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Matchmaker Exchange®Web

Q HOW TO GET STARTED ~ Il OUR RESOURCE LIBRARY ~ % EXCHANGE PARTICIPANTS X CONTACT US

Matchmaker Exchange

Genomic discovery through the exchange of phenotypic & genotypic profiles

AA £ AA A

http://www.matchmakerexchange.org/

®
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PhenomeCentral phenomecentral.org

1 755 cases Neurﬁomjcs

deeply phenotyped
‘@® CARE most with exomes
k- TOrRARE most undiagnosed

672 users

clinicians and scientists
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Global Alliance
for Genomics & Health

Matchmaker Exchange

Cohort discovery via exchange of phenotype/genotype profiles z IRDIRC
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") J R ! RE https:/figshare.com/articles/Connecting_Rare_Disease_Patient_Databases_with_the_Matchmaker_Exchange_API/3159535
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Efforts have different data/focus

variants, genes,
. diseases phenotypes (PhenoDB)

phenotypes (HPO), (i
genes, Connect
exomes [N
Central Variome

model . variants (CNVs),
organisms @ , Ch_al!enge. @ phenotypes (HPO)
find similar cases
. between allthese 4l
variants databases =

prioas diseases,
exomes
RD
Connect

diseases
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HPO : Human Phenotype Ontology
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Human Phenotype Ontology 33

11,000+ terms

110,000 associations with 7,000 rare diseases and
4,000 common diseases

abnormality

eye disease neurologic skeletal ]
[
| |

abnormal eye
morphology
lobe
coloboma 9 .
abnormality
¢ J RARE Copyright © 2017 ASrid. All Rights Reserved 9

HPO : HP:0000006

name: Autosomal dominant inheritance

alt_id: HP:0001415

alt_id: HP:0001447

alt_id: HP:0001448

alt_id: HP:0001451

alt_id: HP:0001455

alt_id: HP:0001456

alt_id: HP:0001463

def: "A mode of inheritance that is observed for traits related to a gene encoded on one of the
autosomes (i.e., the human chromosomes 1-22) in which a trait manifests in heterozygotes. In
the context of medical genetics, an autosomal dominant disorder is caused when a single copy of
the mutant allele is present. Males and females are affected equally, and can both transmit the
disorder with a risk of 50% for each child of inheriting the mutant allele." [HPO:curators]
synonym: "Autosomal dominant" EXACT []

synonym: "Autosomal dominant form" RELATED [HPO:skoehler]

synonym: "Autosomal dominant type" RELATED [HPO:skoehler]

xref: SNOMEDCT_US:263681008

xref: UMLS:C0443147

is_a: HP:0000005 ! Mode of inheritance

«2 J-RARE
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HPO ~IL D 77 > Dflad—5B

HP:0000006 HP:0000490
HP:0000023 HP:0000494
HP:0000098 HP:0000501
HP:0000175 HP:0000505
HP:0000189 HP:0000518
HP:0000193 HP:0000520
HP:0000218 HP:0000541
HP:0000238 HP:0000545
HP:0000268 HP:0000565
HP:0000272 HP:0000577
HP:0000275 HP:0000592
HP:0000276 HP:0000678
HP:0000278 HP:0000689
HP:0000316 HP:0000766
HP:0000347 HP:0000767
J-RARE - -
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