MINUTES OF THE FIRST MEETING OF THE 
RARE DISEASE TASK FORCE 
CODING & CLASSIFICATION WORKING GROUP

Luxembourg, 11 October 2006

10:00 – 16:00

Present: 
RDTF members: S. Aymé, H. Dolk, G. Gatta, D. Taruscio

Invited experts: A. Devereau, J. Donadieu, P. Facchin, E. Garne, J. Huizer, R. Jakob, C. Martos-Jimenez, S.A. McKee, A. Sollie, U. Vogel, O. Zurriaga

From the Commission: A. Montserrat, (DG SANCO Unit Health Information)
Excused: V.Bankauskaite (Public Health Executive Agency), L.A. Johansson, G. Pavillon,  N. Pinhas, D. Ursuleanu, M. Vihinen (RDTF)
Introduction by A. Montserrat, DG SANCO

A. Montserrat welcomed the members of the Task Force Coding & Classification Working Group to their first meeting. He began by reminding members of the Task Force’s background, its mission and future. The first wave of the health programme (2003-2008) is now making way for the second wave (2008-2013) currently under revision. The enlargement of the EU presents new needs including the necessity of adapting objectives to this new period. This has been under discussion for 1 year already. Theoretically, financing should be covered for this period but in practice, it has dropped by 30% compared with previous years.

He noted the importance of achieving better networking between RD players, creating synergies between professionals, patients and other members of the medical community concerned. A more-in-depth elaboration of policy needs must be made. Only a very few Member States have national RD health plans; 27 plans must be aimed for. Better classification is essential to improve the quality and quantity of registering in national health care systems. Reference networks of centres of expertise are essential to improve the quality of health care delivery in Europe. Two documents by the RDTF are targeted, with a report from the High Level Group expected by the end of this year. In addition, pilot projects have been set up. 

Three major events were presented for 2007: 

1. A workshop on Centres of reference in Europe in Prague, 12-13 July: This major workshop, organised by Eurordis in the context of the Rapsody project, is produced by 11 consultations by Member States in discussion aimed at producing recommendations on the way health services must be organised to serve the needs of the patients in the context of the Directive for free circulation in Europe.

2. European Conference on Research in the field of rare diseases, organised in Brussels on 14 September by DG Research: This event is designed to give better visibility to projects taking place in the RD field and to discuss future research trends.

3. 4th European Conference on Rare Diseases organised by Eurordis in Lisbon on 27-28 November. This major event is designed to focus political attention on RD actions in Europe.

S. Aymé added that a series of ten workshops by Rapsody would be taking place on the national level, and that the RDTF must be present at all of them. Members will be officially invited to the workshops. 

Presentation of Coding & Classification aims & achievements to date by S. Aymé 

S. Aymé gave a brief outline of the history, objectives, duration and composition of the RDTF for the benefit of new members present. The Group is made up of 35 members, of which 25 (previously 20) are now expenses-covered. Issues to be tackled by the Coding & Classification (C & C) Working Group (WG) were: 

· A state-of-art of the existing C&C systems 

· Plans for contributing to improve them

· Creation of a database of expert RD classifications

S. Aymé presented an update of Orphanet’s contribution to C&C issues currently being developed, including a database consisting of 4,300 rare phenotypes, with an average 200 new phenotypes being added each year. Of the total rare phenotypes, approximately 1,200 concerned most patients. Orphanet’s Encyclopedia of peer-reviewed short articles now includes a total of 1,713, with 420 new review articles out this year. S. Aymé briefly presented Orphanet’s definition of diseases, conceding that the definition is open to discussion and presented an outline of various classifications already collected. The different codes attributed to each disease by Orphanet include the ICD 10 codes, the attribution of MeSH terms and Pubmed auto-search facility, and the OMIM code.
Next, Orphanet’s forthcoming update, “V4”, was discussed. This new version will be more user-friendly, easier to understand and will include new features such as the classification of RD search facility by different basic criteria.


Presentation of RD Coding Initiatives from 4 countries

A. Devereau, UK

A.
Devereau from the UK’s National Genetics Reference Library in Manchester, made a presentation co-written with S. McKee, also present at the meeting, from Northern Ireland Regional Genetics Service, dealing with a variety of UK coding initiatives. The first, a major NHS project, “Connecting for Health” (NHS CfH) showed a system adapted to the recent devolution events taking place in the UK, making it important to deal with four separate countries as different entities each with its own system. It aims to deliver a comprehensive health IT infrastructure project for England, including physical networks, electronic patient records, requesting and reporting. The extremely large scale of this project is having an overriding effect on other health projects including coding ones. The other three UK countries are developing or planning similar schemes.

The “Do Once and Share” (DOAS) project involves clinicians in a consultation and sharing of expertise for specific clinical specialities to provide requirements for NHS Connecting for Health services on the national level. The Clinical Genetics DOAS concluded that there existed no universal disease coding used in genetics clinics and since current systems couldn’t deliver, (SNOMED CT/ Read codes do not yet include many rare genetic diseases and ICD codes fail to meet needs), a single national coding system was needed to link services. A White Paper issued by the Dept. of Health insisted on the need for genetics services to integrate with NHS Connecting for Health systems. This has led to data standards being set for genetics. Chief sources used were the NHS Data Dictionary and the Government Data Standards Catalogue.

A. Devereau moved on to the SNOMED CT system which comprises a bi-national development of SNOMED RT (College of American Pathologists, USA) and Read codes (or Clinical Terms, NHS, UK), which is becoming the mandated terminology standard for the NHS in England. He noted that the ICD-10 and OPSC4 codes are used as classification standards. There is a Clinical Genomics working group being formed under the SNOMED International Editorial Board which is being led by Yves Lussier in the US who is keen to work with genetics groups in the UK.

Next, he presented HL7 (Health Level 7, a US health messaging standard now in its V3). It is specialised for each country (HL7 international standards are specialised for national affiliates such as HL7 UK) and then for each application.  It is mandated for NHS CfH systems. There is an HL7 Special Interest Group (SIG) for Clinical Genomics being led by Amnon Shavo from IBM Haifa.

Among the UK genetics initiatives indicated were the further development of data standards following from the initial data standards development and DOAS project, and following up from a UK Genetics Testing Network project which cross-referenced ICD-10 codes to its list of UK genetic testing services.  A UK working group has been proposed to coordinate and interact with SNOMED/HL7 working groups, seeding solutions for UK genetics service. 

Comments on the UK initiatives came from R. Jacob who noted that despite its strong central national health system, the UK has not pursued harmonization actively enough. There is a real need for compatible systems. He pointed out that the E.U. has been carrying out research and setting standards which have not been taken up by the UK. He felt SNOMED should go further towards internationalising its system since it was in danger of becoming too closed.
P. Facchin, Italy 

P. Facchin from the University of Padua, Italy, presented the Italian RD C&C experience through the Veneto regional registry of rare disorders. She traced the history of the 2001 Law in Italy which led to listing RD. Patients have to register if they want to have their expenses covered. The diseases are coded with ICD 10.

The comparison between the RD register and the hospital discharge register showed that 70% of patients registered with the RD register were found in Hospital discharge register as well.

ICD-based current statistics were useful for a rough estimation of the number affected which is 1/ 200 for this Italian region. 

P. Facchin discussed the limits of the ICD which has no specific code for most diseases. 
Next came a presentation by A. Sollie from Netherlands’ Department of Human Genetics and the VSKG, the Dutch umbrella association for clinical genetic centres, who presented a Central Information System for Hereditary Diseases and Synonyms – CINEAS. She explained that the system was developed both for and by clinical geneticists to determine diagnoses for patients, based exclusively on Mendelian inheritable diseases. It has been noted that there is a need for a more centralised listing of diseases on the international level. The system has been used by all of the Dutch clinical genetic centres as well as the NKI (Dutch Cancer Institute).

The database and website in English use no hierarchical classification system which gives them the advantage of having “no limits”. Each entry is cross-matched with a disease name, a (unique number) disease code, and synonyms. All entries are cross-matched with ICD-9 (or +10) codes, plus an OMIM code if possible. The system grows through utilisation: between its conception in 1992 and now, it has grown to accommodate a total of 5,000 diseases. New editions are available online and are compatible with other systems for uploading. 

Questions and comments came from R. Jakob, who suggested a comparison of the Orphanet and CINEAS databases could throw some interesting light on the subject. H. Dolk found the system tricky to use in terms of finding the right codes when going back in time (e.g. checking classification details during the 1990’s) with regard to new information updates. She suggested this could be shown by using code suspension and by creating new, clearly indicated codes. 

A. Sollie, Netherlands

Next came a presentation by A. Sollie from the VSKG, the Dutch umbrella association for clinical genetic centres, who presented a Central Information System for Hereditary Diseases and Synonyms – CINEAS. She explained that the system was developed both for and by clinical geneticists with the main purpose being to allocate diagnoses to patients,. The system is used by all of the Dutch clinical genetic centres as well as the NKI (Dutch Cancer Institute).

The database and website in English use no hierarchical classification system which gives them the advantage of having “no limits”. Each entry has a disease name, a (unique number) disease code and synonyms. All entries are cross-matched with ICD-9 and ICD-10 codes, plus an OMIM code if possible. The system grows through utilisation: between its conception in 1992 and now, it has grown to accommodate a total of 5,000 diseases. Physicians using the CINEAS system can request new codes online. These requests are evaluated by a coordinator and an expert group. In this way the system is kept up-to-date at all times. New editions are made once a month and are available online. These editions are compatible with other systems for uploading. 

Questions and comments came from R. Jakob, who suggested a comparison of the Orphanet and CINEAS databases could throw some interesting light on the subject.       H. Dolk found the system tricky to use in terms of finding the right codes when going back in time (eg checking classification details during the 1990’s) with regard to new information updates. A. Sollie replied that in the database disease codes are never deleted, they can however become “suspended”. Users can still track patients using these suspended codes, but are advised online to use newer codes now available. A. Devereau asked if the rapid growth could be problematic for the overall system.  A. Sollie replied that it did not in as much as the information was contained by a system capable of adapting and expanding. 

A. Devereau asked if the rapid growth could be problematic for the overall system. A. Sollie replied that it did not in as much as the information was contained by a system capable of adapting and expanding.

U. Vogel, Germany

U. Vogel began his presentation by informing members about what DIMDI represents. It is an Institute that is part of the German Federal Ministry of Health with a collection of databases that cover a wide medical spectrum. DIMDI issues an official German version of classifications and nomenclatures. In the area of rare diseases, the Federal Ministry of Education and Research has been funding 10 disease-specific networks for RD’s since 2003. 

In Germany the ICD-10-WHO is used for mortality coding while the ICD-10 GM (German modification) is used for morbidity coding. Research and clinical trials are reliant on the ICD-10-GM and WHO systems. Given the complexity and wide variety of different clinical syndromes covered, there are problems associated with describing groups of similar expenses for diagnostics, treatment and care. 

With regard to German coding RD initiatives, there is currently no specific involvement by DIMDI. Reimbursement is recognized as a major issue. There is an annual maintenance process to adapt the system to the German health care system. Justification for each new category required for inclusion in classification is needed. Efforts directed at a new, adapted system mean that each new classification must be adapted and assimilated.

A brief summary of the C&C situation in Spain was given by O. Zurriaga. He confirmed that the ICD-9 system is used in Spain for morbidity registrations. His team has been using ICD-9 to work on a recently published “National-Provincial Atlas of Rare Diseases (1999-2003)”, a major source of epidemiological information from across the regions of Spain. 

H. Dolk explained that EUROCAT uses ICD-10 coding format, but with a BPA (British Paediatric Association) extension. A 1-digit extension needs to be taken into account for ICD-10. She noted that there have been some clashes between ICD-10 and BPA systems and that BPA classification is not maintained anymore. This issue should be tackled. EUROCAT has its own guides to syndromes and has dropped efforts to adopt Euro coding, since it is impossible to adapt and incorporate. Containing and updating also pose problems.

Presentation of the WHO’s plans for ICD Revision by Robert Jakob

R. Jakob, a medical officer at the WHO, presented the WHO’s family of classifications and its extensive revision plans. He described the need to identify a way of merging and linking activities with three major classifications: Related – Reference – Derived. The aim is to avoid overlap and data merging in a worldwide, growing network of registries. He noted that cancer registries use ICD/ICD-0. WHO is placing its classifications in HIS and IT. Terminologies to health record systems are being developed along with mappings (using ICD, ICF and ICHI classifications) in a pragmatic approach. He described the requirements to achieve ICD revisions involving code changes. Key drivers WHA and EB are mandated. The main objective is to reply to consumer requirements while updating to new scientific knowledge compatible with WHO-FIC members. This should help achieve a better implementation with health information systems (HIS). 

R. Jakob presented colour-coded slides to give a graphic representation of ICD renal diseases. The clinical dimension is given and a need for definitions is clear. National perceptions regarding universal codes mean diverse interpretations can be made. How can different perceptions and definitions be avoided? ICD revision work streams were presented: scientific stream, clinical stream and public health stream. A knowledge portal, a web for ICD revision operates for evidence-based systematic reviews and knowledge sharing of all ICD chapters, structured discussion forums, field trials (including global practice networks) and classifications (online journal). 


Core classification issues were outlined to summarise best practice regarding limits, validity, reliability, clinical utility, cultural perception differences, clustering and links, etc. An involvement strategy has been developed by the WHO between different countries, languages and health care systems. This takes in different clinical specialties and other professionals, in addition to different health sector aspects such as surveillance (injuries, etc), prevention programmes, different types of care and consumer demand from different sectors. 


As part of the ICD Knowledge Portal, three main applications will be included: 1) ICD-10 + application, 2) ICD-11 draft creation and 3) ICD-terminology / ontology tools. For 1), a designated scientific group review will provide systematic reviews, scientific, clinical and public health streams as well as taxonomic rules and definitions. It will also invite open comments and suggestions from a periodic, continuous structured peer review. This will be accessible to all users. With regard to 2), Codes, definition of the entity (including type of disease, level of use, glossary description and taxonomic ontology status) and diagnostic criteria for the entity will all be taken into consideration. A series of screenshots was used to demonstrate these ICD-11 draft points. For 3), R. Jakob described a joint-authoring tool with a Wiki-like structure called “Hi-Ki”, designed by the WHO.  Selected expert groups will draft portions of ICD-11 with each group placing their draft to the WHO web portal using this tool. Following a taxonomic review, this will be posted and clarified by WHO experts as required. Finally, the WHO will carry out a structured scientific peer review before the product is posted for public review. 

R. Jakob went on to outline the process of rewriting ICD using Snomed, using clear and varied cases to illustrate his point. He described the “big picture” with the use of a flow-chart and a “tree” structure graphic integrating the three applications mentioned above to show the different stages of the updating procedure. The selection criteria for WG members was outlined. It was noted that one of the most important criteria not to be forgotten was that of age since candidates must be young enough not to have left the project (or deceased) before the revision process was completed. This could easily take more than 20 years! So the timescale is extremely important when examining this time scenario.

Carefully controlled field trials including e-questionnaires within a global practice network are an important stage in the revision process. Finally, a tentative timeline is programmed. 2006 sees the international consultations for starting multiple streams of the workplan. 2008 is expected to see the Alpha version (ICD 10+ ( ICD 11 draft). Next, in 2009 the Beat version and the field trials version should see the light of day. In 2012 a final version for public viewing is expected to be ready with the WHO approval scheduled for 2015 and implementation scheduled for 2015+, if all goes to plan.

The end result, as described by R. Jakob, should be easy to use and implement and reflect a spectrum of needs from multiple cultures, levels of development, user groups and various utilisations. It is expected to be compatible with existing classifications and will have statistical continuity. It will be fully interoperable in its classifications and terminologies, with a system of one classification for multiple projections. The resulting system will place rare diseases in WHO classifications thus guaranteeing a complete integration of rare diseases.


Discussion on the way forward with the WHO 
The suitability of the system with regard to rare diseases was questioned by H. Dolk. 

R. Jakob claimed that the use of taxonomic structure generated statistics comparable to ICD statistics. It was important to determine the impact of classification features before adapting the code. 

U. Vogel asked what could be expected from new codes for RDs in ICD 10 (or ICD-11 in the future): what and where were the needs? In the ICD-10  ICD-11 process, the revision would not be put together “from scratch” but modifications would only need to be made in specific areas only.

U. Vogel claimed that classifying RDs in ICD-10 (or ICD-11 in the future) means assigning diseases to categories as ICD is not a list of diseases, but primarily a list of categories. Accordingly a better representation of RDs in ICD (specially for ICD-11) would benefit from mapping RDs categories (which still may have to be developed/modified in some areas) to the categories of ICD classification.

It was generally agreed that the new code would improve the situation of RDs on the international as well as on the local level, and would greatly improve the visibility of rare diseases.
S. Aymé concluded that this discussion more than proved the necessity of having a C&C Working Group. Whilst divergence surrounding some of the codes evoked was to be expected, a real step towards world harmonization of coding in RDs was being achieved.

General Discussion (Incorporating the MeSH, Snomed & MedDRA Systems)

D. Taruscio announced that coding updates had already been carried out in a region of Italy, however they still needed to verify the system properly. 

E. Garne felt it was important only to have a low number of non-specified codes.

S. McKee stated that a degree of non-specificity should be retained for patients, e.g. diagnosis should not necessarily be given or arrived at. R. Jakob replied to this that he predicted changes which should be taken into account.

J. Donadieu from InVS in France claimed that coding is only part of the problem in epidemiology since it is easy to use a coordinated database using a code. Many other ways exist associated with the doctors involved. The new French mortality system has links between the text and code.

Definition of Action & Planning Needed:

S. Aymé suggested on a general agreement of members present to work on RD coding with ICD 10 and compare the EUROCAT, CINEAS, University of Padua and DIMDI systems.

With regard to WHO revision activities, R. Jakob explained that strictly speaking, it was not possible for the Working Group to become an “Expert Group” but in practice, it would be possible to make the system work.
He was looking into the possibility of integrating a “Coordinating Group for Rare Diseases” for which a Correlating Centre should also be set up. It was generally felt that no hierarchical approval was necessary to establish such a group, so plans were embarked upon immediately.

Firstly, it was suggested that a work plan be drawn up to harmonise work carried out in common. The group should not constitute a “body”. R. Jakob said he would further examine how the group should proceed.

S. Aymé said she needed to receive confirmation that all resulting work would actually be used.

WG members were curious to know if they would be able to use the WHO’s “Hi-Ki” tool. 

R. Jakob answered that the WHO would need to adapt the necessary software. He added that proposals could be given visibility on the WHO system. The system was on the web already. He therefore suggested that members register themselves individually to enter the system.

For the C&C WG schedule, a meeting was planned for 2007, the date of which will be confirmed. 

S. Aymé said that MeDRA coding system had already been selected by the EMEA for orphan drugs. Therefore Orphanet should be brought in to work on coding rare diseases with this system. ICD, MEDra and MeSH should be the main coding systems available on the Orphanet website, in addition to OMIM..

A. Devereau asked what should now be done with the SNO code used in the UK’s system. Should feedback on this be passed on to the Group?  

S. Aymé commented that Orphanet currently had good relations with the Office of Rare Diseases at the National Institute of Health (ORD NIH), and that Orphanet’s US contacts there think that Europe is ahead of the States with regard to C&C. They want to learn from the European experience.

A. Montserrat said it was acceptable to collaborate with non-EU countries and that DG Sanco was in its mission when supporting financially the activity of the current working group. S. Aymé added that the NIH may cover mission expenses. 

Finally, S. Aymé concluded, saying she had invited some new members along to the meeting but they had been unable to show up. They should, however, be taken into account for further activities and the next WG meeting in 2007.

R. Jakob thanked the group of experts present and S. Aymé thanked A. Montserrat in particular for accommodating this additional meeting, which had not originally been planned as part of the WG schedule.

§     §     §

PAGE  
4

