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Support » Sequencing » Sequencing Software » BaseSpace » Documentation & Literature

Documentation & Literature

Overview

Computing Requirements

Documentation & Literature 5
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Documentation | Product Literature | Tech Not

Documentation

DESCRIPTION

+ BaseSpace User Guide

BaseSpace Core App User Guides

Instructions for using the BWA Whole-Genome Sequencing App (15050952 A)
Instructions for using the BWA Enrichment App (15050958 A)
Instructions for using the Tumor Normal App (15050950 A)

Instructions for using the TopHat and Cufflinks RNA-seq apps (15050962 A)
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[L] Bwa Enrichment App

i Introduction

| Running BWA Enrichment

[L] Bwa Enrichment Output
| Aggregate Summary Page
i Sample Summary Page
i Analysis Info
=] Inputs
W output Files

LUl Bwa Enrichment Methods
B swa
5] GATK

| Picard Metrics
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Running BWA Enrichment

1 Mavigate to the project or sample that you want to analyze.

2 Click the Apps button and select BWA Enrichment from the dropdown list.

3 Readthe End User License Agreement and permissions, and click Accept if you agree.

4 Fill outthe required fields in the BWA Enrichment input farm:

Analysis Name: Provide the analysis name. Default name is the app name with the date and time the analysis was started.

Save Results To: Selectthe project that stores the app results.

Sample(s). Browse to the sample you want to analyze, and selectthe check box. You can analyze multiple samples.

Reference Genome: Select the reference genome. Currently, you can only use hg19.

Targeted Regions: Selectthe targeted region of your enrichment.

Base Padding: Select the padding you want. Padding defines the amount of sequence immediately upstream and downstream ofthe

targeted regions thatis alzo used in enrichment analysis.
g Annotation: Choose which gene and transcript annotation reference database to use.

B =T R < V]

5 If desired, fill outthe advanced fields in the BWA Enrichment input form:

a Depth Threshold: The GATK variant caller filters variants if the coverage depth atthat location is less than the specified threshaold.
Decreasing this value will increase variant calling sensitivity, but raise the risk of false positives. The variant caller reports the variants,
put filters them in the VCF files by adding a LowDP flag. Default value for GATK: 5.

b Trim Nextera Rapid Capture Adapters: If selected, Nextera Rapid Capture adapters will be timmed. Use this setting only if not already
applied as a sample sheet setting.

¢ Flag PCR Duplicates: If selected, PCR duplicates are flagged in the BAM files and not used forvariant calling. PCR duplicates are
defined as two clusters from a paired-end run where both clusters have the exact same alignment positions for each read. Optical
duplicates are already filtered out during RTA processing

d Generate Picard HS Metrics: If selected, Picard HS metrics are generated. See Picard Metrics for more information.

Figure 2 BWA Enrichment Input Form
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— Accurate whole human genome sequencing using reversible terminator chemistry.
Nature 456: 53-59 [PMID: 18987734]

RNA-Seq, RPKM
— Mapping and quantifying mammalian transcriptomes by RNA-Seq
Nature Methods, Volume 5, 621 — 628 [PMID: 18516045]
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— TopHat: discovering splice junctions with RNA-Seq.
Bioinformatics. 2009 May 1;25(9):1105-11 [PMID: 19289445]

— Cufflinks/Cuffdiff
Transcript assembly and quantification by RNA-Seq reveals unannotated transcripts and isoform
switching during cell differentiation. Nat Biotechnol. 2010 May;28(5):511-5 [PMID: 20436464]

— Cuffdiff2 Differential analysis of gene regulation at transcript resolution with RNA-seq
Nature Biotechnology 31, 46-53 (2013) [PMID: 23222703]

— TopHat-Fusion: an algorithm for discovery of novel fusion transcripts.

Genome Biol. 2011 Aug 11;12(8):R72. [PMID: 21835007]
— STAR: ultrafast universal RNA-seq aligner.
Bioinformatics. 2013 Jan 1;29(1):15-21. [PMID: 23104886]
— DESeq
Differential expression analysis for sequence count data.
Genome Biol. 2010;11(10):R106. [PMID: 20979621]

DESeqg2: www.bioconductor.org/packages/2.13/bioc/html/DESeq2.html
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