefore shallow whole
?enome sequencing is 3uite useful for determination of chromosomal structural variations at the nuceotide

evel with the knowledge of results of conventional chromosomal analyses.
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