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Abstract

DNASTAR offers an integrated suite of software for assembling and analyzing sequence data from dll from 10 individuals with
major next-generation sequencing platforms. The software supports key workflows on a desktop Kabuki syndrome
computer, including analysis of clinical sequencing data.

In this project, exome data from 10 individuals with Kabuki syndrome and 8 control individuals are
aligned against the entire human genome using DNASTAR's proprietary assembly software. After
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affected individuals. The results of each of these searches corroborate a previous study of the same

data, pointing to mutations in the gene MLL2 as a likely factor in Kabuki syndrome.

databases

The integration of all these tools into one software package facilitates fast, comprehensive analysis,

helping scientists move quickly from raw next-gen sequencing data to results showing the genetic and
genomic impact of mutations. By using innovative algorithms within the software, scientists can have all Sequencing data from 8
of the assembly and analysis capabilities available to them on their desktop computer, including support

for large data sets generated by next-gen sequencing instruments. control exomes
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genome; the Alignment View (middle) shows the individual reads and putative SNPs; and the interactive SNP report (bottom) can be used to navigate d e
to SNPs in the other views and filter SNPs based on depth of coverage, SNP percentage, distance to the closest coding feature, and SNP impact. File Edit Filter Data Clustering Graphs Statisics View Help
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