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Flow chart and Tools for Analysis






Flow chart

All-In-One Service
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Tools and parameters

All-In-One Service

1. Tools

@ NVIDIA Clara Parabricks
@ GATK

® Fastqc

@ Alfred

® rtg-tool

2. Parameters

@ Sequencing library type : Paired End sequencing
@ NGS platform : Whole Genome Sequencing

@ Input files import : /home/test/XXXX

@ Target import : Agilent SureSelect All Exon V.5
® Genome build : hg19

® Bamout : On

@ Output format : uncompressed VCF



Raw Data QC
(Read 1)






Raw Data QC (Read1)

Per base quality score (base pair & & E)
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Raw Data QC (Read1)

Per sequence content (Nucleotide H|&)
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Per sequence GC content (Read2| GC H|&)
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Raw Data QC (Read1)

Per base N content (Read?| N H|-&)
T read2] £ 2IX|0IA N (Any nucleotide) 2.2 A|HAIE! B2 LIEFALICE NS O nucleotideQIX| THH0| &|X| 042
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Raw Data QC (Read1)

Adapter content (ReadLi2] adapter H|E)
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Raw Data QC
(Read 2)






Raw Data QC (Read2)

Per base quality score (base pair & & H)
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Raw Data QC (Read2)

Per sequence content (Nucleotide H| )
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Per sequence GC content (Read2| GC H|&)
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Raw Data QC (Read2)

Per base N content (Read?| N H|&)
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Raw Data QC (Read2)

Adapter content (ReadLli2| adapter H|E)
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Mapped Data QC






Mapped Data QC

Per base quality score (base pair & S M=+
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Mapped Data QC

Mapping quality score (0fY S& % read 2X)

Mapping®! T4 read2| 22 FYEE LIEHL = I ZIL|CE TX| read2| ~01M £ O H+E 71X |= read| 2 YLICE
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Mapped Data QC

GC content (Mapping& read?| GC H|&)
2} read0ll ESHE GCO| B2 LIEfH J2)I 2, M2HH0| 0|2 440] GC content] SZO|0H, 7 4} IZko] JaHId} k|t
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Mapped Data QC

InDel size (Insertion, deletion2| 37| &X)
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Sequence Variant QC
(Column Description)






Sequence Variant QC

28 A

Cl|olE] &€ ol
Sample name
Failed Filters
Passed Filters
SNPs
MNPs
Insertions
Deletions
Indels
Symbolic SVs
Same as reference
Missing Genotype
Partial Genotype
Phased Genotypes
SNP Transitions/Transversions
Total Het/Hom ratio
SNP Het/Hom ratio
MNP Het/Hom ratio
Insertion Het/Hom ratio
Deletion Het/Hom ratio
Indel Het/Hom ratio
Symbolic SV Het/Hom ratio
Insertion/Deletion ratio

Indel/SNP+MNP ratio

Of| Al

WES_Sample1

65713885

1401810

73087
107667
971
70
64124443
2390
3447
0.3% (225323/65711425)
1.62 (1424530/878570)
0.54(559181/1027871)
0.56 (501029/900781)
- (0/0)
0.38(19970/53117)
0.48 (34761/72906)
-(971/0)
0.01 (1/69)
0.68 (73087/107667)

0.13(181725/1401810)
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Sample 0|2

MNP2| 3
e (insertion) &
ZA(deletion)2| 5
Indel2| 2=
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ARQHH|Q SUSH 0|9

o417 - =2 =
Missing Rl #10]2] =
HEX 02 QXMH0| missing®l B10|9] 4
Haplotype phasingO| &l £10|9| =
TransitionZ} Transversion2| H|&
Heterozygous/Homozygous H|&
SNP2| Heterozygous/Homozygous H|&
MNP2| Heterozygous/Homozygous H|&
19| Heterozygous/Homozygous H|&
A4 9| Heterozygous/Homozygous H|&
Indel2| Heterozygous/Homozygous H|&
TZH0]9| Heterozygous/Homozygous H|&

Insertion/Deletion H|&

Indelt SNP+MNP2| H|E

2|ZE = CSV I HEl= 2 HISEL|Ct
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