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Information sheet for those 

participating in an

“Audit of Australasian Niemann-Pick C patients”

Thank you for your time. We would like to invite you to participate in a research project which is being done at the Women’s and Children’s Hospital (WCH) in Adelaide into Niemann-Pick disease type C (NPC).

Why have you been chosen?

You or your child has been diagnosed with NPC by our laboratory, from samples sent to us by your doctor.

We are the only place in Australia and South East Asia where testing can be done for NPC.  It is important that we discover all that we can about NPC.  To do this we need to study as many people with NPC as possible.  We are asking you, and every other person we know who has been diagnosed with NPC, to take part in this study.

What will be done during the study?

In this study we will 

1. Gather information on the medical problems that people with NPC have when they are first seen, the ways in which the problems change, and the complications that develop.

2. Review the results of the biochemical tests for NPC.

3. Perform testing on the genes responsible for NPC.  The genes are called NPC1 and NPC2.

4. Compare the medical information with the biochemical and gene test results. 

We hope to do this for all people who have had NPC diagnosed by our laboratory.

What are the benefits of the study? 

The information that we get from this study will help to improve our understanding of this rare and fatal disorder.  

For families where we find the gene changes that causes NPC, we will be able to offer gene testing for other family members.  This will allow us to help others in the family plan future pregnancies.

The study will help us to understand why some people develop NPC at a young age, and others when they are older.  It will also help us to understand why it progresses in different ways, in different people.  It may even allow us to help other doctors or laboratories diagnose NPC earlier, when symptoms are few and non specific

The study will help us understand what the NPC1 gene does, and may lead to possibilities for future treatment.

Please be aware that none of the above benefits are assured.  They depend greatly on the information that we collect and the results of the tests that we perform.  Some of the benefits may not be available for you or your child, but only for children born in the future.

What will be required of my child or myself?

With your consent, we will your Doctor a questionnaire, asking questions about you or your child’s experience with NPC.  We will ask about the medical problems that you or your child presented with, the progress of the disorder and any complications.

A questionnaire will also be sent to you to get information about your or your child’s experience with Niemann-Pick C, including information about the challenges you face or have faced with the disorder and information about the progress of you or your child. 

We also need your consent to review the results of tests performed by our laboratory and if we are able to get funding, to do gene testing on the NPC1 and NPC2 gene, on your or your child’s sample stored within our laboratory.

No further samples will be required from you or your child, nor will you be required to answer any further questions.

Points to remember

Your participation is entirely voluntary and you have the right to withdraw from the study at any time.  If you decide not to participate or to withdraw from this study you may do so freely and without prejudice to any future treatment.  

All data and records containing personal information collected during this study are regarded as confidential.  No information that could lead to your identification will be released.  A report of the findings may be published in a medical journal, however anonymity will be maintained at all times

There is a very small chance that the results we get will suggest that you or your child may not have NPC.  If this is the case then we will contact your doctor so that further tests may be arranged.  

What happens next?

We suggest that you carefully read this information sheet and the attached consent form and discuss this with a family member or a close friend.  If you have any questions you can contact any of the people mentioned below.

If you are interested in participating in the study please contact Dr Drago Bratkovic or Dr Michael Fahey (see contact details below) by email or phone and we will call you at an appropriate time to discuss the study and go through the consent form if you have decided to participate.  If you decide to participate in the study you should sign the consent form and send ONE copy to us by post or fax on (08) 8161 7100. Remember to keep a copy of the signed consent form for yourself.
On receiving the signed consent form we will send the questionnaire to you and your Doctor who will complete the form and return it to us.  Please specify who this is on the appropriate place on the consent form. This can be done on email or by post. 

We will send any results from gene testing that we perform to your Doctor who will contact you to discuss the results.

It is important that you keep this information sheet along with your copy of the signed consent form, for future reference.

If we do not hear from you within two weeks we will ring you to see if you are interested in participating in the study.
This project has been approved by the Women’s and Children’s Hospital Ethics Committee.  If you would like to discuss the project with someone not involved in the study, inquire about your rights as a participant or if you would like to file a complaint, you may contact Brenda Penney on (08) 8161 6521.

For further information on the study you can contact Dr Drago Bratkovic through the Women’s and Children’s Hospital on (08) 8161 7000 pager 5544 or Dr Michael Fahey through Monash Children’s Hospital on (03) 9594 6666. 

Thankyou.

	Dr Drago Bratkovic

Head, Metabolic Clinic

SA Pathology, South Australia
Phone: 08 8161 7295

Email: drago.bratkovic@ health.sa.gov.au
	Dr Michael Fahey

Head Paediatric neurology

Monash Children’s Hospital, Victoria 
Phone: 03 9594 6666

Email: Michael.Fahey@med.monash.edu.au
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