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Summary of key release points:

• Addition of clinical trials data from clinicaltrials.gov, providing connections 
between diseases and drugs within the BKLbetween diseases and drugs within the BKL

• Expansion of the Ontology Search tool to additionally support controlled 
vocabulary queries for diseases and drugsvocabulary queries for diseases and drugs 

• BIOBASE launches Genome Trax™, a new product that facilitates 
mapping of known genomic features to human genomic sequences formapping of known genomic features to human genomic sequences for 
analysis of variations 



Addition of clinical trials data:

• The data has been integrated from clinicaltrials.gov, a registry of clinical 
S Strials conducted in the US and other countries that is maintained by the US 

National Institutes of Health

htt // li i lt i l /http://www.clinicaltrials.gov/

• We have automatically processed >90,000 trial records, extracting those 
that map to a BKL disease entry and a BKL drug entry (remember that BKLthat map to a BKL disease entry and a BKL drug entry (remember that BKL 
drug entries are all taken from DrugBank)

• Key information regarding mapped trials is presented in a new Clinical• Key information regarding mapped trials is presented in a new Clinical 
Trials section on Disease Reports and Drug Reports



http://devel incyte com/cgi-bin/build ghptywl/idb/1 0/pageview cgi?view=DiseaseReport&mesh id=D003882

Disease Reports:

http://devel.incyte.com/cgi bin/build_ghptywl/idb/1.0/pageview.cgi?view DiseaseReport&mesh_id D003882

Mousing over “I” information 
link open pop-up containing the 
trial summary.

Link to Drug Reports

Clicking the “View study report” 
button opens the study report at 
the clinicaltrials.gov site.



http://devel incyte com/cgi-bin/build ghptywl/idb/1 0/pageview cgi?view=DrugReport&drug acc=DR000003905

Drug Reports:

http://devel.incyte.com/cgi bin/build_ghptywl/idb/1.0/pageview.cgi?view DrugReport&drug_acc DR000003905

Mousing over “I” information 
link open pop-up containing the 
trial summary.

Link to Disease Reports

Clicking the “View study report” 
button opens the study report at 
the clinicaltrials.gov site.



Expansion of the Ontology Search tool:

• Users can now use the Ontology Search tool to answer questions about gy q
diseases and drugs, in addition to proteins

• Users toggle between the search options using the new pull-down menu:

• As an aside, you’ll notice that the regular protein hiearchies have been 
condensed into a more compact and user friendly presentationcondensed into a more compact and user friendly presentation



• As a different search option is selected, the hierarchies are automatically 
reset:reset:

• Searches work as normal, returning the relevant diseases or drugs as 
results:



Example questions that can be answered include:

• Which diseases are associated with an altered immune response?

• Which of those are associated with a clinical trial in phase 3 or later?

• Which diseases are known to co-occur with hypertension?

• Which drugs are under investigation for treatment of diabetes?

• What pathways are those drugs associated with?

• Which pathways are associated with drugs that have been withdrawn   
f th k t?from the market?



Genome Trax tool is launched:

• All BKL subscribers will see a button for the new Genome Trax tool that is 
sold by separate subscription

• The button will be “on” (colored and clickable) 
for all online users. When clicked the user will 
be directed to the appropriate portal login pp p p g
screen and will only be able to gain access if 
they are a subscriber – in the same manner as 
the ExPlain link currently behaves.

• By default, the button will be “off” (gray and 
unclickable) for all installed customers, but it 
can be configured to be activated and point to 
our hosted online installation should the 
customer choose to upgrade their subscription. 
N l l i t ll ti ill b ff d t thi tiNo local installations will be offered at this time.



Why would customers be interested in Genome Trax?

• It allows the user to identify which of the many variations found in their y y
sequence are most likely to have functional significance, based on current 
knowledge of disease causing mutations and regulatory features



• The tool allows a user to upload a file of genomic coordinates specifying 
the location of sequence variations, which are then mapped to the genomic 
features that we have annotated in our database



• The features are displayed in a tabulated form with links provided, when 
relevant to BKL Site Reports and Fragment Reports as well as HGMDrelevant, to BKL Site Reports and Fragment Reports, as well as HGMD 
mutation information, and dbSNP and Ensembl SNP reports

• Users may export the data for viewing in formats supported by common• Users may export the data for viewing in formats supported by common 
genome browsers, or export the data for further analysis in other platforms



Benefits of using Genome Trax data compared to public data sets:

• Includes experimental transcription factor binding sites from 
TRANSFACTRANSFAC 

• Includes the best predicted transcription factor binding site for 
experimental ChIP-Seq fragments, which provides a much more p q g p
specific filter than the publicly available fragments

• Includes HGMD mutations

• Includes a subset of dbSNP and Ensembl SNPs that have been 
enriched due to co-occurrence with a known or predicted regulatory 
feature, which provides a much more specific filter than the full publicly 
available set of SNPs

I l d hi t bi di f t d i d f th lit t t j t• Includes histone binding fragments derived from the literature, not just 
ENCODE

• Includes a wealth of other computationally determined regulatory• Includes a wealth of other computationally determined regulatory 
features



Availability of Genome Trax :Availability of Genome Trax :

• An Online version is primarily targeted to bench scientists who want toAn Online version is primarily targeted to bench scientists who want to 
analyze an individual genome sequence, or explore a particular area of 
a chromosome

• A Download version is primarily targeted to bioinformaticists and core 
facilities who want to parse the feature data for incorporation into their 
own sequence analysis pipeline or for use in their own specialized q y p p p
platforms.  Download files are offered in two general formats: a BED 
format that has been optimized for use with the UCSC genome browser, 
and a GFF format that has been optimized for use with CLC Genomics 
Workbench.

Note that a freely accessible version of the tool is made available for 
education and evaluation purposes. This version is fully functional, but users 
are limited to the set of features associated with chromsome 21.

http://custom.biobase-international.com/cgi-bin/ngs-free/index.cgi


