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THE SYNDROME OF INTENTION OR ACTION
MYOCLONUS AS A SEQUEL TO HYPOXIC ENCEPHALOPATHY*

BY

JAMES W. LANCE! aAno RAYMOND D. ADAMS

(From the Neurology Service, Massachusetts General Hospital,
and the Department of Neurology, Harvard Medical School)

In summary, the essential clinical picture was that of an
arrhythmic fine or coarse jerking of a muscle or group of
muscles in disorderly fashion,excited mainly by muscular
activity, particularly when a conscious attempt at precision
was required, worsened by emotional arousal, suppressed
bybarbiturates, and superimposed on a mild cerebellar
ataxia. The parallelism between the degree of myoclonus
and cerebellar signs suggests that the mechanisms of
the two disorders are closely related....
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Results of Jerk-triggered backaveraging
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Expansions of intronic TTTCA and TTTTA repeats in benign adult familial myoclonic epilepsy.
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Familial adult myoclonus epilepsy: Clinical findings,
disease course, and comorbidities

Beatriz G. Giraldez'?> © | José M. Serratosa” | Salvatore Striano® | Akio Ikeda®
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SPECIAL ISSUE ARTICLE

Familial adult myoclonus epilepsy: Neurophysiological
investigations

Raffaele Dubbioso’ | Antonio Suppa?®3 | Marina A. J. Tijssen*” | Akio Ikeda®
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Parkinsonism Relat Disord. 2014 Mar;20(3):328-31. doi: 10.1016/j.parkreldis.2013.11.011. Epub 2013 Nov 27.

Dystonia with aphonia, slow horizontal saccades, epilepsy and photic myoclonus: a novel

syndrome?
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De novo truncating variants in the intronless IRF2BPL are
responsible for developmental epileptic encephalopathy
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R. Oegema, MD, PhD?, C. Nava, MD, PhD®, A. Masurel, MD'°, T. Jouan, BS', F. E. Jansen, MD"",
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IRF2BPL mutations cause autosomal dominant
dystonia with anarthria, slow saccades and seizures
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IRF2BPL as a novel causative gene for progressive myoclonus
epilepsy

Elena Gardella 2 Roberto Michelucci, Hanne M. Christensen, Christina D. Fenger, Chiara Reale,
Patrizia Riguzzi, Elena Pasini, Luca Albini-Riccioli, Valentina Papa, Maria Pia Foschini, Giovanna Cenacchi,
Francesca Furia, Dragan Marjanovic, Trine B. Hammer, Rikke S. Maller, Guido Rubboli

BRIEF REPORT

IRF2BPL-Related Disorder, Causing Neurodevelopmental
Disorder with Regression, Abnormal Movements, Loss of
Speech and Seizures (NEDAMSS) Is Characterized by Pathology
Consistent with DRPLA

> Parkinsonism Relat Disord. 2020 Apr 9;S1353-8020(20)30094-8.

doi: 10.1016/j.parkreldis.2020.03.030. Online ahead of print.

IRF2BPL Mutation Causes Nigrostriatal Degeneration
Presenting With Dystonia, Spasticity and
Keratoconus

Lisa Prilop 7, Ralph Buchert 2, Sarah Woerz 2, Christian Gerloff 1, Tobias B Haack 4, Simone
Zittel ©
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Myoclonus during postural holding

Burst duration <50 msec 100 msec
Agonist-antagonist co-contraction
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Myoclonus triggered by tactile stimulus

Artifact in accelerometer: examiner flicking subject fingers at rest
:
~60 msec latency to myoclonus discharge 100 e
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Cryptococcal Meningoencephalitis
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Postural and Action Myoclonus in Patients With Parkinsonian
Type Multiple System Atrophy

Gabriel Salazar, MD, Josep Valls-Solé, MD, Maria J. Marti, MD, Helen Chang, MD, and
Eduardo S. Tolosa, MD
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Case Series [ Free Access

Stimulus Sensitive Foot Myoclonus: A Clue to Coeliac Disease

Silvia Jests MD, PhD, Anna Latorre MD, Angel Vinuela MD, Stanley Fahn MD, FAAN, Kailash P. Bhatia
FRCP =, Bettina Balint MD
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Review > Brain. 1995 Oct;118 ( Pt 5):1087-93. doi: 10.1093/brain/118.5.1087.

Progressive myoclonic ataxia associated with coeliac
disease. The myoclonus is of cortical origin, but the
pathology is in the cerebellum

K P Bhatia 1, P Brown, R Gregory, G G Lennox, H Manji, P D Thompson, D W Ellison, C D Marsden

Cortical myoclonus and cerebellar pathology

M.A. J. Tijssen, M. Thom, D.W. Ellison, P. Wilkins, D. Barnes, P.D. Thompson, P. Brown

The Role of the Cerebellum in the Pathogenesis of Cortical Myoclonus

Christos Ganos, MD, "% Panagiotis Kassavetis, MD,! Roberto Erro, MD," Mark J. Edwards, MD,’
John Rothwell, PhD," and Kailash P. Bhatia, MD, FRCP'*
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MEDICAL HYPOTHESIS

Spinal cord a-synuclein deposition associated
with myoclonus in patients with MSA-C

UPDATE
Unravelling the enigma of cortical tremor and
other forms of cortical myoclonus

Anna Latorre,"'? Lorenzo Rocchi,' (®Francesca Magrinelli, 13 Eoin N‘Iulroy,I
Alfredo Berardelli,””* John C. Rothwell' and Kailash P. Bhatia'

L3 Medicine
XJ UNIVERSITY OF TorRONTO | Neurology




Myoclonus in SCGE Myoclonus Dystonia syndrome
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What type of jerking is this?
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What type of jerking is this?
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Teaching Video Neurolmages: Characteristic
jerks in congenital oculomotor apraxiadueto @

Joubert syndrome

Friederike Borngraber, MD, Yangfan Peng, MD, Florian Ostendorf, MD, Andrea A. Kiihn, MD, and Christos Ganos, MD
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Thank you ... !
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