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An update from Bob Dalgleish, Fanconi Hope Chairman
Another year has passed and I am pleased to report that it has been a highly successful and
eventful one for Fanconi Hope. In October 2019,
we held our largest and most successful family
conference. We were delighted to receive so
many positive comments about the event and this
is certainly encouraging us to lay on further events of this magnitude on a two yearly basis.
Although the event cost around
£20,000, the feedback was that this was a very good use of charity
funds. We are very grateful to the Genetic Disorders UK’s ‘Jeans for
Genes’ programme for contributing £5,000
towards the cost of the event and we will
continue to seek grants to support future
events. I would also like to thank our FA
families and friends for raising the money
that helps make these events possible.
More than 40 families affected by Fanconi Anaemia (FA) are now
included in our patient registry and Beth Lee, who manages the
interface with the families, is working hard to increase this. Her
experience as an FA nurse for many years has been greatly appreciated by the families who turn to her for advice, and in turn this is
building up an evidence base of patient health and care management which will help to justify funding and improved treatments for
patients in the future. I would encourage all FA families to sign up,
sd it will help them nd help the FA community too.
At our Trustees Annual General Meeting in June we agreed that
given that increasing numbers of FA patients were now surviving
into adulthood, our three main priorities as a charity should be
better cancer management, improving the transition from paediatric to adult care and addressing the psychosocial needs of young
adult patients.

To help us achieve
these aims within our
limited resources we
have recognised the
value of working in
partnership with others. We have helped set up the
Together for Healthy Marrow Alliance with four other
charities supporting people with inherited bone marrow failure syndromes.
We have also secured a
$10,000 grant from our USbased Fanconi Anemia Research Fund to help set up a
European Umbrella Group for
Fanconi Anaemia since within
Europe and the EU in particular, organisations only wish to engage with umbrella
groups not individual country organisations. We are
setting up this group, called FA Europe, in partnership
with the Dutch Patient Support Group.

Seasons Greetings to all our FA families!
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We have had a record year for fundraising, with more than £108,000 currently in the bank. Our intention is to
fully fund a research study by Manchester University into the use of Proton Therapy for FA patients, which will cost between £120,000
and £175,000. Proton Therapy appears to offer much improved cancer treatment for FA patients, but to date no-one
knows the exact effects of this on FA patients’ cells, which
behave somewhat differently from typical cells, nor the optimum doses to use.
The first NHS Proton Therapy Centre in the UK, has just been completed at the Christie Hospital in
Manchester, where our Trustee,
Dr Stefan Mayer, also works.

The International FA Gene
Therapy Working Group that
we co-founded and have cofunded for 9 years with the USbased Fanconi Anemia Research Fund has reached a successful conclusion with the transition into successful trials. It is
now funded in a major way by Rocket Pharmaceuticals. A
member of the Rocket team told me that a significant factor in
their choice of FA as a trials candidate for gene therapy was in
part due to the close international relationships between the
various research groups.

Our plans for next
year include the
Start-up meeting for
FA
Europe
in
Utrecht in April
2020, with patient support groups, clinicians, scientists and FA
Adult representatives involved from at least 8 European countries.
In part to help address some of the psychosocial issues experienced by FA patients growing into adulthood with a feeling of
relative isolation and anxiety, we also intend to hold a joint
meeting in the Netherlands next Autumn for UK and Dutch FA
Adults.

As ever we greatly appreciate the gravitas
that our patron, the Duchess of Devonshire,
brings to our charity. We may still be small,
but we still have big ambitions!
I would like to thank everyone in our FA community – families, relatives and friends - for your continued efforts in raising money for Fanconi Hope and to wish you, on behalf of our
Trustees and myself, I hope you have a wonderful Christmas
and New Year holiday.

Meet the Fanconi Hope Team

Many of you will have met our Trustees and helpers at the
recent FA Conference in Lincolnshire. For those that didn’t,
here is a photo taken at the conference, one of the rare occasions when all the Trustees are together in the same place.
Back Row L-R: Dr Marc Tischkowitz (Trustee), Dr Nigel Jones
(Trustee), Dr Josu de la Fuente (Trustee), Dr Stefan Meyer
(Trustee), Louise Parry (Trustee and Secretary).
Front Row L-R: Beth Lee (Secretary and Research Liaison),
Bob Dalgleish (Trustee and Chairman), Louise Dalgleish
(Social Media Support), Jeannie Dalgleish (Family Support).
And working behind the scenes, we would like to thank
Amine Touati for his significant help with website development and Liza Chatwin who is now helping us with Graphic
Design

Fundraising will again be to the fore next year, with an increased emphasis on gaining corporate support and securing
grants for events such as the FA Adults weekend.
Amine Touati

Liza Chatwin
2

Fanconi Hope FA Conference and Social Weekend 2019

In September 2019, we held our largest and most ambitious FA family event to date at the PGL Outdoor centre in Lincolnshire. This was
attended by 35 families, 12 clinicians and scientists, and a number
of wonderful volunteer helpers – 120 people in all.
There were outdoor activities all weekend for the children, a crèche
for the very young ones, a number of talks by medical experts and
others, and plenty of time for socialising in a relaxed environment.
In our feedback survey we asked people how they felt before and
after the event:-

Before the Event

After the Event

•
•
•
•

• Well connected, a feeling that we are not alone, great
meeting and chatting to other families
• Positive about our son’s condition.
• Great relationships built. Cannot wait for the next one.
• Connected.
• More knowledgeable and pleased to meet new people
• Much more reassured, made some great connections and
it wasn’t all scary there was a lot of hope.
• Very positive, supported and part of a community.
• Well worth it and will come again.
• Pleasantly surprised and learnt more.

•

•
•

•
•

Excited
Hopeful
Nervous
I was very nervous about meeting new people and what I
was going to hear
I felt anxious and apprehensive that it wouldn't be a positive experience and would potentially scare me with the
reality of the condition.
Uncertain of expectations
I was a little apprehensive, and didn’t know what to expect.
I assumed it would be quite harrowing and that I would get
upset at times, so had prepared myself for that.
Bit concerned about what the conference would be like
Unsure about what to expect but glad to have the opportunity so new into diagnosis

Due to the amount of effort and expense involved in holding these large events, we plan to hold them only every two years,
but the great feedback we received has certainly encouraged us to continue with such worthwhile events. You can see some of
the presentations given at the event here: https://www.fanconihope.org/conference
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More pictures from the 2019 FA Conference and Social Event

The Together for Healthy Marrow Alliance
In April this year, we helped form the Together for Healthy
Marrow Alliance - a group of rare disease charities specialising in acquired and inherited rare bone marrow failures. The
alliance was initiated in recognition that the operating environment is becoming increasingly complex and challenging,
especially for small charities. Whilst the number of families
affected by the rare illnesses, such as Aplastic Anaemia, , Paroxysmal Nocturnal Haemoglobinuria (PNH), Fanconi Anaemia,
and others is relatively small, the challenges we face are
shared and are significant. They include a lack of access to
consistent high-quality care pathways, limited awareness of
their rare condition outside of the immediate support network
and major treatment centres, and a need for greater patient
advocacy to influence easier access to vital treatments, to
name but a few.
Current Alliance members are
• The Aplastic Anaemia Trust: Aplastic Anaemia
• Fanconi Hope: Fanconi Anaemia
• DC Action: Dyskeratosis Congenita
• PNH Support: Paroxysmal Nocturnal Haemoglobinuria
• DBA UK: Diamond Blackfan Anaemia
• We also anticipate seeing SDS UK () represented in 2020
(Schwachman Diamond Syndrome)

Pictured from left to right: Maria Piggin (PNH Support),
Grazina Berry (The Aplastic Anaemia Trust), Bob Dalgleish
(Fanconi Hope) and Dr Hilary Longhurst (DC Action)
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The UK FA Registry – An update from Beth Lee
I started working as Research
and Family Liaison Coordinator for Fanconi Hope in May
2016 (three and a half years
ago) and it has been a very
rewarding and fulfilling time.
Over the years I have spoken
to many families over the
phone and via email and
been able to give much
needed advice and support. I
have dealt with queries from
parents at diagnosis and
about what treatments to
expect, questions from patients on what surveillance is required in adulthood. Also queries from consultants who have
little experience in dealing with FA due to the rare nature of
the condition. So please feel free to get in contact with me and
if you would like we can arrange a phone call to discuss any
queries or concerns you may have.
I retired from my role as a nurse at RMCH in September this
year following more than 30 years’ experience in Haematology
and Oncology. However I still have close links with the hospital

The Registry project is going well and I would like to thank
everyone who has joined in. We now have nearly 40 people
signed up. However we need many more. So if you would like
to be a part of this research study please send me an email at
beth.lee@fanconihope.org and I can describe the study and
go through the information sheet with you. Then if you want
to take part I will ask you to sign the consent, and we can fill
out the data capture form.
The purpose of the study is to find out what happens to people with FA and how problems caused by FA affect people
especially later in life and how these problems are managed.
From this data we will get a much better idea of the problems affecting individuals with FA during their lifetime, and
how best to manage them. This data would form the basis of
making a case for providing better and more appropriate
services for individuals affected by FA. So it is vitally important that we have as many involved as possible.
I would like to say a big thank you to everyone who joined
the study at the Conference in September. I have spoken to
many of you since then but if we haven’t had a catch-up
please contact me so that we can arrange one.
Wishing you all a Happy Holiday and a peaceful New Year ,
Beth

Don’t forget: Beth Lee is funded part-time via the Registry Project by Fanconi Hope to help answer your queries about FA.
You can contact her by email at beth.lee@fanconihope.org or you can call her on 07391 782115 and she will get back to you.
She’ll be delighted to talk to you!

European and International FA Activities
Fanconi Anemia Research Fund (FARF) 2019 Scientific
Symposium
3 representatives from Fanconi Hope attended this year’s
Fanconi Anemia Research Fund (FARF) Annual Scientific
Symposium in Chicago. Dr Nigel Jones was there to present a
paper on “Characterization of the FA pathway in triple negative breast cancer (TNBC) reveals vulnerability to PARP inhibitors and a role for FANCD2 in mitochondria”. Dr Stefan Meyer,
who runs one of the largest FA clinics in the UK was there to
hear and discuss the latest in FA research, and to participate
in the FA Europe meeting (of which more on following page).
Bob Dalgleish was there to help run the FA Europe meeting
and also participate in the FA Global Network Summit meeting
(see also following page).
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The FA Global Network

The FA Global Network was set up by FARF in 2018 to help
develop FA support networks around the world. The Symposium represents a unique opportunity to bring together representatives from many different countries to share experiences about setting up new patient support groups round the
world. In 2019 FARF supported the development of new supfamily networks with grants totalling $50,000.

Events in 2020
UK and Dutch FA Adults Meeting
Autumn 2020. Details to be announced in the New Year (also
see article in this newsletter)
Individuals with FA age 18+
FARF Annual FA Adults meeting:
17th- 20th Sept 2020, Austin, Texas
First time attendees may apply for a grant for travel expenses
2020 FARF Scientific Symposium
17th- 20th Sept 2020, Austin, Texas

FA Europe

Following a successful bid for an international support grant
offered by FARF under its FA Global Network initiative, Fanconi
Hope in the UK and Fanconi Anemie Werkgroep of the VOKK
(Dutch Parents, Children and Cancer Association), Netherlands, are now setting up a new group called FA Europe. This
will be an umbrella organisation of patient support groups,
clinicians, scientists and individuals with FA from across Europe, whose collective voice, reach and influence should be
greater than that of the individual organisations.
Taking advantage of the presence of many Europeans representatives at the 2019 FARF Symposium in Chicago, an FA Europe workshop was held to help identify the top priority areas
of the new group. This was in preparation for a formal Start-up
meeting to be held in Utrecht, Netherlands, in April 2020. At
this meeting, mission and vision statements will be developed,
along with a set of objectives and a plan of action on how to
achieve them. This Chicago workshop included representatives
from France, Italy, Germany, Spain, the Netherlands, the UK
and the US and also included feedback from an earlier survey
of priority areas by the Danish Patient Support Group.
The initial consensus on priorities for FA Europe centred
around four areas:
•
•
•
•

Improving FA care systems
Cancer screening and management
Research collaboration across Europe
Setting up the FA Europe organisation

FA Families may attend. See FARF website for details.
Camp Sunshine Family Meeting
26th June – 1st July, 2020 at Camp Sunshine in Casco, Maine.
FA Families from anywhere in the world are welcome to apply, but places are limited so you should apply as soon as
possible. You can find the application form and read more
about it at www.fanconi.org/explore/family-meeting.
Several UK families have attended in the past and found it to
be very worthwhile and enjoyable, with many new friends
being made. The event is free of charge, but you should
expect to pay for your own travel.

Attendees at the FA Europe workshop in Chicago
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For FA Teens and Adults
New FA Teens & Adults UK Facebook Group

New Phone App for FA

This closed Facebook Group has been set up for FA
teens and adults and is moderated by Louise
Dalgleish. You can request to join here:
www.facebook.com/groups/392829688318889/. You can
use this to find out more about trips and events you might
be eligible for, or just to talk to one another.

Fanconi Hope has produced a phone App for
individuals with FA. In particular for people
with FA who are moving into adult care, as the
medical professionals that now treat them do
not necessarily know so much about FA as
their paediatric consultants did. The App includes a section
on screening and surveillance recommendations. Although
nothing is hard and fast and individuals tend to have their
own specific care plans, this is a useful guide to the screening
and surveillance that they might expect to receive, and if
they are not, they can ask their consultant about the reasons
for this.

Our First FA Adults Meeting
Plans are currently being made together with the Dutch FA
Support Group for an FA Adults (18+) meeting in the Autumn of 2020. We are hoping to hold this event at the Efteling Theme Park in the Netherlands, subject to availability of
suitable accommodation, and it should provide a great opportunity for FA adults to get together in an informal environment to share experiences and make new friends. As the
Park is only 40 mins from the Hook of Holland we are looking to take a minibus over from Harwich for the event. Subject to grants being secured, this should be free of charge to
attendees.

Download the App here: https://livingwithFA.glideapp.io and
save it to your home screen.

We are very keen to know how many people might be interested in attending, so if you think this might be of interest to
you please let Beth Lee know at beth.lee@fanconihope.org.
There will more discussion about this in the FA Teens &
Adults UK Facebook Group (https://www.facebook.com/
groups/392829688318889/), which you can join if you are
an FA teen or adult.

Efteling Theme Park

Trips and events for Individuals with FA
Don’t forget there are many trips, events, wishes etc laid on
for free by other charities that individuals with FA may be
eligible for. You can find many of these here:
You may also be interested in attending the FARF Annual FA
Adults meeting and Camp Sunshine. See Events Section of
this Newsletter.
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Gene Therapy for FA — An Observer’s Perspective
There has been much publicity about gene therapy for FA
recently following the report of successful trials by Rocket
Pharma. Here is my take on the topic.
The general idea with gene therapy is that by using the patient’s own cells rather than someone else’s you remove
the risk of rejection of the donor cells which can cause Graft
versus Host Disease (GvHD) which can cause complications
both at the time of transplant and potentially in later life.
Gene therapy also removes the need for radiotherapy and
chemotherapy which are themselves linked to potential
issues in later life. It is important to stress though that Gene
Therapy does not cure FA - It is only addressing the bone
marrow failure element of FA.

As you will see from this picture from Dr Jennifer Adair from
the Fred Hutchinson Cancer Research Center in Seattle, trials
were initiated as early as 1994, but as these were tragically
unsuccessful, little was done for almost 20 years afterwards.
Trials are now being funded by Rocket Pharma, who are looking to take this through to being a mainstream treatment
option.

You can read much more about the subject, including the
answers to some frequently asked questions in this Rocket
presentation. http://www.rocketpharma.com/wp-content/
uploads/2019/10/FA-Patient-Facing-Materials-NO-Audio.pdf
Fanconi Hope’s involvement with Gene Therapy goes back
to 2010 when, in conjunction with FARF, we co-founded and
co-funded the International FA Gene Therapy Working
Group, which was aimed at creating some momentum to
accelerate gene therapy research into actual trials.
The International Working Group has, over the years, come
up with common protocols for gene therapy trials for FA
patients shared between the participating countries, resulting in trials activity in Spain, the US and, latterly, the UK.
Common protocols mean that trials results can be pooled
over a larger patient base, as there will only be a handful of
patients in each country participating in the trials, due to the
rarity of FA. The Spanish trials were the first to start, in part
because the length of time required to get approval there is
less than in the US and the UK and also in part due to €7M
EU funding of the Spanish trials programme called
EUROFANCOLEN.
The results of the trials as they have progressed have been
shared with the other parties so that they could make adjustments to their protocols as the trials developed. Although working with common protocols, the approvals regimes in the US, Spain and the UK are quite different, hence
the reason for the variation in selection criteria for the trials
e.g. no matched sibling donors vs no matched donors.
The trials are currently only for Fanc subtype A, chosen because of its prevalence. It is not yet known whether separate approvals would be needed for other genetic subtypes
of FA. Fanc C is the most likely next candidate should the
trials move on to new subtypes, again due to its prevalence.

From Dr Jennifer Adair from the Fred Hutchinson Cancer Research Center in Seattle

UK Gene Therapy Activity
A gene therapy study is expected to open in the UK in 2020
at Great Ormond Street Hospital under Prof Adrian Thrasher,
Dr Phil Ancliff and Dr Claire Booth. This will focus on gene
therapy as a preventative measure. i.e. harvesting relatively
early, transducing and giving back immediately in the hope of
preventing further deterioration in blood counts.

Prof Adrian Thrasher

Dr Phil Ancliff

Dr Claire Booth
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Gene Therapy for FA (continued)
Who are Rocket Pharma?

Rocket’s mission statement is: “Bringing curative gene therapies to patients with rare, undertreated diseases."
In their words: “We believe that there is strong potential for
currently-available technology to substantially transform
diseases like Fanconi Anemia over the course of the next
several years (this technology being the transduction of
hematopoietic stem cells with 3rd-generation selfinactivating lentiviral vectors containing corrective
genes). Our intention is to enhance the capabilities of our
university partners and to enable the delivery of transformative and replicable gene therapy for rare and devastating
diseases. We will also pursue laboratory and clinical innovations that will allow increasingly safe, tolerable and effective
gene replacement strategies over the long-term”.

Rocket have reported in the press that: “Gene therapists in
Spain have treated eight FA patients in the FA-A complementation group over the past three years. Four individuals
are now post-therapy long enough to be evaluated, and all
four show a progressive increase in the percentage of corrected cells, both in the peripheral blood and in the bone
marrow. Patients have experienced no severe adverse
effects.
Because of the encouraging results from the Spanish gene
therapy trial, Rocket Pharmaceuticals, Inc. is now launching
new clinical trials in both Spain and
at Stanford University. Early progenitor cells from the patient will be transduced and infused immediately after collection with no prior cryopreservation, in an effort to obtain
the largest number of cells possible. Stanford has recently
transplanted two FA patients using this new methodology. It
is too early to know the success of this approach.”
(This section written by the Chairman (a non-expert!) following his involvement over the years with the International FA
Gene Therapy Working Group)

Cancer and the FA Pathway

Free Book for UK FA Parents

As many of you will
know, the Fanconi
pathway has been
shown to be linked
to the DNA repair
mechanism which is
faulty in FA patients and appears to be linked to cancers
more generally.

Helping Your Child with a Physical Health Condition:
A self-help guide for parents

Cancer Research UK is funding several research projects that
involve manipulating the Fanconi anaemia genetic pathway
to better understand DNA damage and repair. CRUK says
that this research will help them to understand what causes
cancer to develop and could lead to new treatments for the
disease. Potentially, this research could also benefit people
with Fanconi anaemia.

This book can help you with:
• Emotional support for managing
difference and dealing with difficult
behaviour
• Practical suggestions for easing hospital anxiety or navigating feeding
problems
• Advice on what to say and when to
your child about their illness
• How to ensure you don't neglect
yourself or the rest of your family
Authors: Dr Penny Titman, Honorary Consultant Clinical Psychologist and
Dr Mandy Bryon, Consultant Clinical Psychologist | Head of Psychological
Services, Great Ormond Street Hospital

Written by experts in childhood illness, this step-by-step guide is for any parent who feels isolated or lacking in support.
If you would like a free copy and are an FA parent in the UK or Ireland please contact Beth Lee at beth.lee@fanconihope.org
Also available to buy from Wordery at £9.33.
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Raising Funds and Raising Awareness
We are so fortunate in having so many supporters raising
both money and awareness for Fanconi Hope and Fanconi
Anaemia. A massive ‘Thank You’ to everyone who has
helped us raise a record amount of money this year, which
has allowed us to hold our ambitious Conference and Social
Weekend and to get closer to our target for funding our Proton Beam Therapy research project. There are too many of
you to thank here individually but here are a few examples of
the fundraising and awareness raising activities in 2019:From Jo
Pritchard, a
teacher at Shirebrook School in
Nottinghamshire:

Presdales School
There are 'big cheque' presentations and there are 'BIG
CHEQUE' presentations like this one. A massive 'Thank You'
to Daisy Laing, Emily Wilson, Izzy Holmes and their fellow
students at Presdales School in Hertfordshire for making Fanconi Hope their Charity of the Year in memory of Sabrina
Foufa, who attended the school but tragically succumbed to
leukaemia in 2018.
.
The students should be very proud of the their achievements
in raising so much for Fanconi Hope and this Big Cheque
presentation at their school assembly was an opportunity to
let them know how their actions will directly help us improve
the lives of others living with FA across the UK.

“We raised
.
£136.75 on the
tombola today. I think there is between £10 - £15 in the collection box from wristband sales too. Very successful day &
spoke to lots of people about Fanconi Hope & the children
handed out lots of leaflets.
Tom and Lauren Doneghan
Tom and Lauren, their family, friends
and work colleagues have between
them have raised very significant sums
on money through a series of events
throughout this year and last.

Matt Garisch
Matt has been raising money by dressing as film characters and action superheros and running in a number of races
throughout 2019.

Jake and Stacy Perry
For a recent fundraiser,
Jake and Stacy also
helped raised awareness of FA by getting
an article about their
daughter Kyra printed
in their local paper.

Soap Opera Storylines
Although FA still features from time to time in the
Emmerdale storyline, a second TV Soap Opera FA has been
running a similar storyline. This time it’s RTE in Southern Ireland in a drama called Fair City.
With a weekly Fair City audience
of 600,000 in Southern Ireland
and 6 million for Emmerdale, this
is really helpful in raising awareness of FA even if the storylines
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How You Can Help
Fanconi Hope relies on donations for the majority of its work.
Can you help raise more funds? Here are some easy ways:
• Donate while you shop – it costs you nothing
• Easyfundraising

Family News
Firstly some wonderful news this year with 2 babies born to
mothers with FA
Congratulations to Lauren West and her partner Ian Gasson.
Here she is with son Alexander and her consultant
haematologist Dr Mickey Koh of St Georges Hospital, London.

• Amazon Smile
• Donate a percentage of your eBay sales to Fanconi Hope
• eBay for Charity
• Set up a Giving Site or Page
•
•
•
•
•

Facebook Giving. It’s easy to set up a birthday fundraiser
JustGiving: www.justgiving.com/fanconihope
Virgin Money Giving
Go Fund Me
Fundraise through our own site (via Charity Checkout)

• Make a one-off or monthly donation to Fanconi Hope at
www.fanconihope.org/donate
• Propose Fanconi Hope as your Charity of the Year at school
or at work. Some work schemes will match donations.

And congratulations also to Emily Bailey. Here she is with her
daughter Kimberley.

Need a hand with fundraising?
Just get in touch at info@fanconihope.org. We can provide
collection boxes and buckets, T shirts, leaflets, wristbands etc.
We can also provide letters of authority for fundraising activities. Just contact us at info@fanconihope.org if you would like
one tailored to your fundraising activity.
Remember to tell potential donors that Fanconi Hope:•

Is a registered charity (Number 1126894) founded in 2008.

•

Is Registered with the Fundraising Regulator

•

Is a member of the Institute of Fundraising
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Family Stories
We are very grateful to the Doneghan, Regan, Riddett and Hamlin families for giving us permission to publish their stories. We
are particularly indebted to the Riddett and Hamlin families for agreeing to tell their stories to Genetic Disorders UK and giving
permission for these to be given to the Press. Providing family stories was one of the pre-conditions of receiving the £5,000
grant from them for our Family Conference, but it isn’t always the easiest thing for people to go through as the Press can be
quite demanding. However their stories were picked up in a number of outlets including ‘Woman’ magazine and they came
across very well, even if some of the facts got lost along the way!
The Doneghan Family
In March 2018 after multiple
genetic tests my 5 year old
daughter Phoebe was diagnosed with an incredibly rare
illness called Fanconi Anaemia
(FA). It is a genetic disorder that
very few people have and very
little is known about it, We realised quickly how serious it
was and how it would affect all
our lives immensely. We went
home and quickly began researching what this disease
was. It only then that the true gravity of this condition really hit
home. It felt as though the bottom of our world had dropped
out.
As Phoebe was in bone marrow failure the doctors advised she
would need a bone marrow transplant urgently to avoid
Leukaemia and hopefully extend Phoebe’s life.
We received some positive news that I was a 10/10 match for
Phoebe and I would be her donor, this was really rare with odds
of over 200-1.
Phoebe was admitted to the Great North Children’s Hospital in
Newcastle on June 26th 2018 to start her conditioning prior to
transplant.
We began life on Ward 3 “ The Bubble”. Here she would receive
a course of chemotherapy to kill of her bone marrow completely allowing mine to be transplanted in to her. If this was a success it should greatly reduce the risk of her developing
Leukaemia.
On July 12th 2018 Phoebe received her new cells, this is called
her “ re-birthday”.
It was a bit of an anti-climax with a small bag of red liquid being
attached to her drip and slowly fed into her body, taking around
an hour to go in. Now it was about waiting for the cells to grow.

Phoebe gradually became sicker as the days went on with
the chemo beginning to take effect. She began to spend a
lot of the day sleeping and was no longer eating due to
mucositis (Inflammation of the throat and gut).
She was fitted with a nasal tube that would provide all her
fluid and began receiving daily feeds. She became withdrawn and stopped communicating with us, only pointing if
she wanted anything. This lasted around 10 days until she
became accustomed to everything.
This was such a hard thing for us as parents to see, our
beautiful little girl was suffering so much and we could do
nothing to stop it. Being in isolation came with a number
rules one being unable to have any contact with her, so we
could even give her a hug to comfort her.
Her hair began to fall out and we made the decision to
have her head shaved, again another huge thing for us and
her. However Phoebe loved it!!!
After 47 days in isolation Phoebes cells had grown to a level where we were allowed to leave her room. This was a
massive step along the journey and gave us a tiny bit of
normality. We spent the following weeks walking around
the hospital grounds at every opportunity, being mindful to
keep away from others due to Phoebe’s low immune system.
In September Phoebe was progressing so well that we
were discharged from Hospital and we commenced daily
visits to the ward so they could keep a close eye on her.
This again was another step on the route to recovery and
something we had all been looking forward too for so long.
However we weren’t at home for long, a virus called CMV
was detected in her blood and the Dr’s wanted to start
treating it immediately via a drip which meant we would
have to stay back in Hospital.

1

Family Stories
Unfortunately, they struggled to control the virus and Phoebe
began sleeping for 18-20 hours per day. When she woke she
could not talk and her eyes were rolling in her head. We were
rushed for MRI’s and EEG scans and the doctors advised it had
spread to her brain and it had caused encephalitis
(inflammation of the brain).
This was by far the most difficult period we had faced, the doctors were unsure if she would recover and if she did it was unlikely she would be how she was previously.
They started an intensive course of drugs and the virus began to
subside, however Phoebe could no longer walk or talk. She
could not use her hands to pick things up and was unable identify what things were anymore.
We then spent the next few months in hospital slowly helping
Phoebe recover, working with teachers, physiotherapists and
voice specialists.

The Denton Family
Regan is my 8 year old son who was diagnosed about 3
years ago with Fanconi anaemia. He had been having
bone marrow aspirates every 3 months and about 9
months ago they picked up the markers for leukaemia!
So he has now undergone a bone marrow transplant at
Bristol hospital where he has done brilliantly under the
circumstances!! He was allowed out on day 20 and we
are going back to day beds for a while but as of now everything is looking brilliant. His platelets were never much
above 40 and since the BMT they have reached 261. I
cannot thank the donor or the staff at Bristol children's
hospital enough because if it wasn't for these guys my
guy might not be here next year, so words are not
enough to express how we feel at the moment. I know
we still have a long road ahead but early signs are promising. (Danny Denton)

The doctors were amazed at her progression and on December
3rd we were again allowed home.
Since then Phoebe has gone from strength to strength, her
blood levels have slowly increased and thankfully no other virus
have been picked up. We have reduced to monthly visits and in
April 2019 after 265 days off she returned to school.
We know that life won’t always be easy and we know we will
face difficult challenges in the future, however we have learnt
so much from this experience. We are thankful for all the support we have received and we know we are incredibly lucky to
be at the stage we are, and we hope this continues in the
future. (Tom and Lauren Doneghan)

Harriet, Lauren, Tom and Phoebe Doneghan
Regan Denton

13

Family Stories
The Riddett Family
After a smooth home birth, Sam, 37, and her husband Toby,
37 realised there was a problem with their daughter, Rowen.
‘It was clear she had trouble swallowing,’ says Sam, an administrator who’s trained as a counsellor. ‘We quickly found out
her food pipe wasn’t connected – there was a dead end at the
top and her stomach was connected to her lungs. It was horrendous to discover this but at three days old she had surgery
to connect it and that went well.’
However, the doctors told Sam and Toby, who is in the military, that the condition was often connected to genetic problems, so Rowen was put under the care of the genetics team
at Addenbrookes Hospital and had lots of tests. ‘Nothing was
found, so we assumed it must just have been a quirk,’ says
Sam.
Rowen seemed to progress well and went on to eat pureed
food with no trouble. Her parents stopped worrying so much.
Then, at around nine months she developed café au lait marks
– similar to birth marks but fainter. ‘There was a big one
spread across her back and down her arm,’ says Sam. ‘The GP
reassured us it was just a birthmark but I felt intuitively it wasn’t right. I called our geneticist and said I had a funny feeling
about it. I worried I was wasting her time but she told me to
send her a picture. She immediately phoned me back and told
us to come in.’
Sam remembers that FA was mentioned early on but the geneticist felt it was unlikely as Rowen didn’t have any of the
physical markers – which can include problems with the hands
and feet, such as abnormal thumbs, absent radii and short
stature.

Rowen Riddett
I read that it would affect every cell in her body and could
lead to shortened life expectancy. I was baking for the
school bake sale that day and somehow still managed to
make the cakes. Ruth, the geneticist, called early the next
morning and I asked if there was anything we needed to do
immediately. When she said we needed to tell the insurance company if we were going away anywhere, I realised it
was really happening.’

The family were sent a leaflet about the 100,000 Genome
Project, which was gathering information about genes from
lots of families and would report back if anything was picked
up.

Two weeks later, tests confirmed Rowen definitely had FA. ‘I
was at work when I got the call and though I already pretty
much knew she had it, there was still a part of me thinking
maybe it was a mistake or not as bad as they thought. I
broke down on the spot.’

Eventually, on 3 April, Sam and Toby received a letter to say
one of them had a definite FA gene and the other a likely one.
‘I was so naïve – I saw the word “anaemia” in the letter and
felt relieved,’ says Sam. ‘I thought that was all it was and just
meant she needed iron. It made sense as I’d been saying to
the GP for two years that Rowen was pale. Then I decided to
google FA - and I went into meltdown.

But Sam and Toby have felt very supported by the medical
team. ‘The doctors have been brilliant – we’ve had lots of
different appointments to cover all the different symptoms
of FA, including with the audiologist as there’s something
wrong with Rowen’s hearing. I feel so grateful we know she
has it .
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If we had listened to the GP or decided not to join the
100,000 Genomes project, we wouldn’t have known there
was anything wrong until Rowen got leukaemia. We’re fortunate to be ahead of the game.’
Rowen’s platelet count has already begun to drop and she
is likely to go into bone marrow failure between the ages of
seven and eight. ‘She’s on the register for a transplant
match and the list for possible gene therapy trial at Great
Ormond Street and we’ll know how many matches she has
when we go for her next appointment,’ says Sam. ‘That
information is important – if there are lots of matches we
can wait but if not, we need to explore other options such
as ‘saviour sibling. People can drop off the register and as
only 2% of the UK is registered to donate bone marrow or
stem cells there’s a possibility of there not being a match.’

The family have joined Fanconi Hope for more information
and are going to their first family day in September. ‘My family and friends have been amazing and we’ve been raising
awareness for the donor register, to try to increase the numbers on it.’
Rowen is an active, fun little girl. ‘She’s just learned to swim
and ride a bike,’ says Sam. ‘She loves school and fights with
her sister. We explained to Allegra initially that they had
found something in Rowen’s blood and needed to check she
didn’t have the same thing. To Rowen, I’ve explained the
blood maker in her body doesn’t know what to do so she
may need someone else’s to teach it. I know she takes in a
lot more than I realise.’

The future holds a lot of worry. ‘Even with a transplant
there’s a 10 per cent risk it won’t work, or she could even die
because of it,’ says Sam. ‘And when you get past that, she
still has a higher risk of different types of cancer so we will
have to be very careful. I worry about the teen years, when I
have less control over her – being near people who smoke,
for example, could be dangerous for her.’ But she knows
there are lots of reasons to be optimistic. ‘Life expectancy
has gone from 11 to 35 since 1990 so it might go up more in
another 10 years.’

Lucy Hamlin and Charlie
- Our Journey to becoming a FAmily
Our FA journey started what now seems like a lifetime ago, in
January 2013. Charlie had just turned 5 and had been suffering from nose bleeds that seemed to last a little bit too long,
for about a month or so. To be honest, I didn’t think for a
minute that there could be something wrong, I had nosebleeds as a child so put it down to him being like me.
One Sunday early evening, after spending the previous night
at his dad’s house, I got a phone call from his dad, he had
taken Charlie to the hospital and they wanted to keep him in
overnight. Fast forward a few hours and in a small room, a Dr
told us they suspected leukaemia, he was going to have a
blood and platelet transfusion overnight and was being transferred to Royal Manchester Children’s hospital first thing in
the morning for further tests.
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It was a huge shock
and I’m not sure I
took much in at all,
that night; I just lay
in on the bed looking at him, thinking
how this could be
happening.
That
evening was also the
first time I had ever
heard about platelets and that they
could be transfused
just the same as
blood can be. I
learned a lot of things over the next few months!
Charlie was transferred to Royal Manchester Children's Hospital via ambulance the following morning and had numerous tests, mainly blood tests and a bone marrow aspiration.
They confirmed it wasn’t leukaemia, which was a huge relief, but said it was aplastic anaemia (bone marrow failure)
and that in itself was a serious condition. They couldn’t find
a reason for the AA so began to prepare him for a treatment
called ATG.
Eventually, during another bone marrow aspiration, the Dr
happened to notice that Charlie’s thumbs seemed a little
odd (I had noticed this at birth, it seems as though he has
two left thumbs, but it was never a major issue and he hadn’t really had any problems with them). After noticing this,
they tested for Fanconi Anaemia and the result of course
came back positive. At this point we were told that the ATG
wouldn't work and he needed a bone marrow transplant.
Unfortunately, there were no suitable donors. There was a
match in Brazil, but we were told it was highly unlikely this
would end up being suitable due to the fact it’s not a western country. One consultant actually suggested that me and
his dad have another baby (we had split up a few years earlier), but then another told us that even if this was a possibility, we wouldn’t qualify for IVF and anyway, Charlie did not
have nine months wait. He told us bluntly, that without a
bone marrow transplant he would die. To hear that about
your 5-year son was devastating, even more so because
they still could not find a suitable donor. At the time I remember thinking how can you just calmly sit there and tell
me my son is going to die in the next few months? I really
couldn’t take it all in.

Thankfully, in May 2013, he had a life-saving bone marrow
transplant, with donated stem cells from umbilical cord blood
from Germany. To prepare his body for new stem cells, he had
Total Body Irradiation (Radiotherapy) and four days of Chemotherapy to wipe-out his existing immune system which would
give him the best chance of accepting the new cells.
Unfortunately, the transplant failed, so here we were, no immune system and no new bone marrow. This was one of the
hardest periods in my life not knowing what was going to happen. We were only meant to be in hospital for a few weeks,
but it was another 2 months, in July 2013, when he could have
a second transplant with donated stem cells from New York,
from a lady that had donated her umbilical cord. This second
transplant also seemed to be failing and so both myself and
his dad were being tested to be a half-donor; I was the most
likely to donate, as I had carried him, and it was less likely his
body would reject me, as we had already proved to be compatible during pregnancy, but finally, the 2nd transplant started showing signs of working and his blood counts starts to
rise. During his time in hospital his immune system was none
existent. He was in isolation, only allowed four visitors plus
the hospital staff, yet he managed to contract meningitis and
listeria whilst in there. He was very ill. Eventually, after four
and a half months in hospital, he was allowed home.
Since that time, he has been lucky and not had any serious
illnesses, he’s now on antibiotics for the rest of his life, which
means he doesn’t really pick any bugs up, although if he does,
it means he needs stronger antibiotics and potential admission into hospital – that has happened once for us since his
transplant, so we know we are lucky.
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On the whole, I lived in Manchester during that time, about
an hour away from home, sleeping either in the hospital or
at Ronald McDonald House over the road while his dad
stayed with Charlie; my job was put on hold too as he wasn’t allowed back to school for six months after he came
home from hospital, having a total of 12 months out of
school.
Today, Charlie is 5.5 years post-transplant and we are a family of three after I had a daughter four years ago. His consultant tells us he’s happy, and that this is good news he can
share with new families that join the FA world, that here is a
child that is doing well almost 6 years after a bone marrow
transplant. He caught up in school and by the end of year 2/
early year 3 was at his age-expected level, and now he is
over his age-expected levels in some subject areas. He is
Head Boy in his final year of primary school – a job he takes
seriously and wears his badge with pride. He started guitar
lessons but found that his thumbs wont quite work properly
to strum a guitar and is uncomfortable for him, so he took
up keyboard instead. He is a yellow belt at Jujitsu and is a
member of our local Scout group – in fact he went away for
the first time without family while he was a cub, about two
years after coming out of hospital. That was an experience
for me, having to trust other people to ensure he takes his
medication!
I don’t know what the future might hold, but I do know that
Charlie's FA journey is not over. I’m so grateful for the support of his consultant and the team at RMCH, and also for
Fanconi Hope, for providing information and linking us with
other Families in the UK, it is a comfort to know there are
other people that understand and that we can connect
online. Charlie enjoyed the Family Day in 2017, it was a
night away and a fun day for him, but I think as he gets older, these events will really help him to understand FA and
he’ll have a ready-made support network.

In Charlie’s Own Words:
I don’t remember being in hospital, but every 6 months I go
for a check-up. Sometimes I have a blood test, at others I just
get checked. After being in hospital 5 years ago, at first, I had
more regular check-ups [2-3 times a week] and had lots of
medication, but now I just have amoxicillin medicine 2 times a
day and I’ll have this for the rest of my life.
Having FA doesn’t change any of my life because I feel normal,
but I have one small issue; I can’t bend my thumbs, but I can
move them and other than that I’m perfectly fine. Fanconi
doesn’t stop me from doing anything because I play video
games that I’m pretty good at [Fortnite] and I’m really good at
reading, I read all the Harry Potter books last summer holidays. I also do ju-jitsu, kayaking, climbing and keyboard. I’ve
been on loads of holidays, so I can still live a fairly normal life.

Lucy Hamlin and Charlie

Can you help us?
We would very much appreciate hearing more family stories to publish in future editions of the Newsletter. Please send us
your stories and any photos you are happy for us to publish to info@fanconihope.org.

How to Contact Us
By email: info@fanconihope.org (general matters)
or Beth Lee at beth.lee@fanconihope.org for FA Support
By Phone: 0300 330 1410
By Post: Fanconi Hope, PO Box 905, Southsea, PO1 9JG
Please note that all Fanconi Hope Trustees give their time voluntarily,
so please bear with us if we take a little time to respond to you.
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