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1. EU (RRIES) *
(1) ERXIROEBHEINR
D HROEE
EU [CRIT DS (rare diseases) MEREIL, [EU [CHUNTRERN 10,000 AIC 5 A&

Z1ZV\V&EE (diseases presenting a prevalence not more than 5 per 10,000 persons in the
European Union) | &N TL\B2, BEXK(E 2,000 AIC 1 AEERITESN, HHRESNDIES
DFEXE(L 6,000 Z#BZ, EFRD 80%(LELRMZENT, UL ULEHEEXIIEERTIREB LR
DEREBESINDS, EU28 DEANDEREBS LD KZ 246,000 ATHD

@ RIWES

EU ICRITDEFRXIHEDORMIZ, 2009 F 7 B 3 BICERINESDFRICKOKIIUT TEE%
XIRICEATDEESRRESE | BRMDPE (Communication on Rare Diseases: Europe's
challenges) | TH3% BHRSESSIL, KRINESEN 2008 F 11 B 11 BICHREB UIZ M#HBEXIR
DEFCRET DESEXENES (Council Recommendation on an action in the field of rare diseases) |
CEBICRMEBERICIRESN, 1 V/\D iR USZEE05HE 213 TEERSNIES,

2, RINEESNBEEICHITIFVERRICRET DETIE, 1999 F 12 B 16 BICEKINZES
NERUE MBVEERICEATSD EU #RE (EU Regulation on Orphan Medicinal Products
(Regulation EC n° 141/2000)) | T&%H3d7,

B BIREEIEZDRE!

RINEERIRE - RREZEMSB (European Commission Directorate General for Health and
Food Safety (DG Sante)) [CBONCEHREPIZRT)L—T (Commission expert group on rare
diseases) NEHAEXIHICIRD EU DBERZFAE T D8,

#HREPIRTIL—TIS, 2013 F 7 B 30 BIYESRRIE (2013/C 219/04) ICEDE, REAID
#HRBPIREZESER (EUCERD) ZFELEDD ZAFRBSNICEBRBIHERI CH D, X /\N—I3 D02 28
NEOREIBEXEBDOAKRENSIRD, EU IENBED P A RSV FRO/IDT—EERXY
IN=ETRDTUNDY,

P RBICHNWTEU DBEEXRIHZSIE, 1—0OXIFELCKET D,

SEXTIC, 2017 FICRTDIABEFFEEBEL —HE, 1 1—-0=126.65 3THD,

SR : OANDA, Average Exchange Rates (bid rate)  www.oanda.com/currency/average

2 Communication on rare diseases: Europe's challenges COM(2008) 679 final, 4.1. Definition of rare diseases
https://ec.europa.eu/health/rare_diseases/policy_en

3 EURODIS, About Rare Diseases  www.eurordis.org/about-rare-diseases

4 European Commission > DG Health and Food Safety > Public health > Rare diseases > Policy > Rare
diseases — what are they?  https://ec.europa.eu/health/rare_diseases/policy_en

5 2008/0218(CNS) Rare diseases: European action
www.europarl.europa.eu/oeil/popups/ficheprocedure.do?lang=en&reference=2008/0218(CNS)

6 European Commission > DG Health and Food Safety > Public health > Rare diseases > Policy > Legal
documents https://ec.europa.eu/health/rare_diseases/policy/legal_en

7 Eurordis, Orphan Medicines Regulation

www.eurordis.org/content/promoting-orphan-drug-development

8 European Commission > DG Health and Food Safety > Public health > Rare diseases > Expert group
https://ec.europa.eu/health/rare_diseases/expert_group_en

9 Group Details - Commission Expert Group, Commission expert group on rare diseases (E03015)
http://ec.europa.eu/transparency/regexpert/index.cfm?do=groupDetail.groupDetail&group|D=3015&NewSearch
=1&NewSearch=1
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1. EU (BRINES)

#MRBBDARICRELUTIEL, /NJICANEZEB< EURORDIS (RRINFBMEERES) 1Y EIINA
BD 69 HNBICHITD 779 DHEHFEBEDERDBESHEMEEC LT EU DHEREFRMES — g &g
L TL\D, EURORDIS MEZEERDFY 28%IERVINEZESESDMMBEIE TIESHN TL\DW,

@ HRXUERES &R
MINEZESERRE « RREZEMBIE, UTNOHBXIREEERRZHE LU LD,

1) EEDORERUREIDHEE
ISV ADREEE Inserm (ENIRBEZAFTHERE) NHEITRHAEL 1997 FX0DERZERIBL
/Z Orphanet [, 2000 FEH'5 2004 FICHMNT TRMNEZESSDMRFEEERREH TOT S ADOHDEE
S, WEEIPTOYVI O FEUTHEMRERZE D TND, F/E, Inserm DEEICKDHEEPD
7OY 7 Rare Diseases Portal [, B2EDI1—FEUFT 1 —EFRWLT 6 NEETCIEIFRE
BREIRHITDHCREHFIN—FILT 1 ~FTHY, BEICHE>TEUDBEISESITTINDE,
2) REBBHRY AT AICRITDHEBEOBLRI—FT v VIRURLU—TEU T+ —DIER
EU [, #mDI—7 ¢ VJICRALT, NBEIC ICD-11 (BREHBDESE 11 R) ZRATICE
ZEIELTNDYE,
3) EUNBERICRITD2HBICRDIERFBREDZIE
EU (3, 2009 £ 6 A 8 BOESEEE (2009/C 151/02) [CHUT, NBEBICXTL, HHEICHRDIE
RETBDRESE 2013 FXTICTTIDEROEELTL\BY,
4) BRINLANIVICRITBIHRD - BEHAGIDE{E
MINEERRE - EREZEMBICERESNTLENESE 1 BORKRSNS12D MEEICERET DER
F2J)L— (Commission expert group on rare diseases) | I3, EU UNJLDOESBEROREENE
ERSRN
5 BEOEMPEXIIEFIREDBEHRAB EESHBNREZEBHIET D ERNs DIEE
RIE T (2) $REICTRBILIDPUIYRAT—HDOERK] =38,
6) EHRRHEDHIDHEE
HHERHBEDOMRBREIT, BMNEESDTI U —AD—=0TO0T S LAEOHDEICIDIEESN TN
21,
7 HERBICHRE Y DHKICHT 25EREBROTERUNE
EU [FNBBEICHERIREICEIT DEETERTEITDCCEZES L TR, 2009 F 7 BAICIKR
BERUHSRTHODZ O DEFTEREEER L TLNDY,
8) #MHEEROZIE, NRUOMNOEBEER TS v ~h—ADRH
EU I3, NIBZBEICHITDEFEESR (rare diseases registries) Z@IIEICLNDZELTHD, TN
FZTICARA Y EA U PHEENRERERY AT LADBEET T LTLDE,

10 EURODIS www.eurordis.org/about-eurordis

11 European Commission > DG Health and Food Safety > Public health > Rare diseases > Policy
https://ec.europa.eu/health/rare_diseases/policy_en

12 European Commission > DG Health and Food Safety > Public health > Rare diseases > Orphanet >
Identification > Identifying rare diseases

https://ec.europa.eu/health/rare_diseases/orphanet/identification_en

13 European Commission > DG Health and Food Safety > Public health > Rare diseases > Screening
https://ec.europa.eu/health/rare_diseases/coding_en

14 COUNCIL RECOMMENDATION of 8 June 2009 on an action in the field of rare diseases (2009/C 151/02)
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=0J:C:2009:151:0007:0010:EN:PDF

15 European Commission > DG Health and Food Safety > Public health > Rare diseases > Expert group
https://ec.europa.eu/health/rare_diseases/expert_group_en

16 European Commission > DG Health and Food Safety > Public health > Rare diseases > Projects > Rare
diseases research and human tissue engineered products
https://ec.europa.eu/health/rare_diseases/projects/research_en

17 European Commission > DG Health and Food Safety > Public health > Rare diseases > Screening >
Evaluating population newborn screening practices for rare diseases
https://ec.europa.eu/health/rare_diseases/screening_en

18 European Commission > DG Health and Food Safety > Public health > Rare diseases > Policy > Registries
https://ec.europa.eu/health/rare_diseases/policy/registries_en
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6 FLEEROEIZECEITIZMHER

LWHIDBFDERERICEAL, EU TIZ, orphan medicines & orphan medicinal products ¢ ()
D 2 DOBEND D,

Orphan medicines (3, BIR%EZE (sponsors ; HFHERIX [FRBEHTTE) N EU HIBICRIT
5% 10 FREIDIRSIRITIHE CRAFEHRDBRIEEZZTDICTHIC EU [C58T (authorise) =1
EHEVDEERERKL, TNZET 144 ROMINEERICKDRISINTIND,

Orphan medicinal products (&, BIREBNEERE U CORIUICAIT THDEEFDZIEES
[TRIZHICKINEZESRICIERE (designate) SNIZHEDVEERZRKL, CNFET 1,510 &OD
orphan medicinal products AERESNTU\ D, BREICEITIZEFEFHIS Orphan designation &
[N, BRIND L —AD—=0T00 3 AICHITDEREROMREEFHE TOY 0 ~TIL, orphan
designation D'EREH &SN TUDY,

EU DHERVEZERBERIZ, RINEZESRFO COMP (Orphan Medicinal Products ZE%) DR
BT D, RIETIE 1999 F 12 A 16 BICERIEEZR TERSNI/T EU Regulation on orphan
medicinal products (No 141/2000) T&h3d%,

2017 F4 BOERICINIE, BVEERORIEICEET DMRBEETOI D FHIZ 291ET,
CNICXII D EU MBI DO#MERIT 118 BA1—0THD

MER—1-1 BVEEROAIEICEIT D EU RARREARMAILTOYT O (—3D)

= BVEZERBEIED PJ =g WER | EU Bl
FP PJ B FRASEES gy | 2T 1FY | @pe) | @He)
ep7 | RAREDISEASE BVEZEROARIBHY—LE | 2008/5 |Inserm 10 10
PLATFORM ADIEE -2011/4 |(DSV2R) ) '
- — o . . TI/N=/\Uk =)L
= AL PN TR
rr7 | DRUGSFORD ELRSBSAEMNT (lnherlted 2012/9 KB — 1Y 6.6 50
= |photoreceptor degeneration) |-2016/8 (R W)
KRENDHBABAE (Retinopathy of |2012/10 | 3—FRIUKE
FP7 |PREVENTROP Prematurity (ROP)) -2018/9 |(RTT—F ) ’e 60
PR P A—=/NBIES 2012/12 |JL—PP VK%
FP7 | ODAK (Acanthamoeba Keratitis) -2017/11 (DS R) 58 40
M/NARIBEAME ) > ) NHERS RIS .
FP7 | FIGHT-HLH 2% (Hemophagocytic 22001127//77 ?‘;‘f'r”%“ne SA 11.2 5.9
Lymphohistiocytosis (HLH))
FOEERDBIEICETEN e
FP7 |ASTERIX RIRERARSRERDMREVR P T i%ﬂg é@iigﬁ%ﬁh 4.1 3.0
O—FFEDEFE

(CORDIS L& « BB) 22

19 Irene NORSTEDT (2017) EU funding for rare disease research, p.6
www.b2match.eu/system/h20200sl02016/files/Irene_Norstedt_Rare_Diseases_Oslo_12 May 2017.pdf?14653
88356

20 European Medicines Agency, Committee for Orphan Medicinal Products (COMP)
www.ema.europa.eu/emal/index.jsp?curl=pages/about_us/general/general_content_000263.jsp&mid=WC0b01
ac0580028e30

21 REGULATION (EC) No 141/2000 of the European Parliament and of the Council of 16 December 1999 on
orphan medicinal products
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=0J:L:2000:018:0001:0005:en:PDF

22 CORDIS (Community Research and Development Infomation Service)
http://cordis.europa.eu/projects/home_en.html
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http://cordis.europa.eu/project/rcn/86690_en.html
http://cordis.europa.eu/project/rcn/86690_en.html
http://cordis.europa.eu/project/rcn/104174_en.html
http://cordis.europa.eu/project/rcn/105874_en.html
http://cordis.europa.eu/project/rcn/106735_en.html
http://cordis.europa.eu/project/rcn/105319_en.html
http://cordis.europa.eu/project/rcn/110076_en.html

1. EU (BRI

)

® FENROIDP YT VD

INESICRITDIHREAETEL, JL—AD—0TOT S AICKDHRPILERERIDHZRES
KTOY IO RCXTDMIELE L THZHEESIND, JU—AD—=0T0T3AlF, 2007 FH'5
2013 FEXTOEZTOY 1D FRBFETDIZFEREID FP7 (57 ROL—LD—DT
OJ35A) &, 2014 FRRICH 2 FDDMRBRTOT S AlCKt U TziEEN D Horizon 2020 A
51233,

RRNESICRITDEHBXTHETOY 0 ST T DHMIERNTEEIL, FP7 ICHNTIZ 120 M
EnTOY o +IZ 660 BH1—0O, Horizon 2020 [ICHUVTIE 2014~2015 F(C 214 B 11—
OTHD, HEEOWRESNLEBEIRTOY 0 DS FP7 & Horizon 2020 =&
HET 164 [BTHDS,

MEX—1-2 RNESICRITIHEBXIRIOY 0 OIS (5H1—0)

I Project start year
200 - .
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]

-
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(European Commission (2017) Rare Diseases: a major unmet medical need, p.15 N2> Z#xs)) 26

M&E—1-3 HBEXIRIOY D ~OHBIRZHEEE LT 10 174ES

(=]

EU Financial
No of Contribution
Top participants Country Participations  (Mil euro)

1 UNIVERSITY COLLEGE LONDON UK 39 2538
2 INSTITUT NATIONAL DE LA SANTE ET DE LA RECHERCHE MEDICALE (INSERM) FR 36 21.19
3 GlaxoSmithKline Biologicals BE 1 14.10
4 UNIVERSITAIR ZIEKENHUIS ANTWERPEN BE 4 12.89
5 KAROLINSKA INSTITUTET SE 21 11.80
6 UNIVERSITY OF NEWCASTLE UPON TYNE UK 17 11.45
7 EBERHARD KARLS UNIVERSITAET TUEBINGEN DE 8 8.88
8 THE CHANCELLOR, MASTERS AND SCHOLARS OF THE UNIVERSITY OF CAMBRIDGE UK 1 7.28
9 ERASMUS UNIVERSITAIR MEDISCH CENTRUM ROTTERDAM NL 9 712
10 ACADEMISCH ZIEKENHUIS LEIDEN - LEIDS UNIVERSITAIR MEDISCH CENTRUM NL 14 6.41

(European Commission (2017) P4P reports Rare Diseases Statistics &< D #5&]) 27

23 European Commission > Research and Innovation > Research by area > Health > Research Areas > Rare
diseases http://ec.europa.eu/research/health/index.cfm?pg=area&areaname=rare

24 European Commission (2017) Rare Diseases: a major unmet medical need
https://ec.europa.eu/info/sites/info/files/rarediseases_p4p-report_2017.pdf

25 European Commission > Research and innovation > Strategy > Policy support > Projects for Policy (P4P) >
P4P reports — policy recommendations > Rare Diseases > Key messages
https://ec.europa.eu/info/research-and-innovation/strategy/policy-support/p4p_en#p4p_rarediseases

26 European Commission (2017) Rare Diseases: a major unmet medical need, ibid.

27 Eu ropean Commission > Research and innovation > Strategy > Policy support > Projects for Policy (P4P) >
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@ NBEDID
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(European Commission (2017) P4P reports Rare Diseases Statistics &k ) #r&)

BMKR—1-5 HHRXIRICEETDIERFTEZRE LU TCVDNREE
EU N028EE HEXRICES T SERTE

Austrian National Action Plan for Rare Diseases (2014-2018) (in_German)
A= UP Executive Summary (in English)

Ministry of Health Report on Rare Diseases in Austria (2012) (in German)
Recommendations and proposals for the Belgian National Plan for Rare Diseases

N)LF— (2010) (in English)
Plan belge pour les Maladies Rares 2013 (in French)
JIVAUP National Plan on Rare Diseases 2009-2013 (unofficial English version)
2OOrPFF7 National Plan for Rare Diseases (in Croatian)
F70X Cyprus Strategic Plan for Rare Diseases (2012) (in Greek)

F 1 IHFE Czech National Strategy for Rare Diseases 2010-2020 (in English)
B Czech National Plan for Rare Diseases 2012-2014 (in English)
9592 French National Plan on Rare Diseases (2005-2008) (in English)
Plan National des Maladies Rares (2010-2014) (in French)

MaRnahmen zur Verbesserung der gesundheitlichen Situation von Menschen mit
Seltenen Erkrankungen in Deutschland (Measures to improve the health situation
Ry of persons with rare diseases in Germany) (in German)

Nationaler Aktionsplan fir Menschen mit Seltenen Erkrankungen (German
National Plan of Action for People with Rare Diseases 2013) (in German)
German National Plan of Action for People with Rare Diseases 2013 (in English)

FYv Greek National Plan on Rare Diseases 2008-2012 (in Greek)
NUH — National Plan for Rare Diseases. Healthcare policy strategy for rare diseases until
2020
PAILSYR Consultation on the first National Rare Disease Plan for Ireland
4P Italian National Plan for rare diseases consultation launched
Italian National Plan for Rare Diseases 2013-2016 (Dratft) (in Italian)
SrEP The Plan on Rare Diseases 2013 to 2015 (in Latvian)
| R P=P Del Nacionalinio veiklos, susijusios su retomis ligomis (National plan on activities

related to rare diseases) (in Lithuanian)

P4P reports — policy recommendations > Rare Diseases > Statistics
https://ec.europa.eu/info/research-and-innovation/strategy/policy-support/p4p_en#p4p_rarediseases
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https://ec.europa.eu/health/sites/health/files/rare_diseases/docs/national_plans_at_2014_2018_seltene_arkrankungen_en.pdf
https://ec.europa.eu/health/sites/health/files/rare_diseases/docs/national_plans_at_2014_2018_seltene_arkrankungen_sum_english.pdf
http://bmg.gv.at/cms/home/attachments/1/0/8/CH1075/CMS1354269788877/bericht__selteneerkrankungen.pdf
http://www.kbs-frb.be/uploadedFiles/KBS-FRB/05%29_Pictures,_documents_and_external_sites/09%29_Publications/PUB_2025_BelgianPlanForRareDiseases_EN_02_DEF.pdf
http://www.kbs-frb.be/uploadedFiles/KBS-FRB/05%29_Pictures,_documents_and_external_sites/09%29_Publications/PUB_2025_BelgianPlanForRareDiseases_EN_02_DEF.pdf
http://www.europlanproject.eu/_newsite_986989/Resources/docs/NATIONALPLANS_BELGIUM_2013.pdf
http://www.raredis.org/pub/events/NPRD.pdf
http://www.zdravlje.hr/content/download/13166/95892/file/NACRT%20-%20NACIONALNI%20PROGRAM%20ZA%20RIJETKE%20BOLESTI%20za%20nac%20dan.docx
http://www.moh.gov.cy/MOH/MOH.nsf/All/CD61A07312284C0A422579DC0023AF8A/%24file/Strategic%20Plan%20Rare%20Diseases.pdf
http://www.europlanproject.eu/_newsite_986989/Resources/docs/NATIONALPLANS_CZECHREP_2011-2013_national_czech_en.pdf
http://www.europlanproject.eu/_newsite_986989/Resources/docs/NATIONALPLANS_CZECHREP_2012-2014_national_czech_en.pdf
http://www.orpha.net/actor/EuropaNews/2006/doc/French_National_Plan.pdf
http://www.orpha.net/actor/Orphanews/2011/doc/Plan_national_maladies_rares.pdf
https://www.bundesgesundheitsministerium.de/uploads/publications/BMG-G-09050-Bericht-Massnahmen-seltene-Krankheiten_200908.pdf
https://www.bundesgesundheitsministerium.de/uploads/publications/BMG-G-09050-Bericht-Massnahmen-seltene-Krankheiten_200908.pdf
https://www.bundesgesundheitsministerium.de/uploads/publications/BMG-G-09050-Bericht-Massnahmen-seltene-Krankheiten_200908.pdf
http://www.bmbf.de/pubRD/nationaler_aktionsplan_.pdf
http://www.bmbf.de/pubRD/nationaler_aktionsplan_.pdf
http://www.europlanproject.eu/_newsite_986989/Resources/docs/NATIONALPLANS_GERMAN_2013_en.pdf
http://www.ygeianet.gov.gr/HealthMapUploads/Files/SPANIES_PATHISEIS_TELIKO_LOW.pdf
https://ec.europa.eu/health/sites/health/files/rare_diseases/docs/national_hungary_en.pdf
https://ec.europa.eu/health/sites/health/files/rare_diseases/docs/national_hungary_en.pdf
http://www.dohc.ie/consultations/open/nat_rare_disease_plan/
http://www.salute.gov.it/malattieRare/paginaInternaMalattieRare.jsp?id=3296&menu=piano&lingua=italiano
http://www.salute.gov.it/imgs/C_17_pagineAree_3296_listaFile_itemName_0_file.pdf
http://www.vm.gov.lv/images/userfiles/reto_slimibu_plans_13_15.pdf
http://www3.lrs.lt/pls/inter3/dokpaieska.showdoc_l?p_id=435635&p_query=&p_tr2=2
http://www3.lrs.lt/pls/inter3/dokpaieska.showdoc_l?p_id=435635&p_query=&p_tr2=2

1. EU (BRINES)

EU N0E2E HEXIZRICRI T DEXRETE
<, — Les maladies rares: Enquéte sur la situation des personnes atteintes de maladies
Woe>INT rares au Grand-Duché de Luxembourg 2011

RS Programa Nacional para Doencas Raras / National Programme for Rare Diseases
2008-2015 (in Portuguese only)
I—~_7 Romanian National Plan for Rare Diseases 2010-2014 (Draft) (in English)
20/NEPHFE Slovak National Strategy for the Development of Health Care for Patients with Rare

Diseases 2012-2013 english (en)
20N Work Plan for the Field of Rare Diseases in the Republic of Slovenia (in English)
Estrategia _en Enfermedades Raras del Sistema Nacional de Salud / Rare

ANAY Diseases Strateqy of the National Health System (in English)
Strateqy of The Netherlands in the field of Rare Diseases (draft) (in English)
45945 Con_cept Nationaal Plan Zeld_zame Ziektgn net_herla_nds_ (in Dut(_:h) _
Nationaal Plan Zeldzame Ziekten - Official site with information concerning the
elaboration of a National Plan for RD in the Netherlands (in Dutch)
e UK Plan for rare diseases consultation launched

UK Strateqgy for Rare Diseases 2013

(DG Sante DT JH FKDEIR) 28

(2) #RFCRDL I P LY RAT—HDEIKR
@ ERNs (European Reference Networks) DWEZE#X4E

ERNs &[3, EAMXIIEBERMEVBENRERICK > THREBTOHIHRER EU
RICXTUCTERKENDERMROS VN EEZIRIL T SBHN THRESNICERBDEPIRED
ThD, Ry D —D%Z8 U TMINEIZDEREIZHE (healthcare providors) [CXT L CEERY
XIS DEFEICEIT 2FPIBVEEICE T DARDEIERUZBEZTE DA TH D,

ERNs (&, 2011 D INMORNR—F —EEICHRITDEEDEFICERIT DET (Directive
2011/24/EU) ] 2512 RZEFHRIME T D20, ZDHE 2013 F(C 2 HD/X\rOv FTJOY D+
NEREL, 2014 F 2 BICIERINESESRICINBEEZESS (Board of Member States) HDEREBS
N, FHRTEDOE (approval) [CRDBVAINTEDSNIZ, FIT 2014 F 3 BICIE, RINEZEESR
SRTE (2014/286/EU) [CK D ERNs DNHIC I NS EHRUBERTHETIEDED SN,

2016 &FIC ERNs OBE(ICHRDTONR—ILEENFEIBSN, 2017 F 3 BICERT —VHIIC
24 D ERNs DERESNTHERE L, IRTE, N08E 26 HED 300 M EDEEKRIENS 900 A E
DNEFIEXIFSHRBREDSH L TL\B3Y,

ERNs OFRIIB LT, RMUOBRRERHESA\OP O CAERONSICHIEZ>TIE, NEEE
SRDREFHEET D%

IRTE 24 HDEFERID ERN [CIE, BREEDBHDE—ABNI—T« R—5F—C LUTHIEL,
NBESENSEHONTEFPIEXIIIARS 40 BIEEENXY/N—E8>TNDS,

28 European Commission > DG Health and Food Safety > Public health > Rare diseases > National plans >
Detailed > National plans or strategies for rare diseases
https://ec.europa.eu/health/rare_diseases/national_plans/detailed_en

2% DIRECTIVE 2011/24/EU of the European Parliament and of the Council of 9 March 2011 on the application
of patients’ rights in cross-border healthcare
http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=0J:L:2011:088:0045:0065:en:PDF

30 European Commission > DG Health and Food Safety > Public health > European Reference Networks >
Board of Member States https://ec.europa.eu/health/ern/board_member_states_en

31 RD Action, Summaries of the 24 ERNs www.rd-action.eu/european-reference-networks-erns/

32 European Commission > DG Health and Food Safety > Public health > European Reference Networks >
Work of the ERNs > Establishing an ERN  https://ec.europa.eu/health/ern/work_en

33 European Commission > DG Health and Food Safety > Public health > European Reference Networks >
Overview https://ec.europa.eu/health/ern_en
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http://www.sante.public.lu/publications/maladies-traitements/maladies-rares/maladies-rares-enquete-personnes-atteintes-gdl/maladies-rares-enquete-personnes-atteintes-gdl.pdf
http://www.sante.public.lu/publications/maladies-traitements/maladies-rares/maladies-rares-enquete-personnes-atteintes-gdl/maladies-rares-enquete-personnes-atteintes-gdl.pdf
http://ec.europa.eu/health/archive/ph_threats/non_com/docs/portugal.pdf
http://ec.europa.eu/health/archive/ph_threats/non_com/docs/portugal.pdf
http://www.europlanproject.eu/_newsite_986989/Resources/docs/NATIONALPLANS_ROMANIA2_ROPlan_en.pdf
http://www.europlanproject.eu/_newsite_986989/Resources/docs/NATIONALPLANS_SL_nationalStrategySlovakiaEng.pdf
http://www.europlanproject.eu/_newsite_986989/Resources/docs/NATIONALPLANS_SL_nationalStrategySlovakiaEng.pdf
http://www.mz.gov.si/fileadmin/mz.gov.si/pageuploads/redke_bolezni_2012_-_nacrt_dela/Nacrt_dela_RB_dokoncen_120206_ANG.doc
http://www.europlanproject.eu/_newsite_986989/Resources/docs/NATIONALPLANS_SPAIN_rare_strategy_spain_en.pdf
http://www.europlanproject.eu/_newsite_986989/Resources/docs/NATIONALPLANS_SPAIN_rare_strategy_spain_en.pdf
http://www.europlanproject.eu/_newsite_986989/Resources/docs/NATIONALPLANS_NETHERLAND_2012_Strategy.pdf
http://www.europlanproject.eu/_newsite_986989/Resources/docs/NATIONALPLANS_NETHERLAND_2012August.pdf
http://www.npzz.nl/
http://www.npzz.nl/
http://www.dh.gov.uk/health/2012/02/consultation-rare-diseases/
http://www.europlanproject.eu/_newsite_986989/Resources/docs/UK%20Strategy%20for%20Rare%20Diseases%202013_English%20(en).pdf

@ EEBRDERUEES

MEXR—1-6 24 DEET—VEIERN

ERN D&F EET—V
Endo-ERN ARDMEZ (endocrine conditions)
ERKNet BhEEE (kidney diseases)
ERN BOND &FE= (bone disorders)
ERN CRANIO EEEHEENU ENT [EZ (craniofacial anomalies and ENT disorders)
ERN EpiCARE TAhD A (epilepsies)

ERN EURACAN

BRADD A (BFIES) (adult cancers (solid tumours))

ERN EuroBloodNet

MixEE (haematological diseases)

ERN eUROGEN

IMERAESES2& 2 (urogenital diseases and conditions)

ERN EURO-NMD

izsnEER (neuromuscular diseases)

ERN EYE

BREE (eye diseases)

ERN GENTURIS

EBICHEE ) X VEREE (genetic tumour risk syndromes)

ERN GUARD-HEART

:L,\H@F% (diseases of the heart)

ERNICA

BIRORMWESE (inherited and congenital anomalies)

FRUSHROFINZRBIES

ERN ITHACA (congenital malformations and rare intellectual disability)
ERN LUNG ILIRESEE (respiratory diseases)

ERN PaedCan

INEBH A (IRIEES) paediatric cancer (haemato-oncology)

ERN RARE-LIVER

fF#e8 (hepatological diseases)

ERN ReCONNET

HEHBRUmBEREE (connective tissue and musculoskeletal diseases)

REREE, BOREMRBRUBCRERR

ERN RITA (immunodeficiency, autoinflammatory and autoimmune diseases)
ERN-RND BIRFHESE (neurological diseases)
ERN Skin BB (skin disorders)

ERN TRANSPLANT-CHILD

INBOFHE (transplantation in children)

MetabERN BInMAEIES (hereditary metabolic disorders)
VASCERN ZRAMEMERE (multisystemic vascular diseases)

@ EEHET - BERSES -

(European Commission (2017) European Reference Networks & (D £18) 34

REDRFDEES CRE

EU NIBSEICHNTNREZERICKD ERNs EDOP DI ERANRBESNLZEEREESD,

£ ERN 2@ U

T, BBAAMRS1Y

, FRFERORR, BEDECEIDIET Y RISEDS

#{%Z CPMS (Clinical Patient Management System : BRRREBEIEY X T ) EHENDVY T ~

DI PZRNTCHE -

IRETEDIEN, CPMS £ T EU BEDOIZIEEZDEPIRN OB

THEICEET BRIV Y)LT— 3 (virtual consultation) DT 5N B,

PATIENTS

M*EX—1-7 ERNs BEFRBEOEBEN

LA CLINICAL GUIDELINES
-m— ...... .\‘\ - K
o %
2 '.’-,".'. [ RESEARCH & INNOVATION

.......... n s 9. Oeb 0 7 KNOWLEDGE
...

NATIONAL HEALTH-
CARE PROVIDERS ERN

,,,,,,, GENERATING & SHARING
SPECIFIC EVIDENCE

ADVICE TRAINING & E-LEARNING

(DG Sante DT JHU ~XDERE) P

34 European Commission > DG Health and Food Safety > Public health > European Reference Networks >
Networks https://ec.europa.eu/health/ern/networks_en

35 European Commission > DG Health and Food Safety > Public health > European Reference Networks >
Work of the ERNs https://ec.europa.eu/health/ern/work_en
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http://www.endo-ern.eu/
https://www.erknet.org/
https://www.epilepsyallianceeurope.org/programmes/epicare/
http://www.centreleonberard.fr/971-EURACAN.clb.aspx?language=fr-FR
http://www.eurobloodnet.eu/
http://eurogen-ern.eu/
http://www.euro-nmd.eu/
http://www.ern-eye.eu/
http://www.genturis.eu/
http://guardheart.ern-net.eu/
http://www.ern-lung.eu/
http://paedcan.ern-net.eu/
http://www.rare-liver.eu/
http://reconnet.ern-net.eu/
http://rita.ern-net.eu/
http://www.ern-rnd.eu/
http://www.ern-skin.eu/
http://www.transplantchild.com/
http://metab.ern-net.eu/
http://www.vascern.eu/

1. EU (BRINES)

ERNs DX V/N—NERRAEBOAIETOY D E@ U THACRANIERERR A —N—CD
WTIZ, ZEFENSED ERNs DH/NT YR ZEHR—WICIREI T DEDRUA RN EDS, H0
BHESRIF 2016 F 11 BICHA RSAVERBLTND, @1 BS54 V&, ERNs EEE
BX—N—DBROBAUZNDCE, EERX—N—IF ERN OANTVRIC—IESET
ERNs [CVHDRDHEZIES LR C &, & ERN D RIRBRIELEICEIT RSB ERICEET
BT E, ZUTEU RUNBEDESICENT DL DORHTUNB3%,

3R, BEILCPMS [CEEPOEITERED, 24 D ERNs D55 20 MMERIICD = TH
FEBELTRD, D17 ETHZBEFEDEEICHKRDERIEMREGTEDEN, SSEHED) Y
DEBEHITDRELTUNDY,

@ #HRBROWNETTIERURETOER
% ERN [FZ#RBIMRDINE « EBTFENRURERETESREICTEDHTUNDD, NBEEER
[ ERNs DOREICEBLUTHNDBDEEEZEEZR L TULRU),

© BRKRT—4 « XEUNY B DEAESE
ENElatE] =
® D—FT 1 VIBE
2017 & 11 BICHIBEEZES SN UIZTERNs DRIERIG/Z I NEBH(CHRDFEIICI,
ERNs DBFEICHIZ > T, BRARRDBEZTROMENMFEA L TNDHHRENDI—T 1 VI
FERI CEESINTUDH,
13283, ERNs ORILET THSD 2014 F 3 BORRMNEZESSRE (2014/286/EU) [CIE, I—F
« Y71 DU\T, ICD (International Classification of Diseases ; EERFEDEE) DX DEEME
RICRRSNZIEZARNRTNERESRNERESNTLND,

@ BEDEANBHROEIKRL)

CPMS [CINE T BB DEABROIRNG, [MBAT—YNIBICRDIBEADRERVHZ
T—YDEBRRBRREICET IRNBESROEERIET (95/46/EC) 1, RU, FERN DXV/\
—NIBEDEFRHENEIDEDETICEN T DCEESINTLNDY,

X2, BEOEANBRRE, 1VI2—LARIVEYE, BEFHD 3 RICKDIIUREES
EHDCEN ERNs SREICHIZ > TOEAZEH (general creteria) &SN TLNDA,

36 Board of Member States (2016) Statement on European Reference Networks (ERNs) and industry,
November 2016
https://ec.europa.eu/health/sites/health/files/ern/docs/statement_industry_conflictofinterest_en. pdf

37 European Commission > DG Health and Food Safety > Public health > European Reference Networks >
Networks https://ec.europa.eu/health/ern/networks_en

38 ERN board of Member States (2017) Statement adopted by the Board of Member States on the definition
and minimum recommended criteria for Associated National Centres and Coordination Hubs designated by
Member States and their link to European Reference Networks, Final, November 2017, p.11
https://ec.europa.eu/health/sites/health/files/ern/docs/boms_affiliated_partners_en.pdf

39 Commission Delegated Decision of 10 March 2014 (2014/286/EU) AnnexIl 1.(d)(iv)
https://ec.europa.eu/health/sites/health/files/ern/docs/ern_delegateddecision_20140310_en.pdf

40 Commission Delegated Decision of 10 March 2014 (2014/286/EU) Annexll 1.(a)(iv)

41 ERN board of Member States (2017) ibid, p.8
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T — S DR FAHER
2017 & 12 B 14 BIZEESINIE TCPMS [CRITD TS+ /VY —8%E (Privacy Statement) |
I, MABOP O Z2AERROTAEZESDEABRODIIRZNICDOVNTHRESN TS,

Q EEBRIODEFERZTOY D FOKR
24 33 ERNs DFENARICDUNTIE, EU A 2017 FICHIRUE/NY DL Y RICEENEEH,
SINTULBIFEND, 20 D ERNs MERIICD =TT+ ~EICEBA LTS,

NEEBEXISIMEE DT —5 EDOBBRRAINSG
INEZERISE, 2009 FDEE=ENES (2009/C151/02) KU 2008 FNEERIRES (COM
2008/679) [CEDE, HRIBEHRNRUOT—YDBHNEDEEFBZHET D RD-Action fERZH#
EL, EUNRBEMANCENTS, PILEBYFY, Z—ARSUPEEBDBRERY, #ET
— S DOBBEFMBEHHE L TL)D%, RD-Action TIET S XD Orphanet ERINEZES S D IFE
P9 )L—T (Commission expert group on rare diseases) N'EARERD, D—DOY3vT%
ZEUTCSHNBEOHBEL D 7 LY AT - ERNs ERENDIEODHLEREDREFEE

72T\ B*,

FIZ ERNs DNBEZE R, BERSNCERREEMNDOERRREZRE/N\—~TF—
(affiliated partner) & UC ERNs ZRIFATE D& ELTRYD, RMDEBE/N\—FF—F<

DHDIIEBEN 2017 FRICPHFEULIZE A TH D%,

@ F—HIXR=RY T LADFERIRR
BEIBIRICECE DTN,

42 ERNs CPMS Privacy Statement (14 December 2017)
https://ec.europa.eu/health/sites/health/files/ern/docs/cpms_ps_en.pdf

43 European Commission (2017) Rare Diseases: a major unmet medical need
https://ec.europa.eu/health/sites/health/files/ern/docs/2017_brochure_en.pdf

44 RD Action, About us www.rd-action.eu/about-us/

45 RD Action, Key Outputs of RD-ACTION  www.rd-action.eu/european-reference-networks-erns/
46 European Commission (2017) Rare Diseases: a major unmet medical need, p.22
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2. I2VR

2. JSVRH
(1) BisR
D HROEE

DSV RICHITDEA (maladiesrares) DEREIS, EUEELCF UL, RINCHITDEEH
H110,000 AIC 5 AMTRDEEESNTUND,

D35V ATIFH 8,000 DIRBAEHR SN, HRBEHIH 30,000 A, AODHK 4.5%ICH
122%, D5V ATHBRNBEMN'S U ERBIL, FIRARMEKAE, X_T—)UE, YvI)LI—+¥
= b —20K, Y—T—fFERE, VILD 7 VERBETHD, —RICRBRNSNTI\DEHRE
(IS, ERRMEARHEE, BRMERE, SERAEE, J0—VK, \YFY LYK, Tavz
VXBHIZA AT 1 —DHD. BH, TSVRICIFY/NSMUEDIBP D JDERMHDSBE
LEERENZVZHIC, RINTEGRENICBHED ESNDEBBSDEIRDHSNDY,

@ HRXIROME
IRIRIBLBOFEBITROBEFNBERDCTHDT —HIN—ADEEZE 1990 FHICEEL,
HEBEDBERICDITZHERISE, 2004 FOF 1 REFAREBRTEREEILICEIEE UIZIR
RIBUBDREMRDS (DGS) NEBRXIKNDITIEL U CEHICH KR EERZYY—ZHRELTL)
BIEN, HRBHL I 7 U Y AT —ERDEEROBEXIEDLCHDNY 51 U —EREIC
I U CHBZIEZT O TCL\D, T2, REDHREEZIEDERTHSD AFM-Téléthon IS
AR DOERAIRICRSBES LU THD, ERBBAICLDSIIIRERDSHEESNTUD,

Q #xi&

D35V 2A0OBEXRMZEHBXTERIL 1990 FHRICEIBSINIC, 1994 FICT SV ADKFRERRT
4 31 Inserm (EIIRBREZHFERE) (CERODEBOMEM ZRA, CNZEZITT Inserm (&
MR BB DR (Les orphelins de lasanté) | BT DRES EHEEICRKRUIC, ZDHE 1995
FICEIFBVEZEROIESTENERESN, 1997 F(C (S Orphanet DY —/\RUEEMR Y LS54
VOEBECKY DB HEIEZIE, 2001 FICIFEBDERKRAE T OT S ANDBESHEIESZ
B, MOEHOHBL D 7 LY X5 —4 (Orphanet, Eurordis, Maladies rares info services, GIS
Institute) MDIBAESIRDIZHDEH TS v ~7h— L (Plateforme Maladies Rare) (MDE&ES!, 2002
FICIHFEEPIREHESE (Institut des maladies rares) DRENTNN, 2004 FDE 1R

HRXIERERSTBEDREICESIZ,

Y RKBICBNWTCOSVRAOBEZERITBSE, 1—0OXIFEEKRTIT D,

ZEITIC, 2017 FICRTDIHAFEEBEL — I, 1 1—0=126.65 HTHD,

BRI : OANDA, Average Exchange Rates (bid rate)  www.oanda.com/currency/average

48 Ministére des Solidarités et de la Santé, Les maladies rares
http://solidarites-sante.gouv.fr/soins-et-maladies/prises-en-charge-specialisees/maladies-rares/article/les-
maladies-rares

49 Hospital.fr, Maladies rares  www.hopital.fr/Vos-dossiers-sante/Pathologies/Maladies-rares

50 D350 F1) X TIEAE DB L BUERICBTERNDERSINDIZH, BOBINWEZEICED
D, 2017F 6 B21 BREDIFH P =)L+ T+ 1y TE 2 RABDRRBREDBMIRBESTE (Ministére
des Solidarités et de la Santé¢) THDD, ABTRICDIOZEDBEIC MREBHE] & LTINS,

51 Plateforme Maladies Rares  www.plateforme-maladiesrares.org/
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(2) RIWES

DSV 2DHBHEDS, BBEEZXEtE (PNMR: Plan national maladies rares) ZiR#LE T B,
CNICDONTIE (4) BXEE « BER - D EXASTBXEREAETE DEEZSHE,

(3) BIfRI%ES
@ BBRHEECZ0RE

HMXR—2-1 HBEIRENET DITEILES

TBU%RS

HRXIRICHIT DRE

Ministere des Solidarités et de la Santé
RigELE
DGS (Direction générale de la Santé) :
REEIES
DHOS (Direction des Hopitaux) :
RS

DGOS (Direction générale de I'offre de soins ;

EERB

InVS (Institut de Veille Sanitaire) :

E I EEERARN

ANSM (Agence nationalede sécurité du
médicament et des produits de santé)
EVEEoEEMSFTTHE

COMP (Comité des médicaments

orphelins) : FVEEREZEER

AFSSAPS (Agence Frangaise de Sécurité
Sanitaire des Produits de Santé) :

DSV AERRZERT

INPES (lInstitut National de Prévention et
d’Education pour la Santé)

ENI TR ERPA

Inserm (lInstitut national de la santé et de la
recherché médicale) : BEIIREEZIAITIEE

- HBEHEROIIZERUBT

o BRISIRAD P O ZDOHE

* CRMR (Bfm8BELzY5—) DY

s BDEERORY

- R B O REFEBERDHEE

- HRERKIREDEEEDERTE

« RIRBEND PO 2ADOHE

- ERHEE C ORBINRUEE

- HIREBBICXI T DEBENUHERUERIEMERDIIE
RO

- #HEDOEZHEHE R UERNNDRESFRIEES & DR E

« RO DENRVBIEDIREY

- EEMRSE E DIBBIC K DEBT —Y DINE

c HBVERRICRETI D8HE, &

c BOEERZDSEE

- #RICRI T RO E MR UEH

s MR D) —Z 0 EENDER

« B EROMITRIR

« IRDIRC (HR#HBIAR IV —V P L) BHEBODES

HAS (Haute Autorité de Santé) :
SEIREME

< SBBEED 100D ANRNRIETAH/N—ND 30 &=F
(ALD30) KU 100%MNENSNDEE (ALD31/32)
Z BRI DINEHEDOBEMURKRIEHORL
+ CRMR (88t —) MBI

Ministere de I'Enseignement supérieur, de la

Recherche et de I'lnnovation | S5B3RS
DGRI (Direction générale pour la recherche et
linnovation) :

P Ea )

« BRIORICRIMIRFEARDHEE

@ MEORY D=2

(B-RRUEZREZHHEXRGTE R DEIE)

RIIEIC UIZTTBUARIL, SROREIOWITICHIZD, MOBREECOBEZNDICEE

SNTLD,

CRMR (centres de référence maladies rares ; #E8B 1YY —) [FIRBIBUAHRELE
#HEBEDBBEICTIN T DWFOEEMEE TH D, RENBIBINIE 2005 FHIFIEEHIC 33

37
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http://www.irdirc.org/about-us/

2. I2VR

LI —THo2DN, RETIE 494 U —ITHRRLTUNB%,

D35V AOEREBEDKISK 200 DEDH Y, 2EOMEHERIL, 2000 F 2 BICFRIISN
28R )75+ 77> 2 (Alliance Maladies Rares) Tdh2. ER 7S5+ 7V AN 2011 FICHEH L
IZ8REFF T R w2 (Les Maradies Rares Guide Pratique) [ZId, 735V RICHIT DB
XY ERBARIEBI DR B O EMB LN K EHHN TN DS,

DSV ARKBEOHBESDIRIL, AFM-Téléthon (DS Y ZAIA/NF—IHR) THD. 5
£ 1958 FICHFDIELBDEBEDARE UTERIISN, ZORGENEIHZEHREARCILA L, 1987
FHBIEL, FIC—EDISYAEEREN 30 HELERMRT DEBREBEEDOLCHDF v T
+ &#A Téléthon DIEEHEEZ1T D TL\D. 2005 FICI Inserm & HB TERRARDEHBIZE
BEFTPN I-Stem ZFRIIL, ZOMAIRMRICKD 2009 FITNIOBBEBEI R ~OD « —FE
DELFBBEZRINSEZ, T2, 2011 FICHBDEMFENEEARTITHD Institut des
biothérapies des maldies rares Z&, 2012 FICIIHRRAMDEL T EEEZRBERAFATH
D Généthon Bioprod Z3317 L CL\D%, AFM-Téléthon [FF/2, 1RERIBYBDETIC KD &S
BT —EXT -« ~ (Maladies Rares Info Service) MUEBEEXIENY FS51 Y —EX%E
EBLUTRDS, JSVRADE 1 RRUE 2 REFERFTEDPOERICHNT, HHRXIHELCS
ANCEM U TN DEREERTHDIEERINTL D,

(4) ExXEE - BER
@ EXSTEXIIREBEEE
IS5V 2ADHBERUOFBDEZESRICERT DEERIE, F T 2005~2008 FEHEHAR & UIZEHR
EZx5tE (PNMR: Plan national maladies rares) M 1 RETEN' 2004 FICEKESN, ZDE
2011~2014 FZFEHEREE UCE 2 RETBICSIEMAN, 5 2 RET@IF 2016 FFXTERS
niz, CNSOBERTEI, REET SV RICHITDEBEERDEBIRILE SN T D%,

@ BERXIEmERTOTS A
2003 F(CAREEEHICE D<K PNMR((prise en charge des personnes atteintes de maladies
rares ; EIRESB DV RIXY A LDITHDEEBETE) D 1 RETED' 2004~2007 F =51 E
HIR & U CERE SN, B 2 R PNMR (3247 2015 FEX TOFEN 2016 FX TLERSN,
2016 FICE 3 R PNMR [C3IEMAMNE. £ 3 RPNMR (&, ETREFERTBICEDE, of
REIRE, EEMKES, BEEK, IEBIRET (ARS:agences régionales de santé) R &
DRIEZHBDIEDT, 2018 FIRAEDHIBEERICIES T DY,

52 Foundation Maladies Rares, La labellisation des centres de référence maladies rares
http://fondation-maladiesrares.org/maladies-rares/labellisation-des-centres-de-reference-maladies-rares/
53 Alliance Maladies Rares (2011) Les Maradies Rares Guide Pratique
www.alliance-maladies-rares.org/wp-content/uploads/2013/07/guidemr20111.pdf

54 AFM-Téléthon, I'association www.afm-telethon.fr/association/notre-histoire-632

55 Maladies Rares Info Service www.maladiesraresinfo.org/

56 Alliance maladies rares, les lois
www.alliance-maladies-rares.org/les-maladies-rares/politiques-de-sante/les-lois/

57 Ministére des Solidarités et de la Santé, Les maladies rares, ibid.
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(5) #HREBDEEESE
NREEFHE D322-1 RICEDE, SFREHE (HAS) 7' ALD30 CIFEIND 30 FEEEDE
5 [REIEEEEJDEE (les affections de longue duree) | EREL, HUEBOEEES

NWRERRIRIRIC KD 100%7/N—END, ALD30 [CIE, B TRNEDNEZFEND,

&7’5, ALD30 [CUR FESNTLVX
S5 C, BEZRGEURITNESHRESICEDBIREDERCDONTIE, NREEEM L322-
3~4 %ICED“%, SEREEENMEAICEBZD D ZAEE U CORKRIEE (PNDS: Protocoles
nationaux de diagnostic et de soins) Z{@RIICFHELE L T\D, BRKIBEHDXIREEDD  [FEEHIC
HIZDEDT, 2018 F 2 AIRAESET 86 DERKIESH DEHINTU\D%, SHREMENERKRTES

VWERT, BEND 6 DNAMLEORIBEEZEL, EEED

=N,

StEHRBULEEERRE ALD30 DA 1) 2+ (ALD hors liste © &
BENZIHDEEBECDITIE, BIEHN
BEEINIIEB 100%HNE

NI,

(6) EEEN'RIFXITEIDGIBE/S DR

M*x—2-2 ALD30 (EEEHN

M ALD31 /O ALD32) L&
\WEEREETEX I IREEERESLIC

\BIRERRIRIE T 100% N/\N—SNDEED' )

No. KRB ISV KBS BAE
1 | Accident vasculaire cérébral invalidant A E
Icr;}s;lél;ﬁizzar:;es médullaires et autres cytopénies BRSO DI B0 M BRE D
Artériopathies chroniques avec manifestations MRS IR 2 = =i .
ischémiques EMEERZERED 3 DDEUBIIRES
Bilharziose compliquée )L/ NLIE MR REE
Insuffisance cardiaque grave, troubles du rythme graves,
5 | cardiopathies valvulaires graves cardiopathies SBEBVR IS TR BRI EZE
congénitales graves
H E&,JLV A [ [liav)
6 |Maladies chroniques actives du foie et cirrhoses E;‘g@’“‘*jﬂﬁ’mgéggéigwﬁﬁ&ﬁg
Déficit immunitaire primitif grave nécessitant un N — HA YA
7 |traitement prolongé, infection par le virus de I'immuno- %g?’%%é%g%q\ég?ﬁ%i“&Dﬁ"go)":ﬁ
déficience humaine e ~TF
Diabéte de type et diabéte de type 1 BN 0 2 BB ERY;
Forme grave des affections neurologiques et SEDWHREShOTES (HBESZ2ED) ., &
musculaires (dont myopathie), épilepsie grave EDTADA
Hémoglobinopathies, hémolyses, chroniques | IS A0 R
10 constitutionnelles et acquises séveres MR, BN OEEDBMER
Hémophilies et affections constitutionnelles de } N =
1 I’'hémostase graves MRFBROBEDILMRF
12 |Hypertension artérielle sévére SEDSMAELE
13 [Maladie coronaire TENRE S
14 |Insuffisance respiratoire chronique grave IEMITNAE
15 |[Lépre NIV,
16 |Maladie de Parkinson IN=F IV USs;
Maladies métaboliques héréditaires nécessitant un N M Sy
17 | raitement prolongé spécialisé SRR RBBEENE S T DERMENHES
18 [Mucoviscidose ERMEARIEE

58 Haute Autorité de Santé, Protocoles nationaux de diagnostic et de soins (PNDS)
www.has-sante.fr/portail/jcms/c_1340879/fr/protocoles-nationaux-de-diagnostic-et-de-soins-pnds

59 Ameli.fr pour les médecins, Qu'est-ce qu’une affection de longue durée ?
www.ameli.fr/medecin/exercice-liberal/presciption-prise-charge/situation-patient-ald-affection-longue-
duree/definition-ald
Quel avenir pour le dispositif de prise en charge des affections de longue durée (ALD) ?
www.tresor.economie.gouv.fr/Ressources/File/411847
Modalites Pratiques Concernant 'ALD 31 et le 100%
https://fibromyalgiesos.fr/rdv2/wp-content/uploads/2013/07/MODALITES-PRATIQUES-ALD.pdf
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2. I2VR

No. KRB ISV KRS BAE

19 Sﬁrgmfopathle chronique grave et syndrome néphrotique SEOBMEER BRI DO — PR

20 |Paraplégie X FRIER

51 |Périartérite noueuse, lupus érythémateux aigu EENEEIRY, EBET STV R—TX, EiTH
disséminé, sclérodermie généralisée évolutive e Loy

22 | Polyarthrite rhumatoide évolutive grave SEETMREE) DY F

23 rF:]seynctgcl)ese, trouble grave de la personnalité, arriération s BEOAEE, EHEE

24 2\?53?\?;26 hémorragique et maladie de Crohn TR M BN R U O — V5

25 | Sclérose en plagues SRMUBILE

o6 | Scoliose structurale évolutive (dont I'angle est égal ou BRAFT TETHEOSITREE (BHEAE 25 EMY
supérieur a degrés) jusqu’a maturation rachidienne B

27 | Spondylarthrite ankylosante grave BN DNV F

28 |Suites de transplantation d’organe fEEsTBHBIC L DEHHE

29 |Tuberculose active EENERE X
Tumeur maligne, affection maligne du tissu lymphatique | smwezm 1)~ v e N B

(ALD30 U R KD EEB) 60
MF—2-3 EEENEENDBIEICKD 100%ENSNDIFELSE © 2018 &F 2 BIR{E 86 &H)

EER I JSVRE KBS | HASE
Dyskinésies ciliaires primitives BRUERAIIFRI—
Insensibilités aux androgénes PV EOT ARINE
Syndromede Cohen D—T V¥ERE
Sclérodermie Systémique B earans
Nécrolyse épidermique-Syndromes de Stevens-Johnsonetde | X5+« —J VX« I3V /S5 ITIVER
Lyell B IC K DRZIEFAE
Pneumopathies interstitielles les diffuses de I'enfant INBDZEFM B S 4 m
Arthrites Juvéniles Idiopathiques SRMEE T ERIENK
Déficit en G6PD (Glucose-6-Phosphate Deshydrogenase) ou G6PD (Z)LD—X-6-'J VEIRKFER) R
FAVISME BE, XEYSYADhE
Mucoviscidose ENEIRHERE
Syndrome de Rubinstein-Taybi IW—EVY 21851 « T EEIRES
Artérite & Cellules Géantes(Horton) EfbiaEEIiR Gh— k%)
Hypoparathyroidie BIP AR BEIR NI
Amyotrophie bulbo-spinale liée a I'X ou maladiede Kennedy XOEHEU KSR ERENETRT 1B
Purpura thrombopénique immunologique Sy M M) ViROBD MR
Neuropathie amyloide familiale KEM =0+ FZa2—0/N\F—
Syndromede Rett et apparentés L v MEREEROREERSE
Anémie Hémolytiqgue Auto-Immune de I'enfant et de l'adulte NERURADBSREESMmEEMm
Embryo-Foetopathie au Valproate RIS M/ N)L T ORSAEI= RS
Lupus Systémique EEUHIUVIF—FTR
Neurofibromatose de typel FBITHRHERBAE | BY
Ostéogenése imparfaite BERAEIE
Syringomyelie-Les fentes intramédullaires EHZER - BENSE
RASopathies: syndromes de Noonan, cardio-facio-cutané et RAS J8 | X—F VIEIREE, IME <28 - REAE
apparentés I=8F
Syndrome Gilles de laTourette Fo U w HEREE
Dermatomyosite de I'enfant et de I'adulte INBRUOBRADR BN
Diagnostic et traitement de la sclérose en plaque de I'enfant INBDBREMUBILEDZE R A
La maladiede Pompe AN
Les Mucopolysaccharidoses LADDHERE
Maladie et syndrome de moyamoya de I'enfantet de I'adulte NERUOBRADEVPEVPH
Maladies bulleuses auto-immunes : Dermatite herpétiforme BoREKkElES . BEIAEEMY
Maladies bulleuses auto-immunes : BoREHkeEER | HIREEREE

60 Liste des ALD 3 (article d-322-1 du CSS)
www.fondshs.fr/Media/Default/Images/Ressources-Allocations/Liste_des_ALD_30.pdf

Affections de Longue Durée (ALD) : les durées de prise en charge a 100% sont modifiées
www.legisocial.fr/actualites-sociales/2192-affections-de-longue-duree-ald-les-durees-de-prise-en-charge-100-
sont-modifiees.html

RERZE EFHRR - EFE AR BIbssAR AR=E) &5t 14
SBINCRITDERXIERNR OB D 7 U Y AT —HICET 2BEE
WIP 7Y B PYYTAVYKARH 2018F 3 8 40



2. I2VXR

KBS IJDOVREE

KBS BAE

Pemphigoide de la grossesse

Maladies bulleuses auto-imunes :

Dermatose 2 IgA linéair BoeREMHKEMNER | #RIK IgA KBE
Maladies bulleuses auto-imunes : i = R
Epidermolyse bulleuse acquise (EBA) BEREIDKBITEE | BREB
Maladies bulleuses auto-imunes : S e v e S I T
Pemphigoide bulleuse (PB) BoefEHkatER | KEYEXRREE
Maladies bulleuses auto-imunes : I e S - R I RE T
Pemphigoide cicatricielle (PC) BEREIDKBIRE | RRITEXERE
Maladies bulleuses auto-imunes : Pemphigus HoREMKEYES | REE

Syndrome néphrotique idiopathique de I'enfant INBDRFEMRD O—CiEEEE

Déletion 22q11 22911 REKSERET

Maladie de Gaucher J-YzI/m

Atrophie mutisystématisée DRMENBAE

Sclérose latérale amyotrophique PhE MR RIZREICE

Maladie de Huntington NIFU VR

Déficit en mévalonate kinase (MKD) ANOVEBF+F—tRigE (MKD)
Myasthénie autoimmune BeRESEMENE

Prise en charge en médecine physique et de réadaptation du — INSis NUSIN . .
patient atteint de Spina Bifida TOBMERSOERFEEEUNEUDER
Epidermolyses bulleuses héréditaires B FREIKBIE

Syndrome néphrotique idiopathique de l'adulte

R ADEFMERD O —CEREE

Spina bifida - Gestion du handicap intestinal

—OEHERBOHEERE

Syndrome de Williams-Beuren

D1 UPLZ Ea—UVERE

Syndromes périodiques associés a la cryopyrine (CAPS)

D) ZE) VESEF M AEIREE (CAPS)

Fiévre Méditerranéenne Familiale B RIEER
Thrombasthénie de Glanzmann MIVREDE (TS5 YIN R
Aplasies utéro-vaginales FESREAE

Hernie diaphragmatique congénitale FERMEEREANILZ

Dysplasie fibreuse des os B DIRHMEMEERZ K

Syndrome de Costello I OEREE

Lymphangioléiomyomatose

1 > ) \ENEERRE IR BT

Syndrome de Prader-Willi

I55 =0+ ) —fElREs

Syndrome de Bardet-Biedl

NILT— « E— B)VEREE

Cardiomyopathie hypertrophique

BEXRIEIMERAE

CADASIL (Cerebral Autosomal Dominant Arteriopathy with
Subcortical Infarcts and Leucoencephalopathy)

CADASIL (78 MBEENSHREZH D
@%E'IEKH“’@JH]RF )

Hyperplasie congénitale des surrénales

FeRMERIEBH K

Dysplasie fibromusculaire symptomatique chez I'adulte

&A@JE{@'I%%E%E%%&

Syndromes de Stevens-Johnson et de Lyell

AT+ —I IR+ I3/ oA T) ViHREF

Maladie de Fabry

» =45

Phénylcétonurie

2T ZI)VT RYVBRSE

Syndromes drépanocytaires majeurs de l'adulte

AR A DERIATR M BRIE

Syndromes drépanocytaires majeurs de l'enfant et de l'adolescent

INEROBFOREESEHRIATR MEBKGE

Maladie de Rendu-Osler

25—

Arthrite juvénile idiopathique S FEMEIRNNE
Aplasies médullaires BEARMEM
Syndrome de Cushing Dy I VDR
Atrésie de 'oesophage BEEBDRE
Sclérodermie généralisée évolutive EITHEE SRR

Cardiopathies congénitales complexes : tétralogie de Fallot,
atrésie pulmonaire a septum ouvert ou agénésie des valves
pulmonaires avec communication interventric.

BHISAEREIWES | T 7 O—O#E, PR
B OEX (S FENIRFAPAEA =

Cardiopathies congénitales complexes :
Transposition simple des gros vaisseaux

BHISHEREIWER | T2 AMEESBAE

Cardiopathies congénitales complexes :
Truncus arteriosus

BHEARENWERE © HBIIREHE

Syndromes de Marfan et apparentés

NILD » VAEEEF R OBHEEIR

Syndromes thalassémiques majeurs et intermédiaires

SEENOPEEDOY S I fEEEE

Maladie de Wilson

D4V VIB

Syndrome de Turner N —J —fElxdE
Hypertension artérielle pulmonaire (HTAP) fmEiksMmE (PAH)
Vascularites nécrosantes systémiques ESMEREMER

Mucopolysaccharidose de type |

NTIZHEE | B
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2. I2VR

KRB DSV KBS BAE
Xeroderma pigmentosum BRYF LR
Hémophilies et affections constitutionnelles de 'hémostase graves MKRERUEXESEEEEAE

(SERFWED T TY 1 FROER) 6!

(7) BBDRBABRIFRE

IS5V RATIINREELH R.4127-4 )V L.1110-4 [CEEDBEANIBRIREICRS I DEEN DO
, EERID CRMR (#tmeZEtzYyY—) &, BRELCEDNCAZEZF®X, ERLTND,
BIZIE, D1V VRDEENERBERT —IERICH NI DCHDAREICERIDICH
ZoTIL MTF 3 ROBENEIHRESNTLNDS,

- A, EERDOESRIERY — LEFIH, BREL, BRIEITDIMRDDHOECEEERLE UL,

« FADSNIEEENTHD, IBFROBHZMUBEE TS, EENRDO TN DIEEDEDIERZIS

BOCERL, NWOTET—YDERZPM CETDCEEEBRLTNET,

* ROEESRHBEDOT —IN ISV ADBFEICRESNDCEERIMUTNET, 2L, D
RERUMDETTERZEIEEICT DZDMDBRISEZIESNTNET,

88, FRBROEBRICHITDEABRIRED S VD2 —ARIVEY FOFHSOERASR
[CRIFTEEDFEICDNNTHSE UIT 2014 FDOZEiRmN D B D%,

(8) #WFICRDLI P LU YRAT—HDEIKR
D #EEICRDLUIPLIYRT—H
Orphanet I3, 1997 F(C DSV RRERBUBE E Inserm (ENIRREFIHGE) HHE TES
F UJZ 6,000 ZiBZ DHBIBHROL I 7 LY AT —EZXTHO, IRAETIL Inserm DL 14 32D
B 36 NEDIVY—YPASNEECHICHET DERNRTOI D LEROTINDS,
1997 FAHIF(C TS Y RREERIBUE & Inserm DIFNT Orphanet D > I SEIEE TN\ DES
BEZ1ToEDE, CNAMTS (ZEHABSEERRIERE) . LEEM (EERREGEHES) . &
O#mEE DR THD Foundation Groupama Sz AFM-Téléthon T D%, 2000 T LUFERRIN
RERDIU—AD—DHEEZITT\D, 2016 Eh_a"ob‘é Orphanet DF&(F£Y 2.9 B
d—-0TH0, 41%ETSVRD, LN ZERINEZESERN, ZOMEBNED 22%=EE8BLTND

67

o

Orphanet MIR—& LY+ FIEFBEE DT SV REBODED, ANRA V5B, R+ WVEE, 15 PEE,
NIV 7JIVEB, A5 VHBTRIESNTUD%, HEICIHERIIC ORPHA BESHMYSEND,

61 Haute Autorité de Santé, Protocoles nationaux de diagnostic et de soins (PNDS)
www.has-sante.fr/portail/jicms/c_1340879/fr/protocoles-nationaux-de-diagnostic-et-de-soins-pnds

62 Conseil national de I'Ordre des médicins, Article 4 - Secret professionnel
www.conseil-national.medecin.fr/article/article-4-secret-professionnel-913

63 Resister Wilson France, Formulaire de consentement pour une personne atteinte de la Maladie de Wilson
www.cnrwilson.com/wp-content/uploads/2016/03/cstregistrefrsept13.pdf

64 Deborah Mascalzonia, Angelo Paradisobc, Matts Hanssona (2014) Rare disease research: Breaking the
privacy barrier, Applied & Translational Genomics, 3(2), 1 June 2014, pp.23-29
www.sciencedirect.com/science/article/pii/S2212066114000052

65 The Orphanet Consortium www.orpha.net/consor/cgi-bin/Education_AboutOrphanet.php?Ing=EN

66 French National Plan for Rare Diseases 2005-2008, p.13

67 Orphanet, Fundings and Pertnerships www.orpha.net/consor/cgi-
bin/Education_AboutOrphanet.php?Ing=EN&stapage=ST_EDUCATION_EDUCATION_ABOUTORPHANET_P
ARTNER

68 Orphanet portal www.orpha.net/consor/cgi-bin/findex.php
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N

@ EEBDENROELRS
Orphanet [CRITDEEBDLEIE, HHEDY 1 TR (typology) DEBL, ERRDEEENDH D,
®FX—2-4 Orphanet [CRITDEBEDYI T

\ < B4 T LS HBED
REDT 1T - ORPHA RBB
EEIIL—T 68385 PR R
groups of disorders g Neurometabolic disease
PES5d PESns 5 313 BRI
disorders disease N Lamellar ichthyosis
SEIRRF N v T IVIEIREE
: - 808
malformation syndrome ~ Seckel syndrome
BRI BT T 95400 | RIEEIBAZ
clinical syndrome o Acute adrenal insufficiency
RERE . gk
. - 3384 .
morphological anomaly - Truncus arteriosus
TZENES N FRMET A OFIUBET 0T VRIBE
- . - 209893 L . L . -
biological anomaly “ Congenital isolated thyroxine-binding globulin deficiency
FSRERRARINIS 900666 | ¥ 21— FETZ « PIIVF /UREEICKDIMBE
particular clinical situation Pneumonia caused by Pseudomonas aeruginosa infection
I8« T | RRYTHAT g SEONT/INUK
L » 314911 :
Subtypes clinical subtype Severe Canavan disease
BRENT TS T * 98794 B3R 15q11.2-13 RIEBICKDP VY 1)LV VIEEIREE
aetiological subtype N Angelman syndrome due to maternal 15911913 deletion
MHREZNT 51T fRMEM 2HBAE
: . - 251601 N
histopathological subtype - Fibrillary astrocytoma

(Orphanet (2017) Procedures: Orphanet inventory of rare diseases &k ) Z18)

&)X —2-5 Orphanet [ICRITDEERDERKR D% (Clinical classifications of rare diseases)

Clinical classifications of rare diseases : ZEDERRDLE
Rare cardiac diseases FHDISINER
Rare developmental anomalies during embryogenesis | A4 IFDOHEDZFREZES
Rare inborn errors of metabolism BOBERENEES
Rare gastroenterological diseases GEYAN= | e
Rare neurological diseases HDISIBIR RS
Rare abdominal surgical diseases HDISIESNRIEE
Rare hepatic diseases HBDISITEE
Rare respiratory diseases T YANINTNE =
Rare urogenital diseases FDIS MR NEES R B
Rare surgical thoracic diseases BOENRIBELEE
Rare skin diseases BVBREEERE
Rare renal diseases BVSBERE
Rare eye diseases HDISRESR
Rare endocrine diseases HBDISARD WEE
Rare haematological diseases BOBMRES
Rare immunological diseases FOEREEE
Rare systemic and rhumatological diseases HBOREEMNROEEMERSE
Rare odontological diseases HBDISERIEE
Rare circulatory system diseases FDEBIRRES
Rare bone diseases AN
Rare otorhinolaryngological diseases HOTEERRESR
Rare infertility BIVISATAE

69 Orphanet (2017) Procedures: Orphanet inventory of rare diseases, Version 01, April 2017
www.orpha.net/orphacom/cahiers/docs/GB/eproc_disease_inventory PR_R1_Nom_04.pdf

CDIEN Orphanet (&, EIFHREHEDY 1 TICIRDFHMREZR 2017 F 4 BICRBEL TS,
Orphanet (2017) Procedural document: Orphanet inventory of genes related to rare disorders, Version 01
ww.orpha.net/orphacom/cahiers/docs/GB/eproc_genes__inventory PR_R1_Gen_02.pdf
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2. I2VR

Clinical classifications of rare diseases : ZEEDERK DLE

Rare neoplastic diseases HBDISHEERS
Rare infectious diseases DI RE
Rare intoxications HDIZPEAE

Rare gynaecological and obstetric diseases

BOBBARROERER

Rare surgical maxillo-facial diseases

BDISHEINSSBERBDEE

Rare allergic diseases

HBIOBPUIF KR

Rare teratologic diseases HBVISSHES
Rare cardiac malformations HDIZINES T
Rare genetic diseases HBVIZELR
Rare rheumatologic diseases of childhood INBEADFT DR DY F SRS
Rare sucking/swallowing diseases HOREBRIETRES
(Orphanet (2018) Catalogue of products 2018 & ) Z21@) 70

/28, Orphanet DRI ~TIEHS S Orphadata D'51d, ERFRIDEEBIDERHD'J R ~1% xml
BERTESND™,

B EEEE - EERSSE - FBUREDRES CRE
Orphanet [CIRE SN DHFIBRIS, BN 36 NEDSIEEDERRBEXIIAREN OE
$H5ND. Orphanet [ICABIEINIZIBRIL 2001 FIC TSy Fi—AlbEN, EEBEHRSOES
RUOREN EURORDIS XbétsiEik1) — 2 X, AFM-Téléthon 72 EEBEESDREDD T TH 1
FOSBRESONDLDICTERINTIND,

@ HRIBMOWNETERURETOER

Orphanet [CEFSNICE#HBIBIRIL, Orphanet inventory of rare diseases/ disorders & IE (I
D, ICISERIBIHRIS, ERNERFHRI, FPIXROI-F-—ND5DBIEDIEN, Orphanet H
INE UIZBFDIBIROBBIEEND DINESN, T —IXR-Z(TEBNSND.,

HRBIMDIBEF ML, FT Orphant DF —HIX—EIEE (database manager) HDUREL
CIBHRZBEAEL, RIC Orphanet EERZFZEE%R (Orphanet medical and scientific committee)
DBEICHIN, ZEESNEERERTE UILHBIERIIT —IXN—AN\DEINEEDTTON, 18
HRIBBUORIZFEE (Orphanet information scientists) [CIREIND, R DIBOEBEMODETIRE
EXIFIREULDRE, @RICEEDOFHziFd%

© BRERT—4 « XBAUMRY 1 DIRAESE
Orphanet [CIRE SN DERKT —H &, BIRSY v —F)VICRBESNIZETLE HDFAiMT SFER
ThdDCEEZBTD,
128, Orphanet [&, HEMRUFVEERICEATDIEMABNEEICINE LTI v—TFIU
OJRD (Orphanet Journal of Rare Diseases) % BioMed Central D54 — > P07 X TRt
LTL\B%3,

70 Orphanet (2018) Catalogue of products 2018
www.orphadata.org/cgi-bin/docs/CataloguePdt-Academia.pdf

7t Ohphadata, Classifications of rare diseases: hierarchical representation
www.orphadata.org/cgi-bin/inc/product3.inc.php#

72 Orphanet (2017) Procedures: Orphanet inventory of rare diseases, Version 01, April 2017
www.orpha.net/orphacom/cahiers/docs/GB/eproc_disease_inventory PR_R1_Nom_04.pdf

73 Orphanet Journal of Rare Diseases https://ojrd.biomedcentral.com/about
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® D—FT 1 VIIBE
Orphanet [F3—F ¢ VJ(CDU\T, 2018 & 2 BIRTE, ICD-10 (EREEDLESE 10 ) =
RWTERIBERZABEBLTIND™, ULHL, EET—INX—=2(F ICD-11 DN —FRICEXT I L
TRV, ICD-11 DAERICIHZ TUNDS,

@ BEDEANBHROEIKN)

Orphanet [CRITDEABIROEURNICDNTIE, 75V RBABRIREZSSR (CNIL) 1Y
1997 & 5 B 5 BICEEB UEESICEDE, Orphanet [CRES T DENEITDEDES, KU,
HON (Health on the Net Foundation) , Health Coalition, KEEEH= (American Medical
Association) , 735V XEEEENE (Conseil National de I'Ordre des Médecins) , =5{RiEHE
1B (HAS) DEE UZESXIENA S VICENT D EESNTINDS,

EEBIDEBRZTOY D FDIRR
Orphanet (&, HRBQITICSEDHFEMRRTOI 0 FOBRRY —EXZRHELTNDT,

®ZEX—2-7 Orphanet M2t T B 26 FELEDHHBEAFT TOY 0 ~BER
Types of Research Projects : #7020 MEHRDY 1 T
Research project Gene(s) search BLFWRTIOY D MER
Mutation(s) search TEREEIER
Gene expression profile EEFRIRTOIO»1I)L

Genotype-phenotype correlation

VI )FATED T /A TDIEEE

In vitro functional study

1 VB - OeEsER

Animal model creation/study

EETILOIERASE

Human physiopathology study

E ~FOEIRFERT

Biomarkers development

N A —N—FF

Pre-clinical gene therapy

EInFIEEBIERARIER

Pre-clinical cell therapy

HBARERARIERREHER

Pre-clinical drug development/drug delivery

EZERFEDICHDRIEGARAER

Diagnostic tool/protocol development

WY —IL/J0 R JLBIR

Pre-clinical vaccine development

D0 F VFFRIERARIER

Medical device/instrument development

ERMEsME DBEH

Epidemiological study BFHR
Observational clinical study ERZ2OVERIRBASS
Health sociology study RIS
Health economics study RREHA

Public health study (excluding health

NERFEMRT (REEEZZEFE

Natural history study

BERLHI

Drug repurposing

EBRAA

Small molecule screening

WNDFROIV—ZVT

Biotechnology innovation

NAATD /)OI —RF

Induced pluripotent stem cells (iPS)

AT ZEEMEFHBIZ (PS)

creation/study

B SHTE

74 Orphanet (2014) ICD-10 coding rules for rare diseases: Procedural document, October 2014
www.orpha.net/orphacom/cahiers/docs/GB/Orphanet_ICD10_coding_rules.pdf

75 Ségoléne Aymé, Bertrand Bellet, Ana Rath (2015) Rare diseases in ICD11: making rare diseases visible
in health information systems through appropriate coding, Ohphanet Journal of Rare Diseases 2015 Vol.10,
Issue 35  https://www.ncbhi.nim.nih.gov/pmc/articles/PMC4377208/

76 Orphanet quality charter
www.orpha.net/consor4.01/wwwi/cgi-bin/Education_AboutHealthCarePolicies.php?Ing=EN

77 Orphanet, Research and trials, Search for a research project
www.orpha.net/consor/cgi-bin/ResearchTrials_ResearchProjects.php?Ing=EN
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2. I2VR

Types of Research Projects : B 70 0 MEHRDY 1 T
Ontology/bioinformatics study ZAI—=INAFA VT ANT 1 D ARR
Outcomes measures development P = NNAEFEDRIFE

(Orphanet (2018) Catalogue of products 2018 K D Z&I8)

© FT—YDRIBHER

Orphanet B’ = 7 EICIRH T DEBIBRL I 7 LY AT —ERICIE, POECRADU—DED
B8]0 DTA (Data Transfer Agreement) ZWEZEITIDIEDENLHD, INEERNTIRHEIN
TWND, BROANHYIOATERIIPOECRDIU—=THOD, xml BRATHESN, T—IX=2A\D
BRD3AHXD Excel (LD BHEICTRETH D,

EEMBRERREDEB DY O T IERIUNDERRIDFMS T F X SEHRDO, BEDR - &
PIEEEHLES - PBTIRE - BVEER - BHBARTOY 10 ~CETDBHREFB I DTHICE,
Ophanet & DTA 22 EHHS L, Orphanet DEHZ T —H R AR DETFZEMNT DINBEND
B8, I3, EEBA—N—BHREN DTA W Z1TDIBEIL, FREFHEBDZINERT D,

BERXIEIBADL D » UV RT—F EDEEFAIRR
Orphanet [FERINZEZESRD RD-Action fEZRZE U TCBINDHEKBL 7 7L Y AT —ERXEDHE
BAROHBEEDREFEZT O TD,

) T—=IN—=I T LADERIAR
Orphanet DT —AIN—2Y 25 AlZ, Orphanet DF=ZS% (Management Board) , 8%
Z85% (Steering Comittiee) , EMEBISZE% (International Advisory Board) , SEDEISZE
&% (National Advisary Board) DEEEZ(TD,
T — Y DINE, &5, 2RI, BEFHEE (Orphanet Standard Operating Procedures)
([CERML, FTRERISROEBNEA 1A, T LD FJBROEHIIEF 1 @DONX—TIND
na,

78 Orphanet (2018) Catalogue of Products 2018
www.orphadata.org/cgi-bin/docs/CataloguePdt-Academia.pdf

7 Orphadata, Welcome to Orphadata www.orphadata.org/cgi-bin/index.php/
80 Orphanet quality charter, ibid.
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3. KAV

3. krws
(1) BisR
D HROEE
R WICRITDEE (SE: Seltene Erkrankungen) DEZIF, EUEREECF UL, RINCHIT
DEEHN 10,000 AIC 5 AMTDERESNTLND,

@ HRXIROME
B YTIE, 2010 & 3 BIC BMG GEFMRfEE) , BMBF GEFHEZTE) ., ACHISEe.V
(IEMHRBRPST1PUR) OD=BOHRBFEEICKIDH#KBEEETE ) S 77 >R (Nationale
Aktionsbiindnis fiir Menschen mit Seltenen Erkrankungen: NAMSE) DMERKSIN, 2013 F 8 B
([CEERXIEREZRETE (Nationaler Aktionsplan fir Menschen mit Seltenen Erkrankungen: NAMSE)
DERESNIC. NAMSE [CI3 52 DITEIETEINER DA FTN, Bt EEHET DITHITEFMBBTA
[CERBSNIC NAMSE 70 « NV EED 28 1#E8, DR REIRRZREL, REEZEIC 320D
#SEE TS — (ZSE: Zentren fir seltene Erkrankungen) HE3BIN TL)B83,
BMG (3 2010 UM, ERIAFIRU NAMSE 720 « XDEEEMBICH 146 5L —0ODXIH
FEERALTCND, CNSOFEICIE, HRBEBRRN—SILT A ~ ZIPSE DBE, NRULRKE
EEBEMEEDIRZRN—5 )L SE-Atlas DIBEDIZHDMNEZHESFTNTL\D,

Q &

R1VYICRIT2ERNSEBEERIE, 2009 FIC BMG DEFEMFRRX [ R1 VICHITDEE
BEDEEQ LEDIEHDBE ] MRSNEZCEICBT . BFHRXE, BAOHBESDIR
RPN L, BAEBICXTMINSHEOR/EDNEDSICDONTRST L, MEFEROY T UAER
MURREDNDTH D, 2L T, BIRHEENHE L CH#RERICAITIZRHRNREEH Z1T2D
&, EU UNVICRIT DEBXIRDBEZNDCHODERSTEDEREDMUEMENRBIONTIND
8, 2010 & 3 B 8 BIC NAMSE HWRESN, 2016 & 9 BICHEREENNKRINE, BPR
RETIE, SEHOHFBREYI—EA, B, CO3IBEICKD L, SROMEEICHRIT DHHH
RIS T DB SR b SNz,

(2) RILES
R WICHIT BERBEQEIERILG, 2013 EICEESNIE NAMSE THS,
e, HEEECUTILNERZBEORIER, HHEBRE (GKV: Gesetziche

8 RKEBICARNWTRrYDBEZERIBGE, 1—OXIFEEXRTDTD.

SELTIC, 2017 FICHRTDIABEFFEEBEL —HE, 1 1—-0=126.65 3THD.

SR : OANDA, Average Exchange Rates (bid rate)  www.oanda.com/currency/average

82 BMG, Seltene Erkrankungen
https://www.bundesgesundheitsministerium.de/themen/praevention/gesundheitsgefahren/seltene-
erkrankungen.html

83 se-atlas, Zentren fir seltene Erkrankungen  https://www.se-atlas.de/list/zse/

84 BMG, Seltene Erkrankungen, ibid.

85 Malnahmen zur Verbesserung der gesundheitlichen Situation von Menschen mit Seltenen Erkrankungen in
Deutschland
https://www.bundesgesundheitsministerium.de/fileadmin/Dateien/5_Publikationen/Praevention/Berichte/11051
6_Forschungsbericht_Seltene_Krankheiten.pdf

86 BMG, Seltene Erkrankungen, ibid.
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3. F1Y
Krankenversicherung-Versorgungsstrukturgesetz) [C DU\ TIRESNCHREHE 5 #r (SGB V)
M 116b RDBIBTH DY,

(3) BIfRI%ES
@ BBRHEECZ0RE

HMXR—3-1 HBEXIRENET DITEILES

TTEHEES HRXTRICRIT DIRE|

iBﬁl\;lcgaﬁ(ﬁ;liéildesmlnlsterlum fiir Gesundheit) . BRI D= R U

DIMDI (Deutsches Institut fiir Medizinische

Dokumentation und Information) : c#BEDI—T 1 VIICRAT DEEDRTE

B YEZ SNSRI
BMBF (Bundesministerium fir Bildung und | o =
Forschung) : B3BEUBHIZS  SEEIAADRBIERIE
G-BA (Gemeinsame Bundesausschuss)  HREBSOEBOBENRUIRKAM RS VDRE
EERESEEHNEREER - BSIEE DB LRSI COBENVEIS
Geschéftsstelle des NAMSE : NAMSE Z70 v 2 | « NAMSE (#RBBEERTE) DEE
IOWiG (Institut fiir Qualitat und - BTN DT AR DBIR
Wirtschaftlichkeit im Gesundheitswesen) : - BRI DS 25T
REFEICRITDERUEZFMEICEE T DHFREA « R OERKRT 1 RS VD51, #5

BK—3-2 NAMSE (BBEIRERE) ([CEDV\ZHRRZHET DRIRMES

B IKES HRXIRICHIT DIRE
University Hospital Frankfurt : * Project se-atlas
2202V FRER (BEREERRDBIRN—I)L) DBE

CHERH (Center for Health Economics Research Hannover)
N =D 7 —RERZBAR VI —

MIG (Universitatsklinikum Frankfurt, Medical Informatics
Group) : 735 VDD)L FREER

ACHISE e.V (Allianz Chronischer Seltener Erkrankungen e.
V) IBMERPSAPYR

IMBEI (Universitatsmedizin Mainz, Institut fir Medizinische
Biometrie, Epidemiologie und Informatik) @ -7 >\ K5
ZQ (Zentrum fiir Qualitat und Management im * ZIPSE DEHRIEHRODIEBE
Gesundheitswesen) @ EEODEEECYY—

ORPHANET Deutschland : Z—2J 7Rw ~ BV

FRZSE (Freiburg Zentrum fiir Seltene Erkrankungen)

D514\ OERERER S —

Universitat Bielefeld : E—L 2 /U ~KZ

Fraunhofer-Instituts fir System- und Innovationsforschung ISI @ 2
SOUNR=D7—+ IYRAFT LA/ RX—=2 3 VHRRPA

Ostfalia Hochschule fir Angewandte Wissenschaften :

ZRA D7 U PAREXRE

@ BERORY D=2
AUIBICR UIZTT BRI, SROEBEIDRITICHID, OBEREREEOBEENDCEE
INTND,
NAMSE (&, £EO 28 #B8 @A E/N\— T —BERICHD, /N\—FF—DHRFKREIF NAMSE

+ZIPSE (#tf5/R—F)LH+ k) OBE
s

* ZIPSE DE#RIBIRODIBE

« ZIPSE (D&

* NAMSE QDERZASE 2T
(WB-NAPSE)

87 § 1 SGB V Solidaritat und Eigenverantwortung  http://www.sozialgesetzbuch-sgb.de/sgbv/116b.html
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http://www.namse.de/aktionsbuendnis/geschaeftsstelle.html
https://www.iqwig.de/
https://www.iqwig.de/
https://www.se-atlas.de/aboutus/project
https://www2.ostfalia.de/cms/de/g/forschungs-entwicklungsprojekte/WB-NAPSE.html

3. KAV

DEPIZSERRUVD—F VT T —TDEMEE LT NAMSE DEIREEEZIET D%,

B’&K—3-3 NAMSE D754 PYR/N\—ktF—

PS5+ 77>V RA)\N— 7 — (Steuerungsgruppe)
ACHSE e.V.: Allianz chronischer seltener Erkrankungen I2HEE ST PR
AOLG: Arbeitsgemeinschaft der Obersten Landesgesundheitsbehorden MRERE=SE
AWMF: Arbeitsgemeinschaft der wissenschaftlichen medizinischen N PPN
Fachgesellscha%ten ERFFEER
EZ:::miennnlziaﬂgt(rjag;eﬂ.eifea#ftragter der Bundesregierung fiir die Belange der EHR LR ESIENRE SRS
BAG Selbsthilfe e.V.: Bundesarbeitsgemeinschaft Selbsthilfe von Menschen | [EZ£& « EMHBEERENRUOREZIE
mit Behinderung und chronischer Erkrankung und ihren Angehérigen e. V. DEHOHBEBHLFES
BAK: Bundesarztekammer EHEME
BMAS: Bundesministerium fiir Arbeit und Soziales ERSEEE
BMBF: Bundesministerium fiir Bildung und Forschung EHHEHRE
BMFSFJ: Bundesministerium fir Familie, Senioren, Frauen und Jugend BIRIEE
BMG: Bundesministerium fir Gesundheit EIREE
BPtK: Bundespsychotherapeutenkammer BHMNEEETS
BPI e.V.: Bundesverband der Pharmazeutischen Industrie e. V. EIEEREERS
BVMed e.V: Bundesverband Medizintechnologie e.V. EEERIMMREGS
BZAK: Bundeszahnarztekammer B YEREMNS
DFG: Deutsche Forschungsgemeinschaft B YIRRES
DHV e.V.: Deutscher Hausérzteverband e.V. 1 YREERS
DKG e.V.: Deutsche Krankenhausgesellschaft e.V. B VRS
DPR: Deutscher Pflegerat e.V. P VEEMEZESR
G-BA: Gemeinsamer Bundesausschuss EENSE EMEREES
GKV-Spitzenverband EERETEZEES
KBV: Kassenarztliche Bundesvereinigung EBREERS
KZBV: Kassenzahnarztliche Bundesvereinigung EFERHREE RS
MFT e.V.: Medizinischer Fakultatentag der Bundesrepublik Deutschland e.V. | R WEHERAFZERS
Orphanet-Deutschland Z—7Rvy bk~ RV
PKV e.V.: PKV Verband der privaten Krankenversicherung e. V. M EERIEHS
VfA: Verband der forschenden Arzneimittelhersteller EERRAETERS
VUD e.V.: Verband der Universitatsklinika Deutschlands e.V. R Y REERHRES
VDDH e.V: Verband der Diagnostica-Industrie e.V. EEMESERIEEREES

(NAMSE - Steuerungsgruppe &k D EI8)

(4) BxETE » BER
@ BEXBEXIIREHEE
2013 & 8 B NAMSE (Nationaler Aktionsplan fiir Menschen mit Seltenen Erkrankungen ;
HRXIRERFE) DHERRUFBVEERBEROEARTEICHEHT D,
@ BERXIIMERTOT S A
NAMSE [CEDV\ZhRDOERIARIE, NAMSE A0 « ADBFHREEZLFRUCVD, =H
DIREE(S 2017 F 10 BICARSIN, HBERIOT S LADEB DRSS SNTINDD,

88 NAMSE - Steuerungsgruppe http://www.namse.de/aktionsbuendnis/steuerungsgruppe.htmi

89 German National Plan of Action for People with Rare Diseases 2013 (in English)
http://www.europlanproject.eu/DocumentationAttachment/NATIONALPLANS_GERMAN_2013_en.pdf
Nationaler Aktionsplan fur Menschen mit Seltenen Erkrankungen
https://www.bundesgesundheitsministerium.de/fileadmin/Dateien/3_Downloads/N/NAMSE/Nationaler_Aktionsp
lan_fuer_Menschen_mit_Seltenen_Erkrankungen_-

_Handlungsfelder__ Empfehlungen_und_Massnahmenvorschlaege.pdf

9% NAMSE (2017) Zwischenbericht zur Umsetzung des Nationalen Aktionsplans fiir Menschen mit Seltenen

Erkrankungen

REAS SR - B NR ELRAR GI5RE) S5
23 ENC BT BEEERUEEL D 7 LY 27 —5ICB T 2HE
49 WIP PY RPYYTAYKASF 2018 F 3 8



3. RAY

(5) #HREBDEEESE
R \YTIZ, #EBEDHPIBEINEZEE ASV (Ambulante Spezialfacharztliche Versorgung)

EHS, HRREEHSE S fw (SGB V) 5B

£ 116b FICEBHINIADERRIZHE TH DEBEBR

f& (GKV: Gesetzliche Krankenversicherung) JIAZ D ASV [CxX§ U CIRIRBERASNDER ! X +

ARSNTHY, HZUXFDERICHTDINAKZEEDREEBCEBELIEOCR
B% X FDERED DB,

591

BBRERENRUEERE, BAREE, VLD P ViERE, BRIER

HEE, PSIMESE, BNROIFERNBEED 6 KRBICDUTE, G-BA (EENRBSBEHNESETE
) MEFEEERGESE (GKV -Versorgungsstrukturgesetz) 2[CE DN\ TIRIEERDXIZ E

&ZDIE'%}E

EICRDHD

BIRIEZTEHTUND%S,

Label-Use) [JRBEADIRIESNTUND,
128 BMBF GERHBFSE) (3, 2010 FICEEDEEEEICHIT D ASV DIREBSEEZE

#8357 UICIRES

I EHTND%,

(6) EEEN'RIFXITEIDGIBE/S DR

M*X—34 EBEEHND

EEGOBRAIMEAICHRDER (Kosten fur Off-

\BURFRIRIE T 100% N/ N\ —=NDEEXIIEENE

RES L P VYEE KBS I B
BIRDETTH |a) | onkologischen Erkrankungen BEFHEE
BWRRE&EE  |b) |HIVIAIDS DN FHESR
c) |rheumatologischen Erkrankungen HIV/TAX
d) |Herzinsuffizienz (NYHA Stadium 3—4) IMARZE (NYHA stage3 - 4)
e) | Multipler Sklerose SFRMECAE
f) |zerebralen Anfallsleiden (Epilepsie) FEEEE (TADA)
9) Ié(;rpd;i)cl)elggir; Erkrankungen im Rahmen der padiatrischen BN B BEMTES
h) SSLYersorgung von Frithgeborenen mit Folgeschaden BEBPYIFREDOREDBEE
) Querschnittslahmung bei Komplikationen, die eine FIRNT PENUE E T DEHEDXTE
interdisziplindre Versorgung erforderlich machen B
FEBIELERAY |a) | Tuberkulose %
IDIZVVEE | b) | Mukoviszidose Ef M
c) |Hamophilie MR
d) Fehlbildungen, angeborene Skelettsystemfehlbildungen |ZH, GRMEBERRSTE RIS @EEHE
und neuromuskulére Erkrankun-gen,
e) | schwerwiegende immunologische Erkrankungen %K@ﬁ@?ﬂ’ﬂﬁ%
f) |biligre Zirrhose BT RIS
g) | primér sklerosierende Cholangitis REMBICHEBE N
h) | Morbus Wilson 1)LV
i) | Transsexualismus FSYREDYAPIL
j) |Versorgung von Kindern mit angeborenen FREAHEEEEIDIFHDOT

http://www.namse.de/images/stories/Dokumente/namse_monitoringbericht_oktober_2017.pdf
%1 BMG, Themen > Pravention >Gesundheitsgefahren > Seltene Erkrankungen > Ambulante
Spezialfacharztliche Versorgung
https://www.bundesgesundheitsministerium.de/themen/praevention/gesundheitsgefahren/seltene-
erkrankungen.html

92 GKV-Versorgungsstrukturgesetz
https:/mww.bundesgesundheitsministerium.de/service/begriffe-von-a-z/viversorgungsstrukturgesetz.html
98 G-BA, Ambulante spezialfacharztliche Versorgung
https://www.g-ba.de/institution/themenschwerpunkte/116b/
9 BMBF (2010) Personenbezogene Dienstleistungen am Beispiel seltener Krankheiten
http://www.produktion-dienstleistung-arbeit.de/files/PDF_PUB_Broschuere_personenbezogene-
Dienstleistungen_04-2010.pdf

REPAFE EZARR « ER

8 AR EIEEAR (IR=
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3. KAV

KBS P VYEE KBS | BAE
Stoffwechselstérungen
k) |Marfan-Syndrom NILD 7 VGERRE
) [pulmonale Hypertonie i M EAE
m) | Kurzdarmsyndrom oder FRIBAEIREE

Versorgung von Patienten vor oder nach

g& 9 = N R — 7
n) Organtransplantation und von lebenden Spendern sowie WESES IR DBRERU T — D77

SEIEMN CT/MRT-gestutzte interventionelle NN _
nig 2) schmerztherapeutische Leistungen oder BRBRONTADITHO CTIMRI 1R

b) | Brachytherapie NVERREE

(RIRIREEME 5 #RE 116b KK DEEEP) 9%
(7) BBDEANIEHRIRE
RrYVICRITDIEELDEANSRE, EFEHRRES (BDSG) FH 3 FH 1 BO—KRERIICK
D, EUIET (95/46 / EC) F2a RICENM LT, BAEIEE CEDIBRZIRNTIREETID IR
ndceEsnTngd .,

(8) #RFICHRDLUID P UIYRT—HDEERL
D HBREICRDILIPLIYZT—H
RSN —I )L Y1 L THD ZIPSE [E, NAMSE (#BXIEERTE) [CROS, EHR
BENSA TV« E RFBIRICHEBLUIE CHERH (/\J —2 7 —{REEFHR LIS —) Hid
INERDO THELURZ, ZIPSE D SHFIBRERRIT DE, AR, KFHk, BEEHE, EER
BA—N—BEDREH DT IN=ITERT D,
@ EEDERUEES
ZIPSE [CI&, 2018 £ 2 BIRTESET 317 DEE (Krankheitsbild) &BIHET—5H5OTH
U RESNTHRY, KRAIOBEE HRIGHR BHE0O, BRIMOBFL, HEAESH
DNRENTND, BR, #HET—HINWYOTICBESINTNDEERIL, ERRMEIR (Therapie)
BITI& 270 fEIR £ 72 2%,

Q EEE - BERESS - BEORSFIOBS CRE
B&R—3-2 INAMSE (#BXIRERTE) [CEDSMREHET SERIEE] 23R,

@ HRIERONETTERORBETOER
ZIPSE [CH#RIBImRODEBINZH LI SEREFRBXIIMABEL, ZIPSE DEEEREICERZ
BELTROONNER—FILY A RCOTA VDD R, BREZENTDINR—IICESAHT
BTENTEDY,

© ERIRT —45 « XENURY b DERFIE%E
ZIPSE DIEMRET — AL, HTSEBET —YDRABICHIZ > TUTD 13 DEEZHIT,

9 §1 SGB V Solidaritit und Eigenverantwortung

http://www.sozialgesetzbuch-sgb.de/sgbv/116b.html

9% ZIPSE, Verzeichnis (gefiltert), Krankheitshild / Symptomatik

https://www.portal-
se.de/verzeichnis/liste/thema/Symptomatik?excludeFlawed=true&currentUri=%2Fverzeichnis%2Fthema%2FS
ymptomatik&contextPath=&currentLocale=de&viewName=redirect%3A%2Fverzeichnis%2Fliste%2Fthema%?2
FSymptomatik&printParameter=_druck%3Dtrue

97 ZIPSE, Website anmelden

https://www.portal-se.de/aufnahme/website?execution=e1s1
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3. RAY

ZIPSE DBEPIRZSRNBECSH U TN D ERDEHBSICEHRAIDNEE LTINS, 13 DE
EDDB 1~4 [IINRIEE, 5~13 [LENEBE ESNTL\D%,

. FRRIBEROBIXIEEHFOBNHRSINTNDS

. BABRIRERZCERLTND

. SFEBREDICEMLTND

LZIPSE Dz Y+ FEBBEDERBYEENRINTIND
. BRISHROBIBRIEHRBSINTND

. BEEDTEINTND

. BEROBHATEINTND

. BROIETFYZDREINTND

. NBRBRICHESENCEATINTIND

10. HEIBROXIE T IV —THTHRSINTND

11. BEBROFDHARINTLND

12. BFOBENITINTIND

13. #BWBROP O LI YT+ —DERBINTND

O~NO O, WN P

©

©® D—FT1VII%
2018 £ 2 AIRTE, #BWDI—7 + V2 (Kodierung) F3545¢& LT ICD-10 (BRREBDEES 10
R MMREESNTIND, EBRDI—7 v VY IJICDNTIE, EFHIREEBN 2016 I DIMDI (B
1 VEZXBIEHRIARFT) [CEEDREZZFTL®, DIMDI (& 2017 &£ 10 B 30 BICT -8+
w kDT YTV EAR L TUBL0,

@ HREBSOEABIROIIKR

HRBENRARVS B I DEBERERIZE (Fragebogen zur Krankheitsgeschichte fiir
Patienten) DERFH—NTRST, HHEEZVYI—BICERSINTUD,

BIZIEL =T Y RTIWDOKRZRIRER VS — (ZSER) DEBREZEDREICIE, FA
(&, RBAICEET DEEFZDM MRI BIRREZREFRODRERAVRESN, MBESNICTIH
BICEYI—XEEMICESNDCEICARLET ] EOXNENRHESINTHRD, BSHZ
EEZFATIERULCDZTERIDCEEINTNDY, LHULOIDBDXNEIL, TILYKRE
RIRER Y — (ZSEK) DEBEERERZRICIISCHNTRIN?,

BH, BEOEMNELTC, BEBROREXIIEGEFOEL, BHBEROBMEINLE I 71
IWNDPOER, BEBBROBIEXSEIFREMRIISNTRD, ENEZRESNLCESILER
BHRIREEZRE (BFDD ICBEZEBIICIDCENTED,

98 ZIPSE, Qualitatssicherung

https://www.portal-se.de/qualitaetssicherung

99 Abschlussbericht zum Projekt ,Kodierung von Seltenen Erkrankungen*
https://www.bundesgesundheitsministerium.de/fileadmin/Dateien/5_Publikationen/Gesundheit/Berichte/Kodieru
ng-von-Seltenen-Erkrankungen_Abschlussbericht.pdf

100 pIMDI, Aktuell Klassifikationen
https://www.dimdi.de/static/de/klassi/aktuelles/news_0428.html_319159480.html

DIMDI, Alpha-ID-SE - Scope of application "Rare Diseases"
https://www.dimdi.de/static/en/klassi/alpha-id/seltene-erkrankungen.htm

101 ZSER, Fragebogen zur Krankheitsgeschichte fuir Patienten
https://www.uniklinikum-regensburg.de/imperia/md/content/zentren/zser/zser_fragebogen.pdf
102 Fragebogen zur Krankheitsgeschichte fiir ZSEK Patienten
https://webstatic.uk-koeln.de/im/dwn/pboxx-pixelboxx-167912

103 EU-Patienten.de, Wie sind meine medizinischen Daten in Deutschland geschiitzt?
http://www.eu-patienten.de/de/behandlung_deutschland/datenschutz/datenschutz.jsp
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3. KAV

RERIDFERTOY D FDIRR
ZIPSE [CINE SN TV DEFIFHRD ) VO HED—EH 53, BREHBOAFR IOV T I
B9 3EmIEoNnd.
BMBF GERHBEHRE) &, HHRBOTOYI D EDRY FD—DZHELTIND, 18D
Ry RO =ONDRRERZTEDERIELUTHD, |’E 10 DRY DO —=ODNEEPTHD,

&R —3-5 2018 &F 2 BIREZANDPDEHRHARRY KD —D

SBARRY FDO—D% R R DEE S
AID-NET DERANRUOSFRAD B NIEEREE
CMT-NET Yp)VI— V)= b —2F
CHROMATIN-Net DOVF VEREDEILIC K DRAES
DysTract IARZTP
GeNeRare RAS %5
NCL2TREAT WO RN XFVUE
NEOCYST INBDOEIRMEEBERE
Netzwerk Imprintingerkrankungen FINAITI T« VT BREE
PID-NET BRFEM RSN EAEER
STOP-FSGS ZERM BIR AR ERIATRICAE

(Research for Rare &) E2IE) 104

© F—HDFFHER
ZIPSE O#HBIBIRIESP ORI —DDERESNTND,

BEAXIIBHNDL DI 7 UV RAT—5 EOEERBINT
ZIPSE (& Orphanet ’2 U PubMed OEHFIERAD P O LR ZRH L TNDD, M=)l
FTHDHERAMBIITNONTURL,

@ F—=HIR=RY T ADFERRR
NBEIBIRICEE DTN,

104 Research for Rare: Forschung fir Seltene Erkrankungen
http://www.research4rare.de/
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http://www.research4rare.de/forschungsverbuende/aid-net/
http://www.research4rare.de/forschungsverbuende/charcot-marie-tooth-cmt-net/
http://www.research4rare.de/forschungsverbuende/netzwerk-fuer-kognitive-stoerungen-durch-veraenderte-chromatindynamik-chromatin-net/
http://www.research4rare.de/forschungsverbuende/dystract-3/
http://www.research4rare.de/forschungsverbuende/generare/
http://www.research4rare.de/forschungsverbuende/ncl2treat/
http://www.research4rare.de/forschungsverbuende/neocyst/
http://www.research4rare.de/forschungsverbuende/netzwerk-imprintingerkrankungen/
http://www.research4rare.de/forschungsverbuende/pid-net/
http://www.research4rare.de/forschungsverbuende/stop-fsgs/
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(1) BisR
D HROEE
#£EH (UK  EEEE) I[CHITDH%B (Rare Diseases) NERIL, EUEEERUL, BUNIC
RITDEEBEN'10,000 AIC5 AUTDEERESNTL\D0, HEDEHRESEI DXL Z 30,000
AENDONTHLND,

@ HRXIROME
HEICRIT DHHEXIRIL, 2013 F(C 2020 FZ2RE U TRESNIZ UK HREIS(UK Strateqy
for Rare Diseases) I[CE DT, UKZBEHIDTVISVUR, Dx—I)VX, X3y ~SUR,
7P ILS Y RHOMERIICEMETE (implemation plan) ZHRE L TU\B,
EEADDN 8 EINEDPLTNDT VYISV RTIE NHS 1 VIS Y ROMBBERDI BB
XD, REBIBHBDOTREBITIH D PHE (Public Health England) /' NCARDRS (Gt KM &
BRERVHESRT —ER) ZRELTUD,

Q &

EU 32009 & 6 B 8 HNEE5ENES (2009/C 151/02) ICHNT, NBEICK L, HFHEXIER
SHENIFEIBDRES 2013 FRFITICEMRIT DL DENS UIZ. COEISZESIT T 2010 FIC
VISV RDEREHBBENFRBESICHBXIRDUBMEFE LD, 2012 FIC UK BB
DEEICAITZ UK hBEDOBRICKDIVTILT—Y 3 YDHERSN, EEBEREENS 300
ZiBZDIREN'EHSN, 2013 F 11 BIC UK EEEIEDIREICED, BAIC NIHR (BilR
IR DEEOHHEMR IOV I I ~EIVY I P ARBEDEEEEEDFE EDHZLE,
X2 2015 FICIE, PHE D'+ TS RICHITD NCARDRS ZBJIE LIZ1,

(2) RIES
REHICRITDHBRNRUBDEZERICEEITDEEKISL, 2013 F UK HRHISZRILCET D,
BR, EREICHRITDIEBEBERORIEL, UK4 DEOZESMEBICIIAEL TS,

MER—4-1 ZREICHITDIEEBERORWE

EEBER DRSS
AITSVR National Health Service Act 2006
D=L National Health Service (Wales) Act 2006
National Health Service (Scotland) Act 1947
Ay RSV E National Health Service (Scotland) Act 1972
National Health Service (Scotland) Act 1978
P ILSY R Development Services Act (Northern Ireland) 1948

105 KBICRWTHREDESZXRIHBEL, MY RXIFEEKRIETD.

SEXTIC, 2017 FICRITDABFFEBEL — HI, 17RY F=142.13 B THD,

SR : OANDA, Average Exchange Rates (bid rate)  www.oanda.com/currency/average

106 Rare Disease UK, What is a rare disease? https://www.raredisease.org.uk/what-is-a-rare-disease/
107 UK Strategy for Rare Diseases, p.5

108 BSGM, NIHR UK Rare Disease Research Consosium Agreement
http://www.bsgm.org.uk/genetics-healthcare-research/nihr-uk-rare-genetic-disease-research-consortium-
agreement/

109 YK Strategy for Rare Diseases, p.6
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http://www.raredisease.org.uk/uk-strategy-for-rare-diseases/
http://www.raredisease.org.uk/uk-strategy-for-rare-diseases/
https://www.legislation.gov.uk/ukpga/2006/41/section/251
https://www.legislation.gov.uk/ukpga/2006/42/contents
http://www.legislation.gov.uk/ukpga/Geo6/10-11/27/enacted
http://www.legislation.gov.uk/ukpga/1972/58/schedule/7/enacted
http://www.legislation.gov.uk/ukpga/1978/29/contents
http://www.legislation.gov.uk/apni/1948/25/section/6

(3) BIfRI%ES
@ BBRHEECZDRE

BMX—4-2 HBEXURZNET SITHHEES

1TIE%ES HRXTRICRIT DRE|
DHSC (Department of Health and Social s UK RO VD5 ROEBRERDHEE
Care) @ {RfE{IBHE s 1 YVITSY RICRITDHBHERDMIE
NICE (National Institute for Health and Care | « #HROBEEOM, H1 5 Y 2D
Excellence) : EIiIEEZE%irsTHhE - BVEEGROBE, g
Genomics England : 7° J I\« A TSR - R MEIRIC RIT DB FEEDMTS
HRA (Health Research Authority) : s NHNEEIC K DHRARDBEE
RS « BEBROREICERDHAIY VY ADHES
UK NIHR (National Institute for Health
LA Research) : EII{R{EHRFPA
TRC (Rare Diseases Translational - UK BEOEBHROI—FT 1+ R—F
Research Collaboration) :
HREELRMREEZRSR
UK Rare Diseases Policy Board : ik = Tk N {92 ‘i
UK SRR RS UK SEEOHBBERDEE, HHE
RDAG (Rare Diseases Advisory Group) - . = ‘ e I “
Qﬁﬁ%ﬁﬂ%éé% UK D@%E%Eﬂﬁﬁk—%g_6énﬁ; @JD
. TN - BURIERODIIZE, T
. NHS England : NHS ¥ V2035 R . = DEESNDZT]
SUR ) *NCARDRS (St RMEBEREBENRUEHRE IR
PHE (Public Health England) H—P2) D=
. T - BEURINERODIIZEE, T
ML — NHS Wales : NHS D —/)LX . EDEESDHT
WX AWMSG (All Wales Medicines Strategy N —
dicines stategy . RIDEES
Group) : £ 1 — L AEESHIEEES ROERROSE
) = - BEORINERODIIZE, #fT
27w k- NHS Scotland : NHS 23w SV R . %’J)EE%UJ?E\EJ
SR Scottish Medicines Consortium : —
o A o« ZIDEED (DT
23y FSY REERES ROERROES
7, | F5E Sl cevee e e,
SUR  BVEZEROESL, I

EP1ILSY FREY —EXR #mEXiRE

@ MEORY D=0
AIBICT UIZTEEESIE, SROBEIDHMITICHIZYD, tOBHRMEED@EEEZNDICEE
SINTNB,
#HERARMOEEDIARIC RDUK (Rare Disease UK) H'#2d. RDUK [, UK DFEKXZ 240 D
RESERESTMN 2,000 DEREEHEITDF v T+ DETHD, FEDDH 160 DED 1 >
OSVER, Dx—I)VX, R3v b3SV RICRITDELCHHEBESDIEDEDHDPS1 PR

#0148 T D Genetic Alliance IS0 L TL\BM0, Ffz, RDUK |

ZERBINTLVD PEG (Patient

Endowment Group) &, UK #REIBOHENREBEDIIHZNSERL, BEICIRET D%
FZBoTNDUL, P AILSY RICKE, HREEDEROMISHEBE LT, NIRDP (Northern

Ireland Rare Disease Partnership) H&ESNTL\B,

ZF/Z, 2017 & 10 BICIE UK 552 (Westminster) |Z, HBEXIEEHET DB EIRODESES

110 Rare Disease UK, Our Supporters http://www.raredisease.org.uk/supporters/
111 Rare Disease UK, Patient Endowment Group

http://www.raredisease.org.uk/our-work/patient-empowerment-group/
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https://www.nice.org.uk/
https://www.nice.org.uk/
https://www.nice.org.uk/news/article/nice-gets-go-ahead-to-fast-track-more-drug-approvals
https://www.genomicsengland.co.uk/about-genomics-england/
https://www.hra.nhs.uk/approvals-amendments/what-approvals-do-i-need/confidentiality-advisory-group/
https://www.gov.uk/government/news/better-support-treatment-and-research-for-millions-of-patients-with-rare-diseases
https://www.gov.uk/government/news/better-support-treatment-and-research-for-millions-of-patients-with-rare-diseases
https://www.gov.uk/government/groups/uk-rare-disease-forum
https://www.england.nhs.uk/commissioning/rdag/
https://www.gov.uk/government/collections/national-congenital-anomaly-and-rare-disease-registration-service
http://www.hse.ie/eng/services/list/5/rarediseases/
https://www.raredisease.org.uk/about-us/
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& LT, APPG (All Party Parliamentary Group on Rare, Genetic and Undiagnosed Conditions)
NEREINLUL,

(4) ExXEtE « R
@ BEAXRETBXIIREAGTES
HE (UK EE5TE) OHFEXIRICET DEARTEIZ, 2013 F 11 B0 UK #EEis ThH D,

@ BERXIEmERTOTS A
REHICHITDHBIKL, UK HREI8D=EEStE (implemation plan) [CEDEHEESIND,
AVOSYRIE2017F 4818, D1 —)LXF 2017 F7 B, OV SV RE2014F 78
s, kP ILSY B3 2015 & 10 BUICEMFTEZRE L TCND. B8, NHS 1 VISV E
(&, REBEOEMSTEREICTIID 2014 F 2 BIC UK EREIBOHEERIBSE (The Statement
of Intent) ZRXR LY,

(5) #HREBDEEESIE

HEETIE, ERBREHIE THDNHS (National Health Service ; ERIRET —E ) OIIASE
DBEECEITDEESBRIBETOTHD. L, BEENERESNDDIL GP (General
Practioner ; DD DITE) [CKDZEE, XL GP ICXKDBNSNTEEPIEICKDERIIDIEE
BT COZEECIRON, WHERIBABRIAEATHD,

LDL, 1YT05VF, Dx—)LX, R3v 35V RTIE, NHS OEMOMSEEDEEIFERR
TEIRICH D ERHIEEBICK LT MedEx (Medical exemption certificates ; BREERIRE) ZiuiE
L, HBZBEOUNISEFBABRAZENMNITDIHRENRTONTND!E, 23y SV RTE, 2
T —ILARIEP IV S Y FOEMADFTT UIZITIZETE MedEXx DBRANEIT 5N,

7P ILSY RIFIRBI(C LTI (Long-Term lliness ; EREABEELSE) XF—ALAEMEINDHESE
RITTRY, LTI ICHBESNTEBXIGBRIERCHDEEDOUNHERIBABRIIENESINT
b\%lZOo

112 The Westminster All Party Parliamentary Group on Rare, Genetic and Undiagnosed Conditions
http://www.geneticalliance.org.uk/appg/

113 UK strategy for rare diseases: implementation plan for England
https://www.gov.uk/government/publications/uk-strategy-for-rare-diseases-implementation-plan-for-england
114 Welsh Government, Rare diseases implementation plan
http://gov.wales/topics/health/nhswales/plans/rare/?lang=en

115 Scottish Government, Rare Disease Implementation Plan
http://www.gov.scot/Publications/2014/07/4751

116 The Northern Ireland Implementation Plan for Rare Diseases
https://www.health-ni.gov.uk/publications/northern-ireland-implementation-plan-rare-diseases

117 NHS England sets out plans for delivering commitments in UK Strategy for Rare Diseases, 26 February
2014  https://www.england.nhs.uk/2014/02/stat-rare-diseases/

118 NHS, Medical exemption certificates
https://www.nhsbsa.nhs.uk/exemption-certificates/medical-exemption-certificates

119 NHS Inform, Medical exemption certificates
https://www.nhsinform.scot/care-support-and-rights/nhs-services/doctors/medical-exemption-certificates#free-
nhs-prescriptions

120 Health Service Executive, Your Guide to the Long-Term lliness Scheme
https://www.hse.ie/eng/services/list/1/schemes/Iti/Y our-Guide-to-the-Long-Term-lliness-Scheme.html
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(6) EEEN'RIFXIIEDEIBEBRDHB

B&R—4-3 MedEx ODXIREBRIIERKER (1 VISV R, Dx—ILX, X3y bE3SUR)

MedEx DXIR E SN DEBNXIFERARIEIR

a permanent fistula (for example, caecostomy, colostomy,
laryngostomy or ileostomy) which needs continuous
surgical dressing or an appliance

EFHEARN L Yy Y Y TNEXRIIZEED
ERZEET IERSEF (B EFRK,
ATAIPS, WREREFLXIIOISEFL)

a form of hypoadrenalism (for example, Addison’s Disease)
for which specific substitution therapy is essential

BEDRIVEVRHFREZMNRET DBIBK
BIENE B : PIV VRS

diabetes insipidus and other forms of hypopituitarism

FREBYE T DI DFZRED N E(RRIEMEEE NE

diabetes mellitus, except where treatment is by diet alone

BERAELINDIEREZEET DHRERE

hypoparathyroidism

BIPIRIRMBEIR T IE

myasthenia gravis

Ehd ik yapnd

myxoedema (that is, hypothyroidism which needs thyroid
hormone replacement)

WRFE (PRIRTRILEVHIRIERZET D
RN A RN D)

epilepsy which needs continuous anticonvulsive therapy

RSN LV NAREEZE T D CADA

a continuing physical disability which means you cannot go
out without the help of another person

B ADITENS UICHHERTEETS L AN L Dk
EOPAN=ENEES

cancer and are undergoing treatment for either:
- cancer

- the effects of cancer

- the effects of cancer treatment

MH™MINADEERZZITTND -
- Dh

- BADEHIE

- BABEICKDEIRI

(NHS Dz Y+ FKDEIB)
MKR—4-4 LTI (BREEESAR) OXIREEXIFERKER QLP1ILSY )

LTI OXIREEBXIFERKREA GEP1ILSY F)
Acute Leukaemia =B M
Intellectual Disability MBS
Cerebral Palsy MEFENO)
Mental lliness (in a person under 16) SRR (16 ki)
Cystic Fibrosis ERRMHIRAEAE
Multiple Sclerosis SRR
Diabetes Insipidus FRAEBYE
Muscular Dystrophies BIYA0D 1 —
Diabetes Mellitus FELRIS
Parkinsonism IN—=F VR
Epilepsy THhD A
Phenylketonuria 21 Z2)UT ~ VRS
Haemophilia MR
Spina Bifida DB
Hydrocephalus IKBESE
Conditions arising from the use of Thalidomide YU RYA FOFERICERT DER

(Health Service Executive 0 T T+ ~KINER) 121

(7) BEDRBAERRE

EETIL 1998 FT—21R#EE (Data Protections Act 1998) [C{EABIR—AZDEVRUNCRIT D
ERENTEDHOSN TR, BEOEFBHROINEICELTIZ UK SEOEBIEKICERET DETIC
WESN, SBBMOMWEM (confidentiality) ICB LTI NHS DBERRE 2R UHIBIAIC KD
123 Ffz, BEDOERECH (medical record/ health record) DIREICHRDERICRELTIE, 1YV

121 Health Service Executive, Approved Medications
http://www.hse.ie/eng/services/list/1/schemes/Iti/aprovmed/

122 Gov.UK, Confidentiality: NHS Code of Practice
https://www.gov.uk/government/publications/confidentiality-nhs-code-of-practice
123 NI Department of Health, The Common Law Duty of Confidentiality
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TS5V R, A3y SV R, D1—)LXCEBRASNS 1988 FEE iR,V 2 AE, KU, b7
1ILSY RICERASNS 1991 FEASHF&RUER R 7D 2 A BITHRESNTLDS,

VISV RTIE, EEBEROBRIETH D National Health Service Act 2006 D& 251 FICH
WG, BEDARRUICERBOBABREZEDERBRZNETETDERESNTNDY,GP(D
DMODIFE) HMERK LIZEEECHERDIBHRIIBBHNIC SCR (Summary care Record) [CIRASN,
LBZBBEDBERR, PUILF—REERICX T DaIRM, BEDKS « £77 - 588 « NHS
BFSNEERSND, SCRICIE, BENFLEZINEZDHDBMENZDCENTE, NHS (S, &
BENBLEINEERHRATZHR URIINIELR SRS,

38, 1988 FICEZFHAF=E (Medical Research Council) , DT )LAA RS (Wellcome
Trust) , RIBIEBIBED=FDXZIEICKXDBEBSINT/N\AZ/\>VD (BioBank) JOY T ~IJEE
RESZSLEROEEBRZECEICHEDERICEERT DERIGHRBIHIEHROT —IN—2 %
BEUCEEORIEDOMRICORITILCHDEETHDN, N1 2N\ DISIEEMERERTHDC
OICEFBROERICIBEZORREEL, BENFEINGE, BREBZAT PO LITDC
ENTED,

(8) #MFICRDLI P LY RAT—HDEIKR
D #EEICRDLUIPLIYRT—H
HEICIE UKA HEOH#RT —Y ZMENICIRE, FATDEMEH IR, 1VTS5V RICE
NHS « VTSV RHBEUCEBRSEQITD OpenAthens EIT[ENDEEBRIEEBRODOL
D7 U YAY—EZD'HDN, HRICRS FHS5DDERIBREXTRE LTLNDO,
I, AV ISY FOHREEDERRIEHRZERT DMEHRE LT, UK REIBICELT 2015
F 4 BICERA%RIB LI NCARDRS (National Congenital Anomaly and Rare Disease
Registration Service ; iR ERBEBRUEHBERYT —ER) H'HDL,
NCARDRS (&, PHE (Public Health England) RICF—ANERBSN, EEST —FUEIC
FOTHEEREEDERRZIFRICIEBEIDCCEFICDEHNE LTINS,

Q EEDENVEEE
NCARDRS (&, tRMUEBEBICHEDMTREEZ 2015 FICAKLTL\DB,

https://www.health-ni.gov.uk/articles/common-law-duty-confidentiality

124 Access to Medical Reports Act 1988  https://www.legislation.gov.uk/ukpga/1988/28

125 Access to Personal Files and Medical Reports (Northern Ireland) Order 1991
http://www.legislation.gov.uk/nisi/1991/1707/contents/made

126 General Medical Council, Confidentiality: key legislation
https://www.gmc-uk.org/Confidentiality__Key_legislation.pdf_70063869.pdf

127 National Health Service Act 2006, Section 251
http://www.hra.nhs.uk/about-the-hra/our-committees/section-251/what-is-section-251/

128 NHS, How do | access my medical records (health records)?
https://www.nhs.uk/chqg/pages/1309.aspx?categoryid=68

129 Amanda Maxwell (2016) Rare Disease Biobanking and the Patient
https://www.thermofisher.com/blog/biobanking/rare-disease-biobanking-and-the-patient/

130 OpenAthens  https://www.nice.org.uk/about/what-we-do/evidence-services/journals-and-databases
131 National Congenital Anomaly and Rare Disease Registration Service (NCARDRS)
https://www.gov.uk/guidance/the-national-congenital-anomaly-and-rare-disease-registration-service-ncardrs
132 NCARDRS (2015) Congenital anomaly statistics: annual data
https://www.gov.uk/government/publications/ncardrs-congenital-anomaly-annual-data
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FRESICH/BHFSN TN DARMEEBRRDDRBIIRODERD TH D,

MFEX—4-5 NCARDRS [CRITBIMKEEEEEDDLE

sk ND%8
IIRSe R Choanal atresia FEENMERISHNE
Respiratory Cystic adenomatous malformation of lung | fDEZMEXIBARIE
EEEEL Cleft lip with or without cleft palate OEHICRSBNOSH
Oro-facial clefts Cleft palate W
Oesophageal atresia with or without

HILERES
Digestive system

trachea- oesophageal fistula

SERBEICIRSISVRIEFHIE

Duodenal atresia or stenosis

T ISR X 3 IRE

Atresia or stenosis of other parts of small
intestine

NS DERDBVSEIEEX [FIR %

Ano-rectal atresia and stenosis JEEBRRIEE RO
Hirschsprung’s disease eIV aRTIVIIE
Diaphragmatic hernia EREAILZP

e RS Gastroschisis e EEIN

Abdominal wall defects

Exomphalos (omphalocele)

T AL P

Bilateral renal agenesis including Potter
syndrome

My & —EREFZESOSTWRIDELK

s

Multicystic renal dysplasia

ZERIEELHE

FRESER c - - K =)
Urinary ongenital hydronephrosis . . FoRMEKE i :
Bladder exstrophy and/or epispadias BRSO IFPRE E 3
23A T N \ )
Posterior urethral valve and/or prune belly Egléﬁ;é#&@/ylg Prune belly f
s Hypospadias FRE 3
Genital Indeterminate sex MERIRTERE
Limb reduction defects PORRRIE
TR Club foot — talipes equinovarus ARE
SR Hip dislocation and/or dysplasia IRESERRR IR U IS B
Limb
Polydactyly EZi=ind
Syndactyly B18E
ZOMMEBBNEREE Skeletal dysplasias SRRES
grggrenralies /syndromes Genetic syndromes and microdeletions ELBEREF R ORUNRIE
Down’s syndrome3 SO VEIRE

Patau’s syndrome/trisomy 133

JNTOSERBE 1)V = —133

L 2] : . =
RBERR Edwards’ syndrome/trisomy 183 T RO —EEEE )V =183
Chromosomal

Turner’s syndrome

5 —F —JElREE

Klinefelter's syndrome

D542 )V —fElxdE

(NCARDRS (2015) Congenital anomaly statistics: annual data, pp.22-23 & ) £12)

TR, BEICEDFERSEEL 2018 F 2 BIREECDFEHSNTLVZL/ZE, NCARDRS
([CINE SN TV DEEDDFENROEZBIEIARAETHD,

Q) EEHES - BENSE - EBOFFOESERE
NCARDRS [, 175 RMD NHS DFEFTOEE 7D —[ENHSFTE DRI N Sk
LEEEBRN ST —IEINELT\D, BEEREESLEL),

@ FRBRONETTERUBETOEZR
NCARDRS (&, VT35 FZ0Y FYRURERILE, PENRURFESHbE, JLEiitE, e
D 4 WIKICK DL, G5t 9 DA D « R&RIT, VTS5 BD 567 ICKS NHS B8R
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4. =E

HESICERSNEERBRZINEL TS,

© BRKRT—4 « XENUMY B DEAESE

NCARDRS (3, EEIHOMERL UIZEEECIRICE D= SCR (Summary care Record) [CEASN
79279ty FOETZITM>TT—INR-ELTD, LEN > TIRESNDT
— B IERK L DIEFHRDH THD.

I, ARUEBERBDOBERINEICHIZ > TIE, B4R (antenatal) , HES (delivery) ,
B4R (posnatal) BIICEERT —YZIRETDTHDEN (Datacollectlonfrom) HERESNT
RO, FHERNILHBOEEICHIZDEM, &ULI[IHERZMZITROBRERRDOBSN'H
ND, TNHDOERNICIEBEBDRBEBABHRMEHSINTNNDD, EMHOMERTDEDTH
D, BEDRIRROSBMEIIEIT SN TS,

® D—FT+1VIBE

NCARDRS M3 —7 « V713, Orphanet [Ci#l), ICD-11 AMETHEREINDZE TOHOREIS ICD-

10 ZANDHEEHESNTINDS,

@ LBEDEANBHROIUKRL)

NCARDRS DT —# (3, BEDERZRB/DICLEEARBLLT, ESER/ETEDIBHREIRL)
THREOMEEEHESIND, TEL, BENARLEES, & UL[IMARBEZESRNS
BIICEFI LIEHBE, XIFAERBICHESNLHZEL, EEBZRECETDIBHROHBNLINGE DL,

FEREBREIREUCRD -2V ITREDT —FICDNTIE, BRNBLEDCET
NCARDRS DT —~EHFRNBTOMOEEEDT —SFV Y DEZT PO RIDICENTED
B, FIZLOBHREBEEOERT —FICDNTIE, NHS DOSHTOI D ~F—LANDEEDT
SANY—ROENZEESR UCHBAENZRARL, 2T PO R EZTR LTSS,

DO BDEUR U DIRBLZE(SL, National Health Service Act 2006 (D& 251 2%, K (), Health Service
(Control of Patient Information) Regulations 2002 T 5139,

@ EEBRIODFERZTOY D LOKR
NCARDRS [FEEDEHRY AT ATHY, EEHRARTOY T D MIERBELTURL),

133 Rare Disease UK (2017) We need high quality data to understand the causes of rare diseases

http://www.raredisease.org.uk/news-events/news/we-need-high-quality-data-to-understand-the-causes-of-rare-

diseases/

134 NCARDRS, Data collection

https://www.gov.uk/government/collections/national-congenital-anomaly-and-rare-disease-registration-service

135 pPHE (2014) Vision for a congenital anomaly and rare disease registration service in England, p.10

https://www.gov.uk/government/uploads/system/uploads/attachment_data/file/419704/PHE_Vision_NCARDRS
FINAL_RELEASE_2015.pdf

13 NCARDRS, Data sharing

https://www.gov.uk/guidance/the-national-congenital-anomaly-and-rare-disease-registration-service-

ncardrs#data-sharing

137 Guidance, Sickle cell and thalassaemia screening: outcome data, Informing parents of the opt out

mechanism  https://www.gov.uk/guidance/sickle-cell-and-thalassaemia-screening-outcome-data

138 Crane Database - Parent and patient information leaflet

https://www.crane-database.org.uk/link?!.iD=etl

139 Health Service (Control of Patient Information) Regulations 2002 (CAG ref: CAG 10-02(d)/2015)

http://www.legislation.gov.uk/uksi/2002/1438/contents/made
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Q@ FT—SDRAEHER
NCARDRS [CIRE SN T —H 3, [INEEHRINLCERRBEDHND P R ZHT =N,
—ARDRIBIFBIR ESNTULVS,

BERAXIIBHADL D » UV AT =5 EDOBEFNAINR
NCARDRS (&, 50 VEDMIELFNEROEFMEITHSD NDSCR (National Down
Syndrome Cytogenetic Register) KU+ V05 Y FEMEECHITDHRRMEERBEZITHROS TR
1B T4 D BINOCAR (British Isles Network of Congenital Anomaly Registers) 'X&E1 V0S5
Y RICRITDHERNERBEEDIBIREE I DES, XU Orphanet UK B L TL\DMO, FfZ
NCARDRS (&, EUROCAT (European Surveillance of Congenital Anomalies) &5t RKIERER
BIBEREHB LT,

) FT=AIRN—2AI AT LADOERIKR
NCARDRS OF =N =Y 25T hAOERIKTICRDBRIILBEINTUVZLN,
128, PHEN 2014 (TR LIETLUEVAERIC, YRFAESENBEINTID,

X3*X—4-6 NCARDRS DY T AEEN

NHS personal
demographic service

Expert registration
teams across England

@
National Fee
A

National
audits

evolving
datasets for
analysis

HE

Analysis Timely feedback
server to clinical teams

il v

Screening
- Tissue Data

samples

Patient Data

(PHE BRI K DERSE) 142

140 Guidance, National Congenital Anomaly and Rare Disease Registration Service (NCARDRS)
https://www.gov.uk/guidance/the-national-congenital-anomaly-and-rare-disease-registration-service-ncardrs
141 Genetic Alliance, The National Congenital Anomaly and Rare Disease Registration Service
http://www.geneticalliance.org.uk/news-events/news/what-will-ncardrs-do-for-rare-disease-patients/

142 pHE (2014) The National Congenital Anomaly and Rare Disease Registration Service
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5. 4851714
(1) 153
D BHEDOTEE
A4 PICRITDE%m (MR: Malattie Rare) DFEZIS, EUBREERF UL, BRINICRITDES
#HY 10,000 AIC 5 AULTDEREINTL\D14,

@ HRXIROME

2013 FN'5 2016 FastEHAEE T D BXIREZRSTE (PNMR: Piano nazionale malattie
rare) NEROEANZEBEER CHDN, BEXRFEDREICHKI > THBESNLCHKBEE
R ED=DCKDEE 20 DI (Regione) ICRIT DEFERILEEDHS ERNESN, 2008
FIZS 1SS(EFRRAFED [C CNMR(ELI &R Y5 —) D&M, RNMR(Rete Nazionale
Malattie Rare ; EE#FER v FD—20) Z@ U CEEH KBRS HK (Registro Nazionale Malattie
Rare) D'EfESNTLD.

£z, BIREHIE THD SSN (: Servizio Sanitario Nazionale ; ERIRET —E ) NEBED
EEREEZ8IBY DHBICIE, 2018 F 2 BIRTE 369 TEMEEIN TS,

Q &

I®fE2E (Ministero della Sanita, 2001 F& D Ministero della Salute) A' 1997 FIZERE LTE
1998 FH'5 2002 FastBEEIREE T DEEXREESTE (PSN: Piano Sanitario Nazionale 1998-
2000) [CHRVNTEBXTIERDBETIHOMH THEHEIN, EEHHRERY FDO—DDER, £E
NREBMF TOT S LADREE, HREBESORE, HBRBERUREOLOHDIERT S v SR
—LADBFE, BLEERADPO YL T« —DHERENBERERICBITSN, Z20D% 3
FEECEKESNCERFRBSTBEICRNTE, HHRARDDIMNNRBERICIIBN TSN,

2001 F 3 BICIREBEBHSGE 279 SCXDHREERY FD—DJDRENRUVUEERENRIFE
12 DEBDIBENTINN, 2002 F/ U 2007 FICPREFTDREARE ESNAFRINDRERE
EDETHIEHDERIEHRTEZ VY —DIBERABEHET DSCHODEAGESNNHIESN, 2012 F
ETICE 20 MAPREFT EDE TERICERS ZHEHE LIC, 2008 FICS 1SS (SFRMEEHAZ
P IC CMNR (B8mtYS5—) HERESN, RNMR (BRBEHR=R Y FD—2) HHEEIN
2. Z2UTC, 2014 £ 10 BOENMREARESS (Conferenza Stato-Regioni) [C&0\T 2013 &
N5 2016 FFTaFTEHIRE I DERAIRERFTE (PNMR) DEBSNIT,

(2) RIES
MR—51 AYUPLCHRITIHHBEERDZES
oye) BERORET DANE
1992 £F 12 A 30 BYIGASS 502 S4° HRESE, ERBOXEZET DIEBDIEE

B KEICRWTIYUPDEEERTIZSIE, 1—0OXITEERTLT D,

ZEITIC, 2017 FICRTDIHAFEEBEL — I, 1 1—0=126.65 HTHD,
BRI : OANDA, Average Exchange Rates (bid rate)  www.oanda.com/currency/average
144 CNMR, Cosa sono le malattie rare
http://www.iss.it/cnmr/index.php?lang=1&id=2299&tipo=76

145 Decreto legislativo 30 dicembre 1992, n. 502
https://aifi.net/wp-content/uploads/2012/09/Decreto-legislativo-30-dicembre-1992-n.-502.pdf
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prge) EBDIRET D2RNB

- BVEZERORIFH

1996 & 12 B 23 BV INT AL 648 S146 - BRZRERT—E X (SSN) D&Y DIEFEHBDITIE
HER

BREAECIDHFERENERZSBORFEE (55
% 1-b18)

+ 1996 F 12 A 23 BIYHTEE 648 SICEDTHERRRE

1999 £ 8 B 30 BV RBBETREH 13 S48 Y—EANBABRZEIBTEEEERDIUA~ (H
xR—5-4 =S0R)

<1998 £ 4 A 29 BITITGAES 124 SFE5F 1-b BICE
D< RNMR (ZEB#HERY RO =) OFRENRUVEEE
DRIR

 lBERBE S — (Centri di diagnosi e cura) K OHBig
B S — (Centriinterregionali) DIETE
SHFREATRET (SS) [CKDEEHFISREFDENE

IR OH#HBBHRY —E2ADWEER L EHET DIEHDIE

2002 £ 7 B 11 BYRSHER5° ARSIRBEAEREEDRBICHRDPREUT, M, &,
LY RRUOMNILY - BIBEENEE
SHEREMRICEIIH#FBEEZYSY— (CMNR) ERE

EBHHEEEDIHRBBEDEDICIMBE TDHE

1998 & 4 B 29 BV HTBESE 124 97

2001 5 5 B 18 B{YR BB 279 S14°

2008 £ 4 B 15 B IR B R

hees 92152
2016 £ 8 B 19 BIWEEFE 167 S SRS |C RS T BB
i 153 + 1992 £ 12 A 30 BIYESEEE 502 SICED<SKEBEED
BEBRIFK 7154 « RHTDIEEHK) 2 ~
@B« 8% - RHTDEEEMERSE! 2 ~
2017 £ 3 B 3 Bt EBIH5e - BEZOMEEBDER Y 2T ADIEE

(CDNR D T+ MK D EIR) 157
B8, OVINILT « PINERSE, EOETICEN UIZHRXIREIROMEREHIE L TL D%,

(3) BIfRI%ES
@ BBRHEECZDRE)

146 | egge 648/96 http://www.agenziafarmaco.gov.it/content/legge-64896

147 Decreto Legislativo 29 aprile 1998, n. 124  http://www.handylex.org/stato/d290498.shtml

148 Circolare concernente la L. 648/96 (G.U. 201299)

http://www.iss.it/binary/cnmr4/cont/Circ_19990830.pdf

149 Decreto ministeriale recante "Regolamento di istituzione della rete nazionale delle malattie rare e di
esenzione dalla partecipazione al costo delle relative prestazioni sanitarie" ai sensi dell’articolo 5, comma 1,
lettera b) del decreto legislativo 29 aprile 1998, n. 124
http://www.salute.gov.it/imgs/C_17_normativa_194_allegato.pdf

150 ACCORDO della Conferenza permanente per i rapporti tra lo stato le regioni e le province autonome di Tre
http://www.normativasanitaria.it/jsp/dettaglio.jsp?id=23910 nto e Bolzano

151 http://www.iss.it/binary/cnmr4/cont/DM15042008.pdf

152 | EGGE n. 167 - 19 agosto 2016 http://www.normativasanitaria.it/jsp/dettaglio.jsp?id=55762

153 DPCM 12 gennaio 2017 (G.U. n° 65 del 18 marzo 2017 - Serie Generale, Supplemento n° 15)
http://malattierare.marionegri.it/images/downloads/normativa/DPCM_12_01_2017.pdf

154 Allegato 7_ DPCM 12-01-2017_ Elenco malattie rare esentate (Sostituisce Allegato 1 DM 279/2001)
http://www.iss.it/binary/cnmr4/cont/ALLEGATO_7__DPCM_12_01_2017__Elenco_malattie_rare_esentate.pdf
155 Allegato 8 DPCM 12-01-2017__Elenco malattie e condizioni croniche e invalidanti
http://www.gazzettaufficiale.it/do/atto/serie_generale/caricaPdf?cdimg=17A0201501300010110001&dgu=2017
-03-18&art.dataPubblicazioneGazzetta=2017-03-
18&art.codiceRedazionale=17A02015&art.num=1&art.tiposerie=SG

156 Decreto del Presidente del Consiglio dei Ministri - 03 Marzo 2017
http://www.normativasanitaria.it/jsp/dettaglio.jsp?id=59241

157 CDNR, Normativa Italiana http://www.iss.it’‘cnmr/index.php?lang=1&id=2300&tipo=76

158 Regione Lombardia, Norme di riferimento per le malattie rare - Archivio Regionale
http://malattierare.marionegri.it/content/view/153
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HMXR—5-2 HBEXIREPNET DITEILES

TBU%RS

HRXIRICHIT DRE

Ministero della Salute : {#f2&

c BRBERDIIE, HE

AGENAS (Agenzia Nazionale per i Servizi
Sanitari Regionali) : HIEHREED — & 2iiE

« IR XIER O Y 2 + (Una Community per le malattie
rare) DMSHVSIHEE

AIFA (Agenzia ltaliana del Farmaco)
15 P EERIEE
CTS (Commissione consultiva Tecnico
Scientifica) : RERXMPEEER

- BRERY—EX (SSN) N'&IBT IIEFE#EDUNTIZES
ERICEET 283z, 8

HVEERODBE, 55d

HVEEROFBEFTY (AIC: Autorizzazione
allImmissione in Commercio)

BOEZERD!) X ~DIZH?

ISS (Istituto Superiore di Sanita) :
SEREMZPR

BB RS VORD

HRBEOA VI A—LFIVEY FHREDFHED
TEHFESHREZF (RNMR : Registro Nazionale Malattie
Rare) &S

CNMR (Centro Nazionale Malattie Rare) :
Biu#RtYY—

FEH# AR Y D —2 (RNMR: Rete Nazionale Malattie
Rare) DES, HE

RN O=ENMR

< B FREDENMR

« EU DEIRBHEMEIE & DEIR®RE

- HREBEBEIERCDEE

- #ER(C B I DB HEDEN

@ BMEORY D=2

(HHEURERTELDEE)

RIIRICR UIZTTEUARIE, SROEEIOWITICHIED, ORRMREEDEEZNICEL

SNTL D,

15U POHREBESORE, £EIC 339 DEDNDD, FIZ, CNMR DD T TTA1 HICE,
£ 20 MNDEBXTRPIE T BB R OBHRET D) Y OO D,

BR, BFREAE USS) (&, BINDU—AD—=0T0T5LDHMEZESITT 2013 F
M5 2016 FEICHIT T Rare-Bestpractices JOY 0 EREL, HREEDORFHEIDOHIT
PREEEL, #REEDRNINTSDT « ABHROAEZEN > TL\D1?,

(4) EXETE - BER
@ BERFEXIIREEE

AP PICRITBDHENRUFVERERICEITIHRICETIEASTEIL, 2013 FHS 2016
FEFTBHEE T DEEXIZREZKETE (Piano nazionale malattie rare) T D183, BEZKETE

[F, EUN 2009 F 6 B8 BOEZEER

#)& (2009/C 151/02) ICHENWTHBBRICHFBICHRIER

STEDREZ 2013 FEXTICT T I DL DES UL EZZIT TRESNIZED TH D,

159 AIFA, Legge 648/96

http://www.agenziafarmaco.gov.it/content/legge-64896

160 Centro Nazionale Malattie Rare, Elenco Associazioni ITALIANE

https://www.iss.it/site/cnmr/dina/asso/as10.asp
http://www.iss.it/cnmr/index.php?lang=1&anno=2014&tipo=78
http://www.rarebestpractices.eu/pagine-1-project_description
http://www.salute.gov.it/imgs/C_17_pubblicazioni_2153_allegato.pdf

161 CNMR, Malattie rare per Regione
162 Rare-Bestpractices
163 Pjano nazionale malattie rare

164 Ministero della Salute, Piano nazionale malattie rare
http://www.salute.gov.it/portale/temi/p2_6.jsp?lingua=italiano&id=3296&area=Malattie%20rare&menu=vuoto
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http://www.agenas.it/aree-tematiche/organizzazione-dei-servizi-sanitari/tag/MALATTIE%20RARE
http://www.agenas.it/aree-tematiche/organizzazione-dei-servizi-sanitari/tag/MALATTIE%20RARE
http://www.agenziafarmaco.gov.it/content/l%E2%80%99autorizzazione-all%E2%80%99immissione-commercio
http://www.agenziafarmaco.gov.it/content/l%E2%80%99autorizzazione-all%E2%80%99immissione-commercio
http://www.iss.it/cnmr/index.php?lang=1&anno=2018&tipo=10
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A HUPICRITDERERIL, HHRIRERFEICEDNTEE 20 DINDREIEBHENE
BICEREL, NEEDFRIIINREEDEREFDOHRBICKOEBNIESND.

(5) #HHRBEOEREGD

1 HUPDERERRFETHDIERRFREY —E X (SSN: Servizio Sanitario Nazionale) (&
—RINBICKD, BREHDANTRESRIZRDBHRAGICSENDIRMAONICKD, REERUHTS
SBEDOMED RISEESNTUND, BEND GP (DHDDITE) hoZ I BEEIZIENER
REY—ERICKDEIBENDD, WHEHBIBEDEDEEBIDCENRAIESN, B8

BEAISPIBICKDED D,

LD, 1992 £ 12 B 30 BYHTIAS 502 STHEEHB ESNIEEBOEBSDUHEAERL
mHETN, @AM 2017 F1 8 12 BORIBED TSI 369 EEBATEELH B S SN TL DS,

(6) EEEN'RIFXIIEDEIBERDHRB
BMX—53 (5P DEEHR

B85t 369 &R (2017 &1 B 12 BIRTE)

AD%E | D% IETEEES
1 | Malattie infettive e parassitarie:BRAE & O'SHE RIE NI VRIEE 3EE
2 | Tumori: &2 Wilms @575 E 11 K&
3 | Malattie delle ghiandole endocrine: N7 MIRESR NIV VEIREFS E 14 &8

SRS VBABERESE 16 KE

Difetti congeniti del metabolismo energetico
mitocondriale: = ~3JY R PDARKWKRBIES

BIVD « D—EREFRE 8 &R

Malattie da accumulo lisosomiale:
SAVYVI—-LEREIE

DPT—BRE T EER

Malattie del Difetti congeniti dell'assorbimento e del trasporto di
4 | metabolismo: vitamine e cofattori non proteici: L N Pt S .
R £S5V DELS I YRUBRT ORRRUERIC | BREEATVRARBIERE 458
RITDHRBIRIE
Difetti congeniti del metabolismo e del trasporto di N, -
metalli: SRt SBHEREE 87 TUF VIEEREC 4 58
Difetti congeniti del metabolismo e del trasporto o — s .
o - 1 3 E5Y el
delle proteine: SRS VN BHRBERE ARETUIVINERBESE 3 &2
5 | Malattie del sistema immunitario: & RIEE EEEMEEFERE 8 KB
6 | Malattie del sangue degli organi ematopoietici: JSIEEZ S IMTRE R YSEIPRE UER
7 | Malattie del sistema nervoso centrale e periferico: PIR/FRIEBIBZRDERE | Ly MERESE 41 K2
8 | Malattie dell'apparato visivo: tREIE= J—YRRE 17 &8
9 | Malattie del sistema circolatorio: BIZ22 R N—F v MEEE 15 &R
10 | Malattie dell’apparato respiratorio: [F0%53/% 5 Hamman-Rich fEIREIZE 8 KB
11 | Malattie dell’'apparato digerente: E1{t28 %R &H BIBRBRIEUNVE Y ARMERE 9 FKE
12 | Malatiie dell'apparato genito — urinario: FREHESSRDEMIEE PEPRBIEREIEN IR E 6 &R
Malattie della cute del tessuto sottocutaneo: N
ALY o | | — | |
18 | mRsgmoses DUVT « J—NERBFRE 28 KR
Malattie del sistema osteomuscolare e del tessuto connettivo: e L 1
Y | empRRUBSEROES EIRERRE L 15 I
o Sindromi malformative congenite con prevalente
Malformtazmnl alterazione del sistema nervoso: P=/IVE s FPULERERE 13 KE
congentte, | R RO—MRIEEIEELE S EREDBUEIRE
15 | cromosomopatie = - . -
sindromi e Slndror_nl malformative congenite con prevalente ‘ ‘
genetiche: alterazione dell'apparato visivo: LY WINREREEIS & 15 &R

ECREEEEES I DEREOTBMEREE

165 Ministero della Salute, Esenzioni per malattie rare

http://www.salute.gov.it/portale/esenzioni/dettaglioContenutiEsenzioni.jsp?lingua=italiano&id=1015&area=esen

zioni&menu=vuoto
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RO%E J\Psi=] IEEEES
SERMESH, Z | Anomalie congenite del cranio e/o delle ossa della
BINEIRBERO faccia isolate e sindromiche: ) o

B BORRIERERV/N BT EREEOEER | SReOEsC 3EE

P

Malformazioni congenite con alterazione della faccia
come segno principale:
BOZEEEH SARESHORIR

BAEDPERBIERED 1 &&

Malformazioni congenite degli arti isolate e
sindromiche: PHSUBRE
MM ROERE OO DAR LS

BETEE

|

Malformazioni congenite del cuore, dei grandi vasi e
dei vasi periferici:
IV, KIMERUKRBIEDHRRESH

DUyR)Ve FUJR— DT —/N—fElR
HIsE 5 &R

Malformazioni congenite della parete addominale
isolate e sindromiche:
MR OERE DR EIRESH

DUyRIL« D71 )VEREFRE 5 &R

Malformazioni congenite dell’ apparato digerente isolate
e sindromiche:

SRRUERMEOH/REBEICESH

D3 — JEERISE 8 IKE

Malformazioni congenite dell'apparato genito-urinario
isolate e sindromiche: BB LERSHBEERRE 6 &HR
SRR OERM DA R RE eSS RS

%ﬁgg?%%g}gtlche dello scheletro: IBHERLITE 8 &S

Altre sindromi e malformazioni congenite complesse:

Z D OEN SRR USRS =T —EREHR L 60 &R

16 | Alcune condizioni morbose di origine perinatale: [&/E B R DEHIIARE B2/ VT OBEREIRE 7 & E

(2017F 1812 E]ﬁé’faﬂznﬁji% 7 KDEP) 166
NEX—54 EREFEU-EINDNBAEAEZEIBTIIEEEESR 28 2B, 2018 & 1 8 23 BIRE

BRID

R DB

34IPTI/EUIVIRE
3,4 diaminopiridina base

BAICHIT SEHEMBIERIZRECERE (LEMS) DIEIREYES

6-X VAT TV (6-MP)
6-mercaptopurina (6-MP)

PHFATIVICLDRENFEEDOBMWEZE I 00— VBICiEER L,
COEMICAMIEEE T DHBE.

PELILY S5BUEDBELCRITDIROT + VELFDT VY REBERCERT D
Ataluren (Translarna®) TAVIVXEHIALOD 1 —DEE,

meysdy fmEniRmmie RIEREIR (EAP) FiflC XDIEMMEER LM S M ELE
Bosentan (IPCTE/CTEPH) D&%

BBV AT P I VIRREIR

Cisteamina cloridrato (Cystadrops)

BEYAF VECRIT DY RF VIROBIEAEDFIHEMHFE

Cisteamina cloridrato (Cystaran®)

YRATPIVIERRIR (VRIS

BEYAF VECRIT DY RF VIROBEAEDFIHhEHFE

IS RrUEY
Cladribina (Litak)

BstisE S IEmHEIRLE

Deferoxamina + deferiprone

TOIO0FYIU+F0DUTOY

IETEHBRB MBDIsE

D-RZYSIY PREDUSEIPIELREAY v —EHDIZHIMEBSDWIHEEROHA

D-penicillamina BACDBE,

DR-YSSY N

D-penicillamina D1 VRDIBR

ToUZTT COENEFERIDCENUBTCHDEZSZSNDINTDBEICIE. KD

Eculizumab (Soliris®) DIC. FERBOBET DEERT /N AEMHFENDET YT /YR
IV RAFVREBEZTD

Ig lJ 2‘77‘ g M | =) =3

Eculizumab (Soliris®) BRASSIMRSBELEIREE (SEUa) BEDBETH

TIHIRY CNETICHMZESZ T TUVRWRIEEREMBRERE (PNH) BEDMENR

Edaravone BMDEE

166 Allegato 7_ DPCM 12-01-2017_ Elenco malattie rare esentate
http://www.iss.it/binary/cnmr4/cont/ALLEGATO_7__DPCM_12_01_2017__Elenco_malattie_rare_esentate.pdf
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BRIRD

HBRDEE

T8930 PILDP (JREIV®
Eptacog alfa (NovoSeven®)

A ZERB IR ZRIBCIEDIC R

TAROUALR o - -
Lo GRMMRBEECHT BENESDTH

PEIYD, Vv FR5F VELADEDREDER LRI MR LU BB BN
Idebenone ADMERE GRRUHITIIIEF ML) DEE

EFDQ”*”y D= RS+ EBEHEBENEEICHIT BINEEDLE

rocortisone

EROFVRE . \ -

crosY INBESERERE (D1 2 NERRE) OBE

EnTFERZzr -0V (a-2a/
2b)
Interferone alfa ricombinante(2a e 2b)

FREIMRTFME B IO EIPRIUEERKOVEIZIFEENDEINEH DEM
EREEE I DRBENIEE

LFURYA R (LTJUSR®
Lenalidomide (Revlimid®)

N—=F 1 v MEOEBHRRE

YV HOEBEERICEHREL T 59 DRIBEB T D EICKDBEHERIEIRET
Mitotane (Lysodren®) (MDS) B2EDEE
JUFINT

Rituximab originatore o biosimilare

EEDD v YV IERE (MSHREEEITIFMD%ER

BAVE S )
Rituximab originatore o biosimilare

BEOXRBER I U—RNEREIHISRICXT T SIS DBREDEE,

FRSRFIY HCV BRSO AT 0T VINEDIR I IV AEEL, HCV IESESO
Tetrabenazina 22707 VM. BEESAEIR. HCV EHEES 0T VDS
FhSeRrROQEEFATFTUY - , N

Tetraidrobiopterina Gilles de la Tourette FEIREFDENABE DB

FAIO=Y SERMB D T TIPS Vil

Tiopronina

UIYFYIREIE
Trientine dicloridrato

FROPIVAVIIEERSE UIE Y RF VBRIE

i)
Zinco solfato

D-RZVSIUNBEWNTIIERL, BIEASR+DTHD, MEETEERT
ERNEBBICXTT DT 1LY VBEDEELCIIERBIC KDBEICHS

LB\ D 1 )L VBB DEE

(7) BEDEANBHRIRE

U PICHITDEANBERR

(AIFA, Lista Farmaci Malattie Rare &%) ¥2I8) 167

EICET DIRIAEDIE TEANIBHRDIREICEET D 2003 & 6 3 30

BRIBSASE 196 S1 18THD, BEDBABRIIBEARAAZIHE TS DIEMEMRV )V CRIRIKES

EHBESND,

(8) HRFICRDL I P U YT —HDEIRI
@D HRFICHEDLIDPLIYIRT—H
1 PCIEIEFMENROEERBEEEPIXOHERBERABDCHICHRIT —F&ERT
DEH#FIBEHREE (RNMR: Registro Nazionale Malattie Rare) N 2001 XD EHFEIN
TR, 1SS (SFRBEHAFKA) HAB LTS,
FTEHRBREFDEFRNRE—MRICERESNTRHST, 2015 FICARSINIZ 2012 FF
THDT—HICEDIREEN ODHRBERDCENTEDY,

167 AIFA, Lista Farmaci Malattie Rare (Aggiornamento: 23 gennaio 2018)
http://www.agenziafarmaco.gov.it/content/legge-64896

168 Decreto Legislativo 30 giugno 2003, n. 196 "Codice in materia di protezione dei dati personali"
http://www.camera.it/parlam/leggi/deleghe/03196dl.htm

169 CNMR, Registro Nazionale Malattie Rare — Allegati
http://www.iss.it/cnmr/index.php?lang=1&id=2528&tipo=14
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5. 159UFP

@ ERDERVEES
NBIIBIRICECE NN

Q EEHE - EENSS - REOREORESCRE

EEHERERSRICE, REECS
5 UICIEOBREDENSIN LTINS,

Bz 5 —,

BEZfmiE UICE 20 IOHISEREERE R OO RS

@ %&ﬁ |a$ﬁ@ﬂ2$7ﬁ£&0wﬁjﬂtz

FEHOHBEEDEEBINRIL,
Sy FERDIEEN 578D,

— Sty FORETEEHHRBERSRICHKRSSND. T—

MxR—5-5 =EFHHRBERERICAIONDT -2y ~FOHESE

Tty ~CERAYDIER IBERDEHEBH
ID (K&, £F88, dBHEH, 4R B—8EFT—YDEEEROSLIE
PRI BEDH
588 BEH, 28, BCBENsiR
PR TREXR, MIBBIDEEDH, BEOBINRDIEE
HEBEDIREE e BERDIER
L= §ECX SR BSEH DIEIE
HEDERRING et= st
2B %EEEX SZETOEN DIKRIEER
/BT IHY - BEDORENNRDIERE, REEY —EXDER
g8 FIRK, SZHIOENOIKTIEER
BRSNEHRVERSR BEINROTEZSU D

(Domenica Taruscio, Yllka Kodra, Gianluca Ferrari,et al (2014) KV)ZEE) 170
© BRRT—4 « XENJINY LU DIRAEE
TEHRBRERITEE U TEEDITOMIER « IBRIDEEXRDICIEEZB8E LI E iR
ETHDYH, 3L
©® D=7+ VII3E
TEHFEBRSIRKCIIE 20 MOMIEEEMENRUBBOHKRIEREZ VY —, B5UITHIF
DOEBSHENSHN L TCNDETS, IREDECS ICD-9 ZFAL ICD-10 NDBTHTT LT
WSDSHIIEENZ I\ CENS, ICD-9 ZAINTI—7 % (codifica) SN TLN\DL,

@ FBEBDEANBHROEIKN)

SEORDEEHRBRSRICSNT DBEIE, SNICHIZ>TCNMR [CEB TEIRYT DM
ENHD. BREDNIZEESDFRCHESSDERBNADH DN, TNESOERERNDELH
DFEIICIE, BABROREICEIT D 2003 & 6 B 30 BVHRIESE 196 SICED<SBAT—H
DIBICART DLD, ROXESHMBHINTL\D2,

SHREMAPNOEUIHHFE VY-, BET —YDREERFETNET,
HRBSICBUSBHRT —ERZRHIDICHIC, MERT -3, BAZEREITDT —IEMRINT
BEufmstyY -0 I A LCEBHINE T,

170 Domenica Taruscio, Yllka Kodra, Gianluca Ferrari,et al (2014) The ltalian National Rare Diseases
Registry  http://www.iss.it/binary/cnmr4/cont/The_ltalian_National_Rare_Diseases_Registry.pdf
171 CNMR, Codifica e classificazione  http://www.iss.it/cnmr/index.php?lang=1&anno=2018&tipo=2
172 CNMR, Come registrarsi nella banca dati delle Associazioni di Pazienti di Malattia Rara
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5. 159J7

BAZREEITDT -, EBICENTHNSERECBEEMNTDCOHICOHMERINIT,

BROIMNEEEL, SFRBAFRTI,

NBBREL, T—HZEH, 5JE, XIEEFIDCHIC, WD TESZEBICEITIB/RICP I
AFBDCENTEFT,

EBRIDEERTOY D FDIRR

CNMR (BEUEBTEYY—) [, BEDHREBEDERINTDIBEDIZY, REIEEREMEA
T2 0O VERE (EPN: Paroxysmal nocturnal hemoglobinuria) 173, RUOEBMARIEAE (Cystic
Fibrosis) MZx1%E U CEENREREBROSH IOV TV FEERLTIND,

X2, 1SS (BFREFFPN) (&, CNMR CIA RS E S RS (RMC: Malformazioni
Congenite) EDMEHRZFMFRICKT T D%HE, KU, CNMR & EUROCAT KU ICBDSR
(International Clearinghouse for Birth DefectsSurveillance and Research) &t RKESHE
BIARICIRIT DR DBERDBERZZIE L TUDS,

Q@ F—HDRIAHER
EEHBRBREFHECSNTERSINLT —HL, 1SS (EFREMFTD DRELBIRS
NZEEE#ER OIRO#RBREY Y —, B5UICBEBOBREDEDH P02 ANHT
=Nd.

BEAXEIBHADOL I 7 LY RT =5 EDOBBENARR
CNMR &, Z=EH 6 NPTIDARETHETEFMES, RIgE, BIUMETT (STAT) CHBIE
LB L TULDYS,
FIZ, CNMR D5t UIZHETT — 5, BAZIBET DIBHMERFNT, SEFBEE, SMD
REBEIBSERE, BIOREREEEHESINDY,

@) T—IR=IRFT LADZERRR
VNI DGR oA AR

173 CNMR, Registro EPN - Emoglobinuria Parossistica Notturna
http://www.iss.it/cnmr/index.php?lang=1&id=2325&tipo=14

174 CNMR, Registro Italiano Fibrosi Cistica (RIFC)
http://www.iss.it/cnmr/index.php?lang=1&id=1120&tipo=14

175 CNMR, Registri Malformazioni Congenite
http://www.iss.it/cnmr/index.php?lang=1&id=2610&tipo=14

176 Notizario dell’Istituto Superiore di Sanita, Vol.23 Numero 6- Supplemento 1-2010
http://www.iss.it/binary/cnmr4/cont/10.pdf

177 1SS, Informativa Per Il Trattamento Dei Dati Personali Ai Sensi Della Legge 196/2003 —Codice in materia di
protezione dei dati personali, Registro Nazionale Malattie Rare
http://www.iss.it/binary/cnmr4/cont/1.1229512739.pdf
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6. XKE

6. KE'S
(1) BisR
D HROEE
KEBICRITDER (rare disease) DEFEIS, KEADBEEN 20 K AKRBDELE X IFERK
REEEEINTUNDY, XBEBROEBEEHIT 25 BHANS 30 BHAENDNTIND2,

@ HRXIROME
HRXTER R U RN SIRERILE D NIH (BEXHRBEENRIFT RO TEMERENRE L,
BVEZERNNN T DEEBDEES FDA (EERRR) NMET D, HMBXIZHKISL 1983 FFH/D
EEREEPHE ULEEDICEDEINN, 1983 F 1 N5 2018 F 2 BXTIC, 4464 D
FOEZERNIEFE (designation) =N, D5 668 HER (approval) =N TLDBL,

@ %%%131182 183

1960 FHRICT) BV REEDNMAMBIE U CEZZT, EHERIT 1962 FICF—T 7
—/\— « N\JRERRRIEE (Kefauver-Harris Amendments) Z#IE L, RESHNBR LI
MBREZHHBICHETDICHE > UILEMERUBMMZER I TE T Y RZRRKRERIC KD ST
UIZDZTFDA (EAEERRD) ICHFELRIZZITRINLERSIRNEEDIZ, CDOHF
HRBBQTOEERS, RIUSNCUHEEIE U TTIISR<IEFERENDEAICKDERK
AEBRBN T EINDT —INZH o2 END, orphan GRDWVEL)) XX homeless (B3
PADEX SRV)) EVND BT BNIE, ZD%E 1970 FHRDPEX TIL NE—DFEMBEMNT
WFEnsd, BHERRZNRE UL, ERICRREDR, E=URTSLEIDIEEQDITD, &
ANZEBE URVERSR] B orphandrugs ICHIEDE—RICRBSN TR D, FTHEADR
VEEREITEZEROBEICKEDRESHTITEEBN TH O IT, 1983 FIEBBRANFTDEES
EEHIE LERICERVEZEREIENZENE UBNEEREFERZINIC, 1980 FRAN S IFE
RBERUREDMER U CHRERENRREEZEDOMARRZBRICRDDIBENEFD,
R EIRRERIBEROINE ORISR DXIREF DR ZRIICTR DX DICE ST, B
DEZROHIZHRENNSHERHICE >TEIICENDRNCEND, FEDRIEIIIREH

178 KEICBWCTKEDEEZRTIIZSE, FILXILISERECT D,

ZEITIC, 2017 FICRTDAFFEEBEL — S, 1 FIL=112.14 BTHD.

SR : OANDA, Average Exchange Rates (bid rate)  www.oanda.com/currency/average

179 ZOEEIL, EBERN 1982 FICHITE L 1983 F(CHETT LIZHBDEESGRZE (ODA: Orphan Drug Act) D
1984 FUEFICTTONIC,

Matthew Herder (2017) What Is the Purpose of the Orphan Drug Act?, PLOS Meedicine, 2017 Jan; 14
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC5207521/

180 NIH (2016) NIH-Wide Strategic Plan, Fiscal Years 2016-2020, p.6
https://www.nih.gov/about-nih/nih-wide-strategic-plan

181 EDA, Search Orphan Drug Designations and Approvals
https://www.accessdata.fda.gov/scripts/opdlisting/oopd/

182 Caroline Huyard (2009) How did uncommon disorders become ‘rare diseases’? History of a boundary
object, Sociology of Health and lliness, Vol.31, Issue 4, pp.463-477
http://onlinelibrary.wiley.com/doi/10.1111/j.1467-9566.2008.01143.x/full

183 |nstitute of Medicine; Board on Health Sciences Policy; Committee on Accelerating Rare Diseases
Research and Orphan Product Development (2010) Rare Diseases and Orphan Products, 4 Introduction
https://www.ncbi.nlm.nih.gov/books/NBK56194/
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6. KE

IBRETIIONE, 1984 FCHFVEERZENRNESINECE, FLEERDEED (D KEIC
RITD 20 HAEZBZBRNEEICENTHDCE, X @ KBLRNWTENESNDESEH
D20 BAMETH>TEEFBNTRNCE] &N, D ICKDEFBHNSEE LSRN
CEICKD, #HREBEEBQITOEERZNHDERSR (orphan drugs) EFEESINDICEDT.
EBREBBUABN 1985 FOFDVEEREDRIEICHZ > TRE LIZEZE R (National
Commission on Orphan Diseases) ' 1989 FIOEMZERICIRE UEREZICHNT, #EES
EDOTHDBEHRIBHIATIDILTE, FDA DFDEZERRDIUXEFZDFEDOER, HRESICXIT
DRUBEZERDBMAIMER (off-label use) DB, Z LU CHREEEFDERBDAFERDIL
FROEHBBEICESINEZ. NIH (BIREBEEARID [, IS5V ROEZEHITTOHBXIER
DEEMH CAREFESN, 1993 FICHRARDIEEDIZHDEFXIHS (ORD) ZREBD D Z Hilg
STBEZEHRE LS. @B 2000 FICEBAZ/E (ORDR) [CHEBESE SN, HRERKAR I ZY
PFIICEINT 2009 FEXTICERD 20 ZBZ DEBARI VY — I P ADBEEZR ST,

(2) RIES
KBICRNWTHBERUOBVEERICET IBERICER YT DEBICIE, 1983 FHDERESRIE(The
Orphan Drug Act of 1983) , 2002 FEBx15R)A (The Rare Diseases Act of 2002) , 1992 Sl
IR —t—2 ¢ —3% (PDUFA : Prescription Drug User Fee Act) 2EDH D, TNSDED
DERHBEDE, THNICESREERER (USC) DI L 21, 26, 42 ICHRESNTLD84,

BM*x—6-1 SREEHRICHRASNICHBEROIZED

Title/ | Chapier

Subchapter

SRONW

0%

Section Section title

Subart

Recommendations for investigations of
drugs for rare diseases or conditions
Designation of drugs for rare diseases or
conditions

Protection for drugs for rare diseases or
conditions

Open protocols for investigations of
drugs for rare diseases or conditions
Grants and contracts for development of
drugs for rare diseases and conditions

Priority review to encourage treatments
for rare pediatric diseases

21 o/ Vv § 360aa HBVDEERDIEEBFE

BVEREGBEDRM

7 FREDIRSIRTTEDT S

§ 360bb

§ 360cc

HBVEEROEE

FOEESHNETOTS A
(Orphan Drug Grant Program)

INBHBMEBERITHRVDEZERDS

&

BLFY—T T« VOZRNEH

§ 360dd

§ 360ee

§ 360ff

§ 360ff-1

Targeted drugs for rare diseases

DEZ o

26/ A

1/A

§45C

Clinical testing expenses for certain
drugs for rare diseases or conditions

ERARIRAE (D 50% DI EREERR

42

6A/ 1l

§ 281

Organization of National Institutes of

NIH (EXZRBEEMRTPD ROT

[>

Health ORI DR BRI

2,
51850

CNSDEBICEDSRRRLE, EFRAUE (CFR) 5 21 fw/V—k 316 [CHRESNTL)

184 Cornell Law School LII, U.S. Code: Table of Contents  https://www.law.cornell.edu/uscode/text
185 Electronic Code of Federal Regulations, Title 21 — Chapter | — Subchapter D — Part 316
https://www.ecfr.gov/
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https://www.law.cornell.edu/uscode/text/21/chapter-9/subchapter-V/part-B
https://www.law.cornell.edu/uscode/text/26/subtitle-A/chapter-1/subchapter-A/part-IV/subpart-D
https://www.law.cornell.edu/uscode/text/42/chapter-6A/subchapter-III/part-A

6. XKE

MEX—6-2 EFIRBIES 21 #w/V— k 316 (21CFR Part 316 : Orphan Drugs) D&EDHER

Subpart Section EEJOINES
ARIN—+EAEHE
§316.1 Scope of this part.
B89
Al” MEJIE] §316.2 Purpose.
General Provisions §316.3 BEOER
) Definitions.
BPERD
§316.4 Address for submissions.
] § 316.10 | FDA DEIEBOREHEBEDLHOEH RUER .
FVEERDRBAUICET D FDA Content and format of a request for written recommendations.
5 | PEISE § 31612 | DEBOFED
Written Recommendations for ) Providing written recommendations.
Investigations of Orphan Drugs §316.14 ESEE0ORDBIES
) Refusal to provide written recommendations.
§ 316.00 | POEERBDIEE PR RO o
"~ | Content and format of a request for orphan-drug designation.
§316.21 SERDERGBOE
Verification of orphan-drug status.
§ 316,22 | NEADBET SBEDKEBIC LSRE
Permanent-resident agent for foreign sponsor.
BEEEGOEERVEZEG/\DEEHE
§ 316.23 | Timing of requests for orphan-drug designation; designation of
already approved drugs.
§ 316,24 | PVERROBEBES ADNREANEDOEE
=IDEESDISE Deﬂmepfy letters anx_j granting orphan-drug designation.
¢ DesignatiDoDn of an Orphan Drug §316.25 A DESRSBDISELHDH T
) Refusal to grant orphan-drug designation.
§ 316.26 | BERDEERBDUE o
Amendment to orphan-drug designation.
§ 316,07 | EERDERERDEREDES o
Change in ownership of orphan-drug designation.
§316.28 FERDERBDAS _—
Publication of orphan-drug designations.
§ 316,20 | FERDERRBOBEDOIEL
Revocation of orphan-drug designation.
§ 316,30 | FERDERRICEIT SFRMEE -
Annual reports of holder of orphan-drug designation.
§ 316,31 | ROTCUEDEARGE
Scope of orphan-drug exclusive approval.
b | BOEERORSEHFAEDER ¢ 4o, [FDA CRDRERFHEDAER
Orphan-drug Excusive Approval ) FDA recognition of exclusive approval.
§ 316.30 | PYERERBDRER DA DS RO DBE
Insufficient quantities of orphan drugs.
£ | BERDERERDES § 316.40 | BB S DEE
Open Protocols for investigations " | Treatment use of a designated orphan drug.
3a16.50| AT ST 15 ATEORE
Availability of Information § 316.52 | Availability for public disclosure of data and information in
requests and applications.

TR, 2012 FICRKIZI UIZ FDASIA (Food and Drug Administration Safety and Innovation Act ;
FDA ZERUA I N—=Y 3 VK DOF 613 RICIINREHRTEQITEBISDO NBEEHEHE
BOERAESHOEN, $617 RICIIFE 5 627 LIRE UICHBREREQITERIMSSDEB2HDRE
RIS EDIRENTD D18,

186 Food and Drug Administration Safety and Innovation Act (FDASIA) , Public Law 112-144
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6. KE

(3) BIfRI%ES
@ BBRHEECZDRE
BMX—6-3 HBEXRZNET SITHUEES

1T E4RS HRXIRICHIT DRE

HHS (U.S. Department of Health & Human Services)
RERBUB
NIH (National Institute of Health) : E1ZE IR
NCATS (National Center for Advancing Translational

* RDCRN (BfEERERIAZSR Y RO —2) DEE
+ GARD /85, DMCC MEERDIIT

| oo 7
Sciences) : ETI/GE RS YL —Y 3 FILREEY S — * RHADIE
ODOR (Office of Rare Diseases Research) : BFAZE
GARD (Genetic and Rare Diseases Information Center) : +GRDR (FO—-/NIVEHBERTOTSA) [CK
BLEWEENROEFEEHRTE Y — DECIEBIERNOEFEISHROIRH

DMCC (Data Management and Coordinating Center)
F—AERERT Y —

cHRT —OIN—RDEEEER

NHGRI (National Human Genome Research Institute) : - EMEREDERFUNIVIASE
EiIt T AREEER « UDP CREZWIRBERIRIAZE 7O S ) DEBE

FDA (U.S. Food & Drug Administration)
Ofiice of Medical Products and Tabacco :

EREERE EES - S/\NDI5 - BVEEGBDIEE, =Hin

OOPD (Office of Orphan Products Development)

HDEERR?E
CDER (Center for Drug Evaluation Research) _ _ —

e — = . Y _ ] E3=4=
S ST 5 — RDP (#m70035L) ICKDFBVEZERD

MARREHIE

OND (Office of New Drugs) : FiEZBEHS

@ HBAEDRY ~FDJ—=D

AIIBICR UIZTBUERSIE, SROBEIORITICHIZD, OBBRMREEDBIEEZNDCEE
=INTD,

NIH (Ei&4EHREA) D NCATS (BiSMERSYRU—Y 3 FTILRZEE Y —) [CRES
NTL\D ODOR (EFEARB) (3, KBICRITDEBXIROITIBICBH L, HBHIEIIC
T DYBEOHEZIE, E-FREFEDRAIESEZITL), NIH OZTRICHD NI
B9< RDCRN (BRERARIIRR Y RO —2D) ZRETDECEIC, £EHIC 22 HDEIEBIERH
FUBINR U DMCC (T —YBEBER VY —) D/\— ~ 7 —B3fF (Consortia) ZHZpk L CL\ D,

ExX—6-4 RDCRN (EHRERKIARRY D —2D) [CHITD
NCATS- ODOR (#5stH33/E) D HifFEr (Collaborating Institutes and Centers) 188

NHI DY EraiE Rt Z3ER [iEasEiE]
NHLBI (National Heart, Lung, and Blood Institute) N, i, MROEKSE
NIAID (National Institute of Allergy and Infectious Diseases) PLILF—, R
NIAMS (National Institute of Arthritis and Musculoskeletal and Skin Diseases) RIENN, FhE8, REER
NICHD (Eunice Kennedy Shriver National Institute of Child Health and Human Development) | 48R UNEDEE
NIDCR (National Institute of Dental and Craniofacial Research) BEEADER
NIDDK (National Institute of Diabetes and Digestive and Kidney Diseases) VEERIS, {28, IMWES
NIMH (National Institute of Mental Health) FEPEE
NINDS (National Institute of Neurological Disorders and Stroke) MIRSHESE, NG

https://www.fda.gov/Regulatorylnformation/LawsEnforcedbyFDA/SignificantAmendmentstotheFDCACt/FDASIA
/default.htm

187 FDA L, BHOETIIRN'SLK TREBEERF) DBAZENANSNTES L TUDD, FDA (KRB
BOABEFTII < FEETDIRIIEES (Agency) EDMIBNLITTHDIEH, HABED T OBRICK
DEVN., URH > THREIG TERES « H/NDB1 THFDEERSE] CRUCVNECSTHD.

188 RDCRN, Collaborating Institutes and Centers https://www.rarediseasesnetwork.org/about#DMCC
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https://rarediseases.info.nih.gov/asp/resources/ord_brochure.html
https://rarediseases.info.nih.gov/
https://www.rarediseasesnetwork.org/about#DMCC
https://www.rarediseasesnetwork.org/sites/default/files/documents/RDCRNDMCCResourcesandCapabilities.pdf
https://www.genome.gov/
https://www.fda.gov/aboutfda/centersoffices/officeofmedicalproductsandtobacco/default.htm
https://www.fda.gov/AboutFDA/CentersOffices/ucm2018190.htm
https://www.fda.gov/AboutFDA/CentersOffices/OfficeofMedicalProductsandTobacco/CDER/default.htm
https://www.fda.gov/ForIndustry/DevelopingProductsforRareDiseasesConditions/ucm239698.htm
https://www.rarediseasesnetwork.org/about#DMCC
http://www.nhlbi.nih.gov/
http://www.niaid.nih.gov/Pages/default.aspx
http://www.niams.nih.gov/
https://www.nichd.nih.gov/Pages/index.aspx
http://www.nidcr.nih.gov/
http://www.niddk.nih.gov/Pages/default.aspx
http://www.ninds.nih.gov/
file:///C:/Users/t-tak/AppData/Roaming/Microsoft/Word/National%20Institute%20of%20Neurological%20Disorders%20and%20Stroke%20(NINDS)

6. XKE

7*—6-5 RDCRN (BEEERIRIAZTRY D —2) M/\X— 7 — (Consotia) 22 #5180

NHI OfEIFRIEERIFZR IV =Y P A EAREIE] it U
Autonomic Rare Diseases Clinical Research Consortium | BE2#E&ESE Vanderbilt University
Brain Vascular Malformation Consortium: Predictors of | g mcves, ;

Clinical Course == UC San Francisco
Brittle Bone Disorders Consortium of the Rare Diseases =@, Baylor College of
Clinical Research Network BOBERR Medicine

Chronic Graft Versus Host Disease Consortium IEMBERBER E':sde:rlétﬁ rgr;sn?ngancer
Clinical Research in Amyotrophic Lateral Sclerosis and | sz | University of Miami Miller
Related Disorders for Therapeutic Development RVEBIERISRIRICE School of Medicine
Consortium of Eosinophilic Gastrointestinal Disease A To I Gl f e Cincinnati Children’s
Researchers BRIKIBBCERE Hospital Medical Center
Developmental Synaptopathies Associated with TSC, ) e j— - Boston Children’s

PTEN and SHANK3 Mutations REDEILTRI Hospital

Dystonia Coalition IR Emory University

Frontotemporal Lobar Degeneration Clinical Research
Consortium

RUSRRISRER A M E

UC San Francisco

Genetic Disorders of Mucociliary Clearance Consortium

MRIBED )PS5V R

UNC Chapel Hill

Inherited Neuropathies Consortium

BnlE= 1 —0/\F—

University of lowa

Lysosomal Disease Network

SAVVI—NLRE

University of Minnesota

Nephrolithiasis and Kidney Failure: The Rare Kidney
Stone Consortium

BOLiE

Mayo Clinic

Nephrotic Syndrome Rare Disease Clinical Research
Network

RO O—LEREF

University of Michigan

NAMDC ( North American _Mitochondrial
Consortium)

Disease

IRIVRUPHE

Columbia University

Porphyrias Consortium

LD « VG

Icahn School of Medicine
at Mount Sinai

Primary Immune Deficiency Treatment Consortium REMBREAZAERE | UC San Francisco
Rare Lung Diseases Consortium: Molecular Pathway- Cincinnati Children’s
Driven Diagnostics and Therapeutics for Rare Lung | D iMES

Diseases

Hospital Medical Center

Rett Syndrome, MECP2 Duplications and Rett-Related
Disorders Natural History

L MERSF

University of Alabama at
Birmingham

Sterol and Isoprenoid Research Consortium

270-ILKROAYT

University of Nebraska

L /1 FDESK Medical Center
. . Children’s National
R R EB i
Urea Cycle Disorders Consortium RSO R EAE Medical Center
Vasculitis Clinical Research Consortium M NAFIEEE University of

Pennsylvania

FIZ, NHGRI (BiZit R/ AREPD &, KREBICHEZ > TEBDDDRVVRREICHDEEIC
OBZREHL, HRO—KRNXERICHIDIEZNNHBERTIDCEEZBHNEC LT UDP
(Undiagnosed Diseases Program ; SRZWIEEBERRIAFZ T OT S L) ZHEL, /\—/N\—REXF
1 VRO =)LbEPINE UZEE 7 DE#BERIRIFZ 21772 D13 & UDN(Undiagnosed Diseases
Network ; SREZBIERRBERKIAFRR Y RO —2) ZEBELTND,

BMxR—6-6 RIZWKBERIRIFZR Y T —2 (UDN) SH0H%ES

& 1R PATED

Coordinating Center Department of Biomedical Informatics, Harvard Medical School | Boston/ MA
Baylor College of Medicine Houston/ TX
Duke Medicine, with Columbia University Medical Center Durham/ NC

Clinical Sites National Instit_ut_es of Health Clinical Center Bethesda/ MD
Stanford Medicine Palo Alto/ CA
University of California, Los Angeles Los Angeles/ CA
Vanderbilt University Medical Center Nashville/ TN

189 NCATS, Current RDCRN Consortia
https://ncats.nih.gov/rdcrn/consortia#bbd
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https://ncats.nih.gov/rdcrn/consortia#ard
https://ncats.nih.gov/rdcrn/consortia#bvm
https://ncats.nih.gov/rdcrn/consortia#bvm
https://ncats.nih.gov/rdcrn/consortia#bbd
https://ncats.nih.gov/rdcrn/consortia#bbd
https://ncats.nih.gov/rdcrn/consortia#cgvhd
https://ncats.nih.gov/rdcrn/consortia#als
https://ncats.nih.gov/rdcrn/consortia#als
https://ncats.nih.gov/rdcrn/consortia#egd
https://ncats.nih.gov/rdcrn/consortia#egd
https://ncats.nih.gov/rdcrn/consortia#developmental
https://ncats.nih.gov/rdcrn/consortia#developmental
https://ncats.nih.gov/rdcrn/consortia#dystonia
https://ncats.nih.gov/rdcrn/consortia#fld
https://ncats.nih.gov/rdcrn/consortia#fld
https://ncats.nih.gov/rdcrn/consortia#mucociliary
https://ncats.nih.gov/rdcrn/consortia#neuro
https://ncats.nih.gov/rdcrn/consortia#lysosomal
https://ncats.nih.gov/rdcrn/consortia#kidney
https://ncats.nih.gov/rdcrn/consortia#kidney
https://ncats.nih.gov/rdcrn/consortia#nephrotic
https://ncats.nih.gov/rdcrn/consortia#nephrotic
https://ncats.nih.gov/rdcrn/consortia#mitochondrial
https://ncats.nih.gov/rdcrn/consortia#mitochondrial
https://ncats.nih.gov/rdcrn/consortia#porphyrias
https://ncats.nih.gov/rdcrn/consortia#pid
https://ncats.nih.gov/rdcrn/consortia#lung
https://ncats.nih.gov/rdcrn/consortia#lung
https://ncats.nih.gov/rdcrn/consortia#lung
https://ncats.nih.gov/rdcrn/consortia#rett
https://ncats.nih.gov/rdcrn/consortia#rett
https://ncats.nih.gov/rdcrn/consortia#sterol
https://ncats.nih.gov/rdcrn/consortia#urea
https://ncats.nih.gov/rdcrn/consortia#vasculitis
http://dbmi.hms.harvard.edu/
https://www.bcm.edu/
http://www.dumcudn.org/
https://clinicalcenter.nih.gov/
https://undiagnosed.stanford.edu/
https://www.genetics.ucla.edu/udn/
https://ww2.mc.vanderbilt.edu/undiagnosed/

(4) BEXGtE « BER
@ BERFTBXIIRIPETE

6. KE

KBICRITDHRNROFBDEZERICET DR, NIH (EIREEEAZPD 1O 2015 & 12
BITERTE LIz #b85tE (NIH-Wide Strategic Plan, Fiscal Years 2016-2020) [CnasN TL\ B0,

[@EESSTEIE NIH DEERICHD 23 DESFRIERS (ICO: Institute and Center Operation) [C3i&@
LIZEY 3 YD R TOERRBRORHS EERIE 25 5 FRDTULCEDT, TBHARERT
%E 5 FBICEKESND., HHEBERICREAL TS, 4 DOBIEBEIEZED 2 BB MBARBDREIC
KD INR=I3VDHEE] DIENT, CNETOBERICBNTERSINTEZCEZREL
THRENBHROERZIRT T IHENEBITONTIND,

@ BEXSBRTOT S

EOEBRINISHHFTRERIDERTEHT DU TIE, NIH OZERICHD 23 DEEFREEE (ICO)
NMERIICEKTE LIZREFFTBXIIEFESTBDBRDCTHSN T D,
NIH D 23 DRIFREBIN S5, HBEEMRZSTEICHEMAA T DRI 10BN D D,

NMER—6-7 HREEMRESTBICHMAATIND NIH BRIEES

NHI BIRBERI D D S B EIH IR 2 51 Bl [CHE A D1k MEER (D E1E IREDORIBFTEXIIEFESTE
E3]

NCATS (National Center for Advancing R DER )
Translational Sciences) R A, NCATS Strateqic Plan
NH(;RI (National Human Genome Research b REEFFZ | The Future is Bright
Institute)
NHLBI (National Heart, Lung, and Blood I, B, MR o
Institute) RSB EHE The NHLBI Strategic Vision
NIAID (National Institute of Allergy and Infectious | 22U JLF—, &X .

) . NIAID Strat Plan, 2017
Diseases) PAEGRSR staegic Plan, 20
NIAMS (National Institute of Arthritis and BEEMYE, BB, | NIAMS Long Range Plan, Fiscal
Musculoskeletal and Skin Diseases) EEEKEZS ears 2015-2019
NICHD (Eunice Kennedy Shriver National 15T 7y

NS L
Institute of Child Health and Human ﬁ%ggf h Scientific VISION, the next decade
Development) R
i [ A=A e .

NIDC?R (Natlonal Institute of Dental and A= BAEDE NIDCR Strategic Plan, 2014-2019
Craniofacial Research) 9%
NIDDK_(National Institute of Diabetes and FEERSS, JB{EES, | NIDDK Recent Advances &
Digestive and Kidney Diseases) IMIBR TR ZS Emerging Opportunities 2018
NIMH_(National Institute of Mental Health) FEER RS NIMH Strategic Plan for Research
NINDS (National Institute of Neurological HiIRENESE, .
Disorders and Stroke) et NINDS Strategic Plan

19 NIH (2016) NIH-Wide Strategic Plan, Fiscal Years 2016-2020

https://www.nih.gov/about-nih/nih-wide-strategic-plan
191 NIH Strategic Plans and Visions https://www.report.nih.gov/strategicplans/index.aspx
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https://ncats.nih.gov/about/center
https://ncats.nih.gov/about/center
https://ncats.nih.gov/strategicplan
https://www.genome.gov/
https://www.genome.gov/
https://www.genome.gov/pages/about/planning/2011nhgristrategicplan.pdf
http://www.nhlbi.nih.gov/
http://www.nhlbi.nih.gov/
https://www.nhlbi.nih.gov/about/strategic-vision
http://www.niaid.nih.gov/Pages/default.aspx
http://www.niaid.nih.gov/Pages/default.aspx
https://www.niaid.nih.gov/about/budget-planning
http://www.niams.nih.gov/
http://www.niams.nih.gov/
https://www.niams.nih.gov/about/long-range-plan
https://www.niams.nih.gov/about/long-range-plan
https://www.nichd.nih.gov/Pages/index.aspx
https://www.nichd.nih.gov/Pages/index.aspx
https://www.nichd.nih.gov/Pages/index.aspx
https://www1.nichd.nih.gov/publications/pubs/Documents/NICHD_scientific_vision120412.pdf
http://www.nidcr.nih.gov/
http://www.nidcr.nih.gov/
https://www.nidcr.nih.gov/Research/ResearchPriorities/StrategicPlan/
http://www.niddk.nih.gov/Pages/default.aspx
http://www.niddk.nih.gov/Pages/default.aspx
https://www.niddk.nih.gov/about-niddk/strategic-plans-reports/Pages/all-reports.aspx
https://www.niddk.nih.gov/about-niddk/strategic-plans-reports/Pages/all-reports.aspx
http://www.ninds.nih.gov/
https://www.nimh.nih.gov/about/strategic-planning-reports/index.shtml
file:///C:/Users/t-tak/AppData/Roaming/Microsoft/Word/National%20Institute%20of%20Neurological%20Disorders%20and%20Stroke%20(NINDS)
file:///C:/Users/t-tak/AppData/Roaming/Microsoft/Word/National%20Institute%20of%20Neurological%20Disorders%20and%20Stroke%20(NINDS)
https://www.ninds.nih.gov/About-NINDS/Strategic-Plans-Evaluations/Strategic-Plans

6. XKE

(5) #HREBEBDEEESE

KEOEEEL, EBREBREGIENES LU CNDENBEERD, BEDVBANINATIEY
EERIZFCTHN-ITDICEMFRESINTRD, REAEFERIRTHDICH/N—SNBNEEED
MFSEZIBAEROEBEED, XEZFDEH TEREEEREICNATERVNEOKBFBEE L
T, EBBUSH AT 177 (Medicare) RUXT ¢ 7+ F (Medicaid) EIE(ENDRBNRIBERE
JOOSAERELTND,

X T 14777 (Medicare) (&, #=IR[EZE (Social Security Act) & 18 #RICE DU\ T 1966 F 7 B
[CRAIBTNIE, E5a8MBEEXIRE UCANEERIZRTOISATHD. SAITRERULEBDH
B T#%H23 CMS (Medicare & Medicaid Service Center) WWEET D/\— ~ A (UFIRIRIE) &/N—F
B (FARHIER) ODHDER THOIZECSD, REARESHUNMEE T DHIEE LT 1997 FIZ/N\—
kC (P RNYFT—=), 2003 FIC/N— k D UFSEBERHE) NMEASNEZ. /N\—~C/D (4,
IN—F A/B OIIABDENNICNATDEDT, /N\—F A/B TIRIAN—SNRNNTTEER
DNEZL TBMBR/HEIBT DHIETHD, /\—F D (UHSEERMED ICKDREDN/IN—-TD
BLTTEE(S, SEFRDBINMRIES 1 CEBIICZ2E0 ULIIAZB SN0 D PDP (Part D prescription drug
plan) CITENDIRE TS VD RICSRESND, BIIC TS VICHA T DIZHDERDRED,
BRASNDNFIESINICK D EISD?, BASNDUHEEDDOHHBEEICAISONDITHBIEER
Sald, 2008 &F 12 BIFmDT = THDD, 27 BBICBFE > TL\D1B, 2018 FICHRIT DIZHER
18 PDP DR TIE, NABOWISEERN'$405 L CIHRIRTEEN N/N\—=N, $3,750 FTON0
AZ BB 25%E3D, FiE, WMFEEMAN'S3, 750 ZiB827$8,418 T TONASEIBIZE, &7
EERDHBE 35%, BREZERDIBS 44%E78D, T UCNIFIEENS PDP Z) CRIRSH
NEHLUTCNDIHBETHOT, BEGBEEINCEIC, XTWHECLEICERRD,

MER—6-8 XF 1477 PDP NIABDUSTEERDIZENZEERIBEIS (2018 F)
Standard Medicare Prescription Drug Benefit, 2018

BENEFIT PHASE: TOTAL DRUG SPENDING:
Catastrophic
Coverage % pavask,.. Plan pays 15%; Medicare pays 80%

Catastrophic
Coverage Threshold =
g 4= 58,418 in
Estimated Total

Brand-name drugs Drug Costs!
$7,000 Enrollee pays 35% (55,000 in True-Out-
of-Pocket Spendin;
Plan pays 15% f P 9)
Coverage Gap 56,000 50% manufacturer discount

Generic drugs
Enrollee pays 44%

55,000

Initial Coverage
WO gamr Limit = $3,750 in
Total Drug Costs

< 000 Plan pays 56%

$3,000
Enrollee

I‘:ei:::IdCuvelage 32,000 LG Plan pays 75%
25%
$1,000

s s Deductible = $405

Dedu:mble SU

(KFF (2017) The Medicare Part D Prescription Drug Benefit KD #5E,) 194

192 ghire (2016) Coverage of Rare Disease Therapies in Medicaid and Medicare and the Impact on Patient
Care http://www.cbinet.com/sites/default/files/files/Greissing_Jay_pres.pdf

193 nstitute of Medicine; Board on Health Sciences Policy; Committee on Accelerating Rare Diseases
Research and Orphan Product Development (2010) Rare Diseases and Orphan Products, C Medicare Part D
Coverage and Reimbursement of Orphan Drugs, Table C-A4

https://www.ncbi.nlm.nih.gov/books/NBK56190/

194 KFF (2017) The Medicare Part D Prescription Drug Benefit

REAZE EFARR - EFE AR BILSSAR IR=E) £t 50
SBINCRITDEEXIRNROEHEL I 7 U Y RT—FICRET DRBE
WIP PY R PYYTAYKAE 2018 F 3 A 76



6. KE

MKX—6-9 REISUHEINTNDHVERSR 5 oBDNRIFEEESIBE (2016 F 10 A)

BVEER Rituxan® Copaxone® Revilmid® Gleevec® Avonex®
(BRTOB) (JYFHU®) QNRFVUU® (LFU RS R® TRy D®) (PHRR YD 2®)

g TSR | BHEIGEEDT | SEMECTE | sawews | ewemromns | Sswmsis
72 L= EX $275 $500 $500 $300
RV JVINZTI ey $2,500 $2,500 $2,500 $2,500
Za—-Iv—I-l 58 $275 $720 $480 $480
305 R 258 258 $4,000 $4,000 258
T 20 e $1,373 $3,000 $3,000 $3,000
1N T e $0 $0 $0 $0
RYF 21—t w Wil Ex $720 $0 $0 $720
—a2—3—2) 255 $720 $720 $720 $720

(eHealth insurance.com -1 ~DIBREEEIR) 195

WD EDXT 17+ F (Medicaid) (&, T RIRIEZ (Social Security Act) &5 19 fRICE DE 1966

F 1 BICERBaNE, BRBEFEEXIRETI/NEERIZRTIOTSATHD. AT 171 BRI
IRERBUEB DS THD CMS (Medicare & Medicaid Service Center) DEEBDRNICEMMNMEE
L, MMRIBICE UIZEBRD 50%MU EZEHNEBNICEEBID, LHNL 2012 F 6 B 18 B1Y
DEBESHREICKD, EIEDAT T 1 FOEET —ERZILFT U TEMDILE URUR
DEASNZNESN, ZORDIC—EBONANTIUZERFEAETDMNDDD, BRIC
Medicaid Gap EIEFNDZGIBENE U TUND, 2015 FICRITDAT 171 BEADIEIENAK
(350 20%TH VD, NARREMICK DT 10%N'5 29%FE TESTIETTHDD, AT AT FD
DOAZH(E, 2010 F 3 B 23 BICH/\VRIA#ENZE S LIC ACA (Affordable Care Act ; HED
RERVUEZRESBEIELE) [CXKo>TAIBICHENSNIC, ACAL, XT 1T FEBRI DL
OOEBEEIR (FPL) [CXTT DIRABHZRK 50%KBNDSRA 138%KRBICHEML, BE 6
D BEICHHRON AR EDBIFAEND > CIZE DEEREDIAGIRZREEL, BEASSDRIE
REBZEHICEREBIERFIEICKDRNRICTDCEZFEDIC, ACAICKDIAT 1T FONA

ZHOILA (Medicaid Expansion) ZRiE LIEMICHWNTIIAD RO SNESMEATSVEL
TEIT5NBEET —E I3 ABPs (Alternative Benefit Plans ; ({&#54 75 Y) SEN D,
[EXT 1T+ FEET—EADBNABTZINRBEDAT « T+ FIEDORICHREITDIHEEZET
D1, ACA (JIEAZERRE LZINICXT LTI 10 BEOEEMGINABS DI N TORREEFHTIT
T3,

K2 —E X (Ambulatory patient services)

Z2EET — 2 (Emergency services)

AB% (Hospitalization)

TR/ BE, FEIRDT ) (Maternity and newborn care)

BEBEENRUEMEASICXTIBERE (Mental Health & Substance Use)

ZHZ|DALF5 (Prescription drugs)

UNEUICEHRZ Y —E2ARUEEE (Rehabilitative and habilitative services)

BEY—E 2 (Laboratory Service)

FIHEE, /RN OIEEEREBER (Preventive/Wellness Service & Chronic Disease Management)
O ER, RBRESTNERIERE (Pediatric Service, including vision)

H‘0530.\‘.C"’S-”.J>.°°!\’!—‘

https://mww.kff.org/medicare/fact-sheet/the-medicare-prescription-drug-benefit-fact-sheet/
195 eHealth Insurance.com, What Should You Know About Orphan Drugs and Obamacare Health Insurance?
https://resources.ehealthinsurance.com/about-insurance/know-orphan-drugs-obamacare-health-insurance
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6. XKE

M, MAERFORBICRELT, XT 1T+ RMD ABPs (REHBIT TS ) ONABHERE LM
L9 (medically neccessary) HDEERDRIEZIES LU UIRSBNCTEESNTUNDLE,
BT EEF DML FDA DBEZR TERESNDY, 2015 FDT—FICINIE, XFT1T1 R
DAN—F DNFTEH DMIBNRESV) LRI 50 BED 22% WM HBDEERICHIZD.
NMEXR—6-10 XT 1T+ RHND/IN—T DNFSEEFDOMHIE 150 RBICEDHDHEVEERDES

B Top 50 Medicaid Outpatient Drugs O All Medicaid Outpatient Drugs

94%

22%
12%

3% NA

Single Source or Brand Drug Biologic Orphan Status

(KFF (2016) Medicaid's Most Costly Outpatient Drugs J< D #5&) 198

B8, BHHRBEICUHSNDIFVERDOFERMBIE—ARUSERICLENTH 5 B&<, aF
ERIERICHD, BHRBEDESERMIZEN IINRES O TNDY,

MEX—6-11 HBRBEHICDOHBRDVDEER (88 RUO—MKRWHEER CBS) DOEEMS
Average Cost per Patient per Year 2012-2016 Sare EvabatPherma’ Feonary 2017

140,443
27756
140,252

2015 1
26,405
d

137,545
24

22,736

¥ aar

123464
20,677

o 13.6E0

o 2000 A0 [l s 80008 100 L00 120,00 140000 TR0 S

NG, 215

. Aetage Cast per Patient {3)
Ciizhan Bl rMor-Crphan

(ICER (2017) Assessing the Effectiveness and Value of Drugs for Rare Conditions XD #5&) 200

19 Shire (2016) Coverage of Rare Disease Therapies in Medicaid and Medicare and the Impact on Patient
Care  http://lwww.cbinet.com/sites/default/files/files/Greissing_Jay_pres.pdf
https://www.federalregister.gov/documents/2016/02/01/2016-01274/medicaid-program-covered-outpatient-
drugs'®” Federal Register, Medicaid Program; Covered Outpatient Drugs, 02/01/2016

198 KFF (2016) Medicaid's Most Costly Outpatient Drugs, Figure 3
https://www.kff.org/report-section/medicaids-most-costly-outpatient-drugs-issue-brief/

199 A, Gordon Smith (2017) The Cost of Drugs for Rare Diseases Is Threatening the U.S. Health Care
System, Harvard Business Review, April 7, 2017
https://hbr.org/2017/04/the-cost-of-drugs-for-rare-diseases-is-threatening-the-u-s-health-care-system

200 |CER (2017) Assessing the Effectiveness and Value of Drugs for Rare Conditions, Figure 2
https://icer-review.org/wp-content/uploads/2017/02/ICER_Assessing-the-Value-of-Drugs-for-Rare-
Conditions_051017.pdf
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6. KE

(6) EEEN'RIFXIIEDEIBEBRDHB
KETH, HBEBENNAITIRBERRRODTSY, KEOEE, FAOMICEOT, B
BE - RER - BVEEZERULBRONN-REROBEBENELRD. NHNEERIZTDHD
XT A TPROXT 1« T4 FENBEEERBERRRSHOZNICKIDED, LREAROEIE
EHBTNDHEBBICIDBECRIBENZEND, NNDIRREMERE LICENIRELZSE),

(7) BEDRBABEHRRE
KEICHITDZBBDBANBHRIREZIRTE UISEFEID, 1996 FHIE D HIPAA(Health Insurance
Portability and Accountability Act ; EERIEDBEnEZNICH DOBEICEEITDIER) ThHhd. FiE
BUAL, HIPAA [CEDNWTEEBRODREDEREEETHD HIPAA Privacy Rule &, EFBIIC
RE - BEISNDRBBMOZEEIRICE T D2EREETHD HIPAA Security Rule ZEDTZ,
HIPAA Privacy Rule (3, (REBBHRZE TN 2 — A TEZET DREERRESRL, EEHES,
RREZRDUPVINDRSEASN, T—YRBEDNBENESEERAITDIHEE. BR
DIRESDREZSOEIRAPYV I T — FENERBSIMENGH D, HIPAA Privacy Rule (35—
FRFEXEZDOEIRAPY I T — FMRBXISEFIRE, fIEE, OBSREDOFERTIET
20502 MBAANSEIERREIBHR] ICBRASN, CNSDIEHRIE PHI (protected health
information; {REXTRREIBR) CHEND, T —HRIFEIL HIPAA Privacy Rule D%37E L2
%6, XIIXMREBDBEBAXIIRBEENXE CHIULCHBEMMIT —HEREA, XIIHT
LTIR3E5R0), 22U, BBt REEIEHR (de-identified health information) MD{EANXI3EI
MCEIBEPREZN, T—IREFSEL, BEEAXBHREBOBERZROLHES, XIFRERUE
[CIREOEETMOITOHICIRHE T DBEICT —IDHEREHNRE 5N
HIPAA Security Rule (&, T—YREBBENEFILSNIZTEABRZEDICEEL, LELDEE
DHOEABRZREL, BREESENDIVISA P YRETETFIDCELEDIZEDT, ELHY
IR RODMDOENM, BEROPOER, T—HDRE, T—YVGEEBICRNTCTRERETEZRK
$HTHL\B202,
HIPAA [ICE DU\ ZARRNICERN UIE BEDERBRDE IR (registry) [CHIE 2> TOEWRNZ D)
T, IRERBUBDTEMEREI TH D AHRQ (Agency for Healthcare Research and Quality) /¥ 2014
FICHRB U RS VICRE SINTUND3,

201 HHS, HIPAA Privacy Rule  https://www.hhs.gov/hipaa/for-professionals/privacy/index.html

202 HHS, The Security Rule  https://www.hhs.gov/hipaa/for-professionals/security/index.html

203 AHRQ (2014) Registries for Evaluating Patient Outcomes: A User's Guide, 3rd edition, Volume 1,
Registries for Evaluating Patient Outcomes  https://www.ncbi.nlm.nih.gov/books/NBK208616/
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6. XKE

(8) HWFICRDLI P U YRAT—HDEIKRI
D BREICHRDLUIPLIRT—H

KBICRITDHEEL D PUYRT—HIE, NH (EEEHRZRA) O NCATS (EIsE ~
SVRAL=Y3FTIRZERYH —) [CRESNTLISD GARD (Genetic and Rare Diseases
Information Center : ELREBROHBIBRE VY —) OEEICLSD GRDR (Global Rare
Diseases Registry ; 7 O0—/VLHREHRTOT S L) HTNICHIZD24,

GRDR & ODOR (#/BIAFRE) DFEICKD 2010 FICI VT HOREEFENBIESN,
2013 FIC 6,000 Z{BZ DEMRDERKT —YDEIBEDOR I DI P LY ADRLHDITRDMNE
E3BDTEDHIBBUIZ, NCATS (3 2015 FIC/\—=/N= R XF 1 DIVRD —=ILDINA A AT« 1)
JVIEERFER (DBMD [CZFFLU TR T —YDV v EY T &AM, T —YWEORBILZNDT
HDOU IR S IBEROBEDDIEITEFCDVNTHREZSL), ABBAICKITUR.

IRTE GRDR IC[&, RDCRN (BfREEARMFTRR Y FD—2) [CKDIESNIT 4,384 IKFEDIE
OB RSIN T D25,

728, GRDR [J 2018 & 2 BIR7E, RaDaR (Rare Diseases Registry Program ; Ef5EiR T
QT35 L) ICBITIIN EFEHEDH SN TL\D, RaDaR [CHB1TT DICHIZ > TCOHFIEET—
SIBEDEDTIICDNTIE, BPIRICKDREN 2017 F 6 A 28 BICEBINTULD, BiTE
DB I P U Y RT—HDERIFIRED T TYA b LTEDPTHILCHARERNS, CNET
[CERSNTT —YDEBEDIESIESHOINDFETH DS,

@ EEDERUEES
GRDR (JO—/N)LEREHRTOTS ) TIF, 32 DEEANFT T E RDCRN (HHERRH
RRY FD—=D) OEERI/N— T —HBIDEST 33 [CHEESN, BERINEEXIE RDCRN D
HREBHICERRTETDLDICSNTIND, BERIDERIIE—DEZENTITIDHEST, &
HOEZENTIIICEBLUTDESINTND, HIZEPIV VKL BeRBE/ BoORIELES,
FRMESROELCYESR, RDWEER, TMEIEsDER, BifRNRURIBESR, BHEEE
BOEBDANDAT T ICEDFESINTIND, 28, GRDR ICERINTLD 4,384 FEED

55 62 EREIFEHFE TR\,
Mz=k—6-12 GARD GERBERBRUHRBIHRE VY —) DEEDLE, 2018 F 2 BIRE
Categories R

R TR0
Autoimmune / Autoinflammatory diseases BoRE/BeRIEMEKRSE 11 2
Bacterial infections OB RRAE 65 1
Behavioral and mental disorders TEEERUEMES 16 4
Blood Diseases MiEES 332 12
Chromosome Disorders 2BARER 152 1
Congenital and Genetic Diseases ERMEERENROELEES 3,034 26

204 Global Rare Diseases Patient Registry and Data Repository (GRDR) Notice
https://www.federalregister.gov/documents/2012/02/10/2012-3155/global-rare-diseases-patient-registry-and-
data-repository-grdr-notice-and-request-for-information

205 GARD, Diseases https://rarediseases.info.nih.gov/diseases

206 FAQs for the Global Rare Diseases Registry Data Repository (GRDR)
https://rarediseases.info.nih.gov/radar
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https://rarediseases.info.nih.gov/diseases
https://rarediseases.info.nih.gov/radar
https://rarediseases.info.nih.gov/diseases/diseases-by-category/38/autoimmune-autoinflammatory-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/2/bacterial-infections
https://rarediseases.info.nih.gov/diseases/diseases-by-category/3/behavioral-and-mental-disorders
https://rarediseases.info.nih.gov/diseases/diseases-by-category/12/blood-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/36/chromosome-disorders
https://rarediseases.info.nih.gov/diseases/diseases-by-category/5/congenital-and-genetic-diseases

6. KE

Categories HERE
R TTEL)
Connective tissue diseases ESHEBIEE 24 2
Digestive Diseases SEEESEE 248 5
Ear, Nose, and Throat Diseases HEIRRES 242 2
Endocrine Diseases AD ML 263 3
Environmental Diseases RBICKDER 2 0
Eye diseases IREE 572 3
Female Reproductive Diseases A NERS DR 92 3
Fungal infections EERE 12 0
Heart Diseases INEER 178 3
Hereditary Cancer Syndromes BN AEIREE 27 1
Immune System Diseases RIBREE 154 9
Kidney and Urinary Diseases ElEE R URBES 294 6
Lung Diseases iR 135 1
Male Reproductive Diseases BUAIESDEE 71 1
Metabolic disorders AEHES 513 4
Mouth Diseases OfES 208 0
Musculoskeletal Diseases HERES 635 5
Myelodysplastic Syndromes SEREN IR 0 -
Nervous System Diseases IR RES 0 -
Newborn Screening FEREEFOESR 92 3
Nutritional diseases REBRE 3 0
Parasitic diseases SHRES 36 3
Rare Cancers HOH A 538 5
RDCRN RDCRN 85 3
Skin Diseases FEEE 598 13
Viral infections PROIPIETE 38 0
SHSE 8,656 120
Category EEZEFRIIZES 4,384 62

(GARD DT JH- (0 GRDR 1Bk % excel {tMD D Z BV T « LY ERNTHOT)

®#*E—6-13 GRDR A" T JH+ FTIBRIBH L TUVD 4,384 IKEDOHHHBE TEL) 62 K E
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Categories Not a rare disease : #5 C/50 V&S
Autoimmune / Autoinflammatory | Ankylosing spondylitis REMEHER
%Sggjg}gaﬁﬁﬁﬁ% Hashimoto's syndrome IBIEBIRIEN (BAR)
?H?%li%gectlons. Lyme disease e WAY 5]

Asperger syndrome P 2ANR)V A —fElREE
Behavioral and mental disorders: | Autism spectrum disorder BEIEAINRD RS ABE
TEEERUFESIES Bipolar disorder SR MEEE

Trichotillomania FIRZTERE

Cerebral cavernous malformation SBRRIAME S

Factor V Leiden thrombophilia Factor V Leiden {X{F4iE

Fibromuscular dysplasia R IR

Hemochromatosis ANEDOVE—YX

Hemoglobin SE disease ANEJOEYVESR
Blood Diseases: Idiopathic neutropenia TFFEMIF P BRI
MREE Inherited bone marrow failure syndromes SR AEAEIRETE

Lipedema il eREiEs

Protein C deficiency JOT 7Y CRESHE

Purpura simplex SRR

Sideroblastic anemia BREFERMEEMm

Von Willebrand disease 220173V RB
g,ﬁg&?é%me Disorders: Chromosome 9 inversion 9 FWRBIKY(I
Congenital and Genetic Acanthosis nigricans EEBRKEE
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https://rarediseases.info.nih.gov/diseases/diseases-by-category/27/connective-tissue-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/6/digestive-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/19/ear-nose-and-throat-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/8/endocrine-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/7/environmental-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/9/eye-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/10/female-reproductive-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/11/fungal-infections
https://rarediseases.info.nih.gov/diseases/diseases-by-category/4/heart-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/28/hereditary-cancer-syndromes
https://rarediseases.info.nih.gov/diseases/diseases-by-category/13/immune-system-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/26/kidney-and-urinary-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/21/lung-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/24/male-reproductive-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/14/metabolic-disorders
https://rarediseases.info.nih.gov/diseases/diseases-by-category/23/mouth-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/15/musculoskeletal-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/32/myelodysplastic-syndromes
https://rarediseases.info.nih.gov/diseases/diseases-by-category/17/nervous-system-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/37/newborn-screening
https://rarediseases.info.nih.gov/diseases/diseases-by-category/18/nutritional-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/20/parasitic-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/1/rare-cancers
https://rarediseases.info.nih.gov/diseases/diseases-by-category/33/rdcrn
https://rarediseases.info.nih.gov/diseases/diseases-by-category/22/skin-diseases
https://rarediseases.info.nih.gov/diseases/diseases-by-category/25/viral-infections
https://rarediseases.info.nih.gov/diseases/9518/ankylosing-spondylitis
https://rarediseases.info.nih.gov/diseases/6570/hashimotos-syndrome
https://rarediseases.info.nih.gov/diseases/12073/lyme-disease
https://rarediseases.info.nih.gov/diseases/5855/asperger-syndrome
https://rarediseases.info.nih.gov/diseases/10248/autism-spectrum-disorder
https://rarediseases.info.nih.gov/diseases/10249/bipolar-disorder
https://rarediseases.info.nih.gov/diseases/7803/trichotillomania
https://rarediseases.info.nih.gov/diseases/1204/cerebral-cavernous-malformation
https://rarediseases.info.nih.gov/diseases/6403/factor-v-leiden-thrombophilia
https://rarediseases.info.nih.gov/diseases/2326/fibromuscular-dysplasia
https://rarediseases.info.nih.gov/diseases/10746/hemochromatosis
https://rarediseases.info.nih.gov/diseases/12088/hemoglobin-se-disease
https://rarediseases.info.nih.gov/diseases/563/idiopathic-neutropenia
https://rarediseases.info.nih.gov/diseases/9853/inherited-bone-marrow-failure-syndromes
https://rarediseases.info.nih.gov/diseases/10542/lipedema
https://rarediseases.info.nih.gov/diseases/4521/protein-c-deficiency
https://rarediseases.info.nih.gov/diseases/7508/purpura-simplex
https://rarediseases.info.nih.gov/diseases/667/sideroblastic-anemia
https://rarediseases.info.nih.gov/diseases/7867/von-willebrand-disease
https://rarediseases.info.nih.gov/diseases/10765/chromosome-9-inversion
https://rarediseases.info.nih.gov/diseases/8603/acanthosis-nigricans

6. XKE

Categories Not a rare disease : 25 C/RL\ESE
Diseases: Accessory navicular bone N iSElS
SERMERENROELGTES Alopecia totalis ESMIREE
Cerebral cavernous malformation EfRIAIEE
(Cé:hl\r/log)ic mucocutaneous candidiasis ISR Y IS5 (CMC)
Congenital generalized lipodystrophy SR EMHIEILEXER
Congenital toxoplasmosis SR RN TS AV
Double inferior vena cava — S NRERIR
Dwarfism INASE
Familial atypical multiple mole melanoma SIS B B A B IR
syndrome
Familial breast cancer KIEMESD A
Familial Dupuytren contracture REMETaEav ~ S VE
Fuchs endothelial corneal dystrophy Fuchs BEARY A FOD 1 —
Hemoglobin SE disease ANEJOEYVESR
Heterochromia iridis T EDE
Klinefelter syndrome D54V )LD —EREE
Lipedema IeRntE FhE
Lynch syndrome | Y FRERRE
Neural tube defects IR REE
Pancreatic cancer Elign A
Protein C deficiency JOF+ Y CREE
Skeletal dysplasias SBERES
Supernumerary nipple EIE
Tardive dyskinesia BEEIAFRIT)
. . DAIT < IN—=F I RDA ~
Wolff-Parkinson-White syndrome FERE
Connective tissue diseases: Paget disease of bone 2/N\VxTv B
BEHEBESR Scleroderma SERZAE
Barrett esophagus Ny BB
Digestive Diseases: Collagenous colitis BRI RSN
st seypmes : Crohn's disease DO0—%%
Utk Lynch syndrome | Y FaEIREE
Pancreatic cancer BRign A
Ear, Nose, and Throat Diseases: | Méniere's disease XZTIT—)Us
BHERRES Patulous Eustachian Tube EHERIUE
Endocrine Diseases: Congenital generalized lipodystrophy ?ﬁf’&’z‘%‘l‘%ﬂ%ﬁlﬁ%ﬁ@ﬁ
U9 IR : Primary hyperaldosteronism BHEUEPILERTOVE
R Sarcoidosis YILI1 F—IR
Eye diseases: Fuchs endothelial corneal dystrophy v D 2ABREANREZZE EAE
i e ' Keratoconjunctivitis sicca MEBBENR
- Sarcoidosis IO =Y R
Female Reproductive Diseases: Familial breast cancer RIEEE D A
7V A TR R " | Lynch syndrome ) Y FIEIREE
oo - Polycystic ovarian syndrome ZERMIVEAEIREE
Heart Diseases: Fibromuscular dysplasia _ ﬁ?ﬁ?ﬁﬁﬁ‘l&gﬁéﬂz
iyt : Postural orthostatic tachycardia syndrome | &1 SBIRGEIRRE
- Sarcoidosis YILI1 =Y R
romes: N
Herediary Cancer Syndromes: |y syngiome TR
Alopecia areata AR EE
Alopecia totalis ESMIREAE
%}l\rﬂocr:l)ic mucocutaneous candidiasis IS RIS N Y D55 (CMC)
Immune System Diseases: Hashimoto's syndrome ISMEBIAIR K BAB)
RIEREE Lupus RE
Multiple sclerosis ZFEMPILAE
Palindromic rheumatism QEE DY F
Sarcoidosis YILI1 F—IR
Selective IgA deficiency BEIREY IgA Ri8

REAZE EFARR - EFE AR BILSSAR IR=E) £t 56
SBINCRITDEEXIRNROEHEL I 7 U Y RT—FICRET DRBE
WIP PY R PYYTAYKAE 2018 F 3 A 82


https://rarediseases.info.nih.gov/diseases/8543/accessory-navicular-bone
https://rarediseases.info.nih.gov/diseases/613/alopecia-totalis
https://rarediseases.info.nih.gov/diseases/1204/cerebral-cavernous-malformation
https://rarediseases.info.nih.gov/diseases/12313/chronic-mucocutaneous-candidiasis-cmc
https://rarediseases.info.nih.gov/diseases/12313/chronic-mucocutaneous-candidiasis-cmc
https://rarediseases.info.nih.gov/diseases/13388/congenital-generalized-lipodystrophy
https://rarediseases.info.nih.gov/diseases/10326/congenital-toxoplasmosis
https://rarediseases.info.nih.gov/diseases/10669/double-inferior-vena-cava
https://rarediseases.info.nih.gov/diseases/1988/dwarfism
https://rarediseases.info.nih.gov/diseases/9281/familial-atypical-multiple-mole-melanoma-syndrome
https://rarediseases.info.nih.gov/diseases/9281/familial-atypical-multiple-mole-melanoma-syndrome
https://rarediseases.info.nih.gov/diseases/10415/familial-breast-cancer
https://rarediseases.info.nih.gov/diseases/12165/familial-dupuytren-contracture
https://rarediseases.info.nih.gov/diseases/10018/fuchs-endothelial-corneal-dystrophy
https://rarediseases.info.nih.gov/diseases/12088/hemoglobin-se-disease
https://rarediseases.info.nih.gov/diseases/8590/heterochromia-iridis
https://rarediseases.info.nih.gov/diseases/8705/klinefelter-syndrome
https://rarediseases.info.nih.gov/diseases/10542/lipedema
https://rarediseases.info.nih.gov/diseases/9905/lynch-syndrome
https://rarediseases.info.nih.gov/diseases/4016/neural-tube-defects
https://rarediseases.info.nih.gov/diseases/9364/pancreatic-cancer
https://rarediseases.info.nih.gov/diseases/4521/protein-c-deficiency
https://rarediseases.info.nih.gov/diseases/7656/skeletal-dysplasias
https://rarediseases.info.nih.gov/diseases/2259/supernumerary-nipple
https://rarediseases.info.nih.gov/diseases/7732/tardive-dyskinesia
https://rarediseases.info.nih.gov/diseases/7897/wolff-parkinson-white-syndrome
https://rarediseases.info.nih.gov/diseases/8615/paget-disease-of-bone
https://rarediseases.info.nih.gov/diseases/10308/scleroderma
https://rarediseases.info.nih.gov/diseases/20/barrett-esophagus
https://rarediseases.info.nih.gov/diseases/6135/collagenous-colitis
https://rarediseases.info.nih.gov/diseases/10232/crohns-disease
https://rarediseases.info.nih.gov/diseases/9905/lynch-syndrome
https://rarediseases.info.nih.gov/diseases/9364/pancreatic-cancer
https://rarediseases.info.nih.gov/diseases/10340/menieres-disease
https://rarediseases.info.nih.gov/diseases/10812/patulous-eustachian-tube
https://rarediseases.info.nih.gov/diseases/13388/congenital-generalized-lipodystrophy
https://rarediseases.info.nih.gov/diseases/7456/primary-hyperaldosteronism
https://rarediseases.info.nih.gov/diseases/7607/sarcoidosis
https://rarediseases.info.nih.gov/diseases/10018/fuchs-endothelial-corneal-dystrophy
https://rarediseases.info.nih.gov/diseases/8444/keratoconjunctivitis-sicca
https://rarediseases.info.nih.gov/diseases/7607/sarcoidosis
https://rarediseases.info.nih.gov/diseases/10415/familial-breast-cancer
https://rarediseases.info.nih.gov/diseases/9905/lynch-syndrome
https://rarediseases.info.nih.gov/diseases/7421/polycystic-ovarian-syndrome
https://rarediseases.info.nih.gov/diseases/2326/fibromuscular-dysplasia
https://rarediseases.info.nih.gov/diseases/9597/postural-orthostatic-tachycardia-syndrome
https://rarediseases.info.nih.gov/diseases/7607/sarcoidosis
https://rarediseases.info.nih.gov/diseases/9905/lynch-syndrome
https://rarediseases.info.nih.gov/diseases/5782/alopecia-areata
https://rarediseases.info.nih.gov/diseases/613/alopecia-totalis
https://rarediseases.info.nih.gov/diseases/12313/chronic-mucocutaneous-candidiasis-cmc
https://rarediseases.info.nih.gov/diseases/12313/chronic-mucocutaneous-candidiasis-cmc
https://rarediseases.info.nih.gov/diseases/6570/hashimotos-syndrome
https://rarediseases.info.nih.gov/diseases/10253/lupus
https://rarediseases.info.nih.gov/diseases/10255/multiple-sclerosis
https://rarediseases.info.nih.gov/diseases/7304/palindromic-rheumatism
https://rarediseases.info.nih.gov/diseases/7607/sarcoidosis
https://rarediseases.info.nih.gov/diseases/10197/selective-iga-deficiency

6. KE

Categories Not a rare disease : 25 C/RL\ESE
,(?it;t:a'lssognal dominant polycystic kidney B A 2 PR TR
_ _ . . Fibromuscular dysplasia KRR MEFTERR
Exldn?/;nd L{rlna;r%lggseases. Interstitial cystitis EIE MBS ¢
BIRRBR ORISR Polycystic kidney disease ZHREERS
Sarcoidosis JILI1A =Y R
Thin basement membrane nephropathy BUFEUEMR GEEEERER)
Lung Diseases:fif& R Sarcoidosis IO E=IR
%?ggg%g%ug%? Diseases: Peyronie disease EEFELE (ROZ—%)
Gilbert syndrome )L —)VEiREE
Metabolic disorders: Mannose-binding lectin protein deficiency N/ —=AEEUDTFVRIBIEE
RS Monogenic diabetes KRS FNERB
Peroxisome disorders NIVAF IV —AFERERIE
Ankylosing spondylitis RE MR
Ossification of the posterior longitudinal | ;o smsqcsm 1y
Musculoskeletal Diseases: ligament of the spine G e
HEBEE Protein C deficiency JOF+ Y CREE
Sarcoidosis YILI1 F—IR
Slipped capital femoral epiphysis ABREEE TN
Autosomal dominant type B ELEABEINB EAEESD
Newborn Screening: hypercholesterolemia L 5 0—)LMEE
A REEBOES Congenital toxoplasmosis RN RFY TSIV
Diabetes mellitus type 1 | BURBPRIS
Parasitic diseases: Chaqas_disease : D /A P ==
oot chy s : Congenital toxoplasmosis SRt RFY TS XVIE
= - Toxocariasis ~EFUNSEE
Familial breast cancer KIEHESD A
Lynch syndrome | Y FREIRRE
Rare Cancers: Pancreatic cancer BRign A
FHOLDA Squamous cell carcinoma RELEHA
ﬁg;?mous cell carcinoma of the head and BEELHOEE FEH A
Cerebral cavernous malformation EfRIAISE
RDCRN Focal dystonia BRI R ~Z)?
Postural orthostatic tachycardia syndrome | {AI{E58ARAEIREE
Acanthosis nigricans EERZE
Alopecia totalis ESURELE
(Céh'\r/log)ic mucocutaneous candidiasis IS RIS Y D5 (CMC)
Congenital generalized lipodystrophy SRMEESMHIEIhEMEIE
Dermatofibroma BEiRitiE
Skin Diseases: Familial atypical multiple mole melanoma | RIEMHIFEEM SR UBEEEE
L e : syndrome SEIREE - _
S Familial Dupuytren contracture REMTaEa 1 FSV0E
Grover's disease 2077 —%
Hidradenitis suppurativa {ERE MR
Lipedema feibtE FiE
Pyogenic granuloma IR g
Seborrheic keratosis fERMEAILAE
Vitiligo SEHEH

(GARD D T JH - D GRDR &% excel {6 D ZBENRO D « LA ZERNTDH
Q EEME - EENSE - EBOFEFORES ERE

MK —6-14 GRDR ICRITIREERBDEZE

i) GRDR TOfu&fg 7 =&l
Stakeholder Role in Registry Motivations for Registry Involvement
BBENRUORKR, EEA eIl KRICEATDRFNA L, FFEBNNDS
Patients and their families/caregivers | Paticipants nn, SBEEREREA\DRD
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https://rarediseases.info.nih.gov/diseases/10413/autosomal-dominant-polycystic-kidney-disease
https://rarediseases.info.nih.gov/diseases/10413/autosomal-dominant-polycystic-kidney-disease
https://rarediseases.info.nih.gov/diseases/2326/fibromuscular-dysplasia
https://rarediseases.info.nih.gov/diseases/6787/interstitial-cystitis
https://rarediseases.info.nih.gov/diseases/7419/polycystic-kidney-disease
https://rarediseases.info.nih.gov/diseases/7607/sarcoidosis
https://rarediseases.info.nih.gov/diseases/5911/thin-basement-membrane-nephropathy
https://rarediseases.info.nih.gov/diseases/7607/sarcoidosis
https://rarediseases.info.nih.gov/diseases/7379/peyronie-disease
https://rarediseases.info.nih.gov/diseases/6507/gilbert-syndrome
https://rarediseases.info.nih.gov/diseases/10309/mannose-binding-lectin-protein-deficiency
https://rarediseases.info.nih.gov/diseases/10257/monogenic-diabetes
https://rarediseases.info.nih.gov/diseases/8398/peroxisome-disorders
https://rarediseases.info.nih.gov/diseases/9518/ankylosing-spondylitis
https://rarediseases.info.nih.gov/diseases/9699/ossification-of-the-posterior-longitudinal-ligament-of-the-spine
https://rarediseases.info.nih.gov/diseases/9699/ossification-of-the-posterior-longitudinal-ligament-of-the-spine
https://rarediseases.info.nih.gov/diseases/4521/protein-c-deficiency
https://rarediseases.info.nih.gov/diseases/7607/sarcoidosis
https://rarediseases.info.nih.gov/diseases/11001/slipped-capital-femoral-epiphysis
https://rarediseases.info.nih.gov/diseases/8588/autosomal-dominant-type-b-hypercholesterolemia
https://rarediseases.info.nih.gov/diseases/8588/autosomal-dominant-type-b-hypercholesterolemia
https://rarediseases.info.nih.gov/diseases/10326/congenital-toxoplasmosis
https://rarediseases.info.nih.gov/diseases/10268/diabetes-mellitus-type-1
https://rarediseases.info.nih.gov/diseases/6030/chagas-disease
https://rarediseases.info.nih.gov/diseases/10326/congenital-toxoplasmosis
https://rarediseases.info.nih.gov/diseases/7788/toxocariasis
https://rarediseases.info.nih.gov/diseases/10415/familial-breast-cancer
https://rarediseases.info.nih.gov/diseases/9905/lynch-syndrome
https://rarediseases.info.nih.gov/diseases/9364/pancreatic-cancer
https://rarediseases.info.nih.gov/diseases/1091/squamous-cell-carcinoma
https://rarediseases.info.nih.gov/diseases/8503/squamous-cell-carcinoma-of-the-head-and-neck
https://rarediseases.info.nih.gov/diseases/8503/squamous-cell-carcinoma-of-the-head-and-neck
https://rarediseases.info.nih.gov/diseases/1204/cerebral-cavernous-malformation
https://rarediseases.info.nih.gov/diseases/6458/focal-dystonia
https://rarediseases.info.nih.gov/diseases/9597/postural-orthostatic-tachycardia-syndrome
https://rarediseases.info.nih.gov/diseases/8603/acanthosis-nigricans
https://rarediseases.info.nih.gov/diseases/613/alopecia-totalis
https://rarediseases.info.nih.gov/diseases/12313/chronic-mucocutaneous-candidiasis-cmc
https://rarediseases.info.nih.gov/diseases/12313/chronic-mucocutaneous-candidiasis-cmc
https://rarediseases.info.nih.gov/diseases/13388/congenital-generalized-lipodystrophy
https://rarediseases.info.nih.gov/diseases/9807/dermatofibroma
https://rarediseases.info.nih.gov/diseases/9281/familial-atypical-multiple-mole-melanoma-syndrome
https://rarediseases.info.nih.gov/diseases/9281/familial-atypical-multiple-mole-melanoma-syndrome
https://rarediseases.info.nih.gov/diseases/12165/familial-dupuytren-contracture
https://rarediseases.info.nih.gov/diseases/6551/grovers-disease
https://rarediseases.info.nih.gov/diseases/6658/hidradenitis-suppurativa
https://rarediseases.info.nih.gov/diseases/10542/lipedema
https://rarediseases.info.nih.gov/diseases/10963/pyogenic-granuloma
https://rarediseases.info.nih.gov/diseases/3108/seborrheic-keratosis
https://rarediseases.info.nih.gov/diseases/10751/vitiligo
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E3 ] GRDR CTOfiIiEN 7 =El

Stakeholder Role in Registry Motivations for Registry Involvement
FBEER ZIiES ERICRETDRBOELE, BEPIER
Patient advocacy groups Advocates, sponsors DR L, EEHRBIADED
EEES F—AIRHE EREBICET DRFDE L, EBIBFRDIN
Clinicians/Investigators Data contributors ENUOHR, B8BEA1 RS54 VDERK
ROpa T iEae=] , o =, PAs) = = _
/ﬂfﬁa Principal investigators, ?i%ﬁﬁn, RERBHRADIZOHOT

scientific advisors =

INA AEBEES 2INVY—, BIHESE ERERGHER 2@ UIC R B DB B EDHR,
Biopharmaceutical industry Sponsors, developers BEICXTT DB ENRVEEEDIRTSE
A, fRTIEEE, SEWTE RV —, IERIgHE | KROMA, BFVEEROLZEEDIER,
Government/regulatory Sponsors, recipients of | ERIERDEBXINROB L, BEES
agencies/payers information INEZ DIV E il

(Gliklich RE et al. (2014) Table 20-1 ZEA:ER) 207

GRDR (JO—/NIVE#RERTOT S ) NDHREHRSIRIE, RDCRN (HRERRIZTHRR v
FD—2) ICRITSD DMCC (F—YEBEREZYH—) D/\— T — (Consotia) THD 23 IC
RISVEBRIDEIFHEIDEIFT 1 I~ (Contact Registry) Z@ U Tz D208,

RDCRN [CII#BRE TS L CESDIEROERKIRREZ B IR TE D2, 2018 F 2 BIRf,
RDCRN [CE#F LU T\ DERBHIIEET 23,036 ATHD,

@ HBIBRONETERURMETOER
NIH @ DMCC (F—~BIBEFR TS —) (&, NIH H'E&HZ RDCRN D CDE (Common Data
Repository ; @7 =S 20CE DT GRDR DT =Y FEERKT B,

B%&—6-15 GRDR O CDE (F@FT —HERIER) I[CHSNIEANT—HIER (BB
ANDT—FIEB BATDE
Race of Participant Aig BEER
Ethnicity of Participant [Z90i3 BEER
Assent BAEDEE XFAD
Participant Preferred Method of Communication | 29 &8 F R XFEAN
General Health ERRIARE BEER
Participant Age for Weight Fh—REBREARIIT BEER
Participant Weight rE HIBEAND
Number of Living Children FonDFHOE HIBAND
Maternal Educational Attainment FHORRIEE BEER
Country of Birth GUID HEUCE J—FAD
Zip/Postal Code of Participant’s Residence BEES J—FAD
Last Name of Participant Jic3 XFAD
Rare Disease Diagnosis B DERPRIRRE BEER
Consent 18 mAREBDHZSDEEE YIN EIR
Participant Hospitalization AR BEER
Sex of Participant jeaall BEER
Registry Unique Participant ID BE ID (BREBICEBEER —

207 Gliklich RE et al. (2014) Registries for Evaluating Patient Outcomes: A User's Guide, 3rd edition
https://www.ncbi.nlm.nih.gov/books/NBK208609/

208 RDCRN Contact Registry

https://www.rarediseasesnetwork.org/registry

CORED, EERIDERUEEBBQITERT 1 LZRELTND, PIZERIO—DERFOERKETH
5 NEPTUNE (Nephrotic Syndrome Rare Disease Clinical Research Network) D& ~IRDERD

Join the RDCRN NEPTUNE Contact Registry
https://www.rarediseasesnetwork.org/cms/neptune/Get-Involved/Contact-Registry

209 NCATS, Patient Registries

RERF EFNARH - EFE AR BB (IR=E) &5t
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https://ncats.nih.gov/clinical/registries

210 NIH Common Data Elements Repository — GDER  https://cde.nim.nih.gov/cde/search




6. KE

ADT—HIEB BAIDE
Participant Previous Trial Participation BRIREISR DS NOAEER BEZER
Participant Assistive Device ERS BEZEIR
Previous Surgeries FTHEER BEEIR
Fatigue S REDIRRE BEER
Number of Pregnancies HEDOE BIBEAD
Participant Term Delivery DIRIRNR BEZEIR
Age at Diagnosis FEIR D HEAND
Grade Level RHBINEESICBEDNFE BEER
GRDR ID GRDR ID (Z4RE5(C BN/ —
Paternal Educational Attainment RIDRIRFEIE BEEIR
Rare Disease Diagnostic Testing ERARIRE IR BEER
Current Medications RIODBEINR BEER
Physical Functioning SAES DR BEZER
Participant Height 5 HIEAND
City, Town or Village of Birth 4 Uic B4 XFAND
Registrar RDCRN NDSNEFRDINR YIN IR
First Name of Participant = XFEAN
Participant Identifier Source ID OERI (EiRIFICBEIERK) —
Participant Existing Biospecimen Type RE U EFEHB DR BEER
Participant Future Biospecimen Donation SERET DFEDERTR BEER
Participant Hospitalization Count Al HBEAND
Family Income RN BEER
Participant Primary Telephone Number FE2EFEES HFEAND
Participant City (Rt THRETRT XFAD
Registry Record Date &8 (ERESICBEEER) -
Number of Live Births S ERDDIGE HBEAND
Participant Existing Biospecimen F RSB DIRERRER Y/N EIR
Participant Premature Gestational Age at Birth SPERDBESDHIKEL HIBAND
Rare Disease Family History KIEDEREBINT XFEAN
Age of Symptom Onset FEIREIRIFOF#p HIEAND
Number in Group House BBADAE HIEAND
Educational Attainment RIRFRE BEER
Health Insurance Type NOA UCL\ SEERIRIEDERI BEER
State or Province of Birth A Lz XFAD
Nationality B XFEAN
Vital Status INA B )UIREE BEER
Name of Registrar S iRIEIS XFAD
State of Participant's Residence {ERTHEDIN J—FAD
Country of Participant’'s Residence {EFRDE J—FAZD
Middle Name of Participant I RILR=A XFEAN
Participant Current Trial Participation RIODERARFAERDS IR BEER
Proxy Relationship to Participant REBADIBES, BEEOBRE BEER
Location of biospecimen donation EARHBOEE M XFAD
Medical Foods/Special Diet EEE /BRIE BEER
Depression DDIREE BEER
Source Registry SirDERTT (BRIFICBEIER) —
Participant Future Trial Participation SEOBRRIBRNDOSIEE BEER
Pain BH BEER
Participant Age for Height Fh—SRBHREMIIT HIBAND
Birth Weight BEREE ENENNA]
Health Insurance Coverage BERRED/N—IAR BEER
Year of Death R b5 HBEAND
Participant date of Birth $5A8 HBAND
Record of Self Completion PBEZFCADCER BEER
Participant Street Address =3 XFAD

(NIH Code of Repository — GRDR &k D Z18) 211

211 NIH Code of Repository — GRDR  https://cde.nim.nih.gov/cde/search
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6. XKE

© BRKRT—4 « XEUMY B DEAESE
GRDR (JO—-NIVERERTOT S L) DHFEBRICEE I DERRT —5EICRDEMR
X DIEEUS(L, GARD CELHEBRUEBIERTEZ VY —) ODHRIEHREPIE (Rare Diseases
Information Specialist) D¥I#T D, HIBTEEICRDBRIILBESN TV
R, HRBHREPIEDIBRINETTE, NIH (ERBEEHAZFPD 0)1%%4‘@%&, EFNDsE
£, PMHX, D TYA b~ BEDEDSDER, EET—IN—IESINTL\DYS

® D=7+ VI3E
GARD GEBIEHEEZENRUVHFIBHRTE VY —) ([, GRDR (JO—/VVERESETOTS ) O
J—7 1 VJIC, ICD-10 DEGRBINEBIR TH D ICD-10-CM ZAL\TL\1 D213,

@ BEDEANBHROEIKL)
GRDR (JO—/N)VERER T OIS L) ICSN19 BB, GARD GEGHIEEBRUEBIE
WLV —IDERE UIZSHNRREICER I D, GRDR (3, SHIRERZ DR (Informed Consent
Template for Participating in Rare Disease Registries) Z/388 LTS24,

M*X—6-16 GRDR ICSN9 BEEQITOSNEEEZEDHARES
HEERMWEN\DOSIERS DS
EE

CORBREDBERNICRS LT, IHZES) &IE, XXX EBMSNEAZIELET, SiRIEHR,
XXX EZMISNIEBENSOINELET, HRRC) £, SRERERHTIZZREEES, X,
SFRBEDRRICENSEEZE I DIREHDINIREESZIELIT,

B89

FBEOSRBEWICE, SHEBENOWEUCERBR REKE, ZOHMEZFHOHARNDERBDEDIC,
BRIEBMREFSNT T, XXX EFOBHNIE, @—XEEFRITDIEREEITDIBANS, ERZOMDIE
REMELVUTREIDCEICHDFEYT ., (SEEMES (registry) (&, CTISENDBBOARZEAT
BTCENTEXT ) HRZICIE, CTICENMNTNDCEICNZ T, XXX EFICHRDERIERMNEHRSIN
EXP

F2, —BOBHFMEIL, BEDOER, MRZOMOEERTANERINT /N1 Z/NYD(CUYD LTI
EXP @&Ttﬂbﬁ%@ﬂ(ﬂﬂ/?ﬁ%%ﬁmhﬂ,%EE@EWﬁﬂE%ﬁ?%&iWﬁﬁ%%D
EUNFEBA. ZDHEE, HRIEDNAZNYDICERENERHIDCEDFRIROESNDCEICE
DET,

SERMEBDREB/RG, HROERERD THLEREZHAT IBNT, EFHNEMARLIUR
EROVRERREHERDIZHICEARSINF T XXX DRFEICHIZ o TS, EEBDARICEDLDICHE T DNZE
BRI DICHIC, ERRBRAMBERDET, SOICHREL, XXX BREOBWICPIOLZALT, &
NERBHHDUEMEDH DAY —ZRRLE T, BEOHBOHCREEEET X T DCHDMFR
0, (SEFHEIL, EROBEMECONTENNSGHRIBZCCICEALTRSLY) REETREDED,
XXX OUIRFULYYY DOXEBEZITEIN, HRLICSHNEREANDOEEA.

BEERMEICSNTDELESBDEIDN?
DRENEEHREEBICSNT DIHEIL, HRERIIEZEEDEBROBRRZEBRZREH I DRI DICK
HENFET. BROBMIE, HREOTSANY—ZRELBRDDS, HRECHBSERZDOHOBERE
HBIDCETT., ERMENDBIEDTS1/\Y—ZRE I D—DDEL, HAREICZNZRETD

212 About GARD, Where does GARD get information?
https://rarediseases.info.nih.gov/about-gard/pages/23/about-gard

213 GARD, ICD Coding for Rare Disease
https://rarediseases.info.nih.gov/guides/pages/123/icd-coding-for-rare-diseases
ICD-10-CM [C DU\ TIZ CDC D+ &SR, https://www.cdc.gov/nchs/icd/icd10cm.htm
214 GARD, Informed Consent Template for Participating in Rare Disease Registries
https://rarediseases.info.nih.gov/radar
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6. KE

FilC, DREOEBRBHRNSHIIZOBE, FPAZ0MmD MEall BREHRFIDCETT., CODBR
(&, &80, F71, RIEHEEDOREESBTDZOMOBRESL I NTOEABBEDHEFFINTINND
1z8b, TIEEBI) TY, ERBMICIIDI— RBJESHEESNEINILLESN, Fa )T+ TRESZNE
VAP ES—NTIRELT, BEILE/NNRDT—REFBLET, LIRS IUTHEEI DEREET
BA—Y—LFIHNI—RDF—[CPUOLATE, BECMUTHECETDRDICREDET., BRIF, HF
EOTSANY—EMBHZRETDCOHDEBZE LFTIN, HELOBERUIENTHIZD, SRS
B/HSHBELEHNFRSIND IR EINSNENSHOET, .

LERMRST, HIFEOBRIBRESSEMRENDENEEHBIDCEL, HEENENEHRET D
IESZEVRD, HDFEBA. BERESITZ (approved) HRBHIUBKRES, IEHBIDISHROH =
KRIJICEEZHTSINTT ., BEREZTEMRBRKIVRKRED, BEDEBEIFERBROEECRET D
RESDHRETDOEDHIC, EBBIOBREFEHIDCENBDET, ®SEER, BDODHEDRZHD
BEEBDITBEHITIEEBIDIBREERT DNENFT B, EBEDARSOHARICELTCNDEER
SNIZIBE, XXX SRR IGELRND VS - EEHFMBEBORBANDIIZICERBLET, HRESE
DREICEBERITDCEFTEFTBA, XXX ERMBERIEIT—Y TV ML, ARICETDER, HK
UFRLI IBEIHRSICBIEIT D EZRB LET,

HIFZDOIEHBID XXX [CHRDERIBRISL, TO-NIVEDMEREEET—YIMNIY LY (GRDR) 75
DDFT—IN—-REERBEINET, CNICKD, KDZD <@ﬁn%ﬁ%$é@%btﬁnéﬁi;t
DYEICRDFET,

LHERMEICK > TURESNIVNNAILESNIEIEFBIBIRIE, XXX IZT2ZF 4 ICBLET., XXX &
RMERS I, BERURN'E I DIEREREIDIEEZENTI, [CCIC, BEICHUT, FiEHE, 18R,
REFTE, B8, iREl, IRB OERSRICEITDIAEENITBRES DL TR

DRI, VE<EEBEIC 10, BREROP Y IT—FEROOSNTT, ERKEEE, HEEHNFE
FRIEEIECEDNWTBELHBEIOEELTCT—IDP v IT—ERLUE T, FEERKRIL, HS
EOECFRBEDBRZDMDORSET DREDVBEBRICDINT, FAX XIEPvIO— RMEEET DL
SRDINENFEEA. DRICORRIREDEILD, NHEOESE, XIFFHERERDDHDEEIE, 1)
DTEERPNIY FMEREFHFHIDCENTEEY, SRMREAHILISEIETERVNESE, PHDY
FOEMEEINDCENDDFET,

HREOSNERTY

SERHEICIBIRZIEMH I DT ED, MRZDBERTANE/NA Z/NYDDEBERDIEHICEHIDTE
FERTT. BREZEHLUSONEERSBNEBEHD I EA. SNUEERE, WO TEEBR EiF
BN S5REIDTENTEET,

IBIREIFRDER

%ET@WU D DT, HISENEBHR U TN DIEREEBD SHISCDBEREZRIFIT DCEELINDIEG

, ISDFHRBIIARBTHDBHBICTDCENTEEI., ERMEBICERIDICITT, HISZDBRET
—QN—ZD‘B%UB%éﬂ?I*go GRDR ERICHBEINTIND, XIFHBROBREICHEDIFFRDIZHIC
MRBICEESNIZBIRIE, BRRXIFEFI DB TESE A

LETC ISy g RS iy

SEREEBNDSNE, HELEXEBEARAC, BAY, EFNREEENCNRZEECS5ITEDTE
HDFEB . LDL, BIRIEDRIEOMDBIHRENDISCDEBOMDEBDERERDDICLEICLOT,
BU xxx ZEREFDOANOMEDEBENTDINELNEBA. xx KERICETDIBROSHENDNIL, 7
n@lt BP Y TIEDBENDIEMN DV FTT, COXDIRHAIL, HARBENREHNITEEEDEED

BEIDEZEHERIDCEICDOBNDET, SNEL, HARBIURKHEERICSINT DHERIC DN TODIER
@@%@ﬁiﬁﬁ,ﬁﬁﬁﬁnam%wﬁm_z 2AEZITMBCENTEFET,

SNICHIZ>TDIURD

LEREEBBICSNT IED ) XD EIRINRICHIZSNT T, BEHFMEIL, HREHBZIC\EBZE
IFINEUNEBAL, BRENDBEFIENDELNEEBA. HELEIE, HEUCBNEREHRR
EHEITIMUELEDHD I B, ZOMTEENDHD IRV ELT, IVE2A—FIYRFT ADIES (breach)
NHDFET, HEFHEOIVE1—IIY AT AICT—HIDESHRE ULCIHBSEHRLISBHNSNSK
ER

RERFERUAADSN

BIRIBIWIE, XXX Egticn, (CTICSNEEZRRUTHRS] LEEENSNESNTT, 18
BmUL TAREZER UCHE, XIIENRRESHVENEEICEEZNCRARULCESL, BERIEE
[CEATEHRIDCENTEET, TNUADIZEE, BEDENRRESXEHRE, BESOSNI DD
DEBRBICERBIDIMUENHDET, REFOSNEN 18 MICEHELLCIHBSICIZE, MiGHESIDIEH
CEERRECBEEIDENTEET.
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6. XKE

ZOHIL<HIER

HOROBREICEZTINEIH?
ERFHIDVUIZFIADSNICDONTTARBEZRDBDNIE, XXX B34 (CTICEFX—ILFP
RUREBALTRE] [CTBIBL S, DELOHEERUENOSIICREBNDONIE, HEIRLES
(CTICEFA=IP RUREBALTREN] [TERLUTLEE), HBEREBOSNEELTOHE
EOERICDNTRNGHEBICIE, BREBIZD Institutional Review Board (IRB) [D&EHRI D&
ETEFT,

FASERRERERICBAD D IZNER > TNET, BRINISESHRIESNIIH ?

LEFMEOIBERDV EDEFRENHARICSNLOISTDCETIN, BROBEICHEDER
@EW@H%@ ERERSEERD BN ZE T DIRFEIH D B . BERMEIANDHRIZDBRICEDNTY
BEEDHIERICDONTERND D OEELTE, HEENERKRRBRDEHZR/IZLTCNDEIFRDFIE
h

LBFMBREDERRIERIC DV THBIEICEBT DRE, ZNI3, BERMENERRHRZHETIE
ERRUE B, BRIENHRICERIDIRCIE, ZORBEOATEICBELIDIMUENDHDIT, ATS
[CBZIDRICIE, MIFMHFRRY v I EEEICKETT U TNDARICDNTELE > TEE,

RSERRERERICEES UE<BHD IR, ENTEBRIDIMEDHDFIINH'?
[F0\. HRIT, BDRENBRKRIRICSNUESRBRNBEETHO>TE, HRENERITDCELZFTLELE
9, HIXCTDBERIE, XXX DEBEEDHAREEDLCNEBZTNDAREBICE >TRIBALELNFE A,

ERMBEICERULCBVNES, MOBRKRICEIALNHOETIN?
LEREBICSNTDIMEEHDFTEA. SIEERTI. XXX DI T DAY/N—(THEDIZD
IC, SBHRHEEEICSNIIMBLEDHDEEA. SEFHEREICSIIINEDNICRIDISCDRERL, H

SEDER, HIIENODERLSE, XIREHGYICEELEIEA.

COBHRICERIDCLEICKD, BHRENSZOSNTNDENENREFBENEITDCCEHDEE
ho BIILIEHEEIL, WOTEERZHOL, BEDHARICEIDITENTNSVERZEFIT DL OEH
LTLIEZE. BEDRRICEICEID LB TOSNTNDERZRIFIDCELFTEEEA.

TOFTvIORMEDHRBIZOEBESRIL, UTFZEKRLET. () HELICEISBSIRICET IERBROHEESR
HESZ25N, BEZIDIRINHOFIUL, (b)) BHISEE>AYIAa—LRIVEY FORSEERELTH)
F9. (0) HEEICEILBHFEBICSNT DINEDNERFT I DIBEN+DICHOFI UL, d) LERMES
[CBNIdCEIC@RULE U,

1B ERERINDOIADOSNEERERNIZEDTHD, FAOKIHEHNIEND TERBTEICEEZERLT
WET, FLha

2.7, RAEFRNDRIEDTSANY —EFREHICHOSDDIIRNERSNTNDCEEZEBBRLUTNE
T, RS, FADEBEABHRNMRESN, I— FEFEALUCHERERBICRESNDCEZEBRLUCNET,
LHUEHS, FAEBRITEBIBIMNABESHCEDUZDE, FERICNSNELSHDET,
(L3
SFINSMCABTDCEICKD, BODRRESHRETEHMNCEHNNIIBIET DEHIC, BEFEEEDH
SEBESITDICEEZEBRLUTCNET, ([Eha
BIRSE L L DM EEEIRLUTLIZEN,
EX—)LO BE}EQ HEEFA MR AX—/)La BEEQ

470, FADERBICEEE T IERRABRRIUMOERHRICERINDLD, EHIDEEBREIREL
FNWEEZTNEY, ELha

5.Fhd, BDOIEEBIBIRY, FOEBICIIEEENSVVESESDRISNIEARICERTERICEEE
mUE9, Fna unnxzoa

6. 50, FEBBIDIBRDY, TO—NNIVHBMEEREET—FJRI L) (GRDR) BEDHDT—HNR—-2
EHBESNBCEEZEBRUTVET, Fha

7.F70E, NWHEDARBECHNTE, SHREANOSIOBAFRIN TERVEEBTROEENSEAN
[CRBESOSNZNTEEN DD EEZEBRLET, [FLha

8. FAIRND TEHERKENSREL, FDBRZHIFTCESDCEAEBBRUI T, FAEEE, MEICSR
Bn,3?[%@@%%[%@%?5n1m5lﬁﬂ@ﬁté&m;téﬁ&bimggg(amu

9. UEIRMEEICEBNSN U CEBDRRICEEEZERITIBERNMEONIZIZEEIC, HRENZDEREA
FTEBERDICURI FUICEBRULEIN? A Lhza

10.FAIFISE, BRERSIEROZDMOMZICSINT DAL BNESIUIEZNEB > TUVET,
Fna Lnhzo
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6. KE

11LFASEELEORNBEERLTHD, INTOBHICEZF UL, ACEIBERUBICSNTDICESE
RDBEHD+DIREEHIHDFE U, MICIECORBRENDS EERICEIDIERBRESZSNFL
e [EWa LWz a

fgh B BNIL, URICBEBNEHETI),

BHEEODKS, B5EES, BIENG

BEXILEHREADKS

| |

%%2@%%ﬁ@kﬁl@@%§@@%$ﬁé@%ﬁtltéﬁﬁé%
By

COBRBONSERRLLES (BEOEEMUN DES
| | B

EBRIDEERTOY D FDIRR
KBICRTDEBREHETOY D FDKRIE, HF—6-5 RDCRN (EHEERRARRY
FD—2) IC8BIFS NCATS-DMCC (F—HEEBREZYH—) M/N\— k7T — (Consotia) ] M
SIVORESR.

© FT—HDFIFIER
GRDR (JO—/NIVERERTOT S L) DERIEHRIL, IRE GARD DT JY 1 LH5E
BETED, I, N\=N=FRREXFT 1 NILADT—)UH NCATS DEFESITTEELTND
RN —INSHBBBREZERING, HETEL TV PIORBABEHRISA VIS IT1T
ERCKDT—=Hy bEFDYO—-RIDCENTEDYS,

BEAXIEBADL D » UV AT =5 EDEAERIBIRR
GRDR (JO—/N)VERERTOT S L) OHBIBHRIE, NIH ZZTi#EIRU RDCRN (256
RARRY FD—=2) O/N\—~F—HECMBEFIRAEINTID, BB DBEFRIAKRR
[FEESRSNIZ0N,

) T=AIN—=I T LADERIAR

GRDR (FO—/NILEREHRTOT S ) (FIRTE RaDaR (#HREHRTIOT S L) NEBITHE
E¥PTHDIN, T—HIR=ZANDPDLRICHIZ>TIFSIEHE NIH (B REEEHRKRPD
HBEF L7Z GUID (Global Unique Identifier) DALNS5N D, GUID [FBEDHAIIEIHR (PII:
personally identifiable information) Z{R#EL, JEHRUE UIZIBREEZATOI LD~ T—
IR=Z, NAANVDOEDEHRABDITHDY I DT PTHY, SEFERIN NIH ICEBEE
FRDCETIANDY EHMYSENDS, BITEOD GUID YT RO T PR=ANDS5TSTHNR
—RIBBI DY T LARUENTHNTHD, 2018 FPIHEMABIBFIELINTLD,

215 Harvard Medical School, NIH/NCATS Global Rare Diseases Patient Registry Data Repository (GRDR®)
https://avillach-lab.hms.harvard.edu/nihncats-global-rare-diseases-patient-registry-data-repository-
grdr%eC2%AE

216 Global Unique Identifier (GUID)
https://rarediseases.info.nih.gov/radar/global-unique-identifier-generator
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6. XE

®EX—6-17 GRDR (FJO—/VVEFEERTIOTSN) OVRTAI VT
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Rtdtarcuer *
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i cun

cuic

Cinsal Dawa

Restirdur

(Program Update Webinar on December 4, 2017 KD #x&;) 217

MZ*X—6-18 GRDR D&#k THD RaDaR (EEEFETOTS L) OIYZATAY YT

1
(] i
[—
Restarther /
s
HAZH /,"’ 5
-
.37
7 GuD

4 _
GUID Generator @

I 1 i
[ e | L * cup
== Crvical Dass
Faitar e

(Program Update Webinar on December 4, 2017 K D #5E))

217 Program Update Webinar on December 4, 2017  https://rarediseases.info.nih.gov/radar
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7. NI

7. hry=s
(1) BisR
D HROEE
NFHCIE, BOEDOEHRBFORREICED\CES (rare diseases/ rare disorders) D2
NREENEFE LR, DD TAHF FREES (Health Canada) D125 UIC FH/DEZS (DRDs:
Drugs for Rare Diseases) |CET DA STBRICIIFTVEZERDIRERDEBS KON TS
BEBD 1BDAICS AMTEEZSNTVED, BFERRFERICESTSHICEDX,
HREBBRITOFVEZROUNNEEAERZANBRRZTAON-ITIMRZELCTND
MICIE 3 MDD DD, MICKDERDERNRRD, AVFIAMEZ2—-TSVXD1vD
INTIIBERISFHERDBAER (incidence rate) N 15 DAIC 1 AMMTRDEBESN2L, P
IN=FMNMTEATIBEPDEBESHN 5 DAIC L AMTRDEBESNTIND22,
FZ, BNV THRBEDOEZTEDIEEFIEARD CORD (Canadian Organization for
Rare Disorders) (3, EBDERZ, FMESHOMWA 2,000 AIC 1 AMUT, I8HOD51DAIC
50 AMRE LTINS, CnIcENIE, DFFERD 12 AIC 1 NSERESE C78D%24,

@ HHRXIROME

NFTTEBBFEIE, DT HICHITDHEBEXIRZEC TRV, ZOEHEUTIE, AFTD
REEDEFDRE L DORERDNEFIT TS INEMDIERICE U, REEERICHVNTEFDEUT
(SINEMEAT EXTERBERICHDITH, BE UTIHR—BIRIRBEERZHRE T DICENT I RE
BEBNBTORBREICLDIERNMUBESNDECS, GRIEBDUTLUESRZTRINE
NDANFITHFEDEBFIEBRBICLDENEEZSND?,

MIZEM L ANIVICHIT DEHBXTRICIIMEED DD, ZVIVAM, Z2a—-—TS5VXT1vD
M, PIVIN—=FIIRE—BBDIMNDIREBEMRBICER L TNDICEEF D, ZDHDINEENT
(FEERXTRIIER L TUVRUND, RNORRIRIZICIIA U TN DERBEICUHSNDIFRDEER
SBOEADZEN (reimbursement) ZZNZNAEDICEECFHREICKIDERLTUND,

28 RBICBNWTATIDBEEERIBSIL, HNTH FILXIE C$EFRELT D,

SEXTIC, 2017 FICRITDABFEEAEL — R, 1 05 B)L=86.45 B THD.

SR : OANDA, Average Exchange Rates (bid rate)  www.oanda.com/currency/average

219 Trevor Richter, et al. (2015) Rare Disease Terminology and Definitions - A Systematic Global Review:
Report of the ISPOR Rare Disease Special Interest Group, Value in Health 18 (2015) pp.906-914
https://www.eurordis.org/sites/default/files/1.ISPOR_RD_SIG_WGL1.pdf

220 CADTH (2016) Drugs for Rare Diseases: Evolving Trends in Regulatory and Health Technology
Assessment Perspectives
https://www.cadth.ca/drugs-rare-diseases-evolving-trends-regulatory-and-health-technology-assessment-
perspectives

21 CADTH (2016) , ibid.

222 Albarta Health, Rare Diseases Drug Coverage Program, p.4
https://www.ab.bluecross.ca/dbl/pdfs/dbl_sec4.pdf

223 Samir Gupta (2012) Rare diseases: Canada’s “research orphans” Open Medicine 2012 6(1)
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3329116/#refl

224 CORD, Canada’s Rare Disease Strategy

https://www.raredisorders.ca/canadas-rare-disease-strategy/

25 Pz, 1984 FICHETINIZEATFIRERZE (Canadian Health Act) (38 REESNYNEBITD/RXTZE IR LED
STHIISEZERERIZFIEDZOHDERETHDN, MBBIOBIEE L\ DBEHZH D INBUE s ZE DS
WEET—E2DERUZIVERBRNEDE THUWITIZESE M, FOMEEIC 15 FRDZELTUD,
SEERLT (2002) THHBEEHBBE-NDTIRBBRETRELCHKILIZDOD, BERDKER, pp.174-179
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7. NI

DHDIKTOT, IEEFIEAD CORD [, 2015 FIC T NFH DEFEXTERELRE (Canada’s Rare
Disease Strategy) | Zi2R L, @EIZBICE DV \CEEROIHEE EFHEATICBEZNT TS5,

BR, NTHTRESNDIEERIBRRBEESRE (Food and Drugs Act) [CKDBHIEN,
NTIRBEBDORYZE I DECS, KEFDANRIY ULHEVEERDOZLI N AFTITRIS
NTLD, 2016 FOMRBXICEINIL, 1997 FNH'5 2012 FICHIFTHKE FDA DRI LIEH
IDEZRD 74% NN FIRBEICKLOBISTNTND, T2, FEEBICRN TRESHTNKE
FDA [Cxf U CIERNICEREE (submission) ULIZBNSATIREEBDFRT (approval) X TICE
LIz B8 %S 423 BRATH 12227,

@ #Ef&

NFTIREBEL, 2002 FICHFDEERICEHTIZERMADREZFELCNDCEZER
[CRUEED, REDESNBNFEESEICED.

2006 F 7 B 5 BICRESNIEEBBT-NERFREARSSICRNTHVERERICEET D
EENSREHDUEMNBIER SN EDN?E, ZOEER ULHEMIEH SNV,

2015 &, N YRBEISIGROBREEREDREERBICENCHDEESRICERT D% 2
FEDRBFTBREORELZFELCIVYILT—Y 3 VEEBUICH?S, ERICESHIFS
DOt EEENE S22,

2017 &, NFYRERB(E 2012 FUROERBERICEIR T DBRELRND T TH+ FDSH|
pRUIC2,

(2) REVES
NFTIICIEERROBVEERICEBIDIEEUNILOESIER.

(3) EIRHES
@ BIRIEBIEZDRE!
NF I BB OIRREERII N T T IREE (Health Canada) W'FIE T D, HEXIRIRERN
EIIHIFRERBESNTUNEND, BBDRERSBERS (Health Products and Food

226 CORD (2015) Canada’s Rare Disease Strategy
https://www.raredisorders.ca/content/uploads/CORD_Canada_RD_Strategy 22May15.pdf

227 Matthew Herder, Timothy Mark Krahn (2016) Some Numbers behind Canada's Decision to Adopt an
Orphan Drug Policy: US Orphan Drug Approvals in Canada, 1997-2012, Healthcare Policy Vol.11 Isssue 4
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4872554/

228 Conference of Federal-Provincial-Territorial Ministers of Health, July 5, 2006
http://www.scics.ca/en/product-produit/news-release-health-ministers-continue-working-on-the-national-
pharmaceuticals-strategy/

229 Regulatory Initiative: Orphan Drugs for Rare Diseases - Forward Regulatory Plan 2015-2017
https://www.canada.ca/en/health-canada/corporate/about-health-canada/legislation-guidelines/acts-
regulations/forward-regulatory-plan/2015-2017/regulatory-initiative-orphan-drugs-rare-diseases.html

230 Without rare-disease policy, patients in Canada face steep costs for drugs, The Glove and Mail, February
24,2017
https://www.theglobeandmail.com/life/health-and-fithess/health/without-rare-disease-policy-patients-in-canada-
face-steep-costs-for-drugs-health/article34129051/

231 Health Canada gives 'kiss of death' to planned policy for rare-disease drugs, National Post, October 16,
2017
http://nationalpost.com/news/politics/health-canada-gives-kiss-of-death-to-planned-policy-for-rare-disease-
drugs
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Branch) (& 2015 FICHFVERERICEET D5t 2 FREIDEHFTBEDREFEELRK UIZEDIBY
I THoI.

JEERIDIRTI 4RI T D CADTH (Canadian Agency for Drugs and Technologies in Health)
(&, RHERRRONABZARICUTITERIZRDZNT (reimbursement) XIRE T DEZEGIC
7% D51f (CDR: Common Drug Review) Z1357, FHADOXIRICIIFIEERESEIND,

CDIFNMELFEEDRMRENRIC CCMG (Canadian College of Medical Geneticsits) 232
N, ILECTFEBEOMEEEELT, NTITRBEDODHEEICKDBRIISNIZIESFIKEED
Genome Canada H'% 3.

INUNIVCTHRBEICXI T IR VEERICKDEEICET DIBERZHE U TCVDINREIELE
(&, Z S ZM@D Ministry of Health and Long-Term Care, —a2—2J 35X« w2IN®D
Department of Health, 77)L/\—%2 @D Albarta Health T 2.

@ BAEORY D=0

Genome Canada (&, NTHICHDIEHRDELFEEMRREZYY —E&EE U THRBRHARDOT
OY 12 +T¥hDFORGE Canada (Finding of Rare Disease Genes in Canada) Z#5&EL T\
%2330

FEUNILTEE U T\ DERETEZIEDITHDMIEEAIE CORD (Canadian Organization
for Rare Disorders) C# &, CORD [dZED#H R EBHARRURHEAT F LB OBEREBEL,
EHHA ICHRBERRUBVEZRBRZBAETNNTD0E —ERZREBOVICTT o TLD234,

IR UANILTIE, AU ZAMOY F>dD LHSC (London Health Siences Centre: O Y/
RERSEELYY—) DECEGFEREDESDITOP RNARED T TH1 FTRHELTND
235, FIZ, TRy DOMEY FUZA—)LOERESDER RQMO (Regroupement québécois des
maladies orphelines: #R1EHR'JYV — U5 —) [, #HRBSQITICSIIFTEBBEELD
SEBRED DV AFEBTRH L TLD%S,

128, Orphanet-Canada [, CORD, RQMO, CCMG, Genome Canada &&#L, NS
[CRITDERIBEHRDINEZTT D TCUNDP, CDIEN, 1994 FICFHRIISNTIEEFDIRITHEI T
%3 CIHI (Canadian Institute for Health Informetion: 1 SMREBISIRIAZSAT) 13 H TS DIRRE
EET—SZIRORKL, D1TY1 ~ETEEESEMRSTZRELTNDD, BRIOEEICHED
BHROEBRL I 7 LY AT —IFED > TUVSLIZ8,

(4) ExEE - BER
OF =% G CDYES S iG]
NFIFBRDOSETIEE 3 FICHk 2 FEDREIFTEZE (Foward Regulatory Plan) DREF
EZERICTLTNDETS, 2015 F3 B, NI HREBIX 2015 FH5 2017 FHTDES

282 CCMG  https://www.ccmg-ccgm.org/

233 Genome Canada, FORGE Canada
https://www.genomecanada.ca/en/finding-rare-disease-genes-canada-forge-canada

234 CORD https://lwww.raredisorders.ca/

235 | HSC, Canadian Directory of Genetic Support Groups

236 RQMO http://rgmo.org/information-sur-les-maladies-rares-et-orphelines/

237 Qrphanet-Canada http://www.orpha.net/national/CA-EN/index/sources-and-inclusion-criteria/
238 CIHI https://iwww.cihi.ca/en/about-cihi
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FEZHEPREE T DRGIFHEREZFEL, ZORDDAZIYPFIDO—DE U TCHBEIT
DFEDEES (Orphan Drugs for Rare Diseases) [CRST DHERNMBIT SN, BEDEZNVE
REEDZEBERORHEA D D ICED D TIRDHRSNTUE2, ULH UERGISTEREE
BEAFFM LT ERD, 2017 FH5 2019 FastBEREE U REDRFISTEERICDITDE
BEZREDHERDRINTE, HHRAIKRXEIFDVERRICERETIMREZRIRT DHEHTHD
MEDNWTIHEBERICTSN T\ D24 242,

@ BEXISHBRTOT S

RN IFHVEERICEITDEREN T HEBHATEEE O TR, INEMLANILTIS,
ZYIUAM, Za—=TSVXT1 v I, PILIN=FMHELCTNS, Z21—-—TS5VX I+
v OMEZ YD UAMDSZEZERT THREBE ULCEEND, NS 2IEE%ROFIEZ
B5ID,

88, ZUFIAIL 2016 F 9 BICHEHRD—FV I T —T&H/RE L, @O—FVTT
V=T DI/EEEZTT 2017 F 12 BICHEHROMFRR BB DERIECAITTHTIREER
ZHELUDNDUTHICEZRE LTINS,

BMR—7-1 HBEXIRBERZHELC TN

HRXTERIERZE UL\ DI MR BRIBEE
Z8 ) 7N Ontario Framework for Rare Diseases 2008 &
Za—TJ3SVZ D1 v New Brunswick Drugs for Rare Diseases Plan 2014 &

. Alberta Rare Diseases Drug Program
Vi —
PIVIN=SN Alberta Pharmaceutical Strateqy 2008 £

(5) HREBEBDEEREESIE

NFTHTIE 1994 F 4 B 1 BICHITSNIZAFTIREZE (Canadian Health Act) [CEDUNT
XF 14777 (Medicare) EMENDEREBRZFEICKD, NFTFTDOBESTHNISINES
HBSICRITDIZEEIENCSNTNDD, XT T PRUBEERERZN/N— LR ED
5, SMENBIEFERZSTHECTDIRNRERRRT S >V OKGIEZRBICEITTIND,

HRBSOUNHERERZN/N—T DRNBERRIR TSV EHRITTNDDE, A5 A,
ZTa—T3VZT14 v DM, PILIN=ZIMD 3INDHTHD,

AVBIAMEZ2 =TSV« v I, IBESNIZ 6 DOBDVEZEROUHERIER

B NFYDBRATFEL, BARECRAUL, 4 BISFDDORFE 3 A3 BITESNTND,

240 Regulatory Initiative: Orphan Drugs for Rare Diseases - Forward Regulatory Plan 2015-2017
https://www.canada.ca/en/health-canada/corporate/about-health-canada/legislation-guidelines/acts-
regulations/forward-regulatory-plan/2015-2017/regulatory-initiative-orphan-drugs-rare-diseases.html
241 Regulatory Initiative: Regulations Amending the Food and Drug Regulations and Medical Devices
Regulations - Recall of Therapeutic Products - Forward Regulatory Plan 2017-2019
https://www.canada.ca/en/health-canada/corporate/about-health-canada/legislation-guidelines/acts-
regulations/forward-regulatory-plan/2016-2018/regulatory-initiative-regulations-amending-food-drug-
regulations-medical-devices-regulations-recall-therapeutic-products.html

242 Victoria Coles (2017) Pitfalls in Canada’s Approach to Orphan Drugs, Rare Disease Review
https://www.rarediseasereview.org/publications/2017/11/21/pitfalls-in-canadas-approach-to-orphan-drugs
243 Ontario Launches Working Group to Benefit People Living with Rare Diseases, September 2, 2016
http://www.health.gov.on.ca/en/news/bulletin/2016/hb_20160902.aspx

244 Ontario Supporting People Living with Rare Diseases, December 8, 2017
http://www.health.gov.on.ca/en/news/bulletin/2017/hb_20171208.aspx
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http://www.health.gov.on.ca/en/pro/programs/drugs/dr_glossary/glossary_d.aspx
http://www2.gnb.ca/content/gnb/en/services/services_renderer.201352.New_Brunswick_Drugs_for_Rare_Diseases_Plan.html
https://open.alberta.ca/publications/alberta-rare-diseases-drug-program-fact-sheet
http://www.health.alberta.ca/initiatives/pharmaceutical-strategy.html
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[CIR> CAMRBRRIRIE T S VDM EREEROEIEE RN I DA TRIBIDHEZERIT T
D, XIREZDHEEL, LADDIEE | BUC KD Hurler SEIREE, ADZHEENE, DUAEUY
BHAZMEREE, RIUNK, , ADZREIVE, Z-VYY v D% CEBD 6 FEICREND,
BR, BESNE 6 DOFVEERMAN TEBEZESRICKIDIBRZR UHAIICEN OISR E
SNDFIEDRITOSNTRD, BHEERIEZ D I TIL EAP (Exceptional Access Program)
245, — =TSV X+« wDINTIE Special Authorization & %1224,
PIVIN=BIMELFD 2 NEHRDOFEZE T D, 2ITDUREBRDBEERELRD') R~
(ADBL: Alberta Drug Benefit List) 247[CIBESNTUNDEDD—BDEREERIT TH DN,
BEEEGHAXINT DEKIF, T—Y 1w, J7TU—K, ADDHBE | B, ADDHE 1B,
INYNRED 5 EEDH THD. 2R, BFHEDBREZITDTHICIEI?IVIN—FNHERTHD
CEZEEL, MADEMNERZ 1 DADICIRDITTIDIRRIESNTNDCED, PILIN—F
MICERER UCEHBRBEDMIONOAEICHE T DBSICIIEHEDBRNZTSNRLSE,
NS 3 MIAIHDMEEM SZER R (LB DERERICERIT DBERZEIFERTE U TIIUENA, S
FEMZMBEEROROSED ZEN UUNRDOUSERERSIBZHEE T DHIEZIRBICH
[TTHRO, SNEEMNAMERICPHFEEZITTEEZR CENDIIRERTE T DEERICITEHRE
BATOEVEERDZSFINDHZEN H D,

(6) EEEN'RIFXITEIDGIBES DR

MR—7-2 LHRRKREDVSERERZN/\N—9 JHBREDITDEESD
2P ZNROZa =TSV« v INDEBE
EERS BN E XIREHR
1| PORSTILY | SOZY-E ADZHERE 1 B (MPS 1) [CKD Hurler fEf=EE
Aldurazyme® Laronidase Hurler and Hurler-Scheie forms of Mucopolysaccharidosis |
5 | IZTL=2° T2V TP —E LADZHEE B )\ —ERED
Elaprase® Idursulfase Hunter's Syndrome
3| T2U2R% NFFERXT DA Y BERYEIRSE (CAPS)
llaris® Canakinumab Cryopyrin-Associated Periodic Syndrome
4 NAZTA L PIVTIWIDIIE =T 7 | RINB
Myozyme® JUZ 7 Alglucosidase Alfa | Pompe disease
5| TISYTL® ANWZND 7 —E ADZDHEE IVEL (MPS VD)
Naglazyme® Galsulfase Mucopolysaccharidosis VI
6| FITRAN STWRY Y+ VY --EvDBCci (NPC)
Zavesca® Miglustat Niemann Pick Type C

(7) BBDRNEHRIRE
NFTIICHRITDEANBRDOMNERUBEERZEBRNIC DN TED R EEEICIE PIPEDA
(Federal Personal Information Protection and Electronic Documents Act, S.C. 2000, ch. 5) T&

BB, PIVN=FI, TUF1wva30YEPI, TRy DL, ZNZNIREDIEICEKD

245 Ontario Public Drug Programs, Exceptional Access Program
http://health.gov.on.ca/en/pro/programs/drugs/eap_mn.aspx

246 New Brunswick Health, Special Aurhorization
247 Alberta Drug Benefit List  http://www.health.alberta.ca/services/drug-benefit-list.html
248 Vjctoria Coles, et al. (2017) , ibid.
249 Devidas Menon,Derek Clark, Tania Stafinski (2015) Reimbursement of Drugs for Rare Diseases through

https://www.gnb.ca/0212/SpecialAuthorization-e.asp

the Public Healthcare System in Canada: Where Are We Now?, Healthc Policy, 2015 Aug; 11(1), pp.15-32
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4748363/
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INHE T DEANBHROEIRNICRET DIREEED TL1D20,

T2, EBBURNE T DEABRNDP DV ZRICHRDIIERCONTEDTEIES TS /N
—% (Privacy Act) T, NTFRBERZEE, T51N\Y—KICEDIBEDEANIBRDES
TEDFERNRICHEDFREARLTNDSL,

BEDEABHROIURNICHED DT IHBEDRELE LS, CIHI(D T FRBIBHRAIF D 2013
FDMENREEIRESSICRIT TIEERIEARD Canada Health Infoway?52¢& HE TR LIZX
EICRNT, DT FHBEDOEANBHRIVRIESH OBERIERESNTLND>S,

BH, AREPVEEZELDORARICEET —YZRIRDERICE, NDTYFREEE PHAC (Public
Health Agency of Canada’s: DT RREFET) NHE THRE UICHRBIEEZSS (Research
Ethics Board) DRE LA VI —ARIVEY FCRDIFEBHZETI D ENBRIN, B
BORBEB/ CAFULIBRE, BABREFE CESRNE TR RDERIINEZSENSED
HESNTUND24,

(8) #RFICHRDLUID P UV RT—H DR
D #EEICRDLUIPLIYRT—H
NFHICERE, #HRFICRDILIPLYZAT—IY—ERIFEN,
EEAY D LD T PRERSILD Gened2 (F, 2018 F 1 BICHFTINDHBT—F IR
UBETOY D LEBIBLIZCEEZRARULTUNDSS,
COEFED, BERIDEEBEHRZLE MERBERIRET —IN-XEXIRTEDLDICT DIEFIRD
[FOH—EELUTIE, Genome Canada & CIHR (AN S1RERISIRIATPT) DG TREFRER
P PhenomeCentral H'% ), SNERDRESNZEERSERUOAREDH A TE DS,

@ EEBRDERUEERS
IEISEZE VAU

@ EEME - BERSS - BEDREFOES C®RE
IEB%ER L,

@ HRBERDNETTERUBETOEZR
IEISEZE VAU

250 The International Comparative Legal Guide to: Data Protection 2017, Chapter 5, Canada
https://www.osler.com/osler/media/Osler/reports/privacy-data/Data-Protection-Canada-2017.pdf

251 Health Canada - Privacy Act - Annual Report 2016-2017
https://www.canada.ca/en/health-canada/corporate/about-health-canada/reports-publications/access-
information-privacy/health-canada-privacy-act-annual-report-2016-2017.html

252 Canada Health Infoway https://www.infoway-inforoute.ca/en/

253 Canadian Institute for Health Information (2013) Better Information for Improved Health: A Vision for
Health System Use of Data in Canada
https://www.cihi.ca/en/document/better-information-for-improved-health-a-vision-for-health-system-use-in-
canada

254 Requirements for Informed Consent Documents
https://www.canada.ca/en/health-canada/services/science-research/science-advice-decision-making/research-
ethics-board/requirements-informed-consent-documents.html

255 Gene4?2 to build first Canada-wide rare disease data repository, January 23, 2018
https://gene42.com/press/2018-01-23-genomics4rd-canadian-rare-disease-repository-press-release

256 About PhenomeCentral https://phenomecentral.org/About
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8. GE»

(1) 85

@ HRDOES
BEICRTDHB (BFRER/ER) OERS, BEXRD1IDOALCLIAMTE, 0D, OFD
M, QR QBEREM, DIB/REB/CIRRESNTINDSS,

@ HRXIROME
BEBICRIT D BXIRBER I HERNEERERSBNPAE L, 2000 F 9 A0 M#HBRDFH&
VEEIICHEVEERE (UT, #HRE) | fIEICKD, BERERZFIETHDIERERR
[RICKDAN—SNRNEEHR (BRBRELSER) ICXDRBMBNIRIRINI,
ISREERICIL 2017 & 12 B 5 BIRT 218 ZEN, ERERFRBOMENEZ(TDIHDEESR
(EREHRLES/IEYD) [ 2017 F 3 B 23 BIRT 159 BEMEESIN T\, BREREL,
DIJYA FEICERBITISEGHEBROEROL I 7 LY ABHREAFTK L TUNDXO,

@ #Ef&

1984 F (RE 74 %) FETOBERBREICEFHERRE GIERER) ([CXDERMEERERD
BEEMDC EERE L CUED, 2000 FOERERIEZHICHERDARERBERERD
ERRELCIRDERDOMBIN I TINS, HERREDOZERSFFT 100% %0722, &
CERES 7 RICERRRSNMUBBREIC OV TEERNEICHRS I DCENEDHSN, BE
BNSERERBLEEN SIRE ULELHABIBROBIECSF L, 2002 FLDE8RZ
RRE U TERRRRRCINALTONENEFOIERICNT D B EL Y URERE (255
K@) MOHERICHIDWOREA, WUICBEL YUYREBMEICNT DNEMBEE
CRDIEBEED S 2RI L, 2012 F 4 B 15 BROEEMHEISSHICUIDE R/,

FEHUNIVOHEBEEDR THIMDEARBEES (MEEAEZREBEESS) (L1996 F
9 BICHTEIREES (REDREBRAED OHFYERF/THRIUIN, HBEERICIDIO0E—TF
BZR/TBBCTTL, HEEBEDHRRICATZREZBS NI TND,

B KRICBNTEEDRBEZXRIBHEIL, TTERTLI D,

ZEITIC, 2017 FICRITDXIAFEIEREL — I, 173=83.68 3 THD,

BRI : OANDA, Average Exchange Rates (bid rate)  www.oanda.com/currency/average
=8 FHEBINEARRERE HEEERER?
https://www.hpa.gov.tw/Pages/List.aspx?nodeid=43

20 FEBISPRBRREE [ERERDERENE] KRB, BHERRERKBEEIRTE
https://www.nhi.gov.tw/Content_List.aspx?n=2495A5745AF32706&topn=3FC7D09599D25979
20 FARERBNEFEHFERE https://gene.hpa.gov.tw/index.php?mo=DiseasePaper&ac=paperl_new?2
1 BEIREERRSR A ERINE
https://www.hpa.gov.tw/Pages/Detail.aspx?nodeid=831&pid=4644

062 FHEBINNARRERE HETEISRFRERESR 104 §)
https://www.hpa.gov.tw/Pages/Detail.aspx?nodeid=312&pid=401

263 BT RASERRRE BisiHESR

https://gene.hpa.gov.tw/main.php/home/keep

64 ERIKRE ISR RER
https://www.hpa.gov.tw/Pages/ashx/File.ashx?FilePath=~/File/Attach/981/File_2004.pdf
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http://law.moj.gov.tw/LawClass/LawContent.aspx?PCODE=L0030003
http://www.rootlaw.com.tw/LawArticle.aspx?LawID=A040170040003600-1041207
http://law.moj.gov.tw/LawClass/LawAll.aspx?PCode=L0030031
http://law.moj.gov.tw/LawClass/LawContentIf.aspx?PCODE=L0030080
https://www.hpa.gov.tw/Pages/Detail.aspx?nodeid=835&pid=4676
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HRREROIERS, BEGHNIERRRBN/BEREDERET D [#BOFHROEENE
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EXDHRITEHEDIEDTHD*,

(5) #HRBEOERESD

BETIL 1995 FICINTOEEERZUNRE UPRERRRBZE-DRIZEEIDIERRE
RRE (ZERRRR MEASNTRY, BRREDO—BISBELL, NKZEDELRE, WHE
BIDZEMM, ABBZEORENRU AT DHEICH > TRESNTND,

BEDERDEERBNIASED EXER]) [CSENDEBUBEEMNTERE LUICIHS, 1BHEED
NESHEENZPRERREBICRE UBESNNE—SEBENRFSNDIHENDHDECS,
EEHE BRERBINSER) © [EXEK] BEICSFEND,

BEHMBICIE, 2017 F 12 B 5 BIRTE, 218 EENAEESN T, HBEEERQITDHRDE
ERIC U TRRRIRE TASERE] DTHRITSND, BHRBECHBESNDIEERDDH
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BRI UINHEITSNTUVRNEERICREUTE, BEBMENBHKIDEAXRSEECEARL,
EREREICKLDIBEEZZITCERICERASNRITNIIZRSIS01?72, 2017 F (RE 106 F) IZHL)
TERZZITCZERRRENASOHBREHMI 14,516 ATHO, NHEFRERDRIRBEMEE
G5t1d 2.43 87T, HHBBE—ADHITD 30.238 TTCHDE?3,
BEHBOEEREICHRDIBERD 80%L, HHEAGEHHREZRNBEDATSEEZAE
[CHENT 2274, 188, BEHBESNTVRNFRMEBDRIZBEAOEEREICHRDERDFHED
RHICREELTE, EMNERERBOUBEREMDELRE (FREARBEMOFIRMPLS) IC
AVSAVICKDBEZHFEL, BFE (FREBRENSEFHE) OBAEICKDZEOISENNR
ﬁén6275 276 o

T2, MROSBEIIEDKRELL CHINBRBRECKDUBNRAIND/RENBEDE
DFBBEQITIC MFHRERGR (BHEERR) | BABRD 80%ZmMENT DdHENF®ITSN, 1§
EX—N—DHAEEEREE 40 @BMMBESN TRV, Z0O2LIE, XFILVOVERME (PR
AZEEMIE) OBUAARRE (RBARRE) BE, BNETINREERERRESNTNDER
BRBQITTHD.

MEX—8-3 BABRO—INMEISNIHHREEQITEERKRERSGD, 2015 F9 82 BIRE

IEEIEHRERR B R

1 | PKAID-4, Fructose Modjul, Calogen, Phlexy-Vits é%%&ﬁ%&é@%ﬁéﬁigﬁi}%{ NS —ERA

2 | I-valex-2 HiMmHEESMAE (FRFRIYE)

3 | Glutarex-2 D)LV )VBRIMAE 2 B (R_ERIMYE Type 11D

4 | Low Met Product INEVRAFURIE (GMIEEERAE)

5 | MSUD powder A=)y 0w TRIE GR¥EIERIE)

6 | Lofenalac 212U RURAE CRERERAE)

7 | Phenyl-free 21 2I)VT EVERAE CARBRERAE)

8 | ost JOEAVERME (RERIYE) ,
XFIILNYOVEEME (PERESMEE)

9 | UCD1 PREV A DIVEEE GREBERASBIIEED

10 | LEU1 O Y HBER (OREBHRBESR)

11 | Hominex-2 INEVRAFURIE (GMIEERRA)

12 | Prosobee HS50 =M CGESSEMAIE)
DIV VERIMYE 1 B (R ”ERIMYE Type D

13 | Glutares-1 D‘;b&)b?)l/?l: RABERSE ChiREEEIHEEEIC/ERTR
i
X—=T)Ly0v JRIE GE¥EEERE) |

14 | Ketonex-1 TESRORSERE IR (liRBEisiAme FULIEFIERIE)

15 | Provimin D)L )VBRIMAE 2 22 (K _BRIJE Type 1D ,
TEAFIBEIRERHIEE ChilREENSInER = C/EMERED)

2 EEEAE SRERRR/\> RT w0 2016-2017 (BAGER)
http://www.nhi.gov.tw/Resource/webdata/29983_1 %E5%85%A8%E6%B0%91%E5%81%A5%E4%BF%9D-
%E6%97%A5%E6%96%87%E7%89%88.pdf

213 106 F A ofERBANIBDEERRE RIXHBSERE R Z TR
http://www.hpa.gov.tw/Pages/Detail.aspx?nodeid=591&pid=981

" HEEAFERERESSENE REREFRERIERES
https://www1.cgmh.org.tw/chldhos/intr/c4a80/PDF/PICAR_application.pdf

275 ERRRBEIRTEZSEMINIZE http://ww.pediatr.org.tw/news/news_info.asp?id=2997
7 BERANERRERE FREARERBHRME
https://www.hpa.gov.tw/Pages/Detail.aspx?nodeid=596&pid=1013
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Pregestimil, Alfare, Generaid Plus SETME) . SeRMABAEAHE R (Gt RIS ARIEED
17 | Xlys low try analog DIV VERIMYE 1 B (RZERIMYE Type I)
18 | SHS (Xmet,Cys Maxamaid) BRI 5 —PRIBE (TIRESESI{CELZA)
XF)LYOVEIMAE (BPER_ERMA) |,
19 | Product 80056 BHRRNHERSE (GHEAME) |
REUADILERE REBIRAGESRD
20 | Arginine PREV A DILEEE GREBIERAGIEED
21 | os1. 052 JOEF VERMGE (RERIYE) .
: XF)ILYOVEMAEE (BPER_EEMAE)
22 | UCD1, UCD2 RET A DIVERE (RABERAHEED
23 | PKU1, Phenex-1 1BERBODI T ZIVT SURE COREREREE (1 mRim) )
24 | Phenylalanine Free, PKU2, PKU3, Phenex-2 1HERUEDT T ZIVT FURE CRERRRE (1 ML) )
Low Met Product, XMET Analog (1 &&ki) |
25 | XMET Maxamaid (1 &M L) , XMet XCys Analog | IREY R F VR (SPHILERINIE)
(A mKB) , Hominex-1 (1 m&%)
S-20,MSUD1 (1 &K) ,MSUD2 (1 ML) ,
26 | MSUD Analog (1 #&k&) , MSUD Maxamaid (1 | X—2)L0Ow JRAE (HAYERRAE)
ML) |, Ketonex-2 (1 mIMd )
0S1 (1 kM), 0S2 (1 mM L), XMTVI Analog < s ot
27 | (1 ®ERM) , XMTVI Maxamaid (1 &M L) , ng%%ﬁgﬁglmm
Propimex-1 (1 m&=Ki&) , Propimex-2 (1 mM L) x —
28 LEUL(1 ki), LEU2 (1 #&IM ), XLeu Analog | 3-& FOFV-3-XF)LT)ILDIVEEIRAE (3-FRE-3-FEX
(1 ®K®) , XLeu Maxamaid (1 w4 ) —BRIMYE)
UCD1 (1 k) ,UcD2 (1 &M L) |, Cyclinex- s P
29 1 (1 8% | Cyclinex-2 (1EEMLL) PRET A DILESE (REBIRAGEEED
TYR1 (1 %K) , TYR2 (L M £), XPHEN TYR
Analog (1 #%&EKE) , XPXT Maxamaid UNFLAV | /s 0 0 vt e w0
30 | " ) XPHEN TYR Maxamum (8 ZIM L) | EnMeFOYVME GEEMSESIKERIMIE)
XPTM TYROSIDOM, Tyromex-1, Tyromex-2
HOM1 (1 &Ki&) ,HOM2 (1 &M LE) , EEHE
E X B, XMET Analog (1 X&) , XMET < . e e R,
31 | Maxamaid A mME) ,Hominex-1 (1 &K , WEYRATFVIRIE (BBERIE)
Hominex-2 (1 &M L)
32 | LYS1 (I mki@) ,LYS2 (1 mIdb) BHEABIERBE (BHEERmED
GA1 (1K) , GA2 (1 mIML) |, Xlys Low X , , i e
33 | TRY Maxamaid (1 ZELL) VS )VBRIMGE 1 3 (R ZESMYE, 5—5)
34 | Glutarex-2 D)V VERIMGE 2 B (R ZERIMYE, 55
35 | I-Valex-1 (1 m&kK7) 1VEERME (EXBEME)
36 | Energivt, Pro-Phree P UBAHERSE (RERBIEER)
Leucine, Isoleucine, Valine, Citrulline = N, . N
37 Glycine, Esential Amino Acid, Glutamic Acid PR/ BRERRE (MREAERR)
38 | Lorenenzo's oil BIEBEBEYXR 0D v — (JEiEihBERASESRR)
39 | Generaid Plus SRUBHPASESE GTRUERSHIEED
40 | Neocate, Neocate Advance EEMTIBGEIRERE (B-IT-IBERED

(BEGNSERRRED T TY FXRDER) 278

CORD, PI/BABEBSERERCYVYN\DEDENFIREE T IBREQITESY V/\TXK

78 ERRREHEEReGBENEEE—E
https://gene.hpa.gov.tw/index.php?module=bhp&action=list&tkind=7

RERZE EFHRR - EFE AR BIbssAR AR=E) &5t 76
SBINCRITDERXIERNR OB D 7 U Y AT —HICET 2BEE
WIP 7Y B PYYTAVYKARH 2018F 3 8 102



RISES VINDFBOBEABROMHEIFRIE D, #EEEOBEETLOH[T 7Y —EX0%Em
HERICIMB CIS DERMSSOMBIHIERENRITESNTND,
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BERTOERFEREER (FREFESTHEN) 10 RENEBEESNTID.

MX—8-4 #HBEBERTORERRTBREER (EREARERFEHEYD , 2015 F9 82 BIRE

B B

7077 ) YIREE DTV YRS FSE ROEATFU VRSIREE (URERHRESEPKU)

(Sapropterin dihydrochloride 10mg)
N-PEFILTIE I VEEERBEERRIBAE (N-acetylglutamate synthase(NAGS)
deficiency) , VEBEESMMYE (isovaleric acidaemia (IVA)) , X)L~ 0>/ ERIMAE
(methymalonic acidaemia (MMA)) , O VESMAE (propionic acidaemia (PA)
Slitgz e MEE)

NILTIVZVEE (carglumic acid)

#FKNRAS > (Betaine anhydrous) INEVVYFURIE (BIHEEPRAE)

tE A=Y (Human Hemin 25mg/ml) | RV « U RE (SREEHE)

ZRBEBT ~UDLATEIL =S~ o Bt R T
(Sodium Benzoate Capsules 250mg) BUVYYVINE GRS HILEIE)

50%Y ML YN L— FRMEY MU VRIBICKBRET 1 DILERE

(50% Citrulline malate solution 2.00g) | GERME citrulline B2 5 EERFABERE 2 SMEE)

DT ZIVEBER T RO A 3-£ ROFV-3-XF/)LIIVD VBB IC K BDRFT 1 D)V EEE

(Sodium Phenylbutyrate) (FREABIEIER (Urea cycle disorders) 3- S &-3-8BE X _BSMAE)
L-OILZFUDTNE EEUNIVZF VRIBICKDHRBERBIE

(L-carnitine inner salt 1.00g) (R EFEMERBERBOVESRM camnitine IRZEEE 22 MHIBIEAE)

PILF Y (Arginine) PRED A DIVEBE (REREREED

YPVEYR (Diazoxide) %gf:ﬁ)ﬁ'fi_%'f VUV EMEE FEYYREHRSRBE D INEMBLE

(BEBNSERRREO I TYA FKDEIE) 20
(6) EREEN'RIFXIIEDEIBERDEB
MKX—85 GEICRIIDEEHRE EEERENEER) O, 2017 F£12 85 8IRE

ANEH (PEE) INBB (PEEE) INBEB (BA5E) REL 2;%’%

A | ERERBES Al | REBEASES REY A DIHKBES SERMRREY 1 VIRBEEEE 5
A2 | EBSEHBHREIER | PSS BEHBRBIES P BRBERRE 23

A3 | lEEEREE leEEiE J—yiEiEe 7

A4 | KIESIHRBEES KRS A5 ~—RMERFE 3

A5 |IEIPBARILES [EaiildEES ISBPERBR LB E S & 4

A6 | WIiREEREIER S ROV RUPHREES S FIYVRUPHEEARERE 7

A7 | BINVERBES N = ARBIRS VI RAFERE 7

A8 |EEEEMIEERBIEE | DUXRT0O0—/L-BBERABES | RRUEILUT0—/UIESE 3

A9 | IEYDBE TG IRI)IRZ D+ )L UEEE 3

Al0 | BREILEERBIERS NIVAFIY—-LARBEES NIVAF IV —=IFIEE 3

All | EffEERS ZOMHHERS NIV 1 VEERE 10

B |fSEficRifmE  |BL — — DRMUPCERE 24
C | WIRIBIBRMsE: C1 — — ZeRM I RENRABI L AES & 8
D | BitZRimE D1 — — ETHERIEMERTABA S oERE 5
E | BiNRRMREE E1l — — Lowe fEIRBYSE 3
F | BEwsE F1 — — EIEMREICESE 12
G | A (GrA) smet G1 — — FAYVIYXBFHIZ +OT 1 —5E 13
H | BB mE H1 — — NEREAIESE 9
| | #56 (55) MRssE |11 — — IT—S52 « YO REREE 1
J | MRES Ji — — SSLIPRE 5

219 22 B Rs ANMEE B KEE AN TI2E(104.10.30 hR)
https://gene.hpa.gov.tw/index.php?mo=bhp&ac=showé&tkind=1&sn=42
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