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Abstract in English comes here.

With the decreasing cost of decoding the human genome, research and development of medical care based on the
genome information of individuals, or so-called genomic medicine, has been rapidly advancing in Japan and
abroad. Genomic medicine refers to medical care that is tailored to a person's physical constitution and medical
conditions based on omics testing information, including a person's genome information, and is based on a variety
of medical information, including high-quality and reliable genome test results. In this field of genomic medicine,
the use of ICDs and Human Phenotype Ontology (HPO) is expanding. In the field of genomic medicine, the use
of ICD and Human Phenotype Ontology (HPO) for disease phenotypes is widely used. In this talk, we will review
the use of ICD and HPO in the field of genomic medicine, and the possibility of linking HPO and other word

collections to ICD-11 and ensure consistency.

Keywords: Please input 3 to 5 keywords in English.
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2.1 Human Phenotype Ontology (HPO)
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Human Phenotype Ontology & i FR 19 & ffii (Clinical
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= All

= Clinical modifier
#- Aggravated by
Ameliorated by
Onset
Pace of progression
Pain characteristic
Phenotypic variability
Position
Severity
Temporal pattern
Triggered by
=- Frequency

Excluded

Frequent

Obligate

Occasional

Very frequent

Very rare

-

Abnormality of
the nervous system

Abnormality of Abnormality of
the abdomen the muscles

= Mortality/Aging
= Age of death

Death in adolescence
Death in childhood
Death in early adulthood
Death in infancy
Neonatal death
Stillbirth
Sudden death

= Phenotypic abnormality
#- Abnormal cellular phenotype
Abnormal test result
Abnormality of blood and blood-forming tissues
Abnormality of connective tissue
Abnormality of head or neck
Abnormality of limbs
ity of bolism/h
Abnormality of prenatal development or birth
Abnormality of the breast
Abnormality of the cardiovascular system

- Mode of inheritance
#- Autosomal dominant inheritance
Autosomal recessive inheritance
#- Contiguous gene syndrome
Familial predisposition
+- Genetic anticipation
#- Gonosomal inheritance
Heterogeneous
Mitochondrial inheritance
Multifactorial inheritance
#- Somatic mutation
Sporadic

Abnormality of the digestive system
Abnormality of the ear

Abnormality of the endocrine system
Abnormality of the eye

Abnormality of the genitourinary system
Abnormality of the immune system
Abnormality of the integument
Abnormality of the musculature
Abnormality of the nervous system
Abnormality of the respiratory system
Abnormality of the skeletal system
Abnormality of the thoracic cavity
Abnormality of the voice
Constitutional symptom

Growth abnormality

Neoplasm

*
&-8-8-8-56-6-66666686666008860

1 Human Phenotype Ontology MD1&i&

2.2 HPO IZKHRIRE DEF

4 ) WERAYBHICIUN T, VWS HPO IZ LD R B O BUS
WIRENTNDDTHAIN ?

UDN Tidh /LT OFE#n s HPO D HFEIZOW T HIKSFE
LB Z L0 A REHHZ4T V) REROBEZIT>TV\5,
%72, Genomics England & NHS DA/ R BEH LEDOFHE
BLUODBABED 10 T ET ) L~ AFETEATO, BE
DIRFITRITT T HEEBIC, 27 ) MERT —F X — A5
LT DEFRFFRICBVAAA TND I, ZOLERS ) Mk
WEPFEAT D EAKREAE HPO I8V T 7L —ha
AW THEAAL TWA (K 2), Australian Genomics (38T,
FEERFEBAZ HPO ICX0T o 7L — 2 W THREL TV
(B 3)9,

Disease status

Disease status Age of onset

Please select N
HPO phenotypes

Add HPO phenotypes

Genomic‘s

Q

Based on what you've told us, we've suggested the following HPO phenotypes.

O Yes O No O Notsure Add moditier Q
O Yes O No O Notsure Add moditier Q
Muscle weakne Q Yes O No QO Notsure Add modifier Q

Rare disease diagnoses

Search for diagnosis

@ oMM O Orphanet Q
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Principal phenotypic features Coarse facial features | HP:0000280
HPO terms

Principal phenotypic features Sparse hair HP:0008070
HPO terms

Principal phenotypic features Hypertrichosis HP:0000998

HPO terms

Aplasia/Hypoplasia of ... | HP:0008386

HPO terms

Principal phenotypic features

Dysplastic corpus callo... | HP:0006989
HPO terms

Principal phenotypic features

Principal phenotypic features

HPO terms
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Phenotype-driven differential diagnosis Cross-species phenotype analysis

Phenomizer PhenoDigm
BOQA MouseFinder
FACE2GENE Monarch
Phenolyzer PhenomeNet
Phenotype-driven exome/genome analysis UberPheno
Exomiser MORPHIN
PhenIX PhenogramViz
Phevor Phenotype knowledge resources and databases
PhenoVar Orphanet
gﬁ‘m Beol MalaCards
Xplorer NIH genetic testing registry
Phen-Gen OMIM
Geno2MP deGO
Genomiser o
SimReg ClinVar
P GeneSetDB
ontologySimilarity MSeaDR
Functional and network analysis equs -
DIDA (digenic diseases database)
TopGene/ToppFunn N N .
WebGestalt ) Gc_neu_c and Rare Diseases (GARD) Information Center
SUPERFAMILY Visualization
REAT PhenoStacks
Random walk on heterogeneous network PhenoBlocks
PANDA DECIPHER (phenogram)
PREDICT phenogrid
Clinical data management and analysis ontologyPlot
Phenotips
Patient Archive
GENESIS (GEM.app)
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1) Human Phenotype Ontology: https://hpo.jax.org/.

2) Human Phenotype Ontology (BioPortal):
https://bioportal.bioontology.org/ontologies/HP.

3) Genomics England. https://www.genomicsengland.co.uk/.

4) Australian Genomics. https://www.australiangenomics.org.au/.

5) Kohler S, et al. (2017) The Human Phenotype Ontology in 2017.
Nucleic Acids Res. 45(D1): D865-D876.

6) Human Phenotype Ontology — Japanese.
https://github.com/hpoj/alpha.

7) AR ERICBITHANEHEICD-11HAICLDEE. AARE
EERAHEEE 2019 ; 56(3) @ 242-247.
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