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Editorial

sta edicdo do JECN apresenta um artigo sobre aspectos de qualidade de

vida em adolescentes com epilepsia no Grande Recife, bem como um

relato das atividades promovidas pela ASPE para o Dia Roxo no Brasil. O
terceiro artigo apresenta um relato de caso e uma revisao sobre epilepsia do lobo
temporal no contexto da sindrome do X fragil. Este artigo lembra que pacientes
com sindrome do X fragil sdo mais suscetiveis a apresentar crises epilépticas
febris e afebris.

Boa Leitura!
Fernando Cendes
Editor, JECN
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Qualidade de vida em pacientes adolescentes
com epilepsia no Grande Recife-PE

Quality of life in teenagers patients with epilepsy in Grande Recife city, state of
Pernambuco, Brazil

Hamilton Luis Sena Lima

RESUMO

Introducio: a Qualidade de Vida (QV) dos adolescentes com epilepsia esta relacionada a varios fatores que podem levar a
consequéncias até mais graves que a ocorréncia de crises epilépticas. O objetivo desse nosso estudo foi relacionar os indicadores
do perfil de QV. Metodologia: aplicamos o Questionario de Qualidade de Vida para Adolescentes Portadores de epilepsia
(QOLIE-AD-48) a 32 pacientes sem nenhum outro tipo de comprometimento e com idade entre 11 e 17 anos. Para validacio
do questionario utilizamos o teste de Wilcoxon, nas correlacdes o teste de Spearman e nas analises estatisticas o programa
SPSS. Resultados: uma baixa QV foi relacionada ao impacto da epilepsia. Os pacientes apresentaram dificuldades quanto a
memoria/concentracio e se sentiram limitados quanto ao funcionamento fisico. A falta de informaces adequadas influenciou
negativamente suas atitudes e percepcio de satde. O comportamento escolar estava relativamente bem e nesse nosso estudo o
estigma nio foi causa de baixa QV, mas poucos responderam que recebem apoio com muita frequéncia. Conclusdo: o apoio
social pode melhorar a perspectiva de como o paciente se avalia e sente a interferéncia da doenca, ji que a QV nos adolescentes
estudados ¢ grandemente afetada. Um estudo longitudinal é necessario para uma melhor verificacio das alteracdes da QV.
Palavras-chave: epilepsia, qualidade de vida, adolescente, fatores que afetam a QV

ABSTRACT
Introduction: Quality of Life (QoL) of adolescents with epilepsy is related to several factors that can lead to even more serious
consequences that the occurrence of seizures. The aim of our study was relating the indicators of QoL profile. Methods: we
applied the Quality of Life Questionnaire for Adolescents with Epilepsy (QOLIE - AD- 48) to 32 patients without any other
kind of commitment and aged between 11 and 17 years. To validate the questionnaire we used the Wilcoxon test, for the
correlations the Spearman test and for the statistical analyzes we used the SPSS program. Results: a low QoL was related to
the impact of epilepsy. The patients showed difficulties regarding memory/concentration and felt limited concerning their
physical functioning. The lack of adequate information negatively influenced their attitudes and perception of health. The
school behavior was relatively good and in our study, the stigma was not a cause of low QoL, nevertheless few answered that
they receive support often. Conclusion: social support can improve the prospect of how the patient evaluates and feels the
interference of the disease, since QoL in adolescents studied is greatly affected. A longitudinal study is required to better check
for changes in QolL.
Keywords: epilepsy, quality of life, adolescent, factors that affect QoL

1. Mestre em Ciéncia do Desporto - Area: Exercicio e Satde, professor de Educacio Fisica na Secretaria de Educacio do Estado de Pernambuco e professor
substituto na UFPE (Disciplina - Judd) - Departamento de Educacio Fisica, *Epilético
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INTRODUCAO

A epilepsia ¢ considerada a condicio neuroldgica cronica
mais comum no mundo, afetando aproximadamente 50 milhdes
de pessoas'. Individuos de todas as racas, sexos, condicoes
socioecondmicas e regides sio acometidas’.. O diagndstico
de epilepsia traz consigo inumeras implicacdes, além das
consequéncias fisioldgicas, acarreta também um rompimento
na maneira como o individuo se percebe, na sua vida social,
econdmica e nos seus planos de futuro, causando um grande
impacto na satide mental e social’.

O melhor antidoto para atitudes negativas é assegurar que os
pacientes entendam exatamente o que ela ¢, ja que o conceito de
Qualidade de Vida (QV) é subjetivo e referese como o paciente
sente e funciona em relacio a doenca*. O conhecimento dos
seus problemas sociopsicoldgicos é importante para ajuda-los
a atingir uma melhor QV. Além do controle clinico, uma das
principais metas do tratamento é ajudar o paciente com epilepsia
a levar uma vida normal, o que sé pode ser conseguido através
de informacdes precisas e orientacdes adequadas®, sem elas e por
sua natureza as vezes imprevisivel ¢ provavel que os pacientes se
tornem vitimas de conceitos errdneos e mitos, ambos histdricos
e culturais, dos outros®’. Dai a importincia do relato do paciente
na avaliacio de QV que vem consolidar a relevincia do conceito
da metodologia direcionada para o entendimento dos efeitos
psicoldgicos e sociais, além dos efeitos fisicos da epilepsia®.

Nos adolescentes, a imprevisibilidade se contrapoe a
autonomia que desejam. O estigma e o preconceito que
levam ao isolamento também se contrapdem ao desejo
de se agruparem e os pais, por medo do que a epilepsia
possa causar, agem com superprotecio, permissividade,
rejeicio, e baixa expectativa em relacio a seus filhos.
Por sua vez, estas reacdes contribuem para problemas de
ajustamento dos filhos, aumentando o estresse familiar e
a diminuicio da QV°.

Este estudo teve por objetivo relacionar os indicadores
do perfil de qualidade de vida em adolescentes de ambos
os sexos da drea do grande Recife que sejam portadores
de epilepsia e relacionar os indicadores de QV, sabendo
que na adolescéncia a maior fonte de problemas ¢ a sua
vida social. Observando, com isso, os efeitos da epilepsia
e das medicacdes antiepilépticas em suas vidas.

MATERIAIS E METODOS

Foram avaliados 32 adolescentes com idade entre 11
e 17 anos (média = desvio padrio: de 14,66 £ 2,04) por-
tadores de epilepsia sem nenhum outro tipo de compro-
metimento nos Ambulatorios de Epilepsia do Instituto
Materno Infantil de Pernambuco - IMIP ¢ HC/UFPE.
Onde 20 eram do sexo masculino e todos moradores do

grande Recife - PE.

Quadro 01 - Distribui¢io de acordo com o sexo e a faixa etaria.

Faixa Etaria Masculino Feminino Total

11 3 0 3(9,4%)

12 4 0 4 (12,5%)
13 1 1 2 (6,3%)

14 3 2 5 (15,6%)
15 2 1 3(9,4%)

16 3 5 8 (25,0%)
17 4 3 7(21,9%)
Total 20 12 32 (100,0%)

Nesta andlise, aplicamos o questionario de qualidade de vida
para adolescentes portadores de epilepsia (QOLIE-AD-48)",
composto destas oito categorias: impacto da epilepsia, memoria/
concentracio, funcionamento fisico, estigma, suporte social,
comportamento escolar, atitudes e percepcio de satde.

A descricio das variaveis foi efetuada a partir das medi-
das descritivas basicas: média, desvio padrdo. Para evidéncias
de significado estatistico, quanto a validacio do questionario
QOLIE-AD-48, foi utilizado o teste de Wilcoxon. Ja para a ve-
rificacio de correlacdes existentes nas andlises dos dados nos
utilizamos o teste de correlacio de Spearman e para a analise
estatistica foi utilizado o programa SPSS para Windows.

RESULTADOS

O impacto da epilepsia em nossa amostra mostrou que
por menor que seja ele interfere na vida de um adolescente
portador de epilepsia, pois ele alterou a QV de 65,6% dos
pacientes entrevistados. Quanto a meméria/concentragﬁo,
81,2% apresentaram dificuldade em entender ou lembrar
coisas que leu horas ou dias antes e em achar a palavra corre-
ta e isto pode estar associado a efeitos colaterais indesejéveis

de certas Drogas Anti-Epilépticas (DAE’s), efeitos esses que
também podem ter atrapalhado o funcionamento fisico, os
mesmos foram limitados pela epilepsia em 71,9% dos entre-
vistados principalmente quando as atividades eram muito in-
tensas, pois com as atividades moderadas apenas 10 pacientes
se sentiram limitados, sendo que 09 - raramente e 01- s vezes.
O que faz necessario uma melhor investigacio e esclarecimen-
to quanto a participacdo destes adolescentes em atividades
mais intensas, sabendo-se claro, que deve ser evitada qualquer
atividade que envolva riscos desnecessarios.

Em relacdo as atitudes, nossa amostra mostrou que eles
necessitam de maiores informacdes sobre o que é epilepsia, s6
um paciente atingiu os 100 pontos maximos a serem obtidos
para uma boa QV e 50% deles conseguiram atingir apenas
a metade dos pontos, isso mostra que suas atitudes influen-
ciam bastante em sua QV pois a falta de entendimento e de
informacdes adequadas traz dificuldades que junto de algu-
mas reacdes negativas dos pais contribuem para problemas
de ajustamento. Nenhum paciente de nossa amostra se sen-
tiu completamente bem em relacio a percepcio de satde ela
foi muito influenciada e de forma negativa pelo impacto da
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epilepsia, pela baixa memoria/concentracio e pelas atitudes.
Apesar de nio apresentarem efeitos colaterais visiveis, 25%
responderam que se sentiam ruim com os efeitos colaterais;
12,5% deles disseram que atualmente sua satide estava regu-
lar e 28,1% respondeu que comparando com um ano atras
sua satude estava a mesma coisa.

Nas questdes relacionadas ao comportamento escolar,
50% deles estava 100% bem, nido apresentando problemas
nem dentro nem fora da escola, mas apareceram respostas
que nio deveriam fazer parte da realidade do epiléptico, ao
serem perguntados se ja tinham usado a epilepsia ou os efei-
tos colaterais das DAE’s como desculpa para evitar fazer algo
que ndo queria fazer 6,3% responderam que sim - as vezes,
e 31,3% responderam que sim - raramente. Ao suporte so-
cial, os adolescentes epilépticos deste estudo, demonstraram
a importante necessidade deste apoio, sem que seja necessaria

a superprotecio e a superindulgéncia, apesar de a literatura
ressaltar que o epiléptico é uma pessoa de poucos amigos,
nenhum paciente de nosso estudo respondeu que nunca ou
raramente recebem apoio, mas poucos, 28,1% responderam
que recebem apoio com muita frequéncia, e o estigma nio
foi causa de baixa QV segundo nossa amostra, felizmente se
manifestou com um aumento positivo deste valor, mas como
a literatura coloca o estigma de uma forma muita negativa na
vida do epiléptico e tendo em conta as limitacdes inerentes a
um estudo transversal e aos procedimentos metodoldgicos faz
acreditarmos ser pertinente destacar, que se faz necessario um
estudo longitudinal para melhor precisio dos dados.

Ao buscarse estabelecer associacio entre os dados cole-
tados, a anilise estatistica mostrou forte correlacio entre as
variaveis estudadas (coeficiente de correlacio de Spearman:
< 0,001) em praticamente todos os dominios do inventario.

Quadro 02 - correlacdes

Impacto
Mem/Conc

Func. Fisico

Func.

Sup. Social

Fisico

Suport Social

Comp. Escolar

Atitudes

Ativ. Fisica

-p<0,01 |

DISCUSSAO

Nesse nosso estudo observamos que eram os mais jovens
que tinham o maior impacto da epilepsia e as piores atitudes.
Borges et al.!!, mostrou que quando era considerada a faixa
etdria, eram os mais jovens que mais sofriam com o impacto.
A falta de informacdes adequadas dadas ao paciente leva a
crendices, temores, suspeitas e erros de interpretacio a res-
peito do assunto’. Os que sabem menos sobre a doenca tém
um autoconceito pior do que aqueles que sabem mais", o
conhecimento pode ser importante na reducio do impacto®.

Com o aumento do n° de meses sem ter crises diminuia
o impacto. Contudo, apenas a auséncia de crises nio é ga-
rantia de tranquilidade', como também nio ¢ suficiente para
garantir melhor QV". Os que reclamaram do seu suporte so-
cial, fazia pouco tempo da ocorréncia da sua ultima crise, ou
seja a epilepsia com crises frequentes ¢ condicio que interfere
direto e negativamente na QV dos pacientes', dificultando-
-lhes principalmente a integracio social, isso ficou constatado
nesse nosso estudo ja que suas atitudes pioravam a medida
que diminuiam os meses sem ter crises. Estes pacientes tam-
bém ndo tinham boas atitudes, recursos familiares adaptati-
vos como comunicacio, dominio, suporte social e bem-estar
financeiro estdo associados a uma boa adaptabilidade social
nos epilépticos'”. Dados da literatura mostram que adolescen-
tes com epilepsia tém uma baixa autoestima'®,

Observamos que quanto maior era o impacto e a frequén-
cia, pior era o nivel de memdria/concentracio. A frequéncia de
crises elevada tem sido vista como um fator com relacio sig-
nificativa com o desempenho académico®. Apesar da maioria
apresentar queixa de memoria todos estava na escolaridade
adequada, o que mostra que estas alteracdes nio estio relacio-

| p <0,05

nadas com algum déficit intelectual. Os pacientes que apre-
sentaram o baixo nivel de memoria/concentracio também
tiveram um baixo funcionamento fisico, baixo suporte social,
baixa percepcio de saude, um mau comportamento escolar
além de nio ter boas atitudes. Efeitos colaterais indesejéveis
das DAE’s podem ter induzido a correlagio com o funciona-
mento Fisico®. O baixo suporte social se deve a idade esco-
lar, pois o ndo saber lidar com a epilepsia pode gerar baixas
expectativas nos pais e professores’, infelizmente a falta de
conhecimento sobre a epilepsia na populacio em geral ainda
¢ observada?.

A percepcio de saude nestes casos € comumente influenciada
pelo grau do déficit, pois a epilepsia normalmente nio afeta
a inteligéncia, os efeitos colaterais apresentados pelos
medicamentos de grande toxicidade?? pode ser uma das causas
para baixa memoria/concentracio, e o fato de nio se sentirem
bem quanto ao aspecto cognitivo pode ter influenciado
negativamente em suas atitudes. Ao sentirem o alto impacto
da epilepsia alguns pacientes entrevistados tinham baixo
funcionamento fisico, um mau comportamento escolar e uma
ma percepcio de saude. Seguindo uma das recomendacdes da
Liga Internacional Contra a Epilepsia que diz que atividade
fisica regular ndo precipita crises?® percebemos que varios
pais, cheios de conceitos errdneos muitas vezes precisam de
permissdes médicas para o encorajamento de seus filhos a
atividade fisica.

O baixo funcionamento fisico esteve associado a um
comportamento escolar nio tio bom e a um baixo nivel de
atitudes, em principio, o epiléptico deve levar uma vida tao
normal quanto possivel. Todavia, hd excecdes a esta regra que
merecem consideracio para se estabelecer base ideal para o
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tratamento antiepiléptico e evitar que as crises exponham o
paciente a riscos desnecessarios®*. O mau comportamento
escolar observado nesse estudo, muitas vezes estava relaciona-
do as reacoes inadequadas dos pais e professores'?. Quando
0s nossos pacientes niao tinham boas atitudes, nio tinham
um bom comportamento escolar e nem tinham boas percep-
ces de saude. Ja os que tinham bom comportamento escolar
possuiam boa percepcio de saude, que é muito importante,
pois nio existindo outras deficiéncias nio existe razio para se
esperar que o paciente tenha baixo rendimento.

Na adolescéncia, principalmente, as crises costumam ser
desencadeadas pelo uso de drogas e alcool, que interferem no
mecanismo das DAE’s, bem como por privacio de sono apds
festas prolongadas. Entretanto, deve ficar claro que a pior
conduta em relacio ao adolescente com epilepsia € a conduta
da proibicio sistemdtica. Contatos sociais e as relacdes fami-
liares sdo uma importante fonte de apoio social e pode ter
grande impacto sobre a capacidade individual para lidar com

a doenga®® " %8,
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Fragile X Syndrome and Epilepsy: case report

Sindrome do X Fragil e Epilepsia: relato de caso

Wendy C. S. C. Franca!, Ikaro S. S. Breder!, Ana Carolina Coan!, Marcia E. Morita!, Fernado Cendes!

ABSTRACT

Introduction: Learning disabilities is defined by intelligence quotient of less than or equal to 70 associated with limited learning
functions such as cognition, language, motor function and social skills activities. Epilepsy is more common in individuals with
learning disabilities and its frequency increases progressively considering severe intellectual impairment. Fragile X syndrome is the
most common genetic cause of learning disability and 10-20% of these children have epilepsy. Methods: We describe a patient
with fragile X syndrome, who had febrile seizures leading to temporal lobe epilepsy. Results: Male patient, 36 years old. He had
several episodes of febrile seizures from one to seven years old and at the age of 27 he started with spontaneous dyscognitive
seizures with possible temporal lobe origin. His brother, who also has the diagnosis of fragile X syndrome, presented a single
afebrile seizure as a child. Patient's MRI showed left hippocampal atrophy. Conclusion: The relationship between febrile seizure
and temporal lobe epilepsy in the context of fragile X syndrome is discussed in this article. Fragile X syndrome turns patients more
vulnerable to have any kind of seizures. Therefore, we have to prevent febrile seizures in these patients.

Keywords: fragile x syndrome, epilepsy, febrile seizure, temporal lobe epilepsy

RESUMO

Introducio: O déficit de aprendizagem ¢ definido por quociente de inteligéncia inferior ou igual a 70 associado as funcoes
limitadas de aprendizagem, tais como a cognic¢io, a linguagem, a funcio motora e as habilidades sociais. Epilepsia ¢ mais
comum em individuos com dificuldades de aprendizagem e sua incidéncia aumenta progressivamente em pacientes com
deficiéncia intelectual grave. Sindrome do X Fragil ¢ a causa genética mais comum de deficiéncia de aprendizado e 10-20%
destas criancas tém epilepsia. Métodos: Nos descrevemos um paciente com sindrome do X fragil, que teve convulsdes febris
e evoluiu com epilepsia do lobo temporal. Resultados: O paciente apresentou dois episédios de convulsio febril durante a
infancia e, com 27 anos, iniciou crises discognitivas tipicas de lobo temporal. Seu irmio, que também tem sindrome do X
frégil, apresentou crise afebril tinica na infincia. A RM do paciente mostrou atrofia hipocampal a esquerda. Conclusdo: A
relacio entre a convulsio febril e epilepsia do lobo temporal no contexto da sindrome do X fragil ¢ discutida neste artigo.
Pacientes com sindrome do X fragil sio mais suscetiveis a ter qualquer tipo de crise epiléptica. Portanto, temos que tentar evitar
crise febril prolongada nestes pacientes.

Palavras-chave: sindrome do x frégil, epilepsia, crise febril, epilepsia de lobo temporal

1. Department of Neurology, FCM, University of Campinas - Unicamp, Campinas, SP, Brazil
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INTRODUCTION

Learning disabilities, also known as mental retardation,
is defined by intelligence quotient of less than or equal to 70
associated with limited learning functions such as cognition,
language, motor function and social skills activities. It is
considered a developmental disorder in which the individual
was never able to acquire educational and functional skills
expected for his/her age or, in early life, the individual
suffered an insult that hindered his development leading to
the absence of functional gains. Epilepsy is more common
in individuals with learning disabilities and its frequency
progressively  considering intellectual
impairment. The prevalence of epilepsy in those with mild
to moderate deficit (IQ 50-70) is 15%, while in those with
severe impairment (IQ <50) it is 30%. This well established

relationship between epilepsy and learning disabilities was

increases severe

interpreted as a possible central injury leading to the two
conditions. However, with the advancement of studies in this
area, it is known that there are learning disabilities syndromes
in which epilepsy is not as prevalent'.

Fragile x syndrome (FXS) is the most common genetic
cause of learning disability and 10-20% of these children
have epilepsy, commonly with seizures easily controlled
with anti-epileptic drugs (AEDs) and agerelated EEG
pattern showing centrotemporal spikes. They also may have
sensory hypersensitivity and autism spectrum disorder?. The
syndrome is the result of functional loss of "fragile X mental
retardation 1" (Fmrl) gene present on the X chromosome,
leading to discontinuation of "fragile X mental retardation
protein" (FMRP). FMRP plays a role in RNA transport and
local protein synthesis and, therefore, is related to synaptic
plasticity, a mechanism related to learning and memory**.
The basis of the relationship between the syndrome
and epilepsy is focused on the theory of glutamatergic
metabotropic receptors and gama-aminobutyric acid (GABA)
receptors. However, FMRP is also expressed in glial cells and,
there is a recent interest in studies of neuronal development
of astrocytes and their relationship to the pathophysiology of
the disease’.

Jacobs and Doering reported that mice with FXS exhibit
developmental changes of hippocampal synapses at early
stages in their development, these abnormalities suppression
at early stages of life can result in abnormal patterns of
hippocampal dendritic branching’. Astrocytes of FXS mice
were deficient in the ability to regulate synapse development,
and culture of affected neurons showed decreased number
of pre and post synaptic proteins’. FMRP also regulates
phosphorylation "glycogen synthase kinase-3"(GSK3), which
was reduced in affected mices®. Yuskaitis et al. used the same
animal model to examine the role of GSK3 as a potential
combination of FXS and inflammation, reporting evidence
of increased reactionalastrogliosis’. Together, these studies
indicate that FXS results in dysfunction of astrocytes, which
may be associated with deficits in learning and increasing the
risk of epilepsy'.

Compared with epilepsy in the general population,
epilepsy in people with learning disabilities is more often
refractory to AEDs® and is associated with higher mortality’.
The prevalence of seizures in FXS is relatively low (11.8%
to 13.1%) and it is more common in boys (14-14.5%) than
girls (6 to 8.3%). The age of seizure onset is between 4 to10
years with a mean age of 5 years. The seizures are usually
infrequent, with 69% of boys and 89% of gitls seizure free in
6 months after AED start'®. Febrile seizures can also be seen'".
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Regarding treatment, patients suffering from epilepsy in FXS
have mild or moderate severity, with 85% of boys and 100%
of girls in use of one or two anti epileptic drugs'®.

This article aims to review the literature of epilepsy in the
context of FXS and to report a case of temporal lobe epilepsy
preceded by febrile seizure in a patient with FXS.

CASE REPORT

We presented a case of a 36 years old patient, male, who
was sent to our service when he was 27 years old because
of high seizure frequency. He had the diagnosis of FXS
with delayed psychomotor development, learning disability,
impairment of concentration and integration at school.

He had a generalized tonic-clonic seizure when he was
1 year old, during an episode of fever. Phenobarbital was
started at the time. At the age of three years, he presented a
similar episode. At the age of seven years, he presented three
more generalized seizures, always with fever. Phenobarbital
withdrawal was tried several times, but it triggered afebrile
generalized tonic-clonic seizures. At the age of 27, he started
with seizures described as head version to the right side,
associated with gaze deviation, loss of consciousness and
secondary generalization. He reported no auras. At this time,
the dose of phenobarbital was increased to 200mg per day
and diazepam 5 mg per day was introduced. He was then
referred to our epilepsy clinic. He has a younger brother,
also diagnosed with FXS, who had an episode of generalized
tonic-clonic seizure at age of 1 year, afebrile and without
recurrence. Neurological examination revealed moderate
cognitive impairment.

Brain magnetic resonance imaging (MRI) showed left
hippocampal atrophy and hyperintense FLAIR signal.
Electroencephalogram (EEG) only showed irregular generalized
slow waves. Currently, he is in use of clobazan 15mg per day and
carbamazepine 1200mg per day and he has a seizure frequency
of one to two dyscognitive seizures per month.

DISCUSSION

We reported a patient that shows the FXS vulnerability
to have seizures in childhood. This patient presented two
episodes of febrile (probably prolonged) seizures that has
well-established relationship with temporal lobe epilepsy.
This relationship becomes even clearer when the patient is
compared to his brother, who had a seizure in childhood with
no fever, and no recurrence'°.

A study with thirty FXS patients grouped patients
according to the pattern of seizures: i) seizures and normal
EEG; ii), seizures and abnormal EEG iii) well-controlled
seizures and abnormal EEG and, iv) abnormal EEG with
frequent seizures refractory to AED treatment. It showed
that the spectrum of seizures in patients with FXS is quite
large, but this is usually also observed in patients with
epilepsy due to other etiological factors'?. Based on that,
we cannot relate specific types of seizure directly with the
FXS, as the febrile seizures or the temporal lobe seizures
presented by our patient.

In studies with animal models of FXS, astrocytes were
proved to be deficient in the ability to regulate synaptic
development, and culture of affected neurons showed
decreased numbers of pre and postsynaptic proteins.
Further characterizations of these changes established
that these findings return to normal during the animals
development®, which explains the good control seen in most
patients with FXS and epilepsy.



The literature also shows that, because of the complexity
of neural development, any insult in early life to the dendritic
branching and synaptogenesis can lead to the development
of cognitive impairment or epilepsy'!, as the febrile seizures
that affected our patient. Electrophysiological studies
showed a reduction in long-term potential in the cortex and
increased long-term depression in hippocampus affected by
the genetic mutation related to FXS'> ) which can also lead
to epileptic seizures.

Regarding febrile seizures as a risk factor for the
development of hipocampal sclerosis and temporal lobe
epilepsy, high temperatures should be prevented in children
with increased susceptibility to seizures, as in patients with
FXS. It is not clear in the literature the direct relationship
between FXS and temporal lobe epilepsy, which makes us
think about the role of hippocampal alterations secondary
to the syndrome and its relation with the additional insult
represented by febrile seizures. The severity of the epilepsy
and clinical patterns were not correlated with the increased
number of the CGG trinucleotide repeat in the FMR 1 gene'?.

A therapeutic target for treatment of seizures in patients
with FXS could be the "Striatal-Enriched protein tyrosine
Phosphatase" (STEP), involved in the inappropriate
AMPA and NMDA receptors internalization, and ERK1/2
pathway dysregulation observed in FXS animal models'.
Moreover, animal studies show changes in the GABAergic
system and the functional inhibitory neurotransmission
in brain regions that are relevant to the phenotype of
FXS, including the amygdale, cortex, hippocampus and
striatum. This should be considered in the study of new
treatment options for neurological manifestations of this
syndrome, including seizures?.

CONCLUSION

Although the relationship between FXS and epilepsy is well
documented, studies on the pathophysiological mechanisms
linking the two conditions are necessary, especially if we
consider the cases of refractory epilepsy that evolve beyond
the period of childhood. Furthermore, attention should be
paid to the prevention of febrile seizures in these patients,
given the susceptibility to seizures and the relationship
between febrile seizures and temporal lobe epilepsy.
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The activities promoted by ASPE on the Purple Day in
Brazil: a letter to Cassidy Megan

As atividades promovidas pela ASPE para o Dia Roxo, no Brasil: uma carta para Cassidy Megan

Gabriela Salim Spagnol"**

RESUMO

A epilepsia ¢ a doenca neuroldgica cronica mais comum no mundo e afeta todas as idades, racas e classes sociais. Desde
2002, a Organizacio nao Governamental (OnG) Assisténcia a Satide de Pacientes com Epilepsia (ASPE) desenvolve acoes de
conscientizacdo sobre epilepsia no Brasil, sendo ela a executora oficial do Projeto Demonstrativo sobre Epilepsia no Brasil
parte integrante da Campanha Global ‘Epilepsia fora das Sombras’ da Organizacaio Mundial de Saude, da Liga Internacional
Contra Epilepsia e da Associacio Mundial de Pacientes com Epilepsia (OMS/ILAE/IBE). Buscando ampliar as acoes de
divulgacido para o ano de 2014, a ASPE em parceria com a Fundacio Internacional Anita Kaufmann promoveu o Purple Day,
celebrado no dia 26 de marco, no Brasil. O Purple Day teve inicio em 2008 com a manifestacio de uma menina de 9 anos,
Cassidy Megan, de Nova Escocia, Canad4, com o objetivo de aumentar a conscientizacio sobre a epilepsia. A escolha do roxo
remete 4 lavanda, a cor internacional da epilepsia, dado ao fato que a flor lavanda remete a um sentimento de isolamento,
soliddo, frequentemente vivenciado pelas pessoas com epilepsia. A presente carta tem por objetivo descrever a Cassidy Megan
sobre as atividades realizadas no Purple Day.

Palavras-chave: epilepsia, conscientizacio, comunicacio

ABSTRACT

Epilepsy is the most common chronic neurological disease worldwide and affects all ages, races and social classes. Since 2002,
the nongovernmental organization (NGO) “Assisténcia a Satde do Paciente com Epilepsia” (ASPE) undertakes activities to
raise awareness about epilepsy in Brazil, as the official executor of Demonstrative Project on Epilepsy in Brazil, part of the
World Health Organization Global Campaign ' Epilepsy Out of Shadows ', the International League Against Epilepsy and
the International Bureau for Epilepsy (ILAE IBE WHO). To expand its actions on 2014, ASPE in partnership with the Anita
Kaufmann Foundation promoted the Purple Day, celebrated on March 26th, in Brazil. The Purple Day began in 2008 with
the initiative of a 9-year-old girl, Cassidy Megan of Nova Scotia, Canada, with the goal of raising awareness about epilepsy.
The choice of purple refers to the color of lavender fields, to the feeling of isolation linked to this flower, often experienced by
people with epilepsy. This letter aims to describe directly to Cassidy Megan about the activities promoted on the Purple Day.
Keywords: epilepsy, awareness, communication

1. Federacio Brasileira de Epilepsia - EPIBRASIL
2. Assisténcia a Saude de Pacientes com Epilepsia - ASPE
3. Faculdade de Ciéncias Médicas da Unicamp
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Campinas, Brazil.

March 26™, 2014.
Dear Cassidy Megan,

In this letter, I would like to tell you about Purple Day in
my city, in Brazil. But, first, I shall tell you a bit about myself.

I had just graduated in Nursing and started my Masters
in Neuroscience, when I was invited to be part of a volunteer
organization in Epilepsy, called ‘Assisténcia a Saude do
Paciente com Epilepsia’ (ASPE). In English, it would be
‘Healthcare Assistance to the Patient with Epilepsy’.

As a volunteer, | went to a very poor community in
Brazil’s countryside to talk about Epilepsy. There, people
with Epilepsy amazed me with their willpower and strength
to overcome so many barriers in life. I thought I would be

teaching there, but I was the one learning. As a nurse and
as a human being, I would do anything to break down these
barriers. To knock out prejudice, fear, shame and solitude. I
came back home with all these wishes in my mind.

The organization 1 told you about, ASPE, was created
in 2002 with this same purpose. As part of a World Health
Organization campaign called ‘Epilepsy Out of Shadows’,
ASPE was founded to promote Epilepsy awareness in Brazil,
starting at University of Campinas.

This year, the founding chairman of ASPE, Prof. Li Li
Min, told me about you. A 9-years-old girl from Canada who
stood up to talk about Epilepsy on the 26™ of March. Then,
he said, the color of lavender fields, purple, was chosen to
represent this day, recalling the solitude faced by those with
Epilepsy. And, by gathering to talk about it, we shall send this
loneliness away!

Figure 1 - Group Meeting for Preparation

e

[ am happy to tell you that this day was all about purple
and smiling people in Brazil. We started joining the ones
with the same purpose: patients, healthcare professionals,
students, reporters (Fig.1). Suddenly, Purple Day was all
over the news. Through TV channels, several newspapers
and magazines, social networks, all available through web,

'~sz

we invited people to wear purple and join us. We even
gave our voice for the Purple Day and recorded a song
about it. | hope you like it! Watch this video: https://www.
youtube.com/watch?v=pu9GCAGDZ5k (Youtube: Purple
Day 2014. ASPE Wears Purple, Sings Along and Stands for
Epilepsy Awareness).

Figure 2 - Campus Purple Lights
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But we wanted the whole University wearing purple.
What about brightening it on purple? Lights of the main
centers in campus were covered in purple (Fig.2). Purple
Day would last until night. Also, our ASPE president,

Mrs. Isilda, decorated the Hospital entrance with purple
fabrics and posters, while others, nurses, doctors and
students were distributing purple ribbons, leaflets and
informations (Fig.3).

Figure 3 - Hospital Entrance in Purple preparation

Still, that wasn’t enough. We wanted more noise. More
purple. With a group of Medical students and with Alice,
from ASPE, I simulated a seizure in the middle of the
University restaurant (Fig.4). We did it during the busiest
hour, lunchtime. [ was afraid of performing it and I felt a great
despair when pretending to lose control. Now, I understand
a bit more of how difficult a seizure can be. It was extremely

PURPLE DAY - 26 DE MARCO
. Vista Roxo por Epilepsia

important to have people I trusted by my side. By doing so, we
were able to show to students how easily they could help and
how naturally this situation should be seen. We definitely
caught their attention. They had questions and they learnt
about Epilepsy through our leaflets and our explanation
(Fig.5). Other students were able to see it later on, when we
released the video online, through social networks.

Figure 4 - Simulation at the University restaurant

In the evening, our founding chairman released his
new book on Neuroscience and Epilepsy during a nice
and pleasant event. Much more was said and heard about
Epilepsy. People were gathered, laughing and taking pictures
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together (Fig.6). The ones who posted pictures wearing
purple on Facebook received a free copy of this book!
‘Out of shadows’, I may say, far from solitude. Purple Day
extended throughout the night.



Figure 5 - Leaflets: ‘Keep Calm and wear Purple for Epilepsy on the 26th of March’

E
VISTA ROXO

POR EPILEPSIA
26 DE MARCO

A dear friend of mine, who has Epilepsy, told me that That Purple Day may be remembered and disseminated all
she had never felt more welcome in life before. I didn’t even  over the world. In Brazil, you can count on me and ASPE!
know that she had Epilepsy. She was telling me for the first

time, saying that we had no idea of how much it meant for My best wishes and greatest admiration,

her. I remembered of you, the reason why this beautiful day

happened. Through this letter, I would like to congratulate Gabriela Spagnol

you. Thank you for bringing so many people together. Thank Executive Secretary of ASPE

you for allowing them to be heard, taken care of and, most Master Student at School of Medical Sciences
important, to feel welcome as any of us should feel, every day. University of Campinas - Brazil

Figure 6 - Me and my family together on the Purple Day
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