HELP SOLVE THE PUZZLE

RING CHROMOSOME 20 SYNDROME
r(20) - AN ULTRA-RARE EPILEPSY (MIS-DIAGNOSED? UN-DIAGNOSED?)

Difficult to ‘ Routine Diagnostic Consider
Control Epilepsy Tests Normal r(20) Syndrome

r(20)
signs & symptoms

* Normal childhood development until onset of epilepsy
» Lack of dysmorphism / other congenital malformations
» Sudden/severe seizure onset typically age 4-10
* Predominantly focal impaired awareness seizures
» Subtle nocturnal seizures (SNS)

» Apparent hallucinations

* Lennox Gastaut-like symptoms

« Abnormal EEG

» Cognitive regression after seizure onset

* Learning and behavioural issues

Request a screen for
chromosomal mosaicism

r(20) Can be seen in as few
as 5% of cells

Hopes &
Impact Aspirations
Poor quality Improved patient
of life outcomes

Treatments
None
recommended
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