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Aims of Session

� Provide taster of our forthcoming Bioinformatics 
for Cytogeneticists and Molecular Geneticists
Professional Training Course

� Overview of recent changes to several 
bioinformatics resources

� Update on current NGRL activity
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Overview of this Session

� Molecular Bioinformatics Resources

• Alamut 2.0 – Mutation Interpretation Software

• UK Diagnostic Mutation DataBase – DMuDB

• BioMart – Simple data-mining tool

� In the News

• 1000 Genomes Project

• For those on the go…

� Forthcoming Training Courses
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Alamut 2.0

� New version released end of 2010

– Updated to GRCh37 (hg19) assembly

– Auto-analysis of variants

– Export to user defined formats

• Testing ongoing for DMuDB export
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Alamut 2.0

� “Built-in” analysis tools

� CAUTION!

– Known issue with PolyPhen2

– Alamut results will differ to website results

– Due to different alignment files used

– Similar issues with the other tools
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� Browser Update

– Updated to GRCh37 (hg19) assembly

� Development of access/submission from 
European Molecular Quality Network (EMQN)

� Working with AstraZeneca to collect Epidermal 
Growth Factor Receptor (EGFR) data
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BioMart

� Simple to use data-mining tool

� Found within Ensembl

� Use it to extract relevant information out of 
the Ensembl database

� No need for specialist programming skills
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Assembly Converter

� Found in Ensembl Tools

� Upload and convert data sets

– NCBI36 -> GRCh37
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Thinking LRG

� Locus Reference, Genomic

� http://www.lrg-sequence.org/page.php

� Stable means of reporting genetic variants

� Based upon fixed nucleotide sequence
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� Nature (2010) 467 1061-1073



www.ngrl.org.uk/Manchester

� http://www.1000genomes.org/data

� Aim to create reference of DNA polymorphisms

– Find 95% of variants, at an allele frequency of 1%

– Higher for more common variants

� 742 patients so far

• 15 million SNPs, 55% novel

• 1 million short INDELS; 20,000 structural variants

� Each person has:

• 250-300 loss-of-function variants

• 50-100 variants in inherited disorder genes
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� What impact will the 1000 Genomes have?

• Increase in dbSNP information

• More clusters of variation

• More variants in these clusters

– Additional GWAS disease-associated variants

– Improved pathogenic variant calling

• Better understanding of neutral variants
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� PubMed Mobile Beta – iPhone App

For those on the go…
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The 

� NGRL’s current work programme

– Missense/Splice mutation Analysis

• Ongoing work into evaluating these tools

• Input alignments & assessing accuracy

– Hosted recent Best Practice Workshop on UV 
guidelines
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The 

� Don’t miss!

– Thursday 16:15 - Michael Cornell

• “Overview and evaluation of the Diagnostic Mutation  
Database”

– Thursday 15:45 – Jennifer Warrender

• “Optimisation of Parameters for the Assessment of 
Unclassified Disease Gene Sequence Variants”
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Professional Training Courses

� Revised Course Material

� Combined Cytogenetics and Molecular Content

� Focus on Critical Evaluation and Resource Appraisal

Bioinformatics for 
Cytogeneticists and 

Molecular 
Geneticists
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Professional Training Courses

� May 2011 course now fully booked

� Next course running 20-22 September 2011

� Additional course planned November 2011
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Professional Training Courses

� New Bioinformatics Training Suite

� 20 Hi-Spec PCs

– “NGS ready”

� Professional Training Opportunities

� Development Workshop Opportunities



www.ngrl.org.uk/Manchester

Professional Training Courses

� Fundamentals of Next Generation
Sequencing

• 14 June 2011

� Next Generation Sequencing
Bioinformatics – SOLD OUT!

• 15 June 2011

� Bioinformatics for Clinical Geneticists

• Coming in October 2011
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Professional Training Courses

� If you would like further information

– Visit the NGRL Trade Stand

– Sign up for email updates

– http://www.nowgen.org.uk


