Minutes

Meeting of the Rare Disease Task Force 
Coding and Classification Working Group
Paris, 2 May 2007
On 2 May 2007, the meeting of the Rare Diseases Task Force (RDTF) Working Group (WG) on Coding and Classification included the attendance of:
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A. Welcome and Approval of Agenda

Apologies from T. Monserrat, who has now been promoted as acting Director of the Informatics Unit at DG, and J. Donadieu. No changes to agenda.
Introduction to the Meeting
Ségolène Aymé
Orphanet (INSERM SC11)
Chair of RDTF
The RDTF WG on Coding and Classification was established in 2004 to assist the European Commission (EC) in promoting the optimal prevention, diagnosis and treatment of rare diseases (RD) in Europe, providing a forum for discussion and exchange of views and experience on all issues related to rare diseases in recognition of the unique added value gained for RD through European coordination.

At the time of creation it was said that this WG will promote the development of a coding and classification system of RD supplementing the World Health Organization’s (WHO) International Classification of Diseases (ICD)-10. It is more appropriate to say that the WG will assist in the modification of the ICD-10. During the last meeting for the WG on Coding and Classification (11 Oct 06) it was discussed what work was already in place for this endeavour, what countries were missing in terms of participation and R. Jakob of the WHO mentioned that RD would be a priority on the agenda of the ICD-10 revision. Today we see that it is.
Previously, it was decided that the WG to focus on the ICD revision should be composed of those deeply involved in coding (e.g. those managing registries). The end result is a group with a great range of expertise. This group has begun to tackle a comparison of coding and classification systems such as the ICD, SnoMed, MedRA (used by FDA and EMEA), and MeSH. This data must continue to be homogenised through the exchange of data. Today we must set up the exact composition of the group and mandates of this activity as well as any funding we may be able to receive to support it.
B. Presentation on Feedback of the Revision Steering Group for the Launch of the Revision Process April 2007, Japan
Robert Jakob
WHO
Medical Officer Responsible for ICD update
The meeting in Japan began with a press conference, followed by the introduction to leaders of many Japanese Scientific Societies. Japan is very eager to participate and the first country to offer funds for the revision process. For this reason the launch was held in Japan to show that the WHO greatly appreciates their contribution. 

The first official day of the meeting included a presentation on review process overall, very much like the presentation given at the last WG meeting 11 Oct 2006. There were a few notable differences:

· The technical platform was presented
· The Topical Advisory Groups (TAG) were presented

The members of the Revision Steering Group are as follows:

Chair of the RSG
Christopher Chute

Mayo Clinic

Rochester, USA

Rare Diseases

Chair: Ségolène Aymé

Orphanet

Rare Diseases Platform

Broussais Hospital, Paris, France

Injury and External Causes of Injury
Chair: James Harrison

AIHW National Injury Surveillance Unit

Flinders Univ., Adelaide, South Australia
AND
WHO Dept. of:

- Violence and Injury Prevention

- Drug safety

- Occupational Health
Mental Health
Chair: Steven Hyman

Provost

Harvard University, Boston, USA

AND

WHO Dept. Mental Health

Internal Medicine
Chair: Kentaro Sugano

Department of Internal Medicine

Jichi Medical University, Japan

AND

WHO Dept Non-Communicable Diseases
The following are not chairs of TAG but trans-group members:
Marjorie S. Greenberg

Chair of the Planning Committee, WHO-FIC

Martti Virtanen

Chair of the Terminology Reference Group, WHO-FIC

Richard Madden

Chair of the Family Development Committee, WHO-FIC

Mea M. C. Renahan

Chair of the Update and Revision Committee, WHO-FIC
RD is one of the top groups in terms of preparation.

As Cancer did not have a TAG chair, R. Jakob volunteered. With collaboration with the International Agency for Research on Cancer (IARC) and the WHO team for Cancer Surveillance the goals are to realign cancer codes with ICD-O. The structure of classification remains to be decided. Do we want to have cancer classified and coded by anatomy or by stages?
Other fields will also soon be involved in the revision process: maternal, neonatal, and child health, infections diseases, neurology, eye, otorhinolaryngoiatrics, skin, female/Male genital diseases, urology, congenital malformations, deformations and chromosomal abnormalities.

S. Aymé mentioned that congenital malformations, deformations and chromosomal abnormalities will be dealt with by the RD WG.

The structure of the organization of the ICD-10 revision: 
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The number of WG is not at all proportional to each topic. These will vary. 
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Although all can see the suggestions for revision not all can contribute. The hierarchy of Hi-Ki submission is:

1. Revision Steering Committee

2. Revision Domain/Topic Working Groups

3. Accredited Experts (Designated by Working Group Members)
4. Accredited Persons (Designated by Experts)
5. Registered Interested Persons (Public)

Registration for the public will include the reading several pages of introduction to guarantee an understanding of the ICD structure.

The next meeting will be in Trieste, Italy to discuss progress and set up Work Programmes until 2010.
Examples of potential ICD revisions were presented (i.e. breast cancer, diabetes mellitus). The anticipated timeline includes implementation for all revisions by 2015 and use in all countries by 2020. 

Discussion
E. Garne commented that children do not fit into ICD-10 though they make up 25% of people in the world. Children are not small adults, and currently there is no way to show that a patient is a child in the system except for with age. 

R. Jakob responded that it has been acknowledged that children do not fit. And that an overall paediatric WG may be added or a smaller paediatric WG within in topic. Adding an age criteria is also being discussed.

S. Aymé asked if ICD-11 will be “flat” as before, will it be able to be published in a hard-copy format?

R. Jakob responded that it will be a multidimensional product but what the user will see will be “flat”. It will still be printable.

M. Vihinen proposed adding a query system to the model.

R. Jakob responded that with the new ontology base you will be able to have different perspectives (by age, by anatomy, etc. while still avoiding overlap). You will also be able to merge ICD-O.

S. Groft asked about linkages.

R. Jakob responded that there will be linkages to MeSH and the National Institutes of Health (NIH) Library. He added that as the actual implementation of ICD-11 is so far away (~2020) and so much work will have been put into that the next revision will not be done for a long time, so this revision must be very carefully planned anticipating the types of tools used in the future.

C. Presentation on the methodology used to revise RD Coding and Classification  
Ségolène Aymé

RD specialists must be approached carefully as many times their way of classifying may be very different from the structure of the ICD. The revision WG must be composed of coding and classification experts as well as international experts as the ICD is of course an international coding system. Thus far we have participants from: France (Orphanet, Ségolène Aymé and Ana Rath), CINEAS, UKGTN, Italian regional registries, EUROCAT, USA (Office of RD, Steve Groft), Korea (GH Lee), and Australia (Agnes Bankier).
No other organisations in Europe were identified that the group felt should be approached. As for Japan, S. Aymé has already asked WHO to identify a representative. She asked how important it was to include someone from South America.

R. Jakob responded that it is important to include representation from each continent. E. Garne agreed to identify such potential representatives through EUROCAT’s network of collaborators. S. Groft agreed to identify someone through the Library of Medicine and to fill in the gaps for specialists serving as peer review from NIH. 

S. Aymé felt it was more efficient to have fewer TAG members and more peer reviewers. The approach was agreed on.
TAG Tools
TAG tools include the WHO platform, the OrphanetPlatform, the TAG platform, and meetings. A mini website and newsletter was proposed and agreed on for this project. Meetings were identified as crucial to resolving coding and classification discrepancies.

The following principles were presented as guiding the revision group’s actions:

· Rare Diseases should be traceable in mortality and morbidity information systems

· There are two categories of RD

· The recurrent RD (approx. 1,500 to 2,000) 

· should have a specific code in ICD11

· The ultra rare (approx. 4,000)

· should be coded as “other specific RD” within relevant subcategories, but indexed nevertheless
R. Jakob added that how you classify the diseases depends very much on what you would like to do with them afterward. This is why the way Orphanet organizes diseases is a good example. 

The following steps were proposed:
· Step 1: Establish the priority list of RD which require a specific code in ICD-11. To be established at Orphanet.
· Step 2: Analyse ICD-10 to identity mistakes and gaps by cross referencing with others (i.e. CINEAS, UKGTN, Italian registries). This serves as an excelled quality control system for Orphanet.
· Step 3: Start contribution to ICD10+

· Step 4: Collect other classification systems

Discussion
When discrepancies are encountered first ask for justification. If no agreement can be made a list will be forwarded by S. Aymé, A. Sollie (CINEAS), Italian registries, and A. Devereau (UKGTN) to R. Jakob to distribute to mortality/morbidity reference groups at WHO. 
E. Garne added that she worried if there were enough 3-digit codes available within ICD-10 and asked if the 4th place should also be a number or if could be a letter. R. Jakob suggested staying with numbers only.

S. Aymé asked members not yet mentioned to describe the contributions they would be able to make to the project.

D. Taruscio informed that they have 770 classified diseases some of which are not included in the ICD. Some are very specific. Others, approximately 40, have a heavy social burden. She offered to present the “big picture” for RD in Italy and cross reference her data with other registries.
P. Facchin informed she had a registry of approximately 2100 diseases with a specific code (mandatory for patients since 2001) and genetic registry.

U. Vogel from the German Institute of Medical Documentation and Information (DIMDI) informed that he does not have many resources but a lot of knowledge to contribute. R. Jakob agreed that DIMDI will be crucial in verifying the classifications. U. Vogel agreed to act as an advisor to the group.
S. Groft informed that there are many partners to “tap into” such as patient groups, etc. In the next few months he will approach these partners. He suggested that S. Aymé make a list of explicit needs and he will look for resources. He will even consider approaching industry though usually this is avoided.

O. Zurriaga and C. Martos added that they could contribute mortality data from Spain.

The following activities were identified as needing funding. 
· Preparatory work for experts including the creation of a list of priority diseases, the preparation of RD with ICD10 codes, matching of existing tables, and a list of problems and possible solutions.
· A validation process by TAG members through in-person meetings and by external experts.
· ICD10+ contribution, contribution to proposals, and moderation

· Coding of RD with other coding systems

S. Aymé will finalise an FP7 application to provide 60% of the funding.

D. Conclusions

A list of future activities was made:

· Cross-reference with UKGTN and CINEAS by the end of 2007. The end product will be a list of diseases with a code.
· Start comments in ICD10+

· Create tools for WG: website and newsletter

· Look for funds from NIH

· Liaise with colleagues world-wide (S. Groft)

· S. Aymé will contact colleagues from Brazil

· Send a letter to all WHO sub-groups to ask if they know of any RD registries in their respective countries.

Next Meeting

The next RDTF Coding and Classification WG Meeting will be held Tuesday 13 November 2007 in Luxembourg. The exact location of the meeting is yet to be decided.
















































Topical Advisory Group:


Mental Health

















