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Osnova

« HPO

* Vyuziti v klinické praxi
* Preklad do Cestiny

* Prekladatelsky tym

* Nastroje pro preklad



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.



Priklad: Hypertelorismus

* Nazev: Hypertelorism
* |dentifikator: 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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The Human Phenotype Ontology News & Updates

The Human Phenatype 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 13,000 terms and August 2021 HPO release August 2, 2021
over 156,000 annotations to hereditary diseases. The HPO project and athers have developed software for phenotype-driven differential diagnostics, genomic diagnostics, and translational
research. The HPO is a flagship product of the Maonarch Initiative, an NIH-supparted international consortium dedicated to semantic integration of biomedical and model organism data with June 2021 HPO release June 8, 2021
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 roadmap. .

(GRAGH) strateg B April 2021 HPO release April 14, 2021
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Hypertelorism wp.oooo316

Interpupillary distance more than 2 SD above the mean (alternatively, the appearance of an increased interpupillary 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: 19125427

Cross References: MSH:D006972, SNOMEDCT_US: 194021007, UMLS:C0020534, SNOMEDCT_ US:22006008
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Disease Associations

Filter by disease

Disease Id

OMIM:218600

ORPHA:1225

ORPHA:2995

OMIM:243310

OMIM:614583

ORPHA:1231

Gene Associations

Disease Name

Baller-gerold Syndrome

Baller-gerold Syndrome

Baraitser-winter Cerebrofrontofacial
Syndrome

Baraitser-winter Syndrome 1

Baraitser-winter Syndrome 2

Barber-say Syndrome

Items per page: 50

Associated Genes

RECQL4 [9401 ]
ACTG1[71]
ACTB[60]
ACTB [60 ]

ACTG1[71]

TWIST2 [117581 ]

101 - 150 of 1105




Disease Associations Gene Associations

Filter by gene

Gene Symbol Associated Diseases

(ORPHA:1416) - Familial Calcium Pyrophosphate Deposition
(ORPHA:1522) - Craniometaphyseal Dysplasia
(OMIM:118600) - Chondrocalcinosis 2
(OMIM:123000) - Craniometaphyseal Dysplasia, Autosomal Dominant
(ORPHA:2332) - Kbg Syndrome
ANKRD11[29123] (ORPHA:261250) - 16gq24.3 Microdeletion Syndrome

(OMIM:148050) - Kbg Syndrome

(OMIM:602089) - Hemangioma, Capillary Infantile
ANTXR1 [84168] (ORPHA:2067) - Gapo Syndrome

(OMIM:230740) - Gapo Syndrome

(OMIM:614067) - Spastic Paraplegia 52, Autosomal Recessive
APLST[11154] (ORPHA:280763) - Severe Intellectual Disability And Progressive Spastic Paraplegia

ANKH [56172]

(ORPHA:873) - Desmoid Tumor
(OMIM:613659) - Gastric Cancer, Somatic

Items per page: 50 1 - 50 of 694




Vyuziti HPO

» Standardizovany popis fenotypu

 Bioinformaticka analyza (NGS)
- Exomiser
- Genomiser

« Navrhy diagnézy na zakladé zadanych pfiznaku
- Phenomizer

 ,Match making*



Preklad do Cestiny

» Sir8i moznosti pouziti terminologie
— starsi léekari
- SZP
- vyuziti v NIS a ambulantnich systémech

* Moznosti strojového zpracovani
nestrukturovanych zprav v cestine

10



Prekladatelsky tym

« Ustavu biologie a Iékafské genetiky 2. LF UK a FNM =~
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Prekladatelsky tym UBLG

« Lékari / kliniCti genetici

Vd

» Cast tymu prekladala terminologii vzacnych onemocnéni

« ZkuSenosti s popisem dysmorfickych pacientu a digitalni
enotypizaci (3D skenovani)

File View Camera Transform Geometry Metrics Help
2 Syndrome filter
() \ a a @
V) Bt = = Anatomical region |~ Any - =
Q& Q90 4 e (] OOy G A MY 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
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
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;
i 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
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.
References
. Subjective
Full details and related diseases.
& An apparently increased distance between the
o . nasal base and the midpoint of the labial fissure.
-, |/home/mat/mnt/U/3D/3dMD/0954161956/151125135121/151125135121.0bj (*) BNES




Nastroje
pro
preklad

@5 Projects ~  Resources ~

% Sebastian Kéhler (drseh)

HPO translation

Home  Activity  Discussions  Tasks

Translations:

>

.
# Czech Dutch
M- 0 14% - 0

Japanese Portuguese
1% -0 1% - 0

Reports

French
25% -0

Russian
1% -0

German
100% - 4

Turkish
100% « 71°

Italian
12% -0

https://crowdin.com/project/hpo-translation

A Global ~ Joined |~

human
eno e

Description

HPO Translation Project.

This is an ongoing project. HPO s 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: http://www.human-phenotype
ontology.org

If you have questions, please contact

dr.sebastian.koehler@gmail.com

Show More



= CZECH o HPO LABELS, SYNONYMS, .. OO @ £ ‘

HP:0000316 X = SOURCE STRING = B LY

E

Hypertelorism
Everything ~ Aa £}
No comments yet
CONTEXT REQUEST

® Hypertelorism HPO_classes
label of HP:0000316 (Hypertelorism) ; abnormality of the eye
® Interpupillary distance more than 2 SD above ...

® #Excessive orbital separation #Increased dista... Hypertelorizmus

[ § ch 13-15 | SAVE

CZECH TRANSLATIONS

Hypertelorizmus 0 s

(]

Marek Turnovec (turnovec) 4 years ago
TM AND MT SUGGESTIONS

) Hypertelorismus
Crowdin Translate ¢

OTHER LANGUAGES
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—  CZECH .- HPO LABELS, SYNONYMS, ...

HP:0000316 xX =

Everything ~ Aa 1 £3

® Hypertelorism
® Interpupillary distance more than 2 SD above ..

® #Excessive orbital separation #Increased dista...

SOURCE STRING &« S

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

CONTEXT REQUEST

HPO_classes
definition of HP:0000316 {Hypertelorism) ; abnormality of the eye

Interpupilarni vzdalenost vice nez 2 SD. Alternativné, ocividné zvétSena interpupilarni vzdalenost Ci
daleko od sebe posazené odi

B O cp 147 - 129 | SAVE

QA ISSUES 1

Source text contains the symbol *(', please add this symbaol to the translation.

CZECH TRANSLATIONS

Interpupilarni vzdalenost vice nez 2 SD. Alternativné, ocividné 0 v
zvetsena interpupilarni vzdalenost ¢i daleko od sebe posazené odi

(]

Martin Schwarz (nezzmar) 2 years ago
TM AND MT SUGGESTIONS

@ Interpupilarni vzdalenost mensi nez -2 SD, alternativné, ogividné sniZzend
interpupilarni vzdalenost, i blizko u sebe umisténé oci
Interpupillary distance moreless than 2 SD abovebelow the mean (alternatively, the
appearance of an increaseddecreased interpupillary distance or widelyclosely spaced
eyes)
HPO translation's TM, 89% match, a year ago

Vzdjemna vzdalenost o vice nez 2 SD nad stfedni hodnotou (alternativné vzhled
zvyiené mezilaboratorni vzdalenosti nebo Siroce rozmisténych oci)

|
eld

Crowdin Translate

OTHER LANGUAGES

=

oo = % @

Mo comments yet

LY
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=  CczECH .. HPO LABELS, SYNONYMS, .. oo = % @

I i "

HP:0000316 X = SOURCE STRING &« o

#Excessive orbital separation #Increased distance between eye sockets #Increased distance
between eyes #Increased interpupillary distance #0cular hypertelorism #Wide-set eyes #Widely
spaced eyes #Widened interpupillary distance

Everything Aa 1 3
No comments yet

B Hypertelorism

CONTEXT REQUEST
® |Interpupillary distance more than 2 SD above t... HPO classes
D_"

synonyms of HP:0000316 (Hypertelorism) ; abnormality of the eye

® #Excessive orbital separation #Increased dista...

#Vzdalené oéni dilky #Daleko od sebe posazené oci #Hypertelorismus #0¢&ni hypertelorismus
#Zvétsena interpupilarni vzdalenost #Siroko od sebe posazené oéi #Vétsi vzdalenost mezi otima

5 T ch 227 - 182 | SAVE

CZECH TRANSLATIONS

#Vzdalené oéni dilky #Daleko od sebe posazené ofi 0 v

al

#Hypertelorismus #0¢ni hypertelorismus #Zveétsena interpupilarni
vzdélenost #Siroko od sebe posazené oéi #Vétsi vzdalenost mezi
ocima

Martin Schwarz (nezzmar) 2 years ago

TM AND MT SUGGESTIONS

B
A

#MNadmérne déleni orbitalnich bodd #2vysena vzdalenost mezi podstavci odi

R

2F

#Zvysena vzdalenost mezi ocmi #Zvysena vzdalenost mezi ocima #Zvysena
pranikova vzdalenost #Zvétsend vzdalenost oéi #Zvétsend vzdédlenost mezi otima

Crowdin Translate

OTHER LANGUAGES



Problémy pri prekladu
 Cas
* CrowdIn
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Déekuji za pozornost.

marek.turnovec@Ifmotol.cuni.cz
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