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Rare Diseases Nomenclature and classification For codification purposes Ana Rath, Annie Olry ORPHANET - Inserm US14, Paris, France [email protected] [email protected]



www.orpha.net



Improved codification for rare diseases is cited as a priority in the Council Recommendation on an action in the field of rare diseases (2009)



www.orpha.net



Need for coding RD • Make RD visible in order to: – Have sound epidemiological data



– Document the natural history of RD – Identify patients from health records for clinical research – Bring clinical data to research



• Different systems are using different terminologies – Need for inter-operability – RD are poorly represented in ICD10, SNOMED-CT and other terminologies



• Need to have a common language to allow for sharing clinical data between health care centres and databases and registries: – Patients are rare and scattered – Significant amounts of data are necessary to perform research www.orpha.net



Rare diseases, an European priority • A continuous work on policies for RD – Rare Diseases Task Force (2004-2009) – European Union Committee of Experts on Rare Diseases (EUCERD) (2010-2013) and EUCERD-JA (2013-2015) – Commission Expert Group on Rare Diseases (CEGRD) (2014 onwards)



• A database for RD that becames European and global – Orphanet (EU co-funded since 2000)



• A dedicated nomenclature for RD – ORPHA nomenclature – Preparing ICD11 www.orpha.net



Orphanet nomenclature usage



www.orpha.net



Orphanet is the only structured nomenclature specific for RD • ICD-10: 550 specific codes for RD • SNOMED-CT: around 40% of Orphanet entries – T0 mapping exercise, 2015 – Collaboration ongoing



• OMIM: 57 % exact matchs with Orphanet nomenclature • In all these nomenclatures: – RD are mixed up with common diseases or genetic traits/conditions www.orpha.net



RD-ACTION objectives •



To continue implementation of the policy priorities identified in Council Recommendation 2009/C151/02 and the Commission Communication (COM 2008 679) on RD, with a view to ensuring the sustainability of the recommended priority actions, and to support the work of the Commission Expert Group on Rare Diseases by gathering expertise and producing data necessary to its action. Contribute to solutions to ensure an appropriate codification of rare diseases in health information systems



Support the further development and sustainability of the Orphanet database on rare diseases which is run by a large consortium of European partners and is the biggest global repository of information about rare diseases. www.orpha.net



Key-word: Integration • Epidemiology, public health: – Codification in MS • Recommendations & guidelines • Master file



• Care & Research – Common standards, interoperability



• Orphanet & ERNs Towards European commonalities www.orpha.net



Interoperability Care Health Information System (EHRs)



Research Registries/Cohorts



Orphanet central nomenclature



Terminologies OMIM



Genes HGNC OMIM UniProt Reactome Ensembl Genatlas IUPHAR



ICD10/11



Phenotypes



Disabilities



UMLS MedDRA



SNOMED www.orpha.net



Needs at EU level



Definition of a common level of interoperability & Codification standards



www.orpha.net



ORPHANET NOMENCLATURE



www.orpha.net



Orphanet RD nomenclature ORPHA number ORPHA:93545



Preferred label Renal or urinary tract malformation



ORPHA:216 ORPHA:586



Neuronal ceroid lipofuscinosis Cystic fibrosis



ORPHA:355



Gaucher disease



ORPHA:77259



Gaucher disease type 1



• • • • •



Synonyms CAKUT Congenital anomalies of kidney and urinary tract NCL CF Mucoviscidosis Acid beta-glucosidase deficiency Glucocerebrosidase deficiency Non-cerebral juvenile Gaucher disease



The only clinical terminology specific for rare diseases Unique, stable ORPHA number Definitions 8 languages (En, Fr, Es, It, Nl, De, Pt, Pl) Peer-reviewed publications only (2 cases 
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L'hémochromatose - Orphanet 

L'enfant a/a a récupéré les deux gènes mutés de son père et de sa mère : il ... L'enfant A/A n'a pas récupéré le gène muté ni de sa mère ni de son père : il n'est ...










 


[image: alt]





AR-HB1001A AR-HB1601A AR-HB2001A AR-HB2301A 

AR-HB1601A. AR-HB2001A. AR-HB2301A. IP65. P. Document Version: IS_Highbay_V3_15. 6. 7. 3. 2. 3.35 inches. 1. 2. 1. 2. X1. X3. X2. X2. X2. X1. X1. Option.
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AR-HB1001B, AR-HB1501B & AR-HB2001B AWS 

sustancias peligrosas pueden daÃ±ar la salud. â€¢ Contacte con las autoridades locales para obtener informaciÃ³n sobre el sistema de recogidas disponible. â€¢ Este aparato no estÃ¡ previsto para su uso en dispositivos de salida de emergencia o luces 










 


[image: alt]





AR-HB1001A AR-HB1601A AR-HB2001A AR-HB2301A 

1. AR-HB1001A. AR-HB1601A. AR-HB2001A. AR-HB2301A. IP65. P. Document Version: IS_Highbay_V3_15. 6. 7. 3. 2. 3.35 inches. 1. 2. 1. 2. X1. X3. X2. X2. X2. X1. X1 ... Pour rÃ©duire le risque de choc Ã©lectrique, ne pas retirer le couvercle et les ... Un
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AR-TF2230BD AR-TF2440BD 

Aurora Lighting Inc., 12035 34th. St N, Suite 2, ... Ne pas excÃ©der le voltage maximum Ã©crit sur l'Ã©tiquette ... Do not exceed maximum wattage on luminaire label.
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AR-DU4 AR-TE3 AR-DU3 

ax memory (8 MB). Netw ork scanner e xpansion kit. *1. *3 ...... LG 27. NC 16. CR A 2NC 17. PG 13. IN /A5. IN A6. IN /B23. IN B22. CR B 26. OUT A 10. OUT /A 8.
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AR-LHB2120D AR-LHB4180D AR-LHB4240D - DOCUMENTOP.COM 

la Ãºltima ediciÃ³n de â€œNational Electric Code (NEC) y las normativas locales. â€¢. Si el cable del suministro estÃ¡ daÃ±ado, debe ser sustituido por el fabricante o su ...
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AR-HB1001B, AR-HB1501B & AR-HB2001B AWS 

Coupez l'alimentation avant de procÃ©der Ã  l'installation ou l'entretien. â€¢. VÃ©rifiez que la tension d'alimentation est correcte en la comparant avec les informations de l'Ã©tiquette du luminaire. ... appareils d'issues de secours ou les lumiÃ¨re
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AR-HB1001A AR-HB1601A AR-HB2001A AR-HB2301A 

Grey - Dim -. Aurora Lighting, 12035 34th St N,. Suite 2, St Petersburg,. FL 33716 USA. Website: www.auroralighting.com. Email: [email protected] ...
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AR-TF2230BD AR-TF2440BD - DOCUMENTOP.COM 

Install LED Troffer into grid & adjust fixture to fit properly. ... PLEASE READ THESE INSTRUCTIONS CAREFULLY BEFORE INSTALLATION. LEAVE A COPY ...
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L'atrésie de l'œsophage - Orphanet 

mécanique (sténose, petit estomac, fistule qui se reforme) ou à des troubles physiologiques. (mauvais contrôle de la déglutition, reflux douloureux avec ...
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Le vitiligo - Orphanet 

s'appelle «phénomène de. Koebner». Il est habituel dans le vitiligo. Les zones dépigmentées sont très sensibles au soleil (photosensibles) et pour une exposi-.










 


[image: alt]





AR-HB1602A AR-HB2002A AR-HB2302A 

The warranty is invalid in the case of improper use, installation, tampering, and removal of the Q.C. date label, installation in an improper working environment or.
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Fièvre Méditerranéenne Familiale (FMF) - Orphanet 

La Société. Française de génétique a édité une fiche de synthèse utile au conseil génétique de la FMF. Diagnostic prénatal. Il n'est absolument pas indiqué.
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AR-HB1001A AR-HB1601A AR-HB2001A 

If electrical appliances are disposed of in landfill or dumps, hazardous substances can be damaging to health and well-being. â€¢. Contact your local government ...
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AR-LHB2120D AR-LHB4180D AR-LHB4240D 

L UTILISATEUR / INGENIEUR D ENTRETIEN POUR INFORMATION. INFORMATIONS D INSTALLATION IMPORTANTES. AVERTISSEMENT DANGER ...
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Ar r Ãªt du 9 a vr il 2015 - Bundesverwaltungsgericht 

19 fÃ©vr. 2016 - droit de A.______ Ã  sa rente d'invaliditÃ©, avec effet au 31 octobre 2004, ..... malgrÃ© toute sa diligence; en outre, ces faits doivent Ãªtre importants ...
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Ar r êt du 9 a vr il 2015 - Bundesverwaltungsgericht 

19 févr. 2016 - (F45.4), de personnalité borderline (F60.31) et antisociale (F60.2), ..... Au regard de la sécurité juridique, une décision administrative entrée en.
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AR-DWFK24C 

KIT DE FIXATION PLAFOND PLATRE POUR DALLE LED. VEUILLEZ LIRE ATTENTIVEMENT CES INSTRUCTIONS AVANT L'INSTALLATION. CONSERVEZ ...
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1 AR@ 

newÂ«yorkais des annÃ©es 1960. dontAragon disait qu'il avait Ã¢tre. Depuis son triomphe en 1971 otre vision du th Ã  Nancy avec sa piÃ¨ce Â« le Regard du sourd Â».
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AR schematics 

2 inputs: one with multi-pole socket for Compact Duo and Transicord ... 2 K7. C1021 75. 25-F. 450V. 26. C104. 1000-F. 15 Y. R 114. +20 Y. 220. 106. 5 0. + 24V.
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Le syndrome de Treacher- Collins - Orphanet 

un champ magnétique, d'obtenir des images en deux ou trois dimensions des organes. ... permet de vérifier le bon fonctionnement de l'oreille. En effet, à l'état ...
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Le syndrome de West - Orphanet 

Cependant, la sévérité du retard psychomoteur est variable d'un enfant ..... liste des effets secondaires entraînés par les médicaments peut paraître impression-.
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