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Introduction 

On the 13th of September 2015, a Patient Day was organized by Selbsthilfe EPP 
e.V., which is a volunteer patient advocacy group based in Germany dedicated to 
improving the quality of life of people with porphyria.   

Porphyria is an ultra-rare  genetic disease, which is largely inherited, although one 1

type can also be acquired.  There are eight types of porphyria, which can affect 
both females and males, from birth onward and present with a range of 
symptoms.  The symptoms depend on a combination of many factors both inborn 
(e.g. mutation type) and external (e.g. medications and/or the environment as 
some types are photosensitive .) 2

The Patient Day represented a rare gathering of people with porphyria and their 
caregivers (friends and family) from 17 countries.   

To take advantage of such a large gathering of people with porphyria, this study 
was initiated to do an independent and systematic data collection to: 

• benchmark patients’ current quality of life with a focus on identifying their 
unmet needs, coping strategies and ongoing concerns from their perspective, 
with a longer term vision to address them; 

• share this information with the respondents, stakeholders and other patients 
and experts in the rare disease community; and 

• help bridge any gaps uncovered between professionals (medical, regulatory, 
industry) and the porphyria patient population. 

Disclosure(s): 

This entire project was fuelled by volunteer steam.  No funding was received to 
conduct this study. 

<1 in 10,000 people are affected1

 react to certain frequencies of light causing abnormal reactions in the skin 2
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Project team 

First and foremost, I would like to thank all the people who took time to tell part of 
their story by filling out a survey.   

In terms of the development and execution of the study, I would like to 
acknowledge the exceptionally kind and generous people who dedicated many, 
many hours of their personal time to help craft the study design, so that we had a 
defensible methodology; to review the various iterations for irregularities or logic 
flow errors; to translate the surveys from English to German and back again for 
the responses, so that as many people as possible could participate in their native 
language; and lastly in handling the logistics of executing the study. 

I would like to personally thank Dr. John Garwood (Industrial Psychologist / Market 
Researcher - Montreal, QC) for overseeing the survey design, Dr. Anja Borck 
(Montreal, QC) who spent many hours handling the translations and Katherine van 
der Linden for editing.  Dr. Borck was dogged in wanting to capture every word 
made by each respondent — some individual comments took in excess of 20 
minutes to decipher since they were filled in by hand.    

A very special and heartfelt thank you goes to Thorsten Schweikardt, who despite 
being exceptionally busy in organizing the Patient Day (with his colleagues at 
Selbsthilfe EPP e.V.), found the time and passion to trans-Atlantic Skype at odd 
hours to discuss, review, translate, edit and co-ordinate this effort.  Without his 
insights and tireless support, this independent study would not have been 
possible. 

As Dr. Borck said after refusing to give up on translating a particularly difficult to 
read and emotionally profound comment from one ‘patient voice’: 

“Every survey is a life.”   

Process notes: 

Since each country has a different threshold of what is considered private and/or 
confidential, we had to default to a paper-based collection and data entry to 
protect the confidentiality of the respondents’ personal patient information.  This 
takes more time.  An online study could not guarantee patient privacy, particularly 
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with smaller sample sizes.  As an additional safeguard, names were not collected 
and aggregate reporting was done when sub-populations were small enough that 
might lead to individual identification. 

A note on the time it took to analyse the data:  As in any pro-bono activity done 
by patient groups and/or which are patient-initiated efforts, they rely on the time 
and skills that can be donated to the project.  A number of factors influenced the 
turn-around time, which included fluctuating personal time and health, increased 
time to process the data from a paper-based survey (entry, analysis, graphs, 
which were all done manually) due to using existing basic software (spreadsheets 
and word processing) and translation time (3 languages).  I wish to express my 
profound apologies for the delay in getting this completed and distributed sooner. 

Target audience(s) 

This document is intended for any person, caregiver or professional who is 
interested in quantitative and qualitative information about people with porphyria 
— who they are, how the disease impacts them, quality of life challenges, what is 
working well and/or is harmful — with a focus on the unmet need(s).  By adding to 
the body of work of capturing the patient voices, the goal is to maximize the 
chance of creating solutions that actually alleviate suffering, without adding new 
burdens.  Although the results demonstrates a commonality in the type of 
challenges faced by people with many other rare diseases, people with porphyria 
present with their own unique elements. 

Over the years, in interviews from many who have a rare disease or who care for a 
loved one who has a rare disease a common theme has emerged:  Patients/
Caregivers feel their voices are not being heard by the people who are ideally 
situated to help, particularly when they report that the burden of the disease has 
increased their sense of isolation.   

In this study, I hope the people with porphyria and their caregivers will find some 
useful insights, information or perhaps strategies to help them better understand, 
cope and raise awareness on the quality of life issues of dealing with this group of 
ultra-rare genetic and/or acquired diseases.  
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Distribution 

For those who attended the EPP Deutschland Patient Day in Dusseldorf in Sept 
2015 a link will be sent to you where you can download a copy of this document. 
Go to http://www.epp-deutschland.de/ and use the IPPD2015 link on the left. 

The link has also be sent to the international patient groups with email addresses 
listed on the European Porphyria Network and/or the Global Porphyria Alliance 
websites. 

Feedback 

Please send any feedback or comments to vorstand@epp-deutschland.de or to 
ipps2015@sdwhite.ca.   

Please cite this report as: International Porphyria Patient Survey (IPPS) Report (69 
patients), S.D. White, B.Eng with Selbsthilfe EPP e.V., 8 April 2019 

Thank you! 
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1 - What is porphyria? 

“Porphyria (por-FEAR-e-uh) refers to a group of disorders that result from a 
buildup of natural chemicals that produce porphyrin in your body.”   Everyone's 3

body makes ‘porphyrins’ and the best known one is heme.  Heme is the deep red, 
nonprotein, iron-containing molecule that binds oxygen in the blood. The blood 
then carries the oxygen as it travels between the lungs and the tissues.  4

The process of making heme is called the ‘heme biosynthetic pathway’.  In this 
pathway, there are eight enzymes controls each step of the process.  If any one of 
the eight enzymes is at a low level (a deficiency) then the body has a problem 
making heme. Porphyrins and porphyrin precursors of heme then build up in the 
body (in the blood, liver, bone marrow, organs, tissues, etc.) and cause any one of 
the eight types of porphyria.  5

Porphyria is a genetic disease where people have a mutation or defective part in 
their genetic code.  All of them are inherited from either one or both parents, 
except for one type (porphyria cutanea tarda or PCT) that you can either acquire 
or inherit.  

The symptoms range from non-existent to debilitating and can be deadly.   

Eight Types of porphyria 

It's really hard to talk about all the porphyrias at once, since they differ in causes 
and in how they are treated or controlled.  They also differ in where the excess 
porphyrins are stored: blood and tissues, bone marrow and/or the liver.  Clinically, 
the eight different types of porphyria are typically grouped according to 
predominant symptoms.  The two groups are Acute (suffer from acute attacks 
and “mainly affects the nervous system” ) and Cutaneous (primarily affects the 6

skin). 

 Mayo Clinic: https://www.mayoclinic.org/diseases-conditions/porphyria/symptoms-causes/syc-203560663

 Dorland's Medical Dictionary for Health Consumers. © 2007 by Saunders, an imprint of Elsevier, Inc4

 NIH: https://www.niddk.nih.gov/health-information/liver-disease/porphyria5

 Mayo Clinic: https://www.mayoclinic.org/diseases-conditions/porphyria/symptoms-causes/syc-203560666
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Acute porphyrias (predominantly suffer from acute attacks) 

There are four types of acute porphyrias, in descending order of known 
prevalence:  

• AIP – acute intermittent porphyria 

• VP – variagate porphyria  

• HCP – hereditary copro-porphyria  

• ADP –  ALAD deficiency porphyria 

Two acute hepatic porphyrias (variegate porphyria (VP) and hereditary 
coproporphyria (HCP)) can equally present with cutaneous photosensibility found 
cutaneous porphyrias.  7

Cutaneous (predominantly affects the skin) porphyrias 

There are four types of cutaneous porphyrias: 

• PCT –  porphyria cutanea tarda 

• EPP – erythropoietic protoporphyria 

• CEP – congenital erythropoietic porphyria 

• XLDPP - X-linked – X-linked dominant erythropoietic 
protoporphyria 

 Orphanet: Porphyria: https://www.orpha.net/consor/cgi-bin/Disease_Search.php?7

lng=EN&data_id=657&Disease_Disease_Search_diseaseGroup=porphyria&Disease_Disease_Search_diseaseType=Pat&Diseas
e(s)/group%20of%20diseases=Porphyria&title=Porphyria&search=Disease_Search_Simple
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2 - Definitions and Legend 

To simplify the flow of the text the following abbreviations will be used when, 
referring to people with a cutaneous or acute porphyria. 

Abbreviations for types of porphyria   

The bold text means they are represented in this sample.  Grey means not 
represented in this sample set 

Abbreviation Description

Cutaneous respondents or 
cutaneous
“Cutaneous” coloured in blue

respondents who suffer from EPP, CEP 
and/or XLDPP

Acute respondents or acute
“Acute” coloured in brick

respondents who suffer from AIP or VP

Abbreviation Type of Porphyria
AIP acute intermittent porphyria

ADP ALA dehydratase deficiency 
porphyria

CEP congenital erythropoietic 
porphyria

EPP erythropoietic protoporphyria

HCP hereditary coproporphyria 

PCT porphyria cutanea tarda

VP variegate porphyria

XLDPP X-Linked dominant 
protoporphyria
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Other abbreviations

QoL Quality of Life

IPPS International Porphyria Patient 
Survey

IPES International Porphyria Expert 
Survey

N number of respondents

n number of comments

Patient Person with porphyria

Proxy Person who filled in the survey 
on behalf of the person with 
porphyria
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3 - Executive Summary 

The primary goal of this study was to focus on the unmet need for people who 
have porphyria and benchmark quality of life concerns. 

The survey was distributed during the 2015 Patient Day in Düsseldorf, Germany, 
which was organized by Selbsthilfe EPP e.V.  It was available in German and 
English. Open-ended questions could be answered in German, English or French.  
All results were translated into English for analysis.   

Sixty-nine surveys were accepted for analysis : two were rejected due to ‘no 
confirmed clinical diagnosis’ and ‘unspecified type of porphyria.’  

The following types of cutaneous porphyrias were reported: EPP, XLDPP and CEP 
for a total of 50 people.  For the acute porphyrias, AIP and VP were reported for a 
total of 19 people.  The largest single group were people with erythropoietic 
protoporphyria (EPP) from Germany (N=39/69). 

It is important to note that the people who suffer from porphyria who attend these 
type of events tend to be mostly (but not exclusively) ‘high functioning’ patients, 
who may also be involved in advocacy.  These patients are typically highly literate 
and able/willing to navigate systems filled with roadblocks or know how to 
mobilize to create new processes.  They demonstrate capabilities to manage their 
situation at a higher level than others from the general population of those who 
are affected with porphyria.  Therefore, the data from this sample does not 
necessarily represent the larger sample population of people with porphyria.   

All respondents [N=69]: 

• In terms of symptoms only, pain is the most often reported with the biggest 
negative impacts.  Patients are looking for pain management solutions. 

• People are dealing with a high number of different symptoms per person 
throughout the body.   Sixty-two percent of acute and 59% of cutaneous 
respondents report that their symptoms caused more major problems. 
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- Acute: on average, 11 symptoms per patient, with the range of 2 
to 18 symptoms per patient.  On average, 4 symptoms / patient 
were rated as causing more major problems. 

- Cutaneous: on average, 9 symptoms per patient, with the range 
of 0 to 19 symptoms per patient. On average, 4 symptoms / 
patient were rated as causing major problems. 

• The unpredictable nature of disease (unknown triggers, environmental factors, 
etc.) causes a number of emotional and psychological problems that negatively 
impact people’s quality of life in that they feel they are unable to plan day-to-
day and in the long term (10 yr).  Both groups rated this as a high concern, 
although the cutaneous group reported a higher negative impact compared to 
acute. 

• Some accessible mitigations, such as covering up, staying out of sun or 
imposing restrictions on diet, etc., does improve some aspects of their physical 
health.  However, it also introduces a stronger negative impact on their quality 
of life by decreasing their sense of belonging by not being able to participate in 
normal activities, essential in daily social and familial bonding.  Of the 150 
comments on impacts to QoL, 77% are mentions of the negative impact caused 
by restrictions. 

• Overall, 72% percent report having trouble getting access to treatment (acute 
12% and cutaneous 61% ) 8

• While they wait for effective accessible treatment(s), they are looking for 
meaningful information from their medical professional and better coping 
strategies 

• There are indications of adapting to a ‘new normal’.  Even for those who 
reported higher numeric rating on QoL, or how much control they feel they 
have, it does not necessarily equate to ‘how well they are doing’ as they are 
still dealing with serious problems.  

Acute porphyria [N=19]: 

• 1st cluster of symptoms (most mentions in decreasing order): Pain (100% of 
the sample who reported pain had it in the torso and 50% in the legs); gastro; 
and then appetite.  

 Each percentage is rounded up or down accordingly8
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• Two-thirds of the sample rated doing well, mostly because of no symptoms 
(never had any or currently dormant) and are taking precautions (diet, etc.), 
even if they have frequent attacks.  Those who are not doing well it is largely 
due to frequent and increasingly aggressive acute attacks. 

• Forty-two percent of the acute sample report having trouble getting access to 
treatment(s).  

• For those that have used/are using heme arginate as a treatment 
(prophylactically or during an acute attack), they report that it made things 
better.  However, there is a concern about the ‘burden of treatment’ as the 
ratings and comments range from the bottom, “not doing well at all”, through 
to “doing pretty well” (2nd highest score).  9

• Most were aware of the genetic connection (family history), which may have 
contributed to higher QoL ratings (compared to comments of those more 
recently diagnosed and without family history.)  Average years to diagnosis: 3.1 
years; range is 0 to 24 years. 

• In general, acute have strongest support from family and physicians, 
conferences and the internet.  The greatest hindrance is from nurses, ER, their 
governmental health care system and social media. 

• a third of the sample report that glucose injections are not effective. 

Cutaneous porphyria [N=50]:  

Throughout the survey, people with cutaneous report a heightened constant 
awareness of the state of the weather and of the time of year, which creates a 
high level of anxiety and stress.   The restrictions (stay indoors, etc.) used to 
attempt to mitigate symptoms caused a profound sense of isolation, which was 
mentioned more often and before the reports of the debilitating impact brought on 
by the physical symptoms (pain, blisters, swelling, etc.).  

• 1st cluster of symptoms (most mentions in decreasing order): Pain; 
sleeplessness; and then psychological. 

• Average years to diagnosis: 14 years; range is 0 to 53 years. 

• The cutaneous respondents most often reported needed coping strategies and 
for others to have better understanding of what patients are dealing with and 
how it impacts them (in their personal life and from health care professionals) 

• From the type of comments and the vocabulary used to describe the isolation, 
respondents who feel the restrictions, felt caged. 

 Caution: Sample is only 4 people9

Page �  of �14 149



IPPS Report (69 patients), S.D. White, B.Eng with Selbsthilfe EPP e.V.

• The unpredictable nature of the disease was frequently cited as having a major 
impact on general QoL metrics. 

• Respondents are looking for a sense of normalcy in their day-to-day lives.  The 
denial of seemingly simple pleasures and activities essential in social bonding 
(family, school, workplace, community) is reported as taking a toll on physical 
and emotional health resulting in an isolation that negatively impacts identity 
and sense of worth. 

• For those that tried or are on Scenesse [N=12], it is reported as ‘quasi-curative’ 
in terms of addressing the primary quality of life concern, namely a profound 
sense of isolation.  In terms of symptoms, it addresses the reduction of pain. 

• Eighty-four percent of the cutaneous sample report having trouble getting 
access to treatment(s).  

• Treatment(s) for children is being largely ignored, as there is a plea to include 
them in clinical trials, so they can get effective medication.  The concern for the 
younger populations is that will be facing 18 years of suffering before they can 
access treatments.  If they are not assisted in these formative years, the 
concern is that it can lead to a lifetime of overcoming years of early childhood 
trauma. 

• In general, cutaneous have their strongest support from their national support 
group, family and internet.  The greatest hindrance is from physicians and their 
governmental health care system.  Although 56% report that friends helped, 
they also hindered (40%).  This is linked to a lack of understanding and 
empathy.  

• Other than Scenesse and/or putting themselves ‘under house arrest’ by 
avoiding the weather (sunny days, wind) there are no clear or consistently 
effective mitigations.  Mitigations attempts are largely preventative (59%) or 
pain management (38%). 

• Regulators are perceived as the main block to getting treatment (perceived as a 
lack of empathy and understanding), whereas they would like physicians to be 
better informed (linked to proper diagnosis, etc.) 

Recommendations for further evaluations and areas of investigation 

1. For those who do not have access to curative or effective symptom control, an 
accessible and effective pain management solution is needed for both adults 
and children.  The goal should be not just a positive impact on their quality of 
life, but where they achieve an acceptable quality of life. 
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2. A priority on access to treatments or other solutions is highly recommended 
that allows people with porphyria to lead ‘normal’ lives outdoors (in daylight 
conditions) where they are not excluded from essential social, workplace and 
familial bonding activities.  For people with a cutaneous porphyria (in this 
sample, mostly those with EPP) using various restrictions as solutions are 
largely unsatisfactory in that they are sporadically effective and they create a 
profound sense of isolation.  For people who are taking heme arginate, a larger 
sample is needed to better understand the extent of the burden of treatment 
and what mitigations or supports are needed to reduce any of these suspected 
burdens. 

3. There were few proxies for children/teens in this study [N=9]. However, for 
those caregivers that responded on behalf of their children, two consistent 
messages were; first, treatment for children/teens is needed, so that they can 
participate in outdoor activities and grow up like other kids (reduce a sense of 
early isolation); and second that parents are looking for effective interim coping 
strategies to help their children/teens be pain-free.  They want help to figure 
out what works for the ‘outdoor’ life, not just in terms of product or services. 

4. Investigate how a faster ‘time-to-diagnosis’ can be implemented by better 
identification of the elements that impede the diagnostic process.  

5. For the German EPP patients, further investigation of the nature of hindrance 
and absence of support from their immediate professional medical community 
(which includes physicians, nurses, pharmacists, ER staff) and from their gov’t 
health care system {note: for the latter, patients specifically report a lack of 
empathy and blocks to access to treatments like Scenesse.} 

Survey design recommendations 
1) Knowledge of porphyria and even diagnosis may occur prior to any suspicions of 
having porphyria related symptoms.  This could be due to an existing family 
history of having the disease. 

2) The term “Industry” to describe pharma or medical service/product providers 
can be confused with “my workplace”. 

3) When evaluating quality of supports, include the qualifiers to determine which 
“helped”, “hindered”, “no impact” or were “not applicable”.  This not only 
demonstrated where and who were providing the positive support(s) or where/who 
it was being blocked, but it also demonstrated where the expected supports were 
having no impact in helping the people with porphyria. 
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4) When including questions evaluating quality of life where the question format is 
multiple choice or rating scale, follow up with an open-ended comments section as 
the results from close-ended questions alone can be misleading.  A higher rating, 
where the respondent indicates that things are going well, can already factor in ‘a 
new normal’ effect.  For example, a number of respondents who rated higher on 
some quality of life scales are still experiencing chronic, traumatic and debilitating 
events, such as severe physical and psychological health impacts, job loss and 
frequent hospitalizations.  Perhaps a different evaluative method could be 
investigated to have the scales/multiple choice more accurately reflect patient 
realities. 

5) The sample was mostly likely skewed towards ‘high functioning’ patients.  
Further studies to included a wider representation would proffer a better view of 
the challenges and unmet needs of people with porphyria. 

6) When looking at access to treatment, expand the survey to include which 
specific treatments respondents are referring to.  10

 This was not included here due to survey length restrictions. 10
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4 - Summary of primary observations 
  

Demographics and diagnosis  

• Patients ranged in age from 4 to 68 years old.  Compared to cutaneous, acute 
respondents were: 

- generally older (average age of 48 yrs vs. 38 yrs) 

- all adults 

- mostly female (sample for acute was 17/19 vs. cutaneous which was 
28/50) 

• The largest group were people with EPP, born in Germany: 39 out of 69. People 
with EPP and who are German represented 78% of the cutaneous sample.  Of 
the 19 acute respondents, they were more evenly distributed across 8 
countries. 

• Compared to cutaneous, most acute were aware of the genetic connection due 
to family history (N=17/19) .  Early diagnosis and awareness to manage 11

known triggers may be contributing factors to generally higher QoL ratings in 
the acute vs. cutaneous groups .  The comments for those with a known 12

family history, who had/have symptoms, seemed to have adjusted to a ‘new 
normal’ despite the significant health and quality of life challenges. 

• On average, people with cutaneous took longer to reach a diagnosis than acute 
(14 yrs vs. 3.1 yrs.) The range for ‘years to diagnosis’ for both cutaneous and 
acute groups is broad, respectively from 0 to 53 yrs and from 0 to 24 yrs. 

 Note that acute sample is small11

Other significant factors affecting quality of life include the impacts of unpredictable environmental factors, difficulty in 12

accessing available treatments and an absence of positive support from their medical network) 
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Benchmarking current status of health 

Due to the temporal nature of the disease  (time of year) and the clear link to 13

environmental factors (e.g. weather), it was important to set a frame of reference 
to better understand the larger context of living with porphyria.  Respondents 
were asked to rate and comment on how things were going in the past few weeks 
to examine the specific factors currently affecting them before delving into the 
overall year-to-year impacts of living with porphyria.  

• Although both groups report the impacts of physical symptoms (e.g. pain, 
visible symptoms, etc.) the way in which they described the reasons for their 
rating was different between cutaneous and acute groups.  For cutaneous 
respondents, it was more about the factors affecting the symptoms (lack of 
treatment, environment [weather, etc.]), which impacts activities and social 
events than just about the symptoms themselves.  Acute gave greater 
prominence to the debilitating impact of physical symptoms before the quality 
of life impacts (e.g. job loss, isolation, loss of identity, etc.) 

• Throughout the survey, people with cutaneous porphyrias report a heightened 
constant awareness of the state of the weather and of the time of year.  They 
most frequently cited and first mentioned the burden brought on by 
‘restrictions’  and then they linked it to external weather factors (heat, sun, 
wind, lack of shade, etc.)  The 3rd most common mention was the impact of 
physical symptoms.  Acute respondents cited the impact of physical symptoms 
first.  For acute respondents, pain was most commonly cited as a reason for 
their rating.  

• Generally, those who rated doing ‘Really well’ are not currently experiencing 
any problems and have few restrictions.  For cutaneous, it is largely due to 
Scenesse. They also mention the positive influence of “bad weather” (cooler, 
less sun, more rain) and fewer outside events at that time of the year (which 
reduced the sense of imposed isolation.)  As the rating on ‘how well you are 
doing’ decreases, there is an increase in commentary on the sense of isolation 
and the number of restrictions in combination with the emotional and physical 
negative effects. 

 For cutaneous and for those acute (HCP and VP) who present with photosensibility13
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•  For acute, it is that they either report never having had a problem, or they are 
now in control and symptom-free. 

• As far as treatments are concerned, all those who take Scenesse for cutaneous 
porphyrias rated doing ‘really well’.  However, of the 4 people who take or have 
taken heme arginate, none rated as doing ‘really well ‘ (their ratings hit every 
point on the scale,  from the bottom of the scale, ‘not doing well at all’, to the 
second highest rating, ‘doing pretty well’.)  Unlike for Scenesse, none who were 
taking their treatment (in this case heme arginate) rated ‘doing really well.’  
Although the sample is small, combined with other comments throughout the 
survey, it raises the concern of ‘burden of treatment’ issues for acute 
respondents. 

• There seems to be an element of adjusting to a ‘new normal’.  If a situation has 
gone on for long enough, without a mitigation in reach, then even if the actual 
quality of life is relatively low, it becomes the ‘new normal’ benchmark. 

For example, the top rating of ‘really well’ or ‘pretty well’ can mean 
anything from “no problems” and “. . .never had any symptoms. . . ” to 
dealing with frequent attacks and pain and other quality of life impacts like 
job loss and loss of income.   

• Also, the actual ratings of how people are doing, summarized by words like 
‘really well’, ‘pretty well’ don’t always line up with the description of what 
people report as experiences or feelings.  With a larger sample, the 
recommendation is to continue to include open ended questions to benchmark 
any commensurate rating scale and not rely on the scales alone as a measure 
of QoL.  

Quality of Life (QoL) — impacts and degree of control 

• Respondents expressed that avoiding ‘normal’ activities, which are often 
restricted to the point of isolation, has a significant negative emotional and 
social impact on their quality of life.  The impact of the restrictions on social, 
‘day-to-day planning’ and ‘dealing with other people’s attitudes’ is reported 
with as much prominence as are the severe physical and emotional impacts.  
For cutaneous respondents, the primary areas of concern are cited as 
‘activities’ (hobbies, travel), ‘social’ (events, parties), then ‘day-to-day 
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planning’, ‘other personal relationships’, ’10-yr planning’, ‘emotional’ and 
‘spouse/partner’.  For acute respondents, the top grouping for most negative 
impact is on ‘other relationships’, ‘job’, ’10-yr planning’, ‘physical health’ and 
‘emotional health’. 

• The unpredictable nature of the disease was frequently cited as having a major 
impact on general QoL metrics. 

• Respondents are looking for a sense of normalcy in their day-to-day lives.  The 
denial of seemingly simple pleasures and activities essential in social bonding 
(family, school, workplace, community) takes a toll on physical and emotional 
health resulting in an isolation that negatively impacts identity and sense of 
worth.  Respondents who feel the restrictions, felt caged. 

• Acute tended to report that they had more things under control compared to 
cutaneous (47% vs. 6% respectively.) 

• There is no clear relationship between perceived ‘degree of control /extent of 
problems’ and the severity of the impacts on their quality of life.  So feeling like 
they are controlling certain elements - being able to mitigate or having some 
mitigation be accessible - did not result removing the negative quality of life 
issues. 

Symptoms and mitigations 

• Respondents were asked to create a ‘body map’  by labelling a diagram to 
identify all the areas where they have symptoms and identifying the symptom 
type (e.g. pain, infection, visible, etc.)  On a 1 to 10 scale, they were then 
asked to rate the severity of each symptom on the body map.  This created an 
interesting lens into the extent of the symptoms that people with porphyria 
deal with.  For example, reporting ‘pain’ as a single mention vs. seeing how 
many different areas of the body are experiencing pain highlights a different 
level of burden.  By adding that to the severity of symptoms, it creates a more 
complete view of the burden of the disease, particularly for chronic situations. 
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- When looking at the number of symptoms which were rated >5 on the 
‘extent of problems’ that are created (1= few problems and 10=major 
problems): 

✦ For acute: 

- 62% report ratings from 8 to 10 and 89% report ratings from 5 to 
10.   

- For ‘number of different symptoms’, they report an average of 11 
symptoms per patient, with the range from 2 to 18 symptoms per 
patient.   

- For those symptoms where they rate >5 (severity of problems 
created), the average is 4 symptoms per patient.  The range is 0 
to 8 symptoms per patient.  

✦ For cutaneous: 

- 59% report ratings from 8 to 10 and 85% report ratings from 5 to 
10.   

- For ‘number of different symptoms’, they report an average of 9 
symptoms per patient, with the range from 0 to 19 symptoms per 
patient.   

- For those symptoms where they rate >5 (severity of problems 
created), the average is 4 symptoms per patient. The range is 0 
to 13 symptoms per patient. 

• The number and severity of symptoms can also have a cascading effect on the 
extent and breadth of supports needed to effectively mitigate these symptoms 
(family, different medical professionals, treatments, etc.)  Those with these 
strong supports in place reported a higher QoL, even when symptoms or 
personal circumstances were difficult. 

• For both groups, the most frequently reported symptom was “pain”, which also 
created the biggest problems in terms of severity (highest rated). 

- For acute, 100% of the sample who answered [N=18] mentioned 
‘pain’ reported that was somewhere in the torso.  The next most 
common mention was pain in the legs [about half of the acute 
sample].  Pain was reported in other areas of the body, but with less 
frequency. 
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- For cutaneous, pain was reported in more places throughout the body, 
specifically the head (89% mentioned), wrist and hands (66%), ankles 
and feet (53%) and torso (45%).  Visible symptoms were on the 
head, wrist and hands (all at 55%). 

• For both acute and cutaneous respondents,  the same mitigations were cited 
multiple categories of  ‘better’,  ‘worse’ and/or ‘no impact’.  They include:  

- for acute: diet, pain medications and sleep 

- for cutaneous: creams, cold water, pain medications and physical 
protection 

• For those that had used/are using heme arginate, all mentioned that it made 
things better.  This was the case even for those that reported doing ‘so-so’ to 
‘not very well’  (caution: N=4).  However, there is some concern about a 
burden of treatment. 

• All those who have used Scenesse report that it made things better.  Those 
currently using Scenesse rated highest in terms of how things were going.  
They report that it is ‘life changing’ and that they feel normal again.  Unlike the 
acute sample, no comments were made about the burden of treatment. 

• Undertaking preventions/restrictions accounted for the most common 
mitigation that made things better. 

caution: better does not necessarily mean this resulted in an 
acceptable quality of life (See section 9:Impacts of having porphyria - 
Quality of Life (QoL) )  
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Quality of supports network 

A support network is the composite of resources a patient has to help them deal 
with the impacts caused from having porphyria.   

This table represents a larger support network, grouped by type, starting with those closest to 
the patient (e.g their personal circle or network) and working outwards to organizational and 
system supports: 

* Other supports that were not explicitly included in this evaluation were: 
workplace, pharma, hospitals, clinics and health centres 

• For this sample , the six different zones of support generally help with 14

exceptions of ER staff, nurses and the government health care services, where 
there is an opportunity for improvement.  What is notable for the acute group 
is the lack of impact that any of the national and international organizations 
play in their support system. 

• For cutaneous, they generally report good support from their personal network, 
but then it drops off sharply when evaluating medical professionals.  The data 
shows that their medical network either has ‘no impact’ or that this group 
specifically hinders patients.  As with the acute, the other negative spike occurs 
with their national health care system (mostly hinder.)  The highest level of 

Grouped Supports Zones of support

(1) Personal Network Family, Spouse / Partner, Friends, work*

(2) Medical Network - 
National

Medical professionals (MD, nurse, pharmacist, ER staff, international medical 
professionals (direct consult), hospitals*, clinics*, health centres*, etc.)

(3) Catalysts Private / Public payers (my insurance, medical plans: My gov’t HC system 

(4) Medical Network - 
support svcs (national)

My national patient support group; National rare disease community; Other 
porphyria patients, Other patients with rare diseases,Pharma*

(5) Medical Network - 
support svcs 
(International)

International patient support groups ; international rare disease community; 
international medical professionals (indirect contact); Pharma international*

(6) Support Tools Conference workshops ; social media ; internet info ; Print material

  Sample size (N) ranges from 16-1814
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support (85%) is from their respective national patient support organizations, 
which is in line with the fact that the respondents were at the Patient Day.  
Notably, support from ‘other porphyria patients’ rated highly (66%).  Within 
patient’s personal network,  ‘friends’ scored highest in hindrance (40%).  From 
the comments, it seems to be largely due to a lack of understanding of the 
effect that porphyria has on patients.  This is in keeping with the cutaneous 
group reporting high negative quality of life impacts on ‘social event’ and 
‘activities.’ 

Access to treatments 

• For those that require symptom control, most acute and cutaneous report they 
had trouble getting access to treatment(s). 

• For cutaneous, in descending order, as a percentage of all mentions, the top 
three barriers to treatment were: “Not approved by our gov’t [regulatory 
approvals]” at 71%; “Not approved by payers” (insurance gov’t/private) at 
57%;  and lack of knowledgeable physicians at 38%. 

• There were a number of comments that integrated three different responses: 
process blocks; wanting Scenesse; and a lack of empathy.  Barriers to getting 
Scenesse were largely blamed by blocks in the regulatory process(es).  
However, there were 12 comments that simply stated that regulators display a 
lack of empathy and lack understanding (not connected to specific issues) 
towards people with porphyria.  

Unmet needs 

• Both acute and cutaneous were looking for better information from their health 
care providers particularly when it came to coping strategies.  

• For cutaneous respondents, 26 out of 41 wanted better coping strategies, 
closely followed by 23 out of 41 who wanted more understanding from medical 
professionals and/or people in their personal lives about dealing with the 
porphyria. 
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• About half of the respondents who asked for Scenesse [N=11] emphasized the 
importance of getting this treatment with punctuation (e.g. “SCENESSE!!!”} 

• From both acute and cutaneous respondents, the most common comment to 
physicians was a request that they be better informed on the disease and the 
impacts.  Respondents also requested that the medical professionals treat them 
with more respect (For example: ‘not being believed’ resulting in misdiagnosis, 
longer diagnosis times, etc.) 
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5 - Process Summary 

The primary goal of this study is to focus on the unmet need for people who have 
porphyria and benchmark quality of life concerns.  As part of the process:  

✴ respondent’s  “anecdotes” were aggregated into common categories; 

✴ source information was uniquely based on the patient experience 
without any other research agenda; 

✴ two surveys were developed targeting: 

a) patients and/or their proxies, called International Porphyria Patient 
Survey (IPPS) 

b) experts, called International Porphyria Experts Survey (IPES).  This 
survey was developed in case we were permitted to distribute it 
during the scientific conference (International Congress on 
Porphyrins and Porphyria (ICPP))—  which followed the Patient Day 
— and for the professional experts  in attendance during the 15

Patient Day.  The primary purpose was to capture their perspective 
as part of the team who work on solutions for people with 
porphyria. 

Note:  Caregivers are a recognized and important part of the patient’s 
life.  Due to limited resources we were unfortunately unable to 
include a specific caregiver survey. However, they were invited to fill 
out an IPES survey as many caregivers have had to self-educate to 
become knowledgeable in the condition. 

Steps 

1. develop surveys with industrial psychologist/market researcher 

2. review and modify based on feedback from EPP representative 
✴ ensure we are targeting patient needs 

✴ modify the design to take into account any cultural differences 

3. Translation: German and English surveys were available.  Since the host 
country was Germany, it was important for people to have a choice of doing 
the survey in the language they are most comfortable with.  Unfortunately, 
resources were limited and we were unable to create surveys in each 
language of the visiting patients.  The option for respondents to answer in 
French was offered during the introduction on the Patient Day. 

4. paper-based survey distributed in welcome packages 

 Researchers, clinicians, medical professionals, industry and scientists.15
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✴ each country has privacy and security rules that vary greatly, so to 
adhere to the most stringent rules, we opted for a paper-based survey 

✴ no names / IP addresses were collected 

✴ raw data never transmitted over internet 

5. Completed surveys were triaged between patient/proxy/expert 

6. Patient comments were translated from German or French into English for 
analysis 

✴ translation was literal (respondent’s words) except when a cultural 
expression was used that had no direct English translation.  In this 
case, the ‘spirit’ of the expression was translated. 

7. Data manually entered in Excel and analyzed 

✴ There were too few with CEP, XLDPP or VP represented in the sample, 
so to protect their privacy the following porphyrias were grouped 
together for analysis: cutaneous included EPP, CEP and XLDPP and 
acute includes AIP and VP.    

✴ The data was analysed as an aggregate (all porphyrias), by their 
subgroups (cutaneous and acute) and individually (each on its own as a 
summary of experience per person) 

✴ Every comment made by the respondents (that was legible) was used. 
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6 - Methodology 

Respondent base  16

All individuals suffering from porphyria, or their proxy, who were in attendance at 
the Selbsthilfe EPP e.V.  Porphyria Patient Day 2015 (13 Sep 2015, Düsseldorf, DE) 
were invited to take part in the study.  One additional person participated after the 
fact as a result of hearing about the study from a family member who was in 
attendance (the respondent mailed their completed survey via post.)   

In total, 71 surveys were filled out (60 patients and 11 proxies) of which 65 were 
fully completed.  Patients ranged in age from 4 to 68 years old.  The following 
types of cutaneous porphyrias were reported: EPP, XLDPP and CEP for a total 
sample of 50 people.  For the acute porphyrias, AIP and VP were reported for a 
total sample of 19 people.   

The largest group of respondents were people with EPP from Germany (56% of the 
total sample).  Although people from eight different countries reported having a 
cutaneous porphyria (N=50), most have EPP (who represent ~70% of the total 
sample and 94% of the cutaneous sample).  For acute (N=19), the sample was 
more evenly distributed geographically across eight countries, and AIP was the 
most commonly represented. 

 For more detailed demographic breakdown see Section 7  - Demographics16
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It is important to note that the people who suffer from porphyria who attend these 
type of events tend to be mostly (but not exclusively) ‘high functioning’ patients, 
who may also be involved in advocacy.  These patients are typically highly literate 
and able/willing to navigate systems filled with roadblocks or know how to 
mobilize to create new processes.  They demonstrate capabilities to manage their 
situation at a higher level than others from the general population of those who 
are affected with porphyria.  Therefore, the data from this sample does not 
necessarily represent the larger sample population of people with porphyria.  

Procedure 
As part of the conference package, paper-based surveys were available in either 
German or English.  A brief verbal introduction was made at the start of the day to 
alert people to the survey.  Filled in surveys were then collected.  The survey 
package included a one-page introduction sheet which described: goals of the 
study; general instructions; data privacy; and a brief backgrounder on the people 
who were the involved in the project.  The survey itself was 4 sides (2 pages.) The 
paper-based surveys were then sealed in an envelope and hand-carried back to 
Canada, where the principal analysis took place. 

Of the 71 surveys, 46 were filled out in German and 1 in French, which were then 
translated into English for analysis.  These are noted and the original German and/
or French wording was maintained for reference.  The data was then manually 
entered into a spreadsheet and analyzed.  Tabulations and sums were cross-
referenced to handle any data entry or calculation errors. 

Survey design 
Two tailored surveys were created in order ensure that both patients and the 
experts had a chance to participate during the Patient Day.  Although linked 
through subject matter and the fact that porphyria experts are inextricably linked 
to the patient outcomes, each was also designed to be a stand-alone survey.  The 
International Porphyria Patient Survey (IPPS) was to be filled in by patients or 
their proxies (i.e. someone close who can speak on behalf of the patient such as 
parents of children who have porphyria.)  The International Porphyria Expert 
Survey (IPES) was also created for possible distribution at the scientific 
conference, which took place on September 14 and 15 in Düsseldorf, DE .  Eleven 17

 We were unable to get permission to distribute the Experts Survey at the conference.  Although some surveys were filled in 17

during the patient day, they are not reported in this document.  
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IPES surveys were submitted during the Patient Day (a mix of caregivers, pharma 
and medical professionals.) 

For the IPPS (patient survey), the areas of investigation were as follows: 
• general information about the person with porphyria (demographics, 

diagnosis information) 
• quality of life impacts (how things are going, what is it like living with 

porphyria) 
• symptoms and mitigations 
• evaluation and use of patient’s own ‘support network’ (resources, people, 

etc.) 
• feelings about treatment, research and how they are coping with having 

porphyria 
• identification of current unmet needs  

Analysis 
Typically, the eight porphyrias are grouped together as one disorder, despite the 
variations between each type.  These variations include different symptoms, 
mitigations, quality of life and types of support.  The differences in symptoms and 
triggers can exist even within the same type of porphyria or within the same 
genetic mutation.  

In this study, for the five types porphyrias represented, the differences between 
the cutaneous and acute was marked enough to split the sample in two for most of 
the analysis.  For reason of privacy, since the number of those with CEP and XLDPP 
is low, they are grouped with the people with EPP.  This group is labelled 
‘cutaneous’ (N=50). Likewise, those with VP were also few compared to AIP, so 
both AIP and VP are grouped as ‘acute’ (N=19).  This in no way implies that all 
those grouped together are the same (i.e AIP is not the same as VP as each have 
their own unique issues.)  

Although 71 surveys were submitted, two were excluded from the data set as one 
respondent reported no labs or tests done (not a medically confirmed diagnosis) 
and another did not specify which type of porphyria they had.  Therefore the base 
sample size for the analysis was 69.    
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When reporting for acute, the results are most often reported as a ratio or with 
absolute numbers instead of percentages due to small sample size (N=19).  When 
percentage are used, it is usually for the larger cutaneous sample. 

Where there is commonality in the data (between cutaneous and acute), the total 
sample (N=69) is aggregated, but for the most part the data is first analysed 
separately between the two major porphyria groups. 

The analysis was focused on uncovering any common threads as well as notable 
insights from the respondents' point of view.  In past studies, across other rare 
diseases, patients had reported how the numeric scales/ratings did not always 
provide an opportunity for their ‘voice’ to be heard in the way that was meaningful 
for them.  So the relationship between closed and open ended questions was 
explored (e.g. rating scale followed by an opportunity to comment on the reasons 
for that rating.)  This led to a very rich data set, which would help to clarify the 
qualitative intent behind the numeric ratings . 18

Where errors were subsequently discovered in the interview protocol (e.g. where a 
question could have been asked differently for a better data set), these will be 
identified for any future research efforts.  In some cases, the restriction of survey 
length and number of pages were limiting factors.  

Reporting Data 

While analyzing the results, different charting methods are used.  They were 
selected to most accurately reflect the data.  In a few questions, multiple charting 
options were used on the same data to try to facilitate reviewing and comparing 
the results and to address different ways in which people prefer to view 
information (e.g. a bar chart and table shown for the same data set.)  

 This may help create benchmarks for future surveys18
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7 - Demographics 

Summary of gender, age, proxy or patient 

Table 1- Basic summary of gender, age, proxy or patient- All, Acute & 

Cutaneous 

Observations - Age: Acute vs. Cutaneous 
Compared to cutaneous, acute respondents are: 

• on average, older (48 yrs vs. 38 yrs) 

• all adults  19

• mostly female (N=17/19 vs N= 28/50)  

All 
(N=69)

Cutaneous 
(N=50)

Acute 
(N=19)

Gender

Female 45 28 17
Male 24 22 2

Age (yrs)

Average 37.8 48.2

Median 39.5 45

Mode 50 68

Range 4 to 68 29 to 68

Who responded:

Patient 59 41 18
Proxy 10 9 1

 Most German EPP proxies for children has a shorter distance to travel than those from other countries with Acute (i.e. longer 19

flights for non-German parents of children with an acute porphyria.)
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Age 

Bar Chart 1- Age of respondent, by respondent, Acute and then Cutaneous 
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Country of birth and language of survey  

Table 2- Language used to complete survey, country of birth - All, Acute & 

Cutaneous 

Notes: 

• 17 countries were represented 

All 
 (N=69)

Cutaneous 
(N=50)

Acute 
(N=19)

Responded in:
German 45 39 6
French 1 1 0
English 23 10 13

Country (born)
Germany 38 35 3
Hungary 7 0 7
Netherlands 6 6 0
England 3 0 3
USA 3 3 0
Switzerland 2 2 0
Sweden 2 0 2
Argentina 1 0 1
Australia 1 1 0
Austria 1 1 0
Brazil 1 0 1
France 1 1 0
Mexico 1 0 1
South Africa 1 0 1
Turkey 1 1 0
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• 5 moved from country of birth - most moved to Germany 

• 1 did not specify 

Observations - Country of Birth & Survey language - Acute and Cutaneous 
• The largest group were people with EPP were born in Germany: 39 out of 

69.  People with EPP and who are German represented 78% of the 
cutaneous sample. 

• The respondents who were from a non-English, non-French or non-
German speaking country, tended to leave most of the open-ended 
questions blank. 

• The 19 acute respondents were more evenly distributed across 8 
countries.  Of this group, 66% responded in English. 

• Of those with cutaneous (N=50), 39 responded in German. Although 
eight countries are represented in the cutaneous sample, most are from 
Germany (38 out of 50). 
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Family history of Porphyria 

Table 3- Number of generations traced porphyria in their family - All, Acute & 

Cutaneous 

Observations - Family history - Acute and Cutaneous 
• Most of the acute respondents knew there was a family history of 

porphyria (N=17/19) 

• Only 10 out of 50 of the cutaneous respondents knew there was a family 
history of porphyria. 

Note: 

• If the information is new (as they are the first in the family to be 
diagnosed) then from time of diagnosis, this group may be more reliant 
on the quality and availability of sources outside of the immediate family 
(e.g. health care system) to determine treatments, coping strategies, etc. 

# gens traced 
back

# respondents 
(all)

Acute Cutaneous

Never looked 24 2 22

Unknown 3 0 3

0 14 1 13

1 8 5 3

2 6 4 2

3 9 4 5

4 and up 3 3 0

N/A 2 0 2
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8 - Diagnosis 

Age first suspicious to diagnosis - Acute 
Bar Chart 2- Age first suspicious & age diagnosed: by respondent - Acute 
 

Note: A1, A2 and A3 (i.e. Acute patient 1, 2, 3) may be survey anomalies (see 
explanation in “Observations - Years to diagnosis - Acute and Cutaneous” on page 
42.)  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Age first suspicious to diagnosis - Cutaneous 

Bar Chart 3- Age first suspicious & age diagnosed: by respondent - Cutaneous 
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Years to diagnose - Acute 

Bar Chart 4- Years to diagnosis and stats: by respondent - Acute 

Note: A1, A2 and A3 may be survey anomalies (see explanation in “Observations - 
Years to diagnosis - Acute and Cutaneous” on page 42.)  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Years to diagnose - Cutaneous 

Bar Chart 5- Years to diagnosis and stats: by respondent - Cutaneous 
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Observations - Years to diagnosis - Acute and Cutaneous  
• The first 3 responses from A1, A2, A3 show a potential ambiguity in the 

survey question.  When asked when they were ‘first suspicious that 
something was wrong’ these 3 respondents indicated that the diagnosis 
preceded the ‘moment of suspicion’.  So first suspicions could refer to: 

- when the first symptom appear 

- if they have a ‘known family history’ then when they were old enough 
to understand or when they were told that they had porphyria (prior 
to any symptoms.)  So in these cases, some respondents may have 
been tested prior to the presentation of symptoms.  Triggering events, 
like puberty, can happen later in life and after a confirmed diagnosis.  
Therefore, if there is porphyria in the family, then knowledge/
diagnosis of it may precede any ‘suspicious’ symptoms, which would 
account for the ‘negative’ years to diagnosis in the bar chart “Years to 
diagnosis and stats: by respondent - Acute” 

• On average, cutaneous’ time to diagnosis was longer than acute (14 yrs 
vs. 3.1 yrs.)  The range for ‘years to diagnosis’ for both cutaneous and 
acute groups is broad, respectively from 0 to 53 yrs and from 0 to 24 yrs.  

Note: 

• In future survey design, we need to include the possibility that people 
know they have porphyria, prior to any symptoms. 
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Diagnosis confirmation - Acute & Cutaneous 

Table 4- Types of lab tests used to confirm diagnosis - Acute & Cutaneous 

4 respondents knew their specific mutation 

Porphyria Acute Cutaneous
LAB TESTS # respondents # respondents

Urine 17 22
Fecal 4 17
Blood/Plasma 4 47
Genetic Test 5 13

Symptoms 2 4
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9 - Impact of having porphyria - Quality of Life (QoL) 

Due to the temporal nature of the disease (time of year) and the clear link to 
environmental factors (e.g. weather), it was important to set a frame of reference.  
Respondents were asked to rate and comment on how things were going in the 
past few weeks to examine the specific factors currently affecting them before 
delving into the overall year-to-year impacts of living with porphyria. 

Benchmark respondents’ state:  All porphyrias 

Q Overall, how has it been going for you the past few weeks? (check one)
Responses were mapped to a scale of 1 to 5: 

really well = 5  
pretty well =  4  
so-so         = 3 
not very well= 2 
not well at all= 1 

NB: some respondents answered in between the options provided.  For those 
cases, a numerical average was used (e.g. 2.5 was used for those who said 
‘between “so-so” and “not very well”) 
	  
Bar Chart 6- Ratings ‘How it’s been going?’ by respondent - All 
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Bar Chart 7- Ratings ‘How it’s been going?’ by respondent - Acute 

 

Bar Chart 8- Ratings ‘How it’s been going?’ by respondent - Cutaneous 
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Table 5 - Ratings ‘How it’s been going?’ - Acute & Cutaneous 

Table 6 - Stats on ‘How it’s been going?’ - All, Acute & Cutaneous 

Observations - Benchmark ‘How it’s been going?’ - Acute & Cutaneous 
• The question: “how they were doing in the past few weeks” was time specific 

(Sept).  Although both groups report the effect of physical symptoms (e.g. 
pain, visible symptoms, etc.) the way in which they described the main 
reasons for their rating differed between the cutaneous and acute groups.  
For cutaneous, it was more about the factors affecting the symptoms (lack of 
treatment, environment [weather, etc.]), which impacts activities, rather 
than just the symptoms themselves.   

• Throughout the survey, they report a heightened constant awareness of the 
state of the weather and the time of year.  Those with cutaneous cited most 

Acute Cutaneous
Rating Rating 

(N)
# who made 
comments

Rating 
(N)

# who made 
comments

Really well 7 4 5 5

Pretty  well 5 1 16 14

So-so and a bit 0 0 1 1

So-so 3 3 15 12

Not very well 3 3 11 11

Not well at all 1 1 1 1

no rating 0 0 1 0

Number of respondents 19 12 50 44

Stats All Acute Cutaneous

Average 3.4 3.7 3.3

Median 3.25 4 3

Mode 4 5 4

Range 1 - 5 1 - 5 1 - 5

Sample (N) 68 19 49
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frequently first mention the burden brought on by ‘restrictions’  and then 
linked it to external weather factors (heat, sun, wind, lack of shade, etc.)  
The 3rd most common mention was the impact of physical symptoms.  Acute 
respondents cited the impact of physical symptoms first.  For acute 
respondents, pain was most commonly cited. 

• Generally, those who rated doing ‘Really well’ are not currently experiencing 
any problems and have few restrictions.  For cutaneous, it is largely due to 
Scenesse.  For acute is that they either report never having had a problem, 
or they are now in control and symptom-free. 

• The weather (and other unpredictable environmental factors ) and treatment 
plays a major factor in the physical and emotional health of the cutaneous 
respondents.  Generally, those who rated higher (4 or 5) are either on 
Scenesse or mention the positive influence of “Bad weather!” (cooler, less 
sun, more rain) and also that there are fewer outside events (reducing the 
sense of imposed isolation.)  They also talk about learning to adapt or taking 
pride in being strong despite the challenges.  As the rating on ‘how well you 
are doing’ decreases (3 and lower), there is an increase in commentary on 
the sense of isolation and the number of restrictions in combination with the 
emotional and physical negative effects.  However, restrictions in social and 
family activities and the emotional difficulties of coping with the problems 
brought about by these restrictions are frequently mentioned. 

For example: 

✴ “I avoid the sun and protect myself accordingly.  Nevertheless, however 
it's unavoidable to come to the point of pain”;  

✴ “The fall comes and the hottest time of the year is over “; 

✴ “I have regular attacks that are kept at bay by regular prophylactic 
heme arginate.  I still get pain but major attacks are kept largely 
controlled.” 

• As far as treatments are concerned, all those who take Scenesse for 
cutaneous rated doing “really well or 5’, whereas of the 4 people who take or 
have taken heme arginate none rated as doing “really well or 5” (their 
ratings were 1, 2, 3 and 4).  Although the sample is small, combined with 
other comments throughout the survey, it raises the concern of ‘burden of 
treatment’ issues for acute. 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Factors impacting “How is it going? “ rating -  Acute 

Bar Chart 9: Reasons for rating ‘How it’s been going?’ - Acute 
NB: Numbers in square brackets indicate number of mentions for specified factor 

Comments: reasons grouped by rating- Acute 

Rated 5 (really well):  4 out of 7 commented 

Only those who reported “no problems” in last week, rated doing “really well.” 

Sample quotes are included: 

• 1 out of 4 never had problems 

• 3 out of 4 had problems in the past (attacks, hospitalization) and are now 
taking precautions, other than heme arginate 

‣ “It's several years since I was hospitalized with AIP.” 
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• take precautions [2 mentions] 

‣ “Even though I have a high score of porphyria I'm a strong person and 
I've not had a crisis.  Also I take my medicine and I listen to my body.” 

✴ “Provided that I monitor any medication and ensure correct diet, I don't 
have acute attacks. 

• have some restrictions [1 mention] 

‣ “. . . I have to however limit my daily activities.” 

Rated 4 (pretty well):  1 out of 5 commented 

✴ “I have regular attacks that are kept at bay by regular prophylactic 
heme arginate.  I still get pain but major attacks are kept largely 
controlled. 

Rated 3 (so-so: N=3), 2 (not very well: N=3)) or 1 (not well at all: N=1): 
7 out of 7 commented 

• have acute attacks [4 mentions] 

✴ “I have regular heme arginate (normosang) administered by myself via a 
portacath, roughly every 7 days.  I administer more if I have an actual 
"acute" attack (3-4 treatments over 3-4 days).  I suffer with regular pain 
and struggle with sleep and weakness.  I roughly have 1 attack per 
annum.  But, previously had at least 1 attack per month, so started 
regular Normosang” 

• pain [3 mentions] 

• psychological impacts [2 mentions] 

✴ frequent interferences, hospitalizations, vomiting, paralysis, recently 
diagnosed [1 mention for each symptom/event] 

‣ “My attacks are more aggressive and often.  From when I start 
pain, I lost muscles too fast.  Every month I've to go to the hospital 
due to severe pain internal and my skin hurts too.  I noticed that 
I'm more tired (+ avr person).” 

‣ “Hormone treatment stopped attacks, but triggered chronic fatigue” 

‣ “ I feel as if I could also rate as 4 (bad) because every 10 days, get 
an acute attack… I don't want to feel defeated.” 
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Observations on acute attacks, heme arginate and pain (acute) 
• Have used/ are using heme arginate 

✴ 4 people report using or have used heme arginate 

- ratings ranged on how they were doing:  

‣ “Not well at all” - used for an attack recently 

‣ “Not very well”  - trying to get it prophylactically /monthly 

‣ “So-so” - uses heme arginate prophylactically/ weekly 

‣ “Pretty well” -  uses heme arginate prophylactically 

• On acute attacks 

✴ 2 mentioned not having had an acute attack or crisis [rated 5: doing 
really well] 

✴ 6 mentioned still suffer from acute attacks 

‣ 2 people take heme arginate prophylactically and one is trying to 
do so 

‣ 1 rated doing “pretty well” [4] but still suffers from pain 

‣ 1 uses heme arginate prophylactically and suffers weakness / 
sleep or fatigue problems [rated 3] 

‣ 2 commented that they use it to decrease the number of 
severe attacks from monthly to annually 

‣ 1 takes treatment at home vs. in a hospital 

‣ 1 controls attacks with hormone treatment 

‣ but suffers chronic fatigue [rated 2] 

• Pain and burden of treatment 
✴ Pain is most often cited in all “other physical health” impacts 

‣ stomach, skin and internal pain 

✴ hospitalizations, having porta-caths and frequency of treatment is also 
mentioned 
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Although severe acute attacks, smaller attacks, pain and other physical impacts 
seem to be the biggest contributors to doing ‘more poorly’ when you compare the 
group [N=4] that are using heme arginate to control attacks (as needed or 
prophylactically on a regular basis) they are not reporting as doing ‘the best’ in the 
entire acute group.  Those who reported doing best have never had symptoms, 
don’t currently have them and/or have found ways to avoid them. 

caution: N=4 

✴ the use of heme arginate may come with a ‘burden of treatment’ that 
is influenced by frequency and impacts of administration (every week 
to 10 days, porta-cath, time to administer, recovery rate, 
hospitalizations and/or additional physical problems related to the 
attacks)   

✴ In all 4 cases, all report that using heme arginate made things better 

‣ 2 qualified that having a very supportive family/‘porphyria team’ 
was most important factor 

‣ “*. . . most important: An amazing porphyria team in my- 
{illegible} work” 

‣ “. . . I'm also lucky to have an AMAZING <spouse> and 
family - they understood , which is why I have only indicated 
a low negative impact, similarly, I try to be positive and 
would say that I'm not depressed or anxious (most of the 
time). 

General observations - Acute 
‣ There seems to be an element of adjusting to a ‘new normal’.  For example, the 

respondent who rated on the lowest end of the scale (as doing ‘not well at all’) 
has used heme arginate (which helped despite the pain medication needed prior 
to taking the treatment) but was very recently diagnosed (after 5 years of 
searching).  Whereas a respondent who rated the highest (pretty well or 4) of 
the group of four people who use heme arginate, reports major attacks 
controlled with prophylactic use administered at home, despite still suffering 
from frequent ‘smaller’ attacks and pain (plus loss of income and other 
significant quality of life costs such as job, income, etc.)  

‣ The top rating of “really well” (or a 5) or “pretty well” (or a 4) can mean 
anything from “no problems” and “. . .never had any. . . ” to dealing with 
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frequent attacks and pain.  With a larger sample, the recommendation is to 
include open ended questions to benchmark any commensurate rating scale.   

Page �  of �52 149



IPPS Report (69 patients), S.D. White, B.Eng with Selbsthilfe EPP e.V.

Factors impacting “How is it going? “ rating - Cutaneous 

Bar Chart 10: Reasons for rating ‘How it’s been going?’ - Cutaneous 
NB: Numbers in brackets indicate number of mentions for specified factor 
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Comments: reasons grouped by rating - Cutaneous 

Sample quotes are included: 

• The 5 people who rated doing really well [5] in the past few weeks, it was 
largely attributed to them currently using Scenesse (1 also mentioned the 
weather: rain) 

Those who rated 5 (really well):  5 out of 5 commented 

• Currently taking Scenesse [4 mentions] 

‣ “I have the Scenesse treatment, since 200x.  I live a normal life” 

‣ “ I have been travelling to Zurich to receive Scenesse treatment so this 
has been one of the best/easiest summers of my life.” 

• weather [1 mention] 

‣ “The sun hasn't shined that much, it was raining a lot.” 

Those who rated 4 (pretty well):  14 out of 16 commented 

• weather [9 mentions] 

‣ “Bad weather!! :) {NB: it was raining a lot in the previous week}” 

‣ “The fall comes and the hottest time of the year is over" 

• restrictions [8 mentions] 

‣ “I avoid the sun and protect myself accordingly.  Nevertheless, 
however it's unavoidable to come to the point of pain” 

‣ “If my daughter wears enough clothing, cap and if necessary hand 
shoes, she is doing reasonably well.  Trying to  do all things we want, 
but if necessary a bit shorter.” 

‣ “Few sunny days, few activities or events outside.” 

‣ “. . .  very short vacation, protective clothes (for instance, tuque, 
gloves), sun umbrella” 

• other 

‣ “symptoms are diminished” 

‣ “I know how much I can go in the sun, throughout your life, you 
continue to learn” 
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Those who rated 3 or 3.5 (so-so):  13 out of 16 commented 

✴ weather impacts [11 mentions] 

‣ “It is raining a lot where I come from, what really helps!  But I have 
had to work outside a lot the last few weeks which hurt.  A lot.” 

‣ “High temperatures, lots of sunshine” 

‣ “I kept myself out of the sun and was mostly inside” 

✴ restrictions [10 mentions] 

‣ “I need to protect from light, therefore I don't go outside the days.  
Social life happens without me.” 

‣ “House arrest.  No social contacts during the day.” 

‣ “Very sunny climate.  Therefore retreat/sport in the evening = less 
sleep and less professional life as planned” 

✴ physical health [4 mentions] 

‣ “Nausea, Stomach ache, digestion problems.” 

✴ social & psychological impacts [2 mentions each] 

‣ “I need to protect from light, therefore I don't go outside the days.” 

Those who rated 2 (not very well):  11 out of 11 commented 

✴ restrictions [13 mentions] 

‣ “. . . decreasing sun tolerance with increasing age despite the fact that 
I protected myself.  And kept myself hardly outside of  buildings and 
cars.” 

‣ “Because the summer had sunny and many hot weeks, I was restricted 
during my daily activities.  Outdoor activities, commute to work, and to 
do groceries were painful.” 

‣ “. . . too little in fresh air, was too often inside, no contact with 
outside. . .” 

‣ “. . . despite the fact that I protected myself.  And  kept myself hardly 
outside of  buildings and cars.. . .” 

✴ sun [7 mentions] 

‣ “It has been very sunny which makes everything very difficult, 
walking, biking, being with friends.  I am always thinking about the 
sun. 
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‣ “We had a summer with a lot of sun, all my friends go out to play and 
go swimming.  I'm always inside and alone.” 

✴ physical health [6 mentions] 

‣ “Several EPP attacks. . . “ 

‣ “ . . too much light - Itchy on body, poor sleep . . .” 

✴ psychological [5 mentions] & social impacts [2 mentions] 

‣ “In the summer months, I only go, if absolutely necessary with a lot of 
protective clothes outside, through which made me become very 
lonesome.” 

‣ “It has been very sunny which makes everything very difficult, 
walking, biking, being with friends.  I am always thinking about the 
sun.” 

Those who rated 1 (not well at all):  1 out of 1 commented 
✴ multiple impacts (restriction, physical, psychological, light, lack of 

understanding. etc.) 

‣ “On medical house arrest. Isolated. Pain.  Not much popular 
understanding on condition. Doctors office's hurt. Lights hurt. Lonely.  
Would be nice if porphyria docs and clinics made the environment 
more friendly.” 

Observations on Scenesse as a treatment (Cutaneous) 
• Currently using or have used Scenesse 

✴ 4 are currently using Scenesse 

‣ All rated doing ‘really well’ or 5  20

✴ 8 have tried Scenesse in the past (not currently using it) 

‣ 5 people rated doing ‘pretty well’ or 4 

‣ 2 people rated doing ‘so-so’ or 3 

‣ 1 person rated doing ‘not very well’ or 

Observations- Cutaneous 
• The weather and treatment plays a major role in the physical and emotional 

health of the cutaneous respondents.  Those who rated higher (4 or 5) are 

 Only other “really well” rating of 5 was due to lots of rain/little sun20
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either on Scenesse or mention the positive influence of ‘bad weather’ (cooler, 
less sun, more rain.)  They also mentioned that there are fewer outside 
events.  As the rating on ‘how well they are doing’ decreases (3 and lower), 
there is an increase in commentary on the sense of isolation and the number 
of restrictions in combination with the emotional and physical negative 
effects. 

Observations on rating compared to the comments - Acute & Cutaneous 
• The actual ratings of how people are doing, summarized by words like “really 

well”, “pretty well” don’t align with the description of what people report as 
experiences or feelings.  There seems to be a ‘new normal’ effect.  If a 
situation has gone on for long enough, then even if the quality of life is 
relatively low, it becomes the new benchmark. 

For example, the average rating of 3.4 and the median of 3.25 ratings are 
slightly above the mid-range of the scale, while the mode was higher at 4.  
However, if you anchor the ratings to the type of comments, even at the 
higher end of a 4 or 5 rating, the severity of issues that people are dealing 
with is still high .  For example, for those who rated that things were going 21

“so-so” (numerically represented as 3, which is the middle of the scale) the 
comments included: 

‣ “I am currently under chemotherapy treatment” 

‣ “I have regular heme arginate (Normosang) administered by myself via 
a porta-cath, roughly every 7 days.  I administer more if I have an 
actual "acute" attack (3-4 treatments over 3-4 days).  I suffer with 
regular pain and struggle with sleep and weakness.  I roughly have 1 
attack per annum.  But, previously had at least 1 attack per month, so 
started regular Normosang.” 

‣ “Nausea, Stomach ache, digestion problems” 

‣ “House arrest.  No social contacts during the day.” 

‣ “High temperatures, lots of sunshine” 

Even some who rated higher at 4 or 5 (really well and pretty well) report 
relatively serious problems: 

‣ “I kept myself out of the sun and was mostly inside” (isolation) 

 People with cutaneous generally reported doing less well than people with acute porphyria21
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‣ “I avoid the sun and protect myself accordingly.  Nevertheless, however 
it's unavoidable to come to the point of pain” 

‣ Reports having kidney disease 

‣ “Few sunny days, few activities or events outside” 

‣ “The fall comes and the hottest time of the year is over” (no control: 
dependent on external factors) 

‣ “I have regular attacks that are kept at bay by regular prophylactic 
heme arginate.  I still get pain but major attacks are kept largely 
controlled.” (in-dwelling porta-cath) 

‣ “Provided that I monitor any medication and ensure correct diet, I don't 
have acute attacks.  I have to however limit my daily activities” {this 
limitation was reported as having had weight control issues that caused 
back and joint pain and that any activity (e.g. walking) now aggravates 
his condition due to the photo-toxic nature of the disease}  

‣ “I feel as if I could also rate as 4 (bad) because every 10 days, get an 
acute attack… I don't want to feel defeated.” [rated 4] 

‣ “I am relatively independent in my personal circumstances and can 
manage my EPP . . . . live in the shadow” 

• Those who have Scenesse as a treatment rated above the central tendency 
data of how they were doing.  Those who used heme arginate (taken 
prophylactically) rated at or below the central tendency.  (caution: sample 
size small [2] for those currently taking heme arginate.)   
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Impact of having Porphyria on quality of life  

Three measures were collected to the measure the impacts of living with 
porphyria: 

• rating on 12 quality of life categories (see below) 

• open-ended question to solicit comments 

• selecting from a list of statements to determine the amount of control 
people feel they have, in relation to the severity of the problems they are 
dealing with 

First, in looking at the extent of interference with the quality of life (QoL), 
respondents were asked to rate each of the 12 QoL metrics, using a 10-point 
scale, which was anchored at one end with “1 - no negative impact” and at the 
other end with “10 - major negative impact”.  A “not applicable” check box 
was provided. 

Q) To what extent does having porphyria negatively impact each of the following: 

Job 

School 

Family relationships 

Partner/spouse 

Other personal relationships 

Emotional 

Physical 

Social events / parties 

Activities (hobbies/travel) 

Planning (daily) 

Planning (10yr) 

Personal finances 

The second part of the question was open-ended, offering the opportunity to write, 
in their own words and further information of how, if at all, porphyria interferes 
with their quality of life. 
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QoL statistics: 

All 
Acute 
Cutaneous 

The heavy boxed items show the areas that are impacted the most;  the next 
heaviest outlines show other areas of notable impact on the quality of life . 

Generally, for these categories, the cutaneous respondents reported a higher 
negative impact on their quality of life. 

Table 7: QoL ratings: Areas of impact, Stats- All, Acute & Cutaneous 

 Job  School family 
relations
hip

partner/
spouce

other pers 
relationship

emotional physical  social 
events/
parties

activities 
(hobbies, 
travel) 

planning  
day to day 
planning

planning 
(10yr)  

Personal 
finances  

N who responded:

57 4 66 54 65 68 67 67 67 68 65 59

Range (ratings 1-10, respectively 1= “no negative impact” to 10=“major negative impact”)

1-10 3-7 1-10 1-10 1-10 1-10 1-10 1-10 1-10 1-10 1-10 1-10

Average rating

5.1 5.0 4.9 5.3 5.3 5.6 5.4 6.4 6.9 5.8 5.6 3.9

3.8
n/a 

2.4 3.1 2.3 3.9 4.3 3.2 3.6 3.3 3.7 3.3

5.6 5.0 5.8 6.3 6.4 6.3 5.8 7.5 8.1 6.7 6.4 4.2

Median

6.0 5.0 5.0 5.0 6.0 5.0 5.0 7.0 8.0 6.0 6.0 3.0

1.0 n/a 1.0 1.0 1.0 3.0 3.0 2.0 2.5 1.5 1.5 1.0

6.0 5.0 6.0 6.0 7.0 7.0 5.5 8.0 9.0 7.0 7.0 3.0

Mode

1.0 n/a 1.0 1.0 8.0 5.0 5.0 10.0 10.0 8.0 8.0 1.0

1.0 n/a 1.0 1.0 1.0 1.0 3.0 1.0 1.0 1.0 1.0 1.0

8.0 n/a 4.0 5.0 8.0 9.0 5.0 9.0 10.0 8.0 8.0 3.0
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Results 

From table 7, (QoL ratings: Areas of impact, Stats- All, Acute & Cutaneous) there 
is a disparity between the median and the mean.  In order to look more closely at 
the areas of higher impact, the 10-point rating scale results were further 
categorized into 3 impact groups: 

• lower (rated 1 to 3) 

• middle (rated 4 to 6) 

• higher (rated 7 to 10) 
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Extent of interference on Quality of Life (QoL): All, Acute & Cutaneous 
Data segmented in 3 sections: Heavier boxes are 10 or more mentions 

Lowest impact = yellow  Middle impact = orange  Highest impact = red 

Table 8: QoL ratings: Areas of impact, grouped by higher/medium/lower: All, 
Acute & Cutaneous 

Job /  
career

Scho
ol

Famil
y

Part
ner / 
spou

se

Other 
pers 

Relati
onshi

ps

Emoti
onal

Physi
cal

Social 
event

s/
partie

s 

Activi
ties

Day 
to day 
planni

ng

Planni
ng 

(10yr)

Per. 
financ

es 

1
No neg
impact

14 0 13 11 9 8 7 8 8 10 12 17
10 4 0 0 11 2 9 2 9 0 5 3 3 4 8 0 8 0 9 1 9 3 10 7

2
3 0 5 1 6 5 5 3 2 3 7 7

1 2 0 0 1 4 1 0 4 2 3 2 3 2 1 2 1 1 1 2 3 4 1 6

3
5 1 6 6 5 9 11 2 2 3 3 11

0 5 0 1 2 4 2 4 1 4 3 6 4 7 2 0 2 0 1 2 0 3 1 10

4
3 1 8 3 6 4 3 8 5 5 3 5

0 3 0 1 0 8 1 2 0 6 1 3 0 3 2 6 0 5 1 4 0 3 1 4

5
2 0 7 8 4 10 11 6 4 11 3 2

0 2 0 0 1 6 0 8 1 3 2 8 3 8 1 5 3 1 2 9 1 2 1 1

6
8 1 5 4 7 1 4 2 3 5 6 3

1 7 0 1 1 4 1 3 1 6 0 1 1 3 0 2 1 2 2 3 0 6 0 3

7
6 1 7 5 9 6 6 7 7 6 4 1

0 6 0 1 0 7 1 4 0 9 1 5 1 5 0 7 0 7 0 6 0 4 0 1

8
9 0 5 5 10 8 9 6 7 12 13 7

2 7 0 0 0 5 0 5 1 9 3 5 3 6 2 4 1 6 0 12 2 11 2 5

9
1 0 5 6 8 10 6 12 9 6 5 3

0 1 0 0 0 5 1 5 0 8 0 10 1 5 0 12 1 8 1 5 0 5 0 3

10
Major 
neg

impact

6 0 5 5 1 7 5 13 20 7 9 3

3 3 0 0 1 4 1 4 0 1 1 6 0 5 1 12 1 19 1 6 3 6 2 1
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-Continued- 

Job / 
caree

r

Scho
ol

Fami
ly

Partn
er / 

spou
se

Other 
pers 

Relati
onshi

ps

Emoti
onal

Physi
cal

Social 
event

s/
partie

s 

Activit
ies

Day 
to day 
planni

ng

Plann
ing 

(10yr)

Per. 
financ

es 

Not 
applica

ble

9 2 2 13 2 0 0 2 1 1 4 8

1 8 1 1 2 0 1 12 1 1 0 0 0 0 2 0 1 0 1 0 1 3 1 7

No 
respon

se

3 62 1 2 2 1 2 0 1 0 0 2

1 2 18 45 0 1 1 1 1 1 0 1 0 2 0 0 0 1 0 0 0 0 0 2

# 
respon

ded

57 4 66 54 65 68 67 67 67 68 65 59

17 40 0 4 17 49 17 37 17 48 19 49 19 48 17 50 18 49 18 50 18 47 18 41

Averag
e

5.1 5.0 4.9 5.3 5.3 5.6 5.4 6.6 6.9 5.8 5.6 3.9

3.8 5.6 n/
a

5.0 2.45.8 3.1 6.3 2.3 6.4 3.9 6.3 4.3 5.8 3.2 7.5 3.6 8.1 3.3 6.7 3.7 6.4 3.3 4.2
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Ratings of 12 QoL categories: Sorted from higher to lower impacts- All  
From the ratings of the 12 Quality of Life categories, these pie charts are sorted in 
descending order from higher to lower impact.   

Red= highest; Orange= medium; Yellow=lower 

Pie Charts 1: Categories of interference with quality of life as number of 
mentions - ordered from higher to lower impact -  All porphyrias 
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Impact on Pers 
finances

All

24%17%

59%

Impact on Job
All

39%23%

39%

Impact on 
School

All

25%
50%

25%

Impact on 
Family

All

33%30%

36%

Impact on 
Partner/Spouse

All

39%28%

33%

Impact on Other 
pers 

relationship- All

9%
42%

49%

Impact on 
Emotional

All

46%
22%

32%

Impact on 
Physical

All

39%27%

34%

Impact on 
Social

All

57%
24%

19%

Impact on 
Activities

All

64%

18%
18%

Impact on Day-
to-day planning 

- All

46%
31%

24%

Impact on
10-yr planning 

All

48%
18%

34%
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Ratings of 12 QoL categories: Sorted from higher to lower impacts -Acute  
From the ratings of the 12 Quality of Life categories, these pie charts are sorted in 
descending order from higher to lower impact.   

Red= highest; Orange= medium; Yellow=lower 

Pie Charts 2: Categories of interference with quality of life as number of 
mentions - ordered from higher to lower impact-  Acute 
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Impact on 
Family
Acute

6%12%

82%

Impact on 
Partner/Spouse

Acute

18%12%

71%

Impact on Other 
pers 

relationships - 
Acute

31%9%

60%

Impact on 
Activities

Acute

17%22%

61%

Impact on Day-
to-day planning 

- Acute

11%28%

61%

Impact on 
Emotional

Acute

26%16%

58%

Impact on Pers 
finances

Acute

22%11%

67%

Impact on 
Physical

Acute

26%21%

53%

Impact on 
Social
Acute

18%18%

65%

Impact on 
School
Acute

Impact on 10-yr 
planning

Acute

28%6%

67%

Impact on Job
Acute

29%6%

65%
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Categorized comments on how porphyria interferes with QoL:-Acute  

The charts include only the responses to this specific question: “What other things, 
if any, does having porphyria interfere with or stop you from doing?”  The results 
are shown as a bar chart (numbers) and a pie chart (as percentage of all these 
comments)  Seven people made 23 comments.  Those who did not make 
comments in this specific question, did make QoL related comments in other parts 
of the survey. 

Orange = Restrictions 

Red  = Health 

Blue  = Planning (no real sense of what triggers symptoms and when) 

Pink  = Emotional/ Psychological impacts 

Bar Chart 11: Categories of interference with quality of life by number of 

mentions -  Acute 
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Acute - Type of comments: 
Having porphyria interferes 

with . . .

Restrictions - Family events - can’t participate

Restrictions - drugs / alcohol

Restrictions - work / career

Restrictions- time to manage disease

Restrictions - social / friends

Unpredictable health - can’t plan

Isolating

Friends/Family - lack support

Feel isolated

Psychological

Health attacks - still having

Health - unwell for diverse reasons

Number of comments
0 1 2 3 4 5

1
1
1
1

2
3

5
1

2
2
2
2
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Pie Chart 3 Grouped Categories: types of interferences with quality of life - 
Number of mentions as a percentage of comments -  Acute 

Quotes on the impact on quality of life - sampling- Acute: [N=7] 
‣ “I had so far 2 times acute episodes/attacks with AIP.  Since I know 

the instructions from the doctors, and follow the medicine list, I do not 
have specific problems.” 

‣ “I would describe myself as v. positive, being involved heavily in the 
porphyria organizations BUT I am not able to work in a "normal" paid 
employment status as my health is too unpredictable.  This affects my 
annual salary and career prospects.  . . . “ 

‣ “I can plan everything but if I can follow through or succeed , I never 
know.   Volunteer help I never offer anymore, for instance, donating 
cake or help in the school of my children.  I needed to cancel to often.” 

‣ “To be able to schedule a normal day without "naps".  I would like to 
feel better to perform more outside activities and play with my 
daughter.  When I'm not feeling good, I don't tell my husband or 
family anymore.  I quietly suffer, take morphine and go to the hospital 
for treatment normosang.  I believe that my family is tired of my 
attacks.” 

‣ “Because I can't miss any appointments, because the attacks are 
unpredictable I cannot work.  For this reason I was already working as 
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13%
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39%
22%

Unpredictable - cannot plan
Restrictions
Isolation / Lack of support
Health (physical / psychological)
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a free-lancer but even that I couldn't keep up, because physically I am 
unreliable.  This is not a big problem like for others because I am 
financially secure, but I feel -- for the same reason our social contacts 
are difficult to schedule” 

‣ “Have to be extremely careful not to be exposed to the sun 
excessively, as I easily get water blisters. . . . “ 
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Ratings of 12 QoL categories: Sorted from higher to lower impacts-
Cutaneous  
From the ratings of the 12 Quality of Life categories, these pie charts are sorted in 
descending order from higher to lower impact.   

Red= highest; Orange= medium; Yellow=lower 

Pie Charts 4: Categories of interference with QoL as number of mentions -
ordered from higher to lower impact -  Cutaneous 
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Cutaneous
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Impact on 
Partner/Spouse

Cutaneous

49%35%

16%
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Cutaneous

56%
31%

13%
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Emotional
Cutaneous

53%
24%

22%

Impact on 
Physical

Cutaneous

44%29%

27%

Impact on 
Social

Cutaneous

70%

26%
4%
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Cutaneous

82%

16%2%

Impact on Day-
to-day planning 

- Cutaneous

58%
32%
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planning

Cutaneous

55%
23%

21%
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Quotes on the impact on quality of life - sampling - Cutaneous [N=39] 

✴ 39 out 50 cutaneous respondent commented on this specific question on 
how dealing with porphyria interferes with their quality of life.   

✴ Of the 11 who did not write comments for this specific questions, 10 of them 
either: 

- mentioned in other parts of the survey that having porphyria interferes 
with their QOL; and/or  

- reported mid to high ratings of that having porphyria interfered with 
specific aspects of their QOL.  

- E.g. 

‣ “You are about to decide how we can lead our lives- please try to 
put yourself in our place - what it means to not be able to go 
outside, and how we feel about being denied and existing 
treatment!” 

‣ “Because the summer had sunny and many hot weeks, I was 
restricted during my daily activities.  Outdoor activities, commute 
to work, and to do groceries were painful.” 

‣ “I kept myself out of the sun and was mostly inside” 

‣ “Give us Scenesse! 

✴ Therefore 49 out of 50, at some point in the survey, mention the negative 
impact that having porphyria has on their quality of life. 

✴ The two areas that had the highest impact on QoL were, in decreasing 
order: 

- Activities such as hobbies and travel (82% of times it was mentioned) 
and Social such as events and parties (70% of times it was mentioned). 

- Ability to plan (day-to-day planning and 10yr planning), other personal 
relationships (not family/friends) and emotional were the next group 
(representing 53% - 58% of times mentioned)  
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Categorized comments on how porphyria interferes with QoL:-Cutaneous  

Pie Chart 5: Categories of interference with QoL as a percentage of mentions 
Cutaneous 

NB:These charts only include comments from the 39 respondents who 
responded directly to this questions.  It doesn’t include the comments of the 
10 others who reported interference with QOL in other parts of the survey. 
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Breakdown of “restrictions” on how porphyria interferes with QoL:-
Cutaneous  

Bar Chart 12: Type of restrictions that impact QoL as a percentage of mentions 
Cutaneous 

 

Quotes - sampling  [N=39] 

‣ “The worst time in the life of an EPP patient is probably the childhood 
or school-time because children cannot understand the painful 
consequences of their behaviour (delayed reaction).” 

‣ “I am afraid to do a semester in a foreign country.  Perhaps, the 
reason is that I am not in my usual surroundings (air conditioning, cold 
packs, distraction) (TV, PC…), painkillers” 

‣ “Daily life things like for instance, shopping (parking lot in full sun). 
Doctor visits when EPP symptoms make it impossible (the way to the 
MD or the waiting period in the waiting room and for sure not a 
physical examination, pain increases).  Travel destinations/ travel 
times are very reduced.” 
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‣ “Spontaneity is the biggest thing for me.  While EPP affects my ability 
to plan, even more it affects my ability to act spontaneously.  EPP 
stops me from being able to wake up one day and just do something.  
This, in turn, then greatly affects me socially.” 

‣ “Going out with my friends, to the beach or park, etc.  Gymnastics 
classes at school are mostly outside, and when the sun is shining I 
can't take part.  School trips are also difficult.” 

‣ “The practical things; pick up my son from school, all buidlings where 
there is light is a problem” 

Breakdown of “emotional/psychological” factors on how porphyria 
interferes with QoL:-Cutaneous  

Bar Chart 13: Type of emotional/psychological factors that impact QoL as a 
percentage of mentions - Cutaneous 
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‣ “• travelling in sunny countries (for work and pleasure) • work outside 
for instance inspection of installations • planning of leisure time : no 
sport or swimming pool • long car rides in summer” 

‣ “Dealing with daily life ( driving car, normally getting somewhere, 
being in rooms where I don't know where the sun is hitting, if there are 
curtains..).  It is very difficult, that is, painful.  I do not - never ever go 
- go events outside.  BBQ parties with friends I often cancel.  I can't do 
sports outside, ex, going by bike or cycling, I can't participate in 
company events.” 

‣ “. . . Playing with other children outside.. . . “ 

‣ “To be free to go everywhere and play everywhere going outside has 
become something you have to plan.  People around here not always 
understand what's going on (there's nothing wrong with her.)” 

Breakdown of “health” factors on how porphyria interferes with QoL:-
Cutaneous  

Bar Chart 14: Type of physical health factors that impact QoL as a percentage of 
mentions - Cutaneous 
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‣ “Spontaneous activities- "normal" time spent with friends and family- 
doing tasks, daily chores without being completely exhausted and that 
I can't think or act because of unbearable pain- live a life without pain 
and anxiety” 

‣ “always having the thought in your head "how will the weather be?"  
Can I protect myself? • life planning, will my partner be understanding 
later on?” 

‣ “I couldn't go with my 3 kids to the outdoor swimming pool, outdoors, 
I never could participate in kindergarten trips or school trips, was 
never able to have summer vacation only if I excluded myself from 
activities and others were able to take care of them (kids).  When I 
persuaded myself I had afterwards pain, sleeplessness and so on for 
days which consequently led to family dysfunctions.” 

‣ “Cannot play soccer or any outdoor sport; I never get to play carefree.  
My Mom and Dad have some problems because of my problems with 
the sun.  I loose friends because I can never go out.” 

‣ “I don't drive the car despite having a drivers license.  I can't go for 
walks.  I can't participate in outside events. I have done without going 
on vacations.” 

‣ “I have not been able to act like a normal kid, feeling alone, I have not 
been able to study.  I would have been outside a lot due to excursions.  
EPP has changed my personality, the activities that I like.  I would 
have been so different if I didn't have EPP.  Realizing how much EPP 
has formed me has also made depressed and now am seeing a 
psychologist.” 

‣ “Never going outside” 

Observations on comments of impact on Quality of Life - All 

✴ Respondents expressed that activities which are restricted to the point of 
isolation, has significant negative emotional and social impacts.  The 
impact of the restrictions on social, ‘day-to-day planning’ and ‘dealing with 
other people’s attitudes’ is reported with as much prominence as are the 
severe physical and emotional impacts.  For cutaneous the primary areas 
of concern are cited as ‘activities’ (hobbies, travel), ‘social’ (events, 
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parties), then ‘day-to-day planning’, ‘other personal relationships’, ’10-yr 
planning’, ‘emotional’ and ‘spouse/partner’.  For acute the top grouping for 
most negative impact is on ‘other relationships’, job, ’10-yr planning’, 
‘physical health’ and ‘emotional health’. 

✴ From the type of comments and the vocabulary used to describe the 
isolation, respondents who feel the restrictions, felt caged. 

✴ The unpredictable nature of the disease was frequently cited as having a 
major impact on general QoL metrics. 

✴ Respondents are looking for a sense of normalcy in their day-to-day lives.  
The denial of seemingly simple pleasures and activities essential in social 
bonding (family, school, workplace, community) is reported as taking a toll 
on physical and emotional health resulting in an isolation that negatively 
impacts identity and sense of worth.  
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Degree of control - Acute and Cutaneous 

Pie Chart 6: Degree of control, as a percentage of sample- [N = 19] - Acute 

Pie Chart 7: Degree of control, as a percentage of sample [N = 50] - Cutaneous  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Comparing ‘degree of control/extent of problem’ ratings to other 
measures - All 
These next bar charts compare the responses between ‘control/problems’ ratings 
against the ratings of ‘How they were doing.’ 

Bar Charts 15: Comparing ratings of: ’amount of control/extent of problem’ to 
‘How has it being going in the last week?’ - Acute 
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Bar Chart 16: Comparing ratings of: ’amount of control/extent of problem’ to 
‘How has it being going in the last week?’ - Cutaneous 
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These next two tables compare the ‘control/problems’ ratings against the different 
categories of ‘interference/stop from doing things’ comments.  Regardless of the 
rating on amount of control and/or extent of the problems that people face, the 
impact of “restrictions” is most frequently cited. 

Table 9:  Number of ‘type interference’  for each  ’amount of control/extent of 
problem’ rating - Cutaneous 

Table 10:  Percentage of ‘type interference’  for each  ’amount of control/extent 
of problem’ rating - Cutaneous 

Ratings for . . . . . . degree of control / extent problems

5 4 3 2 1
Cutaneous - Categorized 
things that porphyria 
interferes with/stops 
from doing

Total # 
comments

Restrictions 6 58 54 20 12 150
Ability to Plan 0 1 2 2 0 5
Health 1 10 4 2 4 21
Emotional 0 4 7 5 2 18

7 73 67 29 18 194

Ratings for . . . . . . degree of control / extent problems

5 4 3 2 1
Cutaneous - 
Categorized things that 
porphyria interferes 
with/stops from doing

Restrictions 86% 79% 81% 69% 67%

Health 14% 14% 6% 7% 22%

Ability to Plan 0% 1% 3% 7% 0%

Emotional 0% 5% 10% 17% 11%

Number of comments 7 74 69 31 18

Page �  of �80 149



IPPS Report (69 patients), S.D. White, B.Eng with Selbsthilfe EPP e.V.

Observations on degree of control - All [N=69] 

✴ All answered  

✴ Acute tended to report that they had more things in control compared to 
cutaneous (47% vs. 6% respectively) 

✴ There is no clear relationship between perceived ‘degree of control /extent 
of problems’ and the severity of the impacts on their quality of life.  So 
feeling like they are controlling certain elements - being able to mitigate or 
having some ‘accessible’ mitigations (like covering up) - did not result 
reducing the negative quality of life issues. 

- For cutaneous, no matter how they rated ‘how much control or how 
major/minor the problems’ they were dealing with, people reported most 
frequently the negative impact of dealing with restrictions.  So, dealing 
with the restrictions, even if they felt in control of those restrictions (like 
wearing sunscreen, using cooling to reduce pain, staying indoors, 
avoiding outdoor activities and events) remains a dominant issue, in 
which they report a high cost (identity, emotional, physical, etc.) to their 
quality of life. 

✴ For both cutaneous and acute, generally, if respondents reported that they 
had ‘most things under control’ and/or ‘the extent of the problems were few’ 
then it lined up with positive ratings for ‘how things were going’ in the last 
few weeks. 

✴ Throughout the rest of the survey, there were multiple mentions related to 
their perceived ‘degree of control’ as it relates to: 

- Treatment 

- Support 

- Impact on QoL 

- How they feel 

- Mitigation of symptoms 

- Age (particularly solutions for children) 

The absence of feeling they had control in these areas resulted in a 
range of negative feelings expressed as fear, anxiety, frustration, anger, 
sadness and/or a more deeply felt lingering depression. 
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10 - Symptoms and Mitigations 

For reporting symptoms and the extent to which it created problems, respondents 
were presented with a front and a back outline of a body and were asked to: 

• label areas where they had symptoms, according to predefined symptom type 
provided (e.g. pain, visible, etc.); and  

• on a scale of 1-10, rate each symptom on the body map to describe the extent 
of the problem that each symptom created.   

Legend of symptom type to be labeled on front and/or back body image 

SCALE

Note: In a subsequent question, using the same rating scale, they were presented 
with the following list of symptoms: Allergies, Psychological, Sleeplessness, 
Reproductive/Menopausal/Periods,Sex drive, Respiratory, Circulation, Gastro 
(vomiting, diarrhea, constipation), Appetite and Urinary.  A “not applicable” option 
for each was provided and an option to add and rate any symptom not mentioned 
this list.

Pain (burn, itch, sharp, ache, bruise, etc.)

Weakness / Loss of control (muscular)

Numbness / Tingling (nerves)

Paralysis

Infections

Visible (rash, sores, scars, swelling, etc.)

Skeletal (joint, stiffness, etc.)

Medical intervention (surgeries, implants, etc.)

Creates few
problems for me

Creates major
problem(s) for me

1 2 3 4 5 6 7 8 9 10
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Symptoms - Acute 

Bar Chart 17: Type of symptoms reported as a percentage of sample, grouped 

by causing either more major or fewer problems - Acute   
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Bar Chart 18: Extent that symptoms caused major problems, reported as a 
percentage of sample, grouped by range of rating - Acute 
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Bar Chart 19: number of symptoms reported as a percentage of sample, 
grouped by causing either more major or fewer problems - Acute 

In this bar chart, the ‘total number of different symptoms’ includes any multiple 
mentions of a particular symptom type.  For example, if respondents mentioned 
more than one area of pain, such as pain in the legs and pain on the torso, then 
that is counted as 2 “symptom mentions” because they are dealing with pain in 
two different areas of the body.  In some cases, the severity of the pain (scale of 1 
-10) was rated differently as well (e.g. leg pain =7, torso pain = 10.)  If multiple 
mentions, of the same symptom (e.g pain) were made in the same body zone 
(e.g. Zone 1 is the head, which would include pain on nose, forehead and ears,.  
So even if the ratings were different for each one within the same zone, then that 
that is counted as 1 symptom under the category ‘Head’.)  Individual ratings, 
regardless of where they were located on/in the body, are reported in Table: 
Symptoms by body zone - as a percentage of mentions - Acute. (shown on next 
page.) 
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Table 11: Statistics on number of symptoms per patient- Acute 

Table 12: Symptoms by body zone- as a percentage of mentions - Acute 

Within in each zone there can be multiple reports of symptoms (e.g. head zone 
can report specific areas of lips, nose, forehead, etc.) 

Stats on number of symptoms per 
patient [N=18]

Stats on number of 
symptoms per patient 
who rated >5 (10 point 
scale)

Average 11 4

Median 12 3

Mode 12 2

Max 18 8

Min 2 0

For 7 body 
zones, total 
number of 
rated 
symptoms

1 -  
Head

2 - Neck, 
throat & 
Shoulders

3 - 
Arms

4 - 
Wrist 
and 
Hands

5 - 
Torso

6 - Legs 7 - 
Ankles 
& Feet

Pain 22% 0 22% 0 100% 50% 6%

Weakness 22% 0 22% 6% 11% 11% 11%

Numbness 0 0 0 6% 0 6% 0

Paralysis 22% 6% 22% 11% 6% 22% 11%

Infection 0 0 0 0 6% 0 0

Visible 0 0 0 6% 0 0 0

Skeletal 0 11% 0 6% 17% 0 0

Med 
Intervention

0 11% 0 0 33% 11% 0

Other 0 0 0 0 0 0 0
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Bar Chart 20: Symptoms by body zone- as a percentage of mentions - Acute 
 

Observations - areas on body where symptoms occur - Acute 

✴ In this case, 100% of the sample [N=18] mention pain somewhere in the 
torso. 

✴ The next most common mention was pain in the legs [about half the 
acute sample]  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Symptoms - Cutaneous 

Bar Chart 21: Type of symptoms reported as a percentage of sample, grouped 
by causing either more major or fewer problems - Cutaneous 
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Bar Chart 22: Extent that symptoms caused major problems, reported as a 

percentage of sample, grouped by range of rating - Cutaneous 
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Bar Chart 23: number of symptoms reported as a percentage of sample, 
grouped by causing either more major or fewer problems - Cutaneous 

In this bar chart, the ‘total number of different symptoms’ includes any multiple 
mentions of a particular symptom type.  For example, if respondents mentioned 
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more than one area of pain, such as pain in the legs and pain on the torso, then 
that is counted as 2 “symptom mentions” because they are dealing with pain in 
two different areas of the body.  In some cases, the severity of the pain (scale of 1 
-10) was rated differently as well (e.g. leg pain =7, torso pain = 10.)  If multiple 
mentions, of the same symptom (e.g pain) were made in the same body zone 
(e.g. Zone 1 is the head, which would include pain on nose, forehead and ears,.  
So even if the ratings were different for each one within the same zone, then that 
that is counted as 1 symptom under the category ‘Head’.)  Individual ratings, 
regardless of where they were located on/in the body, are reported in Table: 
Symptoms by body zone - as a percentage of mentions - Cutaneous. (shown on 
next page.) 

Table13: Statistics on number of symptoms per patient- Cutaneous 

Stats number of symptoms 
per patient 
N=49

Stats on number of symptoms 
per patient who rated >5 (10 
point scale)

Mean 9 4
Median 10 3

Mode 12 1
Min 0 0
Max 19 13
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Table 14: Symptoms by body zone- as a percentage of mentions - Cutaneous 

Within in each zone there can be multiple reports of symptoms (e.g. head zone 
can report specific areas of lips, nose, forehead, etc.) 

Observations - areas on body where symptoms occur - Cutaneous 
✴ Most report pain in areas of the body that are harder to cover up 
✴ Slightly more than half report visible symptoms 

✴ 45% of the cutaneous respondents report pain in/on the torso 

For 7 body 
zones, total 
number of 
rated 
symptoms

1 -  
Head

2 - Neck, 
throat & 
Shoulders

3 - 
Arms

4 - 
Wrist 
and 
Hands

5 - 
Torso

6 - 
Legs

7 - 
Ankle
s & 
Feet

Pain 89% 23% 36% 66% 45% 21% 53%

Weakness 0% 0% 0% 2% 2% 0% 0%

Numbness 4% 2% 4% 6% 0% 9% 6%

Paralysis 0% 0% 0% 0% 4% 0% 0%

Infection 2% 0% 0% 2% 6% 2% 4%

Visible 55% 15% 19% 55% 2% 13% 30%

Skeletal 0% 4% 0% 13% 13% 15% 4%

Med 
Intervention

9% 2% 2% 2% 28% 4% 2%

Other 4% 0% 0% 0% 6% 0% 0%
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Bar Chart 24: Symptoms by body zone- as a percentage of mentions - 

Cutaneous 

 

2 did not report symptoms (they are using Scenesse) 

1 did not report symptoms (proxy), but reported they are using mitigations 
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General observations on symptoms - Acute and Cutaneous 

✴ By using a body map, where respondents labelled all the areas where 
they have symptoms, and then rating the severity of each one, created 
an interesting lens into the extent of the symptoms that people with 
porphyria deal with.  For example, reporting ‘pain’ as a single mention 
vs. seeing how many different areas of the body are experiencing pain 
highlights a different level of burden.  If you add to that the severity of 
symptoms, it creates a more complete view of the burden of the disease, 
particularly for chronic situations.   

For the number of symptoms that were rated >5 on the ‘extent of 
problems’ that are created (1= few problems and 10=major problems): 

✦ For acute: 

- 62% report ratings from 8 to 10 and 89% report ratings from 5 to 
10.   

- For ‘number of different symptoms’, they report an average of 11 
symptoms per patient with the range from 2 to 18 symptoms per 
patient.   

- For those symptoms where they rate >5 (severity of problems 
created), the average is 4 symptoms per patient. The range is 0 
to 8 symptoms per patient. 

✦ For cutaneous: 

- 59% report ratings from 8 to 10 and 85% report ratings from 5 to 
10.   

- For ‘number of different symptoms’, they report an average of 9 
symptoms per patient with the range from 0 to 19 symptoms per 
patient.   

- For those symptoms where they rate >5 (severity of problems 
created), the average is 4 symptoms per patient. The range is 0 
to 13 symptoms per patient. 

✴ For both groups, “pain” was the most commonly reported problem and 
the severity of the pain created the biggest problems. 

- For acute, 100% of the sample who answered [N=18] mentioned 
‘pain’ reported that was somewhere in the torso.  The next most 
common mention was pain in the legs [about half of the acute 
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sample].  Pain was reported in other areas of the body, but with less 
frequency. 

- For cutaneous, pain was reported in more places throughout the body, 
specifically the head (89% mentioned), wrist and hands (66%), ankles 
and feet (53%) and then the torso (45%).  “Visible symptoms” such 
as rashes, sores etc., were on the head, wrist and hands (all at 55%.) 

✴ Reporting pain as ‘a symptom’ vs. seeing how many different parts of the 
body are ‘in pain’ illustrates a greater level of severity. Having one area 
of pain has different type impact than dealing with being in pain in 
multiple areas of the body. 
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Mitigations 

Acute - What have you tried that made things: better? [N=13] 

Table 15: Mitigations that made things better: Number of mentions - Acute 

Quotes on mitigations that made things better  - Acute sampling: 
‣ “Eating carbohydrates and have them always with me.  The possibility 

always in cases of crisis to get to my MD (--).  Very clear daily 
routines.” 

‣ “Eating more carbohydrates” 

‣ “Pain relief, pain management therapies (I.e pacing, meds, 
hydrotherapy) tens machines etc. - all help when combined.  Heme 
arginate at home makes things easier to manage, as its more reactive.  
*most important: An amazing porphyria team in my {illegible}.” 

‣ “• psychology assist ; • listen the body; • rest when I’m tired”  

You tried that made things better? (Grouped) # mentions

Diet 
- carbohydrates [4] 
- healthy food (1) 
- no vinegar (1) 
- eat regularly (2)

9

Medication  
- heme arginate (3) - 1 self-administers at home 
- portacath 
- tried to get treatment before menstral period 
- pain relief (pacing, meds, hydrotherapy, tens  

machines, etc..)

6

Rest/Sleep 4

Follow routine 3

Medical support 1

Avoid bad drugs 1

Psychological assistance 1

Other - listen to my body 1
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Acute - What have you tried that made things: worse? 

[N=11] 

Table 16: Mitigations that made things worse: Number of mentions - Acute 

Quotes on mitigations that made things worse - Acute sampling: 
‣ “. . . anger and stress has physical effects even positive “stress"“ 

‣ “Glycose infusion when my porphyria level was too high (I didn't have 
pains or problems only the urine test showed the high level)” 

‣ “Up to 4 days after infusion I should not starve.  (even smaller portions 
of alcohol even ProSecco, causes pain.) 

‣ “glucose infusion seem to make it worse” 

You tried that made things worse? (Grouped) # mentions

Negative emotions/ Stress (even positive) 5

Chemicals/drugs/smells  
- glucose infusion (2)

5

Diet 4

Not sleep or rest well 2

Too much physical work/sport 2

Reproductive 2

Aging 1

No 1

Lack of money 1
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Acute - What have you tried that had no impact? 

[N=7] 

Table 17: Mitigations that had no impact - Number of mentions - Acute 

Quotes on mitigations that had no impact - Acute sampling: 
‣ “Acupuncture 

‣ “Tens machine-> helps a little, but once removed is of no help.” 

‣ “Pain medication prior to dosage of Heme arginate” 

‣ “Cimedine” 

‣ “Goserelin Zoladex” 

‣ “Nutrition, Food” 

‣ “Drink wine” 

General observations on mitigations - Acute 

✴ The same (or similar) mitigations are cited as  ‘better’,  ‘worse’ and/or ‘no 
impact’.  These include: 

- diet, pain medications and sleep 
✴ For those that had used/are using heme arginate, all mentioned that it 

made things better.  This was the case even for those that reported doing 
‘so-so’ to ‘not very well’  (caution: N=4.).  However, there is some concern 
about a burden of treatment. 

You tried that made no impact? (Grouped) # mentions

Other therapies and medications 5

Diet 3

Pain meds / symptom relief 2

Sleeping less or more 1

Other 1
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Cutaneous - What have you tried that made things: better? [N=47] 

Table 18: Mitigations that made things better - Number of mentions and as 
percentage - Cutaneous 

Table 19: Mitigations that made things better - percentage of mentions 3 

groups- Cutaneous  

** =100.1% due to Rounding error 

You tried that made things better? 
(Grouped)

# mentions **% mentions

Preventative (physical covering items) 
clothes, suncreens

31 23.7%

Preventative (environment) - avoid sun / 
live in shadows, dark room, stay in 
shadow of buildings

29 22.1%

Pain mgt (non-med) - water, cooling 
agents , a/c, fans) 

28 21.4%

Pain mgt (prescriptions) 
- Scenesse (10)

13 9.9%

Schedule/ adjustment 6 4.6%

Painkillers (anti-allergiec meds, etc.) 6 4.6%

Preventative (diet) 6 4.6%

Other (no thick creams, cream, self-help 
groups)

4 3.1%

Preventative (therapies) 3 2.3%

Preventative (OTC) zinc, etc. 2 1.5%

Pain mgt (rest, alone) 2 1.5%

Pain mgt (OTC) 1 0.8%

total number of mentions 131 100.0%

Type of mitigation **total mentions (grouped by type)

Preventative 58.8%

Pain management 38.2%

Other 3.1%
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Pie Chart 8: Mitigations that made things better as a percentage of mentions - 

Cutaneous 
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Quotes on mitigations that made things better- Cutaneous sampling: 
‣ “Scenesse“ 

‣ “Light therapy - limited results” 

‣ “Protective clothes, umbrella, beta carotine, cooling after a reaction, all 
inclusive adjustment in everyday life/ in leisure time activities --> 
avoiding the sun.” 

‣ “Material Clothes sun protection(gloves, hat, etc.)• technical sun 
protection (car windshield darkened). Avoid sun, avoid reflective 
surfaces • cooling, slightly warming • no thick creams” 

‣ “Sunblock (moderately successful). Long clothing (quite successful but 
uncomfortable).  Scenesse, 1 time , very successful” 

‣ “As a child, I got an anti-allergic medication which nothing except tire 
me.  Scenesse helped which I got during the trial” 

‣ “Hot showers when pain.  Carotaben.” 

‣ “Shadows of buildings, timely breaks in closed rooms, warm showers in 
pain and air conditioning.” 

‣ “leather gloves ,hat and sun umbrella.  "correct" shade from for 
instance buildings, "trees" are not enough.  Stay in closed rooms.  
When there is pain: closed, dark rooms, being alone, sometimes 
cooling, rest, not talking, not being touched.” 

‣ “Beta carotene diet made it a bit better for me.  But barely any 
difference.  I would have to take at least 15 pills a day for some 
effect.” 

‣ “Good UV clothing and airco!!!! In the bedroom, if symptoms use not 
too cold water (lukewarm) , living in the evening (during holidays of 
course), doing all the activities outside but with restrictions and with 
good planning.” 

‣ “My dad built shelters in the garden, so I can sit outside.  I wear a cap 
everyday, when I go outside I wear long sleeve shirts and gloves.” 

‣ “. . . . Scheduling activities for early morning and evening.” 

‣ “• Always carry a first aid knapsack, with the following in it:  • long 
sleeve shirt, long gloves, scarf (thin material), hat, with a 360 brim, 
painkillers, Tilidin (first aid pills)” 
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Bar Chart 25: Mitigations that made things better as a percentage of total 

sample - Cutaneous 
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Cutaneous - What have you tried that made things: worse? [N=31] 

Table 20: Mitigations that made things worse - Cutaneous 

Quotes on mitigations that made things worse  - Cutaneous sampling: 
‣ “.. . too many sunny hours 

‣ “Water (cooling) (first it helps, afterwards the pain feels worse.” 

‣ “cold water that swells the skin . . .” 

‣ “Cider Vinegar -> strong rash.  Cold water-> skin swelling even more” 

‣ “I have tried: covering up with clothes, umbrella or just staying inside: 
By being alone and feeling like your weird and different.” 

‣ “Heat outside or inside.  Light through windows.  Fluorescent lights.” 

‣ “go outside, being stubborn” 

‣ “If there's too much sun reflection in the shadows” 

‣ “50+ sunscreen is uncomfortable.” 

‣ “Outside in mountains, at sea , salt water, wind, clearing up of weather 
without UV protective clothing.  Additionally allergic reactions on skin 
with suncreams” 

‣ “beta carotine” 

‣ “Vacation in the south. Sun bathing and so on.” 

You tried that made things worse? (Grouped) # mentions

External applications 
- cold water (9) 
- creams (5) 
- air/fans (3)  
- no UV clothes (2)

24

Environment - external factor beyond control 
- sun /light (8) 
- wind/air (5) 
- heat (3)

17

Internal applications (medication, etc.) 
- beta carotene (2) 
- iron (1)

4

Other (nothing) 1
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Cutaneous - What have you tried that made: no impact? [N=27] 

Table 21: Mitigations that had no impact- Cutaneous 

Quotes on mitigations that had no impact - Cutaneous sampling: 
‣ “B-carotene, cysteine, sun screens.” 

‣ “beta carotine, nicotinamid.  High UV factor in creams.”  

‣ “consuming pain killers, constant pain treatment with Transtec, 70µg/
L, nevertheless   sun/light creates pain.” 

‣ “I have tried: covering up with clothes, umbrella or just staying inside: 
It did!  It made me mad, sad and feeling alone.” 

‣ “No difference made = medication, Citirizin 10mg pills 0 - 0- 0- 10.  
Suncream and sun lotion.” 

‣ “using protection factor 50+ or 100+” 

‣ “light therapy, rotating in front of a large lamp (UV B only!)” 

You tried that made no impact? (Grouped) # mentions

Vitamin, supplements 
- beta carotene (15)

16

Physical protection  
- sunscreen (14) 
- UV clothes (1)

15

Pain meds / symptom relief 7

Therapy targeting skin 
- Contralum (drug protects against light) 
- Nicotinamid (vitamin- anti inflam for skin) 
- ursofalle

4

Other therapies 2

Other 2

Nutrition/food 1

Page �  of �104 149



IPPS Report (69 patients), S.D. White, B.Eng with Selbsthilfe EPP e.V.

General observations on mitigations - Cutaneous 

✴ The same (or similar) mitigations are cited as  ‘better’,  ‘worse’ and/or ‘no 
impact’.  These include: 

- creams, cold water, pain medications and physical protection 
✴ All those who have used Scenesse report that it made things better.  

There was no mention of the burden of treatment. 
✴ Preventions/restrictions accounted for the most common mitigation that 

made things better. 

- caution: “better” does not necessarily mean this resulted in an 
acceptable quality of life (See section 9:Impacts of having porphyria 
- Quality of Life (QoL) )  
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11 - Support networks - Quality of support 

A support network is the composite of resources a patient has to help them deal 
with the impacts caused from having porphyria.   For each of the possible supports 
(people, material, resources), patients rated quality of support that they felt they 
were provided from each of the various ‘resources’.  The responses were mapped 
to each numeric equivalent listed below: 

The following set of charts in this section show the results by: 

• those that helped 

• those that hindered 

• those that had no impact or were not applicable 

Responses Alpha-numerical 
mapping

Most have really hindered 1
Generally hindered, but some helped 2
Had no impact 3
Generally helped, but some hindered 4
Most have really helped 5
No impact 0
Not applicable n/a
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Supports that helped- Acute 

Bar Chart 26: Patient support:-those that helped as a percentage- Acute 
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Supports that hindered- Acute 

Bar Chart 27: Patient support:-those that hindered as a percentage- Acute 
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Supports that had no impact or not applicable to me - Acute 

Bar Chart 28: Patient support:-no impact/not applicable as a percentage- 

Acute 
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Supports that helped - Cutaneous 

Bar Chart 29: Patient support:-those that helped as a percentage- Cutaneous 
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Supports that hindered - Cutaneous 
Bar Chart 30: Patient support:-those that hindered as a percentage- Cutaneous 
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Supports that had no impact or not applicable to me - Cutaneous 

Bar Chart 31: Patient support:-no impact/not applicable as a percentage- 

Cutaneous 
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Rated as “Most have really helped”: Acute & Cutaneous 

Bar Chart 32: Patient support:-Who most really helped as a percentage- Acute 
& Cutaneous 
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Rated as “Most have really hindered”: Acute & Cutaneous 

Bar Chart 33: Patient support:-Who most really hindered as a percentage- 
Acute & Cutaneous 

Page �  of �114 149

Percentage who said: 
Most have really HINDERED

Su
pp

or
t T

yp
es

Family
Partner / Spouse

Friend
Other P patients

Other RD patients
Physician

Nurses
Phamacists

ER staff
My insurance / med plans

My gov't HC system
My nat’l support group

Nat'l RD community
Int'l medical Pros

Int'l patient support groups
Int’l RD community

Conf. workshops
Social media
Internet info

Print materials

Percentage
0% 5% 10% 15% 20% 25% 30% 35% 40% 45% 50%

19%

2%

9%

0%

6%

2%

4%

11%

2%

43%

31%

29%

38%

30%

23%

15%

4%

8%

2%

4%

6%

0%

6%

0%

0%

0%

0%

0%

0%

6%

6%

6%

0%

0%

6%

0%

0%

0%

0%

0%

Acute Cutaneous



IPPS Report (69 patients), S.D. White, B.Eng with Selbsthilfe EPP e.V.

Patient support by zones of supports - accessibility, discoverability 
and trust 

The table on the next page describes the six categorizations of support.  

‘Zones of support’ are a grouping of supports that a patient may have access to 
that work outward starting with the patient at the centre.   

Typically, primary support for a patient starts with those closest to them, in effect 
their ‘personal network’.  These are people that patients trust the most and are 
most readily accessible to them (e.g. family, spouses, friends, etc.)  ‘Personal 
network’ is labelled ‘zone 1.’   

As we move outward in the zones of support (zone 2, zone 3,  . . . to zone 6) 
those supports become increasingly more difficult to find (i.e. discoverability), that 
need more effort and time to determine if they are credible or if they are just 
generally harder to access. 

For some patients, how they personally classify what is accessible, discoverable or 
trustworthy may vary over time.  For example, over time or if there is a family 
history of the disease or if they meet others with porphyria, then ‘other porphyria 
patients’ (currently zone 4) could be re-classified as being part of the ‘personal 
network’ (zone 1).  The categorization tabled here is a view on ‘where people 
typically expect to receive support’ (again, starting from the patient at the center 
and working outward.)   
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Table 22: Grouped patient supports by type 

This table represents a larger support network, grouped by type, starting with those closest to 
the patient (e.g their personal circle or network) and working outwards to organizational and 
system supports: 

** Other supports that were not explicitly included in this evaluation were: 
workplace, pharma, hospitals, clinics and health centres. 

The next two area charts (one for acute and one for cutaneous) start at the point 
of origin with ‘zone 1 supports’ out to ‘zone 6 supports’ (the latter being furthest 
way from patient in terms of accessibility, trust and discoverability.) by degree or 
help, hinderance or lack of impact/applicability. 

Grouped Supports Zones of support

(1) Personal Network Family, Spouse / Partner, Friends, work*

(2) Medical Network - 
National

Medical professionals (MD, nurse, pharmacist, ER staff, 
international medical professionals (direct consult), hospitals*, 
clinics*, health centres*, etc.)

(3) Catalysts Private / Public payers (my insurance, medical plans: My gov’t 
HC system 

(4) Medical Network - 
support svcs (national)

My national patient support group; National rare disease 
community; Other porphyria patients, Other patients with rare 
diseases,Pharma*

(5) Medical Network - 
support svcs 
(International)

International patient support groups ; international rare disease 
community; international medical professionals (indirect 
contact); Pharma international*

(6) Support Tools Conference workshops ; social media ; internet info ; Print 
material
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Patient support overall by zones of supports: Acute 

This area chart looks at the which supports are helping, hindering or not having an 
impact (no impact/not applicable) ordered from left to right by zones of support.  

The negative percentages where ‘hindering’ occurred (shown in red) was charted 
as a negative to contrast against the results where the same specific support 
helped. 

Area Chart 1: Patient support by zones from those closest to patient moving 
outward (accessibility/discoverability) as a percentage- Acute 

For each type of support, most responded (N ranged from 16-18)  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Patient support overall by zones of supports: Cutaneous 

This area chart looks at the which supports are helping, hindering or not having an 
impact (no impact/not applicable) from left to right by zones of support.  

The negative percentages where ‘hindering’ occurred (shown in red) was charted 
as a negative to contrast against the results where the same specific support 
helped. 

Area Chart 2: Patient support by zones from those closest to patient moving 
outward (accessibility/discoverability) as a percentage- Cutaneous 

For each type of support, most responded (N ranged from 47-49)  

Page �  of �118 149

# 
of

 re
sp

on
se

s 
by

 p
er

ce
nt

ag
e

-75%

-60%

-45%

-30%

-15%

0%

15%

30%

45%

60%

75%

90%

Types of support - ordered by zone

Fa
m

ily
 1

Pa
rtn

er
/S

po
us

e 
1

Fr
ie

nd
 1

Ph
ys

ici
an

 2
Nu

rs
es

 2
Ph

am
ac

ist
s 

2
ER

 s
ta

ff 
2

M
y 

in
su

ra
nc

e/
 m

ed
 p

la
ns

 3
M

y 
go

v't
  H

C 
sy

st
em

 3
O

th
er

 P
 p

at
ie

nt
s 

4
O

th
er

 R
D 

pa
tie

nt
s 

4
M

y 
na

t’l 
su

pp
or

t g
ro

up
 4

Na
t'l 

RD
  c

om
m

un
ity

 4
In

t'l 
m

ed
ica

l P
ro

s 
5

In
t'l 

pa
tie

nt
 s

up
po

rt 
gr

ou
ps

 5
In

t’l 
RD

 c
om

m
un

ity
 5

Co
nf

. w
or

ks
ho

ps
 6

So
cia

l m
ed

ia
 6

In
te

rn
et

 in
fo

 6
Pr

in
t m

at
er

ia
ls 

6

0%

36%

4% 2%

49%
42%

52%50%

34%

17%

70%

6%

64%

40%
48%

72%

26%
32%

2%

36%

-20%
-13%

-40%

-60%

-38%-44%
-38%

-46%

-62%

-17%-21%
-8%

-17%-13%-6% -6% -9%

-26%-19%

-43%

80%

51%56%

38%

13%15%10% 4% 4%

66%

9%

85%

19%

48%46%

21%

66%

43%

79%

21%

Most really helped OR generally helped, but some hindered
Most really hindered OR generally hindered, but some helped
No impact and Not applicable



IPPS Report (69 patients), S.D. White, B.Eng with Selbsthilfe EPP e.V.

General observations on zones of support: Accessibility, discoverability 
and/or trust - Acute and Cutaneous 

✴ For acute (N=16 to 18), the six different zones of support generally help, 
with exceptions of ER staff, nurses and the government health care 
services.  What is notable is the lack of impact that any of their national 
and international organizations play in their support system (8 countries 
represented.) 

✴ For cutaneous, people generally report good support from their personal 
network (zone 1), but then it drops off sharply when evaluating medical 
professionals (zone 2).  The data shows that their medical network has 
either have ‘no impact’ or that they specifically hinder patients.  As with 
the acute, the other negative spike occurs with their national health care 
system (mostly hinder.)  The highest level of support (85%) is from their 
respective national patient support organizations, which is in line with the 
fact that the respondents were at the Patient Day.  Notably, support from 
‘other porphyria patients’ rated highly (66%).  Within patient’s personal 
network,  ‘friends’ scored highest in hindrance (40%).  From the 
comments, it seems to be largely due to a lack of understanding of the 
effect that porphyria has on patients.  This is in keeping with the 
cutaneous group reporting high negative quality of life impacts on ‘social 
event’ and ‘activities.’ 

✴ Both acute and cutaneous report a heavy reliance on the internet (76% 
and 79% respectively.) 
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12 - Access to treatments - Acute and Cutaneous 

Q For your porphyria related problems, are there any available treatments 
(i.e. drugs, biotech) and/or therapies (e.g. physio, etc.) that you are having 
trouble getting access to? (check one)
  

They could respond “Yes”, “No”, “Don’t need any” or “Not aware of others” 

Table 23: Trouble getting access to available treatments - All, Acute and 

Cutaneous 

TROUBLE ACCESS 
TREATMENT?

All Acute Cutaneous

Yes 36 2 34

No 15 11 4

Don’t need any 3 2 1

Not aware of others 7 0 7

N/A 0 0 0

No response 8 4 4

Total Sample 69 19 50
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Bar Chart 34: Trouble getting access to available treatments as a percentage of 
entire sample [N=69]- All, Acute and Cutaneous 

Observations - Trouble getting access to treatment - All 

✴ When looking at responses right across the survey (not just specific responses 
to this question), for those that require symptom control, most acute and 
cutaneous report they had trouble getting access to treatment(s). 

✴ 14 respondents, who answered other than“Yes” to having trouble getting 
access to treatment, indicated in other parts of the survey that in fact they 
were: 

• having problems accessing treatment; and/or  

• aware of treatments (when answered ‘not aware of others’) 

Specifically: 
➡ 5 answered “No” {4 Acute and 1 Cutaneous} 

- 1 is aware of Scenesse 
➡ 4 who did not answer  {2 Acute and 2 Cutaneous} 

- 1 mentioned “Normosang” 
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➡ 5 answered “Not aware of others” {5 Cutaneous} 

- 2 are aware of Scenesse: mentioned elsewhere in survey 

‣ 1 mentions a treatment, but not by name : “Why is the 
only helping medication restricted?” 

✴ For cutaneous, in descending order, as a percentage of all mentions, the top 
three barriers to treatment were:  

• “Not approved by our gov’t (regulatory approvals)” at 71%;  

• “Not approved by payers” (insurance gov’t/private) at 57%;  and  

• “lack of knowledgeable physicians” at 38%. 
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Table 24: Trouble getting access to available treatments, adjusted by including 
comments from entire survey— All, Acute and Cutaneous 

Bar Chart 35: Trouble getting access to available treatments as a percentage of 

total sample, adjusted to include all comments in survey— All, Acute and 

Cutaneous 

 

TROUBLE ACCESS TREATMENT? 
Adjusted

All Acute Cutaneous

Yes 50 8 42

No 10 7 3

Don’t need any 3 2 1

Not aware of others 2 0 2

N/A 0 0 0

No response 4 2 2

Total Sample 69 19 50
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Bar Chart 36: Trouble getting access to available treatments, as a percentage of 
each type, adjusted to include all comments in survey— Acute and Cutaneous 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Q Which treatment(s)/therapies are you having trouble getting access to? (write 
below)

In the non-adjusted sample (those answered this question specifically in this 
section), out of 34 Cutaneous who reported they had trouble getting treatment, 32 
specified having trouble getting Scenesse. 

The numbers increase slightly if we use the adjusted sample (looking at comments 
throughout the entire survey and not just to this specific question) 

Table 25: Which treatments are being blocked?: (non-adjusted) number of 
mentions - Acute and Cutaneous 

Quotes on blocked access to treatment - Cutaneous sampling: 
‣ “. Scenesse is not possible to obtain, it's really expensive.  It is not for 

children, Please help! “ 

‣ “A treatment with Scenesse was refused by health insurance.” 

‣ “Doctors are not educated on the condition.  New treatments not 
available in <non-European country>.  Bad blood diagnostics” 

‣ “Scenesse helps but there is no access to it” 

Treatment not getting access to Number of 
respondents

Number of 
respondents - 

adjusted

AIP=normosang (Acute) 2 3
Scenesse (Cutaneous) 32 33
Blood test every 3 months 
(Cutaneous)

1 1

MD not educated can’t get new 
treatments (Cutaneous)

1 1

Not specified (1 mentions 
awareness of Scenesse but 
doesn’t request this as specific 
treatment

0 2
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Q Why are you having trouble getting access to available treatment(s)/
therapies? (check all that apply)

Bar Chart 37: Why treatment blocked?: Number of mentions  - All, Acute and 

Cutaneous 
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Bar Chart 38: Why treatment blocked?: Number of mentions as a percentage - 

Cutaneous 
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13 - Unmet needs 

The unmet needs are summarized as things that people need today to help them 
live a good Quality of Life (QoL.)  A series of open-ended questions were used to 
get the information in the respondent’s own words.  The first part was an open 
ended question specifically asking what people would need to improve their quality 
of life.  The second part was an opportunity for respondents to provide comments 
or ask questions to three primary support groups: 

• medical professionals (Medical network: zone 2) 

• regulators (Catalysts: zone 3) 

• industry (Pharma: zones 4 or 5) 

General observation(s) on unmet needs - Acute and Cutaneous 
✴ The acute respondents [N=10] were focused more on getting ‘meaningful’ 

information to help them manage their porphyria.  There were some comments 
about social / family / work acceptance, but not as many (proportionally) as 
made by the respondents with cutaneous porphyria [N=41] 

✴ The cutaneous respondents [N=41] most often reported needed coping 
strategies and for others to have better understanding of what patients are 
dealing with and how it impacts them (in their personal life and from health 
care professionals) 

✴ About half of the respondents who asked for Scenesse [N=11] did so with 
punctuation  (e.g. “SCENESSE!!!”} 

✴ From both acute and cutaneous, most common comment to physicians was a 
request for better knowledge and more respect (not being believed resulting in 
misdiagnosis, etc.) 
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Bar Chart 39: Unmet need - What do patients need today? - open ended: 
number of mentions - Acute 
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Quotes on open ended question on unmet need - sampling: Acute  
19 comments from 10 respondents 

‣ “People to understand that I'm not tired because I'm lazy BUT because 
I've PAI “ 

‣ “As having acute intermittent porphyria, it would be very helpful to 
have more written information (book, brochure, etc) to help design a 
healthy diet w/ sufficient amount of carbohydrates. -- for specific ages, 
gender, for people that are active in sports, etc.” 

‣ “To -- with the doctor -- and administering regular heme arginate.  
Additionally we need to ensure that lots of young doctors become 
interested in porphyria to ensure patient care now and in the future 
and continual research.” 

‣ “The newest up to date medication information.  My medication list is 
very old.” 

‣ “Psychological support, help with the dealing with of the last attack, 
the pain, the hospitalization…” 

Quotes on open ended question on unmet need - sampling: Cutaneous  
77 comments from 41 respondents 

‣ “More recognition / tolerance of other people through more 
popularization, more knowledge of this illness to all MDs.  As patient 
you often or always meet unknowledgeable MDs. “ 

‣ “Understanding of environment/ the society (close circle )- social 
circle” 

‣ “Understanding from MDS, superiours, and society.  The right to say 
No "when there is too much sun” 

‣ I am now happy! {NB they have access to Scenesse} 

‣ “Acceptance of other people and MDS.  Scenesse!!!” 

‣ “Better medical EPP care in Germany.  More transparency of the EMA 
regarding scenese” 

‣ “Ban bad lights.  Post office open at night.  Night doctor visits. 
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Bar Chart 40: Unmet need- What do patients need today?: number of mentions - 
Cutaneous 
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‣ “Recognition of EPP as high disability quality.  Recognition of EPP in 
connection with other illnesses; that those can be of negative influence 
(100% causal as a reason, for instance as a reason).  Improve parking 
options (for example special permit)” 
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Unmet needs: comments to physicians, researchers and clinicians

Q If you had direct access to Medical (Physician / Researcher / Clinician) 
experts, what would you like to ask and/or tell them?   

Bar Chart 41: Patient comments to physicians: number of mentions - Acute

Quotes on comments to medical experts - sampling: Acute
12 comments from 6 respondents 

‣ “taking the patient always seriously even when uncommon symptoms 
are apparent.  Medical support staff needs to be better educated” 

‣ “To educate concerning porphyria, respect my knowledge and my own 
condition.  And not patronize me.  Listening!  Consider non -approved 
medication seriously.” 

‣ “The porphyria specialists in our country are amazing "so they tell me". 
But many patients in other countries need access like we have.” 

‣ “If I've PAI my baby could acquire a different type of Porphyria??”  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Bar Chart 42: Patient comments to physicians: number of mentions - Cutaneous 
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Quotes on comments to medical experts - sampling: Cutaneous 
51 comments from 34 respondents 

‣ “Why do I also prove  how strong my pain is?  There can be something 
even if you can't see it. “ 

‣ “Why are they not interested in how they could eventually help me?  
Why don't they inform themselves what EPP means? “ 

‣ “Why do some get the diagnosis so early?  I had to wait 53 years.” 

‣ “Listen to patients carefully, they often know more than one assumes” 

‣ “How do you deal with the overall mood of the patients?  Do you 
realize it?   (personality is self-motivation, condition; depressive 
episodes, and retreating socially…)” 

‣ “Better communication between the 3 groups to finally come to a 
result” {this was answered in questions that referred to medical 
professionals, industry and regulators} 

‣ “If and when a child questionnaire will be done.” 

‣ “Please try to get Scenesse so I can go outside!” 

‣ “Help for affected children.  Research and release of medication” 

‣ “When can I be treated with this drug {Scenesse}?  Which side effects 
can affect me?” 

‣ “. . . .Why don't  you refer to a specialist?  Why are you not willing to 
further educate yourself?”
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Unmet needs: comments to regulators

Q If you had direct access to regulators, what would you like to ask and/or tell 
them?  

Quotes on comments to regulators - sampling: Acute 
3 comments from 3 respondents

‣ “For instance, social service: Recognize the non-treatibility.  Through 
scaled recognition of being handicapped, to offer support in daily life 
through it.  Better parking and so on, to reduce length of path“ 

‣ “Rare diseases are important and patients and patient organizations 
should be listened to, to increase patient care (e.g. Alnylam/Clinuvel)” 

‣ “More support for the annual test” 

Bar Chart 43: Patient comments to regulators: Number of mentions - Cutaneous 
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Quotes on comments to regulators - sampling: Cutaneous 
52 comments from 30 respondents 

‣ “Why do I also prove  how strong my pain is?  There can be something 
even if you can't see it. “ 

‣ “The approvals for high disability    should be improved and be 
standardized and the availability of Scenesse (also for children) should 
be available more quickly” 

‣ “why do they try to stop Scenesse when from EPP was confirmed by 
specialist,--> then Scenesse” 

‣ “. . .  When does Scenesse be available to all EPP patients worldwide? 
Why does it take so long?” 

‣ “How can it be that people because of bureaucracy people get NO 
HELP.  It prevents me from having a normal life without pain.  They 
don't care that a lot of people suffer because of them.” 

‣ “Why don’t you believe our information concerning our limitations?      
• I cannot escape the sun/the light fast enough to not be caught by it.” 

‣ “You have no idea how much it hurts” 

‣ “Please act more on behalf of patients and give unbureaucratic help.” 

‣ “You are about to decide how we can lead our lives- please try to put 
yourself in our place - what it means to not be able to go outside, and 
how we feel about being denied and existing treatment!” 

‣ “Why are there difference in the definition "of the handicapped" 
provincial level”.” 

‣ “Please!  Provide Scenesse asap” 
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Observation(s)- comments to regulators- Cutaneous:  
This Venn diagram below demonstrates the number of mentions that linked 
together three different responses: process blocks; wanting Scenesse; and a lack 
of empathy.  Barriers to getting Scenesse was largely blamed by blocks in the 
regulatory process(es).  However, there were 12 comments that simply stated that 
regulators display a lack of empathy and lack understanding (not connected to 
specific issues) towards people with porphyria.   

Diagram 1: Patient comments to regulators: Venn diagram on number of 
mentions - Cutaneous 
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Unmet needs: requests to industry

Q If you had direct access to each of the industry experts, what would you 
like to ask and/or tell them?  

Quotes on comments to industry - sampling: Acute 
3 comments from 3 respondents

‣ “No experience“ 

‣ “Please invest in research into these -- to develop new therapies in the 
future.” 

‣ “To pay more attention to every rare disease that cause low quality of 
life.” 
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Bar Chart 44: Patient comments to industry: # of mentions - Cutaneous 
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Quotes on comments to industry - sampling: Cutaneous 
42 comments from 22 respondents 

‣ “Why are my pains differently strong in different countries?  Is it 
because of the angle of sunrays/ultraviolet?  Are there EPP convenient 
places/countries?” 

‣ “Scenesse, that all EPP get it without a fight” 

‣ “What EPP is and what it is not (allergic).  That suntan lotion does not 
help with EPP 

‣ “All areas, there's still a lot to understand on porphyrias; also do more 
on pain prevention” 

‣ “How do give kids a good and beautiful life” 

‣ “research on social impacts of EPP attacks.  Which porphyria do I 
actually have?  Are there combined porphyrias?” 

Observation(s)- comments to physicians, regulators and industry- Acute & 
Cutaneous:  

✴ The acute respondents [N=10] were focused more on getting ‘meaningful’ 
information to help them manage their porphyria.  There were some comments 
about social / family / work acceptance, but not as many (proportionally) as 
from the respondents with a cutaneous porphyria [N=41] 

✴ The cutaneous respondents [N=41] most often reported needed coping 
strategies and for others to have better understanding of what patients are 
dealing with and how it impacts them (in their personal life and from health 
care professionals) 

✴ About half of the respondents who asked for Scenesse [N=11] did so with at 
least one “!” and in some cases used punctuation  (e.g. “SCENESSE!!!”} 

✴ From both acute and cutaneous, most common comment to physicians was a 
request for better knowledge and more respect (not being believed resulting in 
misdiagnosis, longer diagnosis times, etc.) 
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✴ Cutaneous respondents’ top two comments to industry were for a better 
understanding of the patient experience and greater investment in EPP 
(research, funding.)   
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Unmet needs: requests for further investigation

Bar Chart 45: What areas need investigation: number of mentions - Acute 

Quotes on areas needing investigation - sampling: Acute 
8 comments from 6 respondents 

‣ “Future treatments -> specifically the way the research is conducted to 
try to get it through the FAC + EMA/ PRAC.” 

‣ “inheritance + genetics are interesting but unlikely to change a 
patient's life - if they already have porphyria” 

‣ “De-codification of the bad gen to help our future generations and 
family” 

‣ “Every research of diseases that cause low quality of life for the patients 
and their families” 

‣ “Differentiation between different AIP symptoms manifest themselves.  
More clarity. Alternative to Normosang (sub-dermal infusion?)”  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Bar Chart 46: What areas need investigation: number of mentions - Cutaneous 

Quotes on areas needing investigation - sampling: Cutaneous 
42 mentions from 22 respondents 

‣ “research on social impacts of EPP attacks.  Which porphyria do I 
actually have?  Are there combined porphyrias? 

‣ “Gene therapy for EPP” 

‣ “Scenesse for children!” 

‣ “Why are my pains differently strong in different countries?  Is it 
because of the angle of sun rays/ultraviolet?  Are there EPP convenient 
places/countries?” 
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‣ “All areas, there's still a lot to understand on porphyrias; also do more 
on pain prevention” 

‣ “What EPP is and what it is not (allergic).  That suntan lotion does not 
help with EPP” 

‣ “How do give kids a good and beautiful life”  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14 - Final comments 

Q ) Finally, is there anything else you would like to tell us about?

All quotes are included from this question.  Similar comments are grouped 
together. 

Bar Chart 47: Final comments: number of mentions - Acute and Cutaneous 

 

Comments -: {Acute and Cutaneous} - 25 comments from 19 respondents 
‣ “I admire very much the cooperation and availability of self organized 

EPP groups and the specialist.” 

‣ “Yes.  I'm working along with <country name> lawyers to try to 
introduce treatment (porphyria).  Is bad and is sad to do not have the 
<my own country name> Porphyria Association help.  Thank you for 
this event!!” 

‣ “Thank you for your engagement, interest, your understanding.” 

‣ “Many thanks and further lots of success in this work!” 

‣ “Good job!!!” 
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‣ “Thanks you for your engagement.” 

‣ “Many thanks to all who help or respectively collaborate to help us  
patients to give everybody a better quality of life.” 

‣ “Thank you for the questions.” 

‣ “Continue to fight for us, we are humans, spend money for health” 

‣ “Good, that the self-organized help groups are available world wide but 
we still need a more efficient network.  Thank you! 

‣ “Would a -- study - disseminated by patient groups around the world 
help to strengthen the findings?” 

‣ “Thank you to Clinuvel, that they don't give up on the medication an 
that they please continue working on it.Being always"visible" or special 
is a burden.  When you run around fully clothed with gloves and 
umbrella in the sun, everyone is looking, give stupid comments, 
attacks one personally.  You cannot integrate yourself in a group 
easily.  One needs always special treatment (blinds need to be closed, 
coffee breaks need to be always inside, seating arrangements need to 
be changed, you cannot participate in activities outside.  The group 
needs to stay in the shade). “ 

‣ “Everybody should get Scenesse!!!” 

‣ “We badly need Scenesse!” 

‣ “I hope Scenesse will come out soon everywhere!” 

‣ “No, I would have like to have met directly with the researchers, the 
physicians and the chemists at Clinuvel and not just their 
representatives!” 

‣ “I am not alone with EPP because my sister has it too.” 

‣ “Even with the diagnosis of EPP 30 years ago, I still feel very much 
alone, and I had to suck it up that I have this illness.” 

‣ “I am disappointed and frustrated of the EPP treatment in the 
porphyria centre of Dusseldorf” 
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Appendix A -  Basic stats - a primer 

• Sample size or sample (N): number of items or people in the data set 

• The mean (average), mode and median are measures of central 
tendency.  “The central tendency of a data set refers to the tendency of 
the data to cluster around the centre of the data set.”   Finding the 22

central tendency is useful to find a representative value of a data set, so 
that we can make condense larger amounts of data (into a summary) to 
make meaningful comparisons and better evaluations against other sets 
of data (and hence make better decisions) 

8. Mean (average) 

✴ Add (1, 1, 1, 2, 2, 4, 5, 8, 10, 10, 12) / 11 = 5.1 

‣ Means are useful to find the central tendency of the data when 
there is a normal or even distribution (i.e. no statistical outliers 
skewing the data in one direction or another).  For example, if in 
the list of numbers above, we added “150” as a data point, then 
the mean would equal 17.  With 150 is skewing the data set.  So 
for data sets that are skewed, it is better to use the ‘median’ to 
find the central tendency of the data. 

9. Median: when the numbers are in order, what number is in the middle? 

✴ Find the middle point (1, 1, 1, 2, 2, 4, 5, 8, 10, 10, 12) 

‣ 5 numbers are above and below  “4” 

‣ this means that half of the sample is below 4 and half is above it 

‣ this is useful if the range of the numbers is extreme or skewed 
(from really low to really high) then the average alone may be 
misleading. So now in our example data set, if we added the 
“150”, the median would be 4.5, which is more sensible answer 
than using the mean when looking at central tendency. 

 https://math.tutorvista.com/statistics/median-vs-average.html22
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10.Mode : the number that is repeated most often 

✴ (1, 1, 1, 2, 2, 4, 5, 8, 10, 10, 12) - in this case the mode = 1 

‣ this has a disadvantage as you can have more than one mode 

‣ this is useful mostly for categorical data vs. numerical data (e.g. 
categories could be types of beer such as ale, lager, stouts, 
malt, pilsner, etc.) 

11.Range : the difference between the highest and lowest number 

✴ 12-1=11 

✴ It can also be expressed as (1 - 12) 
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