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is certainly increasing demand for
diagnostic services for children and
young people. Whether the apparent
increasing prevalence9 signifies an
epidemic or an epidemic of discovery10

is debatable. 

DIAGNOSTIC CRITERIA
The two primary diagnostic
classification systems currently in use
are the ICD-1011 and the DSM-IV.12 The
ICD-10 is the most commonly used ASD
classification system in the UK and
forms the basis for the SIGN guideline.6

The DSM-IV, published by the
American Psychiatric Association in
1994, defines autistic disorder by the
presence of deficits or unusual
behaviours within the following three
domains together with onset before the
age of three:
• reciprocal social interaction
• communication
• restricted, repetitive interests and
behaviours 

For the revised fifth edition of the
DSM, there are proposed changes in the
diagnosis of ASD.13 The revised criteria
include only two symptom domains
(social-communication and fixated,
repetitive interests), the elimination of
ASD subtypes, and the categorisation of
individual differences in terms of
dimensions of severity in the two
domains.14 Some authorities consider
that the proposed changes undervalue
the importance of deficits in social
imagination, and may lead to
underdiagnosis in infancy, adulthood
and in girls and women.15

RISK FACTORS 
There is a substantial genetic basis with
strong heritability.16,17 Approximately
70% of individuals with ASD also meet
diagnostic criteria for at least one other
(often unrecognised) mental and
behavioural disorder.18

Factors associated with an increased
prevalence of ASD are listed in table 1,
left. Sleep problems in children and
young people with ASD are also reported
more frequently by parents. 19-23

SIGN states that GPs should be aware
of the importance of considering
comorbid problems in children and
young people with ASD.6

REFERRAL
The NICE guidelines recommend the
provision of an autism team in each area
with a core membership consisting of: a
paediatrician and/or child and
adolescent psychiatrist, a speech and
language therapist and a clinical and/or
educational psychologist. In the absence
of such a team, GP referrals would
normally be to a paediatrician or a child
or adolescent psychiatrist. The decision
to refer should be made on the basis of
signs or symptoms. However, there is also
a need to consider the range, number,
severity, duration, pervasiveness and
impact of these signs and symptoms. 

Particular attention should be paid 
to the degree of parental concern. 
With consent from parents or carers,
and if appropriate the patient, information
should be gathered from schools or
other agencies. Before diagnosis,
children may be labelled as ‘naughty’
and may also be underachieving,
misunderstood and unsupported. 
They may also experience anxiety and
distress about attending school or may
even be excluded from school. 
Caution must, however, be exercised
since the contribution of information
from teachers and schools towards
accurate diagnosis has not been
thoroughly tested.6

With consent, sharing the profile or
diagnostic assessment with professionals
in education (for example through a
school visit by a member of the autism
team) can provide important information
which contributes to the design of the
individual education plan and needs-
based management plan.5 By informing
the school, additional support for
learning (ASL) can also be implemented.
Provision of this support is the
responsibility of educational services. 

Referral decisions should also take
into consideration the presence of risk
factors, see table 1, above. In cases
where the signs and symptoms are not

sufficient to warrant an immediate
referral, NICE recommends that a
healthcare professional should consider
keeping a close eye on the individual as
they mature since signs and symptoms
may change during this time. If the
parent, carer or healthcare professional
remains concerned, then a referral
needs to be reconsidered. 

The NICE guidelines also state that
children younger than three years
should be referred to an autism team if
there is regression in language or social
skills. However, these teams are not
universally accessible throughout the
UK. In children older than three with
regression in language or motor skills,
referral should be to a paediatrician or
paediatric neurologist in the first
instance. 

Irrespective of any earlier assessments,
re-referral for further ASD assessment
should be considered at any age.6 ASD
should not be ruled out because of:
good eye contact; smiling and showing
affection to family members; reported
pretend play or apparently normal
language development.5

EARLY RECOGNITION
The evidence that early intervention in
ASD is better than later intervention in
terms of developmental outcomes is
relatively weak, and parents rather than
children may be the principal
beneficiaries. Nevertheless, early
assessment for health problems and
developmental disorders is likely to be
desirable.6 Early identification of, and
intervention for, developmental
problems in general can improve
outcomes as well as alleviating 
parental anxiety.24 The evidence for
developmental benefits of early
intervention in ASD is largely based 
on observational studies.25,26

Recognition and diagnosis may lead
to the provision of autism-specific
support to families, financial benefits
and sometimes more appropriate
education, which can lead to better
outcomes for the individual.5

It should always be borne in mind that
an incorrect diagnosis of ASD, and
sometimes even a correct diagnosis, in
the absence of significant functional
impairment, can carry a risk of harm to
families. Early detection research can
nevertheless allow new insights into the
developmental mechanisms underlying
risk of ASD, produce new treatment
strategies aimed at restoring
developmental trajectories and reduce
or prevent long-term disability.27

Table 1

Risk factors for ASD5

•ASD in a sibling
•birth defects associated with CNS
malformation and/or dysfunction
•gestational age <35 weeks
•parental schizophrenia-like
psychosis or affective disorder
•maternal use of sodium valproate
in pregnancy
• intellectual disability
•neonatal encephalopathy or
epileptic encephalopathy, including
infantile spasms
• chromosomal disorders such as
Down’s syndrome
•genetic disorders such as fragile X
syndrome; muscular dystrophy;
neurofibromatosis and tuberous
sclerosis




