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Human gene mutation analysis
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Mutation Type Number of Entries

Micro Lesions
— Missense / Nonsense 82,176
— Splicing 13,641
— Regulatory 2,884
— Smalll Deletions 22,610
— Small Insertions 9,423
— Small Indels 2173

Gross Lesions
— Repeat Variations 434
— Gross Insertions / Duplication 2.600
— Complex Rearrangements 1,504
— Gross Deletions 10,968
Total 148,413
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Mutation visualization tool
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Mutation Viewer (CDH1)
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Human genetics research
Diagnostics
Personal genomics applications

NGS Variant analysis
Pharmacogenomic Variant analysis
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Genome Trax™

Identify human genome variation
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Fully compatible with other software
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. Number of
Mutation Type Entries

HGMD® Inherited Mutations 130,765
PGMD™  Pharmacogenomic variants 94174
Site SNPs 309,645
TRANSFAC® experimentally verified TF binding sites 7,534
DNase | hypersensitivity sites 13,891,706
ChiP—Seg—derived TF Binding sites 1,029,765
CpG islands 35,249
Microsatelites 949,348
Transcription start sites 34,742
Post tranglation modification sites 25,347
PROTEOMETM disease assignments 9,027
Drug assignments 2,090
Pathway memberships 1,261
HGMD® disease genes 16,922
Total 16,537,575
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