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Transition

W) une

Movement
Disorders

CLINICAL PRACTICE

Transitional Care for Young People with
Movement Disorders: Consensus-Based
Recommendations from the MDS Task
Force on Pediatrics

Tamara Pringsheim, MD,"* () Amit Batla, MD, FRCP,? () Ali Shalash, MD, PhD,? Jitendra Kumar Sahu, DM,* Carlos Cosentino, MD,*

Darius Ebrahimi-Fakhari, MD, PhD.f () Jennifer Friedman, MD,” Jean-Fierre Lin, MBChB, PhD,? Jonathan Mink, MD, PhD,®

Alexander Munchau, MD,™® () Daniela Munoz, MD," Nardo Nardocci, MD,”? Belen Perez-Duefias, MD, PhD,'? (") Zomer Sardar, MBBS, FCPS,™
Chahnez Triki, MD," () Hilla Ben-Pazi, MD,"® (" Laura Silveira-Moriyama, MD, PhD,” () Monica Troncoso-Schifferli, MD,”"

Kyoko Hoshino, MD,”® ) Russell C. Dale, MD, PhD,” Victor S.C. Fung, PhD, FRACP,?° (") Manju A. Kurian, MBBChir, PhD?' ') and
Emmanuel Roze, MD, PhD??

e Zusammensetzung des interdisziplinaren Team
e Zeitliche Planung
* Therapie- / Versorgungsziele

e Administration und Wissenschaftliche Aspekte
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Glutaracidurie Typ 1

Received: 19 July 2022 Revised: 28 September 2022 Accepted: 30 September 2022

DOL 10.1002/jimd.12566

ORIGINAL ARTICLE

Recommendations for diagnosing and managing
individuals with glutaric aciduria type 1: Third revision
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TABLE 1 Summary of all 24 recommendations

stic work-up, development of treatment plans,

Diagnostisches
ted individuals and their families should take place in a

Vorgehen
inherited metabolic diseases. Affected individuals
diagnosed elsewhere should be transferred to such centres without delay.

2 Positive (abnormal ) NBES results and/or suggestive clinical, biochemical and/or neuroradiological signs
should be confirmed by diagnostic work-up, including quantitative analysis of GA and 3-OH-GA in
urine and/or blood, and, if abnormal, molecular genetic analysis of GCDH gene and/or GCDH
enzyme analysis in leukocytes or fibroblasts (Figure 1).

3 In children with SDH/hygroma (fluid collections) in combination with further chamcteristic
neuroradiologic signs (frontotemporal hypoplasia with widening of anterior temporal CSF spaces
and the Sylvian fissure, Table 52, targeted diagnostic work-up (using the algorithm in Figure 1)is
strongly recommended.

4 In children with a positive (abnormal) NBS result, but negative (normal) confirmatory diagnostic

work-up, the mother may be informed about the possible condition of a maternal GA1 which can be

Erhaltung der
Stoffwechsellage _
p to the age of 6 years. To ensure sufficient

ation of lysine-free, tryptophan-reduced and arginine-enriched
amino acid mixtures is strongly recommended.

and regularly evaluated by an
in managing inherited metabolic diseases.

7 After age 6 years, dietary treatment should follow an age-adapted, protein-controlled protocol which is
based on safe levels for protein intake and avoids excessive intake of food with high lysine content.
Dietary transition should be accompanied by regular dietary advice.

] Since there is no evidence for dinical benefit of the use of arginine as a single amino acid for
maintenance or emergency treatment in addition to arginine intake via natural food and AAM, an
additional arginine supplementation is not recommended.

9 Carnitine should be supplemented lifelong aiming to maintain the concentration of free carnitine in

ge.

Notfallmanagement o —
ent immediately and to perform it aggressively in

any case of febnle illness, or alarming symptoms as well as during perioperative management within
the vulnerable period for striatal injury (up to age 6 years).

11  Emergency treatment after age 6 years can be administered during episodes of severe illness or
perioperative management in analogy to the age group 0-6 years with individual adaptation of

ic epileptic seizures) or

saclose cooperation with metabalic specialists.

ated according to national recommendations.

I Krankheitsaufkldrung I _

treatment and prognosis as well as socio-legal advice and evaluation of quality of life should be
regularly provided by an interdisciplinary team including experts in metabolic medicine, nutritional

and their families on disease course,

therapy, physiotherapy, socdial-advice and psychology.

16.11.2023 GNP Dortmund 2023

Level of
recommendation™

Strong recommendation
for (A)

Strong recommendation
for (A)

Strong recommendation
for (A)

Recommendation for
research (0)

Strong recommendation
for (A)

Strong recommendation
for (A)

Recommendation for
(B)

Recommendation for
research (0)

Recommendation for
(B)

Strong recommendation
for (A)

Recommendation for

research (0)

Strong recommendation
for(A)

Recommendation for

(B)

Recommendation for

(B)

BOYETAL

il

Klinische Uberwachung

itared by regular follow-up
investigations and intensified in case of symptom progress or non-adherence to treatment
recommendations. For recommended endpoints of clinical monitoring see recommendations #17-20,
23, 24 and Table 6.

Analysis of urinary concentrations of GA and 3-OH-GA should not be used for monitoring or adaption
of treatment.

Concentrations of plasma amino acids should be regularly quantified in patients with low lysine diet
(3-4 h postprandially) and be maintained within the age-specific normal range (Table 5).

Concentration of free carnitine in plasma or dried blood spots should be monitored regularly in all
individuals with GA1. Trough level concentration of free carnitine (at least 12 h after last
administration) should be maintained within the reference range.

Renal function should be assessed yearly starting from age 6 years (Table 7).

Patients should be admitted to a hospital and closely monitored for at least 24 h even after minimal or
mild head trauma within the first 3 years of life due to the increased risk for developing SDH.

Neuroradiological examination should be performed in all age groups if neurological symptoms occur
or deteriorate significantly.

Routine MRI investigations for detection and/or monitoring of extrastratal abnormalities
(subependymal noduli, white matter abnormalities) can be started from age 10 years and repeated
depending on results, for example, every 2-5 years).

Intelligence/developmental quotient, motor functions and language should be evaluated regularly to
detect specific deficits and allow start of supportive treatment. For severely affected patients adjusted

6).

Transition

“Level of recommendation according to!

- - ding on local health care structures, transition (interdisciplinary
paediatric-internal consultation) followed by transfer to adult medicine should be broached and
organised as a structured and standardised procedure.

6566

 siem MY | LEyJ;“

Strong recommendation

for (A)

Recommendation for
(B)

Strong recommendation
for (A)

Recommendation for
(B)

Recommendation for
(B)
Recommendation for
(B)
Recommendation for
(B)
Recommendation for
research (0)

Recommendation for

(B)

Recommendation for

(B)
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AAV2-Gentherapie bei AADC-Mangel

Received: 26 April 2023 | Revised: 20 June 2023 | Accepted: 3 July 2023 Eladocagene exuparvovec (Upstazta®)

recombinant adeno-associated serotype 2 vector (rAAV2-hAADC)

DO 10.1002/jimd.12649

ORIGINAL ARTICLE ITR ITR

B—m Human DDC cDNA  gPoly A

Gene therapy for aromatic L-amino acid decarboxylase | |

deficiency: Requirements for safe application \’.Esg
rAAV2-hAADC

and knowledge-generating follow-up
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‘ “ ‘ w medium spiny neuron
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e Gentherapie mit Eladocagene exuparvovec EMA zugelassen A N\

* International Working Group on Neurotransmitter Related

D | SO rd e rS ( | N T D) Neurosurgery Gene replacement therapy

» MRT-guided » Receptor-mediated uptake of AAV2- virus

e Standardisierte Empfehlungen zur Vorbereitung, Behandlung

und Follow-up der Patienten
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» bilateral injection into .pulamen !
@ substantia nigra

by endocytosis

» Prevailing of the human DDC gene as an
extrachromosomal episome

» Increase of AADC enzyme activity

» Increased availability of dopamine / serotonin
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Table 2 Top 10 Research Themes for DCP

Theme Uncertainties Rank Score (%) Source
1. Develop new treatments for Can we find more effective medications for dystonia with fewer side 1 69.68 Community
individuals with DCP effects and longer therapeutic effects than currently available member
treatments?
How can we better improve function and outcomes for those with 5 64.04 Clinician

dystonia as part of their CP?

Institution: DEUTSCHE ZENTR, Can stem cell treatment improve outcomes for dystonic CP? 26 50.68 Community
® Subscribe My Alerts Lo, member
jlhelo=twicelyjieadiand highly cited 2. Assess rehabilitation, What are the nonmedical interventions that can help reduce dystonia? 2 66.46 Communit
) ) P y: y
peer-reviewed neurology journal %Mm psychological, and environmental member
NE approaches to manage dystonia
3. Compare effectiveness of What are the most effective treatments for dystonia induding 3 64.44 Researcher
Home Latest Articles CurrentIssue PastIssues Neurology Video Journal Club Residents & Fellows pharmacologic and surgical pharmacologic, surgical, and nonpharmacelogic therapies?
treatments for dystonia (including
evaluation of side effects, a person’s What are the long-term health effects and outcomes of treatments 4 64.06 Clinician
Il function, and effect d for dystonia (induding intrathecal bacloft d DBS?
August 09, 2022; 99 (6)  CONTEMPORARY ISSUES IN PRACTICE, EDUCATION, & RESEARCH individualized goalsy used for dystonia (induding intrathecal badlofen) an
Do first-line dystonia medications interfere with learning and 8 58.33 Community
o .
Top 10 Research Themes for Dystonia in Cerebral Palsy cognitve performance? member
ACommumty—Dnven Rm:chAgenda What is the most effective way to use rehabilitation strategies as an 16 5477 Clinician

adjunct for medical or surgical treatments?

Laura A. Gilbert, Darcy L. Fehlings, @ Paul Gross, Michael C. Kruer, Wendy Kwan, Jonathan W. Mink, Michele Shusterman, @ Bhooma R. Aravamuthan, Is DBS or ITB more effective in treating DCP? 19 52.97 Clinician
and the Cerebral Palsy Research Network Dystonia Study Group

What s the role of medical marijuana and cannabidiol in patients 21 5213 Clinician
with dystonia?

What are the adverse effects of medications and how do we assess 25 51.33 Clinician
for these in patients who are unable to effectively communicate?

4. Improve the clinical consistency  Can a dystonia severity scale be made to be reliable for DCP and 6 60.35 Community
of dystonia diagnosis and severity feasible to implement in clinic? member
assessments
How can we increase the consistency of care from clinicians seeing 12 56.14 Community
children with DCP? member
Why is dystonia inconsistently diagnosed across providers? 22 51.91 Clinician
5. Assess the effect of mixed tone In patients with mixed spasticity and dystonia, can we determine 7 58.50 Community
(spasticity and dystonia) in CP in the treatable elements of spasticity and dystonia that lead to hip member
outcomes and approaches and spine deformities?
6. Assess predictors of treatment Does dystonia etiology or severity play a role in treatment efficacy? 9 57.88 Community
responsiveness (e.g. etiology, member
severity, earlier detection) in
individuals with DCP Does earlier detection and intervention in dystonia lead to improved 10 57.11 Community
outcomes? member
How does dystonia of varying severity affect recovery from 29 50.14 Community
surgical or medical interventions? member
7. Identify what causes DCP (the What s the pathophysiologic mechanism of DCP? 13 56.09 Researcher
pathophysiologic mechanism)
Is dystonia related to unorganized motor patterns driven by plasticity? 27 50.26 Clinician
What percentage of patients with dystonic CP have an underlying 28 50.22 Researcher
genetic etiology?
8. Characterize the natural history ~ What s the natural history of patients with nonprogressive dystonia? 14 56.02 Community
of DCP member
9. Determine the best treatments ~ What are the best treatments for pain secondary to dystonia? 15 55.28 Clinician

for pain due to dystonia in CP

10. Increase awareness of DCP Is there a need for a unified dystonia guide for parents and medical 23 51.51 Community

among families professionals? (e.g., the CP Toolkit) member
What education can we provide to physicians and families to improve 24 51.50 Community
the awareness and diagnosis of dystonia? member

Abbreviations: CP = cerebral palsy; DBS = deep brain stimulation; DCP = dystonia in CP; ITB = intrathecal baclofen.
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Table 2 Top 10 Research Themes for DCP
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Funktionelle Tic-Stérung

european journal of neurology @ean

the official journal of the european academy of neurology

ORIGINAL ARTICLE @ Full Access

European Society for the Study of Tourette Syndrome 2022
criteria for clinical diagnosis of functional tic-like behaviours:
International consensus from experts in tic disorders

Tamara Pringsheim g4, Christos Ganos, Christelle Nilles, Andrea E. Cavanna, Donald L. Gilbert,
Erica Greenberg, Andreas Hartmann, Tammy Hedderly, Isobel Heyman, Holan Liang ... See all authors v

First published: 01 January 2023 | https://doi.org/10.1111/ene.15672 | Citations: 8

Major criteria

Age at onset

=d Rapid evolution of symptoms

Phenomenology

11 16.11.2023 GNP Dortmund 2023

Hintergrund:

* Deutlicher Anstieg funkt. Tic-Storungen 2020

e 24 Experten, web-basierte Delphi-Survey

* 2 Major + 1 Minor Criteria: V.a. funkt.Tic-Stérung

Alle 3 Major Criteria: Diagnose funkt. Tic-Stérung

Minor criteria

Comorbidity profile

Other functional neurological symptoms

or somatic symptom disorders
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Hyperkinetische Bewegungsstérungen

& Studiendesign:
* Retrospektive Datenanalyse

Official Journal of the International "<
Parkinson and Movement Disorder Society

Research Article & Open Access &9 (® *  Multizentrisch
The Genetic Landscape of Complex Childhood-Onset « 140 Pat. mit komplex. Bewegungsstérung
Hyperkinetic Movement Disorders * mittl. Alter bei Erfassung 13,3 Jahre (0,5-68)

Belén Pérez-Duefias MD, PhD %, Kathleen Gorman MD, Anna Marcé-Grau PhD,
Juan D. Ortigoza-Escobar MD, PhD, Alfons Macaya MD, PhD, Federica R. Danti MD ... See all authors v

TABLE 2 Prevalence of differerff movement phenotype:

in complex genetic hyperkinetic movement disorders

Ayoclonus Tremor Parkinsonism Ataxia Stereotypies

ADCYS5

ATP143 ADEYS, DDC, DHPR,

GCH1, KMT2B, PTPS,

FOXG1
GNAO1

"

PDE10A

SLC2A1

Neurotransmitter defects
DDC

DHPR [ ovsTonia (n=125)

[ cHore (n=s0)
[ mvocLonus (n=s5)
[ Parkinsonism (n=29)
[ tremor (n=23)

[ stereotyries (n=14)

GCH
PTPS

SLCé6A3

SPR
TH
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Hyperkinetische Bewegungsstérungen - GNAO1

Movement disorders

Original research

Genotype—phenotype correlation and treatment
effects in young patients with GNAOT-
associated disorders

Moritz Thiel @ ," Daniel Bamborschke,2 Wibke G. Janzarik,? Birgit Assmann,*
Simone Zittel © ° Steffi Patzer® Andrea Auhuber,” Joachim Opp © . Eva Matzker”
Andrea Bevot,’ Juergen Seeger ©," Andreas van Baalen,"? Burkhard Stive,

Knut Brockmann, " Sebahattin C|rak > Anne Koy'®
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——
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\
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# Thr329Argfs*45
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Y
7234+ |G >T  Asn242Thr Glu2déLys Asn256*

GluzdBAsn Arg2§oHis Cys215Tyr #Val26Argfs'8  Glu23TLys

Movement disorder phenotype

Official Journal of the International <%
Parkinson and Movement Disorder Society

Brief Report & Open Access @) (D
Highlighting the Dystonic Phenotype Related to GNAO1

Thomas Wirth MD g%, Giacomo Garone MD, Manju A. Kurian PhD, Amélie Piton PhD, Francisca Millan MD,
Aida Telegrafi MS, Nathalie Drouot Msc, Gabrielle Rudolf PhD, Jamel Chelly MD ... See all authors v

First published: 20 June 2022 | https://doi.org/10.1002/mds.29074 | Citations: 11

N=25 Patienten mit mildem Phanotyp:
Spate Manifestation (>2 Jahre)
Keine epilept. Enzephalopathie
Freies Gehen

Alter 23,8 Jahre (5-66 Jahre)

Studiendesign:

ESNEK-basierte Umfrage

Retrospektive, multizentrische Kohorte, n=25
* Alter 9 Jahre (4 Mo-24 Jahre)

13 16.11.2023 GNP Dortmund 2023

* Erweiterung des klinischen Phanotyps
* Keine eindeutige Genotyp-Phanotyp Korrelation
* Tiefe Hirnstimulation effektiv
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Hyperkinetische Bewegungsstérungen - GNAO1

l— 13Ua5) [0\ WNH

O RS
Human Molecu
N ) ¥

OXFORD
JOURNALS &

F

s
lar Genetic
ol s (1}

S Ry

Hum Mol Genet. 2022 Mar 15; 31(6): 929-941. PMCID: PMC8947233
Published online 2021 Oct 8. doi: 10.1093/hmg/ddab296 PMID: 34622282

Caenorhabditis elegans provides an efficient drug screening platform for GNAO1-
related disorders and highlights the potential role of caffeine in controlling
dyskinesia

Martina Di Rocco, Serena Galosi, Enrico Lanza, Federica Tosato, Davide Caprini, Viola Folli, Jennifer Friedman,

Gianfranco Bocchinfuso, Alberto Martire, Elia Di Schiavi, Vincenzo Leuzzi, and Simone Martinelli®

* Koffein wirkt antagonisierend am Adenosin-Rezeptoren

* Funktionelle Analyse c.139A>G und c.662C>A im C. elegans Model

Deutliche Besserung der Bewegungsstérung durch Koffein

14 16.11.2023 GNP Dortmund 2023
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Hyperkinetische Bewegungsstérungen — ADCY5

Official Journal of the International "<&
Parkinson and Movement Disorder Society

Brief Report &1 Full Access

Efficacy of Caffeine in ADCY5-Related Dyskinesia: A Retrospective
Study

Aurélie Méneret MD, PhD i, Shekeeb S. Mohammad PhD, Laura Cif MD, PhD, Diane Doummar MD,
Claudio DeGusmao MD, Mathieu Anheim MD, PhD, Magalie Barth MD ... See all authors

First published: 05 April 2022 | https://doi.org/10.1002/mds.29006 | Citations: 11

Studiendesign:

* Retrospektive Kohortenstudie

* N=30 Patienten, Alter 4-76 Jahre

* Prim. Zielpunkt Verbesserung der Bewegungsstérung >40%
(Frequenz, Dauer)

* Dosis 60-800mg/Tag in 1-4 ED

Molecular Genetics and Metabolism
Volume 138, Issue 1, January 2023, 106970

ELSEVIER

Deep brain stimulation effect in
genetic dyskinetic cerebral palsy: The
case of ADCY5- related disease

Laura Cif* O i, Diane Demailly ?, Claire Gehin ?, Emilie Chan Seng ?,
Morgan Dornadic ? °, Sophie Huby ? °, Gaetan Poulen ?, Agathe Roubertie ¢,

Matthieu Villessot ? ®, Thomas Roujeau ?, Philippe Coubes *

Studiendesign:

Retrospektive Fallserie

4 Patienten, Alter 13 Jahre +/- 2,9 Jahre

Alter bei THS-GPi 9 Jahre

» Koffein ist gut vertraglich und effektiv
* THS kann Bewegungsstérung verbessern
e THS reduziert hyperkinetische Exazerbationen

15 16.11.2023 GNP Dortmund 2023
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Dyskinetische CP und Tiefe Hirnstimulation

Studiendesign
* Prospektive multizentrische Studie
* 16 Patienten mit dysk. CP

* THS-GPI

LOI T .1l 11 -l o WA - W | WP . tele ™ | - L] AH’QF 7-18 |2hFQ
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First g 80': g oo H 3 50.5 %

" l |

é 40 : - 1

5 :\ / 2

®),, |© | ]

.=y | Signifikante Verbesserung der Dyskinesien

1. (DIS) nach 36 Monaten
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Alternierende Hemiplegie

Official Journal of the International "<
Parkinson and Movement Disorder Society

LETTERS: NEW OBSERVATIONS = @ OpenAccess @ () & &

Oxygen Therapy: An Acute Treatment for Paroxysmal Dystonia in
Alternating Hemiplegia of Childhood?

Quentin Welniarz PhD, Domitille Gras MD, Agathe Roubertie MD, PhD, Maria T. Papadopoulou MD,
Eleni Panagiotakaki MD, PhD, Emmanuel Roze MD, PhD 24

First published: 16 February 2023 | https://doi.org/10.1002/mds.29357 | Citations: 1

Studiendesign:

* Klinische Fallserie

 N=2 Patienten, Alter 12 und 9 Jahre
e High Flow 12 | 100% O2 uber 15 Min.

* Anwendung in 60 Episoden

AHC: Gestorte Nat/K*-ATPase

l

neuronale Hyperexzitabilitat

l

vermehrte spreading depolarisation (SD)

l

Reduzierte spontane neuronale Aktivitat

l

Paroxysmale Bewegungsstorung

l

Normalisierung der lonenkonzentration nach
SD: Na*/K*-ATPase Aktivitat T

l

Hoher ATP- und O,-Verbrauch

Verbesserung > 90% der Attacken nach 20 Minuten
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Tic / Tourette-Syndrom

Volume 151, Issue 2 ARTICLES \ JANUARY 11 2023 Ecoplpam'
Feb 2023 . . i - - i
ebruary Ecopipam for Tourette Syndrome: ARandomized | * Selektiver D1-Rezeptor-Antagonist
PEDIATRICS Trial @ . ‘ Dopaminansprechen der Neurone
T @ Donald L. Gilbert, MD, MS & ; Jordan S. Dubow, MD; Timothy M. Cunniff, PharmD);
Stephen P. Wanaski, PhD; Sarah D. Atkinson, MD; Atul R. Mahableshwarkar, MD
Address correspondence to Donald L. Gilbert, MD, MS, Division of Neurology, ML #2015 Cincinnati
Children’s Hospital Medical Center, 3333 Burnet Ave, Cincinnati, OH 45229. E-mail:
donald.gilbert@cchmc.org
Pediatrics (2023) 151 (2): e2022059574.
https://doi.org/10.1542/peds.2022-059574  Article history &
A
. . Week 4 Week 6 Week 8 Week 12
Studiendesign: i

* Multizentrentr., doppel-verbl. Plazebo-kontrollierte Studie
e Studiendauer 12 Wochen

* N=76 versus 77 Patienten, Alter 6 — 17 Jahre

* Prim. Zielparameter: YGTSS

-2.0

-6.0

-8.0

-10.0

LS Mean (SE) Change From Baseline

-12.0 P =001 P=.001

mEcopipam = Placebo

 Sign. Verbesserung der motorischen und vokalen Tics
 Sicherheitsprofil gut

KOLN
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Tic / Tourette-Syndrom

Poychiatry Research 323 (2023) 115135

Gontents lists available at ScienceDirect

Psychiatry Research

e

-
ELSEVIER journal homepage: www .elsevier.com/locate/psychres

CANNA-TICS: Efficacy and safety of oral treatment with nabiximols in | nar’
adults with chronic tic disorders — Results of a prospective, multicenter,
randomized, double-blind, placebo controlled, phase IIIb superiority study

Kirsten R. Miiller-Vahl“, Anna Pisarenko, Natalia Szejko ¢ Martina Haas®, Carolin Fremer?,
Ewgeni Jakubowski *, Richard Musil ¢, Alexander Miinchau®, Irene Neuner “&", Daniel Huys >,
m

Ludger Tebartz van Elst k, Christoph Sch.riiderl, Rieke Ringlstetter ™, Armin Koch ™, Eva
Beate Jenz ™, Anika GroBhennig™

Studiendesign:

e Multizentrische, doppel-verblindete Plazebo-
kontrollierte Phase Illb Studie

* Adulte Patienten mit chron Tic-Stérung (n=97)

e Studiendauer 13 Wochen

* Prim. Zielparameter: YGTSS

* Nabiximol: Verbesserung 21.9% versus 9.1%, n.s.
« Uberlegenheit beziiglich sek. Outcome-Parameter
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Friedreich Ataxie

) * Open-label extension study von MOXle

Official Journal of the Infernational "<

Parkinson and Movement Disorder Society L4 N =73 Patie nte n, Alte r 1 6_40 .] a h re

Research Article & Open Access (€9 @

Delayed-Start Stud
. . . . . Full Analysis Set
Efficacy of Omaveloxolone in Friedreich's Ataxia: Delayed-Start [MOXle Poct s

n=82
Analysis of the MOXle Extension
David R. Lynch MD, PhD &4, Melanie P. Chin PhD, Sylvia Boesch MD, Martin B. Delatycki MD, PhD, 1 l 1
Paola Giunti MD, PhD, Angie Goldsberry MS, J. Chad Hoyle MD, Caterina Mariotti MD ... See all authors v
First published: 29 November 2022 | https://doi.org/10.1002/mds.29286 | Citations: 7 Placebo - Omav, Omav - Omav
n=42 n=40
Completed Completed
MOXle MOXle
Part 2 Part 2
. . n=40 n=35
* Omaveloxolone verhindert Krankeitsverschlechterung
bei FA im Langzeit-Follow-up / Patients Enrolled in
! MOXle Extension !
* Fruher Therapiebeginn sinnvoll
. . Placebo - Omay Omav - Omav
e Vertraglichkeit gut n=39 n=34
Received Omav Received Omav
at Extension at Extension
Week 72 Week 72
\ n=29 n=29 /
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Chorea Huntington
THE LANCET SN

Neurology & K

Volume 22, Issue 6, June 2023, Pages 494-504

Articles

Safety and efficacy of valbenazine for
the treatment of chorea associated
with Huntington's disease (KINECT-
HD): a phase 3, randomised, double-
blind, placebo-controlled trial

Prof Erin Furr Stimming MD ® © =, Daniel O Claassen MD P, Elise Kayson MS ©
, Jody Goldstein BS , Raja Mehanna MD ?, Hui Zhang PhD d Grace S Liang MD ¢,
Dietrich Haubenberger MD ¢

Huntington Study Group KINECT-HD Collaborators*

Valbenazine: Hochselektiver vesikularer
Monoamintransporter2 Hemmer (VMAT?2)

Phase 3, random., doppelblinde, Plazebo-
kontrollierte Studie (USA, Canada)

N= 125 Patienten (adult)

Prim. Zielpunkt: Verbesserung Unified
Huntington's Disease Rating Scale [UHDRS]
total Maximal Chorea [TMC]

Baseline - 12 Wochen

Valbenazine fiihrte zu sign. Verbesserung der
Chorea bei Patienten mit Chorea Huntington
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Genetik

ED PR
T D oy 2s8fo o
T<FL YO
8 TS D
_ ovement ¢ T8 NN
Letters: New Observations &) Open Access () (® (n=151) 4 ’ s é? Q,\‘b &
= L 8
Both Heterozy , ol T8
Variants Are A Annals of :':‘ecl)\’(rll\(e';lcjaonurN?L:r‘:)'logi(al sich Y. ’ ‘hd&}x x
B NEUROLOGY smimmme.,” Y == N
Dora Steel BMBCh, Aika 4 Ox,@\% A
Frances M. Gibbon MB,  Brief Communication @& OpenAccess @ @ G & ’ " L(_, *\91:]
* ¥
Recessive NUP54 Variants Underlie Early-Onset Dystonia with 4 ‘. D({;(r
-
Striatal Lesions ‘e orcRA
N -
Journal of Neurclogy (2023) 270:2197-2203 - - DNMT 1“
https://doi.org/10.1007/500415-023-11564-x FITM-2
GNAL
ORIGINAL COMMUNICATION ) GNAO1
Gheckfor GRID2
Rare variants in IMPDH2 cause autosomal dominant dystonia

in Chinese population

Junyu Lin' - Chunyu Li' - Yiyuan Cui' - Yanbing Hou' - Lingyu Zhang' - Ruwei Ou’ - Qiangjian Wei' - Kuncheng Liu' -
Tianmi Yang' - Yi Xiao' - Qirui Jiang' - Bi Zhao' - Jing Yang' - Xueping Chen' - Huifang Shang’

. Letters: New Observation = () Open Access () @)

MDSGene: Extending the List of Isolated Dystonia Genes by
VP516, E’FZAA https://doi.org/10.1093/brain/awad068 BRAIN 2023: 146; 2730-2738 | 2730

Official Journal of the International >
Parkinson and Movement Disorder Society

Mirja Thomsen MSc,
RESEARCH ARTICLE = @ openAccess @ @ G &

Dystonia Linked to E/F4A2 Haploinsufficiency: A Disorder of Firstpublished: 20)a
Protein Translation Dysfunction g -

Variants in ATP5F1B are associated with
hili , j Skorvanek MD, PhD, Volker Kittk : inovi : . . . R
e Bt D, M oo M \anetes Mool Vs . Ses all authors dominantly inherited dystonia

First published: 23 July 2023 | https://doi.org/10.1002/mds.29562 A Alessia Nasca," Niccolo E. Mencacci, >t Federica Invernizzi,* Michael Zech,>*
Ignacio J. Keller Sarmiento,? Andrea Legati,* Chiara Frascarelli,’ ®Bernabe I. Bustos,?
(®Luigi M. Romito,” @Dimitri Krainc,? Juliane Winkelmann,**%’ Miryam Carecchio,*°
22 16.11.2023 GNP Dortmund 2023 Nardo Nardocci,® Giovanna Zorzi,® @Holger Prokisch,>*t @Steven J. Lubbe, "
Barbara Garavaglia’t and @Daniele Ghezzi'1%t



tkidid

anne.koy@uk-koeln.de

Vielen Dank!
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Klinische Studien — COVID19 Tics/Tic-ahnliche Storungen

| - —

BM) ournats e P Ergebnisse:
rchives o ° 0] H H
ADihseafse in Childhood Latestcontent  Currentissue  Archive  Forautk 94: A) We I b | I C h
 Mittleres Alter 13,7 Jahre
2 ' * Psychiatrische und
Short report

Article . .

T Paediatric tic-like presentations during the COVID-19 pandemic entwmklungsneu rOlogISChe
A Sarah Buts ', Morvwen Duncan 2, Tamsin Owen ', Davide Martino *, Tamara Pringsheim 3, Susan Byrne '+ 4, ® Andrew

rticle

info McWilliams 2+ °, Tara Murphy 2, Osman Malik '» 4, Holan Liang 2, Isobel Heyman ¢, Tammy Hedderly '- 4 alli | [ 0’ 0
Auffalligkeiten in 91%, Angststorun

Correspondence to Dr Tammy Hedderly, Evelina London Children's Hospital Neurosciences Department, London SE1 9RT, UK;

L/é Tammy.Hedderly@gstt.nhs.uk b e i 6 7 %

* Retrospektive, monozentrische Studie
* N=34 Patienten mit plotzlicher Tic-Manifestation
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Ubersichtsartikel — ASMs und Bewegungsstérungen

Propagated
action potential

CNS Drugs (2022) 36:859-876
https://doi.org/10.1007/540263-022-00937-x

REVIEW ARTICLE t.)

Check for
updates |
Antiseizure Drugs and Movement Disorders

Michel Saenz-Farret! - Marina A. J. Tijssen?? . Dawn Eliashiv* - Robert S. Fisher® - Kapil Sethi® - Alfonso Fasano'78®

Eslicarbazepine
Na* Locosamide
=
Phenytoin
Rufinamide
Topiramate
Valqruat_e
Depolarization & Zonisamide
Gahapant_in _____ a,8-subunit of vesicular release
Pregabalin Ca* channel
.sm|- ----- Levatrsesam
-® . & “ &
o = \ The relationship between antiseizure drugs and move-
agtie Gm' L ment disorders is complex.
F -------- 4 - glutamate ®e
/Gm ===} = v . Antiseizure drugs are typically used for tremor, myo-
clonus, and restless leg syndrome.
NMDA AMPA T-type Ca . . -
A < ¢ i A Antiseizure drugs also represent a potential cause of
N + N La \ - c - : -
g ;‘; Y Na Y N\ iatrogenic movement disorders (parkinsonism and tremor
Felb:m_ahe ’ LY .
Phosabebie Felbamate m:],m. Ethosuximide malnly) -
stiripentol ;:Tnnr::te Topiramate ‘I.':rlv'::;::ne?
n::::::: proxe Zonisamide

=== == sotgonim

Topiramate

sl Agonism/enhancement
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carbonic
anhydrase

Antiseizure drugs with a variable effect on movement
disorders are carbamazepine and valproate.

No effect on movement disorders has been reported for
brivaracetam, eslicarbazepine, lacosamide, and stiripen-
tol.



Klinische Studien — Ataxia Teleangiectasia

Official Journal of the International "<
Parkinson and Movement Disorder Society

Brief Report (3 Open Access @ @ @ @

Nicotinamide Riboside Improves Ataxia Scores and
Immunoglobulin Levels in Ataxia Telangiectasia

Stefanie J.G. Veenhuis MD &4, Nienke J.H. van Os MD, PhD, Anjo J.W.M. Janssen PhD,
Marjo H.J.C. van Gerven MSc, Karlien L.M. Coene PhD, Udo. F.H. Engelke PhD ... See all authors ~

First published: 13 September 2021 | https://doi.org/10.1002/mds.28788 | Citations: 6

Single-center, interventional, open-label,
proof-of-concept study

24 Pat. mit AT, mittleres Alter 17,5 Jahre

NR 25mg/kg/Tag fir 4 Mon. plus 2 Mon.
wash-out

e Verbesserung in SARA und ICSAR nach 4 Monaten
* Verschlechterung nach Absetzen von NR

78 Short Communication

Nicotinamide Riboside for Ataxia Telangiectasia:
A Report of an Early Treated Individual

Katja Steinbriicker! Elke Tiefenthaler! Eva-Maria Schernthaner! Julia Jungwirth?

Saskia B. Wortmann':2

T University Children’s Hospital, Paracelsus Medical University (PMU)

Salzburg, Salzburg, Austria

2pepartment of Pediatrics, Amalia Children’s Hospital, Radboud

University Medical Center, Nijmegen, the Netherlands

Neuropediatrics 2023;54:78-81.

Address for correspondence Saskia Wortmann, MD, PhD, University
Children’s Hospital Salzburg, Paracelsus Medical University, Millner-
HauptstraRe 48, 5020 Salzburg, Austria

(e-mail: s.wortmann@salk.at).
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GM2 Gangliosidose

RESEARCH ARTICLE

Efficacy and Safety of N-Acetyl-L-Leucine in Children
and Adults With GM2 Gangliosidoses

Kyriakos Martakis, MD, Jens Claassen, MD, Jordi Gascon-Bayari, MD, Nicolina Goldschagg, MD, Correspondence

Andreas Hahn, MD, Anhar Hassan, MBBCh, Anita Hennig, MD, Simon Jones, MD, Richard Kay, PhD, Dr. Martakis

Heather Lau, MD, Susan Perlman, MD, Reena Sharma, MD, Susanne Schneider, MD, and kyriakos.martakis@
Tatiana Bremova-Ertl, MD, PhD paediatmed.uni-giessen.de

Neumlng]/“g 2023;100:e1072-e1083. doi:10.1212/WNL.0000000000201660

e NALL sicher und effektiv
* Sign. Verbesserung der Funktion und QoL
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Phase llb, open-label
N=30 Patienten, Alter 6-55 Jahre
Oral NALL fur 6 Wo., danach 6 Wo. wash-out

Prim. Zielparameter Clinical Impression of
Change of Severity, Laufstrecke

Figure 2 Primary End Point: Clinical Impression of Change in Severity (CI-CS) (mITT)
1.5- Treatment period
: Washout period
»  Mean
mmm Median (HL)
1.04 90% CI (HL)
& Clinical
improvement
0.5+
X
[
w
Y
“ oo
n=29 X
-0.5 ——
Clinical
n=29 w worsening
-1.04
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Phase llb, open-label
N=30 Patienten, Alter 6-55 Jahre
Oral NALL fur 6 Wo., danach 6 Wo. wash-out
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