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Abstract

Autism is a disorder that uniquely impacts core aspects of socialization. Since its first description by 
Kanner in 1943 a considerable body of knowledge has developed. It has traditionally been defined 
by a triad of impairments – in social interaction (autism), communication, and restricted interests & 
repetitive behaviors. Autism is an early onset disorder with a strong genetic basis and clear evidence 
of brain involvement. Progress has occurred in the areas of earlier diagnosis, provision of more 
effective management and in understanding the nature of the social brain difficulties in both autism 
and related conditions. 

What is Autism?

Autistic disorder (also termed infantile autism, childhood autism, autism spectrum disorder, or 
Kanner’s autism) was first described by Leo Kanner in 1943 as a condition marked by severe and 
sustained problems in social development (autism) along with unusual communication and a range of 
problems typically subsumed under the term resistance to change or insistence on sameness (1). The 
category of resistance to change includes restricted or stereotyped patterns of behavior and interest. 
The onset of the condition is in the first years of life, if not from birth. Although frequently associated 
with intellectual disability it appears that overall outcome has improved with earlier diagnosis and 
remediation. Although remarkably accurate in the descriptive sense, Kanner’s initial report served to 
mislead early investigators; for example, his use of the word autism suggested some connection to 
schizophrenia and there was confusion on this point for some years.

Diagnosis

Kanner’s initial description (1) emphasized an apparently congenital “inability to relate” to people and 
difficulties with change. Although he mentioned unusual communication problems, e.g., absence of 
spoken language or, in verbal individuals, idiosyncratic language, difficulties with pronoun use and 
social language, and echolalia, only subsequently have these been included as essential diagnostic 
features. First officially recognized as a diagnosis in DSM-III in 1980, the definition of autism has 
evolved over subsequent decades (2). For the last several decades (since 1994) the convergence of 
the American (DSM-IV) and WHO (ICD-10) definitions has witnessed an explosion of research. Both 
systems also recognized a number of other disorders within the overarching category to which 
autism was assigned (2). Recent changes in the American system in DSM-5 (3) have been somewhat 
controversial with an apparently more restrictive definition (2). 
Early research on the condition was complicated by confusion with childhood-onset schizophrenia 
but several lines of work in the 1970s made it clear that autism was a distinctive disorder (4,5). 
Furthermore, it became clear that autism was a brain-based disorder with high risk for development of 
seizure disorder (6) and a very strong genetic basis (7,8).

Epidemiology

A number of epidemiological studies have been conducted. Overall the median rate of autistic 
disorder (strictly defined) is around 13 per 10,000 (9). The more broadly-defined autism spectrum 
disorder has been reported in around 1% of children in recent population-based studies (see paper on 
epidemiology of autism in this issue).
Issues of study design and sample selection impact identified rates, with smaller studies generally 
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reporting somewhat higher rates; although there has been a widespread impression that autism has 
increased in frequency, changes in diagnosis, increased awareness, and other factors make this unclear 
(9). There is a noteworthy gender difference with male predominance in autism (usually between 3 to 
5 times as common in boys). Although the early impression of an association with social class has not 
been substantiated (10), cultural and ethnic issues have been rather uncommonly studied (11). There 
is a suggestion that under-diagnosis of the condition may be associated with lack of awareness or 
psychosocial adversity (12).

Natural History, Prognostic Factors, Outcomes

With earlier diagnosis and intervention there is some suggestion that long-term outcome has 
gradually improved (13), although not every child improves dramatically (14). Prognostic factors 
within the child include (at around age 5) the presence of verbal language and overall nonverbal 
abilities within the average range (13). 
Before age 3 the diagnosis may be somewhat difficult to establish (15) but after that time the 
diagnosis is reasonably stable and generally life-long (16). By school age social interest may increase 
along with behavioral difficulties (17). As first noted by Kanner, in adolescence some individuals make 
gains while a smaller number lose skills (18). Adults are now more frequently able to be self-sufficient, 
with more attending college and post-secondary school programs (19), although it must be noted that 
research on adults with autism, particularly older adults, is sparse (20). 

Etiology

Although changes in the syndrome occur over time, the major unifying theme across development 
is the persistence of social difficulties. Genetic and other neurobiological factors have been strongly 
implicated in pathogenesis and syndrome expression. The genetics of autism appear to be complex 
with multiple genes involved, many impacting some aspect of neural functioning (8).

Over the past decade a growing body of work has focused on brain-related aspects of social 
dysfunction, including lack of salience (i.e., relevance) of things like perception of biological motion 
or attraction to faces (21-23). Postmortem studies have revealed abnormalities in specific brain 
regions as well as in the cytoarchitechture of the brain (24). Although initially limited to lesion 
studies, developments in genetics have greatly advanced potential animal models of the condition 
(25). Although the focus of much interest by the lay press, evidence for environmental factors in the 
etiology of autism is rather limited (26).

Differential Diagnosis and Assessment

Autism can present major challenges for evaluation and treatment, given the marked range of abilities 
both across and within individuals; typically services from multiple service providers are needed. 
Autism should be differentiated from other developmental disorders such as language disorder or 
intellectual disability and from sensory deficits or extreme deprivation syndromes (27). In autism 
nonverbal skills are often more preserved than verbal skills. In language disorders it is typical for 
social interest and motivation to remain even in the face of communication problems. In intellectual 
disability social skills are usually not dramatically different from cognitive abilities, although the 
presence of stereotyped mannerisms in association with severe intellectual impairment is a source 
of confusion. Although DSM-5 has largely discarded potential subtypes of the broader spectrum of 
autism-related conditions, research interest will continue in the potential autism variants (2).

Various tests have been developed for purposes of screening (28) and for diagnosis (29). Providing an 
integrated, comprehensive view of the individual should be the goal of assessment (30).
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Treatment

A large body of work now supports the use of behavioral and educational interventions (30) and a 
growing body of work has a strong research evidence base (2). Essentially goals of treatment aim to 
minimize the negative effects of autism on learning and development and to maximize the potential 
for more normative developmental processes (14). Some drug treatments may be helpful but, to date, 
these do not address core social problems (31). 

Parents frequently engage in the use of alternative and complementary treatments that, by definition, 
lack a research basis. Parents should be helped to understand the importance of use of evidence-
based treatments (30).

GP Comment.

What I learned from this paper?

1. The paper allowed me to refresh my knowledge of the prevalence/incidence and aetiology of the 
condition.

2. Early diagnosis being the key to improved outcomes, it is essential to have an index of suspicion if 
children fit the triad of symptomatology.

3. Educational and behavioural interventions rather than medication leads to improved outcomes.

4. Are we as modern clinicians over-diagnosing and over-medicating?

Dr Vinita Manjure, MBBS, MD, MRCGP, DFPSRH, CIDC, FRCOG
GP Partner
Milton Keynes and Bedford.
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