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[ Abstract] Objective

sequencing”

To detect the pathogenic gene mutations of maple syrup urine disease(MSUD) by using
the Ton Torrent new-generation semiconductor targeted sequencing for validating the pathogenic mutation and to in-
vestigate the feasibility of application of this technique in the detection of complex monogenic diseases. Methods Pe-
ripheral blood sample was collected from the MSUD patient, genomic DNA was extracted, the target gene fragments
were amplified and enriched by multiple PCR for constructing the library with the mean fragment size of 300 bp,
which was enriched by microemulsion PCR and magnetic bead,finally the 318 semiconductor sequencing chip was a-
dopted to conduct the high-throughput sequencing. The Ion Torrent Suite v3. 2 software was applied to conduct the

data extract,sequence alignment and SNPs and Indels extraction. Then the SNPs and Indels were filtered by the db-

I}

SNP 137 database. The suspected mutation was sequenced and verified by the Sanger method. Results

One novel mis-

sense mutation in this patient was detected and verified by the Sanger sequencing, the mutation was NM183050; c.

586C>T(p. His196Tgr) in exon 6 of the BCKDHB gene. Conclusion

The Ion Torrent semiconductor targeted se-

quencing can conduct the rapid and accurate gene diagnosis of complex single gene inheritance diseases.
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