BBS UKConference2018

20t ¢ 227 April 2018, Hilton Hotel, Northampton

Information Pack




Contents

10

11

12

13

14

16

25

Welcome

Weekend Programme of Events
Conference Layout Plan

Voting Information

Saturday Programe

AGM Agenda

Minutes of Last AGM

Creche Information

Drayton Manor Tripnformation
Weekend Menus

Conference Speakers and Facilitators

Delegates List



Welcome

A very warm welcome to the 26" BBS UK Family Conference. Members who have
not previously attended will discover a weekend packed with activities, fun and
laughter, where old and new members meet to share experiences and to learn
about the latest research, all within this wonderful Hilton Hotel setting, where we
have held our Family Conference for over 20 years.

Inside this pack, you will find all the information you should need about this very

special weekend, however if you have any que
- we are a friendly bunch! Each year we have many new delegates as well as those
who have been coming for over 20 years, so p

yourselves, ask those questions and make the most of being part of the BBS
support network for the day or weekend.

We strongly advise that you take the time to scroll through the weekend programme

as soon as possible to ensure you dondét miss
The hotel lobby is the hub for the weekend, from which the restaurant, bar,

Business Corridor and bedrooms can all be accessed. The Business Corridor is

where the meeting rooms can be found as shown on the layout plan.

|l nside your delegateb6s pack is an evaluation
organisation of your weekend Conference. We really want to know what you think,
what works and what doesné6t, to ensure that

and provides you with the speakers and activities that you want. Forms will be
collected Saturday evening, Day Delegates should leave their completed forms on
the BBS UK Reception Desk.

All that leaves, is for us to say, have a fantastic Conference and make the most of
every minute; we look forward to meeting you all over the coming two days.

BBS UK Board of Trustees

Additional Information

Wi-Fi: The hotel offers free unlimited Wi-Fi for all guests, the code is: north100

The BBS UK Board of Trustees and BBS UK Support Team will be available to help
throughout the weekend i look out for their yellow t-shirts. Richard Zimbler and
Stefan Crocker will be on the BBS UK Conference Reception Table and will be very
pleased to welcome you and answer any questions.

For anything urgent, please call:

Tonia Hymers 07591 206680

Angela Scudder: 07591 206788 (at Drayton Manor Park on Saturday)
Amy Clapp: 07591 206787 (at Drayton Manor Park on Saturday)

All emergencies must go through Hotel Reception.



Weekend Programme of Events

Friday
Time

From 3pm

Activity

Arrival and registration in reception.

If you wish to avail yourself of a late departure on
Sunday, please make the necessary arrangements at

the hotel reception.

Free time to socialise or, for the more energetic, a visit
to the pool or gym

Location

Hotel Lobby

Hotel Gym, Pool and Spa

4pm onwards

Fun with Fruit
with Sarah Flack,
Principal Dietitian, GOSH

Hotel Lobby

6pm to 8pm Evening meal (rolling service) Seasons Restaurant
off Hotel Lobby

6pm to 8pm Drayton Manor Trip: Collect T-Shirts and Information Hotel Lobby

6pm to 9pm Sports Taster Sessions with British Blind Sport Collingtree 1

6pm to 9pm Crafts and Games (Unsupervised) Isham Room

Business Corridor

7pm to 7:30pm

Fun Games Time!
Activity Session for Under 8s

Collingtree 2
Business Corridor

7pm to 8pm

Young People® Group: Meet the Scientists (8-19 only)

Spencer Room
Business Corridor

8pm to 9:30pm

Informal Conference Eve Programme (for adults living
with BBS)

Collingtree 2
Business Corridor

8pm to 9pm

Is this your first Conference? Meet other BBS parents
and the BBS UK Support Team

Brudenell Room
Business Corridor

9pm onwards

Meet wup with friends 60l d

Hotel Lobby / Bar Area

Ray Perry, Benefits Advisor, will be available all evening for one to one support and information. Please add
your name to the booking sheet on the BBS reception or speak to a member of the BBS Support Team to
arrange an appointment.

There will be an array of BBS merchandise, booklets and information available in Reception throughout the
weekend. There will also be a tombola and raffle tickets available.

Brudenell Room has been set aside as a meeting room for those needing a quiet space to reflect or talk to
others. Refreshments and BBS Information Leaflets and Newsletters are available.

Meeting Room 3 has been set aside for prayer and/or reflection



Saturday

Time

7am-9am

8:45am

8:45am-9am

9am-5pm

4:45pm-5pm

5pm

6:30pm-8pm

7:30pm

7:30pm

8pm

10pm till late

SUNDAY

7:30am to 10:30am

Activity

Breakfast

Drayton Manor Trip: assemble outside for group photo
and prompt 9:00am departure

Creche opens

Saturday Conference Programme

(see separate schedule)

Créche closes

Drayton Manor group returns to hotel

Evening meal (rolling service)

Crafts, Toys and Activities for Children/Young People

(Supervised)

Pop-u p
(unsupervised)

Family Quiz and Raffle

Nightcap / Free Social Time

Breakfast

6Ci nemabo

showi

ng

Di

S

Location

Seasons Restaurant
off Hotel Lobby

Entrance to Hotel Lobby
Spencer Room
Business Corridor

Collingtree Conference
Suite, Business Corridor

Spencer Room
Business Corridor

Hotel Lobby

Seasons Restaurant
off Hotel Lobby

Collingtree Conference
Suite, Business Corridor

Lowther Room
Business Corridor

Collingtree Conference
Suite, Business Corridor

Hotel Lobby/Bar Area

Seasons Restaurant
Off Hotel Lobby

Free time to use the facilities of the Hotel, such as the gym or the swimming pool, before your departure.
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BBS UK Annual General Meeting: Make Your Vote Count!

During Conference weekend, BBS UK holds its Annual General Meeting

which gives Trustees the opportunity to update membersontheCh ar i t y 6 s
activities, achievements and progress during the previous year. It also gives
members the opportunity to vote on who they want to represent them on the

Board of Trustees by electing the Honorary Officers and Trustees and to vote

on important resolutions which may be put forward during the meeting.

Who Can Vote at the BBS UK AGM?

Richard Zimbler, the Chairman of BBS UK will ask members to vote on
certain agenda items during the meeting and you will be asked to give your
vote by raising your hand:

Adults who have BBS are entitled to one vote;

Parents (including legal guardians, foster parents, parents by adoption) of a
child or children with BBS are entitled to up to two votes;

Speakers, professionals, representatives from other organisations or non-
member delegates are not entitled to vote.

Your vote is important to BBS UK and we hope that the information provided
to you before and during the Annual General Meeting enables you to cast
your vote on the important asopfielentces of

t

he



Saturday Conference Programme

8:30am
9:00am
9:10am
9:15am
9:45am
10:10am
10:30am
10:40am

11:00am

12:50pm
1:00pm

2:00pm
4:00pm
4:10pm
4:30pm
4:40pm

4:50pm

Registration and refreshments in lobby for day delegates

Conference opens in Collingtree

Welcome: Stefan Crocker, Vice-Chairman, BBS UK

BBS UK Annual General Meeting

Endocrinology Issues in BBS: Professor Jeremy Tomlinson

British Blind Sports: Logan Gray

Adapting and Perseverance: Christian Bolton Edenborough

Refreshments: Business Corridor/Lobby

Update on Research and Study of BBS
Introduced and Chaired by Professor Philip Beales

11.20am

11:40am

12:00pm

12:20pm

12:30pm

Gene Therapy for Bardet-Biedl Syndrome
Dr Victor Hernandez-Hernandez

Why We Need BBS Proteins to Remember
Dr Sofia Christou-Savina

The Secret to a Bigger, Better Brain!
Dr Elizabeth Forsythe

Personal Characteristics, mental health and well-being in
Bardet-Biedl Syndrome: A new research project
Dr Jane Waite

Summary and Questions

My Daughter, My Story: Nick Dowswell

Lunch in seasons Restaurant and Lobby, followed by:

Workshops: 2:10pm-2.40pm / 2.50pm:3.20pm / 3.30pm:4:00pm

Return to Collingtree

Specialist Employability Scheme: Tim Broome, RNC

Shine Like a Diamond: Aneeba Ahmed

Closing Remarks: Richard Zimbler, Chairman, BBS UK

Refreshments served in lobby

8



Workshops

(Numbers restricted in each session, first come basis)

2:10pm:2:40pm

Professor Jeremy Tomlinson
Endocrinology Issues in BBS: Informal Q & A
Brudenell Room *2:10pm-2:40pm only

Dr Helen May-Simera and Team
Extracting DNA from Fruit: Hands-on Experience
Isham Room

Reception:

SENSE
Anne Cheesbrough

Royal National College, Hereford
Tim Broome

Transition Support
Marie McGee, BCH

BBS UK

Merchandise
Fundraising Table
Friends of BBS UK
Raffle and Tombola
Events

<K<K

Phillip Warford

Renaissance Legal

Meeting Room 2

Session 1(2:10pm-2:40pm): Decision Making
Session 2(2:50pm-3:20pm): Powers of Attorney

Session 3(3:30pm-4:00pm): Wills and Trusts

2:50pm-3:20pm

3:30pm-4:00pm

Professor Philip Beales &
Professor Tim Barrett
Informal Q & A

Collingtree 1

Logan Gray: British Blind Sports
Taster sessions throughout afternoon
Collingtree 2

Dietary Workshop
Sarah Flack & Hilary McCoubrey
Watson Room

Parents Supporting Parents
Information and Support
Laura Dowswell

Claire Anstee

Dianne Hand

Lowther Room

Benefits Information and Support
Ray Perry
Meeting Room 1

Quiet Room
For Prayer and/or Quiet Reflection
Meeting Room 3



Bardet-Biedl Syndrome UK

Annual General Meeting Agenda
The Hilton Hotel, Northampton, 21st April 2018, 9.15am

Welcome
Apologies
Matters Arising

Minutes of the 2017 AGM

Previously circulated and to be approved as a true and correct record of the
previous AGM

Reports and Accounts

To receive and consider the accounts for the year ended 315t December 2017
and the reports of the Charity Trustees and Independent Examiner

Independent Examiner

To appoint Michael Bannister, of Fryza Bannister Financials Ltd as the
Independent Examiner, for the coming financial year

Resolutions
BBS UK members will be asked to vote on the following resolutions:

To authorise the trustees to dissolve the existing unincorporated charity (in
accordance with Clause 14 of the BBS UK Constitution) once the registration
of the new Charitable Incorporated Organisation (CIO) has been approved by
the Charity Commission.

To authorise the trustees to transfer the assets and liabilities of the existing
unincorporated charity to the new CIO, following approval of the new CIO.

To accept the terms and conditions detailed in the draft CIO Constitution and
to authorise the trustees to apply to the Charity Commission for registration as
a Charitable Incorporated Organisation on the basis of the draft CIO
Constitution.

To authorise the trustees to approve any further changes to the draft CIO
Constitution as may be required by the Charity Commission following
submission in order to achieve registration of the new CIO.

To allow those BBS UK trustees who are in office at the time of registration to
serve as trustees of the new Charitable Incorporated Organisation until they
are due to retire by rotation in accordance with Clause 15 of the draft CIO
Constitution.

10



1 Election of Committee
One half of the membership shall retire annually but shall be eligible for
re-election, the members so to retire being those who have been longest in
office since the last election but not reckoning ex officio members - Emma
Oates and Margarita Sweeney-Baird are therefore retiring during the AGM.

Of the current committee members,

Margarita Sweeney-Baird has decided not to stand again for re-election to
another term.

Dianne Hand has a further year to serve of her current term

Emma Oates is eligible to stand for re-election to a third term

Rachel Foley is eligible to stand for election

Christian Bolton-Edenborough is eligible to stand for election

1 Election of Honorary Officers

Of the current Officers: Richard Zimbler (Chairman), Stefan Crocker (Vice
Chairman), Laura Dowswell (Treasurer) and Abbie Geeson (Secretary) are
eligible and have agreed to stand for re-election.

1 Any Other Business

Minutes of the BBS UK Annual General Meeting
The Hilton Hotel, Northampton, 22" April 2017

1 Present
Richard Zimbler 1 Vice Chair
Laura Dowswell i Treasurer
Abbie Geeson i Secretary
Emma Oates i Fundraising Coordinator
Graham Longly - Trustee
Stefan Crocker i Trustee
Dianne Hand i Trustee
Margarita Sweeney-Baird 1 Trustee
Members of BBS UK

1 Apologies
There were no apologies received from the Board of Trustees

1 Minutes of 2016 AGM
The minutes of the last AGM held on the 23 of April 2016 of BBS UK, previously
circulated, were confirmed to be a true record of proceedings. The approval of
the minutes was proposed by Dianne Hand and seconded by Stefan Crocker.

T Chairmands Report

The Chairmandéds report was read out on behal
Zimbler by Abbie Geeson.

11



Treasurers Report

The Treasurerds report wa dreaswenfdrBBRIUK. by

Approval of the 2016 Accounts
The trustees proposed the 2016 accounts. Voting was by a show of hands and
the motion to approve was passed unanimously.

Appointment of Auditor

Trustees proposed that the charity continue to appoint Michael Bannister, of
Fryza Bannister Financials Ltd, for the coming financial year. Voting was by a
show of hands and the motion to approve was passed unanimously.

Election of Honorary Officers

Of the current officers: Richard Zimbler, Vice-Chair, was nominated and was
eligible to be elected as Chair. Stefan Crocker was nominated and was eligible to
be elected as Vice-chair. Laura Dowswell, Treasurer, was eligible and agreed to
stand for re-election. Abbie Geeson, Secretary, was eligible and agreed to stand
for re-election. Emma Oates, Fundraising Co-ordinator, was eligible and agreed
to stand for re-election. No other nominations had been received for these
positions and the Honorary officers were all duly elected unopposed.

Election of Committee

Of the current Committee members: One half of the trustees are required to retire
annually - Graham Longly and Dianne Hand therefore retired during the AGM.
Dianne Hand agreed to stand for re-election for a second period of two years.
Margarita Sweeney-Baird had a further year to run in her role. No other
nominations had been received for the committee vacancies and Dianne Hand
was duly re-elected unopposed.

Observers

BBS UK had four trustee vacancies and during 2016 received three requests
from members to observe on the committee for 12 months prior to being
nominated to stand for election in 2018. The new observers are Christian Bolton-
Edenborough, James Prendergast and Rachael Foley. With one vacancy
remaining, interested members were encouraged to speak with Abbie Geeson,
BBS UK Secretary for further information.

Any Other Business
In the absence of any further business the meeting was closed and members
were thanked for their attendance.

Creche Information

The BBS UK Conference Creche facilities are provided by The Mobile Créche
Company: www.mobilecreche.com. Parents of children/young people booked into
the creche will have been sent a link to register their child/young person and their
needs directly with the Company. If you have any questions or concerns, please
contact: Tonia Hymers on 07591 206680.

12
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The créche opens from 8.45am, please take your child/children to the Spencer
Room where The Mobile Créeche Company care team will be waiting to meet you.
Please register at Conference Reception first if you are attending on Saturday only.

Please discuss any special requirements with the care team and ensure they have
your current mobile phone number on your <c¢hi
immediately if a problem arises.

Parents are welcome to collect their child from the Créche for lunch and should
inform the team if they wish to do so. Equally, the children are welcome to remain in
the creche for the duration of the day.

The Hilton Hotel, Northampton recommends that children under the age of 12 should
not be left alone in the room.

Drayton Manor Park Trip

Angela Scudder is co-ordinating the arrangements for those going on the outing to
Drayton Manor Park. If you have any questions or concerns, please contact Angela
on 07591 206788

If you are not accompanying your child/young person on the trip or need support to
attend please ensure an information sheet has been completed and returned for your
child/young person or for yourself as appropriate. This ensures that the best possible
attention can be given to the needs of all those attending. We will do our best to
ensure that you are given the opportunity to meet your care team member/support
assistant on the Friday evening.

8.45: Meet outside the hotel lobby ready for the group photo and a prompt 9.00 am
departure.

As there are snack bars, ice-cream kiosks and gift shops at Drayton Manor Park,
parents may wish to give their child/young person some spending money. Outdoor
clothing is recommended, particularly lightweight waterproof clothing for those
intending to venture on the wet rides at Drayton Manor Park! Since the group will be
subject to the vagaries of British weather, it is advisable to take warm clothing. If we
are lucky to have a hot day, sun cream will be a necessity. Lunch and drinks will be
provided, however you are welcome to provide your own food. Ever safety-
conscious, BBS UK has booked a coach with seat belts for the journey to Drayton
Manor Park.

The coach will arrive back at the hotel at approximately 5.00pm.

13



Weekend Menus

Friday

Adults Menu:
Bread on tables

Thai Chicken Curry with Poppadums
Slow Cooked Ale Beef Bourguignon
Vegetable Filo Parcel

Vegetable Lasagne with Garlic Bread
Salmon Wellington

Served with:

Rice / New Potatoes / Seasonal Veg
Desserts

Selection of Yoghurts

Selection of Ice Cream

Mini Desserts
Cheese Platter option

Chil drenbts Menu
Pizza Margherita

Mac and Cheese

Chicken Nuggets

Fish Fingers

Jacket Potato with toppings (baked

beans/tuna/cheese)
Served with:

Garlic Bread / Wedges /Peas &
Sweetcorn

Salad Bar including
leaves/peppers/cherry

tomatoes/sweetcorn/cucumber/
croutons and dressings

Tea/Coffee/Mints served at table

Saturday Lunch

Mini Pork Pies

Selection of Terrines and Pate
Selection of Cold Meat Platter
Selection of Fish Platter
Vegetables and Crudités with Dips
Selection of Vegetable Quiches
Caesar Salad

Greek Salad

Coleslaw

Potato Salad

Mixed Leaves

Tuna Nicoise

Waldorf Salad

Five Bean Salad

Pasta Salad

Mediterranean Couscous Salad
Beetroot Salad

Chunky Raita Salad

Seasoned Potato Wedges
New Potatoes
Bread Rolls

Desserts
Selection of Mini Desserts

Tea/Coffee/Mints served at the table
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Saturday Evening Meal

Adults Menu
Bread on Tables

Roasted Topside of Beef with
Yorkshire Pudding

Roast Chicken

Vegetable Strudel

Mushroom Risotto with Garlic Bread
Fish Pie

Served with:

Roast Potatoes/New Potatoes
Seasonal Vegetables

Gravy

Desserts

Selection of Yoghurts/Ice Cream

Selection of Mini Desserts
Cheese Board Option

Childrends Menu

Tomato Pasta Bake

Sausage and Mash

Fish Fingers

Margherita Pizza

Jacket Potato with toppings (baked
beans/tuna/cheese)

Served with:

Garlic Bread / Wedges /Peas &
Sweetcorn

Salad Bar including
leaves/peppers/cherry

tomatoes/sweetcorn/cucumber/
croutons and dressings

Tea/Coffee/Mints served at the table




Speakers and Facilitators

Conference Speakers:

Professor Jeremy Tomlinson: Endocrinology Issues in BBS
Professor of Metabolic Endocrinology and Consultant Endocrinologist
University of Oxford

Professor Jeremy Tomlinson graduated from the University of Oxford
Medical School in 1995, having previously completed his undergraduate
= / degree at the University of Cambridge. He embarked upon a career in

Diabetes and Endocrinology and secured an MRC Clinical Training
Fellowship in 2000 and obtained his PhD from University of Birmingham studying steroid
metabolism and human obesity in 2003. Subsequently he obtained fellowships from the
Wellcome Trust and most recently an MRC senior clinical fellowship investigating the
pathogenesis of human obesity and insulin resistance. Professor Tomlinson is a professor
of Metabolic Endocrinology and consultant endocrinologist based in the Oxford Centre for
Diabetes, Endocrinology and Metabolism, University of Oxford (OCDEM). His research
tries to understand the causes of conditions including insulin resistance, non-alcoholic fatty
liver disease and polycystic ovary syndrome focussing in particular on the role of natural
steroid hormones and their metabolism. More recently he has begun to explore the
specific metabolic changes that occur in patients with Bardet-Biedl syndrome.

Alongside his research, Professor Tomlinson works as a consultant endocrinologist within
the Oxford Centre for Diabetes, Endocrinology and Metabolism (OCDEM) seeing patients
with a broad variety of endocrine conditions including a dedicated non-alcoholic fatty liver
clinic that he runs jointly with the liver specialists.

He has provided metabolic and endocrine input to the Bardet-Biedl clinic at the Queen
Elizabeth Hospital in Birmingham for many years, since it was first established. In
collaboration with colleagues from London, Professor Tomlinson has helped to redefine
and provide the most accurate and up-to-date description of the metabolic and endocrine
conditions that are associated with Bardet-Biedl syndrome.

Logan Gray
National Partnership Manager, British Blind Sports

Logan has Xpériengecohworkifg inghe sport sector across
a number of sports and this is allied to his experience from coaching,
volunteering, competing at international level, and sports
commentating. He joined British Blind Sports looking for new

e,L challengesandtogi ve somet hing back to spor
presentation will provide an overview of British Blind Sport services, information about the
benefits of regular sport and physical activi
well as information about upcoming events and how to find local accessible and inclusive
activities. Across the weekend Logan will be providing opportunities for delegates to try a
selection of accessible sports.

16



1 1 Christian Bolton-Edenborough: Adapting and Perseverance
. A Personal Perspective

Christian is from Potters Bar, Hertfordshire. He was diagnosed with BBS
in early 2015 whilst studying for a LLB Law degree in North Wales. He
graduated in 2015 achieving a 2:1 and then a distinction in a Law

' Master sdé Degr ee $aurredtl) studying tBehLegals t i an i
Practice Course at BPP University London and aims to become a solicitor in Family and/or
Property Law in the future. He competes in the Lawn Tennis Association Visually Impaired
Tennis UK Tennis Championships, and from October will be studying to become an LTA
Level one tennis coach. Christian will be giving his personal perspective of living with BBS
and will be talking about his achievements in sport.

Christian has also been nominated to become a Trustee. He wants to join the committee
to make a direct contribution to support those with BBS. Having been a fundraiser for the
charity over the past two years, by cycling across Holland and running the Great South
Run, his aim now is to help the charity enhance its support network, to increase the
opportunities that Bardet-Bied| adults and children can participate in. As a representative
of the Charity, Christian wants to link up with various visual impairment sports
organisations and set up relationships that will increase sporting opportunities for those
living with BBS. Since being diagnosed with BBS and being partially sighted, Christian
says he has achieved things that others did not think he could achieve and he wants to
instil that confidence in other BBS members, to help them believe that as long as they
adapt to their respective limitations, then they can achieve anything.

Professor Philip Beales: Update on Research and Study of BBS
Great Ormond Street Institute of Child Health,
Guys and St. Thomasdé6 NHS Trust

Professor Beales obtained his degrees in Genetics and Medicine from
University College London. He undertook postgraduate training in both
general medicine and paediatrics before specialising in Clinical
Genetics.

In 1999, he published the largest survey of BBS problems with the help of members of
BBS UK (then LMBBS). This culminated in the identification of a number of new features
not previously described in the medical literature and enabled Professor Beales to propose
new diagnostic criteria, with the expressed purpose of enabling an earlier diagnosis for
many more children.

In 1999, Professor Beales, with colleagues at Baylor College of Medicine in Houston

discovered the first gene (BBS6) to cause BBS. Since then, at least 21 genes are now
linked to the syndrome.
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Professor Beales is based at The Institute of Child Health/Great Ormond Street Hospital
where he heads the Cilia Disorders Laboratory. Together with collaborators from Europe
and North America, his group have made major advances in our understanding of the
causes of the syndrome. This includes the notion that abnormally functioning cilia (small
finger-like appendages on cells) lies at the heart of BBS. The challenges that lie ahead
involve understanding how dysfunctioning cilia contribute to various syndrome aspects.
These discoveries have brought closer the goal of designing treatments to prevent further
visual deterioration or weight gain.

Professor Beales has been medical advisor to Bardet-Biedl Syndrome UK since 1996, was
made President of the charity in 2005 and is a founder member of the recently formed
BBS UK Scientific Advisory Board. In 2010, he established, with the support of BBS UK,
National Multi-disciplinary Clinics, with a comprehensive genetic testing platform for all
persons with BBS in England and Scotland.

M Dr Victor Hernandez: Gene Therapy for Bardet-Biedl Syndrome
. Senior Research Associate, Institute of Child Health, UCL

Dr Victor Hernandez MSc PhD FHEA is a Senior Research
Associate at the Great Ormond Street Institute of Child Health at
. UCL. He finished his PhD in Barcelona University and came to the
- UK to start his research in Profess
= Lab in 2008. During his postdoctoral years he focused on the
molecular mechanisms involved in Bardet-Biedl Syndrome (BBS).
He developed and described new BBS mouse and zebrafish models, establishing the link
between BBS genes and cytoskeletal function and collaborated with international partners
in the discovery of new genes linked to ciliary function.

Recently, Dr Hernandez opened a completely new gene therapy project to treat BBS. The
preliminary data obtained has been sufficient to secure funding from Fight for Sight and
Apollo Therapeutics to further investigate this treatment potential. This support has
allowed him to start a research group with the only focus the expanding gene therapy
research for BBS. The group is now developing different strategies to tackle retinal
degeneration, brain derived symptoms and a complete multi-organ approach to target all
affected organs in collaboration with national and international researchers.

Dr Hernandez will present an update of the results obtained so far, the projects under
development and the future of gene therapy for BBS.

Dr Sofia Christou-Savina: Why We Need BBS Proteins to Remember
Senior Research Associate, Great Ormond Street Institute of Child Health

In the last decade the researchers working on how we learn and remember discovered
that the structures on the neurons called dendritic spines are vital for learning and
memories. Dr Sofia Christou-Savina is going to talk about her new discovery that BBS
proteins, in addition to their role in primary cilia, are crucial for the formation,
maintenance and survival of dendritic spines in neurons.
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Dr Elizabeth Forsythe: The Secret to a Bigger, Better Brain
MRC Clinical Research Fellow (Clinical Genetics)
UCL, Great Ormond Street Institute of Child Health

Dr Elizabeth Forsythe is a Medical Research Council fellow and
clinical genetics registrar based at the UCL Great Ormond Street
Institute of Child Health. She has a background in paediatrics and is
a member of the Royal College of Paediatrics and Child Health.

Dr Forsythe has been working in the London BBS clinics since they
started in 2010, is completing a PhD in the Beales Cilia Disorders
Laboratory and is a board member of the Ciliopathy Alliance.

Outside interests include scooting, running, skiing and baking (all enthusiastically with
variable success).

Dr Jane Waite

Personal characteristics, mental health and well-being in BBS:
A new research project

Lecturer in Psychology, Aston University, Birmingham

Dr Jane Waite is a Lecturer in Psychology at Aston University and a
Clinical Psychologist. Jane completed her PhD at the University of

= W Birmingham, which focused on the behavioural and cognitive
phenotype of Rubinstein-Taybi syndrome. Following her PhD, she continued her research
into behaviour and cognition in rare genetic syndromes including Williams, Kleefstra, Lowe
and Bardet-Biedl Syndromes.

Dr Waitebdbs current research focuses on unders

difficulties, and improving the identification of these difficulties, in people with intellectual
disabilities, rare genetic syndromes and autism spectrum disorder. She is currently
developing clinical assessment tools for use within the NHS. Dr Waite has also worked
extensively on online resources (Further Inform Neurogenetic Disorders (FIND);
www.findresources.co.uk) with the aim of improving knowledge exchange between
families and professionals.

At | ast yeard6s conference, researchers from

University asked people with BBS and their families about their research priorities in the

areas of emotion, behaviour and cognition.

introduce the research team to any families who did not have contact with the team last
year, provide feedback on the research priorities that were described, and introduce a two
stage study that has subsequently been funded to examine personal characteristics,
mental health and well-being in people with Bardet-Biedl syndrome.
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Nick Dowswell: My Daughter, My Story
A Personal Perspective

Nick has been attending conference for around 8 years. He is

married to Laura and they have two children, Maria and Greg.

Maria is also attending this year. Nick s a y salway$ lbok forward to
conference weekend, however | will be a little nervous this year as

| 6dmi ng my personal perspectiveod.

Tim Broome: Specialist Employability Scheme
Student Recruitment Manager, Royal National College for the Blind

Tim Broome, Student Recruitment Manager will be present at the
conference to talk about the education opportunities available at the
Royal National College for the Blind (RNC), a specialist residential
college of further education. Students who attend the college are

> b aged over 16 and are blind or partially sighted. They can study a
wide range of quallflcatlons at RNC, from academic subjects such as English, maths and
psychology to more vocational topics such as sports, massage and performing arts.
Alongside regular further education subjects and vocational training, the College provides
training in mobility, independent living skills and ICT to ensure independent learning and
personal development.

Aneeba Ahmed: Shine Like a Diamond
Personal Perspective

Aneeba lives in Erdington in Birmingham. Aneeba is going to talk

about living with BBS. In her spare time she likes to sing, listen to

music (One Direction or Little Mix), listen to talking books (JK Rowling

or Jacquelyn Wilson), going out for power walks or going on her

treadmill. She also likes socialising with family and friends. Aneeba
attended Queen Alex ander Col |l ege i n Birmingham in 2010
for |ifed and then BTEC Level 1 1 T.

Aneeba used to volunteer with RNIB with the f
something back to BBS UK and have written up a few articles for the newsletters, helped

out for Rare Disease Day and Jeans for Genes day and volunteered for Sight Village. | did

attend the BBS adult social activity event and the BBS UK Conference in 2014 and my

sister Hena and | thought it was fantastic, as BBS havebec ome | i ke anot her f
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Workshop Facilitators:

Dr Helen May-Simera: Extracting DNA from Fruit
Johannes Gutenberg University Mainz

Dr Helen May-Simera was born in Great Britain in 1981 and studied
el | biochemistry at the University of Bath. Afterc omp |l et i ng her
.~ degree in 2003 she was a doctoral student at University College
London, where she obtained her doctorate in 2008. She then moved to
the USA to conduct research as a postdoc at the National Institute of
Health in Bethesda, initially at the National Institute on Deafness and Communication
Disorders, and then later at the National Eye Institute. In 2014 she was awarded the
prestigious Sofia Kovalevskaja award, allowing her to continue her research at the
University of Mainz, Germany as a young group leader. This year she is attending the
conference with several members of her research team (Viola, Sandra, Lena, Ann-Kathrin
and Tommy) who all work in the laboratory and try to understand what causes BBS so that
researchers can start trying to fix the symptoms.

Dr May-Simera and her team are running workshops
across the weekend allowing delegates to experience
DNA extraction. Scientists study DNA for several
reasons including to understand how its instructions
help our bodies function normally. We thought it would
be fun for delegates to experience the science behind
the research by isolating DNA from a variety of
different fruits and vegetables in a simple experiment
using common household materials!

Claire Anstee
New Families Meeting and Parents Supporting Parents

Claire has been married to Jason for 18 years and they have three
children, James (20), Emmy (15) and Holly (12); they live in a
village in Northamptonshire. Claire enjoys reading, writing,
swimming, yoga and tap dancing.

After contacting BBS UK when their daughter Emmy was
diagnosed, the family felt the charity were such a huge support to them that they wanted
to give something back. They have since organised fundraising events and Claire
volunteers as the New Families Contact. Claire also helps to welcome new families each
year at Conference, she says, 0l am very
wel coming new ones too. 0
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