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A one-stop analytic software for sequencing data of
whole genome and exome: SeqMule
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Abstract ; SeqMule can adjust variables automatically according to the data of the invoked human genomes and the
exomes, and also can analyze and annotate SNPs ( Single Nucleotide Polymorphism). Objectives: This paper
introduces SeqMule software to researchers on bioinformatics in detail by analyzing the experimental data of two
patients with gout, with the hope of providing a one-stop analytical approach for the whole genomes and exomes.
Methods: This paper discusses the features and operations of the SeqMule taking the analysis of DNA data of two
patients with gout using the BLAST and analysis softwares such as BWA, GATK, SAMtools, Freebayes embedded
in SeqMule, and also we have carried out BLASTSs for the their exomes automatically and analyzed SNPs for them.
Conclusions ; SeqMule has resolved some questions present in many softwares. It also can analyze the data from the
whole genomes and the exomes automatically in a comprehensive, flexible and efficient way, better analyze the data
from high throughput sequencing, and finally improve the consistency and accuracy of the data analysis.
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1.2 SeqMule 3%

SeqMule AJ 7 41T I hik T %K ; http://seqmule.
openbioinformatics.org.
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Fig. 1 Scheme of SeqMule workflow

2) F 3% SeqMule #2)F git clone https://github.
com/WGLab/SeqMule. git, W5 Hitps A Rt Al L
H git & 3 git clone git://github. com/WGLab/
SeqMule. git,

3) #EA SeqMule SCA32 , F]FH./Build freshinstall
HEATHIUG G

4) B —
missing HIER 5y o
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L
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command FA B HIF A,

echo ’export PATH= $ PATH : absolute_path_to

_seqmule/bin’ >> ~/.bashrc source ~/.bashrc
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FHr, SECh - quick S 8FFHE 2 5935
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Table 1  Alignment stats of the NO.1 patient
eI BHESETHE %
QC-passed reads 138 070 884
QC-failed-reads 0
Duplicates 0

Mapped reads
Paired reads
Readl
Read2

Properly paired

Reads with itself and mate mapped

Singletons

Reads with mate mapped to a different chromosome

Reads with mate mapped to a different chr (mapQ at least 5)

115 341 601(83.54%)
138 070 884
69 040 101
69 030 783
110 030 592(79.69% )
115 304 036
37 565(0.03% )
15 315 418

15 315 418
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Table 2 Coverage stats of the NO.1 patient

T 0 g (%)
total length (defined by nexterarapidcapture_expandedexome_targetedregions.chrmod.nooverlap.bed) 62.09 Mb

Fraction of reads mapped to target region 33.43

Average coverage in target region 89.19

Percentage above 30 86.89

Percentage above 20 91.25

Percentage above 10 94.46

Percentage above 5 96.05

*3 BE1IHNRTHER
Table 3 Variant stats of the NO.1 patient

SNV 5 NON-SNV 5 B & & SeqMule

4543 3 B

AE ) SNP 30 #7 T HAS H B9 SNV Fl NON-SNV 878

L ke s WAL, 2 L PIK B SNV 5 NON-SNY 8
Number of SNVs 23 236 B, MRS 36T 3 Rl A T2 i o3 A
Number of indels 5 51 HH S R 2 AR 45 SR | T 22 [ 4 A s ) A ) 28 72 3
Transitions 16 404 (45 L R = o3 b 2434 L 04 ) 58 48 L R
Transversions 6 843 A%, BF 1 BB T, GATK, SAMtools #il
Ti/Tv Ratio 2.40 freebayes =Bl 74T T A AT 5 R fR B SNV 28
Total heterozygotes 15 126 AR AT22 0117, NON-SNV ZEA5 037 472 291
Ref/ Alt heterozygotes 14 880 Ao BE 2 R, =R BT TR 545 R
AlL/Alt heterozygotes 246 HOHPE SNV 2848 Y7 54 29 111 4>, NON-SNV %
Homozygotes 13 631 AR L A2 2697

22011

1.GATK

2.SAMTools
3.FreeBayes

(a) B&1

29111
19580
1.GATK

2.SAMTools

3 3.FreeBayes —3
(b) E&2

2 WEZEEK SNV 5 NON-SNV FE2E
Fig. 2 Venn Diagram (SNV and NON-SNV) of two patients
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