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NGS Sequence preprocessing
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BIER web

http://bioinfo.cipf.es/bierwiki

http://bioinfo.cipf.es/bierwiki
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?

?

?



  5

Recessive - homozygous
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Recessive – compound heterozygosity
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FILTERS

Available:

- Present in BIER samples (allele frequency)

- Consequence type

- % cases and controls with variant

- SNVs and indels

- 1000 genomes allele frequency

- Recessive: genes with deletereous variants

- De novo mutations: mark or delete

- present in dbSNP

- Regions



  8

Some statictics: Variants per gene



  9

Some statictics: Homozygous variants per gene
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Some statictics: Heterozygous variants per gene
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Some statictics: Variants per gene and sample

MUC16 88.59
PDE4DIP 64.61
MUC4 52.27
PKD1L2 47.99
AHNAK2 46.06
OR4C45 42.18
MAP2K3 41.96
TTN 40.95
HLA-A 39.93
HLA-C 39.89
OBSCN 39.79
DNAH17 39.26
OR4C3 38.50
LAMA5 36.59
KCNJ18 32.37
KCNJ12 32.37
HSPG2 31.37
SYNE1 31.03
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Some statictics: Homozygous variants per gene and sample
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Some statictics: Heterozygous variants per gene and sample
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Some statictics
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Some statictics
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Some statictics
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Some statictics



  18

Questions?
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