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Annotation service

Process textual metadata to automatically tag text
with as many ontology terms as possible.
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Understanding the genome

* Units of study range in
length from ‘whole
chromosome’ to ‘singe
nucleotide’

 E.g.three copies of Chr.
21 > Down’s syndrome

 The focus in on finding
the functional
associations of strings
in the genome



Generic GO based analysis routine

Genome

Study Set

e Get annotations for each
gene in a set

e Count the occurrence of
each annotation term in
the study set

e Count the occurrence of
that term in some
reference set (whole genome?)

* P-value for how surprising
their overlap is. Reference set




Annotation Analytics Landscape
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Mutation enrichment
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May have weak glycosidase activity towards glucuronylated steroids. However, it lacks essential active site
Glu residues at positions 239 and 872, suggesting it may be inactive as a glycosidase in vivo. May be
involved in the regulation of calcium and phosphorus homeostasis by inhibiting the synthesis of active
vitamin D | By =imil=rity | Essential factor for the specific interaction between FGF23 and FGFR1 | By similarity |

=4 =50
=4 =50

The Klotho peptide generated by cleavage of the membrane-bound isoform may be an anti-aging circulating
hormone which would extend life span by inhibiting insulin/lGF1 signaling | Sy simit=rity |
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Profiling a set of Aging genes

261 Age-related genes

Disease Ontology
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Annotation Analytics Landscape
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