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A selection of public-facing clinical databases using HPO to annotate patient data for disease-gene discovery projects

Name URL
PhenomeCentral phenomecentral.org
DDD (Deciphering Developmental Disorders) www.ddduk.org

DECIPHER (DatabasE of genomiC varlation and Phenotype in Humans

. decipher.sanger.ac.uk
using Ensembl Resources) P 8

ECARUCA (European Cytogeneticists Association Register of

) http://umcecaruca0l.extern.umcn.nl:8080/ecaruca/ecaruca.js
Unbalanced Chromosome Aberrations) p:// / / oP

The 100 000 Genomes Project https://www.genomicsengland.co.uk/

Geno2MP (Exome sequencing data linked to phenotypic information

http: 2mp.gs.washington.ed
from a wide variety of Mendelian gene discovery projects) b://geno2mp.gs.washington.edu

NIH UDP (Undiagnosed Diseases Program) available via phenomecentral.org
NIH UDN (Undiagnosed Diseases Network) available via phenomecentral.org
HDG (Human Disease Gene Website series) www.humandiseasegenes.com

Phenopolis (An open platform for harmonization and analysis of

sequencing and phenotype data) https://phenopolis.github.io

GenomeConnect (Patient portal developed by ClinGen (67) www.genomeconnect.org
FORGE Canada & Care4Rare Consortium available via phenomecentral.org
RD-Connect platform.rd-connect.eu

Genesis thegenesisprojectfoundation.org

5| : Sebastian Kéhler, et al. The Human Phenotype Ontology in 2017, Nucl. Acids Res. (2017) doi: 10.1093/nar/gkw1039
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Phenotype-driven differential diagnosis

Clinical data management and analysis

Phenomizer

BOQA

FACE2GENE

Phenotips
Patient Archive H A Cl&Patient ArchiveZ
GENESIS (GEM.app) IRUD ExchangeéLTA—AHS

Phenolyzer

Cross-species phenotype analysis

Phenotype-driven exome/genome analysis

PhenoDigm

MouseFinder

Exomiser Monarch

PhenIX PhenomeNet

Phevor UberPheno

PhenoVar MORPHIN

eXtasy PhenogramViz

OMIMExplorer Phenotype knowledge resources and databases

Phen-Gen Orphanet
MalaCards

GenoZMP NIH genetic testing registry

Genomiser OMIM

SimReg dcGO

ontologySimilarity Clinvar

Functional and network analysis GeneSetDB

TopGene/ToppFunn MSeqDR

WebGestalt DIDA ('digenic disea?ses database) .

SUPEREAMILY Gfenetl.c an.d Rare Diseases (GARD) Information Center
Visualization

GREAT PhenoStacks

Random walk on heterogeneous network

PANDA

PhenoBlocks

PREDICT

DECIPHER (phenogram)

phenogrid

ontologyPlot

51 : Sebastian Kdhler, et al. The Human Phenotype Ontology in 2017, Nucl. Acids Res. (2017) doi: 10.1093/nar/gkw1039
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Abnormal facial shape present HP:0001999

Abnormality of the mouth present HP:0000153

Muscular hypotonia present HP:0001252

Recurrent respiratory infections present HP:0002205

Slow-growing hair present HP:0002217

Weak cry present HP:0001612

Widely spaced primary teeth present HP:0006313
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Explore Disorders

Search and add to list (Maximum three entries)
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Cross-species matching
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mouse model:

common
b2b1035Clo (UPheno)
(aka Blue Meanie)
abnormal
duplex kidney kidney
MP:0004017 morphology
abnormal
cleft palate palate
MP:0000111 morphology
prenatal growth growth
retqrdahon/ deficiency
MP:0010865

Malformation
of the heart

\Follure to thrive
HP:0001508

tricuspid
valve atresia / and great
MP:0006123 vessels
abnormal
heart and
_ persistent truncus / great artery
arteriosis attachment
MP:0002633
Bridge Ontology

Mammalian Phenotype Ontology
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Human Disease:
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SYNDROME
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Renal

hypoplasia
HP:0000089

High-arched
palate
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Ventricular
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Pulmonary
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