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Welcome to our Winter newsletter, 
I hope you agree that the 
information and updates it contains 
are interesting and informative and 
that it shows the breadth of what is 
happening across NPUK.

Since the last newsletter, NPUK has been 
busy helping, supporting, and advocating 
for our community.

Of course the highlight of 2017 was our 
family conference. The weekend in late 
September was once again a big 
success. We had families, clinicians, 
researchers and other professionals 
from all over the world attending our 
unique event; for both a relaxed catch-up 
with friends, as well as a chance to hear 
about all of the latest updates and 
advances in Niemann-Pick diseases.  
The agenda was packed full, with 
multiple different streams covering a 
broad range of topics, a real reflection of 
just how much is going on in NP 
diseases.

Since the Family Conference we have 
had the International Niemann Pick 
Disease Alliance’s (INPDA) biennial 
meeting in Toronto. This meeting gives 
the international community a chance to 
meet and discuss shared projects, 
ambitions and challenges whilst learning 
from and supporting one another. 
For a rare disease community such as 
ours, we know how people the other 
side of the world when tackling the same 
problems and sharing so much in 
common can grow very close. People we 
rarely if ever meet are considered old 
and cherished friends, so opportunities 
to meet face to face are therefore so very 
precious. 

These meetings inspire, encourage 
one another and are so vital to help 
develop and drive initiatives and 
progress. NPUK’s attendance and 
involvement at such meetings has had 
many tangible benefits but also the often 
harder to define impact of influence. 
The fact that the UK is the only country 
in the world with patients recruited into 
all active NP disease clinical trials, is in 
no small part due to NPUK’s involvement 
and activities at meetings such as this.

In November we were delighted to see 
NPUK receive such a high profile 
working with BBC Children in Need. 
Thanks to everyone involved - it’s no 
small thing to open yourselves up in 
such a public forum, but in doing so you 
increase awareness of NP diseases, 
and with awareness comes hope.

I hope you have all had a wonderful 
Christmas, and wish you all the 
best for 2018. 

Warmest wishes,

Will 
“opportunities 
to meet face 
to face are 

therefore so 
very precious”

Chairman’s Chat
Dr William Evans, NPUK Chair:
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Research
Report: 

A brief history of time
It has been 20 years since the NPC1 gene 
was discovered at the US National 
Institutes of Health, Washington.  I was 
visiting as a guest of Dr Peter Pentchev in 
whose laboratory NPC research was 
being carried out.  There was very 
little going on in the rest of the world at 
that time and it was fortunate that Dr 
Pentchev had been investigating a 
disease in mice that turned out to be 
NPC1 and, that he had made the 
connection with a same condition in 
humans.  The gene was discovered the 
hard way, as prior to the Human 
Genome Project resources were scarce 
and the technology left much to be 
desired.  A little earlier the NIH studies in 
mice and humans had determined that 
the disease was a lysosomal storage 
disease and had developed a diagnostic 
test using filipin, a fluorescent molecule 
that attached to unesterified cholesterol 
which was known to be the major 
lysosomal storage metabolite.  This test 
remains in use today although it is being 
superseded by other tests, that are less 
invasive and possibly more indicative of 
NPC disease presence.

Once the gene had been identified 
we thought that it would be a relatively 
straight forward matter to identify the 
protein coded by the gene DNA and to 
determine what the protein did, how it did 
it and to design ways to either fix the 
protein or bypass it. Unfortunately it was
not ever going to be easy and 20 years

down the line, the protein function 
remains elusive.  This has not stopped 
research into solutions aimed at 
understanding how the genetic defect 
leads to cell death in the brain and how 
to reduce the lysosomal storage 
burden believed to cause toxicity and cell 
death.  The studies carried out over 20 
years in the laboratory on cell cultures 
and animal models have resulted in the 
development of therapies that are now 
undergoing clinical trials.

Contributions made by 
patient groups
Most of the studies, other than those 
carried out at the NIH, were 
undertaken at universities in many 
countries supported by funds raised by 
patient organisations, notably the Ara 
Parseghian Medical Research 
Foundation in the USA.  Other patient 
groups have played their part and in the 
UK our own charity, NPUK, has been 
able to assist UK based researchers 
with small grants that have often proved 
to be an influence on the success of 
studies that would otherwise remain 
incomplete or abandoned.  
Presentations at our Family Conference 
this year provided examples as to how 
this has been accomplished to date.  I 
must mention that in recent years a new 
UK organisation, NPRF, has also worked 
hard to raise funds for NPC research 
with considerable success.

Different types of research
These studies investigate the 
diagnostic or basic science to improve 
our understanding of the disease and, to 
identify potential targets for intervention.  
In the rare disease world such studies 
have not been supported by the major 
medical science funding organisations 
probably on the basis that too few 
people are affected to justify the grant in 
an environment where competition 
from less rare conditions would take 
precedence.  In addition the 
pharmaceutical industry has no

Bill Owen, NPUK Trustee & 
Research Coordinator gives 
an update on the latest in 
NPD research:
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“NPUK 
has been able to 
assist UK based 

researchers
with small grants 
that have proved 

to be an 
influence”
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incentive to get involved with studies 
at this early stage and they wait until a
likely solution has been demonstrated as a 
practical proposition for drug development 
before getting involved.

With clinical trials now being progressed 
why is it that further research at the 
basic science level is needed?  As explained 
above there remains a great deal to learn 
about the disease mechanism and the 
function of the NPC1 protein.  Knowledge 
gained in understanding of the disease 
contributes to the sum total of scientific 
knowledge about how the cells of our body 
function and how the many complex 
pathways of the cell interact.  Studies on 
NPC for example, have generated much 
interest in the lipid metabolism which was 
previously seen as less important that 
studying proteins.  

This research will assist in understanding 
as to why cells of the brain die and how 
this may be prevented.  New targets for 
intervention may produce better treatments 
able to rescue cells that are in the process 
of dying, hence providing a better outcome 
for the individuals undergoing treatment 
in future trials.  In addition, basic research 
is showing that a range of molecules are 
present from conception or shortly after.  
Detection of these molecules can bring 
forward the possibility of early diagnosis if 
they can be identified in the mother during 
pregnancy, or in the baby with a new born 
screen test.  This ability to detect these 
molecules has been demonstrated and 
presentations were given at the Family 
Conference on how their presence is 
changing the approach to disease diagnosis 
and options for new born screening.

In summary, the basic research enables 
both therapeutic design for the treatment 
pathway and provides knowledge of how 
disease prevention can be realised.  It’s 
well worth fundraising for.
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If you have any questions for Bill, you 
can contact him in the following ways:
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Johnson & Johnson Completes
 Acquisition of Actelion Ltd
Zavesca© (Miglustat), is a medication 
developed by Actelion Pharmaceuticals Ltd, 
which in 2009 received approval for the 
treatment of NP-C in the European Union and 
in many other countries across the world.  
Zavesca© is licensed for the treatment of 
progressive neurological manifestations in adult 
patients and paediatric patients and is presently 
the only licensed treatment available for people 
with NP-C1.

On 16 June 2017, Actelion Ltd announced the 
completion of the acquisition of Actelion Ltd by 
Johnson & Johnson. Actelion now becomes 
part of the Janssen Pharmaceutical 
Companies of Johnson & Johnson. In 
connection with this, Actelion has spun off its 
drug discovery operations and early-stage 
clinical development assets into a newly 
created Swiss biopharmaceutical company, 
Idorsia Ltd.  For further information, visit 
www.actelion.com.

Sucampo to be acquired by 
Mallinckrodt
In April 2017, Sucampo Pharmaceuticals, Inc. 
announced that they had acquired Vtesse Inc.
In December 2017, Sucampo announced they had 
reached an agreement to be acquired by 
Mallinckrodt, a leading global specialty 
pharmaceutical company, whose significant 
resources and expertise are expected to help 
further accelerate the development of VTS-270.  
Neither Sucampo nor Mallinckrodt expect that this 
development will affect the ongoing phase 2b/3 
trial of VTS-270.  Both companies state that they 
recognise the importance of VTS-270 to NP-C 
patients, caregivers and physicians, and that they 
are committed to its continued development. Both 
Sucampo and Mallinckrodt will continue 
operating as separate companies until the 
acquisition is complete, expected in early 2018.
 
For further information, visit https://ir.sucampo.
com.

designation in the USA from the Federal Drug 
Administration (FDA) for its Trappsol® Cyclo™ 
drug used in the treatment of Niemann-Pick 
Disease Type C (NPC). CTD Chairman and 
CEO, N. Scott Fine, said, “We are eager to 
leverage these benefits and to work closely 
with the FDA and the NPC patient community  
as we pursue our goal of developing
Trappsol® Cyclo™ to treat this devastating rare 
disease.” For further information about this
announcement or the clinical trial of Trappsol® 
Cyclo™, visit www.ctd-holdings.com or 
www.clinicaltrials.gov

CTD Holdings Receives Rare 
Paediatric Disease Designation 
for Trappsol® Cyclo™
CTD Holdings, Inc., a clinical stage 
biotechnology company that develops 
cyclodextrin-based products for the treatment
of unmet medical need, recently announced
that they have received rare paediatric disease

Orphazyme Transitions to 
Publicly Traded Company  
In November, Anders Hinsby, CEO of 
Orphazyme, announced the decision to become 
a publicly traded company, stating, “Our mission 
remains unchanged and the NPC community 
can be assured that the patients and their 
families affected by NPC will continue to be our 
number one priority.” This decision will raise the 
necessary capital required to complete clinical 
and nonclinical studies and manufacturing 
validation work required by regulatory authorities
and will enable the filing of a New Drug 
Application with the FDA and a Marketing 
Authorization Application with the EMA for the 
approval of their investigational product 
Arimoclomol for the treatment of Niemann-Pick 
type C. For further information about this 
announcement or the clinical trial of Arimoclomol 
for NP-C, visit www.orphazyme.com or www.
clinicaltrials.gov

For information about 
current clinical trials 
for Niemann-Pick 
disease:
Visit www.clinicaltrials.gov, a 
database of privately and 
publicly funded clinical 
studies conducted around 
the world. 

Introducing IntraBio 
In September, IntraBio announced plans for a 
multi-national randomised clinical trial to 
evaluate IB1000 as a therapeutic intervention 
for patients with NP-C: IntraBio is an 
Oxfordshire based clinical stage bio-
pharmaceutical company developing 
treatments for rare lysosomal storage 
disorders including ASMD Niemann-Pick 
diseases (types A and B) and Niemann-Pick 
type C. 

The Company has recently been granted 
Orphan Medicinal Product Designation by the 
European Medicines Agency (EMA) for two 
drugs, including IB1000 for the treatment of 
Niemann-Pick Types A, B & C diseases. For 
further information, please visit: www.intrabio.
com.

Email - info@npuk.org
Phone - 0191 415 0693



Clinical Trial

We understand that clinical trials and 
research can be both a confusing and 
daunting prospect for many of our 
families...so here are the top FAQs 
answered to make things clearer:

Q. What is a clinical trial?
A. A clinical trial is also known as a medical 
research study. It is a carefully designed test 
of medicines and treatment options under the 
supervision of a doctor.

Q. What is the aim of a clinical trial?
A. Clinical trials are designed to test a 
medicine or treatment that is described as 
“investigational”. This means it is being tested 
to determine how well it works and/or what 
side effects it may cause. In some clinical trials, 
the medicine being studied is already used 
by doctors but is in a clinical trial to test it for a 
new disease, new dose or in new 
combinations.

Q. Who can participate in a clinical trial?
A. All clinical trials have guidelines about who 
can get onto the study. Guidelines are based 
on such factors as age, type of disease, 
medical history and current medical condition. 
Before you join a clinical trial, you must qualify 
for the study. Some research studies seek 
volunteers with illnesses or conditions to be 
studied in the clinical trial, while others need 
healthy volunteers.

The factors that allow someone to participate 
in a clinical trial are called inclusion criteria and 
the factors that keep them from participating 
are called exclusion criteria. It is important to 
note that inclusion and exclusion criteria are
not used to reject people personally. Instead, 
the criteria are used to identify appropriate 
participants and keep them safe. The criteria
help to ensure that researchers will be able to

FAQs
answer the questions they plan to study.

Q. What is a placebo?
A. A placebo is an inactive pill, liquid, or 
powder that has no treatment value. In clinical 
trials experimental treatments are often 
compared with placebos to assess the 
treatment’s effectiveness. In some studies, the 
participants in the control group (see below) 
will receive a placebo instead of an active drug 
or treatment.

Q. What is a control or control group?
A. A control is the standard by which 
experimental observations are evaluated. In 
many clinical trials, one group of patients will 
be given an experimental drug or treatment, 
while the control group is given either a 
standard treatment for the illness or a placebo.

Q. What is a Control Group?
A. A control group in an experiment is the 
group which does not receive any treatment. 
This particular group is used as a benchmark 
against which other test results can then be 
measured, as this group includes individuals 
who are very similar in many ways to the
 individuals who are actually receiving the 
treatment (in terms of age, gender, race or 
other factors).

The primary function of a control group is to be 
used as a point of comparison, so that it can be 
isolated in testing whether the experiment did 
(or did not) affect the patients in the ways that 
were originally intended. Members of the 
control group are often given placebos and 
do not know that they are part of the control 
group. This is so that the researcher can 
determine the effectiveness of what is being 
studied.

Q. What is a blinded or masked study?
A. A blinded or masked study is one in which 
participants do not know whether they are in 
the experimental or control group in a 
research study. Those in the experimental 
group get the medications or treatments being 
tested, while those in the control group get a 
standard treatment or no treatment.

Q. What is a double-blind or double-
masked study?
A. A double-blind or double-masked study is 
one in which neither the participants nor the
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study staff know which participants are 
receiving the experimental treatment and 
which ones are getting either a standard 
treatment or a placebo. These studies are 
performed so neither the patients’ nor the 
doctors’ expectations about the experimental 
drug can influence the outcome.

Q. What protections are there for people who 
participate in clinical trials?
A. The government has strict guidelines and 
safeguards to protect people who choose to 
participate in clinical trials. Every clinical trial 
must be approved and monitored by an 
Ethics Committee in the UK (Institutional 
Review Board in the USA) to make sure the 
risks are as low as possible and are worth any 
potential benefits.

An Ethics Committee is an independent 
committee of physicians, and lay people that 
ensures that a clinical trial is ethical and the 
rights of participants are protected.

All institutions that conduct or support 
biomedical research involving people must 
have an Ethics Committee that initially 
approves and periodically reviews the 
research.

Q. What is a protocol?
A. All clinical trials are based on a set of 
rules called a protocol. A protocol 
describes what types of people may 
participate in the trial; the schedule 
of tests, procedures, medications, 
and dosages; and the length of 
the study. While in a clinical trial, 
participants are seen regularly
by the research staff

to monitor their health and to determine the 
safety and effectiveness of their treatment.

Q. How are clinical trials different from 
standard clinical care?
A. If you take part in a clinical trial, you will still 
have tests or treatments in a hospital, clinic or 
doctor’s office. However, you may have more 
tests and medical exams than you would 
otherwise. The purpose of clinical trials is 
research, so the studies follow strict scientific 
standards. These standards protect patients 
and help produce reliable study results.

Q. Why should I participate in a clinical trial?
A. Individuals participate in clinical trials for 
a variety of reasons including access to new 
treatments before they are widely available, 
advancement of science or improved 
medical care. Study participants can benefit 
greatly from clinical trials by receiving access to 
the most promising investigational Niemann-
Pick treatments available. This helps in the 
possible development of a new medicine or 
treatment that may offer better care or a cure 
for NPD patients on a global scale.

Whatever your reason for participating, you 
can be sure you will receive care while on a 
clinical trial - and remember that without 
clinical trials research breakthroughs would 
not be possible! 
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New Study: Could you 
share your experience of 
end of life care to help 
bring about change?
 
We know there are many, often difficult, 
decisions that families and carers have to 
make in end-of-life care, but there has not 
been any specific research conducted with 
families who have lost someone to NP-C.
 
Lydia Aston, PhD student at Aston 
University, Birmingham and a familiar face 
to many who attend our Annual Family 
Conference, is seeking volunteers to assist 
with a new study looking at families’ 
experiences of losing a loved one to NP-C.
 
Understanding your experiences will help to 
address gaps in care, help shape future 
practice and help guide professionals to 
better care for those affected by NP-C and 
their families.
 
If you have lost someone to NP-C and you 
feel able to share your experiences, please 
contact Lydia Aston: astonlr@aston.ac.uk for 
more details. Alternatively, you can 
contact us at the NPUK Central Office by 
email info@npuk.org or telephone 0191 415 
0693.
 
If you have lost a loved one and would like to 
talk about this without being involved in the 
study, please contact NPUK Senior Family 
Advocate, Elizabeth Davenport, by telephone 
07896 197 576 or by email elizabeth@npuk.
org.

12  13New research study to determine the rates of 
Parkinson disease in patients and family members 
with Niemann-Pick Disease (NP-C and ASMD)
 
Adina Wise is undertaking a research study to determine the rates of Parkinson 
disease in patients and family members with Niemann-Pick Disease (NPC and 
ASMD). Currently, there is information suggesting that mutations in the NPC1, NPC2 
and SMPD1 genes may cause a susceptibility to Parkinson disease. 

Adina’s goal is to gather data about the experience of Niemann-Pick disease 
patients and their family members with Parkinson disease and Parkinson disease 
symptoms.
 
Adina is a 3rd year medical student at Jefferson Medical College in Philadelphia, 
USA. Adina is currently working with Dr. Melissa Wasserstein, Associate Professor of
 Pediatrics at the Children’s Hospital at Montefiore, New York and Dr. Roy Alcalay, a 
Parkinson’s disease specialist at Columbia University Medical Center, also in New 
York.

Participants may choose not to answer any question that they do not wish to answer. 
They may also choose to stop taking the survey at any time.
 
Participants must be a Niemann-Pick disease patient or first-degree family member 
of a Niemann-Pick disease patient. If you do not have Niemann-Pick disease, or do 
not have a first-degree family member with Niemann-Pick disease, you will not be 
able to participate. However, we encourage those with and without any family history 
of Parkinson’s disease to participate.
 
Adina wants to emphasize to potential participants that the researchers are very 
interested in recruiting any individuals with NPD Type A, B or C or their first-degree 
family members, even if they have no family history of Parkinson’s disease.
 
Individuals who complete the online survey will have the opportunity to read an 
information sheet about the study at the beginning of the survey and participants will 
express their consent by completing the survey.
 
To protect the identity of research subjects, no identifiable information will be 
collected and in any publication about this research, no private information will be 
used.
 
Support for participants will be available throughout the study. If participants have 
any questions about this research, they may contact Dr. Melissa Wasserstein: 
mwassers@montefiore.org / Dr. Roy Alcalay: rna2104@cumc.columbia.edu
 
To take part in the survey please visit :
https://cumc.co1.qualtrics.com/SE/?SID=SV_eJpBqCkg5NAgEcd
 

Alternatively, you can visit the NPUK website for further information 
and to access the survey at: www.npuk.org 

Call NPUK
on our 24/7
Helpline at 
any time on
0191 415
0693 if you 
need help, 
advice, or a 
friendly ear



NPUK 24th Annual Family Conference & 8th 
Interactive Workshop, September 2017

Introduction

This report provides an overview of the medical science presentations made at the conference.  
The majority of the presentations were given on the Friday at the Interactive Workshop where 
the target audience comprised professionals from healthcare services, universities, the biotech 
industry and patient group representatives with an interest in the Niemann-Pick diseases.  
Some of these presentations were also given to the family groups in the Saturday sessions. 

The presentations addressed the main areas of research, namely Diagnostics (basic science), 
Therapeutics (Treatment), Prevention and associated disease management topics.  The inclusion 
of the preventative strategies is important for the future with regard to management of the 
problem of rare inherited genetic diseases in society. 

A patient group, by definition must focus on the needs of those currently affected as their main 
priority and, this is what NPUK have done for over 25 years and will continue to do for as long as 
new patients are diagnosed.  However, it would have been much preferred if our children had 
not inherited the disease genes in the first place and, this leads us to consider solutions for the 
longer term - that is the development of preventative strategies.  The NPUK Conference this year 
provided a forum for presentations on prevention, a subject that is hard to find even in the 
largest of professional conferences internationally or in the Department of Health.

14

Medical Science Report

by Bill Owen, NPUK Trustee & Research Coordinator

Prevention Strategies

The presentations provided an overview of 
preventative strategies that include:-
• Monitoring of mothers’ body fluids during 
pregnancy for molecular traces of 
abnormalities in the baby.
• New born screening – genetic and metabolic
• Cascade genetic testing for carrier status
• Targeted pre-conception testing including 
genetics and metabolomics

New Born Screening

Progress in introducing new born screening 
(NBS) in the UK is very slow and lags behind 
many other countries in providing rare 
disease screens.  The current requirements 
for NBS are based on the World Health 
Organisation (WHO) criteria for general 
population screening and are used in many 
countries but with various interpretations.  In 
the UK the authority is the National Screening 
Committee (NSC) that has a stringent view of 
proposals put forward.  They make 
recommendations to Government as to what 
tests should be on their approved register.  
There are currently only nine disease 
conditions screened whilst other 
countries have many more, with some USA 
states having over 50 conditions screened.

Following an introduction by Professor Platt,  
Prof. Marc Patterson described the history, 
background and development of new born 
screening using the heel prick blood spot 
Guthrie Card method.  Detection of blood 
borne abnormalities has been problematic 
but advances made in the application of mass 
spectroscopy now provide a major tool for 
identifying disease associated molecules.  
Dr Dan Ory from the USA and Professor Peter 
Clayton from UCL gave presentations on their 
work to identify abnormal molecules in NPC.  
They have discovered a number of molecular 
indicators for NPC and one of them, the 
oxysterol test has been introduced into routine 
diagnosis testing where NPC is suspected.  
Future developments offer improved tests and 
some of the difficulties arising were described.  
These molecular tests offer promise for 
application to NBS where the issues are 
different to diagnosing individuals.  For 
example the number of babies born in the UK
in a year is in excess of 650,000 and so

integrating a new test into NHS practice is not 
a simple matter.  Dr Ory explained that in the 
USA a test is generally accepted at a cost of $1 
per test.

Dr Ory discussed his retrospective study on 
blood spots held by three US states on over 
6000 samples, looking for NPC biomarkers 
and those for other disorders as a 
comparison.  The study showed that 
biomarkers were present at birth in all 
individuals predicted to have NPC.  
Samples had been obtained using the
principle of ‘nearest neighbour’ where 
samples were obtained from the same 
hospital on the same day they were taken.  
One observation made was that samples 
older than 5 years were likely to prove 
unreliable.

Mrs Pat Roberts from the Save Babies UK 
advocacy group has had considerable 
experience with NBS and the difficulties in 
developing a test and getting it adopted.  She 
provided an explanation of the requirements 
of the NSC in the UK and the process of 
introducing a new NBS test into the NHS.  In 
addition to the technical and procedural 
difficulties, there is an organisational issue 
within the health service regarding 
responsibility for test development, pilot 
schemes and service implementation.  The 
problem relates to the allocation of funding.  
These problems combine to make it 
exceedingly difficult to provide a NBS testing 
service.

I was invited to explain why NBS and other 
preventative measures were necessary for 
neurological disease such as NPC.  The 
current approach is centred about developing 
and administering treatment, usually in the 
form of a drug.  The expectation from clinical 
trials now in progress is that stabilisation of 
the disease progression, possibly with small 
improvements is the most likely outcome. 

In normal situations it is not possible to 
administer the drug prior to diagnosis when it 
is likely to show greatest benefit, however, by 
the time diagnosis is made and this may be 
many years, irreversible damage has been 
done to the brain and cells have been lost.  
There are downstream consequences of this 
in terms of the care and medical and social 
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care package required to sustain those 
treated throughout decades, rather than years 
if left untreated.  With growing pressure for 
NHS funds from rare disease medicines and 
other population health needs it is difficult to 
see how funding can be increased to cater for 
these many demands.

Preventative measures such as listed above 
may provide a solution but the topic needs to 
get on to the healthcare agenda.  It is difficult 
to believe that the UK National Plans for rare 
diseases, which is supposed to be forward 
looking, does not even attempt to engage with 
the preventative approach.  Similarly many 
patient organisations do not appear to 
recognise prevention as part of their agenda - 
It is difficult to find a conference or Workshop 
that includes any mention of prevention.

Pre-conception Testing

In his opening talk Dr Patterson described 
how pre-conception genetic testing had been 
successful in almost eliminating an 
inherited disease called Tay-Sachs in the 
Jewish community of New York where it had 
been a scourge of this population prior to the 
discovery of the gene.  Similar to NPC it is a 
recessive inherited lysosomal storage disease 
with children not expecting to survive beyond 
five years.  Once the gene had been identified 
it had been possible to instigate a programme 
of testing for families, to determine their 
carrier status and to take steps to avoid having 
an affected child.  

I provided a similar example relating to the 
NPC population of Nova Scotia, Canada where 
there was a high incidence of NPC.  Here 
again, once the gene had been discovered it 
was possible to offer population genetic 
testing and, at the latest date, there are

no new cases of NPC in this community.

The two examples provided are relatively
 simple in concept as in each case the 
population was isolated; in one instance by 
religious convention and in the other by 
geography.  In addition there was a single 
gene found to be responsible for the disease 
affecting each community which simplifies the 
testing needed.  These examples are referred 
to as ‘founder effect’ as they are associated 
with migrant communities of relatively small 
size that are able to sustain a high degree of 
isolation from interbreeding with the general 
population.

Diagnostics Studies

We have waited a long time for therapies to 
begin and now this milestone is well 
underway with trials recruiting and beginning 
for three therapies and there are more in the 
development pipeline.  It is reasonable to ask 
why further research is required into the 
diagnostic or basic science?  The reality is that 
we have much to learn about the basic 
mechanisms of the disease and why some 
of the cells are more susceptible to failure 
and cell death than others.  Research into the 
nature of the disease within the cell may lead 
to the identification of new targets for drug 
intervention, protecting against cell loss and 
uncovering treatments which, by acting in 
combination, provide the body with the ability 
to combat side effects of drug treatments.  

Role of a Patient Group

It is important to understand that basic 
research is mostly undertaken by universities 
who have difficulty obtaining funding for these 
studies especially for rare diseases.  This is 
where Patient Groups such as NPUK can
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assist with contributions of relatively modest 
funding that allows access to much greater 
funding pools and expertise both 
nationally and internationally.  Professor Platt, 
Helen Carter (NPUK) and I discussed how this 
has worked out in practice over many years 
and gave examples of how major studies have 
benefitted from Patient Group involvement.  
Providing funding for the universities is only 
possible due to the efforts of families affected 
by Niemann-Pick and other supporters of the 
charity.  A separate list of these can be found 
on the NPUK website.

Type B Study

NPUK recently provided a grant to Sheffield 
University for a study into drug screening 
using zebra fish for potential intervention in 
NPB patients.  Dr Marcus Keatinge presented 
the work undertaken which arose from studies 
in Gaucher’s disease and investigation of links 
into Parkinson’s disease.  Results will be 
available shortly from this short study.

Type C Studies

Calcium is known to be an important 
molecule for a range of functions within cells 
and in the extra cellular environment.  
Signalling is one important role and has been 
found to be defective in NPC cells.  It is also an 
early pathogenic event as shown when 
functional NPC1 is disabled using the U drug 
or other methods.  A major consequence of 
this is that fusion of internal transport vesicles 
is compromised and, this in turn, leads to
storage as molecules become trapped within 
compartments.  

Dr Lloyd-Evans from Cardiff University 
explained how this process is understood to 
work and how investigations using a range of 
drugs can intervene in this process, restore 
calcium levels and reduce storage.  He has 
been conducting studies using tanganil 
(acetyl-DL-lucine) a substance readily available 
in some countries for many years and is being 
evaluated for treatment of ataxia in NPC 
patients.

Biomarkers of disease are molecules 
generated by cells under stress such as 
occurs in NPC deficient cells. These molecules 
take many forms and their discovery, together

with advances in mass spectroscopic 
technology, has changed the way in which 
diseases are understood, treated and 
monitored.  Dr Dan Ory from Washington 
University in St Louis, Missouri, USA has been 
closely involved in this area of medical science 
relating to NPC. In his presentation he 
provided the background to the studies 
conducted with the NIH and other groups to 
identify biomarkers that can be found in blood, 
cerebrospinal fluid and urine.  A number of 
these biomarkers have been successfully 
employed in the diagnosis of NPC and have 
made improvements to the speed which can 
be achieved.  The next steps include 
developing their use to new born screening 
application.

NPUK Peter Carlton-Jones Award 2017

Each year since 2006, NPUK have presented 
an award to a student or young 
researcher who has carried out research into 
the Niemann-Pick diseases and has 
submitted an abstract of the study to the 
charity.  This year we were pleased to receive 
a submission from James Gray DPhil from 
Professor Platt’s laboratory at the University of 
Oxford.  Dr Gray presented a summary of his 
study into the biological heat stress response 
as a treatment for lysosomal storage diseases

Heat shock proteins act to stabilise misfolded 
proteins and interact with other lysosomal 
enzymes to enhance their activity.  The study 
used HSP70 on a range of LSDs including 
NPA/B and C demonstrating a reduction in 
storage and improving myelination in the brain 
of affected mice.  The study also looked at the 
ability of the small molecule, Arimoclomol, to 
induce the body’s own heat shock response.  
This molecule was shown to have similar 
response to administering the HSP70 protein 
and was able to prolong the life span of the 
mice.

Patient Registry – INPDR

Jim Green, President of the International 
Niemann-Pick Disease Alliance provided an 
update on the progress of constructing and 
populating the International Niemann-Pick 
Disease Registry (INPDR) which is the 
property of the patient organisations and, will 
be made available for use by researchers 
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in diagnostic and therapeutic studies.  The 
INPDR is a major tool in disease 
understanding encompassing the natural 
history of Niemann-Pick diseases, individual 
patient data and treatment data.  The registry 
is required for assessment of treatments in 
the regulation of clinical trials and is an 
essential part of the case to be developed for 
new born screening.  

The current phase of establishing the 
INPDR will be followed by an ongoing phase 
of collecting and updating patient data through 
their lifetime and adding new information from 
newly diagnosed individuals.  For rare 
diseases such as the Niemann-Pick diseases, 
it is of great importance that the registry 
captures data from across the widest 
international patient groups where data can 
be accessed.

Therapeutic Studies

Clinical Trials

Therapeutic studies include the important 
topics of clinical trials and it must be 
remembered that these are medial science 
experiments.  In each trial pre-clinical 
studies will have been carried out to establish 
the safety and tolerability of the drug in 
humans; an estimate of the dose size, 
frequency and method of administration; drug 
distribution in the body and a prediction of the 
likely efficacy.  Dr Will Evans, Chair of NPUK 
introduced the session on therapeutic and 
clinical study activities taking place.
The trials’ details are not included in this 
report as up to date information will be 
available at the time of publishing the next 
NPUK Newsletter and on the website.  The 
clinical trials taking place and reported on at 
the Conference are:-

• ASCEND: A Phase 2/3 trial of olipudase in 
adults with ASMD and also olipudase alpha in 
ASMD in a paediatric cohort.
• CTD’s Phase 1 and Phase 1, 2 intravenous 
trials of Trapsol ® Cyclo ™ for NPC.
• AIDNPC; Development of Arimoclomol for 
NPC from Orphazyme.
• Clinical Development of VTS-270 for NPC 
from Vtesse-Sucampo.
• Miglustat: effectiveness in NPC.  A brief 
review of the evidence supporting the use 

of miglustat in NPC and other rare diseases – 
presented by Alison Reid of Actelion
Pharmaceuticals, UK.  A number of studies on 
patients taking this medicine have been 
conducted in past years and the consensus is 
that the treatment has provided a degree of 
disease stabilisation.

Clinical Trials Process

Clinical trials are highly regulated activities and 
the strict requirements have been developed 
over many years to avoid the mistakes made 
in the past.  This has resulted in requirements 
that are inflexible and not readily amenable to 
change.  Rare diseases have posed new 
challenges to the process for a variety of 
reasons showing that existing processes do 
not sit well with trials in very small populations.
Attempting to maximise the numbers of 
patients recruited for a trial is difficult, 
especially where the disease being treated is 
highly variable in age of onset, rate of 
progression and symptom presentation.  This 
is further compounded when there are 
multiple trials using different drugs taking 
place concurrently.  Regulators and 
pharmaceutical companies involved in these 
trials take a conservative approach adopting 
trials recruitment criteria designed for studies 
in large populations.  

Large scale trials have the luxury of setting 
inclusion/exclusion criteria aimed at 
demonstrating the effectiveness of the drug 
being used knowing that recruitment of the 
numbers of participants is not an issue. The 
criteria may be arbitrary based on groupings 
such as age. Professor Platt has looked at how 
selection can be determined in a new way. 
This approach stratifies patients based on 
their annual rate of disease progression and 
is named, Annual Severity Increment Score 
(ASIS). 

It is proposed that ASIS selection provides a 
more reasoned method of patient grouping 
and an improved chance of demonstrating 
the effectiveness of the treatment.  The next 
step is determining how to take this forward 
and be accepted by the regulators in the first 
instance.  The pharmaceutical companies 
are more likely to adopt this approach if 
regulators such as the EMA and FDA have 
accepted it as valid.
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Related Clinical Studies

Whilst the clinical trials are of foremost interest 
other studies continue to be progressed 
dealing with supporting topics including:-
• Quality of life study presented by – Dr 
Rebecca Knibb from Aston University;
• Provision of clinical management guidelines 
for ASMD/NPA-B and for NPC from Professor 
Marc Patterson of the Mayo Clinic, Minnesota, 
USA; 
• Addressing the needs of Niemann-Pick 
families on the ‘front line’ -  Laura Bell, Clinical 
Nurse Specialist of NPUK who described her 
role and the work she undertakes.

Pharmaceutical Industry and Rare Diseases

About 10 years ago it was difficult to see how 
the pharmaceutical industry could ever take an 
interest in developing medicines for rare 
diseases.  The numbers affected were too
small and the costs associated with drug 
development and bringing a product to 
market were such that it could never be 
commercially viable.  How things have 
changed!  The reasons for this are varied but 
the result has been that interest and
commitment has come from established 
companies in the field and from new start-up 
companies formed using venture capital.  One

recently formed company, Intrabio Inc, 
presented information on their background 
and intentions in rare disease medicines.  
Dr Michiko Mann explained that the company 
was set up to develop therapies for 
neurological diseases including LSDs.  One 
drug line, their lead product IB1000 has 
obtained Orphan Medicinal Product 
designation for NPC and 12 patients have 
been recruited for an observational trial.  
These patients are currently taking miglustat.  
Clinical trials are planned for early 2018.

Summary

The outlook for Niemann-Pick disease looks 
promising in terms of the trials now underway 
and the growing interest in rare diseases in 
academia and the pharmaceutical industry.  In 
addition, organisations are at last becoming 
aware of the benefits that prevention 
strategies can bring.  It’s been a long road and 
the destination remains elusive but we are 
getting there.

Bill Owen, NPUK Trustee and Research 
Co-ordinator 
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The NPUK Annual Family 
Conference and Interactive 
Workshop is  without doubt 
the biggest and best event in 
the Niemann-Pick UK 
calendar, and as a result is 
well-known and well-loved by 
each and every member of 
our community.

This year the Conference was 
held at the Mercure Haydock 
Hotel, located just on the 
outskirts of Manchester. We 
were joined by a diverse group 
of delegates including friends, 
families, and professionals - 
all of whom had set aside this 
weekend to be together under
the shared banner of NPUK! 

The Children and Young

Person’s Activity Programme 
was well received as ever, with 
a fun-packed schedule that 
created some special 
memories! Saturday saw a trip 
to the UK’s most visited zoo, 
Chester Zoo, which is home
to 15,000 animals and 500
different species. As ever, 
this was a great way for the 
children and young people to 
unwind, take the pressure off 
and just let loose and have a 
good time! Just like the 
Conference provides a unique 
meeting space  for adults, 
including time with other 
families who are going through 
the same rare experience, it is 
also important to remember 
that the event also provides a 
novel opportunity for children

and young people affected by 
Niemann-Pick to meet - and 
by doing so they can see that, 
yes, Niemann-Pick is a rare 
condition, but that doesn’t 
mean that they have to feel 
isolated or alone - they have 
people in their corner who 
truly understand all of their 
experiences and challenges.

The programme for the 
weekend was designed with 
our community in mind so 
that everyone gets the most 
out of their experience. There 
was the opportunity to hear 
the latest developments 
regarding therapies and 
clinical trials for ASMD 
Niemann-Pick disease types 
A and B, and Niemann-Pick

My Conference Experience: “The NPUK Family”
by NPUK Social Media & Communications Officer, John Lee Taggart
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- “NPUK are like my family, they know 
exactly what it feels like living with NP-C 
and they are always there for a chat, 
especially when you need support or 
just a pep talk. Thank you, you 
don’t realise just what you mean to us!”

- “This Conference, and the organi-
sation itself, are exactly what I’ve been 
looking for since I learned of my sib-
ling’s diagnosis earlier this year. Thank 
you!”

- “We value the support and dedication 
of the multi-disciplinary team and the 
wider support network.”

- “There is always support whenever 
you need to talk to anybody.”

- “It is a new life line to me. It’s nice to 
have someone support you.”

- “Opens the door to a world we didn’t 
know existed and reassures us we 
don’t have to deal with it on our own.”

Your Conference, 
Your Views:
After every Annual Family Conference 
we ask our community for feedback 
so that we can gain a better 
understanding of how you feel about 
the event, and also an insight into how 
we may be able to make it better in 
the future. Each and every year we 
want to make the experience better 
for you, and the feedback forms we 
ask you to complete go a long way in 
making this a reality - so we want to 
thank everyone who took part. Below 
are just a handful of the positive 
comments we received: 

Join us next year on the 21st-23rd 
September 2018 as we celebrate our 25th 
Annual Family Conference & Interactive 
Workshop at Wyboston Lakes, Bedfordshire.

For further information please visit our 
website at www.npuk.org

type C, plus related care issues, breakout sessions, 
and workshops. There was also a fantastic mix of 
expert professionals and NPD family speakers 
from around the world who provided interactive and 
fascinating presentations in equal measure, that 
focused on topics including the practical management 
of Niemann-Pick diseases, clinical trials, potential 
therapies plus much, much more.

On Sunday we were fortunate to hear some fantastic 
family speakers, each and every one sharing facets 
of their personal struggles and challenges - there 
were sisters, aunts, mothers, and fathers...friends, all 
with one goal, all dealing with the same condition, but 
wanting to find a way to change the status quo, not
back away from it. 

I think what gripped everyone most was the sheer 
sense of unity that we felt by being together as one 
that weekend, the “NPUK Family” as it is often known...
was home. It doesn’t matter if you are a veteran of 
the community, or if you are wandering nervously into 
your first Conference, the result is the same - you are 
given the opportunity to meet new people, to share in 
discussion, questions, laughter, and love. But just like

every year, it was over in a blink. Months and months 
of careful planning behind the scenes in the NPUK 
Central Office, and then a flurry of activity and smiling 
faces all bunched together for a couple of busy yet 
positive days and then...see you next year, or more 
exactly, see you on Facebook! I feel truly blessed to 
have shared the weekend with all of you and look 
forward to the next Conference in September 2018. 

We have some fantastic photographs of this year’s 
Conference that would make lovely momentos - get 
in touch with me at john@npuk.org if you were in 
attendance and would like some digital snaps for your 
collection.



1822 #NPUKSelfie
We were pleased to see the 
members of our community 
getting involved with our 
new ‘NPUK Selfie Frames’ 
at the Annual Family 
Conference - such a great 
way to show support for 
our Charity! 

We know that our community 
love to show their support for 
Niemann-Pick UK, and what 
better way than to grab a 
NPUK selfie with our 
personalised  Selfie Frames? 
Created in-house the Selfie 
Frames bring a spot of 
novelty and entertainment to 
our events, whilst also 
providing our community 
with a fun keep-sake. 

Look inside the frames, and 
who do you see? The 
people who make our charity, 
Niemann-Pick UK, what it is: 
a warm and welcoming 
community of people with 
a shared aim - improving 
the lives of those affected by 
Niemann-Pick disease. You see 
families, friends, colleagues...
new members and old, staff 
and volunteers - it has taken all 
of these people and more to 
achieve what we have to date, 
and it will take the support of 
all to continue to achieve it as 
we move into the future.

So can you spot any familiar 
faces on the right? We will see 
you all at our next event, Selfie 
Frame in hand! 

We have joined 
Instagram!

We introduced our 
Instagram Selfie Frames 
at The NPUK Annual 
Family Conference, and 
were so happy with the 
result...as were the rest of 
the extended NPUK 
family! 

But this is only the start, 
we hope to encourage 
you to take part too! So 
why not take a pic when 
our Care and Support
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team come to visit. 
Or send us a photo to 
post of your family or life 
with NPD. We’d love to 
see and share them! If 
you haven’t already, make 
sure you follow our 
Instagram account at 
@NiemannPickUK to 
ensure you never miss 
our posts. There’s 
certainly a lot to come 
- we can’t wait to share 
them with you!

Follow: @NiemannPickUK

Our community at the 
Annual Family Conference & Interactive Workshop 2017...



Our fundraisers are central to 
everything that we do here at 
NPUK, as without voluntary 
donations and grants we 
would not be able to meet our 
central aims and objectives!

This year’s fundraisers have 
been bigger and better than ever 
with individuals finding ever more 
inventive and fun ways of raising 
funds for NPUK...none more than 
Patrick Carroll and Chris 
Charman (pictured), who 
dressed as the legendary video 
game duo Mario & Luigi in July 
when fundraising on behalf of the 
Brave Little Soldiers Team at the 
100 mile PrudentialRideLondon. 
Here’s a few more NPUK 
Fundraising legends, we wish we 
had space to list them all: 

- We want to say a massive 
thank you to Carl and Emma 
Burdon for their continued 
dedication and support . This 
year’s much loved 
“Masquerade Black Tie Ball” 
(held in loving memory of their 
son Calum) was unsurprisingly
a monumental success, 
raising over £12,000 in total. 
Half of these funds will go directly 
to Niemann-Pick UK and the 
other half to the well-deserving 
Brian House Children’s Hospice.
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- Michaela Melia took on the 
challenge of the Cardiff Half 
Marathon for Niemann-Pick UK 
after learning about the condition 
and the work of NPUK from her 
close friend, Jordan:

“...[he] first introduced me to the 
NPUK charity following the great 
research he has been doing
 into NP-C as part of his 
degree. I found his work and 
stories heartening and really 
wanted to support the cause. So 
[that’s why I ran the] Cardiff Half 
Marathon for this charity.”

Michaela raised £155, and is 
looking forward to more events in 
the future - go Michaela, we’re so 
proud of you! 

- Thomas Baldwin and 
Megan Hurst fearlessly took 
on the challenge of ‘The WOLF 
RUN’ and lived to tell the tale.
The event, a unique combination 
of three kinds of off-road running: 
mud runs, trail runs and 
obstacle runs, can be too much 
for even the hardiest of 
fundraisers...but the superhero 
duo swept aside the challenge 
with relative ease, adding more 
funds to the ‘Brave Little Soldiers’ 
team JustGiving page as they did 
it. Well done you guys, we hope 
you weren’t too sore afterwards! Patrick Carroll and Chris Charman (who are part of the Brave Little 

Soldiers team) took on the challenge of the 100 mile PrudentialRideLondon

BECOME AN
NPUK

VOLUNTEER

Want to become part 
of the amazing NPUK 
volunteer team? As 
part of the dedicated 
group you could:

- Make a difference 
to those affected by 
Niemann-Pick

- Help raise vital funds 
and awareness

- Make new friends

- Gain new skills

- Have fun! 

Make 2018 your year by 
getting involved: email 
us at info@npuk.org for 
further details
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More Fundraising Stories

- In what was an absolutely breathtaking effort, 
the incredibly brave Emily Fitzgerald took part 
in a tandem skydive in July to raise funds for 
Niemann-Pick UK. At the time she 
commented:

“...I will be doing a tandem skydive to raise 
money for the Niemann-Pick Disease Char-
ity. The NPUK charity recently came to my 
attention after a very special person close to 
my heart was diagnosed with Niemann-Pick 
Disease Type C...”

In the end she raised a staggering £11, 650
...1165% of her original £1,000 target! Amazing!

- Jordan Copner organised a charity gig at 
Buffalo Bar, Cardiff in support of Niemann-Pick 
UK featuring music from the fantastic Fire 
Fences...it went on to be a huge success raising 
a total of £172! Below Jordan details how he 
came to know about Niemann-Pick disease, 
and how this motivated him to get involved:

“I first learned of Niemann Pick disease whilst 
on summer placement at the Lloyd-Evans lab 
in Cardiff university after my first year of 
university. I then decided to undertake a year 

In May Graham and Bonifacio Valdivia Cobo 
ran the Great Manchester Run and more 
recently the Great North Run raising over 
£600 in the process.

- Amy Neal trained hard every single week 
since January to prepare herself for not one, 
but two half marathons...all in one year! The 
first was the Cheltenham Half on the 1st 
October and the second the Birmingham half 
marathon two weeks later on the 15th. Amy, 
who is married to NPUK Project Families 
Officer Steve Neal had very personally rooted
reasons for becoming a fundraiser: 

“Many of you will know that 13 years ago my 
mother-in-law, the gorgeous Gloria Neal, 
was diagnosed with Niemann Pick C or NPC. 
While Gloria is never without a smile, the 
effects of NPC continue to progress and we 
could not have managed without the fantastic 
support of NPUK.”

Amy smashed her £500 target, and in the end 
racked up £750 in donations (and counting!) 
We are so proud of her determination! 

- We just want to say a massive NPUK thank 
you to Graham North and friends, who have 
worked tirelessly this year to fundraise and 
raise awareness for our charity. As with many 
of our fundraisers, Graham has a personal 
connection to our charity:

“My nephew, Andrew Wray, was diagnosed 
with Niemann Pick Type C and tragically died 
at the age of nine in August, 2000. My sister 
and her husband continued to actively support 
the Niemann-Pick UK (NPUK) Charity 
following his death. Further, I have along with 
my 2 children, helped in supporting the NP 
children and their families.”

of research after my second year, 
investigating the mechanism by which 
miglustat mediates benefit in NPC. I was lucky 
enough to be invited to the 9th Scientific 
symposium on NPC in Dublin in late March. 
It was here I met experts from around the 
world and really embraced the world of NPC. 
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- Above is just one of many fantastic photos 
from December’s ‘Party for Harvey’ which was 
held by the Harvey and the Brave Little 
Soldiers team and organised by the ever 
inspiring Jenny Charman. 

As you can see those who attended really got 
into the clubbercise spirit by picking up a 
couple of glow sticks, donning their lululemons, 
and dancing their way to raising a whopping 
total of £3,000 (and counting). Such a 
fantastic effort to the whole team - we want 
to say thank you for organising this, and all of 
the other ‘Harvey and the Brave Soldiers’ led 
events. 

- David Hedley and Tom Elliott ran both the 
Great North Run and the Great Birmingham 
Run, in memory of David’s beautiful God son, 
Roman James (NP-C) who sadly passed away 
on the 11th April 2017, aged just five years old.
The inspirational pair raised over £500, and 
one look at the comments on their JustGiving 
page show just how much of an impact their 
story had:

“Your story had me in tears. You are making 
Roman proud and selflessly helping other 
sufferers of this horrendous disease like my 
nephew. Thankyou!”

“Well done Dave, you have trained so hard for 
this and I know you will smash it, Roman will 
be with you every step of the way. Very proud 
mother in law to be.”

We are proud of you two, too! It is thanks to 
driven individuals such as yourselves that we 
are able to continue supporting other families!

- A bold and brave team (consisting of: Nicola 
Hardy, Liz Underwood, Matthew Watson, Jim 
Danby, Marc Wagstaff, and Aidan Clark)  
took on the Three Peaks Challenge on the 11th 
August in support of Niemann-Pick UK:

“The reason we are fundraising is because 
our colleague Kelly Williams’ daughter Ruby 
was born with a very rare disease called 
Niemann-Pick Type C, a disease which af-
fected all aspects of Ruby’s life, including her 
abilities to walk, talk, eat, drink, and even sleep. 
There is currently very little known about the 
disease, it has no known cure, and it causes 
progressive neurological damage due to the 
inappropriate storage of lipids. Sadly, Ruby 
passed away at only 3 and a half years old 
following a short spell in Bluebell Wood 
Children’s Hospice with related complications.”
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Thank you for your incredible efforts guys, the 
donations you raised will make a massive 
difference to other families affected by NPD.

- Terry Colwell, father to TJ (aged 12, NP-C) 
set up a charity auction of priceless sports 
memorabilia, with the hope of raising funds in 
support of Niemann-Pick UK. The auction was 
a massive success by all accounts, with the 
winning bids raising a whopping £795 in total! 
After the success of the first auction, Terry later 
had yet another - for a signed Chelsea 
Football Club ball, raising a further £200!



The Hollie Foundation 
Continues to Support NPUK
Niemann-Pick UK is deeply grateful to 
The Hollie Foundation for its continued 
support of our work through grant 
funding in 2017/2018.

The Foundation has generously awarded 
further grant funding to part support the 
post of NPUK’s Senior Family Advocate, 
held by the very dedicated Elizabeth 
Davenport. This is the fourth consecutive 
year that The Hollie Foundation has 
supported this essential post, enabling 
Elizabeth to provide a high level of 
individualised non-clinical support to 
those affected by all types of Niemann-
Pick disease and their families.

In addition, the Hollie Foundation has also 
kindly granted much-needed funding to 
cover the cost of the Children and Young 
Persons’ Activity Programme at our 
Annual Family Conference and our 
regional family get-togethers. The Hollie 
Foundation’s support is essential to 
ensure the continuation and stability of
the services we provide, the value of 
which is highlighted by the many positive 
comments we receive, such as the 
following: 

“Elizabeth has been a great help; 
whenever we need anything we just reach 
out”

“If it wasn’t for the support of NPUK I 
wouldn’t have been able to do many 
things, I have had help with legal issues, 
equipment and housing issues”

“Elizabeth is so easy to approach and so 
helpful”

“NP families are often unaware of what 
they need until a situation arises, but we 
know who to ask when it does.  We have 
been grateful to Elizabeth for her 
guidance when we experienced a change 
in our family circumstances” 

You can learn more about Elizabeth and 
the rest of our team on our website, www.
npuk.org where you can download a copy 
of NPUK’s “Our Care and Support 
Services” brochure.

The Hollie Foundation also offers
much-needed grants for families 
affected by Niemann-Pick Type C. It is 
thanks to the amazing support 
received from their local community that 
the Foundation is able to provide these 
much-needed grants in support of 
activities and individuals within the 
Niemann-Pick community.

We would like to say a huge thank you to 
The Hollie Foundation, their friends and 
supporters, for making such a huge 
difference to the lives of so many!

To learn more about the ways in which 
you could support or volunteer for the 
Hollie Foundation, visit www.thehollie
foundation.com where you will also find 
information about their latest event, The 
Secret Garden Ball, taking place on April 
21st 2018 at Flaxbourne Gardens, Aspley 
Guise.
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For more information visit: 
www.theholliefoundation.com

NPUK Fundraising Guide 
Introducing the all-new NPUK Fundraising Guide: the one-
stop, all you need to know about fundraising, booklet! 
Created in-house, this guide features a range of different 
helpful hints, tips, and tricks to make sure your NPUK 
fundraising event is a success! 

To the left you can see just a snippet of what you can expect 
from the Fundraising Guide. We have worked to include as 
many of the frequently asked fundraising questions we receive, 

whilst also providing information 
about other ways in which we 
can help to support your 
fundraising efforts. 

Where Your Money Goes:

Explains how NPUK uses the 
funds raised on our behalf, and 
how they can make a direct 
impact.

A Few Fundraising Ideas:

If you feel that you can help 
NPUK by fundraising, but don’t 
know how to get started, then 
this is the page for you! Filled 
to the brim with fun ideas and 
followed by ‘The A-Z of 
Fundraising’, this is sure to help 
facilitate that light bulb moment!

Spread the Word about 
your Event: 

There are numerous ways in 
which you can spread the word 
about your event.

So whether you choose to use an 
NPUK-supported online fund-
raising platform such as 
JustGiving, BT MyDonate, or 
VirginMoneyGiving...or want to 
make other arrangements, our 
handy guides take you through 
every step in simple, easy-to-
understand language.

You can download our Fundraising Guide from our website: www.npuk.org, or you can contact us 
by email at info@npuk.org or by phone on: 0191 415 0693 to request a copy.
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30 and the films on our YouTube channel ‘NPUK’. 
However, if you feel that you need any additional 
information or have ideas for future booklets or 
films, please do get in touch with us at the office – 
we love hearing from you!

We are always looking at new ways of working 
with and supporting our Niemann-Pick 
community. We love to meet you at Family Days, 
our Annual Family Conference, Clinic Days or our 
Christmas Party, for example and I have 
greatly enjoyed meeting many of you at these 
events throughout this year. We are also always 
interested in hearing from you and learning more 
about how Niemann-Pick affects you, your family 
and how NPUK, as a charity, can help you. Please 
do get in touch with your thoughts and ideas or 
just for a chat at any time.

This year Niemann-Pick UK has joined up with 
other charities supporting  people with a rare 
genetic disorder in the Breaking Down Barriers 
project.  Led by Alström Syndrome UK and  
funded by the Sylvia Adams Charitable Trust, we 
are working together to ensure that we can all 
offer the best possible support – and outcomes 
– to families from a BME background living with a 
condition such as Niemann-Pick disease.

Some of our adult patients have already signed 
up to take part in our iPad project which looks at 
ways we can use technology to help manage a 
condition like Niemann-Pick. They are using their 
iPads in many ways – to stay in touch with 
Elizabeth, our Senior Families Advocate, to ask 
Laura, our Clinical Specialist Nurse, questions or 
to connect with the NPUK Facebook community 
being just a few examples. If you would be 
interested in joining this project, please get in 
touch with me and I will be pleased to tell you all 
about it. 

You can contact me by telephone at the NPUK 
Office on 0191 415 0693,  by email 
louise@npuk.org or by 
sending a message to 
the NPUK 
Facebook page 
@NiemannPickUK

Louise 
louise@npuk.org
0191 4150693

NPUK Project Team Leader:

Louise Metcalfe 
Shaping our Future Together
We are now approaching the end of the second 
year of our Big Lottery funded project, “Shaping 
our Future Together”. The aim of this five year 
project is to improve and implement new support 
services and resources  that will help us more 
effectively reach those affected by Niemann-Pick 
and their families.  

This year has been very busy, with diagnosis of 
Niemann-Pick increasing and more people needing 
information, help and support.  In April, we were 
delighted to welcome Steve Neal to our team, in 
the role of Project Families Officer.  Steve will work 
alongside Elizabeth Davenport, our Senior Families 
Advocate and Laura Bell, our Clinical Nurse 
Specialist to help us achieve the aims and objectives 
of the project, which include; offering  practical and 
emotional support to those affected and their 
families, making sure no one is isolated, lonely or 
in any difficulty as a result of living with a Niemann-
Pick disease and providing information to raise 
awareness and promote understanding of this rare 
disease. 

Making sure everyone has the information they 
need is key and indeed you may have seen some 
of the new information booklets or films we have 
produced and shared recently, which focus on the 
services we provide,  fundraising and other aspects 
of Niemann-Pick diseases from the perspectives of 
parents, patients, carers and professionals. You can 
find the booklets on our website www.npuk.org 



BBC Children in Need is very important to 
us at NPUK; their generous grant funding 
programme has provided part-funding for 
our Clinical Nurse Specialist since 1999. A 
post now held by the dedicated Laura Bell.

This has enabled us to continue providing 
much-needed support to children and 
families affected by Niemann-Pick 
diseases - support that is not available 
elsewhere and would not exist without the 
kindness and generosity of all those 
donating to the BBC Children in Need 
Appeal. This year, Niemann-Pick UK was 
given the opportunity to nominate members 
of our community to participate in the 2017 
Appeal and we were delighted when Shona 
Beveridge (age 17, NP-C) along with Grace 
Hitchens (age 12 NP-C) and her family were 
asked to be involved!

Following a tough selection process, brave 
Shona, was chosen as one of only six young 
people to participate in The One Show’s 
Rickshaw Challenge, a gruelling five 
hundred mile cycle ride. Shona, who was 

diagnosed at age 15, is positive and optimistic 
about life, stating: “I don’t know what the future 
holds for me but while I’m able, I want to do 
something that makes a real difference for other 
children.”

By participating in The Rickshaw Challenge, 
Shona aimed to raise awareness of her 
condition and the work of NPUK – this aim was 
more than achieved by the eloquent and 
heartfelt words Shona shared with the Nation 
during the Challenge, her appearances on The 
One Show and the Children in Need Strictly 
Come Dancing Special.

Shona’s proud mother, Helen, said: “Shona was 
keen to give something back and raise 
awareness of the condition.”  Shona’s amazing 
efforts were followed by millions, as she and her 
Rickshaw team mates made the tough journey 
from London to Glasgow, with huge hills and 
inclement weather along the way.  Their efforts 
were well appreciated and rewarded by their 
many supporters, who turned out to cheer them 
on their way, generously donated and helped 
them achieve a whopping £5,063,230 towards 
this amazing cause. We have received some 
wonderful comments and direct donations in 
response to Shona’s efforts:

“I was humbled and inspired by the young lady 
on the Children in Need broadcast this evening. 
I hope my small donation may help in some 
way.”

“For continued research, treatment and support 
for those affected. Particularly for Shona as part 
of the Rickshaw Challenge. She’s an inspiration.”
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Appeal 2017
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“In memory of my children who died in 1994 
and 1996 of Niemann-Pick Type A and a thank 
you for all the help my family received in your 
early years. You have come so far!”

“What a brave young lady Shona is. Thank you 
Shona for raising awareness of this terrible 
disease and to NPUK for the 
support you give all the families”

“What a wonderfully inspirational and 
brave young lady Shona is.  I’m so impressed 
with her efforts in the Rickshaw challenge.
 I’m so grateful to NPUK for providing 
support.”

If you missed Shona’s story first time around, 
you can catch up by following our official 
Facebook page at facebook.com/Niemann-
PickUK.



The inspiring story of twelve year old twin sisters Grace (NP-C) and Emily Hitchens 
and their big brother Harry (7/9/2003-22/9/2010) was featured as part of this year’s 
Children in Need Rocks the 80s concert. Grace and Emily were invited to attend, along 
with their parents, Fiona and Carl.

The Hitchens’ family story was beautifully told by parents Fiona and Carl and featured wonderful 
footage of their children, Harry, Grace and Emily, which touched all of our hearts and brought 
home the true impact of NP-C. Fiona and Carl explained how their family has been affected by 
NP-C and how NPUK has assisted since they first received a diagnosis for their son Harry.

The family’s story moved the nation, as people not only become aware of Niemann-Pick as a 
rare and fatal condition, but were also introduced to the real families behind it, who live everyday 
with the challenges and heartache it brings.

If you missed their story, you can watch it now by visiting BBC Children in Need’s official 
Facebook page: facebook.com/bbcchildreninneed The film has shares in the thousands and 
has been viewed almost a million times! Just take one look at the comments section and it is
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obvious just how much the Hitchen’s 
story has resonated with so many.

BBC Children in Need also did a 
great job of shining light on the 
incredibly important work of 
Niemann-Pick UK Clinical Nurse 
Specialist, Laura Bell, who featured 
in Shona’s story and that of the 
Hitchens’ family. Laura is a source of 
comfort and a great support to 
families with the sometimes 
overwhelming medical terminology, 
enabling them to better understand 
their condition and to make informed 
decisions about their treatment and 
care. 

Laura is a truly valued member of the 
NPUK Team and we are very grateful 
for the compassion and dedication 
she brings to her role, which is 
reflected in the relationship she has 
with the Niemann-Pick community.
In the films, Laura discussed the 
hugely positive impact BBC Children 
in Need funding has on her post and 
the strength and hopes of our 
community. The sense of hope is 
nowhere more clearly exhibited at 
than our Annual Family Conference, 
which was also featured, as it is there 
that families like the Hitchens’ and the 
Beveridges’ can come together to find 
and share information and 
experiences regarding this condition.

We just want to say a huge thank 
you to everyone who supported 
BBC Children in Need’s 2017 
appeal. Without that dedication, 
whether it be on the roadside of 
the Rickshaw Challenge, in a 
positive comment on a social 
media post, with a donation or 
anything in between - it truly 
means the world to us.

You can contact Laura by either 
telephone on: 07791 499 555, or 
by email at: laura@
npuk.org
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Clinical Nurse
Specialist:
Laura Bell

Laura 

Laura writes: 

I hope everyone is doing well, and 
settling into life after what I’m sure 
was a hectic Christmas and New 
Year period! 

Since I last put pen to paper I have 
had a very busy few months with lots 
of travelling far and wide across the 
UK to visit families in clinics, and at 
home, and also providing support at 
various meetings either in schools or 
with local health care services. 

In September as many of you will 
know we held our annual NPUK 
family conference at the Mercure 
Hotel in Haydock.  We were joined 
over the weekend by many 
professionals in the field, and of 
course our amazing families from all 
over the UK and the world.  We 
welcomed some new families this 
year for the first time to conference 
as well as families who have been 
attending for many years.  If you 
were unable to attend this year’s 
conference but would like to know 
more please do get in touch.

Following the conference we held a 
clinic day the Manchester Children’s 
Hospital where we had a number 
of families join us for the day.  A 
wonderful lunch was provided and 
we had a special guest appearance 
from Louby Lou the clown who did a 
fabulous job of entertaining the 
children in between their clinic 
appointments and assessments.

In October I was very fortunate to 
represent NPUK at the 5th Biennial
International Niemann-Pick Disease 
Alliance (INPDA) “Face to Face” 
meeting in Toronto, Canada. The 
purpose of this meeting was to bring

together patient organisations, 
clinicians, scientists and pharma
companies to share updates and, 
experiences as well as to develop 
relationships, network, and work 
together collaboratively. This was a 
fantastic meeting which I felt ex-
tremely privileged to attend and 
meet some wonderful people all 
working tirelessly together 
towards the same goal.

I’ve also been very fortunate to have 
been involved with some filming for 
the BBC Children in Need appeal
2017. I am sure by the time this has 
gone to press you will have seen the 
wonderful Shona Beveridge (age 17, 
NP-C) taking part in the Rickshaw 
Challenge, and also Grace 
Hitchens (age 12, NP-C) and her 
family whose heartfelt story was 
featured on BBC Children in Need 
Rocks the 80s. 

If you need any help, advice or just 
a chat I am at the end of the phone 
and you are most welcome to
contact me at any time. As 
you know I am always 
happy to hear from
you, accompany you
to any appointments 
or meetings or 
visit you at home.  
I am very much 
looking forward 
to seeing all of 
you in this 
coming year!

With warm 
regards,

“you are always 
most welcome to 

contact me at 
any time”

laura@npuk.org

07791 499 555
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“I’m happy to 
talk through 

any questions 
you might have”

Hello everyone!  

Here is quick update about my 
role this winter.  Many city councils 
are facing cut backs to services, 
including care packages, if you feel 
that your package of care 
or local council services are 
causing you concern then ring me 
and we can discuss. I’m happy 
to talk through any questions you 
might have and can represent 
you if needed. 

Applying for benefits? The forms 
are now asking more detailed 
questions. Some people might 
even be asked to attend an 
assessment with a health 
professional. If you are applying 
for Personal Independence 
Payments (PIP) or Employment 
Support Allowance (ESA) or 
Universal Credit then just ring me 
and I will check to see that you 
are  getting the correct benefit 
allowance and if applying for ESA 
that you are placed in the best 
group for you. If you are thinking 
about applying for carers 
allowance then I suggest you look 
on the direct.gov website and see if 
you meet the criteria. Any questions 
then please just contact me.

Sibling support: I continue to work 
with siblings offering 1:1 support 
this takes place either at home, in 
school or at a venue of the siblings 
choice such as a local restaurant. I 
work with siblings of all ages and 
have different activities depending 
on the child/person’s needs. This 
can be anything from doing a craft 

Senior Families Advocate: exercise to having a long chat in a 
comfortable and friendly location.  
Here is what a sibling said about 
the support they receive:

‘Spending time with you was fun 
and it was easy to talk to you’.

If you think that I can help then 
please ring me. I would also like to 
wish you all of the best for 2018.

Thanks,

Elizabeth 
elizabeth@npuk.org

07896 197 576
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Elizabeth 
Davenport
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NPUK PROJECT 
FAMILIES OFFICER

STEVE NEAL
Steve joined us in early 2017 to support our 
Big Lottery funded project “Shaping Our 
Future Together” - he has brought a range 
of  skills and experience plus personal insight 
into NPD which helps him in his work to 
support families.

Steve says: “...my family and I have been a part 
of the NPUK community for a number of years 
as my mother is affected by NP-C. We have all 
taken advantage of the support and services 
that NPUK offer.

Knowing someone is there to call and talk to 
when trying to manage the challenges of this
condition makes a massive difference. This has 
given me a great passion to help other
families, and in my role with NPUK I will be 
dedicated to offering care, support and 
guidance...”

As part of his role, Steve will be developing 
links, relationships, support services and 
resources for our increasingly diverse 
community, as well as undertaking research 
that will help us better understand and 
support those affected by Niemann-Pick
disease. He has also established the ‘Dads, 
Lads, and Carers’ group (see pages 42-43) 
which seeks to unite the males in our 
community, and provide a forum in which they
can discuss everything from clinical trials to 
day-to-day family life.

You can contact Steve by either email at 
steve@npuk.org or by phone on 07787 818 
885

NPUK Care
and Support
Brochure

Our Care and Support Brochure 
makes it clear which services we 

provide and the help that you, and 
your family, can receive.

 
The brochure aims to provide you, our 

community, with an overview of  our key 
Care and Support services and to introduce 

you to our expert team, who offer a dedicated 
unique care and support service for those 

affected by Niemann-
Pick disease and their families.

Clinical Advice 
and Support:

In this section you can
 learn all about NPUK 

Clinical Nurse Specialist
 Laura Bell, who is in place 
to offer clinical advice and 
support to you, and your

family regarding any aspect of 
Niemann-Pick disease.  

Non-Clinical Advice 
and Support:

NPUK Senior Families Advocate, 
Elizabeth Davenport, and Project Families 

Officer, Steve Neal provide expert non-clinical 
advice, including information and support 

regarding welfare and benefits, an area 
which can often be complicated and confusing   
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especially to those who are new to the NPUK community.

You will also find information on our dedicated NPUK Central Office Team, our Annual 
Family Conference & Interactive Workshop, and other regional activities, and much more!

If you think this brochure will
be of benefit to you, and your

family, you can download a
copy from our website, at
www.npuk.org, or contact 

us by either phone on
0191 415 0693 or by email at
info@npuk.org and we will

be sure to pop one in the
post for you.

For further information on 
our Care & Support team, 

contact our Senior Families
Advocate , Elizabeth 

Davenport, by email at
elizabeth@npuk.org



40 Warm Up 
this Winter
Our Senior Families Advocate 
Elizabeth Davenport, would like 
to share the following helpful
information with you:
Making little home improvements can lead to 
savings on your fuel bills in the long-run, and 
in many circumstances families can qualify for 
financial help to make improvements; if you 
live in council housing or rent from a housing 
association, contact your landlord to find out 
more about saving energy. If you live in private 
accommodation or own your own 
property, there are schemes in place that help 
with the costs of improvements. Criteria will 
vary according to which part of the UK you live 
in. Here are some schemes which may be 
able to lend a helping hand, and remember – 
NPUK are with you every step of the way:

The Green Deal Scheme: This scheme is 
available in England, Scotland, and Wales and 
allows you to make energy efficient 
improvements to your home with no upfront 
costs. The costs are then recovered through 
instalment charges on your subsequent 
electricity bill.

The Energy Company Obligation Scheme 
(ECO): Some larger energy suppliers will 
provide certain homes with energy efficiency 
measures such as double-glazing and 
insulation for no, or very low, cost. This 
includes insulation in ‘hard to treat’ homes. 
Big name providers with ECO obligations 
include British Gas, Scottish Power, EDF, E.ON, 
and First Utility. Call the Energy Savings Advice 
Service or contact your energy supplier to find 
out what improvements they may be willing to 
make under the scheme. 

Home Energy Efficiency Programmes for 
Scotland (HEEPS): Strictly set up for Scottish 
families, this scheme is a fantastic lifeline as it 
can provide a whole package of different 

services, from money saving initiatives to 
funding for insulating your home this winter. 
Simply call the Home Energy Scotland helpline 
on 0808 808 2282 to find out what support 
you’re eligible for. Despite the HEEPS scheme 
being primarily for Scottish families and 
individuals, anyone can get free expert energy 
advice on the helpline. 

The Affordable Warmth Grant Scheme in 
Northern Ireland: This scheme provides those 
households which are eligible with energy 
efficiency improvements. You may be entitled 
to the scheme if you are an owner, occupier, 
or a householder of a privately rented 
property and your gross annual household 
income is less than £20,000. Certain benefits 
are included in the income assessment, but 
Disability Living Allowance (DLA) for 
dependent children are not. Available 
improvement measures for this scheme 
include heating systems, insulation installation, 
and window replacements. Unfortunately this 
scheme is only available in areas of Northern 
Ireland being targeted by the local council – 
those areas considered to be in greatest need 
of energy efficiency will be contacted first. To 
find out more, visit the NI Direct webpage, or 
call 0300 200 7874.

The NEST Scheme, Wales: Open to all 
residents of Wales, the scheme aims to
reduce the number of households struggling 
to keep their homes warm and cope with high 
energy bills. The aim is to help to make 
people’s homes warmer and more fuel 
efficient, which also improves many other 
aspects of their lives by offering householders 
a range of free, impartial advice and support 
to help them reduce their energy bills. If you 
are struggling with your energy bills then you 
too could benefit. Call freephone 0808 808 
2244 to see what help NEST can offer you.

Council Schemes: Local councils have 
powers to help ‘vulnerable’ groups, such as 
those families affected by disabilities, with 
repairs and improvements to the home. 
Check to see if you qualify by contacting your 
local authority housing department.

Senior Families Advocate Elizabeth Davenport
is always available to discuss these schemes
by email at elizabeth@npuk.org or by 
telephone on: 07896197576. Information 
provided courtesy of www.contactafamily.org
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Together for Families helpline: 

0808 8088 100
info@togetherforshortlives.org.uk
www.togetherforshortlives.org.uk

The Together for Families helpline 
provides information for families, carers, 
and  professionals; and for those calling 
on behalf of a friend or relative. The free 
helpline is for parents and carers who 
look after or know a child or young 
person who is expected to have a short 
life. 

The helpline is open Monday to Friday  
between 10am and 4pm. Outside of 
these hours, you can leave a message 
and a member of the team will get back 
to you as soon as possible. 

New resources for families:

In October Together for Short Lives 
launched a new family factsheet: When a 
Child Dies. Earlier in the year there was 
heightened media attention surrounding 
children’s palliative care and it became 
clear that some families didn’t have 
enough information about the support 
available to help them prepare for their 
child’s end of life.

Set out in a question and answer format, 
the factsheet is not designed to replace 
face-to-face support provided by a child’s 
care team but to provide clear 
information about what to expect and 
where families can access support. It is 
hoped that by knowing the answers to 

these questions, families can better process their 
situation, enabling them to make preparations and 
spend time together as a family.

Together for Short Lives also published a factsheet 
for families whose children are approaching the 
transition from children’s to adult services: Transition 
to Adult Services. It can be a very worrying time for 
parents and carers as their child moves from 
familiar children’s services to new adult services and 
is expected to take on decision-making responsibility 
for themselves. This factsheet aims to help parents 
think about the different elements of transition and 
to provide tips to help the process feel as smooth as 
possible.

Both factsheets can be accessed from the family 
resource section of the Together for Short Lives 
website (www.togetherforshortlives.org.uk) or
requested by emailing info@togetherforshortlives.
org.uk or leaving a message on 0808 8088 100.

NPUK: TEXT DONATE
Whatever network you’re on,

donating to NPUK is as 
easy as sending a text

If you live in the UK you 
can donate to NPUK 

easily with JustTextGiving
from your mobile phone – 

simply text: NPUK02 followed 
by the amount you’d like to 

donate to 70070.  
You can also donate through VirginMoneyGiving 
(and JustGiving) online. Simply search ‘Niemann-
Pick UK’ on both sites respectively and select your 
donation amount. Please leave your name so that 
we can give you a Facebook shout out! 

Remember that NPUK relies entirely on grants 
and donations to continue the work we do in 
supporting those affected by Niemann-Pick.

Follow Together for Short Lives and join 
the conversation: 

twitter.com/Tog4ShortLives

facebook.com/togetherforshortlives



Having access to the right 
aids, equipment, and 
adaptations can make life 
easier for those living with 
Niemann-Pick disease.

Ordinarily social services are
responsible for providing
equipment for non-medical
daily living, and your 
local health authority is 
responsible for providing 
equipment that helps to
meet any nursing or 
medical needs. For children 
with disabilities,
arrangements may be made
to help a child access school

(see our Care & Support 
brochure for more details). 

You may not be accessing all 
of the aids and equipment 
that you are entitled to. To find 
out which items and services 
may be available you can 
contact Senior Families 
Advocate Elizabeth Davenport 
(Email: elizabeth@npuk.org) 
or Project Families Officer 
Steve Neal (Email: steve@
npuk.org). 

Following this, an 
Occupational Therapist (OT)
or social worker will usually

visit your home to advise 
on equipment for daily living 
and assistive ways in which 
you and your family can 
manage more easily within 
your home. 

This may include equipment 
or grants to cover costs of 
work. 

For further information on 
aids, equipment and 
adaptations, visit 
contact.org.uk. You can also 
contact our Senior Families 
Advocate Elizabeth Davenport 
at elizabeth@npuk.org. 

Remember we are always 
just a call or message away, 

whether you need specific 
help or just a friendly chat

info@npuk.org / 0191 415 0693

In England, the Care Act was 
introduced in April 2015 to 
ensure that there is no gap in 
services when a young 
person with a disability makes 
the transitition from children’s 
services to adult care and 
support (18+).

It is important to note that the
general rights of patients and 
disabled children under 18
will remain the same, 
meaning that parents still 
have the right to request an 
assessment of their child’s 
needs and the local 
authority is still under duty to 
arrange practical supportive 
assistance in meeting those
recognised needs subject to
certain criteria. If a child is 
likely to have

special needs that need to be 
catered for when they turn 
18, then your local authority is 
duty bound to carry out a 
“child’s needs assessment” 
so that it can be determined 
what these needs are, and 
how best to facilitate meeting 
them. These assessments will 
give you an idea of the help 
that your family can expect 
when they move into adult 
care and support - ordinarily 
an individualised care and 
support plan will be drawn up 
that is tailored to your 
personal needs and budget.

Your Needs as a Carer

The Care Act is intended to 
prevent a gap in services 
when a child turns 18 - this 
also includes the support that 
the child’s carer receives. The 
local authority must not allow 
a gap in care and support 
when young people and 
carers move from children’s

to adult services.

When transitioning from child  
to adult care and support 
your role as a carer will be 
assessed to confirm the need 
and to understand whether it 
is still of “significant benefit” to 
the person you are caring for.

It’s important to note that 
after some reforms, The 
Care Act now provides much 
greater rights for carers of 
adults aged 18 and over.
If the disabled adult has been 
assessed as having needs for
care and support from the 
local authority, they must then:
• prepare a care and support 
plan for the adult
• tell the adult which of their 
needs may be met via direct
payments
• provide help and advice to 
the adult about decisions on
how to meet these needs. 

For further information 
please visit contact.org.uk

Moving into 
adult services...

Provided with thanks to:
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Aids, Equipment & Adaptations 

42



Fathers: Know Your Role! 

trials, and much, much more – making you 
better placed to take care of your loved 
ones.

- Gather knowledge about the various 
services available for your child/loved one 
and get to know how they all work. If you 
are not sure, then you can always give 
either Senior Families Advocate Elizabeth 
Davenport or Project Families Officer Steve 
Neal a call and they can provide you with 
any and all relevant information that could 
be pertinent to your situation.

- Always make your position as a father 
clear to every professional you come into 
contact with, and ask for clear
information before every decision is made.
We can provide information that can 
explain or clarify that can help you make an 
informed decision – this should help you to 
feel less lost. 

- Talk to someone you trust: a partner, 
friend, family member, or close colleague, 
how you are feeling. Don’t let the pressure 
build up. You could also spend time with a 
group of friends or perhaps consider 

At NPUK we know that family life after a 
Niemann-Pick diagnosis can be 
challenging, of course there are still those 
moments of pure joy – those cosy family 
moments you will never forget – but 
nonetheless the reality of the condition can 
be extremely difficult for most people, and 
can affect each and every member of the 
family in different ways. 

‘Supporting those affected by Niemann-Pick 
disease’ is central to all that we do, and although 
stereotypically men and fathers are thought to 
back away from asking or admitting to needing 
help…we want to break down those 
unnecessary barriers as ‘Dads, Lads, and 
Carers’ can play a hugely important role that 
can make a massive difference to the family’s 
overall quality of life. 

Some important things for fathers to 
remember include:

- Get in contact with us! By getting in touch with 
NPUK, and maintaining regular contact you can 
cut the feeling of isolation by a massive margin 
and can also begin to feel more informed about
the condition, upcoming events, clinical 
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your local area.

Dads, Lads, and Carers: 
This group, organised by Project Families 
Officer Steve Neal, was first put into action at 
2017’s Annual Family Conference and Interactive 
Workshop. The successful discussions provided a 
unique window into the shared thoughts and 
experiences there are between the men in the 
NPUK community; the same fears, the same 
protectiveness, the same confusion…the list 
goes on, and on.  

Many of those in attendance said they 
valued hearing from other people going through 
the same experiences and therefore we have 
decided to set up an individual Facebook group 
to encourage the continuation of a space for 
conversation. There’s one rule: 

- The first rule of ‘Dads, Lads, and Carers club 
is: You do not talk about Dads, Lads and…scratch 
that, it’s not Fight Club, quite the opposite! There 
is in fact no such thing as a stupid question, and 
certainly no rules – even if it is just something you 
are wondering, something you are going through 
and you are second-guessing if it is ‘normal’ or 
not, pop it in the group and open it up for 
discussion. It will either be a quick and easy 
answer, or a problem that is shared and figured 
out together. And that’s it! 

We will also use the group to inform you of 
general information that you may have missed 
on the main NPUK page, everything from 
studies and clinical trials you may be interested in, 
to upcoming events that you may want to attend – 
all of which can be then discussed in an informal 
and honest fashion. 

If you aren’t already part of Dads, Lads, and 
Carers – then get in touch with either Project 
Families Officer Steve Neal (email: steve@npuk.
org / Tel: 07787 818 885) or NPUK Social Media & 
Communications Officer John Lee Taggart 
(email: john@npuk.org / Tel: 07984 366 334) 
who will be pleased to add you to the group. 

Remember that you are never alone! 
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Understanding 
How a Fear 
Really Works
By Tony Somers

I have often said that fear is 
a natural emotion. We are 
meant to have it, it is actually 
designed to help us, but how 
does it work?

Why do we allow it to control 
us and make our worlds get 
smaller and smaller?

To keep us safe our body has 
its own alarm system which 
works very much like an 
alarm system you could have 
in your house.Modern house-
hold alarms can be very 
sophisticated but even the 
most sophisticated systems 
can only do a tiny fraction of 
what your own body’s built in 
alarm system can do.
When an intruder enters your 
home,  one of the alarms 
sensors will detect movement 
and send a signal to the main 
control panel.
The main panel will then do 
several things, it will send a 
signal to the siren to set it in 
motion, usually along with a 
flashing strobe light.
It will monitor in which zone  
the sensor has been 
activated, it will turn on a 
recording device so that the 
intruders can be heard and it 
will automatically call your cell 
phone to tell you that the

alarm has been triggered, it 
may even call  a 
predetermined alarm 
monitoring company.

All of this is pretty impressive 
but not so impressive when 
we compare it to what our
brains are capable of doing.

When our sensors, eyes, 
ears, nose, touch or even 
taste, sense a fear, a sig-
nal immediately goes to the 
amygdala, the basic part of 
our brains.

The amygdala is your body’s 
main alarm panel. It 
immediately sends signals 
to all the other parts of your 
brain including the 
hypothalamus which causes 
the release of adrenaline and 
cortisol amongst other things.
Your brain searches your 
memory bank for solutions to 
the immediate problem.
Every cell in your body 
(there are over 30 trillion of 
them) is on high alert, your 
whole nervous system 
switches from 
parasympathetic to 
sympathetic, all of this takes 
place in a fraction of a 
second, it’s often referred to 
as the fight or flight response 
and it’s a real life saver.
Your whole body changes, 
blood flow, changes, your 
breathing changes, over 30 
TRILLION cells change, that 
means every single part of 
who you are is on high alert, 
defcon 1.

This truly amazing system is 
designed to keep you alive 
and yet for some of us it feels 
as if it is doing just the 
opposite.

So what goes wrong?

The things that cause this 
amazing self protection 
system to go into over drive 
are our thoughts. Two people 
can look at the same situation 
and think completely 
differently about it. Our 
thoughts dictate our
feelings and our feelings 
dictate how we will behave.

Here is an example.

Boxer A is about to have his 
first professional fight.
He has prepared really well 
for this occasion, he is fit, he 
has made weight 
easily and he feels confident. 
As he walks to the ring he 
feels slightly nervous but his 
thought process is going 
something like this, “I’m fit, 
I’m strong, I’ve trained hard, 
this is the first step towards 
achieving my dream, my 
opponent is going to have to 
be very good to beat me”
Inside his brain his conscious 
mind will be searching its 
memory banks in the 
unconscious part of his brain 
for evidence to back up what 
he is thinking.

He will remember his good 
sparring sessions,his tough 
training sessions, previous 
victories and how good it felt 
when the referee announced 
“and the winner is”

If this is his thought process 
then it’s easy to imagine how 
he will feel, slightly nervous 
but confident determined and 
EXCITED.

If he thinks and feels like this 
then he will fight to the best 
of his ability and there is an 
excellent chance he will win.

Boxer B is about to have his 
first professional fight.

46

Tony Somers is a 
professional counsellor, life 
coach, and author. Over the 
last two years our 
community have benefited 
from Tony’s skills and 
experiences during work-
shops held at our Annual 
Family Conference. 

He too has prepared really well for 
this occasion.

However he is not so confident, 
the thought of turning professional 
scares him. He says to himself, 
“this is a big step up from the 
amateur ranks, allot of people will 
be watching, what if I freeze? What 
if I’m not that good? The guy I’m
fighting is an experienced journey 
man, he is big and awkward, I 
could end up looking really stupid 
here, maybe I should have trained 
harder, maybe I’m not ready yet, 
why am I doing this?”

At this point his conscious mind 
will dive into the memory banks of 
his subconscious mind 
desperately searching for 
evidence to back up what he is 
thinking and you can be sure it will 
find the evidence and feed it back, 
something like this.

“Remember that spar last year 
when you got hurt, what about 
that time you lost to that tough kid, 
you haven’t felt very well this week, 
you’ve been under the weather“.

If he thinks like this, then he will feel 
flat, de energised, full of doubt and 
full of fear. There is every chance 
that he will freeze and lose the 
fight, that’s if he even gets in to the 
ring.

We are creatures of habit, which 
means we keep repeating the 
same thoughts feelings and 
behaviours over and over again.
Inside our brains we have over 
100 billion neurones, when ever 
we learn something new or think 
something or experience 
something new we create what is 
known as a neurological pathway.

These neurones join together 
and form synapses or pathways.
You learnt to tie your shoe lace 
by being shown how to do it and 
practicing it again and again.

Every time you practiced tying your 
shoe lace you made the 
neurological pathway inside your 
brain that is connected with 
tying your shoe lace stronger and 
stronger, until the time comes 
when you don’t even have to think 
about tying your laces anymore, 
you just do it automatically.
This is how your brain works 
with every thought process.
If you think something enough 
times, for example I always lose, or 

I can’t do this, then guess what??
When you end up in that situation 
again your brain will go straight 
down the neurological pathway 
that you may have spent years 
unknowingly developing over and 
over again.

At this point Picture the M1 beside 
a quiet little country lane.

The really exciting news here is 
that with over 100 million neurones 
inside our brains the possibility 
for creating new pathways is 
almost endless. This is why it’s 
important to keep learning new 
things, the brain is like any
 muscle, use it or lose it. Learning 
new things is actually believed to 
be a defence against things like 
Alzheimer’s and dementia.

In these two conditions the 
damaged neurones can’t be 
repaired but new ones can 
take their place.The brain can 
reshape itself to compensate 
for the damaged pathways 
by creating new ones. We do 
this by learning new things such 
as a new language and by also 
changing the way we think.

Keep learning, keep growing 
and keep reshaping your
brain.

For more information 
please visit: www.
anthonysomers.com
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As a direct result of the Rare Disease UK (RDUK) 
campaign and the work of their supporters, the UK
Government announced that NHS England and the 
Department of Health in England would publish plans to 
implement to UK Strategy for Rare Diseases before the 
end of the year. 

RDUK has been in contact with both NHS England and 
the Department of Health in England to ensure 
development of both plans. They are hopeful that 
after four years of waiting, patients and families affected 
by rare conditions in England will finally have a country 
specific plan that will improve the care and treatment that 
they receive.

A PLAN FROM NHS ENGLAND

RDUK’s Patient Empowerment Group (PEG) has been a 
key tool in their interactions with both NHS England and 
the Department of Health. NHS England, which has 
responsibility for leading on the delivery of approximately 
30 commitments in the UK Strategy for Rare Diseases, 
presented a draft plan to PEG in August 2017. 

There were significant concerns as NHS England’s plan 
suggested that much of the UK Strategy for Rare 
Diseases would be implemented through existing 
documents. PEG was also concerned that the plan would 
only focus on rare diseases that are ‘severely disabling 
and effect multi-body systems’, which is a significant
reduction inthe scope of the UK Strategy for Rare 
Diseases.

What is the UK Strategy for Rare 
Diseases?

The publication of the UK Strategy 
for Rare Diseases in 2013 
represented a landmark for 
patients with rare diseases. It is the 
first time all four health 
departments of the UK have come 
together to recognise and respond 
to the needs of all those affected 
by rare diseases. The aim of the 
Strategy is to ‘ensure no one gets 
left behind just because they have a 
rare disease’.

In the UK it is estimated that 3.5 
million people will be affected by a 
rare disease at some point in their 
lives. Despite the scale of the issue, 
a significant proportion of these 
patients do not have access to the 
right care and treatment.

There are many examples of
 excellent practice for those with 
rare diseases throughout the UK, 
but unfortunately these are more 
often the exception rather than the 
rule. The Strategy contains 51 
commitments to ensure that health 
& social care is of a high quality.

ONE STEP CLOSER: RARE DISEASE PLANS FOR ENGLAND For more information visit: 
www.raredisease.org.uk

48 Data Protection Law is Changing
Due to changes in data protection legislation,

 soon NPUK won’t be able to contact you
about any of our services or activities unless 

you explicitly give your consent. 

What are my options? 

We would love to keep in touch with you about 
our work, but you will only hear from us in the 
ways you wish to - whether that is by post, 
phone, email, SMS, Messenger, WhatsApp, or 
other social media platforms.

You can choose all of the options listed below or 
just one or two of them if you prefer - it is up to 
you: 

• Post
• Phone
• Email
• SMS, Messenger, WhatsApp  and other 
• social media messaging platforms
• Face to face (or using the methods          

stated above) interaction with our Care and 
Support Team, including our Clinical Nurse 
Specialist, Senior Families Advocate, Project 
Families Officer or Central Office Team

You can choose how you would like to interact 
with us, use our services or receive information 
on the subjects important to you. You can also 
change your mind at any time - you will find 
further details about how to do this below:

Information you receive may include; our NPUK 
Newsletter, details of our events such as our 
Annual Family Conference & Interactive 
Workshop, informative literature and 
publications relating to Niemann-Pick disease, 
updates regarding research, clinical trials and 
other items relevant to our work and services. 

If you don’t let us know how you want to hear 
from us, we will not be able to contact you or 
share information with you once the new 
regulations come into effect. This may also 
affect access to our services.

Why is NPUK making this change now? 

We are updating our processes and practice to 
ensure that we comply with the new General 
Data Protection Regulation (GDPR), which
comes into effect in 2018 and replaces the Data
Protection Act (1998).

However, by making this change and only 
contacting you in the ways you choose, we will 
be able to communicate with you more 
effectively and ensure you are receiving 
information in the way you want to receive it.

How do I tell NPUK my preferences?

• Fill in our short online form, at npuk.org
• We can send you a form by post or email, 

simply contact us by email at info@npuk.org 
or call 0191 415 0693   

• Call us on 0191 415 0693 and we can assist 
you in completing a form 

• Whenever you contact NPUK, you can             
review the ways in which you use our        
services or receive our information and        
make changes at any time. Visit npuk.org for 
further information

• If you change your mind about your      
choices, you can update your preferences 
by contacting us at any time

I am already in contact with NPUK - how do I 
update my preferences? 

It is quick and simple, just follow the steps 
above to complete our short form. Even if you 
have previously told us how you would like to 
hear from us and/or you have supported us for 
many years, the new legislation requires you to 
renew your preferences and give your explicit 
consent in order for us to continue to contact 
you in the ways that are important to you.

In other words, if you would like to continue to use our services,
receive  our updates and information about our services, 

research and clinical trials, our events, details of fundraising 
activities or other items relevant to our work, we will need your

explicit permission to keep in touch with you. 



The much-anticipated 5th 
Biennial International 
Niemann-Pick Disease 
Alliance (INPDA) “Face to 
Face” meeting took place in 
October, providing an 
opportunity for INPDA 
member groups to meet 
together and share ideas 
and experiences.

This meeting, which takes 
place every two years, was 
hosted by the Canadian 
Chapter of the National 
Niemann-Pick Disease 
Foundation, in Toronto, 
Canada.  This event 
encourages the sharing of 
information between 
Niemann-Pick patient support 
groups, clinicians, scientists 
and industry and assists the 
INPDA in achieving its aim of 
facilitating progress.

Delegates benefit from 
hearing the latest news in the 

field of Niemann-Pick disease 
(NPD), including; emerging 
therapies, developments in 
research and clinical trials plus 
updates from each member 
group. 

Experts from around the 
world updated delegates 
regarding the development of 
clinical, diagnostic and 
scientific understanding of 
the NP Diseases and shared 
their respective outlook on the 
ongoing developments and 
the prospective impact that 
these advances could hold in 
the future. 

Industry representatives from 
companies currently involved 
in clinical trials or those 
developing emerging 
therapies also had the 
opportunity to address 
delegates and to answer 
questions regarding their 
progress and future plans.

There are now eighteen
patient groups involved 
with the INPDA; all at 
different stages of 
development.  Presentations 

from each group high-lighted 
that whilst we live in 
different countries, have 
different healthcare systems 
and differing ways of working 
within our communities, we 
all share similar challenges 
and future goals. The valuable 
network that is the INPDA, 
helps to reduce duplication of 
effort, encourages the effective 
use of capacity and resources, 
and provides a much-needed 
platform for the sharing of 
information – thereby helping 
patient groups to develop, 
grow stronger and represent 
their community at a global 
level.  

The INPDA meets regularly 
by teleconference and at 
relevant conferences and 
events throughout the year.  
The 6th Biennial INPDA 
“Face to Face” Meeting will 
be hosted by Vaincre Les 
Maladies Lysosomales
(VML) and will take
place in Lyon, France, in 
2019.

For more information 
please visit inpda.org
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The INPDR is a disease-specific registry 
owned and managed by the International 
Niemann-Pick Disease Alliance (INPDA) with 
support from professional partners involved 
in the care of patients affected by all types of 
Niemann-Pick disease (ASMD and NP-C).

Why is the INPDR needed?

The INPDR is a unifying force that has the 
power to increase knowledge and 
understanding of Niemann-Pick diseases
(NPD) through the collection of much-needed
patient data on a global scale.

By enabling appropriate access to 
anonymised data, the INPDR will encourage
efficient and timely diagnosis, improve 
understanding of disease progression and 
influence patient care, whilst supporting global
research efforts. 

The active participation of patients from 
around the world will provide robust data on 
this rare disease, facilitating the development 
and recruitment of future clinical studies and 
supporting access to new and emerging 
therapies.

How do I get involved?

Participating in the INPDR, by sharing your 
data, is one of the most important things you 
can do to influence progress in research and 
care for Niemann-Pick disease patients now 
and in the future. Register at: www.inpdr.org.

Who owns the INPDR?

The INPDR is a not for profit, registered 
company based in the UK. It is a subsidary of 
the INPDA (further information at: inpda.org)

and has an independent Board of Directors. 
This initiative encourages global collaboration
between patient groups, clinicians, scientists 
and researchers, all of whom wish to improve 
care and treatment options for NPD patients 
everywhere. 

Will my data be kept safe? 

Your data will be treated confidentially and with 
the utmost care and respect. All information 
will be anonymised, so you will not be 
identifiable. Data will be stored safely and 
securely in line with current Data Protection 
regulations. Data access will be through a 
scientific advisory board and will only be 
shared for the express purpose of facilitating
progress in NPD, using appropriate controls 
and permissions, and will not be disclosed to 
any other person unlawfully. 

The International Niemann-Pick Disease Registry (INPDR)
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The INPDR is a single, disease specific 
registry created for the global Niemann-Pick 
community: 

- Created by professionals and patient groups  
for worldwide use 

- Uses the power of data to improve the 
understanding of NPD

- Supports and facilitates research and 
therapy development 

- Encourages earlier diagnosis and equitable
access to diagnostic testing

- A unifying initiative, much-needed by patients 
and professionals alike

For more information visit: www.inpdr.org



In Loving 
Memory...
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Juliet Corbett (NP-C, 22/10/70-26/08/17)

Juliet, the much loved youngest daughter of 
Lisken and Tony Jellings, dear wife of Martin 
and devoted mother of Max, died on the 26th 
August 2017. 

Juliet was a happy, bright and bubbly child. 
After her first day at Queens Cliff 
preparatory school in Brighton, she came 
home and earnestly asked her mother to 
confirm that she was her only English baby. 
Juliet replied that she had told her teacher she 
was the only one of her other three siblings 
who had been born in the UK. All the others 
were Nigerian! (In case anyone is wondering 
while reading this, her father Tony worked in 
Nigeria where he and Lisken lived for some 
years and where their three other children 
were born).
 
At the age of nine the first signs of Juliet’s 
singing talent appeared when she won her 
school’s singing prize - a silver cup. The family, 
having lived in Brighton for some time, moved 
to London where at the age of fourteen Juliet 
was admitted to the Guildhall School of Music 
and Drama as one of the youngest entrants 
ever accepted. Great things were forecast. 

She was intelligent, lively, and popular but was 
not doing well at her school studies. Tested by 
a psychologist, she was found to be severely 
dyslexic. The first warning of worse to come. 
But she was ready to meet any challenge, and 
began studying for the Duke of Edinburgh 
Award Scheme choosing canoeing as her first 
activity. Soon she was training on the mighty 
river Thames, totally confident and fearless. 

When the family returned to live in Brighton 
Juliet became a pupil at Brighton and Hove 
Sixth Form College, subsequently moving on 
to study hotel management. During her

training she met Martin who at that time was 
a chef, in due course they were married and 
four years later their son Max was born. By this 
time Juliet’s health had begun to deteriorate 
seriously and she was admitted to
the Queens Square Hospital for Neurology 
and Neurosurgery in London where she was 
diagnosed with the cruel, life-limiting, genetic 
and neurological Niemann-Pick disease Type
C.

Tony immediately began to search for any
information he could find concerning the illness 
and details of any support organisation that 
might exist. It was not long before he learned 
of the fledgling Niemann-Pick charity formed 
by Susan and Jim Green. He became involved 
almost immediately focusing on the need to 
raise money for research and education for 
the public, so that they can be aware of the 
existence of the disease. He became a 
member of the charity’s board and helped to 
recruit friends who had no personal 
connection with the disease but who would go 
on to play key roles in the development of the 
charity’s organisation as Treasurer and Vice 
Chairman (respectively Sue Macpherson and 
Richard Rogerson). He was instrumental in 
setting up a Selection Board, which recruited 
Jackie Imrie as the charity’s first professional 
Clinical Nurse Specialist. Tony became
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National Fund Raising Coordinator and over 
the years, with the help of family and friends, 
raised a million pounds for research and 
family support. He also served briefly as Acting 
Chairman, before retiring from the 
Management Board.

For several years Lisken and Tony took Juliet to 
Washington, USA, where she was admitted to 
a research programme at the National 
Institutes of Health in the hope that she could 
be helped. Unfortunately this was not to be.

In the year 2000, Juliet was admitted to 
Swanborough Residential Care Home in 
Brighton where she was to remain for the next 
seventeen years on a 24/7 basis. The care she 
received there was outstanding. 

Throughout her illness Juliet was non-
complaining, cheerful, and above all supremely
courageous. She was loved by all who knew 
her. Over two hundred mourners attended 
her funeral service. She was very special.

Reflections:
“Reflections” is a group created by NPUK 
Senior Family Advocate, Elizabeth Davenport, 
to provide support to those who have lost a 
loved one. The Group meets at NPUK’s 
Annual Conference, with relaxed and 
informal sessions taking place throughout the 
weekend. Elizabeth is also available to meet 
or talk to bereaved families throughout the 
year. 
 
All activities and discussions will take place in 
a private setting and are specifically designed 
to help you through your grief.

You are invited to bring pictures, stories and 
poems about your loved one and to display 
these in the Reflections room, which can be 
accessed at any time, to relax or enjoy some 
quiet time.
 
Feedback from previous Reflections meetings 
has been positive, with family members 
finding the sessions useful and comforting. 
If however, you would prefer to meet or talk 
with Elizabeth individually, you can contact her 
throughout the year by telephone 
07896 197 576 or by email elizabeth
@npuk.org



54 Sally Ann 
Hibbert: 
Tribute written by NPUK 
Team member, John Lee 
Taggart

It’s hard to put into words the life of 
someone who has had such a huge
impact on the people she was 
connected with…as no matter how 
hard you try, you can never do justice 
to the love she gave others, even with 
all of the challenges she overcame in 
her lifetime. Sally was a beloved wife, 
mother and grandmother – and 
a treasured member of the larger 
NPUK community. 

In her husband Kevin, Sally had 
undoubtedly found her soulmate. 
They were inseparable, and clearly 
meant to be, loving nothing more 
than to listen to Northern Soul 
music and to have a little dance…for 
the couple life was all about living it 
to its fullest, and that is what they did! 
They enjoyed nights out, long 
picturesque drives, attending scooter 
rallies together…the list goes on! But 
one thing remained constant, they 
were always side by side – in fact, 
Kevin even had a bespoke customised 
side car made for Sally so that she 
would never miss out on the action. 

At this time, we are thinking of Sally’s
beloved husband Kevin, and their 
children; Collette, Ashley, and Lee – 
as well as their grandchildren 
Katelynn and William, who Sally
 truly adored. And although she may 
no longer be with us in this life, we 
can forever take refuge in the special 
memories that we have all shared, 
and feel lucky to have known such a 
special lady as Sally.  

(NP-C, 16/10/66-23/10/17)
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Time for me to go now, I won’t say goodbye;

Look for me in rainbows, way up in the sky.

In the morning sunrise when all the world is new,
Just look for me and love me, 
as you know I loved you.
 
Time for me to leave you, I won’t say goodbye;
Look for me in rainbows, high up in the sky.

In the evening sunset, when all the world is through,
Just look for me and love me, and I’ll be close to you.
 
It won’t be forever, the day will come and then
My loving arms will hold you, when we meet again.
 
Time for us to part now, we won’t say goodbye;
Look for me in rainbows, shining in the sky.

Every waking moment, and all your whole life through
Just look for me and love me, as you know I loved you.
 
Just wish me to be near you,
And I’ll be there with you.
 

Author Unknown

Look for me 
in Rainbows



EDITS NEEDED 

 “Notre Dame mourns the loss of a 
legendary football coach, a beloved 
member of the Notre Dame family and 
good man – Ara Parseghian”
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mechanisms behind NPC disease, develop 
new models, identify novel techniques to 
better understand NPC and support young 
investigators researching the disease. 

NPC is a genetic pediatric neuro-
degenerative disorder that causes 
progressive deterioration of the nervous 
system, usually in school-age children. By 
interfering with children’s ability to 
metabolize cholesterol, NPC causes large 
amounts of the substance to accumulate in 
the liver, spleen and brain, leading to a series 
of ultimately fatal neurological problems.

Building on a partnership the 
University formed with the foundation in 
2010, the University established the Ara 
Parseghian Medical Research Fund in May 
2016 and moved the administrative functions 
and granting process of the foundation from 
Tucson, Arizona, to Notre Dame. The fund 
supports a competitive granting process, 
promotes fundraising efforts to support NPC 
research, raises awareness for the disease, 
and oversees an annual research 
conference in which researchers from 
around the world collaboratively share their 
findings. 

“When I first started out, I wanted a silver 
bullet,” Parseghian told the South Bend 
Tribune last year. “I wanted that cure that 
could help the children immediately. But 
research doesn’t work that way. You’ve got to 
go step by step by step. But the monies that 
we’ve been able to raise and funnel into 
research have been very beneficial. We 
know a lot about it. When we first started, we 
knew very little about Niemann-Pick disease. 
We didn’t even have a diagnostic test to tell 
it was Niemann-Pick, so we’ve come a long 
way.”

In lieu of flowers, contributions can be made 
to the Ara Parseghian Medical Research 
Fund at Notre Dame.

Edited from an article by Dennis Brown, 
assistant vice president for Notre Dame 
news and media relations. Shared with 
permission from the Ara Parseghian
Foundation.

Legendary coach Ara Parseghian, who 
guided the University of Notre Dame’s 1966 
and 1973 national championship football 
teams and is a member of the National 
Football Foundation’s College Football Hall of 
Fame, died at 1:30 a.m. Wednesday (Aug. 2) 
at his home in Granger, Indiana, the 
University’s president, Rev. John I. Jenkins, 
C.S.C., announced. He was 94.

 “Notre Dame mourns the loss of a 
legendary football coach, a beloved member 
of the Notre Dame family and good 
man – Ara Parseghian,” Father Jenkins said. 
“He continued to demonstrate that 
leadership by raising millions of research 
dollars seeking a cure for the terrible 
disease that took the lives of three of his 
grandchildren. Whenever we asked for 
Ara’s help at Notre Dame, he was there. “My 
prayers are with Katie, his family and many 
friends as we mourn his passing and 
celebrate a life that was so well lived.”

Parseghian retired from coaching after the 
1974 season and entered broadcasting. He 
worked as a color commentator with ABC 
Sports from 1975-81 and served as college 
football analyst for CBS Sports through the 
1988 season. In 1994, Parseghian, along with 
his son Michael and daughter-in-law Cindy, 
started the Ara Parseghian 
Medical Research Foundation to fund the 
study of Niemann-Pick Type C Disease 
(NPC) in hopes of moving toward a cure. 
The foundation has raised more than $45 
million to combat the disease, which claimed 
three of Parseghian’s grandchildren, Michael 
and Cindy’s children, Michael, Marcia and 
Christa.

Earlier this year, Vtesse Inc. announced the 
full enrollment of patients for a clinical trial of 
VTS-270, a drug candidate that was 
developed through research supported by 
the foundation.  Numerous other studies 
have been funded to identify the molecular 

Former Notre Dame 
coach Ara Parseghian 
dies at age 94
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With grateful 
thanks to our 
grant providers:

CHRISTMAS
CATCH UP
The 2017 NPUK Christmas party was in full 
swing on the first weekend of December...it’s 
safe to say our community sure do know how 
to get into the festive spirit:

We returned to the familiar location of the 
Mercure Haydock Hotel, where we had held 
2017’s NPUK Annual Family Conference & 
Interactive Workshop just a few months 
previously, this time to celebrate the Christmas 
season, NPUK style! We had fun games and 
activities, a disco, presents and...Santa Claus 
himself, who came all of the way from the North
Pole to pay us a visit!

Of course above all else, the Christmas party is 
special as it serves as a great opportunity for 
NP families to come together to meet, talk, share, 
and have fun with people who share the same 
experiences. This is great for parents, but is 
especially important for the children and young 
people of the NPUK community, who can make 
instant lifelong friends with people who know the 
effects of Niemann-Pick first-hand. 

Check out our Facebook page @NiemannPickUK 
to have a look at our entire gallery of the NPUK
Christmas Party, there are some lovely photos 
that really capture the atmosphere and the 
memories that were made.

Not on Facebook? Contact John, our Social Media 
& Communications Officer, to get digital versions 
sent by email - contact him by email at: john@
npuk.org or by phone on: 07984 366 334.
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WHO WE ARE...

Note from the Editor...
I would like to thank all of those who have contributed to this issue of NPUK News. Please 
continue to submit articles, stories, poems, advice, children’s contributions, fund-raising ideas, 
and anything else you feel may be of interest...especially photographs! 

Send your contributions for the next edition of NPUK News to John, our Social Media and 
Communications Officer, by email at john@npuk.org, or by post at: Niemann-Pick UK, Suite 2, 
Vermont House, Concord, Washington, Tyne and Wear, NE37 2SQ. 

Disclaimer: Information which appears in this newsletter is for the express purpose of raising 
awareness and does not necessarily reflect the views of NPUK. All medical information should 
be reviewed with your doctor before being acted upon.

Toni Mathieson, Chief Executive
Mobile: 07816 398 591
Email: toni@npuk.org 

Christine Jopling, Finance & 
Administration Officer 
Email: christine@npuk.org

Louise Metcalfe, Project Team Leader
Email: louise@npuk.org 

John Taggart, Social Media 
& Communications Officer
Mobile: 07984 366 334
Email: john@npuk.org 

Elizabeth Davenport, Senior Families Advocate
Mobile: 07896 197 576
Email: elizabeth@npuk.org

Steve Neal, Project Families Officer
Mobile: 07787 818 885
Email: steve@npuk.org

Laura Bell, Clinical Nurse Specialist 
Salford Royal Foundation NHS Trust
Mobile: 07791 499 555
Email: laura@npuk.org 

Chair: 
Dr. William Evans

Board of Trustees: 
David Roberts, Janice Brooks, Richard 
Rogerson, Bill Owen, Helen Carter, Jackie 
Imrie, David Holton, Joella Melville 

Co-opted Members of the Board: 
Professor Frances Platt, 
Stefanie Rymsza

Medical Advisor: Dr Simon Jones 
Consultant in Paediatric Inborn Errors 
of Metabolism at Manchester University 
NHS Foundation Trust 
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NPUK, Central Office
Suite 2, Vermont House
Concord, Washington
Tyne & Wear 
NE37 2SQ 

Website: www.npuk.org
0191 415 0693 
Email: info@npuk.org
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