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https://metax.org/EN/Whatsnew.aspx
https://www.ctrs.fr/?lang=en

National dcientipi
docielies e

+ Sociedade Portuguesa de Doencas Metabélicas -

https.//www spdmorg.pt/

 dociedade Port wjueda de Gartroenterofogia,
Hepufofogiw e Nulvicao Pedidlvica - iy //wusoopot/

* dociedade Portuguera de Genélica Humana -
http://spah.net/

e Sociedade Porfugmw de Nedicina nferna -

hitps://www spmi.pt/

* dociedade Porfuguera de Nerropediatvia -
https.//neuropediatria.pt/

 Sociedade Portug,mw de Pedialvia - ity //wwispot/



https://www.spdm.org.pt/
http://www.spgp.pt/
http://spgh.net/
https://www.spmi.pt/
https://neuropediatria.pt/
https://www.spp.pt/
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o GMDN - Genetic Metabolic Dietitians International
- https://qmdiorg/

* MetabERN - Luropean Reference Network

for Hereditary Metabolic Disorders -
https.//metab.ern-net eu/

« SEEWM - Sociedade Espanhola de Erros Inatos do

Metabolismo - https://www.aeped es/

o SIVEM - Society for the Study of Inborn Errors

of Metabolism - https.//wwwssiem org/



https://gmdi.org/
https://metab.ern-net.eu/
https://www.aeped.es/
https://www.ssiem.org/

National
Palienty
Ay ociation)

Alianga Porfuguera de Adsociacses de
DOM Rara) - hitp-/ /wwwaliancadoencasraras.org/

ANDO - Associacao Nacional Displasias Ossecs -

https.//www andoportugal org/

ANTFQ - Associacio Nacional de Fibrose Quistica - http:/ fwww anfo ot/
APCD G - Associagio Portuguesa D6 e Outras Doengas Metabalicas

Raras - http://www.apcdg.com/

AP - Associagio Portuquesa De Insuficientes Renais -
https.//wwwapirorq pt/
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http://www.aliancadoencasraras.org/
https://www.andoportugal.org/
http://www.anfq.pt/
http://www.apcdg.com/
https://www.apir.org.pt/

Patienty’ . R\ 3
Adyociations

« APN - Associacio Portuguesa de Neuromusculares -
http://apn pt/
« APOFEN - Associacio Portuguesa de Fenilcetoniria e

Doencas Hereditarias do Metabolismo das Proteinas -
https//www.apofen pt/

o APON - Associaio Portuguesa de Osteogénese Imperfeita -
http://apoi.pt/

o Rariddimaad - Associacio Nacional de Deficiencias
Mentais e Raras - htps://rarissimes pt/

« FEDRA - federacio das Doencas Raras de Portugal
(encontra-se integrada na ALIBER e no EURORDIS) -
https //fedra pt/



http://apn.pt/
https://www.apofen.pt/
http://apoi.pt/
https://rarissimas.pt/
https://fedra.pt/

fernalional
Palienh
A ociation)

o ALIBER - Mianca Iberoamericana de Doencas Raras -
https.//aliberrg/web/pt/

o EURORDNS - Rare Diseases Furope (A Voz das Pessoas com Doengas

Raras na Europa) - https://www eurordis org/

o ACHSE - German National Alliance for Chronic Rare Diseases -
https//www achse-online de/de/

 ALAN - Maladies Rares Luembourg -

hitps://www alan lu/home/home/ rare-diseases/en/

* Alliance Naladier Rared - french Rare Diseases

Alliance - https//wwwalliance-maladies-rares.orq/

« CARD - (yprus Alance for Rare Disorders -

https.//raredisorderscyprus.com/

CAVO - Rare diseases (zech Republic - http //vzacna-onemocnenicz/
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https://aliber.org/web/pt/
https://www.eurordis.org/
https://www.achse-online.de/de/
https://www.alan.lu/home/home/rare-diseases/en/
https://www.alliance-maladies-rares.org/
https://raredisorderscyprus.com/
http://vzacna-onemocneni.cz/

fernalional
Patienhy Adyociation)

« FEDER - Federacion Espariola de Enfermedades Raras - hitps://enfermedades-rars org/

« Genelic Alliance UK - it //geneticaliance orquk/

« HARSO - Rare Disease Alliance finland - https / fwwi harsofi/en/horne/

* Lalvian Alfiance for Rare Direades - hiips //retasimibas v/

« NAPRD - National Allance of People with Rare Diseases Bulgaria - https //rare-bg com/

« NORBS - National Organization for Rare Diseases Serbia - http//www.norbs s/

« ORPHAN - Polish National Forum on the Treatment of Orphan Diseases - http//rzadkiechorobypl/

o PESPA - Greek Alliance for Rare Diseases - https//pespa or/

* Pro Rare Awdtria - Alisnce for Rare Diseases - hitps //www prorare-austria.org/

* ProRatts - Aliance Maladies Rares Suisse - www proraris ch
. RuDi»Ol’g - Rare Diseases Belgium - https://www radiorg be/rl/



https://enfermedades-raras.org/
https://geneticalliance.org.uk/
https://www.harso.fi/en/home/
https://retasslimibas.lv/
https://rare-bg.com/
http://www.norbs.rs/
http://rzadkiechoroby.pl/
https://pespa.gr/
https://www.prorare-austria.org/
http://www.proraris.ch/
https://www.radiorg.be/nl/

Wlernalional
Patienhy Awociations

* Rare Direadrer Croalia - hity//wmiriectke-bolesti b/

Rare Diseadesr Denmark (Sjaeldne Diagnoser) -
https://sjaeldnediagnoserdk/

* Rare Diveadesr Wefand it /il
* Rare Diseaser Sweden (Riksporbundet Sallsynta Diagnoser) -

https.//wwwsallsyntadiagnoserse/in-english/

« RIROSZ - Rare Diseases Hungery - hitp /s riross

« RONARD - Romanian National Allance for Rare Diseases - hitp./ s bolrarerormania ro/

* Ruddian Arsociation of Rave Diveades - i/ il

o SAZCH - Slovek Allance of Rare Diseases - http //sazch sk/

* Ukrainian NGO "Rare Direades of Ukraine” - i /i lscebook com/oghndiss

«  UNVAMO - Italian Federation for Rare Diseases - hitp:/ /www uniamo oro/
o USOP - Association of Cooperating Parent and Patient Organizations Netherlands - https //vsopnl/



http://www.rijetke-bolesti.hr/
https://sjaeldnediagnoser.dk/
http://rdi.ie/
https://www.sallsyntadiagnoser.se/in-english/
http://www.rirosz.hu/
http://www.bolirareromania.ro/
http://rare-diseases.ru/
http://sazch.sk/
https://www.facebook.com/orphandisua
http://www.uniamo.org/
https://vsop.nl/
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dupport Inormation or the
Perdon with Rare Direade

* https://www.dgs pt/documentos-e-publicacoes/informacao-de-apoio-a-

DeSs0a-Com-doenca-rara |.asp

* https://www.dgs pt/paginas-de-sistema/saude-de-a-a-z/doencas-

[dldS.dSPX

® https://www apofen pt/pt/protecaosocialefiscal php

* http://rarissimas.pt/linhararaportugal/
* https://www.esquerda net/sites/default/files/p]l71-xiv.paf



https://www.dgs.pt/documentos-e-publicacoes/informacao-de-apoio-a-pessoa-com-doenca-rara1.aspx
https://www.dgs.pt/paginas-de-sistema/saude-de-a-a-z/doencas-raras.aspx
https://www.apofen.pt/pt/protecaosocialefiscal.php
http://rarissimas.pt/linhararaportugal/
https://www.esquerda.net/sites/default/files/pjl91-xiv.pdf

dupport Inormation or the
Perdon with Rare Direade

* https://www.dn pt/pais/doencas-raras-oncologicas-e- deficiencia-pais-com- subsidios-

pagos-a-100-por-cento- 11640532 html

* https://www contasconnosco.pt/artigo/tem-um-filho-com-doenca-cronica-saiba-a-que-

apoios-tem-direito

* https://www.deco proteste pt/familia-consumo/orcamento-familiar/noticias cidadaos-
com-deficiencia-direitos-que-fazem-a-diferencal/subsidios - da-sequranca-socia

e https://wwwnewsfarma pt/artiqos/8714-as-doen AC3A/as-raras-em-portugal-e-o-
papel-da-medicina-interna htm|

e htto//wwworpha net/national /PT-P1/index/p AC3EATqina-de-in AC3AADcio/



https://www.dn.pt/pais/doencas-raras-oncologicas-e-deficiencia-pais-com-subsidios-pagos-a-100-por-cento-11640532.html
https://www.contasconnosco.pt/artigo/tem-um-filho-com-doenca-cronica-saiba-a-que-apoios-tem-direito
https://www.deco.proteste.pt/familia-consumo/orcamento-familiar/noticias/cidadaos-com-deficiencia-direitos-que-fazem-a-diferenca/subsidios-da-seguranca-social
https://www.newsfarma.pt/artigos/8914-as-doen%C3%A7as-raras-em-portugal-e-o-papel-da-medicina-interna.html
http://www.orpha.net/national/PT-PT/index/p%C3%A1gina-de-in%C3%ADcio/

Ratre Diveare =
Card

* https://www dgs pt/paginas-de-sistema//saude-de-a-a-2/cartao-da-pessoa-com-
doenca-rara.asp

*  https://www.dgs pt/directrizes-da-dgs/normas-e-circulares-normativas/ norma-

n-0012016-de-07012018- paf aspx

https./ /www.dgs. pt/documentos-e-publicacoes/ cartao-da-pessoa-com-doenca-

rara-201/-pdfaspx

e https://www sns/4.qovpt/servico/cartao-da-pessoa-com-doenca-rara/

* https://www.apdip.pt/ 2017/ como-pedir-o-seu-cartao-raro/

* http.//apn pt/apn/ cartao-da-pessoa-com-doenca-rara-cpdr/



https://www.dgs.pt/paginas-de-sistema/saude-de-a-a-z/cartao-da-pessoa-com-doenca-rara.aspx
https://www.dgs.pt/directrizes-da-dgs/normas-e-circulares-normativas/norma-n-0012018-de-09012018-pdf.aspx
https://www.dgs.pt/documentos-e-publicacoes/cartao-da-pessoa-com-doenca-rara-2017-pdf.aspx
https://www.sns24.gov.pt/servico/cartao-da-pessoa-com-doenca-rara/
https://www.apdip.pt/2019/como-pedir-o-seu-cartao-raro/
http://apn.pt/apn/cartao-da-pessoa-com-doenca-rara-cpdr/
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http.//www diagnosticoprecoce org/



http://www.diagnosticoprecoce.org/
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PHENYLKETONURIA (PKU) OR HYPERPHENYLALANINEMIA (HPA) .
ZeroVIL Advance

Powder. From 15
years of age.

LEUCINOSIS (MSUD) ZeroVIL Junior

Protein supplements free of Phenylalanine (Phe) XPhe JUMP (10 and 20 g PE) bowder. From 7 1o

14 years of age.

Protein supplements free of Valine

XPhe Infant Mix LCP (Val), Isoleucine (1) and Leucine (Leu).

Powder. Up to 12 months.
Neutral flavour.

XPhe minis

Tablets. From 7 years
of age.
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HOMOCYSTINURIA (HCU)

ZeroMet minis

From 3 years of age.

Corvvull our Commercial

Free of Methionine (Met). Tablets.

XPhe Energy K (Neutral)

Powder - sachets. From 1 to 6
years of age. Neutral flavour.

A
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A

XPhe enjoy GMP (10 and 20 g PE)

Low content of Phe. Powder — sachets.
From 3 years of age. Flavours — neutral,
vanilla and chocolate.

@® TYROSINEMIA(TYR) @

Ready-to-drink formula. From 3
years of age. Flavours — neutral,
cola, orange, tropical, vanilla and
wild fruits.

72
XPhe smart A

Powder — tin or sachets (20 g
PE). From 15 years of age.
Flavours — neutral, lemon, wild
fruits and vanilla.

Protein supplements free of Tyrosine (Tyr) and

Phenylalanine (Phe)

ZeroTP minis

Tablets. From 3 years of
age.

ZeroTP enjoy'® GMP (10 g PE)

Low content of TYR and Phe. Powder
— sachets. From 3 years of age. Neutral
flavour.

Neutral flavour

ZeroVIL Infant Mix LCP

Powder. Up to 12 months.

PROPIONIC (AP) AND
METHYLMALONIC
(AMM) ACIDURIAS

ZeroTVMI minis

Free of Threonine (T), Valine
(Val), Methionine (Met) and
Isoleucine (I). Tablets. From

3 years of age.

UREA CYCLE DISORDERS (DCU)

PLUS8 minis @@

It contains all 8 essential

amino acids. Tablets.
From 3 years of age.

ZeroVIL Kid

Powder. From 4
months to 6 years of
age.

of age.

GLUTARIC ACIDURIA
TYPEI(AG) @

ZeroLys minis

Free of Lysine (Lys), reduced
in Tryptophan and enriched
in Arginine. Tablets. From 3
years of age.

(DSABP)

More info:

ZeroVIL minis

Tablets. From 3 years

: =
Zerow O
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ISOVALERIC
ACIDURIA (AIV) @

ZerolLeu minis

Free of Leucine (Leu). Tablets.
From 3 years of age.

PRIMARY BILE ACID SYNTHESIS DISORDERS

Orphacol (cholic acid)

https://www.ema.europa.eu/en/medicines/human/EPAR/orphacol



https://www.ema.europa.eu/en/medicines/human/EPAR/orphacol
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.’Mwn XPhe Infant Mix LCP 70 *e’,

";{ Diescrigao geral:
XFho lnfart Miz UCF & um suplmants. probeizs fers da ina [Phz] parm = idional da
[FEL) au samiz [HPA). XPha Infort Miz LCF & uma férmuls g2 ominsdcdon om pd
pars preparagse am bibaria ou papa. Fundona sema leite de inida, pana lackebss anta 0 a 1 ane da idade.
Mmmmmﬁm[mmlmmm%

e XPhe Infant Mix LCP /4% *o’

Apresentorge & Equivalente proteice (EP):

>

Lot com 500 g do prodisms am ps, com eolher dossodeorn (17 g} 15 g do produe squivalom o 1.45 g do BP. lzanto do Facilalaning (Phel. Aré acs 12 mases

\r,_,'{ Informagses imponantes: Cy .
5\ Infermagae nuiticional:
XFha Infant Miz LCF dave mr fomad b rparisis médios. Contém hidrotos de carbans fasimants digarroin

Em cams do intelurdinga & glicam o & gal gurar um cantrala de matcholamc. MNia & us alments Parfil do aminsdchdes por 100 g de fbrmula sm pb
compista. Mo sdminitrar per via parmmddica. L-hdanin by | bkl 1
‘;{ Dosogem £ odministragoo: u""""'- T-:‘: ks "1'1
Dopendn da idada, pom o cendigie dincs da padsnts, sends detorminada pola médica aliga. & L-tintinn Wiy | L [T
3 didria & imala indh 5 admin i e da e — gy | Lderisa Uy
laiite mmetzens o outres alimaresa 3 besa do loite & soma doss frmda deverd see dvidida smtrs 3 2 5 doss “iiidian [T [ =——— s
hadian Lt 4ag | Llrpichem ™
\F\'.-. Preparagio: [Ee— oty | L-Tiesina 13y
[p—— m L-¥alisa [
Diligis standard [15%)] - Dimakor 4 modidar do Smmda (4 colhoron dessadaras svlad dom =
° ° 15 g do produta) em #0 ml do dgua @ 40 °C do foma @ cber 100 mi do bibardc. Agitar bam, varificar a InformagBe Mutricionsl
. temparstura o conmesir da modiate. Huhinte Unidades | Pi- | Dilsido stonderd  wgy
Pha Infant Mix LOP misurado com dowa propars um cimems ants da Fha, que peds wmr camumids om forma 5 'I';‘l ‘“‘“;‘“'_"‘
. liquida com bibarss. Pars praparar uma papa com baizs tear do Pha para lactantas, ¥Pha infant iz LCP dave b Mesrsls
-M_Muuh:whnum-wmwnm“mh ol - » Sdle | = faes »
o da ue @ralangad a cam als naturcia [par sempls, lsita o almantas Linien ' Ll i Fabiin | [ 5
ub_dnlm,:_.hamq. [T F== ¥ [T [ a—— £l i
Q co . [rere———— n 1 e | = " 5
# reneegpne: i |y ] (H] [ T ] ]
Corsorear om local seco o fmsco. Fochar o tampa fimomams apds wilaogSs. Apds o primsirs aborsra, Hidewhun da Carkone. ¥ ] 1 Maguina ™ ] 1
commmir demtrs dio 4 semanoy. = o ' = i iy
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— Bl ] = R o
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Questions
Suggestions
Sample request
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