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29.09.2022. Conference RNTD - R2T

09:00 - 12:00 Satellite CME seminar: Rare neurotransmitter diseases, our
experience (in Serbian)
Conference room ,Forum”

09:00 - 11:00 Satelite meeting: Guideline on AADC deficiency (invitations only)
Conference room ,Beograd”

12:00 - 12:45 Online participants:
Virtual platform networking / evaluation

12:00 - 12:45 Onsite participants: Lunch

WELCOME NOTE & OPENING
12:45 -13:00 RNTD - R2T
Conference room ,Atrium”

Ivana Badnjarevié
Galina Stevanovi¢
Thomas Opladen

Chairs:
Jasna Janci¢
Ivo Barié

The road travelled: Clinical and basic research on

neurotransmitter disorders

It is all about communication:
13:00 - 13:30 Neurotransmitter and their
significance in neuronal circuits

Angeles Garcia
Cazorla

Introductory talk about the global

LBl B family of neurotransmitter disorders e
The symptomatology of . .
14:00 - 14:30 neurotransmitter disorders from the SSL:CI‘EF
adult neurologist perspective
Coffee Break
§har|ng knowledge: Introduf:l_n_g enies @it
iINTD and update recent activities
15:00 - 15:30 .
Expanding iNTD to underrepresented .
- . Kathrin Jeltsch
countries - practical aspects
15:30 — 16:00 Deep phenotyping and natural history  Oya Kuseyri

studies: The iINTD patient registry Hibschmann

16:00 - 30 | The road travelled: Q&A, Panel discussion

The needle in the haystack: Current developments

Chairs:
Ivana Kavecan
Adrijan Saraijlija

in diagnostic methods for rare neurotransmitter
disorders

One method for all?

Hesl= A Targeted biomarker detection in CSF

Marcel Verbeek

The value of peripheral markers for
17:00 — 17:30 the detection of central diseases and
newborn screening opportunities

17:30 - 18:00 | The needle in the haystack: Q&A, Panel discussion

18:00 - 18:15 Closing remarks Day 1
19:00 Networking Dinner @Hotel M restaurant

Heiko Brennenstuhl

Thomas Opladen

30.09.2022. Conference RNTD - R2T

Digging deep in basic research: Bioinformatics,

biochemistry and lessons from disease models

Genetic alterations reflect into a

LIS ALY functional problem

In silico and in vitro: prediction
09:00 - 09:30 and molecular phenotype rationale
support therapeutic intervention

Ex-vivo and heterologous cells:
09:30 - 10:00 Models for functional investigations
and precision therapy

Chairs:
Nenad Blau
Maija Stojilikovi¢

Snezana Maljevié

Mariarita Bertoldi

Ritva Tikkanen

10:00 - 10:30 | Digging deep in basic research: Q&A, Panel discussion

Coffee Break

On new roads: Animal models and patient-

derived disease modelling

From classic cell cultures to mouse

L=l models: promises and challenges ahead

Mouse models for neurotransmitter

11:30 - 12:00 disorders

iPSCs-based models - principles and

UZH= 1Py potential for precision therapy

12:30 - 13:00 | On new roads: Q&A, Panel discussion

Lunch Break

Combining efforts: Meet the expert Forum

Parallel meeting points with clinicians, scientists, parents,

14:00 - 15:00
young researchers

Young researchers session

Occurence of prolactinoma in

LEele = et neurotransmitter disorders

Precision therapies development: from

LAYl molecules to neurons towards patients

Glycine encephalopathy: Czech
Republic cohort

Molecular bases of AADC deficiency:
16:00 - 16:15 what’s hidden behind the asymmetry
of an homodimeric enzyme

15:45 - 16:00

Exploring new therapeutic options for

el = oat Tyrosine hydroxylase deficiency (THD)

Dopamine Transporter Deficiency

LS LR Syndrome (DTDS)

Chairs:
Aleksandra Rasi¢
Goran Cuturilo

Henry Lee

Beat Thény

Sabine Jung
Klawitter

Chairs:
Serap Sivri
Heiko Brennenstuhl

Yilmaz Yildiz

Giada Rossignoli

Jan Kulhének

Giovanni Bisello

Alba Tristan
Noguero

Giorgia Targa

16:45 - 17:00 | Q&A, Closing remarks

17:30 Sightseeing and dinner (tickets available)

01.10.2022. Conference RNTD - R2T

Transforming research to treatment

Taking the challenge: Enzyme
08:00 - 08:30 replacement therapy for a
mitochondrial disease

The gut — brain axis: The influence of

= the gut microbiome

Gene Therapy — experiences from
two different approaches

09:00 - 09:30 Long — term efficacy and safety

of interputaminal gene therapy in
patients with AADC deficiency

Gene Therapy — experiences from
two different approaches

Midbrain gene therapy for AADC
deficiency

09:30 - 10:00

Chairs:
Dragoslav Sokié¢
Thomas Opladen

Miroslava
Didiasova

Trevor Kirby

Paul Hwu

Toni Pearson

10:00 - 10:30 | Transforming research to treatment: Q&A, Panel discussion

Coffee Break

Patient empowerment: patient reported outcome

measures (PROMS)

Chairs:
Stefan Zivkovié

The voice of patients: registry inclusion &

UL =TS research support

Gaps: Workshop with 3 roundtables,
Q&A rapporteurs, online questionary
- Peer exchange: how PAOs learn
from each other

11:10 - 12:40 - Patient+Scientist=Therapy:
collaborative approaches
- Beyond physical registries,
matching patients, clinicians &

scientists
Break
13:00 - 13:15 Fresentation of the results fo the
plenum: Outcomes and action plans
13:15 - 13:30 Evaluation procedure,

Wrap-up and Closing

Lunch & Farewell

Francisco Penarrubia

Claudio Cinquemani
Carolyn Hoffman

CureRare

Claudio
Cinquemani
Jidnyasa Gujar

Claudio
Cinquemani

Thomas Opladen
Galina Stevanovié
Ivana Badnjarevié



