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How is CDKLS5 related to other disorders?

CDKLS5 presents as a broad constellation of symptoms, with features that are closely associated with other
neurological disorders, such as Rett Syndrome (RTT), Infantile Spasms(ISSX), West Syndrome,
Lennox-Gastaut (LGS), Early onset Epilepsy of Infancy, and Autism.

CDKLS5 and Rett Syndrome: See previous FAQ question.

Infantile Spasms (West Syndrome): Infantile Spasms (ISSX)is a rare seizure

disorder in infants and early childhood. In CDKLS5 it tends to start at a very

early age: usually by three months, but certainly by six months of age.

The seizures primarily consist of a sudden bending forward of the body with stiffening of the arms and
legs; some children arch their backs as they extend their arms and legs. Spasms tend to occur upon
awakening or falling asleep, or after feeding, and often occur in clusters, from one up to 100 spasms at a
time. Infants may have dozens of clusters and several hundred spasms per day ; Other subtle
presentations of infantile spasms are:

episodes that appear to be a bit like choking; becoming rigid or stiff for a

short period of time; unusual facial grimacing; or other subtle seizures.

West Syndrome is composed of a triad of:

- Infantile spasms

- Intellectual disability, or developmental regression

- Hypsarrhythmia: In simple terms, it is very chaotic and disorganized brain waves with no recognizable
pattern, compared with a normal EEG which shows clear separation between each signal and a visible
pattern.

The syndrome is age-related,
generally occurring between the third and the twelfth month, generally
manifesting around the fifth month.

Lennox-Gastaut Syndrome: LGS is characterized by multiple types of seizures
and an abnormal EEG with generalized slow spike-wave discharges. Seizures
are often resistant to therapy. The most common seizure types are tonic-axial,
atonic, myoclonic and generalized tonic-clonic. Absence status, tonic

status and non-convulsive status epilepticus can occur.

CDKLS5 and Autism : Autism and Autism spectrum disorders (ASDs) are a
group of severe neurodevelopmental disorders with rising prevalence in
which individuals show deficits in social interaction, impaired
communication, repetitive behavior and restricted interests and activities.

Many children with CDKL5 have autistic features and tendencies, together with their seizures and other
physical symptoms. To date, we are aware of one person with a CDKL5 mutation in a girl with high
functioning Autism only. She has no other physical symptoms of CDKL5 and has never had seizures. She
shares the same CDKL5 mutation as her identical twin sister who has been diagnosed with Atypical Rett
Syndrome and older brother diagnosed with West Syndrome.



