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@ Need Additional Help?

If you need additional 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 Exporting Multiple Pages
to PDF.

@ 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 .

Searching for Diseases and Compounds Associated with a Gene
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To use the caBIO Home Page Freestyle Lexical Mine tool to find diseases and pharmacological substances that are associated with a gene, begin typing
the HUGO gene name

into the search field. Because the Freestyle Lexical Mine suggests caBIO terms that match the characters you have entered, it is relatively easy to find a
gene term that matches your desired gene concept.
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If you would like to search for any gene that contains a string use the special character "*." For example, "C4BPA" would only return objects with attributes
that match this exact gene, but "C4BP*" will retrieve objects with attributes containing "C4BPA" and "C4BPB."

After entering a search term (1), click the Submit button (2) to retrieve results. Although you may limit your search by clicking on the nore options ...
link, this is not required (3).

@ Tip

If you have cannot find an appropriate search term, click the Cont act Us link for help.
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Search Results

The caBIO Home Page Freestyle Lexical Mine will retrieve objects that match your gene search term. These objects are grouped by type, which are
shown as tabs at the top of the results page. To view diseases and compounds that are associated with your gene search term, click the Evidence tab at
the top of the page (1).

Each row in the Evidence results table is a truncated view of an Evi dence object (that is, not all attributes and methods are shown on this page), where
the columns include:


http://cabioapi.nci.nih.gov/cabio43/Home.action
http://www.genenames.org
http://www.cancer.gov/policies/linking

the class and identifier (Cl ass/ | d),

evidence of the gene-disease or gene-compound association (Sent ence),

whether the evidence was collected from experiments involving cell lines (Cel | | i ne St at us),

whether the evidence is negative (that is, gene X is not associated with disease or compound Y; Negat i on St at us),
the PubMed identifier for the abstract from which the evidence was extracted (Pubned | d), and

whether the status of the sentence ( Sent ence Stat us).

For additional information on these attributes, refer to the section Data, Metadata, and Annotations.
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Class fid Comrmemnts Sentence Cellline  Megation  Pubmed  Sentence
Status  Btatus 1d status
2 Evidence# 326074 | The main human C4EF C4BF can bind antooeagulant protein S, resultng in & decreased cofactor funcoon o no 10329721 | finished

maform is composed of one | of protein S for activated proten C. C4BP is & mUltimeric protein contaning
Dera-chain(C4BPR) and severdl identical pha-chans and & single beta-chain (CaBPbeta), cach chain
saven alpha-chains(C4BPA), | beaing composed of shart consensus repeats (SCRS),

Evidence@#326070 | The main humsn C4EP Bowvine serum and plasma, as well as the C4BP praparation, optimally supported o no 10361122 | finished
maform is composed of one | the binding of & rabbdt anti-C4BP antiserum o immobilized cardoipn,
beta-chain{C2BPE) and
seven alpha-chains(C4B8PA).

Evidence#3 2606 | The main humesn C4BP The inhibitary activities of Cabg and factor W, which are sugmented in the nio nc 104083E5 | frished
imalorm is composed of ore | presence of MEL, reguiate thes Pemolysis,
beta-chain{C4BFE) and
seven alpha-chains(C4BPA).

Evidence# 326056 | The main humen CIBF CABF is involved in the regulation of the complermnent System and interacts with o rI 10408373 | Anished
rsoform is composed of one | many molecules such as C4b, Arp, protein 5 and heparin,
beta-chain(C4EFE) and
saven alpha-chains{C4BPA).

The main human C4BF Thus, the lsctin pathway of humans is partioularly susceptible to the regulatory  no no 104558045 | Anished
isoform is composed of one | effects of C4bp and factor H, duwe at leastin part to MBL enhancement of C4bp
beta-chain{C4EPE} and binding to C4b and fackor H binding to C3k.
seven alpha-chains(C4BPA),

E ce# 326064 The main human C4EF Under these conditions, there was markedly less haemolysis. associated with no no 10469045 | finished
rmaform iz composed of one | markedly less C3 and C5 deposited, via the lectin pathway than wia the dassical
pera-chain{C4BPB) and patnway, particulary when alternative patway recnuitrnent was blocked by

seven giphe-chains(C4BPA). | depletion of factor D, Lectin pathway sclivalion was assodiated with enhanced
binding ir the presence of MEL of complement contral proteins C4bp and factor
H to C4b and C3b, respectively, with decreased stabdity of the C3-conwverting
enzyme C4b, 23 attributable to C4abp.

2 | The main human C4BF Human C4b-banding proten (C48F) is an important regulator of the complement  no Ao 10535308 | finished
ioform is composed of one | system that also binds and inactvates the anticoagulant vitamin K-depandent
bera-chain{C4BPB) and protein .

sayen alohe-chains CARPA)

Finding Diseases or Compounds Associated with the Evidence

To discover which disease and/or compound associated with each piece of evidence, click on the O ass/ | d link for the desired object. This will open the
full Evi dence type object. Scroll over to the right, and click on get GeneFunct i onAssoci ati onCol | ect i on method link (1) to view the Gene

Di sease Associ ati on and/or Gene Agent Associ ati on type objects. The GeneFunct i onAssocat i on type object has a role attribute that
contains Role Codes or Role Details that describe the nature of the gene-disease and gene-compound relationship, as well as a notation that the Cancer
Gene Index is the source of these data.

© T
Although the Cancer Gene Index refers to pharmacological substances as "compounds"” or even "drugs," caBIO and the NCI Thesaurus use
"agents" to refer to this concept.

The following subsections provide step-by-step guidance on how to find #disease terms or #compound terms.

Finding Disease Terms

To view associated disease terms that are linked to the Gene Di sease Associ ati on type object, click on the get Di seaseOnt ol ogy link (2) to
access the related Di seaseOnt ol ogy object (bottom panel). This D seaseOnt ol ogy object contains the disease name and EVS Identifier in the nanme
and EVSi d columns (3), for example, for the disease associated with the gene of interest and a specific piece of evidence.

{I} Warning

If you do not want to spend time navigating through the caBIO object model for candidate gene-disease associations that were found to be false
positives, select only Evi dence objects where the Sent ence St at us is fi ni shed and the Negati on St at us is no.
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{D Note

A single piece of evidence may have multiple Role Codes and Role Details describing the gene-disease association.

To explore additional diseases associated with the gene term of interest, navigate back to the evidence page and repeat this process.

Criteria: gov.nih.nci.cabio.domain.Evidenc:

|1-1 of 1|

gov.nih.nci.cabio.domain.Evidence
bigid celllineStatus | |sentenceStatus | evidenceCodeCollection |geneFunc‘tiunAssociatiunCollec‘tion |interactionCullet:tion
- no |finished getEvidenceCodeColection IgetGeneFunctionAssociatiDnCUIIection lgetlrrteraction(:ollection

1

Criteria: Evidence[@id=1193462]

[1-10f1|

gov.nih.nci.cabio.domain.GeneDisease Association
bigid id role Source gene |evidenceCollection | diseaseOntology
- 19609246 | Gene_Product_Increased_in_Disease |Cancer Gene Index | getGene | getBEvidenceCallection | qetDiseaseOntoloy

2

Criteria: GeneDiseaseAssociation[@id=19658304]

gov.nih.nci.cabiodomainDiseaseOntology
bigid EVSId | id name childbiseaseOntologyRelationshipCollection
hdl: 25001 PMEUGUCCLSTOIZ2HR AR C7550 |5677 | ovarian serous adenocarcinoma faetChildDizeaseCntologyRelationshipCollection

3
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1 Be Careful
If you find yourself in a part of the object model that you do not understand or if you get confused, stop and navigate your web browser back to
the search results page with the Evidence tab.

For your reference, the subset of caBIO classes that are related to the Cancer Gene Index are shown here.The full model is available on the caBIO gForge
page, but you must have the Enterprise Architect g

modeling tool to view this file.

Finding Compound Terms

Evidence may also be associated with compounds. To view associated compound terms that are linked to any Gene Agent Associ ati on type object,
click on the get Agent link (2) to access the related Agent object (bottom panel). This object contains the compound name and EVS Identifier in the nane
and EVSi d columns (3), for example, for the compound associated with the gene of interest and a specific piece of evidence.

@ Warning

If you do not want to spend time navigating through the caBIO object model for candidate gene-compound associations that were found to be
false positives, select only Evi dence objects where the Sent ence St at us is fi ni shed and the Negati on St at us is no.

{D Note

A single piece of evidence may have multiple Role Codes and Role Details describing the gene-compound association.

To explore additional compounds associated with the gene term of interest, navigate back to the evidence page and repeat this process.
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govnihunci.cabio.doemainEvidence
igial celllineStatus | IsentenceStatus  evidenceCodeCollection  geneFunctionAssociationCollection |interactionCollection
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| 1-1 of 1
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Iaigricl id role SOUTCE qene Imtim agent
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Criteria: GenefigentAssociation[@id=19965287]

gov.nilunci.cabio.domain.Agent

abvsorption bigid ession EVSK
anticoagulant
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1 Be Careful
If you find yourself in a part of the object model that you do not understand or if you get confused, stop and navigate your web browser back to

the search results page with the Evidence tab.

For your reference, the subset of caBIO classes that are related to the Cancer Gene Index are shown here. The full model is available on the caBIO

gForge page, but you must have the Enterprise Architect

modeling tool to view this file.
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