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Abstract: Gene mutations can lead to human diseases, and play an important role in diagnosis and treat-

ment of them. Next generation sequencing technology, with features of high throughput, rapid sequencing and

low cost, brings revolutionary changes in the fields of detecting gene mutations. The process of using this

method to dectect mutations is sample. Researchers can combine whole genome resequencing, target sequenc-

ing and transcriptome sequencing to dectect mutations in all-around, high accurate way.
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Table 1 Mutation types dectected by the mutation read software

Name Detected mutation types

Websites

Break Dancer
Pindel
MoDIL

Variation Hunter

SegSeq Copy number variation

Samtools SNP, small indel

VarScan SNP, small indel, copy number variation
PEMer Insertion, deletion, inversion

Insertion, deletion, inversion, gene fusion
Deletion (1~10 kb), insertion (1~20 bp)
Insertion (20~50 bp), deletion (20~50 bp)

Insertion, deletion, inversion, duplication

http: //breakdancer.sourceforge.net/

https: //trac.nbic.nl/pindel/

http: //compbio.cs.toronto.edu/modil/

http: //compbio.cs.sfu.ca/strvar.htm

http: //www.broadinstitute.org/cgi—bin/cancer/publications/
pub_paper-cgi?mode=view&paper id=182————
http: //samtools.sourceforge.net

http: //varscan.sourceforge.net/somatic—calling.html

http: //sv.gersteinlab.org/pemer/
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