Beacon™

This forward looking Beacon interface implements additional, planned features beyond the current GA4GH specifications.
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Reference name*

Genome Assembly* GRCh36 / hg18 Beacon Response

Variant type* | DEL (Deleton) e quantitative (counts for variants, callsets and samples)

Start min Position* 19,500,000

® Handover to authentication system for data retrieval
Start max Position 21,964,826

® N0 exposure of data beyond standard Beacon
response and additional pointer to matched data

End min Position 21,958,228

End max Position 24,500,000

Bio-ontology ncit:c3224: Melanoma (1098)
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http://beacon.progenetix.org
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Beacon query => Handover Handle => Authentication => Data Retrieval
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1 1 u 1 [{"variant set id":"AM VS GRCH36","id":"pgxcs::GSE7822::GSM188260", "biosample id":"PGX AM BS GSM188260"},
u IC Sor Y ]atIC Varla'tIOr ] ata {"id":"pgxcs::GSE17534::GSM436995", "variant set id":"AM VS _GRCH36","biosample id":"PGX_AM BS_GSM436995"},
{"id" :"pgxcs::GSE9003::GSM217839", "variant_set_ id":"AM | VS GRCH36" "biosample_ id":"PGX AM BS GSM217839"},

. Lon" 1 {* lonaitnde® . . {"id":"pgxcs::GSE6779::GSM156007", "variant_set_id":"AM VS_GRCH36","biosample id":"PGX_AM BS_GSM156007"},
ééat::‘?}t}‘l’gt;éu dzr,}g;zuo‘;}'jii;jiéugiei;f{ 'variant set id":"AM VS GRCH36","id":"pgxcs::GSE7822::GSM188218","biosample id":"PGX AM BS GSM188218"},
r ’

. {"biosample id":"PGX AM BS GSM750822","id":"pgxcs::GSE30291::GSM750822", "variant set id":"AM VS GRCH36"},

term_label":"Melanoma term id":"ncit
{fterm label":"Mela .? e l._" vee, { 'biosample id":"PGX AM BS GSM952589","variant set id":"AM VS GRCH36","id":"pgxcs::GSE38946::GSM952589"},

[{"identifier":"geo
{"relation":"denotes

Beacon™ etk Beacon Handover Demonstrator

{"term_id":"pgx:seezx
United States","lat
{"age":"","age_class
{"relation":"denotes

g e Oy exposure of access handle to data stored Iin
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This is an implementation of a Beacon "handover" concept, in which a Beacon query response additionally deli'{"re1ation": "denotes
[{"term_label":"Mels

representation of the query resulte (i.e. callsets, biosamples, metadata ...), which can then be accessed after al (*term ia":"pgx:sees S e CU re System

TR States","latitude":
("yes"|"no") or quantitative ("n matches") Beacon response from a data delivery mechanism. S ealiar rLvsead

[{"description":"ma

The current implementation exemplifies some possible scenarios: {"term_id":"pgx:icdd
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* providing a histogram of regional gain/loss frequencies (DUP, DEL) for samples with structural variation d ¢+ze1ation":"denotedill | h ere O n e_ Step auth en't | Cath n an d SeleCt I O n Of

¢ returning data of the associated callsets which matched the Beacon query (this is for feature demonstratb{mm]..,..ld.. {"BCX_2

e returning the metadata (diagnoses etc.) of the biosamples from which the matching callsets were derlvec{ term_id":"pgx:icdg

n"}],"negated_ont

This demonstrator does not implement authentication procedures yet; login & password fields can be left empt: it:;ZScla‘s’zecliﬁr{ h an OIO Ver aCt I O N ; Ot h e 1 SCen arl OS pOSSI b | e / | I kely
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{"identifier":"geo:(
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[{"term_id":"ncit:C
EXport Callset Data . {"term_id":"pgx:seez
{"latitude":48.21,"

login | BpotBosamploData e protocol / system => "Discovery” protocol?

[{"identifier":"geo
{"relation":"denotes

wnon

0000000000000000 MM1]","individual_age_at_collection":{"ag
Password [{"tatm 1d": "noit1C3224", *term label-f-Me{“bJ.osample id":"PGX _AM BS GSM226722","id":"pgxcs::GSE9003: :GSNM226722", "variant set id":"AM VS _GRCH36"},

s term_ label":"Melanoma of the Skln ,"ter {"variant_set_id":"AM VS_GRCH36","id":"pgxcs::GSE9003::GSM228379", "biosample id":"PGX_AM_BS_GSM228379"},
gy " {“1d"-"pgxcs :GSE9003::GSM217358", "variant_set_id":"AM VS_GRCH36", "biosample id":"PGX_AM BS_ GSM217358"},
{"biosample_id":"PGX_AM BS_GSM217360","variant_set_ id":"AM VS_GRCH36","id":"pgxcs::GSE9003::GSM217360"},
{"id" : "pgxcs::GSE9003::GSM226723", "variant set id":"AM VS GRCH36", "biosample id":"PGX AM BS GSM226723"},
{"biosample id":"PGX AM BS GSM436986","variant set id":"AM VS GRCH36","id":"pgxcs::GSE17534::GSM436986"},
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