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1 Human Phenotype Ontology (HPO)
O FwmAO-EEMEEICET HIEIRZTHI13,0004 UL Ex (Sebastian, 2016)

general

e > HPOZFFIR T HZHH DT —FX—X (Kéhler,2017)
malformation v Orphanet, OMIM, ClinVar, MedGen, GARD... etc.

abn. of the
cardiac septa

Orphanet OMIM

abn. of the atrioventricular
atrial septum canal defect

# 700014: 169800014:
w"PEE  HioERE

atrial septal primum atrial
specific deect septal defect 15']) _.E),b:bb;-'— (Orphanet'2573)
%uE’JBﬁ (HP: 0001249)
IH: At tal defect (10» 85)
: £ F I Atria septal defect (DEHERIE) . %ﬂE(HP:OOOlZSO)

FAZEE: Atrial septum defect
FEEREE: ASD
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Measure Equation Variations Reference
Resnik(a,b) e 1C(6) Avg, Max  Rensik, 1995
_ 2 * Resnik(a, b) _
L
in(a,b) IC(@) +1C ) Avg, Max Lin, 1998
: 1 :
Jiang-Conrath(a,b) 1C(a) +1C(b) — 2 = Resnik(a,b) + 1 Avg, Max Jiang, 1997
2 IC(t)
simGIC(P,Q) teg"ng® Pesquita, 2007
ZtEgPUgQ IC(t)
R ) ] t,t _
GeneYenta(P,Q) Leer, Rexmaxer,Siierms )><100 Gottlieb, 2015

2ter, Rexly
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Name URL
PhenomeCentral phenomecentral.org

DDD (Deciphering Developmental Disorders)
DECIPHER (DatabasE of genomiC varlation and Phenotype in
Humans using Ensembl Resources)

ECARUCA (European Cytogeneticists Association Register of
Unbalanced Chromosome Aberrations)

The 100 000 Genomes Project

Geno2MP (Exome sequencing data linked to phenotypic
information from a wide variety of Mendelian gene discovery
projects)

NIH UDP (Undiagnosed Diseases Program)

NIH UDN (Undiagnosed Diseases Network)

HDG (Human Disease Gene Website series)

Phenopolis (An open platform for harmonization and analysis of
sequencing and phenotype data)

GenomeConnect (Patient portal developed by ClinGen (67)
FORGE Canada & Care4Rare Consortium

RD-Connect

Genesis

www.ddduk.org
decipher.sanger.ac.uk

http://umcecaruca0l.extern.umcn.nl:
8080/ecaruca/ecaruca.jsp

https://www.genomicsengland.co.uk/
http://geno2mp.gs.washington.edu

available via phenomecentral.org
available via phenomecentral.org
www.humandiseasegenes.com
https://phenopolis.github.io

www.genomeconnect.org
available via phenomecentral.org
platform.rd-connect.eu
thegenesisprojectfoundation.org

Hi AT : Kdhler, Sebastian, et al. "The human phenotype ontology in 2017." Nucleic acids research 45.D1 (2016): D865-D876.
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Ud agno sed Phenome
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,\)
wellcome
a)( PubCaseFinder - Snger
Phenotype-Driven Differential-Diagnosis System : MyGene2 DECIPHER
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Archive
e .
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BEOBRS L ER
HP:0001009 EMMEMIR « HP:0001249 FMMEE « HP:0001250 FfE « HP:0002072 A

o [

LA HP:0002315 88 TR

HRREBORYE sem Thunderclap headache
B GIEY

:HP:0002315

:Headache

:Cephalgia, or pain sensed in various parts of
the head, not confined to the area of
distribution of any nerve.

Synonym:Headaches
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AAROD—OoORY T 7L RAEF AL T, HPO term%
E k@D Body Partsl =Xt it {5 1F7=

BodyParts3D/
Anatomography

Human Uber Foundational
Phenotype Anatomy Model of

Ontology Ontology Anatomy
(HPO) (UBERON) (FMA)

#913,00095 X %320,00095 X #3100,00095 &

%99,000/\—Y
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H) BEEHRIRFRMBRE (Orphanet:822)
Orphanet — A E M (HP:0001878)
»1000. —— # 8 (HP:0000952)

mOKRE —— [ & (HP:0001744)
FEBIERE PMID: 12355853 T &REA T ER

Hereditary spherocytosis is a genetic, frequently
familial hemolytic blood disease characterized by
ﬁ9100751¢

varying degrees of hemolytic anemia, splenomegaly,
and jaundice. = = - iE ISR

PubMed
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) ConceptMapper(Tanenblatt, 2010) . MetaMap (Aronson, 2010) .
NCBO Annotator (Jonquet, 2009)

) CRAFT Corpus ZFIFALT=. /\T+—< > X LB (Christopher, 2014)

O 8DDAUFAD—IZHEVTF-measureZ LLEFER. 7004 +OD—T
ConceptMapper®F-measure N ExHLE M o7=

2 HPO gold standard (Tudor, 2015) Z FHULN="Y— )L &% 4l (B&[R, JSAI2017)

System F-measure Precision Recall
NCBO Annotator 0.51 0.54 0.47
MetaMap 0.56 0.51 0.61
ConceptMapper 0.52 0.52 0.51
System Processing time (sec) 1005 D REFIER S
NCBO Annotator 206.0 DB (ZE T BHRFfHE
MetaMap 351.0 ) 17.7 (day)
ConceptMapper 4.3 # 5.2 (hour) )
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Recall
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B 3 < D F % (GeneYenta : Orphanet)
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5Fifi FH D 1354 512 FIIFAL T, Recalll,5,10,20,50,100,1000% L8}

Top1l Top5 Top 10 Top 20 Top 50 Top 100

Top 1000
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