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Definition of arare disease

A condition affecting less than 1 person in 2000 (5 per 10 000)
l.e. in line with the regulation of the European Medicine Agency
(Www.emea.europa.eu) -> orphan medicinal products with special status

EU Commission on Public Helath defines a rare diseas as

,life threatenining or chronically debilitating disease, which are
of such low prevalence that a special combined effort is needed
to address them (CE141/2000)*

It is estimated that up to 8000 distinct rare diseases exist today:
their extreme heterogeneity, lack of proper coding (only 250 are
listed in ICD 10) require a Community wide initiative (together with US)

Since over 80% of rare diseases have a defined genetic origin
clinical / medical genetics play a crucial role in their early diagnosis
and management
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Despite being a crucial specialty for rare diseases our
specialty was NOT included in Directive 2005/36/EC

L 255/22 Official Journal of the European Union 30.9.2005

DIRECTIVE 2005/36/EC OF THE EUROPEAN PARLIAMENT AND OF THE COUNCIL
of 7 September 2005

on the recognition of professional qualifications

(Text with EEA relevance)

THE EUROPEAN PARLIAMENT AND THE COUNCIL OF THE (3) The guarantee conferred by this Directive on persons
EUROPEAN UNION, having acquired their professional qualifications in a
Member State to have access to the same profession and
pursue it in another Member State with the same rights
Having regard to the Treaty establishing the European Com- as nationals is without prejudice to compliance by the

munity, and in particular Article 40, Article 47(1), the first and migrant professional with any non-discriminatory condi-

third sentences of Article 47(2), and Article 55 thereof, tions of pursuit which might be laid down by the latter
Member State, provided that these are objectively justi-

fied and proportionate.

Having regard to the proposal from the Commission ('),

Acknowledging specialisation at a EU-wide level for
CROSSBORDER provision of MEDICAL CARE




Main European documents for RDs

COMMISSION OF THE EUROPEAN COMMUNITIES

COUNCIL OF
THE EUROPEAN UNION

Interinstitutional File:
2008/0218 (CNS)

Brussels, 11.11.2008
COM(2008) 679 final

COMMUNICATION FROM THE COMMISSION TO THE EUROPEAN
PARLIAMENT, THE COUNCIL, THE EUROPEAN ECONOMIC AND SOCTAL
COMMITTEE AND THE COMMITTEE OF THE REGIONS

on Rare Diseases: Europe's challenges

- Adoption

Working Party on Public Health
Permanent Representatives Committee (Part 1)

No. prev. doc.: 9 SAN 85 RECH 113MI 173+ COR |

Subject: Preparation of the Council meeting (Employment, Social Policy, Health and
Consumer Affairs) on 8 and 9 June 2009

Brussels, 15 May 2009

LIMITE

SAN 118
RECH 145
MI201

Proposal for a COUNCIL RECOMMENDATION on a European action in (he
field of rave diseases

[Public debate, pursuant to Article 8(3) CRP (proposed by the Presidency)]

http://ec.europa.eu/health/ph_threats/non_com/docs/rare_com_en.pdf
http://ec.europa.eu/health/ph_overview/Documents/strategy wp_en.pdf

www.rtdf.org
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Rare diseases are one of the priorities of the

CZ EU Council Presidency
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{Naformatavano:

A more refined definition, taking into ac 1 prev - S o lation
gromEnpy e

B i1l b= developed using the Community Health Programme resources.

Regulation (EC) No 141/2000 of the European Parliament and of the Council of 16 December
1990 on orphan medicinal products provides that a medicinal product shall be designated as
an "orphan medicinal product” when intended for the diagnosis, prevention or treatment of a

not more than 3 in 10 000

between 6 % and § % of the population in their lifetim Naformatovano:
. : . Naformatovino:
diseases are characterized by low prevalence for each of them, the total number of people

affected rangeﬂ betw and 36 mi le in the EU
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Maformitovano:

Employment, Social Policy, Health and Consumer
Affairs Council (EPSCO)

Date: 8.6.2009 — 9.6.2009

Venue: Luxembur

Category: Council of Ministers

Theme: Employment, Soc. Pol., Health and Cons. Affairs
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Helena Holpuchova, Kristina Masala, Iva Truellova, Klaudie Faltysova,
Lenka Kosteleckd, Stanislava Panova, Lucia Slobodova
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(15) In December 2006 an expert group of the European Union Rare Diseases Task Force issued a
report “Contribution to policy shaping: For a European collaboration on health services and
medical care in the field of rare diseases™” to the High Level Group on Health Services and
Medical Care. The expert group report outlines, inter alia, the importance of identifying
centres of expertise and the roles that such centres should fulfil. It is also agreed that, in

principle and where possible, expertise should travel rather than patients themselves. Some

measures called for in the report are included in this Recommendation.

Gathering the expertise on rare diseases at European level

gather national expertise on rare diseases and support the pooling of that expertise with

European counterparts in order to support:

(1) sharing of best practices on diagnostic tools and medical care as well as education and

social care in the field of rare diseases;

adequate teaching and training for all health professionals to make them aware of the

existence of these diseases and of resources available for their care;

development of medical training in fields relevant to the diagnosis and management of

rare diseases (e.g. genetics, immunology, neurology, oncology, paediatrics);

development of European guidelines on diagnostic tests, population screening while h It p y / / ec.euro p a.eu / h eal [ h /
respecting national decisions and competences; p h th reats / non com /

sharing Member States' assessment reports on the therapeutic or clinical added value of rar e_l O_e n. h tm

orphan drugs at Community level where the relevant knowledge and expertise is

gathered, in order to minimise delays in access to orphan drugs for rare disease patients.
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EUROPEAN COMMISSION

Internal Market and Services DG

KNOWLEDGE-BASED ECONOMY
Regulated professions

French request to the EC

)17/2009-FR/EN

DG Internal Market and Services

DIRECTIVE 2005/36/EC
COMMITTEE
FOR THE RECOGNITION OF PROFESSIONAL QUALIFICATIONS

Inclusion of Specialty under Annex V.

French request for inclusion of specialty of Medical Genetics under Annex V

NOTE FROM THE FRENCH AUTHORITIES
FOR THE COMNDMIISSION OF THE EUROPEAN COMMUNITIES

Concerning the specialty of Medical Genetics. the French authorities wish to address the
question of its existence and of its content in the other countries of the European Union

list of those specialties which can benefit from mutual recognition. insofar as at least 2/5
of the Member States would already recognise this specialty. In France this is a speciality
sanctioned by a specialised diploma (dipléme d'études spécialisées — DES). issued by the



Multidisciplinary Joint Committee
Clinical Genetics (MJC) ~ EUROPEAN UNION OF MEDICAL SPECIALISTS

laan 20 Avenue de la Couronne
B-1050-B

UEMS 2009/ 15

Description of Clinical Genetics as a medical specialty in EU
Aims and objectives for specialist training

Endorsed by: The European Sociefy of Human Genetics board and membe
The UEMS Multiah inary Joint Commyttee for Clinical Genetics |. r 2009)
The UEMS Spedialist Sections & European Boards (Feb 21, 2003)

Adopted by: The UEMS Council (April 25, 2009)

UIf Kristoffersson

UNION EUROPEENNE DES MEDECINS SPECIALISTES G e

EUROPEAN UNION OF MEDICAL SPECIALISTS Chnical Genetics describes the medical elements of Genelics Services provided to individuals

*
e { clude laboratory genetics
* U E M. S * ! :
g i ] ;1
* i .. ] -

}, genetic counselling and
g g an be defined as ‘integrated
clinical and laboratory services, provided for t ncerned about a disorder with a
significant genetic component (both inherited and sporadic). Due to the sharing of genss
among family members, the whole family, not only the individual, represents the core patient in
clinical’'medical genetics.

2COQNISEs E.hat there n.av be overlaps w.lr.h rra.'m programmes
for other gen-e:a‘r:. ,r:m:’e al tists and counsallors) and that there may be opporiunities
for joint training for periods of the course.

Entry criteria

This may vary from country to country but would generally include a specified period of
general medical training to include adult +/- paediatric medicine prior to commencing specialty
training in Clinical Genetics, “internship”. Some countries may have a minimum period of
training to be undertaken before specialisation.

President: D 3 Secretary General: Dr. Bernard Maillet

WWW l l e I I l S I l et Treasurer: Dr. Giorgio Berchicc Liaison Officer: Dr. Gerd Hofmann
[ ] [ ]
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LATVIJAS
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LATVIJAS REPUBLIKAS
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Publicéts: Latvijas Vestnesis = 18.04.2000 136/139 (20472050} = Ministrija

AZ EGESZSEGUGYI MINISZTERIUM HIVATALOS LAPJA Latapbasiminsiia

Rikojums Nr.127 Riga 2000.gada 11.aprilt
ARA: 1113 FT

Par arstu specialitasu nolikumu apstiprinasanu

FELHIVAS!
Felhiviuk tisztelt Olvasoink figyvelmét
a ki zlimy utolse oldalan kizzétett tajékoztatora és a 2008. évi eldfizetési arainkra!

lzdots saskana ar Arsiniecibas likuma 27 pantu

1. Apstiprinat:

: 2 1.1. Sirds kirurga specialitates nolikumu;
TARTALOM
1.2. Asinsvadu kirurga specialitates nolikumu;
L. RESZ 1I1. RESZ
Szemelyi rész Egeszségiigyi ¢s egyeh miniszteri rendeletek 1.3, Bému neirologa specialitates nolikumu;
¢s utasitasok
. 41/2007. (1X. 19.) EiM rendelet a kézforgalmu, fiok- és 1.4. Mutes, sejas un Zoklu kirurga specialitates nolikumu;
Toevbyek, “: R "]‘ s o kézigyogyszertarak, tovabba intézeti gyogyszertirak
DENCHyes, onatagy e N miikédési, szolgalati és nyilvantartdsi rendjérdl ....... 2669 5 =i olits ; ;
kormanvrindelitok be chithrozitok + g ny! 1y - 1.5. Arsta genétika specialitates nolikumu;

Statutory Instrument 2003 No. 1250

The General and Specialist Medical Practice (Education, Time frame for specialist training
Training and Qualifications) Order 2003 » The training period should minimum 4 years full time work; part time work would
extend the training period.
An educational training programme will be agreed for each frainee according to the
specialty specific curriculum

In the longer training period, up to one year could be in another speciality of
Statutory Instruments printed from this website are printed under the importance for clinical/medical/medical genetics.
superintendence and authority of the Controller of HMSO being the The time spent in laboratory work may vary between countries according to national
Queen's Printer of Acts of Parliament. curricula.

A period of research resulting in a PhD/other higher exam may, if appropriate, replace

The legislation contained on this web site is subject to Crown Copyright training for a variable period of time according to national guidelines. However, in
protection. It may be reproduced free of charge provided that it 1s absence of national guidelines, it is not recommended that this time period is longer
reproduced accurately and that the source and copyright status of the than 1/3 of the total training period
material is made evident to users.

© Crown Copyright 2003
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ORDEM DOS MEDICOS
~ Conselho Directivo do
COLEGIO DE GENETICA MEDICA

Ms. Lucia Slobodova
Cezach Ministry of Education and 5ports
Prague, Czech Republic

20 May 2009
Dear Ms. Lucia Slobodova

This letter is to let you know that the Portuguese College of Medical Genetics, the
professional organization responsible for approving and overseeing the training and
education of medical geneticists in Portugal, at our national Medical Association
{("Ordem dos Medicos™), fully endorses the UEMS Clinical Genetics curriculum, with the
total length of 4 years, as stated in the "Description of Clinical Genetics as a medical
specialty in EU: aims and objectives of spacialist training”, adopted on 25 April 2009.

Clinical Genetics ("Genética Medica”, in Portugal) is a primary full specialty of its own
right, since 1998 (before then it was only a "Competence”, secondary to obtaining
another previous specialty). This College was then formed in 2000, and the education
and training programme was elaborated by us and officially approved and published as
Portaria no. 148/2001, from 2 March, in “Diario da Repablica” - | série-B no. 52, 1174,

Though the training period is of 5 years in our country, this does include a period of 12
months of basic clinical training (in general paediatrics, obstetrics, neonatology,
neurology, internal medicing or other options). We will, thus, have no objections in
accepting and recognizing the education in other European countries where the training
period is at least 4 years.

The board of the Portuguese College of Medical Genetics, thus, fully supports and
endorses the inclusion of Clinical Genetics (“Genética Médica”™) into Directive 2005/36,
towards the recognition of this important specialty at the European level.

Sincerely yours,

S

Jorge Sequeiros, MD, PhD

Medical Geneticist

President of the College of Medical Genetics,
Portugal

EUROPEAN COMMISSION
Directorale-General for Intemal Market and Services

KNOWLEDGE-BASED ECONDRMY
Ragulated professions

Brussels, 15.05.2009
MARKT I/S6651/12009-EN

Group of Coordinators for the recognition
of professional gualifications

Situation in Member States for specialty of Medical Genetics

Information provided by CZ

Deadline May 29, 2009

(ﬂﬁng of 22 June ID

Amendment planned for 2012




p Guidelines for Quality Assurance in Molecular Genetic Testing
<~'==,. http://www.oecd.org/dataoecd/43/6/38839788.pdf

OQECD

Soat enoures their competence Laboratory specialty

.3 Emstng specialist education and traming programmes relevant to molecular zenshc testing
that meet recogmsed standards should be formally adopted by governments, regulatory and'or
professional bodies.

E4. Development of educational and tramming programmes should be encourazed where they do

nof exist.

elevant ZoVEernment or Pro 3 norties s recognice med

dizciphine -:-Jmpll'}siu_e both a chinical and a laboratory specialty.

E& Where governments, regulators and professional bodies recogmize medical andg
scaentific quahfications awarded by foreign msttuhons, such recogmton should be extended, a: COLME L
appropriate, to equrvalent qualifications m molecular genetic testing. Ll

ET All persopne]l mvobred m molecular genetic testing should prachice wathin the
firamework formed by apphcable legal ethical and professional standards.

Additional Pratocol to the Convention on Human Rights and Biomedicne, concerning Genetic Testing lor Health Purposes

7.X0,2000
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on Human Rigts and Biomedicine
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Thank you very much
for your kind help !

milan.macek.jr@LFmotol.cuni.cz



