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Orphan Products

1.2

OPSR

OPSR

OPSR

OPSR
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3-17  

2000 2

1993 40 -
1994 29 10
1995 11 5
1996 26 15
1997 5 8
1998 6 7
1999 13 17

127 64

3-17 127

64

1

2

1. E-Mail Bundeszentralstelle zur

Gesundheitsaufklaerung, Harald Lehmann 1999/09/03

2. AOK Berlin Oefentlichkeitsarbeit Carmela Onnembo

die gewuenschten Angaben koennen wir
Ihnen leider nicht geben. Bei seltenen Erkrankungen handelt

es sich immer um Einzelfallentscheidungen. Es gibt keine

geregelte Leistungen bei seltenen Erkrankungen

Carmela.Onnembo@bln.aok.de
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disorders

2

3

Hansen 1998

3

3. 2000/02/09
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Seltene Krankheiten

1999 2003

Aktionsprogramm der Gemeinschaft betreffend seltene

Krankheiten 1999 2003

The European

Commission 2000 4 27 2000 22

Regulation 141/2000 4

Article 4

1999 4 29 1295/99/EG

1999 1 1 2003 12 31

1

2

3

4.http://pharmacos.eudra.org/pharmacos/docs.htm
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5. 7.5 4

4

5

6 650

rare or

orphan 10,000 5
5 5,000

4 28

European Agency for the

Evaluation of Medicinal Products :EMEA

Committee for Medicinal

Products

EMEA 2000
6

EMEA

6.http://pharmacos.eudra.org/pharmacos/(2000/05/02)
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19

1927 1994

7 1960

60 70

90

4-1

7.1950
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4-1  

Schewe, Dieter 1999:1

4-2 8
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a

b

c

d

4-2  



91

各國罕見疾病相關法案之比較研究
The Study of Rare Disorders Act- A Cross-national Comparison

90

85% 4%

BMA 1998: 179-181

2

a Verhuetung von Krankheiten (

20 24)

b Frueherkennung von Krankheiten (

25 26)

c 27 43b

d 195 200b

e 20

24a,b

f 1989

58,59

(Vorsorge) (Verhuetung)

( F r u e h e r k e n n u n g )

(Gesundheitsfoerderung)
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Ermessensleistung

a

b

c

ambulant vor stationaer

ambulante Rehabilitation vor Pflege

ambulanter Vorsorgekur

s ta t ionaere

Vorsorgekue

Priimaerpraevention Sekungdpraevention

Tertiaerpraevention
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Mutterschaftshilfe

1967

1971

Das Krankheits- frueherkennungsprogramm fuer

Saeuglinge und Kleinkinder

35

0 6

10

a ( 28)

b 28 30

c 31 36

d 28 30

e 39

f 40 43

g 24a,b
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1991

haeusliche Krankenpflege

Grund- und Behandlungspflege

hauswirtschtliche Versorgung

1997

Das 2. GKV-Neuord-

nungsgesetz

(BMG

1998 186)

1995
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Haushalthilfe

12

17

Hospizen

1997

39a SGB V

die palliativ- medizinische

Behandlung

18

25

14

Medizinische und ergaen -zende Leistungen zur

Rehabilitation
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20

1980

50

RUG
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1994

Die Pflegebeduerftigkeit

99%

1.7%
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a

b

c

/

1986

Soz ia l e s

Recht
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D i e

genetische Beratung

1996

Bundeserziehungsgeldgesetz
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Geschwister

1993

17

- 220

- 300

- 350

- 220 BMA 1998 607

Erziehungsgeld

Kinderfreibetrag 1964 4

Bundeskindergeldgesetz

1997 6,912 BMA 1998 601

1 9 6 4 4 B u n d e s k i n d e r -

geldgesetz 1974 8

Gesamtreform des Familienlastenausgleichs 1990

1 9 6 4 4

Bundeskindergeldgesetz

K i n d e r

Stiefkinder Pflegekinder Enkel
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1990 Kindernetzwerk

1995
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400 /

1999

Wer Hift

Weiter 1999

Kindernetzwerk fuer kranke und behinderte Kinder und

Jugendliche in der Gesellschaft e.V. 1999,26

Phenylketonurie(PKU)

P K U D e u t s c h e

Interessengemeinschaft Phenylketonurie (PKU) und verwandte

angeborenen Stoffwechselstoerungen e.V.

a

b

c

d

e

f PKU

g

EC

141/2000



115

各國罕見疾病相關法案之比較研究
The Study of Rare Disorders Act- A Cross-national Comparison

114



117

各國罕見疾病相關法案之比較研究
The Study of Rare Disorders Act- A Cross-national Comparison

116

1. 90.10.31

1
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( )

87 7

( 1998)

88 6

( )
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1

2

3

4

(1)

(2)

(1)

(2)
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1999

2000

1993

OPSR

1999 127

64
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2000
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/

71

1983

1993 2000

2000
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99 %

144

Tandem Mass

Tandem Mass
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Tandem Mass

Tandem Mass

Tandem Mass
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1994  
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6-13

1997  

1998  

6 39-43

1998  

1989  

1998  

1999  -- 46

12

1999  

17 16-17
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1990  --

1990  

143-154

1993  

155-170

1994  

1998  

2000a  

2000b  

2000c  

47-49

2001 

12 2

1993  

282-286

1987  

25-35

1998  

7-14
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CONGRESSIONAL FINDINGS FOR THE

ORPHAN DRUG ACT

The Congress finds that--- 

(1) there are many diseases and conditions,

such as Huntington’s disease, myoclonus,

ALS (Lou   Gehrig’s disease), Tourette

syndrome, and muscular dystrophy which

affect such small numbers of   individuals

residing in the United States that the

diseases and conditions are considered rare

in the   United States; 

(2) adequate drugs for many of such diseases

and conditions have not been developed; 

(3) drugs for these diseases and conditions are

commonly referred to as "orphan drugs"; 

(4) because so few individuals are affected by any one rare

disease or condition, a pharmaceutical   company which

develops an orphan drug may reasonably expect the drug to

generate relatively   small sales in comparison to the cost of

developing the drug and consequently to incur a financial

loss; 

(5) there is reason to believe that some promising orphan drugs

will not be developed unless changes are made in the

applicable Federal laws to reduce the costs of developing

such drugs and to provide financial incentives to develop

such drugs; and 

(6) it is in the public interest to provide such changes and

incentives for the development of orphan drugs.

RECOMMENDATIONS FOR INVESTIGATIONS OF

DRUGS FOR RARE DISEASES OR CONDITIONS 

SEC. 525 [360aa]. 

(a) The sponsor of a drug for a disease or condition which is

rare in the States may request the Secretary to provide
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written recommendations for the nonclinical and clinical

investigations which must be conducted with the drug

before--- 

(1) it may be approved for such disease or condition under

section 505, 

(2) if the drug is an antibiotic, it may be certified for such

disease or condition under section 507, or 

(3)if the drug is a biological product, it may be licensed for

such disease or condition under section  351 of the Public

Health Service Act. 

If the Secretary has reason to believe that a drug for which a

request is made under this section is a drug for a disease or condition

which is rare in the States, the Secretary shall provide the person

making the request written recommendations for the nonclinical and

clinical investigations which the Secretary believes, on the basis of

information available to the Secretary at the time of the request

under this section, would be necessary for approval of such drug for

such disease or condition under section 505, certification of such

drug for such disease or condition under section 507, or licensing of

such drug for such disease or condition under section 351 of the

Public Health Service Act. 

The Secretary shall by regulation promulgate procedures for

the implementation of subsection (a). 

DESIGNATION OF DRUGS FOR RARE DISEASES OR

CONDITIONS 

SEC. 526 [360bb]. 

(a)(1) The manufacturer or the sponsor of a drug may request

the Secretary to designate the drug as a drug for a rare disease or

condition. A request for designation of a drug shall be made before

the submission of an application under section 505(b) for the drug,

the submission of an application for certification of the drug under

section 507, or the submission of an application for licensing of the

drug under section 351 of the Public Health Service Act. If the

Secretary finds that a drug for which a request is submitted under

this subsection is being or will be investigated for a rare disease or

condition and--- 

(A) if an application for such drug is approved under section
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505, 

(B) if a certification for such drug is issued under section 507,

or 

(C) if a license for such drug is issued under section 351 of the

Public Health Service Act, the approval, certification, or

license would be for use for such disease or condition, the

Secretary shall designate the drug as a drug for such disease

or condition. A request for a designation of a drug under

this subsection shall contain the consent of the applicant to

notice being given by the Secretary under subsection (b)

respecting the designation of the drug. 

(2) For purposes of paragraph (1), the term "rare disease or

condition’’ means any disease or condition which (A) affects

less than 200,000 persons in the United States, or (B)

affects more than 200,000 in the United States and for

which there is no reasonable expectation that the cost of

developing and making available in the United States a drug

for such disease or condition will recovered from sales in

the United States of such drug. Determinations under the

preceding sentence with respect to any drug shall be made

on the basis of the facts and circumstances as of the date the

request for designation of the drug under this subsection is

made. 

(b) A designation of a drug under subsection (a) shall be

subject to the condition that--- 

(1)if an application was approved for the drug under section

505(b), a certificate was issued for the drug under section

507, or a license was issued for the drug under section 351

of the Public Health Service Act, the manufacturer of the

drug will notify the Secretary of any discontinuance of the

production of the drug at least one year before

discontinuance, and

(2)if an application has not been approved for the drug under

section 505(b), a certificate has not been issued for the drug

under section 507, or a license has not been issued for the

drug under section 351 of the Public Health Service Act and

if preclinical investigations or investigations under section

505(i) are being conducted with the drug, the manufacturer

or sponsor of the drug will notify the Secretary of any

decision to discontinue active pursuit of approval of an
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rare disease or condition, the Secretary may not approve

another application under section 505(b), issue another

certification under section 507, or issue another license

under section 351 of the Public Health Service Act for such

drug for such disease or condition for a  person who is not

the holder of such approved application, of such

certification, or of such license until the expiration seven

years from the date of the approval of the approved

application, the issuance of the certification or the issuance

of the license. Section 505(c)(2) does not apply to the

refusal to approve an application under the preceding

sentence. 

(b) If an application filed pursuant to section 505(b) is

approved for a drug designated under section 526 for a rare

disease or condition, if a certification is issued under section

507 for such a drug or  if a license is issued under section

351 of the Public Health Service Act for such a drug, the

Secretary may, during the seven-year period beginning on

the date of the application approval, of the issuance of the

certification under section 507, or of the issuance of the

license, approve another application under section 505(b),

issue another certification under section 507, or, issue a

application under section 505(b), approval of an application

for certification under section 507, or approval of  a license

under section 351 of the Public Health Service Act. 

(c) Notice respecting the designation of a drug under subsection

(a) shall be made available to the public. 

(d) The Secretary shall by regulation promulgate procedures for

the implementation of subsection (a). 

PROTECTION FOR DRUGS FOR RARE DISEASES OR

CONDITIONS 

SEC. 527 [360cc].

(a) Except as provided in subsection (b), if the Secretary--- 

(1) approves an application filed pursuant to section 505(b), 

(2) issues a certification under section 507, or 

(3)issues a license under section 351 of the Public Health

Service Act for a drug designated under section 526 for a
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license under section 351 of the Public Health Service Act,

for such drug for such disease or  condition for a person

who is not the holder of such approved application, of such

certification, or  of such license if--- 

(1)the Secretary finds, after providing the holder notice and

opportunity for the submission of views, that in such period

the holder of the approved application, of the certification,

or of the license cannot assure the availability of sufficient

quantities of the drug to meet the needs of persons with the

disease or condition for which the drug was designated; or 

(2) such holder provides the Secretary in writing the consent of

such holder for the approval of other applications, issuance

of other certifications, or the issuance of other licenses

before the expiration of such seven-year period. 

OPEN PROTOCOLS FOR INVESTIGATIONS OF

DRUGS FOR RARE DISEASES OR CONDITIONS 

SEC. 528 [360dd].

If a drug is designated under section 526 as a drug for a rare

disease or condition and if notice of a claimed exemption under

section 505(i) or regulations issued thereunder is filed for such drug,

the Secretary shall encourage the sponsor of such drug to design

protocols for clinical investigations of the drug which may be

conducted under the exemption to permit the addition to the

investigations of persons with the disease or condition who need the

drug to treat the disease or condition and who cannot be

satisfactorily treated by available alternative drugs. 

GRANTS AND CONTRACTS FOR DEVELOPMENT OF

DRUGS FOR RARE DISEASES AND CONDITIONS 

SEC. 5. [360ee]

(a) The Secretary may make grants to and enter into contracts

with public and private entities and individuals to assist in

(1) defraying the costs of qualified clinical testing expenses

incurred in connection with the development of drugs for

rare diseases and conditions, (2) defraying the costs of

developing medical devices for rare diseases or conditions,

and (3) defraying the costs of developing medical foods for

rare diseases or conditions. 
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(A) in the case of a drug, any disease or conditions which (A)

affects less than 200,000 persons in  the United States, or

(B) affects more than 200,000 in the United States and for

which there is no reasonable expectation that the cost

of developing and making available in the United

States a drug for such disease or condition will be

recovered from sales in the United States of such drug, 

(B) in the case of a medical device, any disease or condition

that occurs so infrequently in the United States that there is

no reasonable expectation that a medical device for such

disease or condition will be developed without assistance

under subsection (a), and 

(C) in the case of a medical food, any disease or condition that

occurs so infrequently in the United States that there is no

reasonable expectation that a medical food for such disease

or condition will be developed without assistance under

subsection (a). Determinations under the preceding

sentence with respect to any drug shall be made on the

basis of the facts and circumstances as of the date the

request for designation of the drug under section 526 of the

(b) For purposes of subsection (a): 

(1) The term "qualified testing" means--- 

(A) human clinical testing--- 

(i) which is carried out under an exemption for a drug for a rare

disease or condition under section 505(i) of the Federal

Food, Drug, and Cosmetic Act (or regulations issued under

such section); 

(ii) which occurs after the date such drug is designated under

section 526 of such Act and before the date on which an

application with respect to such drug is submitted under

section 506(b) or 507 of such Act or under section 351 of

the Public Health Service Act; and 

(B) preclinical testing involving a drug is designated under

section 526 of such Act and before the date on which an

application with respect to such drug is submitted under

section 505(b) or 507 of such Act or under section 351 of

the Public Health Service Act. 

(2) The term "rare disease or condition" means 
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Federal Food, Drug, and Cosmetic Act is made. 

(D) The term "medical food" means a food which is formulated

to be consumed or administered enterally under the

supervision of a physician and which is intended for the

specific dietary management of a disease or condition for

which distinctive nutritional requirements, based on

recognized scientific principles, are established by medical

evaluation. 

(c) For grants and contracts under subsection (a) there are

authorized to be appropriated $10,000,000 for fiscal year

1988, $12,000,000 for fiscal year 1989, $14,000,000 for

fiscal year 1990. 

(d) STUDY.---The Secretary of Health and Human Services

shall conduct a study to determine whether the application

of subchapter B of chapter V of the Federal Food, Drug,

and Cosmetic Act (relating to drugs for rare diseases and

conditions) and section 28 of the Internal Revenue Code of

1986 (relating to tax credit) to medical devices or medical

foods for rare diseases or onditions or to both is needed to

encourage the development of such devices and foods. The

Secretary shall report the results of the study to the

Committee on Energy and Commerce of the House of

Representatives and the Committee on Labor and Human

Resources of the Senate not later than one year after the

date of the enactment of this Act. For purposes of this

section, the  term "rare diseases or conditions" has the

meaning prescribed by section 5 of the Orphan Drug  Act

(21 U.S.C. 360ee). 

ORPHAN PRODUCTS BOARD 

SEC. 227 [236]. 

(a) There is established in the Department of Health and

Human Services a board for the development of drugs

(including Biologics) and devices (including diagnostic

products) for rare diseases or conditions to be known as the

Orphan Products Board. The Board shall be comprised of

the Assistant Secretary for Health of the Department of

Health and Human Services and representatives, selected by

the Secretary, of the Food and Drug Administration, the

National Institutes Health, the Centers for Disease Control

and, any other Federal department or agency which the
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Secretary determines has activities relating to drugs and

devices for rare diseases or conditions. The Assistant

Secretary for Health shall chair the Board. 

(b) The function of the Board shall be to promote the

development of drugs and devices for rare  diseases or

conditions and the coordination among Federal, other

public, and private agencies in carrying out their respective

functions relating to the development of such articles for

such diseases or conditions. 

(c) In the case of drugs for rare diseases or conditions the

Board shall---

(1) evaluate--- 

(A) the effect of subchapter B of the Federal Food, Drug, and

Cosmetic Act on the development of  such drugs, and 

(B) the implementation of such subchapter; 

(2) evaluate the activities of the National Institutes of Health

and the Alcohol, Drug Abuse, and  Mental Health

Administration for the development of drugs for such

diseases or conditions, 

(3) assure appropriate coordination among the Food and Drug

Administration, the National Institutes  of Health, the

Alcohol, Drug Abuse, and Mental Health Administration,

and the Centers for  Disease Control in the carrying out of

their respective functions relating to the development of

drugs for such diseases or conditions to assure that the

activities of each agency are  complementary, 

(4) assure appropriate coordination among all interested

Federal agencies, manufacturers, and organizations

representing patients, in their activities relating to such

drugs, 

(5) with the consent of the sponsor of a drug for a rare disease

or condition exempt under section 505(i) of the Federal

Food, Drug, and Cosmetic Act or regulations issued under

such section, inform physicians and the public respecting

the availability of such drug for such disease or  condition

and inform physicians and the public respecting the

availability of drugs approved under section 505(c) of such

Act or licensed under section 351 of this Act for rare
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diseases or conditions,

(6) seek business entities and others to undertake the

sponsorship of drugs for rare diseases or conditions, seek

investigators to facilitate the development of such drugs,

and seek business entities to participate in the distribution

of such drugs, and 

(7) reorganize the efforts of public and private entities and

individuals in seeking the development of drugs for rare

diseases or conditions and in developing such drugs. 

(d) The Board shall consult with interested persons respecting

the activities of the Board under this  section and as part of

such consultation shall provide the opportunity for the

submission of oral views. 

(e) The Board shall submit to the Committee on Labor and

Human Resources of the Senate and the Committee on

Energy and Commerce of the House of Representatives an

annual report--- 

(1) identifying the drugs which have been designated under

section 526 of the Federal Food, Drug,  and Cosmetic Act

for a rare disease or condition, 

(2) describing the activities of the Board, and 

(3) containing the results of the evaluations carried out by the

Board. 

The Director of the National Institutes of Health and the

Administrator of the Alcohol, Drug Abuse, and Mental Health

Administration shall submit to the Board for inclusion in the annual

report a report on the rare disease and condition research activities of

the Institutes of the National Institutes of Health and the Alcohol,

Drug Abuse, and Mental Health Administration; the Secretary of the

Treasury shall submit to the Board for inclusion in the annual report

a report on the use of the credit against tax provided by section 44H

of the Internal Revenue Code of 1954; and the Secretary of Health

and Human Services shall submit to the Board for inclusion in the

annual report a report on the program of assistance under section 5

of the Orphan Drug Act for the development of drugs for rare

diseases and conditions. Each annual report shall be submitted by

June 1 of each year for the preceding calendar year. 
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OFFENTLICHE GESUNDHEIT

Aktionsprogramm der
Gemeinschaft betreffend seltene
Krankheiten(1999 - 2003)

187186

1) ZIEL

Verbesserung der Information uber seltene Krankheiten,

Forderung der Patientenunterstutzungsgruppen sowie

Analyse und Bewaltigung der Risiken im

Zusammenhang mit Clustern seltener Krankheiten.

2) GEMEINSCHAFTSMASSNAHME

Beschlu Nr. 1295/99/EG des Europaischen

Parlaments und des Rates vom 29. April 1999 zur

Annahme eines Aktionsprogramms der

Gemeinschaft betreffend seltene Krankheiten

innerhalb des Aktionsrahmens im Bereich der

offentlichen Gesundheit (1999-2003).

3) INHALT

1. Ein Aktionsprogramm der Gemeinschaft fur

seltene Krankheiten wird fur die Zeit zwischen

OFFENTLICHE GESUNDHEIT

Aktionsprogramm der
Gemeinschaft betreffend seltene
Krankheiten(1999 - 2003)

..
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..

.. ..

..

..

..

..

dem 1. Januar 1999 und dem 31. Dezember 2003 angenommen.

2. Folgende Ma nahmen sind durchzufuhren:

Forderung des Aufbaus eines Europaischen Netzes von

koharenten und erganzenden Informationen uber seltene

Krankheiten und des Zugangs zu diesem Netz, wobei vor

allem vorhandene Datenbanken verwendet werden.

Beitrag zur Ausbildung und Aktualisierung der Kenntnisse

der Fachkreise mit dem Ziel, Fruhentdeckung, Erkennung,

geeignete Ma nahmen und die Pravention zu verbessern.

Forderung der transnationalen Zusammenarbeit und der

Vernetzung von Gruppen, in denen sich Personen, die

unmittelbar oder mittelbar von den gleichen seltenen

Krankheiten betroffen sind, zusammenfinden, oder von

Freiwilligen und der beteiligten Fachkreise sowie

Koordinierung auf Gemeinschaftsebene zur Forderung einer

kontinuierlichen Arbeit und der landerubergreifenden

Zusammenarbeit.

Unterstutzung auf Gemeinschaftsebene der Kontrolle seltener

Krankheiten in den Mitgliedstaaten und der

.. ..

..

..

..

..

..
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Fruhwarnsysteme fur Cluster sowie Forderung der

Vernetzung und Fortbildung von Sachverstandigen, deren

Aufgabe der Umgang mit seltenen Krankheiten ist. 

3. Die Kommission sorgt fur die Durchfuhrung des Programms in

enger Zusammenarbeit mit den Mitgliedstaaten. Sie arbeitet mit

Einrichtungen und Organisationen zusammen, die im Bereich

seltener Krankheiten tatig sind.

4. Der Finanzrahmen fur die Durchfuhrung des Programms wird fur

den Zeitraum 1999-2003 auf 6,5 Millionen Euro festgelegt.

5. Die Kommission sorgt fur Koharenz und Komplementaritat mit

anderen Gemeinschaftsprogrammen und -ma nahmen.

6. Die Kommission wird von einem Ausschu unterstutzt, der sich

aus Vertretern der Mitgliedstaaten zusammensetzt und in dem der

Vertreter der Kommission den Vorsitz fuhrt.

7. Die Zusammenarbeit mit Drittlandern und mit den fur das

Gesundheitswesen zustandigen internationalen Organisationen,

insbesondere mit der Weltgesundheitsorganisation (WHO), wird

gefordert.

8. Das Programm steht folgenden Landern zur Beteiligung offen:

assoziierten Landern Mitteleuropas nach den Bedingungen,

die in den Assoziationsabkommen oder den dazugehorigen

Zusatzprotokollen festgesetzt sind;

Zypern und Malta gema den mit diesen beiden Landern zu

vereinbarenden Verfahren auf der Grundlage zusatzlicher

Mittel nach denselben Regeln, wie sie fur die EFTA-Lander

gelten.

9. Die Kommission sorgt fur die Uberwachung und standige

Bewertung des Programms. Sie legt dem Europaischen Parlament,

dem Rat, dem Wirtschafts- und Sozialausschu und dem

Ausschu der Regionen im dritten Jahr der Laufzeit des

Programms einen Zwischenbericht und bei Beendigung des

Programms einen Schlu bericht vor.

4) FRIST FUR DEN ERLASS EINZELSTAATLICHER

UMSETZUNGSVORSCHRIFTEN

5) ZEITPUNKT DES INKRAFTTRETENS (falls

abweichend von 4)

.. ..

..
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.. ..

..

..
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..
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6) QUELLEN

Amtsblatt  L 155 vom 22.06.1999

7) WEITERE ARBEITEN

8) DURCHFUHRUNGSMASSNAHMEN DER

KOMMISSION

( )

(

)
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1 Urea cycle disorders
1 Citrullinemia

2 Amino acid metabolic disorders
( Aminoacidopathies )

1 Homocystinuria 
1 Hypermethioninemia

2 Cystinosis 
3 Nonketotic hyperglycinemia
4 Phenylketonuria
5 Tetrahydrobiopterin deficiency 
6 Hereditary tyrosinemia
7 Maple syrup urine disease

3 Hereditary coproporphyria
4 Multiple sclerosis
5 Gaucher’s disease
6 Wilson’s disease
7 Nesidioblastosis
8 Amyotrophic lateral sclerosis

(ALS)
9 Organic acidemias

1 Isovaleric acidemia
2 Glutaric aciduria type I, II 
3 Propionic acidemia
4 Methylmalonic acidemia
5 3-Hydroxy-3-methyl-glutaric acidemia  3- -3-

10 Galactosemia
11 Fatty acid oxidation defect

1 Carnitine deficiency syndrome, primary
12 Mitochondrial defect

1 Kearns-Sayre syndrome Kearns-Sayre
2 Leigh disease Leigh
3 MELAS MELAS

13 Aarskog-Scott syndrome Aarskog-Scott
14 Achondroplasia
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0890035693

15 Angelman syndrome Angelman

16 Ataxia telangiectasia

17 Cockayne syndrome Cockayne 

18 Duchenne muscular dystrophy

19 Glycogen storage disease

20 GM1/GM2 gangliosidosis GM1/GM2

21 Hereditary epidermolysis bullosa

22
Huntington disease

Huntington’s chorea)

23 Hutchinson Gilford progeria syndrome

24 Ichthyosis, lamellar recessive

25 Kenny-Caffey syndrome Kenny-Caffey

26 Lesch-Nyhan syndrome Lesch-Nyhan

27 Lowe syndrome Lowe

28 Mucopolysaccharidoses

29 Osteogenesis imperfecta

30 Pseudohypoparathyroidism

31 Rett syndrome

32 Spinal muscular atrophy

33 Spinocerebellar ataxia

34 Sulfite oxidase deficiency

35 Thalassemia major

36 Tuberous sclerosis

37 Waardenburg syndrome

38 X-linked hypophosphatemic rickets

39 Zellweger syndrome Zellweger

40 Progressive intrahepatic cholestasis PFIC

41 Inborn errors of bile acid synthesis

42 Primary Paget disease

0890036106

O OOO

1 Urea cycle disorders

O2 Nitroacetylglutamate  synthetase 

deficiency,NAG synthetase deficiency

O3 Ornithine transcarbamylase deficiency

43 Apert syndrome

44 Cleidocranial dysplasia

45 DiGeorge’s syndrome DiGeorge’s

46 Homozygous familial hypercholesterolemia

47 Fucosidosis

48 PAH type PKU combine with

Sucrase-isomaltase deficiency
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1 PK AID-4

Fructose Modjul SUCRAID

Calogen

Phlexy-Vits

2 I-Valex-2

3 Glutarex-2 Type II

4 Low Met Product

5 MSUD powder

6 Lofenalac

7 Phenyl-free

8 OS1 Milupa

9 UCD1 Milupa

10 LEU1 Milupa

11 Hominex-2

12 Prosobee

13 Glutares-1 Type I   

14 Ketonex-1

15 Provimin Type II
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3.

(C.C.& Symptom)

Sign

ICD-9

1.

2.

3.

100 13 10060 FAX:(02)2397-9154

4. (www.doh.gov.tw)
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104 52 10

02-25210717

02-25673560

http://www.tfrd.org.tw

E-mail tfrd@tfrd.org.tw

104 52 10

02-23123456*6702 02-23314518

http://genes.at-taiwan.com

E-mail twgene@genes.at-taiwan.com

42 4 3-8 3

02-23926581

02-29308129

http://www/pku.org.tw

357 1

704 78 7
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02-25032125  06-2822290

02-25039435  06-2822290

E-mail cks49@ms21.url.com.tw

56 13 1

02-28743815 02-28743814

http://www.mnda.org.tw

E-mail mnda2874@ms39.hinet.net

208 7

02-23147035 02-23147041

E-mail infiniteternity@sinamail.com

20 35

02-28806686 02-28803182

http://www.child-growth.org.tw

1 2

02-23891250 02-23891362

E-mail thala@ms33.hinet.net

276

04-22121260 04-22121307

E-mail tta@tta.org.tw

76 5

07-2266480 07-2266482

63

03-8574362 03-8574807

E-mail caeip@eranet.net

152 6 9 1

02-25046629 02-25046687

E-mail fcdd@ms47.hinet.net
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58

07-3800226 07-5526107

http://www3.nsysu.edu.tw/tmdawww/index.htm

E-mail tmda168@ms22.hinet.net

407 26

04-3144353 04-3164347

106 54 8

02-23924851 02-23944748

E-mail odh@tptsl.seed.net.tw odh@taipeinet.net

104 12 3 5F 2

02-25361333 02-25361556

144

02-26533832

02-87871260     02-26539198

52 10

02-25604501 02-25673560

Organic Acidemia Association

13210 35th Avenue North Plymouth, MN 55441 U.S.A.

Tel: 763-559-1797 Fax:763-694-0017

http://www.oaanews.org

Tyler For Life Foundation, Inc.

6340 Holborne Lane Douglasville, GA 30134 U.S.A.

Tel: 888-454-3383 Fax:770-947-8507

http://www.tylerforlife.com

National Coalition for PKU & Allied Disorders

Tel: 877-996-2723

Http://www.pku-allieddisorders.org
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Parents of Galactosemic Children

http://www.galactosemia.org

National Urea Cycle Disorder Foundation

http://www.nucdf.org
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