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Human Phenotype Ontology

* Standardizovana terminologie pro popis fenotypu

* VSechny pozorovatelné a pripadné vysetritelné znaky a vlastnosti jedince
(pacienta).a

* = genotyp + prostredi + epigenetické faktory

" Explicitni spefikace konceptualizace

* Orientovany acyklicky graf
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https://hpo.jax.org

" About Data” ~ Resources ~ Community
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Search for phenotypes, diseases or genes...

e.g. I I

The Human Phenotype Ontology News & Updates

The Human Phenotype Ontology (HPO) provides a standardized vocabulary of phenotypic abnormalities
encountered in human disease. Each term in the HPO describes a phenotypic abnormality, such as Atrial septal
defect. The HPO is currently being developed using the medical literature, Orphanet, DECIPHER, and OMIM.
HPO currently contains over 18,000 terms and over 156,000 annotations to hereditary diseases. The HPO 2.0.0 API Breaking Changes June 7, 2024
project and others have developed software for phenotype-driven differential diagnostics, genomic diagnostics,
and translational research. The HPQ is a flagship product of the Monarch Initiative, an NIH-supparted
international consortium dedicated to semantic integration of biomedical and model organism data with the
ultimate goal of improving biomedical research. The HPO, as a part of the Monarch Initiative, is a central

component of one of the 13 driver projects in the Global Alliance for Genomics and Health (GA4GH) strategic m

roadmap.

Learn More About HPO

2.0.4 Medical Actions September 18, 2024

April 2024 HPO release April 19, 2024




Zakladni udaje a vazby

* 18 000 terminu * Relace:
* Termin: * geny
* code (HP:XXXXXXX) * OMIM
" label * Orphanet
* MeSH
* PubMed
* 156 000 anotaci k dédi¢nym © UMLS
onemocnénim * SNOMED CT
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Priklad terminu

* Nazev: Hypertelorism
* ldentifikator: HP:0000316

* Definice: Interpupillary distance more than 2 SD above the mean (alternatively, the appearance of an increased
interpupillary distance or widely spaced eyes).

* Synonyma:
— Excessive orbital separation
— Increased distance between eye sockets
— Increased distance between eyes
— Increased interpupillary distance
= Ocular hypertelorism
— Wide-set eyes
— Widely spaced eyes

— Widened interpupillary distance
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Hypertelorizmus #p.oooo316

@ English @ Dutch @ French @ German @ Chinese o [talian @ Japanese . Nyangumarta ") Spanish

Interpupilarni vzdalenost vice nez 2 SD. Alternativné, ocividné zvétSena interpupilarni vzdalenost ¢i daleko od sebe posazené oci

Synonyms: Excessive orbital separation - Increased distance between eye sockets - Increased distance between eyes - Increased interpupillary distance - Ocular
hypertelorism - Wide-set eyes - Widely spaced eyes - Widened interpupillary distance

Cross References: SNOMEDCT US:194021007, SNOMEDCT US:22006008, UMLS:C0020534

i Export Associations [/ Translate your language

Disease Associations Gene Associations

Disease Associations Gene Associations

Disease Id Disease Name Associated Genes Gene Symbol Assaciated Diseases
ORPHA276413 10922.3023.3 microdeletion syndrome ABCDA [5826] (OMIM:614857) - Methylmalonic aciduria and homocystinuria, Cblj type
HMGA2 [8091] (OMIM:264470) - Peroxisomal acyl-CoA oxid. defici
) ) : yI-CoA oxidase deficiency
ORPHA:94063 12q14 microdeletion syndrome
q i LEMD3 [23552] ACOX1[51] (ORPHA:2971) - Peroxisomal acyl-CoA oxidase deficiency
(OMIM:618960) - Mitchell syndrome
ORPHA:261120 14911.2 microdeletion syndrome (ORPHA:171433) - Intermediate nemaline myopathy
(ORPHA:171436) - Typical nemaline myopathy
ORPHA:264200 14q22q23 microdeletion syndrome (OMIM:161800) - Nemaline myopathy 3
(ORPHA:171430) - Severe congenital nemaline myopathy
ACTA1[58] (ORPHA:97240) - Zebra body myopathy
ORPHA:401935 14q24.1924.3 microdeletion syndrome (ORPHA:171439) - Childhood-onset nemaline myopathy
(OMIM:616852) - Myopathy, scapulohumeroperoneal
ORPHA:314585 15q overgrowth syndrome (ORPHA:97244) - Rigid spine syndrome
(ORPHA:2020) - Congenital fiber-type disproportion myopathy
Displaying 20 out of 1167. View all Displaying 20 out of 760. View all
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Licencovani

* Upravy mohou byt provadény vyvojafi HPO
* Data jsou volné k uziti, pokud:

* Je priznano autorstvi HPO konzorcia (pripadné uvedena citace)
* Je uvadéna pouzita verze (¢i datum vydani)

* Neni pozménén obsah Ci relace

* Pozadavky na nové terminy, opravy, etc - issue tracker na Githubu:
https://github.com/obophenotype/human-phenotype-ontology/issues
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Vyuziti

* Moznost urceni podobnosti fenotypu
* Informacni systémy, registry

* Bioinformaticka analyza dat se sekvenovani nové generace

— filtrovani a/nebo prioritizace nalezenych variant
* Navrhy diagndzy na zakladé zadanych priznak

File View Camera Transform Geometry Metrics Help
. - = a Syndrome filter
— ; . AR 2 \ a a @ ) <-
Phenomizer, Face2Gene B ocmixussgsoe = :
) Qe Q90 o e [l Oy G4 MV Term Id Term Name - Related Measurements B
= 1 [HP:0000463 Anteverted nares Nasolabial Angle A
2 |HP:0000581 Blepharophimosis Palpebral Fissure Height; Palpebral Fissure Length
Vi «s 7 Vi 4 3 |HP:0009765 Columella, Low hanging Nasolabial Angle D
[ ] 4 |HP:0002000 Columella, Short Nasal Protrusion; Columella Length
5 |HP:0000490 Eyes, Deeply Set Orbital Protrusion
6 |HP:0000283 Face, Broad Mandibular Width; Facial Height; Bizygomatic Width
7 |HP:0000276 Face, Long Bizygomatic Width; Facial Height
8 |HP:0000275 Face, Narrow Mandibular Width; Facial Height; Bizygomatic Width
Ve o 9 |HP:0000311 Face, Round Mandibular Width; Facial Height; Bizygomatic Width
10/HP:0011219 Face, Short Bizygomatic Width; Facial Height
_ 11 HP:0000321 Face, Square Mandibular Width; Facial Height; Bizygomatic Width
§ 12 HP:0000325 Face, Triangular Dy Width; Contour;
g 13|HP:0000337 Forehead, Broad Bifrontal Width
# 14|HP:0000341 Forehead, Narrow Bifrontal Width
. . 15/HP:0012371 Hyperplasia of midface Facial Convexity 2
[ Remarks Identifying criteria
ext mining
Increased vertical length of upper lip; Increased Distance between the nasal base and the midpoint
height of upper lip of the labial fissure is more than 2 standard
deviations above the mean.
References
R Subjective
Full details and related diseases.
. o An apparently increased distance between the
(] |V| a tc m a I n g " nasal base and the midpoint of the labial fissure
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Preklad do cestiny

Implementace v €eskych IS a expertnich systémech
Siréi moznosti pouZiti terminologie odbornou vefejnosti (starsi Iékafi, SZP)
Moznosti strojového zpracovani nestrukturovanych zprav v cestiné

Prvni preklady od roku 2016, od 2018 dalsi prekladatelé, od roku 2020
intenzivnéji

Online prekladatelska platforma Crowdin

V roce 2023 dokonceno 100 % (437 172 slov)
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Prekladatelsky tym

Ustav biologie a lékarské genetiky 2. LF UK a FNM

MUDr. Nikola Novak Cajbikova
Mgr. Veronika Moslerova, Ph.D.
MUDr. Martin Schwarz

MUDr. Pavel Tesner, Ph.D.
MUDr. Marek Turnovec

doc. MUDr. Markéta VIckova, Ph.D.

MUDr. Michaela Mihulova

SN

UIBSLG

Ustav bioclogie a lIékarské genetiky
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Mgr. Jolana Cady

Mgr. Katerina HanusSova
Mgr. Katerina Holasova
Mgr. Dalibor Slovak
MUDr. Miroslav Zvolsky
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Aktualni stav

Prechod z Crowdin do Google Spreadsheets
Jednodussi workflow

Moznost hromadnych uprav

Mensi zavislost na spravcich HPO

4393 novych polozek k prekladu (hlavni termin + ve vétsiné pripadu
definice)

1684
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E Sweden &

Uniquely Swedish or are there other countries where this is standard?

Déekuji za pozornost... E

=) Speak Swedish

#Swedish expression of the day: "Hall tummarna" means to keep your fingers
crossed. Halla tummarna literally translates into “to hold your thumbs”
Crossing fingers in Sweden means you're lying. So questions is, fingers or
thumbs? @

...a drzte palce.
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