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If you, or someone close to you, have been diagnosed with a form of acute
porphyria, this leaflet will help to explain exactly what the condition is, why it
occurs and what can be done to help those who live with it.

[t is designed to give you the basic facts, but if, after reading the leaflet, you
have unanswered guestions, please consult your doctor or a healthcare
professional for further information.
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A healthy body needs a constant supply of essential elements, and we produce Lizgelsl
just enough enzymes to control how these important supplies are used. It's a SPECIALIST CENTRES
system that is finely tuned and in perfect balance in healthy individuals.

Our bodies in balance

One of the most familiar of essential elements is iron and our bodies use iron
to make hemoglobin — the substance that colors blood red and carries
oxygen to all major organs, including the brain and the heart.

In order 1o make hemoglobin with the iron that we take in as part of our diet,
our bodies make proteins called porphyrins.

In people with porphyria, the system is out of balance and there is an
over-production of porphyrins. The excess porphyring build up inside the
body, giving rise to unpleasant symptoms. If they build up in the liver, for
example, it can cause severe abdominal pain.
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short period and that's how doctors define an ‘acute’ attack — hence the name
acute porphyria.

Certain types of acute porphyria (see ‘Types’) involve a build-up of porphyrins
in the skin. When that happens, it can make the skin sensitive to sunlight and
result in painful sores and blisters.

Typical skin lesions

Image source: DermNet NZ



What happens during an attack?
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Acute attacks almost always start with severe unexplained pain, usually in the CENETICS
apndomen but sometimes in the back or thighs. This may be preceded by anxiety,

restlessness and insomnia. It's also quite common to experience nausea, vomiting

TYPES

and constipation. DIAGNOSIS
TREATMENT
Acute porphyria can also affect the nervous system and some people develop SUPPORT

muscle weakness. In the chest wall, this can lead to breathing difficulties. Effects SPECIALIST CENTRES
on the nervous system can lead to speeding up of heart rate and increased
blood pressure too.

These symptoms can become very severe and even life-threatening if not
managed early, so it's vital that a doctor is seen as soon as an attack begins.

“ As o teenager, 9 began bo have
Ao T T

of confusion. But this pain was s0
severe that 9'd neven felf anything

like it. 9 was doubled, over i pain. i

Desiree Acute Intermittent Porphyria patient
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Can anyone get acute porphyria?

Acute porphyria is inherited so is passed down in the genes, usually from
one parent and very rarely from both parents. It's rare, with about 1 in 75,000
people in European countries affected by the most common type of porphyria.’

If someone has inherited a faulty gene, it does not necessarily mean that they
will suffer from acute attacks; in fact most people with the gene DON'T
experience them. That means that the gene can be passed on through the
generations without an individual realizing that it is present in the family —
until someone has an acute attack. There is currently no way of
predicting who will suffer from acute attacks.

1. Puy et al. (2010), Porphyrias, Lancet, 375: 924-937
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Father and 2 children have not SPECIALIST CENTRES
got porphyria

Mother and 2 children have acute
porphyria and are at risk of suffering
from an acute attack

AR
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T

This is an example of the inheritance of an acute porphyria. In this diagram the mother is suffering
from porphyria. She is carrying one normal gene i} and one faulty (mutated) gene A.. Of course, in
another family it could be the father suffering from porphyria. In each case the probability of each child
inheriting porphyria is one in two (560%).

AR
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We depend on the genes that we inherit from our parents, as they code for
all proteins and carry the information needed to build and maintain our cells
and pass our genetic traits to our children. These traits include those that are
visible, such as eye and hair color, and those that are not, such as blood type
and the thousands of basic chemical processes that comprise life.

Sometimes, individual genes can change (mutate) and become faulty,
so that the proteins they code for can'’t perform the tasks that they are
supposed to. This is what's happened in acute porphyria: the gene that
usually codes for a protein involved in the production of hemoglobin has
become faulty, leading to a build-up of porphyrins.
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Medical science isn't advanced enough to be able to “fix” a faulty gene, although
this is an active area of research.

This means that anyone with acute porphyria will be at risk of passing it on to any SUPPORT
children they may have, just like their parents passed it on to them. SPECIALIST CENTRES

If anyone knows — or realizes after experiencing an acute attack — that a gene
for acute porphyria runs in their family, it's important that a geneticist tests the
whole family so that all those at risk of an acute attack can be identified.

“ Because my sister had the condifion
Méwwuwawémuf@g anwaheness,,

v, M@@Mﬁw@sﬁw@ aﬁ%&ageoé 10,

50 9 knew 9 Mﬁﬂwgw

Sue Acute Intermittent Porphyria patient
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Are there different types of acute porphyria? SUPPORT
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Three main types of acute porphyria and one extremely rare type have been
identified, all of which are inherited. They differ in the genes that are faulty,
which code for different proteins in the same pathway but all of which lead to
a build-up of porphyrins.

Most people with an acute porphyria never experience any health problems.
However, about one in five people with an acute porphyria will experience

an acute attack.' Females are more likely to suffer than males and the most
common age for attacks to occur is between the late teens and early 40s.

1. Ventura et al. (2014), A challenging
diagnosis for potential fatal diseases:

recommendations for diagnosing acute
porphyrias, Eur J Intern Med, 25: 497-505



Types of acute porphyria
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This is the most common type. The symptoms of an AIP attack and their severity TYPES
vary greatly, but the skin is never affected. Most people make a full recovery from DIAGNOSIS
an attack, although about 1 in every 10 people with an attack (mostly women) will TREATMENT
suffer repeat attacks.' SUPPORT

2. Variegate Porphyria (VP) SPECIALIST CENTRES

People with VP are at risk of both acute attacks and experiencing skin
problems, not necessarily at the same time. VP tends to be more common
In certain societies and countries around the world and much less so in
others. In South Africa for instance, it is estimated that around 1 in 300 of the
European immigrant population have the condition.? It can affect both men
and women, although symptoms are more common in women.

1. Acute Intermittent Porphyria (AIP)

3. Hereditary Coproporphyria (HCP)

HCP is about seven times less common than AIP® and the major
difference is that people with HCP can have acute attacks at the same
time as skin prob|em8. 1. Puy et al. (2010), Porphyrias, Lancet;
375 924-937
) ) 2 ] 2. Hift RJ, Meissner PN (2005) An analysis
4. Aminolevulinate dehydratase (ALAD) deficiency porphyria (ADP) of 112 acute porphyric attacks in Cape
Town, South Africa: Evidence that acute
intermittent porphyria and variegate

This type is sometimes called plumboporphyria and is extremely rare, oo e T

but is similar in outlook to AP severity, Medicine (Battimore); 84(1):48-60
3. Elder et al. (2013), The incidence of

inherited porphyrias in Europe, J Inherit
Metab Dis; 36: 849-857
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However, there is one simple diagnostic ‘test’ that can aid diagnosis — the color
of the patient’s urine sample on exposure to light. If the urine turmns dark on
exposure to sunlight (after around 30 minutes), this may indicate that the patient
IS experiencing the onset of an acute attack. However, the urine may not tum
dark even if the patient is experiencing an acute attack, so a doctor should be
consulted, who will carry out further tests on urine, blood and stool samples.
They can then confirm the diagnosis and determine which type of acute
porphyria is present.

These tests measure the concentrations of porphyrins and related chemicals
that will be high if the patient is suffering an acute porphyria attack. It is
important that these tests, and the urine color ‘test,” are performed as
soon as possible after the onset of an acute attack. The concentrations of
porphyrins may quickly decrease after an acute attack, so if samples are
not taken at the right time, acute porphyria may be missed.

To help with diagnosis, it's important for the doctor to be given as much
information as possible about the health of relatives, especially parents
and siblings.
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At present, there is no cure for acute porphyria, but there are now medicines DIAGNOSIS
available that can help to lessen the severity of attacks and possibly prevent TREATMENT

future attacks. i

Anyone living with an acute porphyria, or anyone who thinks that they may SPECR IS T ENTRES
nave inherited it from their parents, should talk to their doctor about a
confirming diagnosis and potential treatment,

“ The fact that 9 knew 9 had, the
geiuafVLeardfeiuxﬁd7 knew what kind,
of treatment 9 needed.”

Sue Acute Intermittent Porphyria patient



Can an acute attack be predicted or avoided? NTRODUGTION
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Many acute attacks are triggered by avoidable causes such as alcohol, medications GENETICS
and low calorie diets. Variations in hormone levels are also a common factor, which

Is why females tend to experience attacks more than males. YEES

DIAGNOSIS

Alcohol — if someone knows they carry an acute porphyria gene, then albsolute TREATMENT
avoidance of alcohol, in particular heavy red wines, brandy and other liqueurs, is SUPPORT
recommended, although a compromise is to keep intake as low as possible. SPECIALIST CENTRES

Drugs — many medications contain ingredients that are capable of inducing
an acute attack, so the safety of any medicine or remedy must ALWAYS

be checked before it is taken, including any medicines prescribed by a
doctor for other conditions, over-the-counter treatments and herbal remedies.
Basic lists of safe drugs for acute porphyria patients can be found online,
for example that compiled by the European Porphyria Network, However,
the lists are subject to change, so a doctor should be the first source

of information for which medicines are safe for use by acute porphyria
patients.

If an acute porphyria patient requires surgery, it is important to inform the
surgeon and anesthetist in advance so that a special anesthetic that
has been proven 1o be safe for acute porphyria patients can be used.
Dentists, who often use local anesthetics, should also be informed.

All vaccines are safe for use in acute porphyria patients.
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Diet — using low calorie diets to reduce weight and prolonged periods with little TYPES
food may provoke an acute attack in people with an acute porphyria gene, so DIAGNOSIS
it is important to maintain a healthy body weight and stick to a normal or high TREATMENT
carbohydrate diet with at least three regular meals a day. Patients who have SUPPORT
experienced an acute attack should consult a dietician for advice about how to SPECIALIST CENTRES
achieve this balance.

The contraceptive pill and hormone replacement therapy (HRT) —
Women are more prone to acute attacks than men due mostly to female
hormones, particularly progesterone. This is found in the combined oral
contraceptive pill, as well as in HRT, Women with acute porphyria should
avoid contraceptives’ and HRT containing progesterone.

Pregnancy — although most pregnancies are uneventful, there is a
slightly increased risk of an acute attack during or after pregnancy, so it is
Important to inform the doctors providing prenatal care. \WWomen who have
experienced a severe acute attack that required hospital care should delay
pregnancy until at least 12 months after recovery from the attack.

1. Calvo de Mora Almazan et al. (2012),
Acute porphyria in an intensive care untt,
Emergencias; 24 454-458
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What is the advice for those who suffer GENSQE@
repeat attacks? DIAGNOSIS
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If an acute porphyria patient experiences more than one acute attack every year, SUPPORT
there are several steps that should be taken to avoid attacks happening, and to SPECIALIST CENTRES
deal with them when they do happen.

m Avoid alcohol and recreational drugs
B Pay attention to diet
m Consult a doctor about pain management

B [ncrease carbohydrate intake (sweet or starchy food and drinks) as soon
as the symptoms of an acute attack are recognized

m Keep in contact with a doctor, and consult them if symptoms are severe
or don't settle within 24 hours

m Consider having the whole family tested for acute porphyria genes so
that others at risk of experiencing acute attacks can be identified
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acute pOI' phyl"]a ? SPECIALIST CENTRES

There are lots of patient support and community groups for people with acute
porphyria and they can be relied upon for help, support and information.
People with acute porphyria often comment on how welcoming and
supportive these groups are.

Some of them are listed here, although there may be others that you find are
of particular help to you personally. But remember, the most trusted and first
option should be to talk to a doctor or other healthcare professional.


http://www.orphan-europe.com/patients-and-families/acute-porphyria

A message from a doctor who truly
understands porphyria

Dr Lisa Kehrberg is a practicing clinician in the USA who understands what
patients experience because she herself has Acute Intermittent Porphyria.

>

o
WATCH VIDEO >

"Porphyhia pain s hewnopathic pain” and this type is, the most severe that anyone
cak experience. s not cofvlﬂawb&ﬁo ahy kind oéduﬂmg'va &vmwf,muww@
My 6)6&. Unless 90w'v&W%Wm&, WM!«WMM&W 06
mmu)&d@o%mm %mbﬁwouuébvwxg u&ééwufﬁﬁo @wﬁg undersfand,
the suffering.

Forfunately there ane treatment options, fon porphupia, including eanly,
appropricte pain management and thew also treatment for the disease.”
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*Neuropathic pain is different to the common
type of pain caused by injury; instead, it comes
from problems with signals from affected nerves,
which send pain messages to the brain.


https://www.youtube.com/watch?v=XzLhHlcR_ro

www.thinkporphnyria.org
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Immeuble Le Wilson - 70, avenue du Général de Gaulle - 92800 Puteaux, FRANCE
TEL. +33(0) 1 47 73 86 24 - FAX. +33(0) 1 4906 93 77

www.recordatirarediseases.com



Centres specialising in acute porphyria
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Buenos Aires
CONICET-Hospital de Clinicas. UBA
Av. Cérdoba 2351.C.A.B.A.
Dra. Alcira Batlle
batlle@fibertel.com.ar
Dra. Maria Victoria Rossetti
rossetti@gb.fcen.uba.ar
Dra. Victoria Estela Parera
vicky@gb.fcen.uba.ar

Tel: +54 11 5950 8346 or 7

Hospital General de Agudos
“José Maria Ramos Mejia”
Gral. Urquiza 609 - C.A.B.A.
Dr. Hector Muramatsu - MD
hmura29@hotmail.com

Tel: +54 11 4127 0200 or 0300
WWww.ramosmejia.org.ar

AUSTRALIA

Camperdown* NSW

Royal Prince Alfred Hospital
Biochemistry Department

NSW Porphyria Reference Unit
Missenden Road, Camperdown NSW 2050
A/Prof. Peter

Dr. Victor Poulos
victor.poulos@sswahs.nsw.gov.au

Tel: +61-2 9515 8572
http://www.sswahs.nsw.gov.au/SSWPS/
ToDelete/RPAH/Porphyria/

Victoria (Melbourne)

Royal Melbourne Hospital,
Biochemistry Department,
Porphyrin Reference Laboratory,
Cnr Grattan Street and Royal Parade,
Parkville, 3050.

Key treating physicians:

Prof. Edward Janus

Prof. Amanda Nicoll

Tel: +61-3 8345 6134
edwarddj@unimelb.edu.au

Adelaide

Women's and children's hospital
Department of Genetic Medicine

72 King William Road,

North Adelaide, SA 5006

John Zoanetti (Senior Medical Scientist)
Tel: +61-8 8161 6732

Perth

PATHWEST

Locked Bag 2009
Nedlands, 6909, W.A.
Dr Ric Rossi

Tel: +61-8 9346 2845

AUSTRIA

Wien

Medizinische Universitat Wien
Universitatsklinik fir Frauenheilkunde
Univ.Prof.Dr.med. Christoforos Konnaris
FA flr Innere Medizin u. Arbeitsmedizin
Wahringer Glrtel 18-20

A - 1090 Wien
christoforos.konnaris@meduniwien.ac.at
Tel: +43 1 40400 — 2447 or 4701

BELGIUM

Brussels*

Erasme University Hospital
Dr. Axelles Gilles

and Dr. Ph. Frédéric Cotton
fcotton@ulb.ac.be

Tel: +32 255533 36

Leuven*

Gasthuisberg University Hospital
Pr. David Cassiman
David.Cassiman@med.kuleuven.be
Tel: +32 16 345 845

BRASIL

Sao Paulo

School of Medicine of Ribeirao Preto
University of Sao Paulo
Neurogenetics Unit.
Department of Neurology
Charles Marques Lourenco, MD
marqueslou@usp.br
charlesgenetica@gmail.com
Tel: +55 16 36022616

Mob: 55 16 91769054

CZECH REPUBLIC

Prague*

Biochemicka diagnostika

Laboratof pro vyzkum nemoci jater a
metabolismu hemu

Ustav lékaiské biochemie a laboratorni
diagnostiky

Vseobecna fakultni nemocnice a 1. LF UK v
Praze

Na Bojisti 3, Praha 2, 120 00

Prof. MUDr. Libor Vitek Ph.D., MBA
vitek@cesnet.cz

Tel: +420 2249 641 92

Molekularni diagnostika

Mitochodrialni laboratof

Klinika détského a dorostového lékafstvi
Vseobecna fakultni nemocnice a 1. LF UK v
Praze

Praha 2,120 00

prof. MUDr. Pavel Martasek
pavel.martasek@gmail.com
pavel.martasek@img.cas.cz

Tel: +420 2249 677 55

DENMARK

Odense

Odense Universitets Hospital
Endocrinologisk Afd M

Dr. Ole Hother-Nielsen

ole.hother-nielsen@ouh.regionsyddanmark.dk

Tel: +45 6541 1604 or +45 6541 1607

Viborg*
Regionshospitalet Viborg
Klinisk Biokemisk Afdeling
Heibergs Allé 4

Dr. Axel Brock
axel.brock@viborg.rm.dk
Tel: +45 8927 2042

FINLAND

Helsinki*

University Central Hospital of Helsinki
Dept. of Medicine

Dr. Raili Kauppinen
raili.kauppinen@hus.fi

Tel: +358 94711

FRANCE

Paris*

Hopital Louis Mourier

Centre Frangais des Porphyries
92700 Colombes

Prof. JC. Deybach, Prof. H. Puy
jc.deybach@wanadoo.fr

Tel: +33 (0)1 47 60 63 34
www.porphyrie.net

< back

*Laboratories listed on the European Porphyria Network (EPNET) website www.porphyria-europe.org. EPNET has set up a network of specialist porphyria laboratories in which there is collaboration and a quality assurance scheme. These laboratories are able
to distinguish, using biochemical testing, between all types of porphyria and are able to offer specialist detailed interpretation of results with clinical advice on management.



GERMANY

Berlin

Charité Universitatsklinik Berlin
Campus Benjamin Franklin
Gastroenterologie
Hindenburgdamm 30

Prof. Dr. med. Rajan Somasundaram
rajan.somasundaram@charite.de
Tel: +49 (0) 30 8445 0 (Zentrale)

Tel: +49 (0) 30 8445 4017

Berliner Leberring e.V.

Beratungsstelle f. Hepatitis Betroffene
— PORPHYRIE - TREFFPUNKT -

c/o Charité-Campus Benjamin Franklin
12203 Berlin - Steglitz

Post: Hindenburgdamm 30

Eingang: Klingsorstra3e 107
kontakt@berliner-leberring.de

Tel: +49 (0) 30832267 75

Chemnitz*

Klinikum Chemnitz

Innere Med. Klinik Il
Flemmingstrasse 2

09116 Chemnitz

Prof. Dr. med. Ulrich Stoelzel
u.stoelzel@skc.de

Tel: +49 (0) 37133333232
Emergency calls Mo- Fr,
weekend and public holidays :
Tel: +49 (0) 371 33333591

Dresden*

Krankenhaus Dresden-Friedrichstadt
Il Medizinische Klinik
Friedrichstrasse 41

01067 Dresden

Dr. med. Sven Wollschldger
wollschlaeger-sv@khdf.de

Tel: +49 (0) 351480 1138

Diisseldorf*

Universitatsklinikum Dusseldorf
Hautklinik

Moorenstrasse 5

40225 Dusseldorf

PD Dr. med. Jorge Frank
Jorge.Frank@med.uni-duesseldorf.de
Tel: +49 (0) 2 11 811 8327

Frankfurt

Burgerhospital Frankfurt am Main
Medizinische Klinik

Nibelungen Allee 37-41

60318 Frankfurt a. Main

Prof. Dr. med. Alfred Hellstern
a.hellstern@buergerhospital-ffm.de
Tel: +49 (0) 69 1500 0/ (0) 69 1500 870

Karlsruhe (Only diagnostics)*
Kriegsstrasse 99

76133 Karlsruhe

Dr. rer.nat. Thomas Stauch

MVZ Labor

PD Dr. Volkmann und Kollegen GbR
t.stauch@laborvolkmann.de

Tel: + 49 (0) 721 85 000 165

Koln

Universitatsklinikum Kéln

Zentrum fir Endokrinologie, Diabetologie und
Praventivmedizin

Kerpener Str. 62

50937 Koln

Dr. med. Michael Faust
michael.faust@uk-koeln.de

Tel: + 49 (0) 221 478 87021

Liibeck

UKSH Campus Libeck
Medizinische Klinik |

Ratzeburger Allee 160

23560 Lubeck

PD Dr. med. Friedhelm Sayk
friedhelm.sayk@uksh.de

Tel: + 49 (0) 451 5000 or -500 2360

Miinchen*
Hamatologisch-Onkologische
Schwerpunktpraxis Miinchen
Zweibrlickenstrasse 2, Am lsartor
Prof. Dr. med. Petro E. Petrides
petrides@onkologiemuenchen.de
Tel: +49 (0) 89 229 009 or 21 668 780

HUNGARY

Budapest*

MAV-K6rhaz

Podmaniczky utca 111-119
Karoly Oreskovich M.D.
oreskovich@t-online.hu
Tel: +36 14752634

IRELAND

Dublin*

St. James’s Hospital
Biochemistry Department
Central Pathology Laboratory
Dublin 8

Dr. Vivion Crowley

Tel: +353 1416 2935

or +353 14103000

ISRAEL

Petah-Tikva*

Rabin Medical Center

Beilinson Hospital

National Laboratory for the Biochemical
Diagnoses of Porphyrias

Prof. Nili Schoenfeld
nschoenfeld@clalit.org.il

Tel: +972 3937 7710

ITALY

Modena*

Azienda Ospedaliero-Universitaria Policlinico
di Modena

Dipartimento di Oncologia, Ematologia e
Patologie dell'Apparato Respiratorio

Centro per le Porfirie- Divisione di Medicina
Interna Il

Via del Pozzo 71

41124 Modena

Prof. Paolo Ventura, MD
paoloven@unimore.it

Tel: +39 059 422 5542 or

Tel: +39 059 422 3057

Milano*

Universita degli Studi di Milano

Fondazione IRCCS Ca' Granda Ospedale
Maggiore Policlinico

U.0. di Medicina Interna - Centro Malattie Rare
Dipartimento di Medicina e Specialita Mediche
Via Francesco Sforza 35

20122 Milano

Prof.ssa Domenica Cappellini
labporfirie@policlinico.mi.it

Tel: +39 02 5503 3639 or

Tel: +39 02 5503 3363

Roma*

Istituto San Gallicano-IFO IRCCS
Centro per le Porfirie

Via Elio Chianesi 53

00144 Roma

Dr Gianfranco Biolcati
biolcati@ifo.it

Tel: +39 06 5266 6928 or

Tel: +39 06 5266 2820

San Giovanni Rotondo (FG)*

Centro Interregionale di Riferimento per la
Porfiria

U.O.C.Nefrologia e Dialisi - IRCSS Casa Sollievo
della Sofferenza

Viale Cappuccini, 1

71013 San Giovanni Rotondo (FG)

Dr. Claudio Carmine Guida
claudiocarmine.guida@tin.it
nefrologia.porfiria@operapadrepio.it

Tel: +39 0882 410293 or

Tel: +39 0882 410477

NETHERLANDS

Rotterdam*

Erasmus MC University Hospital
Dr. Janneke Langendonk MD
j.langendonk@erasmusmc.nl
Consultants : Tel: +31 10 70 40704
Dr. Felix de Rooij PhD
f.derooij@erasmusmc.nl
Laboratory: Tel: +31 10 7035457

*Laboratories listed on the European Porphyria Network (EPNET) website www.porphyria-europe.org. EPNET has set up a network of specialist porphyria laboratories in which there is collaboration and a quality assurance scheme. These laboratories are able
to distinguish, using biochemical testing, between all types of porphyria and are able to offer specialist detailed interpretation of results with clinical advice on management.



Maastricht

Maastricht University Medical Center (MUMC)
Department of Dermatology

P. Debyelaan 25

6229 HX Maastricht

Prof. Dr. Jorge Frank

j.frank@mumc.nl
Tel: +31 43 3877292

NEW ZEALAND

Canterbury*

Canterbury Health Laboratories
Porphyria centre

PO Box 151

Hagley Avenue - Christchurch
Prof. Chris Florkowski
chris.florkowski@cdhb.govt.nz
Tel: +64 3 364 0300 ext 89570

NORWAY

Bergen*

Nasjonalt kompetansesenter for
porfyrisykdommer (NAPOS)
Haukeland Universitetssykehus
Prof. Sverre Sandberg
porfyri@helse-bergen.no

Tel: +47 5597 31 70

WWWw.napos.no

POLAND

Warszawa*

Instytut Hematologii i Transfuzjologii
Klinika Zaburzer Hemostazy i Choréb
Wewnetrznych

Poradnia dla Chorych na Porfirié i
cztonkoéw ich Rodzin

02-766 Warszawa, ul. Indirii Gandhi 14
Dr. Robert Wasilewski
rwasilewski@ihit.waw.pl

Tel: +48 (0) 22 349 61 05 (Hospital Clinic)
Tel: +48 (0) 22 349 61 58 (Outpatient)

Diagnostic/Laboratory Department
Instytut Hematologii i Transfuzjologii
Pracownia Porfirii

00-957 Warszawa, ul.Chocimska 5
Mgr. Agnieszka Lipniacka
alipniacka@ihit.waw.pl
porfiria@ihit.waw.pl

Tel: +48 (0) 22 84936 51 or

Tel: +48 (0) 22 849 85 06

SOUTH AFRICA

Cape Town*

University of Cape Town Medical School
Observatory 7925

Depts. of Medicine

and Medical Biochemistry
Lennox Eales Porphyria Unit
Prof. Peter Meissner
peter.meissner@uct.ac.za
www.uct.ac.za/depts/porphyria
Tel: +27 021 406 63 32 or 62 06

Durban

University of Kwazulu-Natal Medical
School

Nelson Mandela School of Medicine
Division of Medicine

Umbilo Rd, Durban 4075

Prof. Richard Hift

hift@ukzn.ac.za
www.uct.ac.za/depts/porphyria

Tel: +27 031 26044 58 0or42 16

SPAIN

Barcelona*

HOSPITAL CLINIC

¢/ Villarroel 170. 08036 Barcelona
Unidad de Porfirias
http://www.hospitalclinic.org
Dra. Paula Aguilera
PAGUILE@clinic.ub.es

Tel: +34 93 2275400-Ext 2618

Dr. Jordi To-Figueras (Lab.Bioquimica)
JTO@clinic.ub.es

Tel: +34 93 2275400-Ext 3452
Dra. Celia Badenas (Lab.Genética)
CBADENAS@clinic.ub.es

Tel: +34 93 2275400-Ext 3404

Madrid*

Hospital Universitario 12 de Octubre
Laboratorio de Porfirias

Centro de Investigacion

Avda. de Cérdoba s/n, 28041 MADRID
Prof. Rafael Enriquez de Salamanca
salamanca@med.ucm.es

Tel: +34 91390 87 68

Dr. Francisco Javier Castelbdn (Responsable
Clinico)

ficastelbon@yahoo.es

Tel: +34 91 390 82 47

SWEDEN

Stockholm*

Karolinska Universitetssjukhuset Solna
Porfyricentrum Sverige

CMMS L7:05

171 76 Stockholm

Tel: +46 (0) 8 517 714 45
www.karolinska.se/porfyri
porfyricentrum@karolinska.se
Overlskare Pauline Harper

Tel: +46 (0) 8 517 714 47
Bitradande Overlakare Eliane Sardh
Tel: +46 (0)8 517 714 43

SWITZERLAND

Ziirich*

Stadtspital Triemli, Zentrallabor
Porphyrie-Referenzlabor
Birmensdorferstrasse 497

Tel: +41 44 466 23 20

www.porphyria.ch

TURKEY

Ankara

Gulhane School of Medicine
Department of Medical Biochemistry
Etlik

Gulhane Porfiriya Merkezi
06010 Ankara

Associate Prof. Serkan Tapan
stapan@gata.edu.tr
serkantapan7@yahoo.com
Tel: +903 123043316

Gazi

Gazi University Hospital
Faculty of Medicine
Laboratory of Metabolism
Tel: +90 312 202 60 04
Tel: + 90 312 202 60 05

iokur@gazi.edu.tr

UK

Cardiff*

University Hospital of Wales
Department of Medical
Biochemistry & Immunology
Cardiff Porphyria Service
Heath Park

CF14 4XW

Dr. Mike Badminton

Tel: +44 (0) 292 074 6588 (Secretary to
Dr. Badminton)

London*

King's College Hospital NHS Foundation
Trust

Department of Haematological Medicine
Denmark Hill

SE5 9RS

Dr. David Rees

Tel: +44 (0) 203 299 4181 (Secretary to
Dr. Rees)

Leeds*

Leeds General Infirmary
Department of Clinical Biochemistry
Great George Street

LS13EX

Dr. Julian Barth

Tel: +44 (0) 113 392 3607

Salford*

Salford Hospital

Department of Clinical Biochemistry
Stott Lane

M6 8HD

Prof. Felicity Stewart

Tel: +44 (0)161 206 4214 (Secretary to
Dr. F. Stewart)

USA

Galveston, Texas

University of Texas Medical Branch
Porphyria Center

301 University Boulevard
Galveston, TX 77555-1109

Karl E. Anderson, MD, Director
Csilla Hallberg, MD, Coordinator
porphyria.center@utmb.edu

Tel: +1 409 772 4661

*Laboratories listed on the European Porphyria Network (EPNET) website www.porphyria-europe.org. EPNET has set up a network of specialist porphyria laboratories in which there is collaboration and a quality assurance scheme. These laboratories are able
to distinguish, using biochemical testing, between all types of porphyria and are able to offer specialist detailed interpretation of results with clinical advice on management.
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