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DNM1L
p.Arg403Cys 

Birth, 
Regular 

psychomotor
development

FIRST
SUPER-REFRACTORY 

FOCAL 
MYOCLONIC  

STATUS EPILEPTICUS
EPC features

Four days after a scarlet 
fever and thirty after 
the second dose of 

Measles-Mumps and 
Rubella vaccine. 

SECOND 
SUPER-REFRACTORY 

FOCAL 
MYOCLONIC 

STATUS EPILEPTICUS
EPC features

No noticeable trigger

Persistent
vegetative status 

with both features 
of EPC and 

reticular
myoclonus

Prolonged partial
seizures control, 
school and social 

reintegration, 
Moderate ID

2021

Immunological, genetics, 
infecious, metabolic
investigations were

NEGATIVE

TRIO 
Whole-exome 

sequencing 

CLINICAL COURSE 
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FIRST 
SUPER-REFRACTORY 
STATUS EPILEPTICUS

SECOND 
SUPER-REFRACTORY 
STATUS EPILEPTICUS

Persistent
vegetative status

Partial seizures controlled, 
school and social 

reintegration, 
Moderate ID

2021

NEURORADIOLOGICAL COURSE 

T2 FLAIR hyperintensity on the left 
posterior thalamus and putamen

T2-FLAIR hyperintensity on  the 
right capsular, thalamic, 
posterior lentiform nucleus,  
frontal areas and centro-
parietal cortex 

Complete resolution of the 
FLAIR hyperintensity

Bilateral dorso-medial thalamic 
hyperintensity 
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Birth
Regular 
psychomotor
development

FIRST 
SUPER-REFRACTORY 
STATUS EPILEPTICUS

SECOND
SUPER-REFRACTORY 
STATUS EPILEPTICUS

Persistent vegetative 
status with epilepsia

partialis continua

Prolonged partial seizures 
controlled, school and 

social reintegration, 
Moderate ID

2021

ELECTROENCEPHALOGRAPHIC  COURSE 

Asymmetry of background activity 
with continuous slow paroxysmal 
activity on the left frontal regions 
(March 2006) 

11-Hz background activity without 
asymmetry and without epileptiform 
discharges recorded (January 2019)

Irregular background activity  (8-9 Hz) 
with polyspike-wave discharges on the 
right frontal region; myoclonic 
phenomena associated with  diffuse 
polyspike-wave discharges, prevalent 
on the right fronto-central region (April 
2020)

Irregular, low-amplitude background 
activity (6-7 Hz) with small groups of 
diffuse polyspike-wave discharges 
inconstantly associated with myoclonic 
phenomena, mostly observed on the 
right arm (November 2020)



DNM1L
p.Arg403Cys 

TAKE HOME MESSAGE
CLINICAL

Childhood-onset super-refractory focal 
myoclonic status epilepticus with features of EPC

Risk of relapse after prolonged partial seizure 
control 

Muscle biopsy not pathognomonic

NEURORADIOLOGICAL  

Transient and shifting T2 FLAIR thalamic 
hyperintensity  during  status

Progressive brain atrophy

ELECTROENCEPHALOGRAPHIC

This mutation could be considered as a new  
EPILEPSIA PARTIALIS CONTINUA etiology

Shifting focal hemispheric refractory status 
epilepticus 

EEG progressive normalization during the 
remission interval

Coexistence of both epileptic and non epileptic 
myoclonic phenomena 

GENETICS

Whole-exome sequencing is pivotal in 
childhood-onset super-refractory status 
epilepticus

Functional studies are required to 
investigate this unusual biphasic disease 
course


