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Study on the data structure of the reference genome graph for handling all human

genome variations

Katayama, Toshiaki
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Resource Description Framework (RDF)

The genome graph is expected to_represent multiple genomes as a single graph
for accelerating personal genome analysis by dealing with insertion sequences which doesn"t exist
in the current linear reference genome sequence and handling complex variations of the individual
genome sequences. In this study, to integrate genome annotations in the knowledge base and the
structure of genome graphs, it is tested to convert both of data into the Resource Description

Framework (RDF) and applications such as annotation transfer are made.
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PREFIX rdf: <ttp://www.w3.org/1999/02/22-rdf-syntax-ns#>
PREFIX vg: <http://example.org/vg/>
SELECT ?near_node ?sequence
WHERE {
?step vg:path path:GRCh37.p13/Chril;
vg:node ?node ;
vg:position ?position ;
vg:rank ?rank.
?node rdf:value ?sequence .
FILTER (?position > 44867802 &% ?position < 44067820)

?node vg:linksForwardToForward|*vg:linksForwardToForward ?near_node .

}
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PREFIX vg: <http://example.org/vg/>

prefix rdfs: <http://www.w3.org/280@/01/rdf-schema#>
PREFIX skos: <http://www.w3.0rg/2004/02/skos/core#>
PREFIX dc: <http://purl.org/dc/elements/1.1/>
PREFIX dcterm: <http://purl.org/dc/terms/>

PREFIX obo: <http://purl.obolibrary.org/obo/>

prefix up: <http://purl.uniprot.org/core/>

SELECT
DISTINCT ?transcriptl ?uniprotl 2commentl ?transcript2 ?uniprot2 ?comment2
WHERE
{
?pathl skos:closeMatch ?transcriptl ;
Avg:path ?stepl .
?stepl vg:node ?node .
»transcriptl a obo:SO_0@8@234 .
?path2 skos:closeMatch ?transcript2 ;
Avg:path ?step2 .
?step2 vg:node ?node .
?transcript2 a obo:S0_0000234 .
FILTER (! sameTerm(?pathl, ?path2))
OPTIONAL {
2uniprotl rdfs:seeAlso ?transcriptl ;
up:annotation ?annotationl .
?annotationl a up:Function_Annotation ;
rdfs:comment ?commentl .
}
OPTIONAL {
?uniprot2 rdfs:seeAlso ?transcript2 ;
up:annotation ?annotation2 .
?annotation2 a up:Function_Annotation ;
rdfs:comment ?comment2 .
}
}
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