Autism Spectrum Disorder
Classification
Autism Spectrum Disorder (ASD; DSM-5, APA 2013) is a developmental disorder formerly characterized
in ICD-10 and DSM-IV as a “triad of impairments” i.e. deficits in reciprocal social interaction and
communication, and the presence of restricted, repetitive patterns of behaviour, interests or activities. In
2013 the latest revision of DSM (DSM-5) collapsed these into two core domains to reflect the fact that
delays and abnormalities in language are not specific to autism and that almost all individuals with
difficulties in reciprocal social interaction also manifest deficits in communication.
DSM-5 diagnostic criteria require individuals to show (currently or by history) persistent deficits in: (A)
Social communication and social interaction across multiple contexts and (B) Restricted, repetitive
patterns of behaviour, interests or activities. To meet criteria for domain (A) individuals must show deficits
in: (i) emotional reciprocity (ii) non-verbal communicative behaviours used for social interaction and (iii) in
developing, maintaining and understanding social relationships. To meet criteria for domain (B) they must
show difficulties in at least 2 of the following: (i) stereotyped or repetitive motor movements (ii) insistence
on sameness; inflexible adherence to routines or ritualized patterns of verbal or non-verbal behaviour (iii)
highly restricted, fixated interests that are abnormal in intensity or focus, and (iv) hyper- or hypo reactivity
to sensory input or unusual interests in sensory stimuli.
Symptoms must cause clinically significant impairment in social, occupational or other important areas of
current functioning and are rated by severity (‘requiring very substantial support”; “requiring substantial
support” and “requiring support”). Symptoms must also have been present in early development although
they may not become apparent until social demands exceed the individual’s capabilities. Diagnostic
ascertainment should also specify if the autism is accompanied by additional intellectual or language
impairments; is associated with a known medical, or genetic condition or environmental factor; is
associated with another neurodevelopmental, mental or behavioural disorder, or with catatonia.
Sub- categories of disorder that were included in DSM-IV such as Asperger syndrome or Pervasive
Developmental Disorder no longer appear, although DSM-5 criteria specify that “Individuals with a wellestablished diagnosis of autistic disorder, Asperger’s disorder or Pervasive Developmental Disorder
should be given a diagnosis of Autism Spectrum Disorder”
Associated conditions
There is a significant association between ASD and a number of other conditions including ADHD,
Tuberous Sclerosis and FragileX. Links with other conditions are also well documented (e.g. rubella,
cytomegalovirus, phenylketonuria) although the phenotype in these cases tends to be atypical (Rutter,
2013). Epilepsy, often with onset in early teens, occurs in around 20-30%of individuals with comorbid
intellectual disability, but rates are lower in those with normal IQ (Bolton, et al., 2011).
Regression in development, usually around the age of 12 to 24 months, has been reported in many
studies although estimates vary from around 15% to as high as 50%. Pickles et al., (2009) suggest that
language regression, in particular, is highly specific to ASD and may index an underlying
neurodevelopmental anomaly

Genetics
The risk of ASD in siblings of probands is significantly increased and there is a high concordance rate in
monozygotic twins. Family studies indicate that the “Broader Autism Phenotype” (i.e. having problems
related to social, language and/or cognitive functioning) occurs in up to 20% of first-degree family
members. Although ASD is clearly highly heritable, attempts to identify the specific genes involved have
met with limited success (Rutter, 2013). Currently, up to 15% of cases of ASD appear to be associated
with some form of genetic mutation and it is suggested that the identification of rare mutations (e.g.
SHANK 3) and Copy Number Variations (CNV’s; i.e. submicroscopic chromosomal deletions or
substitutions) may provide evidence of the neural systems that underlie autism (Geschwind, 2011).
However, Rutter (2013) notes that these may be related to intellectual disability as much as to autism. It is
evident, too, that both common polymorphic variations and rare mutations play a role; there are also
genes that are intermediate between rare and common. “The relative importance of rare, common and
intermediate frequency genes has yet to be established” (Rutter, 2013).
There is no evidence that single environmental factors (e.g. MMR or other vaccines) cause ASD although
more complex environmental risk factors (e.g. immune system abnormalities; pre or peri- natal
perturbations etc.) cannot be ruled out and the influence of factors such as high maternal (Sandin et al.,
2012) or paternal age (Hultman et al., 2011) remains unclear. Moreover, since autism is clearly a
multifactorial disorder, the impact of gene-environment interactions must also be considered, although
current understanding of the complex mechanisms involved in gene x environment interactions in autism
is very limited
Prevalence
Although estimates vary, recent epidemiological research suggests that prevalence rates for both children
(Baird et al., 2006) and adults (Brugha et al.,2011) are around 1%
Physical Phenotype
This is usually normal although minor physical anomalies are not uncommon. Enlarged head
circumference and atypical patterns of cerebellar developmental have been reported (e.g. Courchesne et
al., 2011) although the findings are not entirely consistent and Chawarska et al. (2011) suggest that the
increase in brain size may be associated with increased body size, rather than being a distinctive brain
feature.
Life expectancy/natural history
Life expectancy appears normal. Many individuals, especially those who are more able show
improvements in core autism symptoms and behavioural difficulties with age. Outcome is significantly
associated with factors such as IQ and severity of social impairment, but prognosis is also affected by the
adequacy of educational, occupational and other support systems (Howlin et al., 2013).
Behavioural and cognitive characteristics
As noted above, ASD is defined by impairments in reciprocal social communication and the presence of
ritualistic and stereotyped behaviours/interests. Onset of language is typically delayed but significant
delays in language are less common in children of average or above IQ. Although frequently associated
with intellectual impairment, recent studies suggest that up to 50% of individuals with ASD may be of
average intellectual ability (Baird et al., 2006). In children, non-verbal IQ is frequently higher than Verbal
IQ, although this pattern may be reversed in older, more able individuals.

Outcome
Functioning in adulthood is determined both by innate cognitive abilities and the levels of educational and
post-school support provided. Mental health problems, especially related to anxiety and depression, often
emerge in late adolescence/ early adulthood although estimates of rates of mental health disorders vary
widely. Some studies suggest that up to 70% of individuals with ASD have one or more comorbid mental
health disorders but in non-clinical adult samples, in which detailed psychiatric assessments have been
conducted, rates are much lower, at around 22% (Hutton et al., 2008)
Websites
www.nas.org.uk

www.researchautism.net
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