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Different phenotypes in three patients with SC-
N2A variant
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SCN2A encodes voltage-gated sodium channel subunit
alpha Navl.2 expressed in the brain, especially in
humans. Mutations of SCN2A can cause various
neurodevelopmental disease including epilepsy,
intellectual disability and developmental disorder.

(Case presentation) Case 1 (4-year-old male) :
Apnea and asymmetric tonic posturing occurred since
newborn period. Rhythmic sharp-and-spike waves in
the left frontal and temporal lobes were noted on an
electroencephalogram (EEG), for which treatment with
PB and MDL was started at 4 days old. The SCN2A
mutation ¢.4718T>C (p.L1573P) was confirmed by
genetic testing. VPA and diazepam were ineffective,
but lidocaine provided sufficient control. Eventually,
He has

moderate developmental delay. Case 2 (2-year-old

the seizures disappeared without medication.

male) : Respiratory disturbance developed after birth,
with systemic tonic seizures occurring at 8 days old.
An EEG revealed highvoltage slow waves. The SCN2A
mutation ¢.4780T>C (p.Trp1594Arg) was confirmed by
genetic testing.
CBZ, CZP, ZNS and LID, although severe developmental
delay persisted. Case 3 (8-month-old girl) : Systemic

The symptoms were controlled with

tonic seizures occurred at 1 day old and spasms
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developed. An EEG revealed a suppression-burst
pattern and the patient was diagnosed with Ohtahara
syndrome at 3 months old. The SCN2A mutation
c.4782G>C (p.Trp1594Cys) was confirmed by genetic
testing. The symptoms were controlled with PB and
mexiletine, although severe developmental delay
persisted.

(Conclusion) These patients exhibited close mutation
sites, although their neurological prognoses were
different. As hypoxic ischemic encephalopathy and
Ohtahara syndrome were noted in Cases 2 and 3,
respectively, other neurological complications need to be

explored with reference to previous reports.
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