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Networking and Assembly of Working Groups (WGs)
Background Information

We are keen to make the AT Clinical Research Conference more than just a forum for data
dissemination. To help achieve a legacy to the meeting, we are aiming to assemble 6
working groups (WGs) to take forward areas that we consider could benefit from networking
beyond the meeting itself.

To achieve this, we have allocated two sessions to allow for the assembly of the WGs
(Wednesday 19.00-20.00 and Thursday 18.00-19.00) — with 30 minutes allocated to most
WGs (one has an hour allocated). Unfortunately, due to time constraints they overlap. If you
wish to be involved in more than one WG, that is fine, but make sure the Chair of the WG
has your name on their list. There is no compulsion to be involved in any WG. Please only
join if you have the intention of joining subsequent online meetings.

Note that these WG sessions are distinct from the poster sessions and hence distinct from
individual networking or collaborative work.

The WGs we have proposed are listed below. We have also provided some topics that might
be covered in future meetings of the WGs, which are open to amendment, and have
identified some people who are willing to participate in the WGs, as Chairs or co-Chairs.

The goal on Wednesday and Thursday is to assemble the names of people who wish to be
involved in any WG going forward, and potentially to discuss topics that could be included in
the future meetings. The WGs will be followed up subsequently by Chairs/co-Chairs to
arrange the online discussions. There will NOT be time to discuss the issues in detail at the
clinical conference, so the focus at the conference is to assemble names of interested people
and discuss how to progress (when to have calls, topics to be covered etc.).

The success of these entirely depends on YOU, the participants, and especially on the
Chairs/co-Chairs. Please try to encourage interaction and progression after the meeting.

List of Proposed Working Groups

1. Clinical Trial Readiness
Time: Wednesday 19.00-20.00
Location: Room 17

NB: Prof David Coman, Prof Martin Lavin and Prof Rob Dineen have obtained some funding to
promote this WG. Since this will be a popular WG, we have allocated a 1 hr session. For further
details about this funding, please see the end of this document.

Chairs: Martin Lavin (University of Queensland) and David Coman (Queensland Children’s
Hospital)

Co-Chairs: Nienke Van Os (Radboud University Medical Centre); Hilde Nilsen (University of
Oslo)
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Potential Topics

Combinatorial trials

Management of a limited number of patients

How to help hospitals set up trials and participate — what is needed etc

How to help people in countries without societies — and/or help trials reach out to patients
in these countries

How to get FDA, EU and UK legislators co-ordinating

Progressing clinical management tools

Attracting joint funding to progress clinical trial readiness

Newborn Screening (NBS) and Early Diagnosis
Time: Wednesday 19.00-19.30
Location: Room 8

Chairs: Xiao Peng (Children’s Hospital at Montefiore) and Mirjam Van Der Berg (Leiden
University Medical Centre)

Co-Chairs: Emily Petley (University of Nottingham) and Maartje Blom (Leiden University
Medical Centre)

Potential Topics

How to optimally support parents of asymptomatic children: immunology, psychological
support

Can we ensure that early diagnosis is maintained (i.e. no change to current threshold for
TREC screening) — to help prevent families having 2 affected children

What can researchers/clinicians learn from asymptomatic children — how to coordinate
Assessing whether the mutations identified might be amenable to ASO or other treatment,
i.e. for early treatment

Directory of names who can provide support

Improving Clinical Management
Time: Wednesday 19.30-20.00
Location: Room 8

Chairs: Anna Wilsdon (Nottingham City Hospital & AT Paediatric Clinic) and Nick Oscroft
(Royal Papworth Hospital & AT Adult Clinic) and Natalie Elkheir (BrAshA-T)
Co-Chairs: Susie Norbury (AT Society); and member of Global Alliance

Potential Topics

What additional clinical expertise is required at AT clinics (in addition to neurology)

Writing clinical guidance documents

Establishing AT clinical centres in different countries

Establishing AT societies and support networks in different countries and interface with the
Global Alliance

Interfacing with the two WGs on cancer management and psychological support
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Psychological Support
Time: Thursday 18.00-18.30
Location: Room 8

Chairs: Anne Murray (AT Society) and Jane Flint (AT Society/Nottingham University Hospital)
Co-Chairs: Jennifer Thornton (A-T Children’s Project) and Natalie Elkheir (BrAshA-T)

Potential Topics

Generate a network of psychologists with expertise in AT or rare disorders
Support other societies/clinics to set up mental health services

Interface of support for early diagnosis and/or clinical trials WGs

Cancer Management
Time: Thursday 18:30-19.00
Location: Room 17

Chairs: Sarah Elitzur (St. Jude Children's Research Hospital)
Co-Chair: Ramsay Bowden

Potential Topics

Sharing experience and expertise in treating cancers in AT to optimise cancer care
Enhancing connections between paediatric oncologists

Optimising diagnosis of cancers in AT and carriers

(e.g. guidance for surveillance of cancers in AT and carriers, such as use of X-rays)
Cancer in carriers

Related Disorders (AOA1 etc.)
Time: Thursday 18.30-19.00
Location: Room 8

Chairs: Clare Bolton and May Yung Tiet
Also involved: Jennifer Millian (Insmed)
Interested but not at the meeting: Martin Paucar Arce

Potential Topics

What rare disease should be considered? ATLD (Mrel1), NBS (not progressive ataxia),
AOA1 (aprataxin), AOA2 (senataxin) and AOA4 (Pnkp)

Establishing a clinical interface of neurologists with experience to promote questions
such as what is the disease progression, what other features are present, how does the
disorder overlap with but be distinct from AT?

Helping AT clinics gain care for these patients and sharing knowledge

How to progress clinical trials of such patients

Is there a need to establish a data base of patients?
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Details of Funding Obtained for Clinical Trials Readiness

Funding Body: Academy of Medical Sciences Networking Grants

Awardees: Prof David Coman (with Prof Martin Lavin and Prof Rob Dineen)

Title: Ataxia Telangiectasia: International Clinical Trial Readiness for Phase 3 Trials Correcting

Lay Summary

AT is a rare genetic condition with an incidence of approximately 3 in one million births.
Patients with AT are wheelchair-bound by the end of the first decade and life expectancy is
~25years, with neurodegenerative cerebellar ataxia, lung disease from immune deficiency,
and cancer, accounting for a high mortality and disease burden. Recent focus has been on
the role of mitochondria in terms of creating symptoms in AT patients, and as a potential
treatment target. Mitochondria are energy packets inside human cells that are essential for
human life. Australian investigators have published detailed causes of mitochondrial
dysfunction in AT cells, that are corrected with supplementation of a compound called
triheptanoin (C7) which is an oil used to treat genetic disorders of fat metabolism. This group
has also completed a successful clinical trial for the use of C7 in AT patients, with statistically
significant and clinically significant improvements across the clinical trial assessment
outcomes. Dutch colleagues have completed a successful trial of nicotinamide riboside (NR)
supplementation in AT patients. NR serves to improve mitochondrial function via different
mechanisms to C7. The Australian group have demonstrated that combining C7 and NR
improved AT cell function in the laboratory. The AT international community is highly
collegial and supported by patient run support groups. The community would like to explore
testing the combination of C7 and NR in a multi-national phase 3 clinical trial. This
networking grant will assist greatly in the preliminary planning and organisation for the trial.

Network Objectives

1. Invitation for network participation (Q1_2025, Objectives 1 and 2). Expressions-of-
interest call with the AT researcher community through the A-T Global Alliance and
member organisations. We will contact co-authors of observational / interventional
studies and researchers studying treatment models in AT, specifically aiming to
identify potential network members worldwide including low- and middle-income
countries and serving diverse populations.

2. Virtual network meeting (Q2_2025, Objectives 3 and 4). Hold an online network
meeting to review current trials landscape in AT, identify candidate interventions that
are approaching phase 2 and 3 trials and review model-based testing of combination
therapies. Discuss governance and barriers for international trial delivery. The main
outcome of the meeting will be the establishment of small working groups of
network members to perform focussed rapid reviews on specific areas to report back
to the network in the hybrid face-to-face / virtual meeting.

3. Face-to-face network meeting (Q2-Q4 2025, Objective 5). A face-to-face network
meeting will be held at the AT Clinical Research Conference in Loughborough UK,
June 2024, attended by AT researchers and AT families. Working groups will report on
the focussed rapid review findings and use these to draft a strategy document



