
Treatment of Rare 
Metabolic Diseases



Useful Links



Partners

ÅmetaX -
https://metax.org/EN/Whatsnew.aspx

ÅCTRS -
https://www.ctrs.fr/?lang=en

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


National Scientific
Societies

ÅSociedade Portuguesa de Doenças Metabólicas -
https://www.spdm.org.pt/

ÅSociedade Portuguesa de Gastroenterologia, 
Hepatologia e Nutrição Pediátrica - http://www.spgp.pt/

ÅSociedade Portuguesa de Genética Humana -
http://spgh.net/

ÅSociedade Portuguesa de Medicina Interna -
https://www.spmi.pt/

ÅSociedade Portuguesa de Neuropediatria -
https://neuropediatria.pt/

ÅSociedade Portuguesa de Pediatria - https://www.spp.pt/

https://www.spdm.org.pt/
http://www.spgp.pt/
http://spgh.net/
https://www.spmi.pt/
https://neuropediatria.pt/
https://www.spp.pt/


International
Scientific
Societies

ÅGMDIåGeneticMetabolicDietitiansInternational
- https://gmdi.org/

ÅMetabERNåEuropeanReferenceNetwork 
for HereditaryMetabolicDisorders-
https://metab.ern-net.eu/

ÅSEEIM- Sociedade Espanhola de Erros Inatos do 
Metabolismo - https://www.aeped.es/

ÅSSIEMåSocietyfor theStudyofInbornErrors
ofMetabolism- https://www.ssiem.org/

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


National
Patientsí 
Associations

ÅAliança Portuguesa de Associações de 
Doenças Raras - http://www.aliancadoencasraras.org/

ÅANDO åAssociação Nacional Displasias Ósseas -
https://www.andoportugal.org/

ÅANFQåAssociação Nacional de Fibrose Quística - http://www.anfq.pt/

ÅAPCDGåAssociação Portuguesa CDG e Outras Doenças Metabólicas 
Raras - http://www.apcdg.com/

ÅAPIR - Associação Portuguesa De Insuficientes Renais -
https://www.apir.org.pt/

http://www.aliancadoencasraras.org/
https://www.andoportugal.org/
http://www.anfq.pt/
http://www.apcdg.com/
https://www.apir.org.pt/


ÅAPNåAssociação Portuguesa de Neuromusculares -
http://apn.pt/

ÅAPOFEN åAssociação Portuguesa de Fenilcetonúria e 
Doenças Hereditárias do Metabolismo das Proteínas -
https://www.apofen.pt/

ÅAPOIåAssociação Portuguesa de Osteogénese Imperfeita -
http://apoi.pt/

ÅRaríssimas åAssociação Nacional de Deficiências 
Mentais e Raras - https://rarissimas.pt/

ÅFEDRAåFederação das Doenças Raras de Portugal 
(encontra-se integrada na ALIBER e no EURORDIS) -
https://fedra.pt/

National
Patientsí 
Associations
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International
Patientsí 
Associations

ÅALIBER åAliança Iberoamericana de Doenças Raras -
https://aliber.org/web/pt/

ÅEURORDISåRareDiseasesEurope(A Voz das Pessoas com Doenças 
Raras na Europa) - https://www.eurordis.org/

ÅACHSE- GermanNationalAlliancefor ChronicRareDiseases-
https://www.achse-online.de/de/

ÅALAN - MaladiesRaresLuxembourgå
https://www.alan.lu/home/home/rare-diseases/en/

ÅAlliance Maladies Rares - FrenchRareDiseases
Allianceåhttps://www.alliance-maladies-rares.org/

ÅCARD - CyprusAlliancefor RareDisorderså
https://raredisorderscyprus.com/

ÅCAVO - RarediseasesCzechRepublicåhttp://vzacna-onemocneni.cz/

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/


ÅFEDER- FederaciónEspañolade EnfermedadesRaras åhttps://enfermedades-raras.org/

ÅGenetic Alliance UK åhttps://geneticalliance.org.uk/

ÅHARSO - RareDiseaseAllianceFinlandåhttps://www.harso.fi/en/home/

ÅLatvian Alliance for Rare Diseasesåhttps://retasslimibas.lv/

ÅNAPRD - NationalAllianceofPeoplewithRareDiseasesBulgaria- https://rare-bg.com/

ÅNORBS - NationalOrganizationfor RareDiseasesSerbiaåhttp://www.norbs.rs/

ÅORPHAN- PolishNationalForumontheTreatmentofOrphanDiseasesåhttp://rzadkiechoroby.pl/

ÅPESPA- GreekAlliancefor RareDiseasesåhttps://pespa.gr/

ÅPro Rare Austria åAlliancefor RareDiseases- https://www.prorare-austria.org/

ÅProRarisåAllianceMaladiesRaresSuisse- www.proraris.ch

ÅRaDiOrg - RareDiseasesBelgium- https://www.radiorg.be/nl/

International
Patientsí Associations
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ÅRare Diseases Croatia åhttp://www.rijetke-bolesti.hr/

ÅRare Diseases Denmark ( Sjaeldne Diagnoser ) å
https://sjaeldnediagnoser.dk/

ÅRare Diseases Ireland åhttp://rdi.ie/

ÅRare Diseases Sweden( Riksförbundet Sällsynta Diagnoser ) å
https://www.sallsyntadiagnoser.se/in-english/

ÅRIROSZ- RareDiseasesHungaryåhttp://www.rirosz.hu/

ÅRONARD - RomanianNationalAlliancefor RareDiseasesåhttp://www.bolirareromania.ro/

ÅRussian Association of Rare Diseasesåhttp://rare-diseases.ru/

ÅSAZCH- SlovakAllianceofRareDiseasesåhttp://sazch.sk/

ÅUkrainian @5B êRare Diseases of Ukraineë - https://www.facebook.com/orphandisua

ÅUNIAMO- ItalianFederationfor RareDiseasesåhttp://www.uniamo.org/

Å VSOP- AssociationofCooperatingParentandPatientOrganizationsNetherlandsåhttps://vsop.nl/

International
Patientsí Associations
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Useful information for 
the Person (or Caregiver) 

with Rare Disease



Support Information for the 
Person with Rare Disease 

Åhttps://www.dgs.pt/documentos-e-publicacoes/informacao-de-apoio-a-
pessoa-com-doenca-rara1.aspx

Åhttps://www.dgs.pt/paginas-de-sistema/saude-de-a-a-z/doencas-
raras.aspx

Åhttps://www.apofen.pt/pt/protecaosocialefiscal.php

Åhttp://rarissimas.pt/linhararaportugal/

Åhttps://www.esquerda.net/sites/default/files/pjl91-xiv.pdf

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


Åhttps://www.dn.pt/pais/doencas-raras-oncologicas-e-deficiencia-pais-com-subsidios-
pagos-a-100-por-cento-11640532.html

Åhttps://www.contasconnosco.pt/artigo/tem-um-filho-com-doenca-cronica-saiba-a-que-
apoios-tem-direito

Åhttps://www.deco.proteste.pt/familia-consumo/orcamento-familiar/noticias/cidadaos-
com-deficiencia-direitos-que-fazem-a-diferenca/subsidios-da-seguranca-social

Åhttps://www.newsfarma.pt/artigos/8914-as-doen%C3%A7as-raras-em-portugal-e-o-
papel-da-medicina-interna.html

Åhttp://www.orpha.net/national/PT-PT/index/p%C3%A1gina-de-in%C3%ADcio/
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Rare Disease
Card
Åhttps://www.dgs.pt/paginas-de-sistema/saude-de-a-a-z/cartao-da-pessoa-com-

doenca-rara.aspx

Åhttps://www.dgs.pt/directrizes-da-dgs/normas-e-circulares-normativas/norma-
n-0012018-de-09012018-pdf.aspx

Åhttps://www.dgs.pt/documentos-e-publicacoes/cartao-da-pessoa-com-doenca-
rara-2017-pdf.aspx

Åhttps://www.sns24.gov.pt/servico/cartao-da-pessoa-com-doenca-rara/

Åhttps://www.apdip.pt/2019/como-pedir-o-seu-cartao-raro/

Åhttp://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/


Early diagnosis
national program

Åhttp://www.diagnosticoprecoce.org/

http://www.diagnosticoprecoce.org/


XPhe minis

Tablets. From 7 years  

of age.

XPhe enjoy GMP (10 and 20 g PE)

Low content of Phe. Powder ðsachets.  

From 3 years of age. Flavours ðneutral,  

vanilla and chocolate.

Powder. Up to 12 months.  

Neutral flavour.

Powder - sachets. From 1 to 6  

years of age. Neutral flavour.

XPhe JUMP (10 and 20 g PE)

Ready-to-drink formula. From 3  

years of age. Flavours ðneutral,  

cola, orange, tropical, vanilla and  

wild fruits.

PHENYLKETONURIA (PKU) OR HYPERPHENYLALANINEMIA (HPA) 

ZeroVIL minis 

Tablets. From 3 years  

of age.

ZeroMet minis

Free of Methionine (Met). Tablets.  

From 3 years ofage.
ZeroTP minis

Tablets. From 3 years of  

age.

UREA CYCLE DISORDERS (DCU) PRIMARY BILE ACID SYNTHESISDISORDERS 

(DSABP)

ZeroTVMI minis 

Free of Threonine (T), Valine  

(Val), Methionine (Met) and  

Isoleucine (I). Tablets. From  

3 years of age.

ZeroLys minis

Free of Lysine (Lys), reduced  

in Tryptophan and enriched  

in Arginine. Tablets. From 3  

years of age.

More info:

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

PLUS8 minis

It contains all 8 essential  

amino acids.Tablets.

From 3 years ofage.

ISOVALERIC 

ACIDURIA (AIV) 

ZeroLeu minis 

Free of Leucine (Leu). Tablets.  

From 3 years ofage.

.

GLUTARIC ACIDURIA  

TYPE I (AGI)

HOMOCYSTINURIA (HCU)

PROPIONIC (AP) AND  

METHYLMALONIC  

(AMM) ACIDURIAS 

Each metabolic disease has a specific  

associated packaging colour

ZeroTP enjoy10 GMP (10 g PE)

Low content of TYR and Phe.Powder

ðsachets. From 3 years of age. Neutral  

flavour.

ZeroVIL Infant Mix LCP

Powder. Up to 12 months.

Powder. From 4  

months to 6 yearsof  

age.

ZeroVIL Junior

Powder. From 7 to  

14 years ofage.

ZeroVIL Advance

Powder. From15  

years of age.

XPhe smart A

Powder ðtin or sachets (20 g

PE). From 15 years of age.

Flavoursðneutral, lemon, wild

fruits and vanilla.

Protein supplements free of Phenylalanine (Phe)

XPhe Infant Mix LCP XPhe Energy K (Neutral) 

LEUCINOSIS (MSUD)

Protein supplements free of Valine  

(Val), Isoleucine (I) and Leucine (Leu).  

Neutral flavour

ZeroVIL Kid 

TYROSINEMIA (TYR)

Protein supplements free of Tyrosine (Tyr) and  

Phenylalanine (Phe)

PE �±Protein Equivalent

Orphacol (cholic acid)C
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Products available in your country may vary according to commercialization status

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

