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An overview for
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Introduction
This booklet has been developed as part of the Together Support 
Initiative which has been developed by the NPDG (UK) and sponsored 
by Actelion UK Ltd, to help families affected by Niemann-Pick 
type C disease (NP-C) understand more about this disease and to 
provide practical information to support living with NP-C. To find out 
what other materials are available as part of the Together Support 
Initiative that might be helpful to you, please contact the NPDG (UK).



4

What is Niemann-Pick type C disease (NP-C)?
NP-C is a very rare inherited disease that is thought to affect about 1 in 120,000 people, though it is commonly misdiagnosed. It affects 
infants, children and adults. If you have NP-C your body doesn’t recycle cholesterol and other fatty molecules – what we call lipids –  
in the normal way. 

This means they build up and start causing damage. The lipids accumulate in different places like the liver, spleen and brain,  
which is why NP-C can cause different symptoms in different people. You may recognise some of your symptoms in the list below:

• Not moving in the way you would expect

• Muscle floppiness

• Hearing loss

•  Inability to move the eyes up and down (vertical supranuclear  
gaze palsy or VSGP)

• Difficulty swallowing (dysphagia)

• Slurred and irregular speech (dysarthria)

• Clumsiness/lack of muscle control (ataxia)

•  Twisting and repetitive movements or abnormal postures that are caused  
by sustained muscle contractions (dystonia)

•  Sudden muscle weakness potentially leading to collapse during moments  
of strong emotion, usually mirthless laughter (gelastic cataplexy)

• Learning difficulties

• Behavioural problems

• Gradual decline of intellectual ability (often called cognitive dysfunction)

• Seizures (partial or generalised)

• Dementia

•  Psychiatric problems that seem like depression, bipolar disorder  
or schizophrenia
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How is NP-C diagnosed?
Because of the variability in symptoms NP-C can be hard to diagnose. You may  
have seen numerous healthcare professionals for many different tests. It can be 
frustrating to have to repeat your story over and over again, but it’s important that  
the professionals know as much as possible about you so that they can give you the 
right treatment.

 Some of the signs that alert consultants to a diagnosis of NP-C:

•  A history of prolonged jaundice and/or swelling of the liver or spleen  
in early childhood

•  Low muscle tone without worsening for months or years followed by the  
symptoms below:

–   Inability to move the eyes (VSGP), clumsiness (ataxia), slurred speech 
(dysarthria), twisting or posture problems (dystonia) and in some  
cases, seizures and muscle weakness at times of high emotion  
(gelastic cataplexy)

–  Gradual loss of short-term memory or dementia-like symptoms

–  Unclear psychiatric symptoms that are similar to depression or  
schizophrenia that appear in adolescence/early adulthood

A skin biopsy can help to confirm a suspected diagnosis. Under local anaesthetic  
a small piece of your skin is removed, this is then grown in a laboratory to create  
new skin cells. These can be examined for the abnormal recycling of cholesterol that  
is characteristic of NP-C. This abnormal storage occurs in the recycling centres of the 
cells known as the lysosomes. NP-C is called a lysosomal storage disease for  
this reason.

Because NP-C is a genetic disease, genetic testing for the mutation that causes NP-C 
is also performed in order to confirm a diagnosis. NP-C may also affect your siblings 
and extended family and they may wish to talk to a geneticist about the implications 
and the possibility of carrier testing.
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Which healthcare professionals will I meet? 
If you have several different symptoms you may need to see a number of different healthcare professionals and find yourself telling your 
story numerous times. Each professional can help you in a different way, so it is worth telling them everything that is relevant.  

General Practitioner (GP)
You will see your normal GP for illnesses not related to NP-C and 
for treatment of the symptoms only.

Metabolic Consultant 
If NP-C is suspected you will be referred to a metabolic consultant 
for expert advice on your condition. These consultants work 
from specialist centres in the UK and have access to the latest 
treatments and therapies. They will monitor your condition closely. 

Neurologist
The neurologist specialises in diseases affecting the brain. He/she 
will carry out neurological assessments to test how your brain and 
nerves may have been affected.

Geneticist or Genetic Counsellor
This specialist may assist with diagnosis in certain cases and 
would provide advice and counselling following a confirmation 
of diagnosis. They will also be able to discuss prenatal testing, 
carrier testing and explain the implications of your diagnosis in 
regard to your extended family.

Gastroenterologist
You may see a gastroenterologist if you experience bowel problems 
or in the event that you need a feeding tube.

Physiotherapist and 
Occupational Therapist
You may see a physiotherapist for help and advice about 
walking and balance, motor (coordination) skills and posture. 
An occupational therapist may be involved if you need any 
equipment, such as a special bed or a wheelchair, or if you  
need to adapt your house, perhaps to include bathroom 
facilities downstairs.

Speech Therapist 
A speech therapist will help to assess your speech, swallowing 
and communication, and will provide advice and solutions should 
any problems occur.  

Nutritionist or Dietitian
A nutritionist or dietitian can give you valuable dietary advice 
and will advise about food consistency if you have problems with 
swallowing.

Social Worker
A social worker is there to assist you in finding and accessing 
services or benefits that may help to make every day life easier. 
They will ensure that you are aware of services in your local area 
and will help you to access help at home, if needed.

Psychologist 
A psychologist is clinically trained to help with mental health and 
may be involved if you experience any psychiatric issues.
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Why do you get NP-C?
NP-C is an autosomal recessive genetic disease. These genetic diseases are caused when a child 
inherits two faulty copies (one from each parent) of the same gene – called mutations. Autosomal 
means that the mutation occurs on a chromosome other than the sex-determining X or Y chromosome. 

Recessive means that the disease only occurs when a person has two copies of the faulty gene because 
there isn’t a normal, dominant gene present to prevent it from happening. The disease is inherited from 
both parents, even though the parents do not have the disease themselves. For each pregnancy there is 
a 1 in 4 chance that parents who both carry the gene will give birth to a child with NP-C. 

See the diagram below. It is entirely due to chance whether both mutated recessive NP-C genes will be 
passed on, thus causing NP-C. Because it’s genetic NP-C is not contagious, so you can’t catch it from 
anyone. If you have NP-C, the likelihood is that your partner won’t – therefore if you have children they 
will be carriers of the disease, meaning they will not experience symptoms and will live a full life. A 
geneticist can provide further advice in this area.

 

R=Normal dominant gene
r=Mutated recessive gene
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Treating NP-C
There is currently no cure for NP-C, however treatments are available 
that can relieve some of your symptoms. Please speak with your 
healthcare professional to discuss your treatment options. Research is 
continuously being done to find other ways of helping those with this 
disease. 

NP-C is a highly variable disease so the prognosis varies according 
to the age of diagnosis, duration of the disease and any possible 
complications. 

In the UK, there is a support group that can help families to deal with 
the practical and emotional issues arising from a diagnosis of NP-C;  
you will find their details on page 9.

What tests will I need?
NP-C is a progressive disease which means it tends to get worse with 
time. A number of different healthcare professionals will keep an eye 
on you with different types of tests that will usually be done regularly, 
including the following:

•  Ability to walk, swallow and communicate (language, speech  
and hearing)

• Liver and blood tests in children with enlarged spleen or liver

• EEG and sleep studies if you are having seizures or sleep problems

If your coordination or senses are impaired you will need to inform the 
DVLA, as they may require you to have regular testing, in order to ensure 
that you are safe to drive.
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Vital support for those with NP-C
Receiving a diagnosis of NP-C is not easy. Support and information is available to help you  
and your family to cope with the practical and emotional aspects of the disease.

As NP-C is very rare it can help to talk to other people in the same position as you.  
Picking up ideas and sharing ways of coping can be really rewarding. 
For more information on support services please contact:

Suite 2, Vermont House
Concord
Washington
Tyne and Wear
NE37 2SQ

T:  0191 415 0693

W: www.niemannpick.org.uk

E:  niemann-pick@zetnet.co.uk

The Niemann-Pick Disease Group (UK)

The more you know about a condition the easier it is to enjoy the greatest quality of life possible.  
If you have any questions about NP-C and how it affects you please do not hesitate to contact the NPDG (UK).
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Glossary
You may hear your consultant mention some long or complicated words when they are discussing NP-C. 
We’ve included an explanation of some of these words in this booklet. 

Your consultant will be very happy to explain anything you don’t understand, so if you have any questions, 
don’t be afraid to ask.
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Ataxia – Inability to coordinate muscle movements.

Atonia – Lack of muscle tone.

Carrier – Someone who has a single copy of the 
mutated recessive NP-C1 or NP-C2 gene and is not 
affected by the disease.

Cholesterol – A type of lipid common in the body.

Dysarthria – Difficulty in pronouncing words.

Dysphagia – Difficulty in swallowing.

Dystonia – Twisting or repetitive movements or 
abnormal posture caused by muscle contractions.

EEG – Short for electroencephalogram. This tests the 
brain’s electrical activity.

Gelastic cataplexy – Sudden and usually brief period 
of lost muscle tone, typically brought on by laughter.

Gene – The section of DNA on a chromosome that 
codes for a certain characteristic. 

Glycoprotein – Protein with a carbohydrate (sugar 
molecule) attached.

Hypotonia – Abnormally low muscle tone. 

Lipids – Fatty molecules that are essential for the 
body to function. They are an essential part of the 
cell membrane.

Liver – This is an important organ in the body. It has 
many functions: 

• Making proteins 

•  Breaking down and storing carbohydrates  
and fats

• Helping digestion 

•  Removing toxins like alcohol and drugs, waste 
products and worn out cells from the blood

Lysosomal storage disease/disorder – One of more 
than 40 genetic disorders where lipid molecules 
accumulate in the lysosome of the cell and stop the 
cells from working properly. 

Lysosome – Sac-like compartment inside cells where 
enzymes break down substances.

Mutation – An error in a gene.

Spleen – Organ in the body that acts as a filter for 
your blood, destroys old red blood cells and helps 
fight infection. The spleen is located under your ribs 
on your left side.

Vertical supranuclear gaze palsy – Inability to move 
the eyes up and down vertically.

 



ZAV 11/1098  Date of Preparation: April 2012


