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Figure S1 
 
 
 

Figure S1: Example of hierarchical (tree) structure of data in the 

Orphanet Rare Disease Ontology (ORDO). PHACE syndrome (posterior 

fossa anomalies, hemangioma, arterial lesions, cardiac 

abnormalities/coarctation of the aorta, eye anomalies) is used as an 

example; only the ocular component of the disorder is shown. 
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Table S1 

 total terms at time of 
publication 

terms reviewed during the ERN-EYE 
Ontology meeting, 10/2017 

Human Phenotype 
Ontology (HPO), 
11/2018 version 

1106 605 added,  
>400 revised 

Orphanet Rare 
Disease Ontology 
(ORDO),  
11/2018 version 

1202 67 groups created,  
36 disorders introduced, 
90 terms removed/merged, 
131 nomenclature modifications 

A detailed list of the modifications that were made in HPO as a result of the ERN-EYE Ontology 
meeting can be found in the HPO GitHub repository (label “ERN-EYE”: 
https://github.com/obophenotype/human-phenotype-ontology/labels/ERN-EYE). For a list of the 
groups and disorders introduced to ORDO please see Table S2 and https://www.orpha.net. 

 
 

Table S2 

A list of disease groups and specific disorders introduced to the Orphanet Rare 
Disease Ontology (ORDO) as a result of the ERN-EYE Ontology meeting (Mont 
Sainte-Odile, France, 10/2017) 

ORDO disease groups ORPHA code 

Rare disorder of the visual organs ORPHA:520814 
Rare disorder of the orbital region currently evaluated 
Rare disorder of the ocular adnexa ORPHA:519266 
Rare eyelid disorder currently evaluated 
Rare nasolacrimal system disorder currently evaluated 
Syndromic nasolacrimal system disorder ORPHA:519274 
Isolated nasolacrimal system disorder currently evaluated 
Aplasia/hypoplasia of the nasolacrimal drainage system currently evaluated 
Inflammatory/autoimmune disorder involving the nasolacrimal 
system 

ORPHA:519264 

Rare disorder with entropion ORPHA:519270 
Rare disorder with ectropion ORPHA:519268 
Structural developmental eye defect ORPHA:519272 
Coloboma with extraocular manifestations currently evaluated 
Rare disorder of the anterior segment of the eye ORPHA:519284 
Anterior segment dysgenesis with extraocular manifestations ORPHA:519276 
Rare disorder with conjunctival involvement as a major feature ORPHA:519280 
Rare disorder with corneal involvement as a major feature ORPHA:519288 
Rare corneal disorder ORPHA:519282 
Rare inflammatory/autoimmune corneal disorder ORPHA:519290 
Non-infective crystalline keratopathy currently evaluated 
Infective keratitis ORPHA:519278 
Rare disorder of the pupil ORPHA:519286 
Early-onset cataract currently evaluated 
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ORDO disease groups (continued) ORPHA code 

Syndromic ectopia lentis ORPHA:519292 
Syndromic microspherophakia ORPHA:519294 
Syndromic microphakia ORPHA:519294 
Rare scleral disorder ORPHA:519298 
Rare disorder with pigmented sclera ORPHA:519296 
Rare disorder of the posterior segment of the eye ORPHA:519311 
Rare choroidal disorder ORPHA:519309 
Isolated chorioretinal dystrophy ORPHA:519300 
Syndromic chorioretinal dystrophy ORPHA:519321 
Rare retinal disorder ORPHA:519315 
Inflammatory/autoimmune retinopathy currently evaluated 
Retinal tumor currently evaluated 
Rare retinal vasculopathy ORPHA:519317 
Isolated vitreoretinopathy ORPHA:519304 
Syndromic vitreoretinopathy ORPHA:519327 
Isolated inherited retinal disorder currently evaluated 
Isolated stationary inherited retinal disorder ORPHA:519319 
Isolated progressive inherited retinal disorder ORPHA:519306 
Syndromic inherited retinal disorder ORPHA:519325 
Syndromic stationary inherited retinal disorder currently evaluated 
Syndromic progressive inherited retinal disorder currently evaluated 
Inherited disorder of cone function currently evaluated 
Rare macular disorder ORPHA:519313 
Isolated macular dystrophy ORPHA:519302 
Syndromic macular dystrophy ORPHA:519323 
Rare disorder affecting multiple structures of the eye ORPHA:519329 
Primary early-onset glaucoma currently evaluated 
Secondary early-onset glaucoma ORPHA:519331 
Rare optic nerve disorder ORPHA:519351 
Rare disorder with optic disc malformation ORPHA:519345 
Rare ophthalmic disorder with cranial nerve involvement ORPHA:519349 
Rare oculomotor nerve disorder currently evaluated 
Rare trochlear nerve disorder ORPHA:519353 
Rare trigeminal nerve disorder currently evaluated 
Rare abducens nerve disorder currently evaluated 
Rare facial nerve disorder currently evaluated 
Rare disorder with extraocular muscle involvement ORPHA:519355 
Rare ocular motility/alignment disorder ORPHA:519347 
Inflammatory/autoimmune optic neuropathy ORPHA:499047 
Pseudopapilledema ORPHA:519339 
Disorder with optic nerve compression ORPHA:519337 
Congenital optic disc excavation ORPHA:519333 
Rare brainstem/cerebellar disorder with ophthalmic 
involvement as a major feature 

ORPHA:519341 

Rare cortical disorder with ophthalmic involvement as a 
major feature 

ORPHA:519343 
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ORDO disorders ORPHA code 

Congenital cystic eye ORPHA:519384 
Isolated coloboma currently evaluated 
Isolated blepharochalasis ORPHA:519390 
Isolated congenital entropion ORPHA:519386 
Complete absence of nasolacrimal drainage system currently evaluated 
Agenesis lacrimal ducts currently evaluated 
Congenital lacrimal punctal membrane currently evaluated 
Autosomal recessive anterior segment dysgenesis currently evaluated 
Posterior polymorphous corneal dystrophy type 1 currently evaluated 
Posterior polymorphous corneal dystrophy type 2 currently evaluated 
Posterior polymorphous corneal dystrophy type 3 currently evaluated 
Early-onset Fuchs endothelial corneal dystrophy currently evaluated 
Thygeson superficial punctate keratopathy ORPHA:519406 
Fungal keratitis ORPHA:519930 
Mooren ulcer ORPHA:519408 
Terrien marginal degeneration ORPHA:519410 
Infective crystalline keratopathy currently evaluated 
Paraproteinemic keratopathy currently evaluated 
Isolated iridoschisis ORPHA:519392 
Isolated microphakia ORPHA:519394 
Isolated microspherophakia ORPHA:519396 
Early childhood onset retinal dystrophy currently evaluated 
Isolated foveal hypoplasia ORPHA:519398 
Isolated megalopapilla ORPHA:519402 
Isolated morning glory anomaly  currently evaluated 
Peripapillary staphyloma ORPHA:519400 
Optic disc pit ORPHA:519404 
Isolated optic neuritis ORPHA:499096 
Chronic relapsing inflammatory optic neuropathy ORPHA:499085 
MOG-positive optic neuritis currently evaluated 
GQ1b-positive optic neuritis currently evaluated 
AQP4-positive optic neuritis currently evaluated 
Optic perineuritis ORPHA:499107 
Osteopetrosis with optic nerve compression currently evaluated 
Ischemic optic neuropathy associated with optic disc drusen currently evaluated 
Ocular myasthenia currently evaluated 
 

“Currently evaluated” is used for terms that are under consideration as of 19 Nov 2018. 
 

 


