Using the caBIO Portlet Templated Search to Find Diseases
and Compounds Associated with a Gene
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E.-} Need Additional Help?

If you need support, please
contact Application Support.

@ To Print the Guide

We recommend you print one wiki
page of the guide at a time. To do
this, click the printer icon at the top
right of the page; then from the
browser File menu, choose Print.
Printing multiple pages at one time
is more complex. For instructions,
refer to How do | print multiple
pages?.

@ Having Trouble Reading the
Text?

Resizing the text for any web page
is easy. For information on how to
do this in your web browser, refer
to this W3C tutorial B .
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Selecting a Gene Search Term

The caBIO Portlet Templated Search tool allows end users to execute case-insensitive searches for the diseases and compounds that are associated with
a gene concept. These search terms must match exact gene terms in the Cancer Gene Index.

If you would like to search for a specific gene (for example, only for "BMP7"), you may use the gene's HUGO gene symbol B .

If you would like to search for diseases and compounds that are associated with a related genes (for example, "BMP2," "BMP3," "BMP5", and "BMP7"),
use the * wild card character, which matches zero or more characters, in your search terms (for example, "BMP*"). For example, a search for "bmp7" will
return nearly 210 results that are related to that exact term, whereas a search for "bmp*" returns nearly 2,200 results, where genes match terms that
include "BMP1," "BMP2," and "BMPR2."

Using Templated Search Tool to Retrieve Gene-Disease and Gene-
Compound Concept Pairs

To search for Cancer Gene Index gene-disease and gene-compound data on the Templated Search page, click on the Cancer Gene | ndex Category
node (1) and choose the Gene to Di seases/ Agents query option (2). Manually delete the suggested search term "C4BPA" (3), enter your compound
term or concept code into the text box (for example, "BMP7" or "BMP*"), and click the Search button (4).

@ Note

Although the Cancer Gene Index refers to pharmacological substances as "compounds,” caBIO refers to the concept as "agents."
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The Gene to Di seases/ Agents query returns Gene/Agent Association and Gene/Disease Association results in a tabular form. Each table consists
of three columns which include: HUGO Gene Symbol, NCI Thesaurus disease or compound term, and a PubMed identifier. Each row represents a single
gene-disease or gene-compound association. You will will receive a "No results found" message if you have used a search term that does not match any
Cancer Gene Index gene symbol or if no disease or compound is associated with your gene search term.

@ Warning!

Your first result page will likely contain a Gene/Agent Association and Gene/Disease Association table. This does not mean that all of the gene-
compound associations are given on the first page. Instead you must continue to review subsequent results pages to find all gene-compound
and gene-disease association results.
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Resultz 1 - 40 of 499 (click on a row to viesy detailz)

Gene/Disease Association

Gene Symbol Disease Hame Pubmied References
ToP2A, human avarian cancer 3172736
ToP2a merkel-cell carcinomsas 14356067
TOP24, hiurman tumar 1338275
ToP2A, hreast cancer 14632725
Top2a hreast cancer 15034564
ToOP2A, hreast cancer 155919385
ToP2a, hreast cancer 14723934
TOP2A, tumar 9265990
TOP2A tumars 14566526
TOP2A tumars 14566526

1 Saving Your Search Results

To save your search results, copy and paste them into a text editor or spreadsheet.

Validating Your Results

caBIO houses the all Cancer Gene Index gene-disease association annotations, including information on whether the association was found to be negative
by the Cancer Gene Index project's human curators or originated from cell lines or non-human organisms. In order to select only your desired data, you
must access to caBIO Object Graph Browser to manually check the negation status of and find other annotations for each retrieved record.

Validating Your Retrieved Compound Results

To perform this validation, click on any gene-compound result row in order to view its Gene-Agent Association information. Gene-Agent Association data
include the Gene Term, Gene Symbol, Agent Term, Agent Identifier, Sentence PubMed Identifier, Sentence Evidence, Evidence Code, and Role Code or
Detail (1).

Next, click on the Open this record in the caBl O Obj ect G aph Browser atthe bottom of the page (2).
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This will open up a the Gene-Agent Association object in a new window or tab in your web browser. Click on the get Evi denceCol | ecti on link (3, green
box) to open the full Evidence record, which contains all of the annotations made by the curator for that particular piece of evidence of a gene-compound
association. Gene-compound associations with true relationships were validated as being true associations by human curators have a sent enceSt at us
set to "finished" and a negat i onSt at us set to "no" (4, middle and right green boxes). If you wish to exclude data from cell lines, for example, the cel I |
neSt at us must be be "no." If you want to see additional information about the agent, navigate back to the Gene-Agent Association in your browser and
click on get Agent (3, blue box in top panel). This will open an Agent object, in which you may see the name and EVS Identifier for the associated
compound (4, blue boxes in bottom panel).


https://wiki.nci.nih.gov/display/cageneindex/Data%2C+Metadata%2C+and+Annotations#Data,Metadata,andAnnotations-sentencestatusflags
https://wiki.nci.nih.gov/display/cageneindex/Data%2C+Metadata%2C+and+Annotations#Data,Metadata,andAnnotations-Indicators
https://wiki.nci.nih.gov/display/cageneindex/Data%2C+Metadata%2C+and+Annotations#Data,Metadata,andAnnotations-Indicators
https://wiki.nci.nih.gov/display/cageneindex/Data%2C+Metadata%2C+and+Annotations#Data,Metadata,andAnnotations-Indicators

Criteria: gowv.nih.nci.cabio.domain.GenefAgentAssociation|@id=19972173]

| 1-1af1 |
gov.nihunci.cabiodomainGens AgentAssociation
el i role source gene uid-m-l:nlicﬂunl agent.
- 19972173 | Chemical_or_Drug_Changes_Expression | Cancer Gene Index gﬂfﬂiﬂ'mldﬂmlsﬁ&uﬂ

3 1

Criteria: GeneAgentAssociation[@id=19972173]

o nilinci.cabio. domain.Evidence
bggied celllineStatus :m{ id s | pulsmedhd sentencestatus
WaEz . | 48369 | no 11205246 combination tharapy . § finished

govanihunci.cabiodomainA gent
abrsorption gl m]mmm EVSId | halfLife malecularWeight e
[l 25001 PMELGILCCLSALQSE | DE04E20 2338 |- n apoptosis, | 343 352 Camptothecin

1. Note

If you accidentally navigate to somewhere else in caBIO by clicking on the wrong link in the Object Viewer and are confused, stop and go back!

Once you have finished reviewing the gene-compound association in the caBIO Object Graph Browser, return to the caBIO Portlet web browser tab or
window, and click the Ret urn to Resul t s link in blue to continue evaluating retrieved gene-compound pairs in the results table.

Validating Your Retrieved Disease Results

To validate gene-disease associations click on any row in the Gene-Disease Association results table. This will open the concept pair's Gene-Disease
Assaociation information. These data include the Gene Term, Gene Symbol, Disease Term, Disease Symbol, Sentence PubMed Identifier, Sentence
Evidence, Evidence Code, and Role Code or Detail (1).

Next, click on the Open this record in the caBl O Cbject G aph Browser atthe bottom of the page (2).
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1 GeneDisease Association
Gene Symbol TOPZA
Gene Description | Topoizomeraze (DMNAY I alpha 170kDa
Dizease Mame human ovarian cancer
Diseaze EWS Id | C4903

Source Cancet Gene Index
PubMED Id |Sentence Evidence
Codes
Evidence Maoleculsr analysis of the topoizomerase |l

B T2796 [ alpha gene and its expression in human
ovarian cancer.

Fole Mot azsigned

E
2 o | Open this recard in the caBIo Ohiect Graph Brovyser |'_7.'|

This will open up a the Gene-Disease Assocation object in a new window or tab in your web browser. Click on the get Evi denceCol | ecti on link (1,
green box) to open the full Evidence record, which contains all of the annotations made by the curator for that particular piece of evidence of a gene-
disease association. Gene-disease pairs with true relationships were validated as being true associations by human curators have a sent enceSt at us
set to "finished" and a negat i onSt at us set to "no" (2, green boxes in the middle panel). If you wish to exclude data from cell lines, for example, the cel |
| i neSt at us must be be "no." If you want to see some additional information about the disease, navigate back to the Gene-Disease Association object in
your browser, and click on get Di seaseOnt ol ogy (3, blue box in top panel). This will open a Di sease Ont ol ogy record, in which you may see the
name and EVS Identifier for the associated disease (4, blue boxes in bottom panel).
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1. Note

If you accidentally navigate to somewhere else in caBIO by clicking on the wrong link in the Object Viewer and are confused, stop and go back!

Once you have finished reviewing the gene-disease association in the caBIO Object Graph Browser, return to the caBIO Portlet web browser tab or
window, and click the Ret urn to Resul t s link in blue to continue evaluating retrieved gene-disease pairs in the results table.

New Gene to Disease/Agent Searches

To search for diseases and compounds/agents associated with other genes, return to your Templated Search results page, if needed, and click the Gene
to Di seases/ Agent s link (1), hit the Reset button (2), enter a new gene symbol (3), and click Search (4).

If you would like to select a new query option, click Return to Tenpl at es (below 2 and 4).



caBl0 Portlet

caBlD [F iz a repositary of data uzeful in biomedical research, compiled from
muttiple primary sources,

@ The caBld portlet 7 is & portal user interface buit on top of the caBIio APIs.

caBlO

Simple Search Templated Searches Aot

- Gene to Diseasesidogents ']

Gene Symbol | TOP2ZA 3

% .RetL.Jrn .fn.;cempi;a{es

Results 1 - 40 of 499 (click on a row to views detailz)
Gene/Disease Association

Gene Symbol Disease Hame
TOP2A human ovarian cancer 172796

Pubmed References

TOP2A, merkel-cell carcinomas 14536067
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