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Osnova

-+ Co je HPO?

- K cemu je to dobré?
- Proc prekladat?

- Kdo preklada?

- Jak prekladame?
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Co je to HPO?

- Fenotyp:

- Vsechny pozorovatelné a pripadne vysetritelné
znaky a vlastnosti jedince (pacienta).

- Genotyp + prostredi + epigenetika = fenotyp.
- Ontologie:
- ,explicitni specifikace konceptualizace”

- Standardizovana terminologie pro popis
fenotypu.
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Hypertelorismus

- 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:

- Widened interpupillary distance

- Increased distance between eye sockets

- Wide-set eyes

- Excessive orbital separation

- Increased interpupillary distance

- Increased distance between eyes

- Ocular hypertelorism

- Widely spaced eyes
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I ontology

Hypertelorism wr.oooo3is

Interpupillary distance mare than 2 50 above the mean (alternatively, the appearance of an increased interpupiliary distance or widely spaced eyes)

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

Pubmed References: PMID 19725427

Cross References: AMSH:D006972, SNOMEDCT_US: 184021007, UMLS.CO020534, SNOMEDCT_US:22006008

¥ Export Associations
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Disease Associations

ORPHA: 284984

ORPHA 1104

ORPHAS3

OMIM:201750

ORPHAS7

OmMIn: 101200

Gene Associations

Aneurysm-osteoarthritis Syndrome
Anophthalmia Plus Syndrome

Antley-bixler Syndrome

Antley-bixler Syndrome With Genital Anomalies And Disordered
Steroidogenesis

Apert Syndrome

Apert Syndrome

FGFR2 [2263]

POR [5447]

FGFR2 [2263]

FGFR2 [2263]

ltems per page: 50

Disease Assaciations

CHD=[1107]

CHD4 [1108]

CHD7 [55636]

CHDs [57680]

Gene Associations

(OMIM:618205) - Snijders Blok-campeau Syndrome
(OMIM:617159) - Sifim-hitz-weiss Syndrome

{OMIM:612370) - Hypogonadotropic Hypogonadism 5 With Or Without Anosmia
(ORPHA:478) - Kallmann Syndrome

(ORPHA:432) - Normosmic Congenital Hypogonadotropic Hypogonadism
(OMIM:214800) - Charge Syndrome

(ORPHA:39041) - Omenn Syndrome

(ORPHA:138) - Charge Syndrome

(OMIM:615032) - Autism, Susceptibility To, 18

tems per page:

50
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K c¢emu je to dobré?

- Bioinformaticka analyza dat ziskanych ze
sekvenovani nové generace (NGS)

- Exomiser
- Genomiser

- Navrhy diagndézy na zdkladé zadanych priznaku
- Phenomizer

- Standardizovany popis pacientt pro ,match
making“
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ProcC prekladat?

- Siréi moznosti pouziti terminologie (starsi
|ékari, SZP)

Moznosti strojového zpracovani
nestrukturovanych zprav v cestiné

> - il - il

Czech Dutch French German Italian
12% 14% 25% 100% 12%
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—~ Kdo preklada?

|ékarské genetiky 2. L

) onemocnéni

F UK a FNM.

- Tym Iékarld - klinickych genetikl z Ustavu biologie a

Cést tymu preklddala terminologii vzacnych

1 - ZkusSenosti s popisem dysmorfickych pacientu a

digitalni fenotypizaci (3D skenovani
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Syndrome filter

Anatomical region |- Any -

Term Id Term Name - Related Measurements
1 |HP:0000463 Anteverted nares Nasolabial Angle A
2 |HP:0000581 Blepharophimosis Palpebral Fissure Height; Palpebral Fissure Length
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 000276 Face, Long Bizygomatic Width; Facial Height
8

000275 Face, Narrow Mandibular Width; Facial Height; Bizygomatic Width

000311 Face, Round Mandibular Width; Facial Height; Bizygomatic Width
011219 Face, Short Bizygomatic Width; Faclal Height
11 HP:0000321 Face, Square Mandibular Width; Facial Height; Bizygomatic Width
12 HP:0000325 Face, Triangular Sizygomatic Width; Mandibular Contour;
13 HP:0000337 Forehead, Broad Bifrontal Width
14/ HP:0000341 Forehead, Narrow Bifrontal Width
15 HP:0012371 Hyperplasia of midface Facial Convexity
Remarks Identifying criteria
Synonyms Objective
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.
Subjective

References

Full details and related diseases.

An apparently increased distance between the
nasal base and the midpoint of the labial fissure.
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Jak prekladame

- Online platforma Crowdin

L 3
. = CZECH |;ﬂ HPO LABELS, SYNONYMS, ...
% HP:0000316 X =
Strings Context
o
Translations Everything

® Hypertelorism

® Interpupillary distance more than 2 SD above the mean (alternatively, the app.

@ #Excessive orbital separation #Increased distance between eye sockets #In...

SOURCE STRING
Hypertelorism

CONTEXT

Hypertelorizmus

G O cp
CZECH TRANSLATIONS

Hypertelorizmus
Marek Turnovec (turnovec) 3 years

TM AND MT SUGGESTIONS

&5 Hypertelorismus

Fd Hypertelorismus

wdin Tra =X}

& projects-

<o Sebastian Kohler (

HPO translation

Home  Activity

Translations:

(=

* Czech
12%:

Japanese
1%-

Reports

Resources—

Portuguese
1%«

Discussions

Tasks

French
25%

Russian
1%

German
100%+ 4

Turkish
100% - 7

Italian

12%

2 @ A= &

A Global - Joined | ~

human
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ntology

Description

HPO Translation Project.

This is an ongoing project. HPO is aiming at
translating all labels, synonyms and textual
definitions Into various languages. Of course,
every translator with a significant amount of
contributions (lets say 200 translations) will be
part of the publication about the translation
effort.
Homepage:

If you have questions, please contact

Show Mare

Details

ID: 172282

Source language: English
Project members: 104
Words to translate: 335 192
Created: 5 years ago

Last activity: 4 minutes ago

Managers

.g Sebastian Kahler (drseb)
Contact
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