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What is the Orphanet Curation Platform®

* [t is a community-driven curation platform for rare disorders based on

Orphanet’s scientific content.

|t is a pilot project being co-developped by Orphanet and the Garvan
Institute (Australia), with the support of the Orphanet Australia’s country

coordinator.

e Goals:

— Allow users to visually explore the Orphanet scientific data

— Enable contributing experts and the Orphanet team to connect in a more dynamic and

efficient manner

— Facilitate communication between the contributing experts and the Orphanet team in

order to maintain the Orphanet database with the most up-to-date information
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Orphanet Curation Platform
« Key Players »

~

‘.\‘.“:’ifz

JLor

Medical writer /
Orphanet curator
Internal medical
Expert e
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Getting Started

http://curation.orphanet.org

orphonet CURATION v0.1.0 @ Disorders & Genes £ Human Phenotype Ontology & Account - Search for a Disorder, Gene, Phenotype =

Browse, Discover, Contribute.

curation.orphanet.org is an interactive expert community-driven curation platform for the Orphanet
database of rare disorders co-developed by Orphanet and Garvan Institute.

Search for a Disorder, Gene, Phenofype -

Browse the Classification

Select one of 11 top level disorder classifications.

% Qrphanet Classification Of Rare Cardiac Q5 Orphanet Classification Of Rare Q¢ Orphanet Classification Of Rare Cardiac
Diseases Developmental Anomalies During Malformations

Embryogenesis
219 disorders 219 disorders

3621 disorders
¥ Orphanet Classification Of Rare Inborn 95 Orphanet Classification Of Rare Qf Orphanet Classification Of Rare Genetic
Errors Of Metabolism Gastroenterological Diseases Diseases
1010 disorders 251 disorders 6630 disorders
¥ Orphanet Classification Of Rare Q5 Orphanet Classification Of Rare Qy Orphanet Classification Of Rare Hepatic
Neurological Diseases Abdominal Surgical Diseases Diseases
2657 disorders 106 disorders 156 disorders

Orphglﬂet www.orpha.net


http://curation.orphanet.org/

Create an Account

orphanet coramon vo1o W Disorders 8 Genes Human Phenotype Ontology & Account =

Log in

Register

Browse, Discover, Contribute.

Search for a Disorder, Gene, Phenotype

curation.orphanet.org is an interactive expert community-driven curation platform for the Orphanet
database of rare disorders co-developed by Orphanet and Garvan Institute.

Search for a Disorder, Gene, Phenotype

Browse the Classification

Select one of 11 top level disorder classifications.

‘J Orphanet Classification Of Rare Cardiac O Orphanet Classification Of Rare
Diseases Developmental Anomalies During
Embryogenesis

219 disorders
3621 disorders

=i Human Phenotype Ontology = Suggestions

orphanet curation voro Y Disorders  HGenes

@ Orphanet Classification Of Rare Cardiac
Malformations

219 disorders

Search for a Disorder, Gene, Phenotype -

valtest2 EXpEmSE
Expertise settings for valtest2

(=) EOrphanet classification of rare cardiac diseases
[=] ORare cardiac disease
(=] Ocardiomyopathy
[ Arrhythmogenic right ventricular cardiomyopathy
(=] OHypertrophic cardiomyopathy
+ ) Rare familial disorder with hypertrophic cardiomyopathy

Non-familial hypertrophic cardiomyopathy
[ pilated cardiomyopathy
Restrictive cardiomyopathy

Ounclassified cardiomyopathy
(=] Didiopathic giant cell myocarditis
ORare cardgiac tumor
O Rare cardgiac rhythm disease
(=] OLMNA-related cardiocutaneous progeria syndrome
[ Orphanet classification of rare developmental anomalies during embryogenesis

[ Orphanet classification of rare cardiac malformations

orphanet

Registration

Username

Your login

First Name:

First Name

Last Name

Last Name

E-mail

l Your e-mail ]

a Your e-mail is required.

New password

l New password ]

Your password is required.

Password strength: s s

New password confirmation

Confirm the new password

Affiliation

Affiliation

Warning: You will register to the Orphanet database
curation platform.

This platform has the explicit aim to allow experis on rare
diseases to update and validate the informations
provided by Orphanet. For that reason, we kindly ask
you to provide your background when registering, by
telling us your affiliation and your domain of expertise.
Once registered, you will be able to complete this
information in your profile, what we encourage you to do.

Please note that any personal query or demand for
information will be answered by this platform. You can
consult the list of personal information services at
helplines page in Orphanet

Thank you for your commitment to the quality of the
Orphanet database.

www.orpha.net
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1)
2)

How to Search for a Disease?

Using one of the search engines

Browsing the classification

OI’DhO."]et CURATION V0.1.0 s Disorders H Genes . Human Phenotype Ontology & Account = Search for a Disorder, Gene, Phenofype ~

Browse, Discover, Contribute.

curation.orphanet.org is an interactive expert community-driven curation platform for the Orphanet
database of rare disorders co-developed by Orphanet and Garvan Institute.

Search for a Disorder, Gene, Phenotype hd

Browse the Classification

Select one of 11 top level disorder classifications.

< Orphanet Classification Of Rare Cardiac @ Orphanet Classification Of Rare Q¢ Orphanet Classification Of Rare Cardiac
Diseases Developmental Anomalies During Malformations
Embryogenesis

219 disorders 219 disorders
3621 disorders

¥ Orphanet Classification Of Rare Inborn Qs Orphanet Classification Of Rare Qs Crphanet Classification Of Rare Genetic
Errors Of Metabolism Gastroenterological Diseases Diseases

1010 disorders 251 disorders 6630 disorders

¥ Orphanet Classification Of Rare Qs Orphanet Classification Of Rare Qr Orphanet Classification Of Rare Hepatic
MNeurological Diseases Abdominal Surgical Diseases Diseases

2657 disorders 196 disorders 156 disorders

Orphglﬂet www.orpha.net



Browsing the Classification

B @ Orphanet Classification
Of Rare Developmental
Anomalies During
Embryogenesis

v Rare developmental defect during
embryogenesis

> Hydrops fetalis

> Renal or urinary fract mafformation

> Rare surgical cardiac disease

v Cranial malformation
Cleidocranial dysplasia

> Craniosynostosis

Acalvaria
Craniodiaphyseal dysplasia
Craniofacial dyssynostosis

Hypomandibular faciocranial
dysostosis

Orphgﬂet CURATION v0.1.0 & Genes £ Human Phenotype Ontology = Suggestions & Account + Administration -

[ @ Orphanet Classification
Of Rare Developmental
Anomalies During
Embryogenesis

> Rare developmental defect during
embryogenesis

orphanet

Search for a Disorder, Gene, Phenotype ~

Rare Developmental Defect During Embryogenesis -

ORPHA:93890

Article Suggestions

Abstract #

Disease definition
Epidemiology

Clinical description

Etiology

Diagnostic methods
Differential diagnosis
Antenatal diagnosis
Genetic counseling
Management and treatment
Prognosis

Epidemiology

T Filters

v Nomenclature

MAIN NAME

Rare Developmental Defect During
Embryogenesis

SYNONYHS
Malformation Syndrome

SEMANTIC TYPE

Group Of Phenomes
> Classification
> Natural History

> External References

www.orpha.net
B



Browsing the Classification

orphanet curanon vo 1o 8Genes ¥ Human Phenotype Ontology IS Suggestions & Account ~ Administration «

Search for a Disorder, Gene, Phenotype ~

B © Orphanet Classification Rare Developmental Defect During Embryogenesis ~

Of Rare Developmental
Anomalies During
Embryogenesis

ORPHA:93890

Article Suggestions
> Rare developmental defect during

embryogenesis

Abstract # ~ Nomenclature

MAIN NAME
Disease definition

Rare Developmental Defect During

Epidemiology
Embryogenesis

Clinical description
Etiology SYNONYMS
Diagnostic methods Malformation Syndrome

Differential diagnosis

) ) SEMANTIC TYPE
Antenatal diagnosis

Genetic counseling Group Of Phenomes

Management and treatment

Prognosis > Classification

> Natural History
Epidemiology
> External References

Y Filters

Ol’phg.'ﬂ et www.orpha.net



How to Post a Summary Text Suggestion?

orphanet curation vo.io #Genes & Human Phenotype Ontology

[l & Orphanet Classification

Of Rare Developmental
Anomalies During
Embryogenesis

~ Rare developmental defect during
embryogenesis

b3

>

b3

v

>

Hydrops fetalis

Renal or urinary tract malformation

Rare surgical cardiac disease

Cranial malformation

Cleidocranial dysplasia

Craniosynostosis

Acalvaria

Craniodiaphyseal dysplasia

Craniofacial dyssynostosis

Hypomandibular faciocranial
dysostosis

Delayed membranous cranial
ossification

Suggestions & Account ~

Cleidocranial Dysplasia -

ORPHA 1452

Article Suggestions

Abstract »

Abstract #

dysplasia (CCD) is a rare genetic developmental abnormality of boge
jzed by hypoplastic or aplastic clavicles, persistence of wide-open fontarls and
d multiple dental abnormalities.

definition

ay

lence of CCD is 1/1,000,000, with higher rates in groups with a founder effect.
The disorder is found in many ethnic groups and no sex predilection has been reported. It
may be underdiagnosed because of the number of relatively mild cases.

Clinical description

There is an exiremely wide range of clinical manifestations (even within the same family)
from isolated dental anomalies to severe malformations with functional repercussions. The
main clinical signs are hypoplasia or aplasia of the clavicles with narrow, sloping shoulders
that can be approximated anteriorly, delayed fusion of cranial sutures with large,
wide-open fontanels at birth that may persist throughout life, and a wide spectrum of
dental anomalies including abnormal dentition, uniform or chaotic supermnumerary teeth
(hyperdontia) in the primary and secondary dentition resulting in crowding and
malocclusion, retention of deciduous teeth, delayed eruption of secondary dentition and
failure to shed the primary teeth. The dental manifestations may affect articulation and
mastication. Other signs include broad flat forehead, hypertelorism, midface hypoplasia,

orphanet

Administration -

Search for a Digs#fder, Gene, Phenotype

~ Nomenclature

MAIN NAME

Cleidocranial Dysplasia

SYNONYMS
Cleidocranial Dysostosis

SEMANTIC TYPE

Malformation Syndrome
> Classification
> Natural History

> Bgternal References

Cleidocranial Dysplasia
Editing Text - Abstract
New Suggestion

Propose changes to the Orphanet data.
This suggestion will be visible to all other contributors.

Cleidocranial dysplasia(Malformation syndrome) - Abstract Text

Disease definition

Cleidocranial dysplasia (CCD) is a rare genetic developmental abnormality of
bone characterized by hypoplastic or aplastic clavicles, persistence of
wide-open fontanels and sutures and multiple dental abnormalities.

Epidemiology

The prevalence of CCD is 1/1,000,000, with higher rates in groups with a
founder effect. The disorder is found in many ethnic groups and no sex
predilection has been reported. It may be underdiagnosed because of the
number of relatively mild cases.

Management and treatment

Management of dental anomalies is very important with the aim of achieving =
optimal function and esthetics. Options include removal of retained

deciduous, supernumerary and abnormal permanent teeth. Dental surgery
should be considered for unerupted teeth and orthodontics for malocclusion.
Speech therapy may be required. Antibiotics are recommended for recurrent
infections. Because of the role of <iRUNX2</i> in bone maintenance and

Prognosis

The malformations and complications of CCD rarely cause significant disability.
The prognosis is generally good.

Description REQUIRED

“Please justify your suggestions by scientific references

Cancel Send




How to Post a Nomenclature/Synonym
Suggestion?

orphdanet curamon vo.1.o 8 Genes # Human Phenotype Ontology = Suggestions & Account = Administration «

Search for a Disorder, Gene, Phenotype -

B © Orphanet Classification Cleidocranial Dysplasia -

Of Rare Developmental
Anomalies During
Embryogenesis

ORPHA1452

Article Suggestions
v Rare developmental defect during

embryogenesis

) Abstract # ~ Nomenclature
» Hydrops fetalis

MAIN NAME

W

Renal or urinary tract malformation Disease definition

Cleidocranial dysplasia (CCD) is a rare genetic developmental abnormality of bone Cleidocranial Dysplasia

characterized by hypoplastic or aplastic clavicles, persistence of wide-open fontanels and
sutures and multiple dental abnormalities.

> Rare surgical cardiac disease
SYNONYMS

v Cranial malformation : : !
Cleidocranial Dysostosis

Epidemiology
Cleidocranial dysplasia The prevalence of CCD is 1/1,000,000, with higher rates in groups with a founder effect. SEMANTIC TYPE
_ _ The disorder is found in many ethnic groups and no sex predilection has been reported. It Matformation Syndrome
> Craniosynostosis may be underdiagnosed because of the number of relatively mild cases. :
Acalvaria Clinical description > Classification
There is an extremely wide range of clinical manifestations (even within the same family)
Craniodiaphyseal dysplasia from isolated dental anomalies to severe malformations with functional repercussions. The » Natural Histo
main clinical signs are hypoplasia or aplasia of the clavicles with narrow, sloping shoulders ry
Craniofacial dyssynostosis that can be approximated anteriorly, delayed fusion of cranial sutures with large,
wide-open fontanels at birth that may persist throughout life, and a wide spectrum of > External References
Hypomandibular faciocranial dental anomalies including abnormal dentition, uniform or chaotic supernumerary teeth
dysostosis (hyperdontia) in the primary and secondary dentition resulting in crowding and
malocclusion, retention of deciduous teeth, delayed eruption of secondary dentition and
Delayed membranous cranial failure to shed the primary teeth. The dental manifestations may affect articulation and
ossification mastication. Other signs include broad flat forehead, hypertelorism, midface hypoplasia,
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How to Post a New Disorder Suggestien?

New Disorder Suggestion

New Suggestion
Propose changes to the Orphanet data.

This suggestion will be visible to all other contributors.

Title

New Disorder REQUIRED

Description REQUIRED

*Please justify your suggestions by scientific references

Cancel

orphanet

Send
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orphanert curanon oo HiGenes | Human Phenotype Ontology I Suggestions & Account

[ & Orphanet Classification Of
Diseases | ORPHASS8
v Rare genstic disease
Articie Suggestions a
~ Rare genetic developmental defect during L 4 :
embryogenesis
Abstract ~ Nomenclature
~ Rare Gefect with - 4
tissue involvement AN NAME
Disease definition
»  Marfan syndrome mmcammdmmmwammd Martans Qyrrame
P! and puimonary manfestations, SYNONYMS
Desbuquois syndrome
Epidemiclogy —
Lethal Larsen-ike syndrome The prevalence is estimatod at 1/5,000 and there is no difference betwoen sexes.
Cinical description Napoiydlie
e Wmmnmmmmmmmmmmmm < Dhese
s by 1) progr Cilation of the aorta accompaniad by an
AEAOROMEA CoMInAN LaKen yiome mmdmdm which affects prog: the aortic diiation can result in a leaky v Classification
aortic vaive and 2) mitral insufficiency, which can be by ary of carclac
Pudcxpnibons sleticun Y 8 often the first sign of the disease and can inchude [ Orphanet Classification Of Rare
length of %), lrpe sze, ¥, joint hyp Y Genetic Discases
Grange syndrome s, am ion, thoracic y (pectus carinstum or pectus [l Orphanet Classification Of Rare
ly of the axs, gnathism or malar Deveolopmental Anomaties During
Pseudcciastrophic dysolasa Ophthaimic involvement resuits in axile myopia, which can lead 1o retinal detachment and lens Embryogenesis
mmammmw Ocular complcations, particulasty lens. . Orphanet Classification Of Rare
»  Ehlers-Danios syndrome ectopia, can lead 1o bl Signs (vergetures), a risk of px and dural ectasia Sy And Qb
€an also oocur.
> Genetic cigestive tract malformation
Epidemiology
> Genetic visceral ma¥ormation of the liver,
biliary tract, pancreas or spleen
Y Finers
> Genetic respiratory o mediastinal
Geography Type Moan Class of Source Validation
> Biolog y without Provalence Status
characterzation
Europe Annusl 250 15710 1325700(PWI0 ORPHANET [T
> Chromosomal ancenaly incidence 000
","ﬁ,’.w ' """ | 7 et Attty 77 38 WErRWide ™ TPROIRE T T T YISI07T T IS T IDT T T RmTsTopg T T T T T T T T T e T e e e R
prevalence 100,000 000
Rare genetic siin disease
’ Europe Point 200/ 18/10 [EXPERT) =
> Rare inbom eerors of metabolsm pemvsiance.  10/00-:000
L B T T T T e A T T Y e G R B e BT e e S e T M S S T R e s T e =
Genotype
> Rare genetic renal Cisease
§ Disease-causng germing w i Disease-causing gemiing
FRAXF syndrome = mutationis) n FBN1 - mutation(s) n TGFBR2
3 Rare genetic eye disease R

Search for a Discrder, Gene, Phenotype

m F Marfan Syndrome -

Suggestion pencils

Summary text

Nomenclature
section

Clinical
classificationsthe
disorder belongs in

Epidemiological
data

Genes associated

orphanet

www.orpha.net




»  Genabic digestioe tract malfomaticn
Epidemioclogy
+ Genate visceral maformation of tha liver,
mmmwm
T Finers
» Genetic respiratony of medlastingl
st S e o ot s Epidemiological
characsenzation
Eutapd Annus 25.0 14510 nsTooean] oreHaneT [ dﬂtﬂ
3 Ghromesomal snomaly incidence 000
BT it Ly i £l a1 Py = = = e e e - ——
prevalence 100,000 000
? Ramg n Europe Point 200/ 15510 [EXPERT) =
+ Rare inbarn errars of matabaiam Prvilance 00000 00
TTF Tram genatic carcm: gieease LT T E e m e e e e e e e e e e e m e e e e e =
Genotype
¥ Ceanase-causng germi - Dissasa-causing phmine 2Ies as550C1a
FRAXF gyrdroma -, mrmm:]ni‘l‘tﬂ'l - =" mutationis) in TGFBR2
> Fare genetic sye dissass == ==
+ Rare genatic hepatic dasgss Phenotype ]
+  [Rare genetic respiratary disease | Pectus Excavatum i Limitation Of Joint Mobility
5 Flare genetic urogorisal dissass | Fraguan (e-a0% |
+  [Aare genatic endocring disease
i | I Aty OF The Acetc Yetve o Ereigm Phenotypes
Sephe pesess [ occanoms 31 e 5 5 P
© Rare geneve nematologe disease
¢ Rare gesete gastresrterslogienl Ssease _ L GhestPain == I Dural Ectasia
- -
3 Fire genetic bone dissass | Coocanionss 755} | [ Frequant ri-a¢rs) |
, , Children B
4
IlI % Martan Syndrome Type 1 lII % Martan Syndrome Type 2 IﬂCIUdEd gl'ﬂups
Parents
.Emwp«mw -ﬂammmw .
e . Inclusive group(s)
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Discussing a Suggestion

orph{]ﬂ e curRATION vo.1.0 5 Disorders 8 Genes £ Human Phenotype Cntology Suggestions & Account - Administration -

Search for a Disorder, Gene, Phenotype -

Suggestions / #17:214 Ovarian fibrothecoma(Disease) - Abstract - Text

Ovarian fibrothecoma(Disease) - Abstract - Text svitiana Havrylenke - 2/23/17 6:50 PM

DISCUSSION

Members Montserrat Alfaro | Svitlana Havrylenko JEJLIGERNE L]

= Invite Experts

Svitlana Havrylenko
PMID: 27876070 PMID: 25556284 PMID: 24763236

Ovarian fibrothecoma (Disorder)
ORPHA314478

Montserrat Alfaro 3/10/M7 12:25 FM x®

Change To: Text Svitlana, please consider the following observations: 1) the
predominant occurrence at post- or peri-menstrual age is indicative of

) ) _ epidemiology and this should not be included in the defintion, 2) the
- e e percentage of cases in which the tumor is unilateral should not be

ch;raclerized t?v Dr.edominant occurrenc.e at post- or peri-menstrual age mentioned. It suffices to write for example "usually”, “typically”.
uniarera_locatlon Ln 90 tases) and mixed leatures 00N Thema "frequently”, "predominantly” etc. (although this is also not obligatory), 3)
(microscopically. Intersecting bundies of spindle-shaped collagen producing the detailed description of the microscopic characteristics of the fioroma
cells) and thecoma (microscopically. perifollicular thecal-resembling cells: and thecoma could be deleted and it could just be specified that the

usually r?ormon.—lnactlvle}. Cllnlcall\!r |lcan.be either allsva.tomatlc or tumor has “mixed features of both fibroma and thecoma®, 4) symptoms
present itself with pelvic or abdominal pain and/or distension. In case of can be just listed without explaining the circumstance in which that

esliogen-producing forms. 2 menormadia s present. Large tumors (>10cm symptom occurs, 5) in the symptoms listed | think it is important to include
are often associated with pleural effusion and ascytes (the Meig's syndrome post_menopausal bleeding_ Thanks!

triad). In rare cases. an elevated cancer antigen 125 (CA125) is observed
which refurns to normal after fumor excision.

Status m Close and Add Verdict O Type @ to invite / mention other users.

Ol’phg.'ﬂ et www.orpha.net



Life Cycle of a Suggestion

~

Suggestion posted by a

contributor Suggestion is incorporated : Suggestion appears on
J/ into Orphanet database Orphanet website
Not yet accessed
by Orphanet team H

Curated by the
C | Osed Orphanet team !

Being reviewed by
the Orphanet team [ &) X111 All persons involved in Being reassessed b
discussion agree on content of Reo p en F g

the Orphanet team

suggestion

Discussion of suggestion
:{> between Orphanet team <

& expert
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Thank you!
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