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West syndrome and autism: a case report
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ABSTRACT
West syndrome is an epileptic encephal opathy accounting for one-fourth of epilepsies occurring in the
first year of life and is highly associated with cognitive impairment. Autism spectrum disorders refer to
agroup of developmental disorders that are characterized by awide range of impairmentsin socia and
communicative abilities, stereo-typed behaviors, and restricted range of interests with an onset of initial
symptoms present before three years of age. In children with West syndrome, autism symptoms arise
frequently. The present case, who is a 7-year-old boy followed with the diagnosis of West syndrome and
autism, is presented to emphasize this association.
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I ntroduction

West syndrome (WS) is an epileptic
encephalopathy which accounts for 4-10% of
childhood epilepses and 25% of epilepsies occurring
inthefirst year of life. Three main features of WS
areasfollows: 1. Infantil spasms, 2. Cessation and
regression of psychomotor development, 3. The
finding of hypsarrityhmia in EEG [1,2].

West syndrome is classified into symptomatic,
cryptogenic and idiopathic depending upon the cause.
Approximately 75% of the patients are in
symptomatic WS group in which convulsonsdevelop
due to cortical malformations, prenatal events,
neurocutaneous syndromes (tuberoscleros's, sturge-
weber), chromosomal impairment and metabolic
diseases. In criptogenic group, the underlying cause
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can not be clarified, while in idiopathic WS, the
psychomotor development of the patients prior to
convulsion attacksisnormal [3]. U

Course primarily rests on etiology.
Criptogenic/idiopathic etiology, late onset and rapid
response to treatment is associated with good

O prognosis. In 50% of all cases, spasms disappear

before the age of two. In 70%, severe mental
retardation, autism, conduct disorder, develop and
in 25-50% L ennox-Gastaut syndrome is seen. Only
5-10% of the cases may show norma or near normal
mental development [4].0]

Autism spectrum disorders represent a group of
neurodevelopmental disorders characterized by
marked impairment in social and communicative
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skills, restricted interest and stereotypica behavior
inwhich first symptoms arise before the age of three
[5]. The term autism spectrum disorders is used to
include children with Autistic disorder, Asperger
disorder and with those Pervasive Developmental
Disorder-not- otherwise-specified [6]. Despite decades
of recognition autism spectrum disorders commonly
co-occurswith epilepsy, the relation between epilepsy
and autism still remainsunclear [7]. Based on ameta-
analysisof Amiet et a, the prevalance of epilepsy in
people with autism spectrum disorder was found to
be 8% and 20% respectively in the absence and
presence of intellectud disability [8]. In aprospective
study, it was reported that of children diagnosed with
onset of epilepsy in the first year of life, autism
spectrum disorder developed in 14% while it
developed in 46% of children diagnosed with West
syndrome [9]. In another community-based study,
autism spectrum disorder was detected in 5% of
newly diagnosed epilepsy cases. In the same study,
West syndrome and mental retardation were found
to be independently associated with autism spectrum
disorders[10].0

The comorbidity of epileptic syndromesand autism
still remains to be unclarified. The present case
describes achild with west syndrome and has severe
autism symptoms.[]

The comorbidity of epileptic syndromesand autism
still remains to be unclarified. The present case
describes a child with west syndrome and has severe
autism symptoms.

Case Presentation(]

The case, a 7-year-old boy, referred to our clinic
due to health council report. He has received specia
education and physical therapy for last six years.
There was severe impairment in language
development and social-emotiona reciprocity, and
repetitive behaviours in his psychiatric evaluation.
He had no verbal expression and limited non-verbal
communication with poor eye contact and hisresponse
to instructions was inconsistent. He had no pretend
play, and he had an unusual preooccupation with
holding salivain his mouth and playing withit. He
was not able to join his peers or interact with them.
Hewas born at term after anormal pregnancy by an
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unremarkable delivery. He developed normally until
he was five months old and after five months spasms
and convulsions started and his neuro-motor
development was stopped. He was diagnosed with
west syndrome and va proic acid and topiramate were
ingtituted. He is still on valproic acid. Following a
period with convulsions for about 6 months, no new
convulsion has occurred, but valproic asid was
continued as epileptiform anomaly continued to be
seenin frontal and parieto-temporal regionsin EEG.
When he was at the age of 2-3, it was established
that he had no eye contact with people, did not look
when his name was called, was not interested in
people and rocked forward and backward in sitting
position and lived in hisownworld. Hewasdiagnosed
with WS+ Autistic disorder and specia education
wasinitiated. He started to walk at the age of five,
never became continent and language was not
developed. Therewas no evidence of autistic spectrum
disordersin hisfamily history.[]

His weight and height were below the 3rd
percentile, and his head circumference was in the
3rd percentile. Blood chemistry analysis yielded
normal vaues. His hearing and eyesight were found
to be normal in previous tests and there was no
pathology incranial MR.[]

His total score in the Childhood Autism Rating
Scale (CARS) [11] was 52 / 60, indicating severe
autism and total score on the Autism Behavior
Checklist (ABC) [12] was 91 / 158 points. He was
diagnosed with AD according to DSM-1V criteria
[13].

Discussion(]

Although the course of disease depends on the
underlying cause in West syndrome, intellectual
disability at various levels occurs in 80% of the
patients. Prognosisis better in children in idiopathic
group [11]. Considering the developmental process
of the present case, it was determined that he wasin
idiopathic/cryptogenic group, convulsions were
controlled with drug treatment within 5-6 months
after onset, but retardation in psychomotor
development continued and autism symptoms
emerged in later years. His score in childhood
autism rating scale was 52, "extremely autistic' and
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his score in autism behavior checklist was 91.
Although there is no specific finding, 17-60% of
autistic children display various EEG abnormalities.
Findings are usually observed in frontal, temporal,
parieto-temporal, and centro-temporal regions. In a
study comparing video-EEG recordings and ages of
WS patients with or without autism, it was thought
that the continuation of hypsarrhythmia in later ages
and the presence of dominant spike and wave findings
in frontal regions were associated with the
development of autism and it was concluded that
hypsarrhythmialed to permanent damage in cognitive
functions and behaviora skills[14]. In the present
case, dthough convulsions did not continue, epileptic
discharges continued to be seen in frontal and parieto-
tempord regions, and in pardld he had severe autism
symptoms, which is consistent with the literature.
However, as hishistory was evaluated retrospectively,
and some of hismedica records could not be reached,
it was not known how long hypsarrhythmiain his
EEG lasted and to what degree it contributed to his
autism.[

In astudy in which children diagnosed with WS
were screened with autistic behavior checklist and
children with high probability of being autistic were
compared with those with low probability, it was
established that in those with WS+high probability
autism, cryptogenic and symptomatic groups
constituted 5.9% and 94.1% of the cases. In the
symptomatic group, congenita causesweretheleading
ones [15]. In a study of Saemundsen, 83% of the
cases with autistic WS displayed in symptomatic
group [9]. The present case was a patient with WS
bel onging to criptogeni c/idiopathic group with severe
autism symptoms.[

Mental retardation is present in 75% of autistic
cases[8]. In another study, psychomotor retardation
was detected in 86% of WS group while in 100% of
WS and high probability autism group [15]. Consitent
with the findingsin the literature, our case had severe
autism symptoms and marked psychomotor
retardation. [

WSisfregquently associated with autism. Autism
is a chronic disorder lasting lifelong and the most
important treatment modality is education. As early
onset of education is of critical importance, care
should be taken in order not to overlook these cases
and to refer them to treatment.

Informed Consent[]
Written informed consent was obtained from the
patient for the publication of this case report.

Competing interests]

The authors declare that they have no competing
interests with respect to the authorship and/or
publication of thisarticle.

References

[1] Aicardi J. Infantile spasms and related syndromes. In: Aicardi J
(ed). Epilepsy in Children. Lippincott Williams & Wilkins, Philadephia
2004; pp. 14-38.

[2] Baran ZT. Myoclonus, myoclonic seizures, and infantile spasms.
In: Swaiman KF, Ashwal S, Ferriero DM, (eds). Pediatric Neurology,
Principlesand Practice. 4 th ed. Missouri: Mosby Company, 2006; pp.
1063-78.

[3] Hrachovy RA, Frost JD. Infantile epileptic encephalopathy with
hypsarrytmia (infantile spasms/West syndrome). J Clin Neurophysial.
2003 Nov-Dec;20(6):408-25.

[4] Guzzetta F. Cognitive and behavioral outcome in West Syndrome.
Epilepsia 2006;47(Suppl 2):49-52.

[5] Rapin I, Tuchman RF. Autism: definition, neurobiology, screening,
diagnosis. Pediatr Clin North Am. 2008 Oct;55(5):1129-46.
[6] Volkmar FR, State M, Clin A. Autism and autism spectrum disorder:
diagnostic issues for the coming decade. J Child Psychol Psychiatry.
2009 Jan;50(1-2):108-15.

[7] Tuchman R, Cuccaro M, Alessandri M. Autism and epilepsy:
historical perspective. Brain Dev. 2010 Oct;32(9):709-18.
[8] Amiet C, Gourfinkel-An |, Bouzamondo A, Tordjman S, Baulac
M, Lechat P, et a. Epilepsy in autism is associated with intellectual
disahility and gender: evidence from ameta-analysis. Biol Psychiatry.
2008 Oct 1;64(7):577-82.

[9] Seamundsen E, Ludvingsson P, Rafnsson V. Autism spectrum
disordersin children with a history of infantile spasms: a population-
based study. J Child Neurol. 2007 Sep;22(9):1102-7.
[10] Berg AT, Plioplys S, Tuchman R. Risk and correlates of autism
spectrum disordersin children with epilepsy: acommunity-based study.
JChild Neurol. 2011 May;26(5):540-7.

[11] Schopler E, Reichler RJ, DeVellis RF, Daly K. Toward objective
classification of childhood autism: Childhood Autism Rating Scale
(CARS). J Autism Dev Disord. 1980 Mar;10(1):91-103.
[12] Krug DA, Arick J, Almond P. Behavior checklist for identifying
severely handicapped individuas with high levels of autistic behavior.
JChild Psychol Psychiatry. 1980 Jul;21(3):221-9.

[13] American Psychiatric Association. Diagnostic and statistical
manua of mental disorders. 4th edition. Washington, DC: American
Psychiatric Association Press. 1994.

[14] Kayadp L, Dervent A, Sdtik S, Uluduz D, Kayadp IV, Demirbilek
V, et al. EEG abnormalities in West syndrome: Correlation with the
emergence of autistic features. Brain Dev. 2006 Jul;29(6):336-45.
[15] Hancerli S, Caliskan M, MukaddesNM, Tatli B, Aydinli N, Ozmen
M. Autigtic spectrum in West syndrome. Turk Arch Ped. 2011;46(1):68-
74.

156



