
References 
	  

1.     Ashburner M, Ball CA, Blake JA, et al. Gene ontology: tool for 
the unification of biology. Nat Genet 2000;25:25–29. 

2.     Smith B, Ashburner M, Rosse C, et al. The OBO Foundry: coor- 
dinated evolution of ontologies to  support biomedical data 
integration. Nat Biotech 2007;25:1251–5. 

3.     Musen MA,  Noy  NF,  Shah NH,  et  al.  The National Center 
for  Biomedical  Ontology. J  Am  Med  Inform  Assoc  2012;19: 
190–5. 

4.     Gruber TR,  Olsen G.  An  ontology for   engineering math- 
ematics  in   principles  of   knowledge representation and	  
reasoning. In: J Doyle, P Torasso, E Sandewall (eds). 
Proceedings  of the  4th  International Conference  (KR 
’94):Bonn, Germany, May  24–27,  1994.  Morgan 
Kaufmann  Publishers, Burlington, Massachusetts,  
USA,  1994,  258–69. 

5. Gruber TR. Toward principles for  the design of  
ontologies used for  knowledge sharing. Int  J  Hum  
Comput   Stud  1995; 43(5/6):907–28. 

6. Guarino N. Formal ontology and information systems. In: N 
Guarino (ed).  Proceedings  of the 1st  International Conference  on 
Formal Ontologies in Information Systems. Amsterdam, 
Netherlands: IOS Press, 1998, 3–15. 

7.     Smith B, Williams J, Schulze-Kremer S. The ontology of the 
gene ontology. AMIA Annu Symp Proc 2003;2003:609–13. 

8.     Baader F, Calvanese D, McGuinness D, et al.  The Description 
Logic Handbook: Theory,  Implementation and  Applications. 
Cambridge University Press, 2003. 

9.     Heller B, Herre H. Ontological categories in  GOL. Axiomathes 
2004;14:57–76. 

10.   Herre H, Loebe F. A meta-ontological architecture for  foun- 
dational ontologies. In:  On  the  Move  to  Meaningful Internet 
Systems  2005:  CoopIS, DOA, and  ODBASE. Springer Verlag, 
Heidelberg, Germany, 2005, 1398–415. 
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116. Zemojtel T, Kö hler S, Mackenroth L, et al. Effective diagnosis 
of genetic disease by  computational phenotype analysis of 
the  disease-associated  genome.  Sci   Transl  Med   2014;6: 
252ra123. 

117. Hoehndorf R, Dumontier M, Gkoutos GV. Evaluation of  re- 
search  in   biomedical  ontologies.  Brief  Bioinform  2013;14: 
696–712. 

118. Dutkowski J, Kramer M, Surma MA, et al.  A gene ontology 
inferred from molecular networks. Nat  Biotechnol  2012;31: 
38–45. 

119. Verspoor K, Dvorkin D, Cohen KB, et al. Ontology quality as- 
surance through analysis of term transformations. 
Bioinformatics  2009;25:i77–84. 

120. Manola  F,  Miller   E  (eds).  RDF  Primer.   World  Wide  Web 
Consortium, Cambridge, Massachusetts, USA, 2004. 

121. Seaborne A, Prud’hommeaux E. SPARQL Query  Language for 
RDF. W3C  Recommendation (W3C,  2008).  http://www.w3. 
org/TR/2008/REC-rdf-sparql-query-20080115/ 

122. Heath T, Bizer  C. Linked Data:  Evolving  the  Web  into  a Global 
Data  Space,  1st  edn. San Rafael, California, USA: Morgan & 
Claypool, 2011. 

123. Nelson SJ, Schopen M, Savage AG, et al. The MeSH  transla- 
tion maintenance  system: Structure, interface design, and 
implementation. In Proceedings  of the 11th  World  Congress  on 
Medical Informatics. IOS Press, Amsterdam, 2004, 67–9. 

124. Bodenreider  O.   The  Unified Medical Language  System 
(UMLS):  integrating  biomedical terminology. Nucleic  Acids 
Res 2004;32, D267–70. 

125. Cornet R, de Keizer N. Forty years of SNOMED: a literature re- 
view. BMC Med Inform Decis Mak 2008;8:S2. 

126. Noy NF, Shah NH, Whetzel PL, et al. BioPortal: ontologies and 
integrated data resources at the click  of  a mouse. Nucleic 
Acids Res 2009;37:W170–3. 

127. Whetzel P, Team, N. NCBO technology: powering semantic- 
ally aware applications. J Biomed Semantics 2013;4:S8. 

128. Xiang Z, Mungall CJ, Ruttenberg A, et al.  Ontobee: a linked 
data server and browser for ontology terms. In: Proceedings of 
International Conference on Biomedical Ontology 2011, 279–81. 
CEUR-WS.org, Aachen, Germany. 

129. Cote R,  Jones P,  Apweiler R,  et  al.  The  Ontology Lookup 
Service, a lightweight cross-platform tool for  controlled vo- 
cabulary queries. BMC Bioinformatics  2006;7:97þ. 

130. Tsarkov D, Horrocks I. FaCTþþ  description logic  reasoner: 
system description. In:  Lecture  Notes  in Computer  Science 
(including   subseries Lecture  Notes  in  Artificial  Intelligence  and 
Lecture  Notes  in  Bioinformatics).  Third  International  Joint 
Conference  on Automated Reasoning, Seattle,  USA. IJCAR 2006, 
Vol. 4130 LNAI. Springer Verlag, Heidelberg, Germany. 2006, 
292–7. 
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