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QIAGEN presents: Allele Frequency Community

Insights through Diversity

* Free to join - www.allelefrequencycommunity.org How Well Does it Work?
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Ingenuity Variant Analysis

Identify causal variants from human sequencing data in just minutes.

* Intuitive, user-friendly interface - No bioinformatics skills needed.

— Interactive Filter Cascade - Rapidly eliminate common and non-deleterious

variants with a basic set of filters.

— lterative analysis - Apply a hypothesis, visualize and evaluate results

QIAGEN Ingenuity Variant Analysis

in reol'ﬁme [Fitsrcascsss I 3Ki Summery | Varients | Genes | Groups/Complexes | Pathways | Pr D Overview
:;::;:; ‘32;;;; | Edit Columns | [search gene, chr, or dbsSNP 1 variants
* Knowledge driven algorithms and analytics - Genetics, Statistics, T R e e e e e o e
GO 80© 5. Cick on knes 10 506 SUPPGMing Gitations.
Functional Prediction. g
* Rare variants s@ @D
— Curated up to date content at your fingertips - Utilize The Ingenuity B S &
* Predicted Deleterious 50
Knowledge Base™ containing millions of biomedical findings and =
x De nove B .

mutations, accurate, up-to-date and curated by experts, from the literature " o ——

capillary drorme. Prenat Disgn. (2013)
I urnan (HGMAD: DM).

De and " in AKT3, PIK3R2 and PIK3CA cause a spectrum of related megalencephaly syndromes. Nat Genet. (2012)
= Mautant (germiine ¢ 274 risic of 0 human (HGMD: DM}
1 1 + - Mutant human PIKICA cene (Sermine < 3120GT (12 i ot ! In human (HGMD: DML

T

and public databases.

[+ Recalculate when filters change

— Causal Network Analytics - Identify variant in genes within 1- or 2- network

"hops” of upstream or downstream mutated genes.

Findings (4 citations)
Mutations in NOTCH1 Cause Adams-Oliver Syndrome. Am J Hum Genet. (2014)
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Analysis without Allele Frequency Community filtering
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® Mode of inheritance - likely de novo

Analysis with Allele Frequency Community filtering
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