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Introduction

You are invited to take part in the 100,000 Genomes Project.

Why have | been asked to take part?

You are invited to take part because you or someone in your
family has (or may have) a genetic condition that this project will
be looking at.

The following information is to help you decide how you feel about
joining the project. It is important to understand that your parents
can choose if you take part, but that your views will be listened to.
Your care or your family’s care will not be affected either way if you
take part or not.

Please read all the information and ask your medical team or your
parents if anything is not clear, or if you have questions and want to
talk about it in more detail.

About the 100,000 Genomes Project

The 100,000 Genomes Project wants to use information from the
DNA of NHS patients and their relatives to understand more about
specific illnesses. This is a large-scale science project using the
DNA from a lot of people.

What is agenome?

Most cells in the human body have a complete set of genes.

Chromosomes

Your genome is one whole set of
all your genes plus all the DNA
between your genes

There are around 20,000 genes in your genome.

As well as their DNA, the project wants to use other medical
information from patients and relatives. This would include things
like other illnesses you had as a child and times you may have gone
to hospital.

Putting the DNA information and other medical information
together will help scientists get a fuller picture of how and why
people get ill.
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Aims

The main aims of the 100,000 Genomes Project are to:

» Directly help some patients by understanding their condition
better. This could mean understanding how to prevent the
illness getting worse and which treatments or medicines will
work best.

» Make new discoveries that will help us understand why some
people get ill and others don't.

» Understand how we can use whole genome sequencing (DNA
sequencing) as part of healthcare in the NHS.

» Support companies to develop new medicines and ways of
treating and diagnosing disease.

What are you asking me to do?

1. Sign a form to say you want to take part

After you have read this information and had a chance to ask
any questions, you will be given a form to sign if you agree that
you would like to take part.

We will also ask your parents to sign a form giving their permis-
sion for you to take part.

You will be given a copy of this information leaflet and your
signed form to keep.

2. Give a sample of blood

If you agree to take part, we will ask you to give a small sample
of blood (about 3 tablespoons). If you haven’t had blood taken
before then we can explain to you how we do this.

We can use a cream or spray to numb your arm before we take
the blood.

If you like, you can choose someone to stay with you when we
collect the blood, such as your parents or the person who looks
after you.

3. Give information from your medical records

If you say you would like to take part, we will collect information
about your medical and family history, now and in the future.
This information will be taken from the records that your doctors
and nurses already keep of your medical care and treatments.




Where will 1 give my blood sample?

We might collect your blood at your next hospital visit or, that of a
family member, you can join them on their next visit. Or we might
ask your GP to take a sample at the GP surgery or very rarely visit
you at home.

When will | give my blood sample?

We will try and make sure that we see you at a time that is most
suitable for you. You can tell us what works for you.

What will happen to any samples | give?

We will use your blood sample to get DNA from your cells and also
to run other tests. Then we will sequence your DNA.

Samples obtained from your blood will be stored for use in further
approved research for medical and scientific purposes.

The Science

You may have seen some of these terms before.

DNA

A molecule inside the nucleus of your body’s cells. Your DNA

provides the long list of instructions to your body to define all the

different characteristics that make you. If you give us a blood
sample, we can take the DNA out of your cells and study it.

Sequencing

Once we have the DNA from your cells, we need to make

sense of it. The process of reading DNA is called ‘sequencing’.

This means that we are trying to find out how the different
parts that make up your DNA are put together. DNA is made
up of four main pieces that are repeated over and over again,
in a different order, to give you a long strand. It is the order or
sequence of these pieces that we are interested in.




Some sequencing examples:
Different letter sequence, different meaning

When the ‘letters’ in your DNA are rearranged, they mean
different things. This is how people end up with different features
and, for instance, look different, even though their DNA is made
up of the same parts. Think of snap, naps and pans - all different
words with different meanings, but they use the same letters.

Wrong letter, different meaning

But what if the wrong letter is used, not just the order changed?
Let's say you were invited to play sport and told to ‘bring a bat’,
except somehow the letter ‘b’ got changed to ‘c’. So then the
message would read ‘bring a cat’. That wouldn’t make sense,
the message would be wrong and you might turn up with entirely
the wrong thing. It's the same with your DNA and how changes
in the letter sequence can cause problems and sometimes these
problems lead to iliness.

Genes

Genes are sections of your DNA that give instructions for
specific characteristics, like the colour of your hair and your
eyes. For example, genes that code for your eye colour could
tell your body to have ‘brown’ or ‘blue’ eyes.

Genes also play an important part in keeping us healthy. Just like
differences in the genes for eye colour means different people
have different coloured eyes, differences in some genes mean
some people get ill and others don't.

Once we have your full DNA sequence, we can tell a lot about
your individual genes and the differences between your genes
and those of other members of your family and other people.
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Genome

Your genes and all the sections of DNA between your genes
make up your whole genome. The DNA between your genes

Is important because, for example, it might act as a switch that
turns your genes on and off. This means those sections of DNA
might also tell us information about why some people get ill and
others don't.

This is why we are interested in your whole genome.

What we are doing is called whole genome sequencing.

Do | have to take part?

If you and your parents talk about it and together you decide not to
take part, that's OK. Your family doesn’t have to be involved if you

all choose notto. But your parents and medical team may think it's
important for you to be involved because they think it might benefit you
and your family in the future. If there are things that you are worried
about it, talk to the medical team about how you feel. Tell your parents
and the doctors and nurses if you don’t want to join. Your parents will
decide if you should take part or not, knowing how you feel.

Why is it good for me to take part?

Taking part may help the care for you or your family. There is a
chance it might not help you or your family. But we do hope that the
information we could get from studying you and your family will help
find better treatments for other children and adults in the future.

Will anyone else know | am taking part?

When we’re doing the research, no one else apart from you, your
family and the medical team will know you’re taking part. Your samples
are anonymous, meaning that they will be labelled with a special code
and won’t have your name on them. When scientists use the samples,
they won’t know it was you who gave them to us.

Of course, you can still talk to whoever you want about the study, tell
anyone about it and ask any questions. That'’s totally up to you. We
want to reassure you that we will keep your details confidential.

11




12

What will happen in future?

We may contact you to invite you to take part in other studies at
another time. These would all be approved studies related to the
100,000 Genomes Project.

If you are asked to help with a study we will give you and your family
a lot of information about the study. We will be clear about what is
involved and what we are asking you to do. Tell your parents and the
doctors and nurses if you don’t want to join. Your parents will decide if
you should take part or not, knowing how you feel.

What if | don’t want to take
part anymore?

It's OK if you decide to be in the Project and then change your mind.
But you should talk to your parents or the person who looks after you,
as well as your medical team, because they may think it is still a good
idea for you to be part of the project. Tell your parents or the medical
team if you don’t want to take part anymore. Your parents will decide
if you should stop or not, knowing how you feel.

If you stop taking part, your healthcare or your family’s healthcare
won't be affected.

What happens when I’'m an adult?

When you turn 16, you are old enough to decide for yourself if

you still want to take part. This means we will need to get your
permission again to say that you still want to take part in the Project
and we can still use your information. So we will contact you then to
get your permission.

Thank you for taking the time to read this information.
Please ask if you have any questions. We’ve included a
page for notes if you want to write things down for later.

Insert local contact details here

Phone number: 01223 254634 /254630

Email address: eegmc@nhs.net

Cambridge University Hospitals NHS Foundation Trust

Hospital Hills Road
address: Cambridge
CBE2 0QCQ
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Notes
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