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Genetic (idiopathic) generalised
epilepsies
Prior to the ILAE 2010 classification,
these epilepsies (characterised by onset
in diffuse, bilateral networks of
neurones) were called idiopathic
generalised epilepsies. This term
remains in widespread clinical use,
although the 2010 system has changed
this to genetic generalised epilepsies.

There are several clues in the history
that point towards a genetic
generalised epilepsy. Individuals
typically report no warning at all 
of seizures, and have usually one or
more of three seizure types: 
tonic-clonic seizures; myoclonic jerks
(brief electric shock like jerks of the
limbs); or absences (brief staring spells,

usually lasting a few seconds only).
There are subtypes of genetic
generalised epilepsy (syndromes), the
most common being juvenile myoclonic
epilepsy and childhood absence
epilepsy.  

Specific features suggesting a genetic
generalised epilepsy:3,10

•Childhood or teenage onset
•Seizures triggered by sleep
deprivation and alcohol
•Early morning tonic-clonic seizures or
myoclonic jerks
•Brief absence seizures
•Photostimulation response on EEG
•Generalised three per second spike and
wave or polyspike and wave on the EEG,
see figure 1, p13.

DIAGNOSIS
SIGN states that the diagnosis of
epilepsy should be made by an epilepsy
specialist, ideally in the setting of a
dedicated first seizure or epilepsy clinic.3

The differential diagnosis of patients
presenting with episodic altered states
of consciousness is exhaustive and full
discussion is beyond the scope of this
article. A list of epilepsy mimics is shown
in table 2, below.2 In many cases, the key
challenge is differentiating between
seizure, syncope and psychogenic

attack.1,2,3 Distinguishing features of each
are highlighted in table 3, p16.1,2,3,6

The diagnosis of epilepsy relies
primarily on the history. Investigations
can support the diagnosis but cannot
make it in isolation,1,3 and negative
investigation findings are common in
epilepsy. Given that awareness is often
impaired in attacks, a detailed witness
account is crucial.2,3,6 It is important to
establish what happened before, during
and after the attack, from both the
patient and the witness.3,6 Table 4, p17,
highlights some of the important
questions to cover.1,2,6

In cases where there is an established
history of epilepsy, it is good practice to
go over the history again asking
questions as for a new patient, especially
if the patient has treatment-resistant
seizures. 

The diagnosis of epilepsy is often
incorrect, potentially in up to 20% of
cases,2 so should be revisited if seizures
are not responding to treatment.

Additional questions to be considered
in such situations include:6
•When was the diagnosis of epilepsy
made?
•Who made the diagnosis?
•What investigations were performed
and what were the results?
•What treatments have been tried and
at what dose?
•How did they affect the seizures?
•Were there any side effects?

DIAGNOSTIC INVESTIGATIONS
Investigations cannot replace an
adequate history in the diagnosis of
epilepsy, but can aid in clarifying the
diagnosis and refining the epilepsy
syndrome. Several modalities can be
used, and the key techniques are
discussed here.

Table 2

Epilepsy mimics1,2,6

Syncope
Reflex

Cardiac 

Orthostatic

Psychogenic

Sleep disorders

Episodic symptoms of 
structural brain disease

Vascular

Hypoglycaemia

Movement disorder

Hydrocephalus

Drop attacks

Vasovagal, (also certain specific triggers
including: micturition, swallow, cough)

Arrhythmia (e.g. long QT syndrome) 

Autonomic failure

Panic disorder
Dissociative

Parasomnias

Multiple sclerosis
Tumour

Migraine
TIA

Behavioural disturbance

Paroxysmal kinesigenic dystonia/dyskinesia

Colloid cyst

Postural instability
Psychogenic

‘The diagnosis of
epilepsy is incorrect
in up to 20% of cases,
so should be 
revisited if seizures
are not responding
to treatment’

‘The diagnosis of
epilepsy should 
be made by an
epilepsy specialist
ideally in a dedicated
first seizure 
or epilepsy clinic’

‘Awareness is often
impaired in attacks,
a detailed witness
account is crucial’


