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A national survey on females with
Rett syndrome in Norway

Main aims:

* Describe the phenotypic variation in the Norwegian Rett
Syndrome population, and the development of clinical
features in different phases of life.

» Examine which treatment and habilitation strategies
offered to this group
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Prevalence 70-90%

Seizure onset 3-5
years
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Longitudinal course of epilepsy in Rett
syndrome and related disorders

Daniel C. Tarquinio,' Wei Hou,? Anne Berg,” Walter E. Kaufmann,* Jane B. Lane,*
Steven A. Skinner, Kathleen |. Motil,® Jeffrey L. Neul,” Alan K. Percy” and Daniel G. Glaze®

Epiepsy is common in Rett syndrome, an X-linked dominant disorder caused by mutations in the MECP2 gene, and in Ret-rehed
disorders, such as MECP2 duplication. However, neither the longirudinal course of epilepsy nor the pamerns of seimre onset and
remission have been described in Retw syndrome and related conditions. The present study summarizes the findings of the Ren
syndrome Namural History study. Participants with dinical Rert syndrome and those with MECP2 murations without the chnical
syndrome were recruited throngh the Rett Namral History study from 2006 to 2015, Clinical details were collected, and com-
lative lifetime prevalence of epilepsy was determined using the Kaplan-Meier estimator. Risk factors for epilepsy were assessed
wing Cox proportional hazards modds. ©f 1205 participants enrolled in the study, 922 had dassic Rer syndrome, and 778 of
these were followed longimdinally for 3939 persan-years. The diagnosis of arypical Rert syndrome with 1 severe clinical phenotype
was associated with higher prevalence of cpilepsy than those with dassic Rett syndrome. While point prevalence of active seizures
ranged from 30% to 44%, the esimated cumulative lifetime prevalence of epilepsy using Kaplan-Mier approadied 90%. Specific
MECP2 mutations were not significandly associated with sither seizure prevalence or seimre severity. In contrast, many chnical
features were assodiated with seimre prevalence; frequency of inability 0 walk scoliosis, gastros-
wmy feeding, age of seimre onset, and laie age of diagnosis were independenily assodated with higher odds of an individual
having cpilepsy. Aggressive behaviour was assocated with lower odds. Three disiing patiems of seizure prevalence emerged in
dassic Rett syndrome, induding those who did not have seizures throughout the study, those who had frequent rdapse and
remission, and those who had rdentless seimures. Although 248 of those with classic Rett syndrome and a hisiory of seizres were
in terminal remission at last contact, only 74 (12% of those with a hisiory of epilepsy) were seizure free and off antiseizure
medication. When stdied longitndinally, point prevalence of active seizures is reatively low in Retw syndrome, althongh lifetime
ek of epilepsy is higher than previowsly reported. While daily seizures are uncommon in Rett syndrome, prolonged remission is
less common than in other causes of childhood onsct epilepsy. Complte remission off anti-seizure medications is possible, but
furure efforts should be directed at determining what factors predicr when withdrawal of medications in those who are seizure free
is propitious
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* Average duration 1 year
* 7% > five years
\_ J

e 41% of study population
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Tarquinio et al., 2017. Longitudinal course of epilepsy in
Rett syndrome and related disorders, Brain 140, 306-318
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Tarquinio et al. Henriksen et al.
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Aim:
To describe the course and characteristics

of epilepsy in adults with Rett syndrome

Better with
increasing age?
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Results
Prevalence of active epilepsy
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Results
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Results
Frequency of seizures
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Results
Seizure types

Bilateral tonic-clonic

N seizures
N(%)
11-20 years 12 7 (58)
21-30 years 10 7 (70)

> 30 years 14 9 (64)




===
===
===
== =
== =

m ===



oo VESTRE VIKEN

Never seizures

Women
>30
years

- - e -
)
i i i I
] . i ! Ii !
b J- L . : b I i
P Ll i i P Ll
gy { G
L) :




oo e VESTRE VIKEN

Seizure free last 5 years
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Conclusion

Many will experience a pattern of remissions and
relapses

Epilepsy is still a major concern in many adults
with Rett syndrome
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