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PARTICIPANT’S INFORMATION SHEET (DNA) for relatives that are adult or young persons
INVITATION TO TAKE PART IN RESEARCH TO STUDY GENES THAT CAUSE RARE GENETIC CONDITIONS:
“Investigating the molecular mechanisms of rare genetic disorders”
Before you decide, it is important for you to understand why the research is being done and what it will involve. Please take time to read the following information carefully. Talk to others about the study if you wish.
· Part 1 tells you the purpose of this study and what will happen to you if you take part.
· Part 2 gives you more detailed information about the conduct of the study.
Ask us if there is anything that is not clear or if you would like more information. Take time to decide whether or not you wish to take part.
PART 1: to give you first thoughts about the project 
WHAT DO WE WANT TO DO?
We are studying the inherited factors (genes) involved in conditions that can be passed on through families. Some genetic conditions are recessive, which means that a couple can pass on mutations to their children, which do not affect the couple themselves. Other genetic conditions are dominant, which means that the mutation has been passed on from only one parent, who may also have the condition. Some people might have problems with their walking or learning, or might need operations because they have structural birth defects, such as heart defects, kidney defects, or abnormalities picked up on a brain scan. In some cases the gene causing the condition isn’t known and the aim of this study is to do research to find these faulty genes. This could lead to a better understanding of the condition.
WHY ARE WE ASKING FOR YOUR HELP?
You have been asked to take part in this research study because you or your relative has a genetic condition but the genetic cause still isn’t known. As many of these conditions are very rare, we are seeking your help so that we can look at the genes of many families with exactly the same condition. 
DO I HAVE TO TAKE PART?
No. It is up to you to decide whether or not to take part. If you do, you will be given this information sheet to keep and be asked to sign a consent form. If at a later date you decide you do not want to take part in the study you can change your mind for any reason. If you do not wish to take part in the study this will not affect you or your family’s medical care in any way.
WHAT WILL WE BE ASKING YOU TO DO?
A researcher will discuss the study with you and answer any questions you may have. When you are satisfied you have all the information you require and if you decide to take part, we will ask you to read and complete a consent form. The researcher will ask you to sign this form to give your consent. The form will ask your permission for an extra blood test on yourself, your partner and any of your children, where necessary. We will try to only take blood from children at a time when blood is being taken as part of the usual clinical care. If we already have a sample of your or your relative’s blood, e.g. from a previous test done as part of your usual care, we may ask you if we can use that instead of taking a new sample. We may also ask for other types of samples, such as a saliva sample, in addition or instead of a blood sample. We will ask some questions about your medical and family history, and we may also ask your permission to look at your medical records. You will be given a copy of this information sheet and your signed consent form to keep.
What information will we hold?
We will hold information that is routinely collected as part of usual clinical care. We will also hold information that we gain from the blood samples that we have taken. In the future, we may need to contact you again for further medical information.
Are there any possible disadvantages to taking part in the study?
We do not think that taking part in this study will harm you in any way. We will be gathering information which is already routinely collected by health professionals. If at any point you would like to discuss the study and your involvement in it, you will be able to speak to a researcher. Contact details are provided at the end of this information sheet.
WILL THIS PROJECT BENEFIT MY FAMILY?
There are no immediate short term advantages to taking part in this study. We cannot guarantee to discover anything that will directly benefit you, your family or your relatives. However, if we do find the faulty gene causing the condition in you and your family then tests may be available for your relatives to find out if they are at risk of having children with the condition. We also hope that studying the causes of genetic conditions will help to discover the reasons why these conditions occur. By increasing understanding in this way we may, in the long term, be able to offer better help to children and their families
What if there is a problem?
We will address any complaint about the way you have been dealt with during the study or any possible harm that you might suffer. The detailed information on this is given in Part 2.
This completes Part 1 of the Information Sheet
If the information in Part 1 has interested you and you are considering participation, please continue to read the additional information in Part 2 before making any decision.
Part 2: information you need to know if you still want to take part
What if new information becomes available?
We hope that this study will uncover the genetic cause for your or your relative’s problems. If we do find the faulty gene, this information will be fed back to you in the course of the clinics run by the doctors caring for your relative. We will also inform your local clinical genetics department so they can contact you. It may be possible to then offer tests to the wider family, if they wish to see if they carry the same gene or not. It may also be possible to offer tests to either you or your partner during a future pregnancy.
How do we ensure confidentiality?
All information recorded on paper and any biological samples stored will be kept under conditions of strict confidentiality as a legal requirement under the Data Protection and Human Tissue Acts. We will put information about your family onto a secure computer database at the University of Leeds. However, we will remove all personal details, such as names and addresses, so you or your family cannot be recognised from it. A study number, which can only be linked to you by the research team, will be the identifier of the information. This is necessary so that we can put together your information throughout the study. The results from any information or biological samples that we collect will only be used for research purposes and will not be available to anyone who is not involved in our research. We may share some of the variants we find with other researchers via an online database, however no information will be included that would allow anyone to be identified from it.
Will my General Practitioner/Family Doctor know that I am part of this study?
With your permission, we will contact your G.P. or other doctor involved in your family’s care to let them know that you are included in the study.
WILL ANYONE ELSE KNOW ABOUT MY TAKING PART?
The information collected about you during the course of the research project will be kept strictly confidential and you will not be identifiable from it. If any research results are published in medical articles as a result of this project, all personal details will be removed so that you or your family cannot be recognized from it.
What will happen to any samples that I give?
We will request a sample of blood from you. If appropriate, we may also ask for blood samples from your partner, and other close relatives. We may also ask for other samples, such as a saliva sample, instead or in addition to a blood sample. The samples will be sent to our lab where they will be analysed to see if we can determine if there is a genetic cause for your, or your relative’s, problems. If you change your mind later and decide not to take part in the study, then you should complete a participant withdrawal form to let us know what we should do with any DNA samples. We need to ask you because it can often take some years to find the faulty gene that causes the specific condition in your family. We can either keep the DNA for research in the future, or keep the DNA but remove any details that can identify it as yours, or destroy the sample.
Will any genetic tests be done?
Tests will be done to try to establish if your, or your relative’s, problems are caused by a faulty gene. We will not use the sample for any other genetic tests. We will use new technology (called “clonal” or next generation sequencing) to look at many genes at once rather than one after another. We use this new technology because we might find the faulty gene more quickly, but we will only use it for studies appropriate for your, or your relative’s, condition. It is possible that we may uncover other findings that are unconnected to the condition but might be important for your health. With your permission, we will inform your local clinical genetics department so they can contact you about this information.
Who is organising the research?
The study is organized by the University of Leeds. Neither you nor the researchers involved will benefit financially from this project.
WHO HAS REVIEWED THE STUDY?
All research in the NHS is looked at by an independent group of people, called a Research Ethics Committee to protect your safety, rights, wellbeing and dignity. This study has been reviewed and given a favourable opinion by Leeds East Yorkshire Research Ethics Committee. 
WHAT IF I HAVE ANY CONCERNS?
If you have any concerns, other questions about this study or the way it has been carried out, you should contact the investigators in charge of running the study:
	Prof. Eamonn Sheridan:

Professor of Clinical Genetics
Section of Genetics

Wellcome Trust Brenner Building

Leeds Institute of Molecular Medicine

St James's University Hospital

Beckett Street

Leeds, LS9 7TF, U.K.

tel: (+44) 0113 206 5927

e-mail: E.Sheridan@leeds.ac.uk

	Prof. Colin A. Johnson:

Professor of Medical and Molecular Genetics
Section of Ophthalmology and Neurosciences

Wellcome Trust Brenner Building

Leeds Institute of Molecular Medicine

St James's University Hospital

Beckett Street

Leeds, LS9 7TF, U.K.

tel: (+44) 0113 343 8443

e-mail: C.Johnson@leeds.ac.uk



Complaints
If you have a concern about any aspect of this study, you should ask to speak with the researchers who will do their best to answer your questions. Please contact Prof. Sheridan on 0113 206 5927 or Prof. Johnson on 0113 343 8443 in the first instance. If you remain unhappy and wish to complain formally, you can do this through the NHS Complaints Procedure. Details can be obtained from the hospital.
Harm
In the event that something does go wrong and you are harmed during the research study there are no special compensation arrangements. If you are harmed and this is due to someone’s negligence then you may have grounds for a legal action for compensation against Leeds Teaching Hospitals NHS Trust but you may have to pay your legal costs. The normal National Health Service complaints procedure will still be available to you.
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