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IMPLEMENTATION PROCESS

« DIY » USING
FULL SERVICES
PROCESS (API)

# There is no « one for all » solutions
# Analyse your needs AND constrains

# Technical assessments and legal consideration are important



« DIY » : get the files !

& Contactus

A

HOME ORPHADATASCIENCE v SCIENTIFIC KNOWLEDGE BASE v

NOMENCLATURE FOR CODING v EXPERTRESOURCES v ONTOLOGIES v TOOLS v

E=

The Orphanet nomenclature pack compiles various files (listed below) which provide the computable information
necessary to achieve implementation of ORPHAcodes in health information systems, and ensure easier and accurate
coding. These files are updated once a year, in 9 different languages: Czech, Dutch, English, French, German, Italian, Polish,
Portuguese and Spanish. Excel and PDF files are available in English and are common to all Orphanet nomenclature pack.

Each year the Orphanet nomenclature pack includes :

e Orphanet nomenclature file ( XML Schema Definitions and JPEG representations for this file).
e Orphanet to ICD-10/ICD-11 mapping files ( XML Schema Definitions and JPEG representations for this files).

e Orphanet classifications files by medical specialities ( XML Schema Definitions and JPEG representations for
these files).



« DIY » : get the files ! https://www.orphadata.com

HOME ORPHADATASCIENCE v SCIENTIFIC KNOWLEDGE BASE + NOMENCLATURE FOR CODING v EXPERTRESOURCES ¥ ONTOLOGIES v TOOLS ~

Nomenclature pack 2022
Show [15 | entries Search: |
Language =+ File + Size s
English Orphanet_Nomenclature_Pack_EN.zip 5.61MB
Czech Orphanet_Nomenclature_Pack_CS.zip 4.64 MB
Dutch Orphanet_Nomenclature_Pack_NL.zip 5.8 MB
French Orphanet_MNomenclature_Pack_FR.zip 5.5MB
German Orphanet_Nomenclature_Pack_DE.zip 521 MB
Italian Orphanet_Nomenclature_Pack_IT.zip 533MB
Spanish Orphanet_Nomenclature_Pack_ES.zip 571 MB
Polish Orphanet_Nomenclature_Pack_PL.zip 5.07 MB
Portuguese Orphanet_Nomenclature_Pack_PT.zip 4.64 MB
Showing 1 to 9 of 9 entries 4 Previous Next »

Guidance for coding

Previous nomenclature packs

We use cookies on our website to give you the most relevant experience by remembering your preferences and repeat visits. By clicking “Accept All', you consent to the use of ALL the cookies. However, you

may visit "Cookie Settings" to provide a controlled consent. Cookie Settings Accept Al



« DIY » : get the files ! https://github.com/orphanet-rare-diseases-issues/RD-CODE

rch or _il_lr"'lp 10...

Pull requests Issues Codespaces Marketplace Explore

& orphanet-rare-diseases-issues / RD-CODE ' Public <2 EditPins v+ = @ Unwatch & ~ % Fork 2~ Y7 Star 12~
<> Code I Pull requests (® Actions im] Projects M Wik 0] Security %7 Insights 3 Settings
¥ master - P 1branch 0 tags Go to file Add file = {> Code = About B
In the framework of the RD-CODE project,
Orphanet Update README.md bbc365e on Dec 15,2022 %) 42 commits Orphanet provides a set of files, the
Orphanet nomenclature files for coding,
Changelogs ORPHAnomenclature Pack 2022 10 manths ago intended to be used to implement the
Classifications ORPHAnomenclature Pack 2022 10 months ago Orphane-t nomenclature in Hlelalthl
Information Systems for codification
ORPHA_ICD10_mapping ORPHARomenclature Pack 2022 10 months ago purposes.
ORPHA_ICD11_mapping ORPHARomenclature Pack 2022 10 months ago & www.rd-code.eu/
CORPHAlinearisation ORPHARomenclature Pack 2022 10 months ago [0 Readme
ORPHAnomenclature ORPHAnomenclature Pack 2022 10 months ago 35 View license
vr 12 stars
[__°] LICENSEmd ORPHAnomenclature Pack 3 years ago
& 8 watching
[__°] CRPHAnomenclature_MasterFile_enx.. ORPHAnomenclature Pack 2022 10 months ago ¥ 2 forks
[__°] CORPHARomenclature_diff_en.xlsx ORPHARomenclature Pack 2022 10 months ago Report repository
[ ORPHAnomendaturexmlicontent.pdf ORPHAnomenclature Pack 2022 10 months ago
[ READMEmd Update README.md 4 months ago Releases
Mo releases published
= READMEmd Y Create a new release
Packages
Important

The “issues” tracker will be soon closed.

Any question relatives to Orphanet nomenclature should be addressed at OD4RD/Main-Help-Desk/issues

About RD-code

Ma packages published
Publish your first package

Contributors 3



« DIY » : get the files ! https://www.orphadata.com

arc » Teléechargements » Orphanet_Momenclature_Pack_EN

Mom : Modifie le
Classifications 14/06/2022 08:18
Orphanet_Momenclature_Pack_en 04,/10/2022 17:11

j ORPHA_ICDNQ_mapping_enxml 14/06/2022 08:18

j ORPHA_ICD11_mapping_enxml 14/06,/2022 08:18

j ORPHAlnearisation_en.xml 14/06/2022 038:18

!@ CORPHAnRomenclature_diff en.cdlsx 14/06,/2022 08:50

j ORPHARomenclature_en.xml 14/06/2022 038:18

!@ ORPHARomenclature_MasterFile 2022.xlsx  14/08/2022 0857
ORPHAnomenclaturefilescontent_2022.pdf  07/06/2022 11:24

Type

Dossier de fichiers
Dossier de fichiers
Deocument XML
Document XML
Document XML

Feuille de calcul ...

Document XML

Feuille de calcul ...

Document Adobe ...

Taille

8994 Ko
1223 Ko
53681 Ko
31 Ko
18 505 Ko
529 Ko
596 Ko




« DIY » : get the files ! https://www.orphadata.com

ChUsers\marc\Downloads\Orphanet_ Nomenclature_Pack EN\ORPHAnomenclature_en.xml - Notepad++

‘hier Edition Recherche Affichage Encodage Llangage Paramétres Outils Macre Exécution  Maodules d'extension  Documents 7
HHERGEE smkli2e(mi| 2% BRI Pu® @EEE

CreationSAXmarc01(39)xml EHI B expertcentras_search_en json ml B marcresultateml(24) xml El B req_search_platforms_fet35 36l 3 = ORPHAnomenclature_en xml E3

1 <?xml-version="1.0" encoding="I50-8859-1"7>E@

2 <JDBOR-ExtractionDate="2022-06-14-08:03:22" version="1.3.16-/-4.1.7 - [2022-01-26] - (orientdb version)" - copyright="Orphanet (o) -2022" -dbsexrver:
3 <Availability>

4 = <Licence>H3

5 <Fulllame  lang="en">Creative Commons Attribution 4.0 International</Fulllame

€ <ShorcIdentifier>CC-BY-4.0</ShortIdencificr>

7 <LegalCods>https://creativecommons.org/licenses/by/4.0/legalcode</LegalCode>Ma

8 E </Licence-ilg

5 |- -</Availability>il

L0 E—% <DisorderList count="10675"

11 —| <Disorder id="17601":il&E

L2 <OrphaCode>166024</0OrphaCode>lg

13 <Expertlink lang="en">http://www.orpha.net/consor/cgi-bin/OC Exp.php?lng=eniamp Expert=166024</Expertlink
14 <Name - lang="en">Multiple epiphyseal dysplasia, -Al-Gazali  type</Name

L5 <FlagWalue>1l</FlagValu=>ilg

1€ <Totalscatus  lang="en">Active</Totalscatus>

-

"1
en">Multiple-epiphyseal - dysplasia-macrocephaly-distinctive facies syndrome</Synonym>|

<SynonymList-cou
<Synonym-lang=
</SynonymLisc>l@
<DisorderType 1d="21394" >}
<HName ' lang="en">Disease</Ham=-il@
</DisorderType>
<Classificationlevel id="36547">|
<Mame - lang="en">Disorder</Nams>
</Classificationlevel>ig
<DisorderDisorderfAssociationlist count="0"-il3
</DisorderDisorderissociationList

T T
W 0 M s W RO B m

<SummaryInformationList-count="1"
<SummaryInformation-id="63385" lang="en">ila
30 <TextSectionList count="1">#g
31 <TextSection ' id="83697"-lang="en">|
32 <TextSectionType - id="16907" >
33 <Mame - Lang="en">Definition</Hame>
34 B </TextSectionType>ila
35 <Contents>A rare primary bone dysplasia characterized by the association of mmltiple epiphyseal dysplasia with macrocephaly and dysmorphic facial - £
region, - low-set ears, ‘and short neck). Patients are of normal stature and present -with joint swelling and genu valgum. Additional reported manifesta
excavatum. </Contents>ila
36 - </TextSection>
37 F </TextSectionlist>
38 + </SummaryInformation:>ilg
38 £ </SummaryInformationList
10 =] <AggregationLevelSection:
21 <AggregationLevelList-coun
12 ] <hggregationlevel-l@
13 <0OrphaCode>166024</CrphaCode il
14 <PreferredTerm lang="en">Multiple epiphyseal dysplasia, Al-Gazali type</PreferredTerm>
15 <BggregationLevelStatus>Applicable</AggregationlevelsScatus>l@
26 - </AggregationLevel>lg
17 - </AggregationlLevellist
8 + </BggregationlevelSection> @
- </Disorder>
3 —| <Disorder-i
31 <OrphaCode>58<,/0rphaCode
3 <Expertlink lang="en">http://www.orpha.net/consor/egi-bin/OC Exp.php?lng=eniamp Expert=58</Expertlink

ensible Markup Language file length : 18 949

"jdbc: sybase:Tds:canard.orpha.net:2020"

XML files

PARSERS needed

Conversion is possible

(json/csv/excel)

« IT skills » needed




Using API services ! (Application Programming Interfaces ARE made for this )

APl FOR CODING RARE DISEASES

orphanet RD CODE

ORPHA Nomenclature - RD-CODE project @ % No SLA... but

OEENED . 0

The Crphanet nomenclature is a multiingual, standardized, controlled medical terminclogy specific to rare diseases, that includes all clinical entities registered in the Crphanet database (whanw.orpha.net). Each clinical entity
(dizorder, group of disorders, or subtype of a disorder) iz associated with a unique numerical identifier named ORPHAcode, as well as a preferred term, synonyms, and a definition.

In the frame of the RO-CODE project, co-funded by the European Union’s Third Health Program, Orphanet developped this AP. |t intends to support Member States in the implementation of the ORPHA nomenclature to rare
dizeases-specific codification systems. Starting with countries that have no systematic implementation of the Orpha codification yet, but that are actively committed already in doing =0, this project wil provide a sufficient
real-world implementation expenence to be captured by other countries in the future.

Disclaimers:

The AP arise from the RD-CODE project which has received funding from the Eurcpean Union in the framewark of the Health Program.

The content of thiz AP reprezents the views of the authar onhy and is his/her sole responsibility; it cannot be considered to reflect the views of the European Commission and/or the Consumers, Health, Agriculture and
Food Executive Agency or any other body of the European Union. The European Commission and the Agency do not accept any responsibility for use that may be made of the information it contains.

We have chosen to apphy the Commons Attribution 4.0 International (CC BY 4.0) to all copyrightable parts of our databases. This means that you are free to copy, distribute, display and make commercial use of these
databases in all legislations, provided you give us credit.

Users:

In arder to connect to this AP, please click "authorize” and enter a user name of your choosing

Update: Once a year (july)

https: / /api.orphacode.org/



https://api.orphacode.org/

Using API services ! (Application Programming Interfaces ARE made for this )

Access to a full list of

All Orphanet clinical entities v .
« queries »

‘ (1) /{lang}/ClinicalEntity Search for all Orphanet clinical entities 2 ‘

Preferred term hd
‘ /{lang}/ClinicalEntity/orphacode/{orphacode}/Name Search for a clinical entity's preferred term by ORPHAcode a ‘
‘ /{lang}/ClinicalEntity/FindbyName/{label} Search for a clinical entity by preferred term ﬂ ‘
‘ /{lang}/ClinicalEntity/ApproximateName/{label} Search fora clinical entity by approximate preferred term a ‘ .

Build your own

Synonym(s) v backend
‘ /{lang}/ClinicalEntity/orphacode/{orphacode}/Synonym Search for a clinical entity’s synonymis} by ORPHAcode 2 ‘
‘ /{lang}/ClinicalEntity/FindbyName/{label}/Synonym Search for a clinical entity by synonym ﬂ ‘
‘ /{lang}/ClinicalEntity/ApproximateName/{label}/Synonym Search for a clinical entity by approximate synonym a ‘

Definition v
‘ /{lang}/ClinicalEntity/orphacode/{orphacode}/Definition Search for a clinical entity's definition by ORPHAcode B ‘

ool (CIT skills » needed

ypology e
LR
. (but it’s full standard JSON)

‘ /{lang}/ClinicalEntity/orphacode/{orphacode}/Typology Search for a clinical entity's typology by ORPHAcode. a ‘

Orphanet URL hd , .

| Don’t use it for front-end

‘ /{lang}/ClinicalEntity/orphacode/{orphacode}/OrphanetURL Search for a clinical entity’s URL by ORPHAcode a ‘

directly




DATAVISUALISATION SERVICES

hitps: / /dataviz.orphacode.org/

- Toirame dsease

MOM RARE I EURCRE: Samem dsogags M 123z Diserelar Meret Meva raciva: Non e dsdase Ik ELregd

Uisé “righet-cllsie” T sitals mord apTions

Metapgiieabia

gl cafiessen e

Q

98464 X-
EETE G linked_ 168778 Rare
Manogenic - lotor syndramic pervasive
dlm with ereotypies intellectual developmental
epilepsy dizability disorder
T78 Rett
syndrome
Grouy of dzoran
Disordar
Submga of dzamier
ORPHA:TTS Rett syndrome 23
Synanymisk {lazsfication Levet Typology:
Dlacrchr Clidase
Mova avallabie
Status: Target for inactive ORPHAm@de:
Definition: A Ma sget ORPHACSdE: T ardyls aci
A rare savar, XMk, maL i o g artal o comvglans less of pUrpesatd ard MOVEREnS, o of spadch, gait Faad ORPHAcode aggregation and name:
roat, saver (maallenial dsakiliny seinums, and brea ey abeomvalites The dsermbr bas a progressie dirisl soursdard m vafes el a: dstasas, soolleals, ar babavienal domar

2 sy



https://dataviz.orphacode.org/

MAPPING SERVICES

https: //mappings.orphacode.org/

Mappor: Mapping orphacodes tool

Basic search Advanced search

Disorder preferred term

Term(s) in disorder's preferred term...

Reference database

Search from input file

Disorder synonym

Term(s) in diserder'synonym...

Reference code

Disorder definition

microcephaly

Mapping-level type

Set table font size B
a

Copy (V) bxal
Show| 10+ entries
Showing 1 to 10 of 1,198 entries

oRpwacoss Spmm pon Topeioay

Any e You must select a reference database to enter a code... Any h
Clear all
Clear Set table font size E

jEjEEEEg

Csv/excel Files based mappings (input/output)


https://mappings.orphacode.org/

SEARCH BY CLINICAL SIGNS TOOLS
(HPO)

https: //clinicalsigns.orphanet.app/ X
s ™
(1) Obligate (100%)
B very frequent (99-80%)
. Frequent (79-30%)
[] Occasional (23-5%) o
& &
[] Very rare (4-1%) C{,‘a é\e ES&-
@ Pathognomonic sign @o . \{f? ,\{ﬁ
;ag‘l Diagnostic criterion NS & &
= o & R & 2 2
(9 Excluded (0%) ¥ oF & p & & &
S & ° N
¥ & & & E & & z K
R X & ) 5 5 & 5% & &
2 e AN &N F & O s S
oy & ? FF 5 & & o o &
& F &P F L P S @ e &
R S A IS v N T & &
= & g oS W F oy g & ¥
s e RE & o T g 0
& § & PP T TTS &
& & E T S EFF FF S F
HP-0001945 BH-m n [ n B m n n B =
nrooooos - Ol 0 n
HP-0000988 n--8-c-8-8-0-0-0n-8 880
Showing 1 to 15 of 338 rare diseases matching searched HPOs Previous n 2 3 4 5 ..|23 Next



https://clinicalsigns.orphanet.app/

APl MANAGEMENT (GATEWAY).

Orpl Igget Home APIs Products Getstarted Signin Signup

Sigh up

Already a member? Sign in
Legal terms - conditions of usage
A
Last updated: (add date)

Please read these Terms and Conditions carefully before using the http://www.mywebsite.com (change this) website and the My Mobile App (change
this) mobile application operated by My Company (change this).

Your access to and use of the Service is conditioned on your acceptance of and compliance with these Terms. These Terms apply to all visitors, users
and others who access or use the Service.

By accessing or using the Service you agree to be bound by these Terms. If you disagree with any part of the terms then you may not access the
Service.

Purchases

If you wish to purchase any product or service made available through the Service, you may be asked to supply certain information relevant to your
Purchase including, without limitation, your ...

« legal » process
support

Subscriptions

A €

[ By checking this box, "l acknowledge that | have read, understand, and agree to be bound by the terms above."




SERVICES « AT SOURCE »
%"docker tlegal» process W 1echnical spport

Local security

assessment

3¢

Stakeholders:
- EC-IT
- ERN’s ...

Tools \
Set of tools &/

Local API

oy

Orphanet KB ES local Local Data
instance viz. API

Dedicated
API

services




DONT FORGET THE HELPDESK !

OD4RD2

Orphanet Data For Rare Diseases




