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Presentation

Care practice is increasingly complex due to several factors, among which is the increase of sci-
entific information available. Science, something that is constantly changing, requires constant
updated knowledge in order to meet the needs of health care and disease effectively and safely.

In 2003, the Spanish NHS Interterritorial Council created the GuiaSalud project whose fi-
nal aim is the improvement of quality in clinical decision-making. For this reason, a register of
Clinical Practice Guidelines (CPG) in the National Health System has been developed based on
explicit criteria generated by its scientific committee.

In early 2006, the Directorate General of Quality Assurance Agency for Health deveigped the
National Quality Plan for the National Health System, which includes 12 strategies. Ziie purpose
of this Plan is to increase the cohesion of the system and help ensure the highest quaiity healthcare
to all citizens regardless of their place of residence. This plan includes the development of CPGs
by different agencies and experts groups on prevalent pathologies related te health strategies.

In this framework, this guide has been created to treat patientS-with Autism Spectrum
Disorders (ASD) in Primary Care.

Mental disorders are a major social and economic burden,®oih by its frequency, coexistence
and co-morbidity, as well as by the disability they produce. Inthe case of ASD, there is a consider-
able impact on not only the development and welfare of those affected, but also their families. The
chronic nature and severity of these disorders require the'creation of a plan for early detection and
personalised and permanent multidisciplinary treatraent throughout the life cycle, with significant
social and economic costs.

The evidence that ASDs are more comimon than previously thought has increased in recent
decades. Knowledge of this fact supports.itie development of this Clinical Practice Guideline on
Autism Spectrum Disorders for Primary-Care, as health professionals in this area of care, in coor-
dination with other professionals (education, social services), are key actors of early detection and
subsequent establishment of the best comprehensive care for children. They are also best placed
to provide information, supper¢and guidance to the family.

We hope this guide.will facilitate the work of professionals and improve the quality of care
provided to children witit ASD and their families.

PABLO RIVERO CORTE
Directorate General of the Quality Agency of the NHS
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Questions to answer

DEFINITION, CLINICAL MANIFESTATIONS AND CLASSIFICATIONS
®  What is the definition of ASD?

® What is the aetiology of ASD?

® What is the co-morbidity of ASD?

® What are the clinical manifestations of ASD?

e  What is the classification of ASD?

DIAGNOSTIC CRITERIA

e What are the diagnostic criteria of ASD?

® Are the diagnostic criteria established in the DSM-IV-TR or ICiy-10 manuals on ASD diag-
nosis useful?

EARLY DETECTION

® Why is early detection important?

® How should the monitoring of a healthy child in Primary Care be carried out to detect early
problems in the further development?

® Are there warning signs / specific ¢titeria for suspicion of ASD useful for early detection in
Primary Care?

® May the parent’s warning he effective in Primary Care for risk assessment of ASDs?
® What rating scales of suspected ASD are most effective?
® Do we need a more comprehensive monitoring in risk groups?

® What is the nitnimum age of suspicion?

ASD SUSPICION MANAGEMENT STRATEGIES IN PRIMARY CARE

e _What are the steps to follow if there is any suspicion of ASD? What are the referral criteria of
ASD? - Algorithm

KEY ASPECTS TO CONSIDER WHEN PROVIDING INFORMATION TO PARENTS

® Does the information given to parents of children with suspected ASD amend their satisfac-
tion and their ability to cope with the problem?

® What are the aspects to consider in relation to parents when providing information if there is
a suspicion of ASD, and after a diagnosis of ASD?

® What is the basic information that Primary Care professionals are required to provide to par-
ents of children with suspected or newly diagnosed ASD?
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STRATEGIES FOR MONITORING CHILDREN WITH ASD IN PRIMARY CARE
® How to plan the visit of children with ASD in Primary Care?

® What issues should be explored / monitored in the Primary Care visit of children with ASD?
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Recommendations

Diagnostic Criteria

C

It is recommended that professionals involved in the detection of children with
ASD, especially those with little experience, use the diagnostic DSM-IV-TR and /
or ICD-10 manuals

Early detection

C

Early identification of children with ASD is recommended as part of the megitoring
healthy child care process

Health and educational professionals should regularly discuss with parents the
psychomotor, intellectual and behavioural development of their children (at least
between 8-12 months, between 2-3 years and between 4-5 ygars old) as part of the
monitoring of the healthy child

Health professionals should incorporate a high level. st vigilance in the fields of
social, play, language and behaviour development 7or the early identification of
ASD and related disorders

In the monitoring of healthy child development in Primary Care, to help detect any
developmental disorder, including ASD,4! is recommended the use of scales (such
as the Haizea Llevant scale developed.in-our context) (Appendix 3)

Warning signs

DV

Healthcare professionalsshiould monitor the development of healthy children taking
into account the “warning signs” proposed (Appendix 4):

- Immediate waruing signals

- Compendiuni of ASD warning signs according to age periods

Warnings froni parents

C

!Concerns or warnings from parents regarding their child’s development should be
valued as much as the very presence of abnormal features

Take advantage of any visit (routine monitoring or due to illness) to consult the
parents on concerns regarding their child’s development

Professionals can use the items of the PEDS scale to direct questions about parental
concerns (Appendix 5)

Rating scales of suspected ASD

C

Population screening for ASDs is not recommended with the instruments developed
at thismoment, although the capability of the M-CHAT and the Autonomous Scale
is being investigated
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B.C We recommend the M-CHAT instrument as a useful tool to confirm clinical
’ suspicion of ASD in children between 16 and 30 months (Appendix 6)

B.C We recommend using the Autonomous Scale, in children older than 5 years as a
’ useful tool to confirm clinical suspicion of Asperger’s disorder (Appendix 7)

Monitoring in risk groups

Itis recommended to take into account those factors associated with the development
of ASD in regular visits: perinatal factors (consumption of drugs or teratogenic
substances, perinatal infections, gestational diabetes, gestational bleeding, foetal

CD distress, prematurity, low birth weight), metabolic diseases, older parents, parents
with a history of schizophrenia or affective psychosis and a family history ef’ ASD
(siblings with ASD) c

C Professionals should carry out a close monitoring of the development of those

siblings of children with ASD as these are a risk group

Minimum age of suspicion

Practitioners should monitor the presence of any warning signals from at least 6

C months of age

Given that there is no evidence of a minimum age for alterations, referral to
Specialised Care may be considered at any age when there is a suspicion of ASD

Aspects to consider when providing information to parents for suspected ASD

Practitioners should provide-information to parents about what is appropriate child
development

It is recommended-iv always address any concerns parents may have about the
D behaviour or deveiopment of their child to improve their satisfaction with the
treatment received by the professional

It should e remembered that new parents or parents without previous references
may have more difficult to detect disorders in their children’s development

| When there is a suspicion of ASD, parents should be warned but not alarmed,
fitaking them aware of the importance of immediate evaluation

‘Professionals should provide correct information to help parents realize their
child’s problems, because some families have difficulty recognizing, understanding
and accepting the disorder, especially when professionals are giving completely
‘ unexpected information

Itis recommended NOT TO USE the terms “disorder” or “autism” (since a diagnosis
v has not been made yet), and use expressions such as: your child seems “not to have a
communicative and social development appropriate for his or her age”

‘ Action must be taken to the feelings of fear and denial of parents by being positive,
v non-judgmental and actively listening to concerns about the referral to Specialised
Care
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If there is any suspicion of ASD, one must be agile and provide information on the
D diagnostic process (referral), to increase satisfaction and confidence of parents and
reduce their uncertainty (Appendix 8)

The Health Care Team, especially the social worker, should take an “enabling” role
when providing and interpreting information together with families

Aspects to consider when providing information to parents after a diagnosis of ASD

Professionals must accept and understand the first emotions resulting from the |

diagnosis as part of the process of accepting the new reality

Q

Professionals should provide objective and simple information to parents @bout
what are ASDs, their aetiology, and respond to any questions that may apply, so that
they can control the situation as soon as possible and increase their ability to cope
with it (Appendix 9)

Professionals should be wary of burnout, depression and stress phenomena of the
primary caregiver, usually the mother

Professionals should be positive in the messages that.gie transmitted so that the
process of adaptation and acceptance of families is effective, since they must rebuild
their social conceptualization of what it means to have a child with autism, as well
as acquire management skills

The Health Care Team, especially the social’wvorker, should take an “enabling” role
when providing and interpreting information together with families

Management and monitorization of childven with ASD in Primary Care

Professionals should take account of the symptoms and behavioural disorders of
children with ASD to prepare, in coordination with parents, the visits of the child
to prevent overstimulation or confusion and potential health problems or risk
behaviours

It would be usetul to register children with ASD by maturation level (IQ or
C developmenta! level) as it is a key prognostic factor, which determines the global
evolutiop {fearning, communication, social skills)

Professionals can use visual support interventions such as the use of pictograms,
caitoons, dolls imitation, to support communication processes in children with ASD.

B ‘ . . .
\Example: to show them the instruments, procedures and techniques, exploration of
pain and other symptoms
Professionals should use short simple sentences, without double meanings to

| D communicate previously to the child what he or she will do, and use direct orders

‘ when asking them for something, using the support of parents to understand and
communicate
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In the visit of children with ASD, Primary Care professionals should:
— Coordinate with parents so that they anticipate the visit to the child

— Try not to wait for a long time in the waiting room, especially if it is full of other
patients

— Trust in the management criteria of parents
— Welcome the child in a calm and orderly environment
— Reinforcement with prizes (toys, stickers and others) may facilitate future visits

— In case a certain procedure that involves physical contact is required, it is iieces-
sary to assess risk / benefit of doing so. For example, blood tests, for which he or
she should be as much prepared as possible, accepting more flexible rules such as
allowing the parent to accompany the child or adapting the procedure if necessary

— Be aware of disorders and behavioural sensitivity to detect.. masked symptoms
such as pain, certain harmful or dangerous habits like inkaling or ingesting toxic
substances, self-harm

— Adjust the format of the medication to the child’s preferences as much as possible
(i.e., syrup instead of tablets)

Professionals should monitor the nutritionai status of children with ASD,
recommending dietary supplements if necessary or even referring

Professionals should manage the gastiaintestinal problems of children with ASD
in the same way as those of childien without ASD, taking into account that the
D existence of functional gastrointéstinal problems (constipation, bowel disorders, and
others) can have major adapiive and behavioural consequences than in population
without ASD

’ Professionals should irform parents about healthy habits such as diet or exercise,
v leisure and free time activities, selecting those which, within the limits of the family
and those providéd by the community, provide enjoyment and child welfare

Monitor oral health of children with ASD. In case of eating toothpaste, do recommend
one witheuat fluoride. Patients and parents’ associations can provide guidance on
D which dentists have experience attending children with autism, as sometimes certain
changes in the procedures may be necessary. The same applies if ophthalmic check-
uns are required

'All children with ASD should follow the immunisation schedule established just like
B any other children, including vaccination of MMR (rubella, measles and mumps).
Professionals should inform about the importance of this to parents

Professionals should monitor the presence of sleep disorders, using as a first step

C . . . .
behavioural strategies to manage them and training parents on this issue
C Professionals should inform parents that there is no evidence that ASDs are
associated with digestive disorders
Professionals should inform parents that currently there is no evidence of the
AB effectiveness of diets free of gluten and casein, secretin, vitamin B6 plus magnesium,

Omega-3 fatty acid, dimethylglycine, hyperbaric oxygen therapy and music therapy
for specific treatment of ASD
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Professionals should inform parents that currently there is no evidence of the
effectiveness of antifungal therapy, chelating agents and immunotherapy

Professionals should inform parents that there are currently some “alternative
treatments” that have no scientific basis to support their use and could be potentially
dangerous, so they should be advised to consider only those interventions
recommended by professionals
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1. Introduction

Mental health, as an indivisible part of health, contributes significantly to the quality of life and
full social participation. Mental disorders are a major social and economic burden, both by their
frequency, coexistence and comorbidity, as well as by the disability they produce. Mental illness
is the second major cause of disease burden in societies with market economies, with no pros-
pect of control of these figures, as a significant increase has been predicted'. In our context, it is
confirmed as one of the main contributors to the loss of years of life free of disease, using as a
measure of disease burden the rate of DALY's (Disability Adjusted Life Years)>. Therefore, mental
health has required special attention by all those involved, reflected in the course of action'cf the
document “Mental Health Strategy for the National Health System’: health care to patieats, co-
ordination between institutions, scientific societies and associations, training of healti» personnel,
promoting research and information and evaluation systems. The aim of this strategy is to im-
prove the care of people with these disorders, reduce stigma and marginalisation to which they are
subject and encourage prevention, early diagnosis, treatment, rehabilitation@nd social integration.

In the case of children with special needs the Technical Report or #icalth and social problems
of children in Spain (2005)* and the White Paper on Early Care’, reiterited the priority of maximiz-
ing the development of those children who have deficiencies and encourage their academic and
social integration and personal autonomy. In addition, it states that this goal requires adequately
trained professionals working in interdisciplinary cooperaficin and coordination with parents and
the institutional entities involved (health, educational, s¢eial).

Autistic Spectrum Disorders (ASDs) are part of mental health problems. ASDs are a number
of neuropsychiatric disorders, classified as “pervasive developmental disorders” according to the
diagnostic classification of DSM-IV-TR, whichcan be detected at an early age (by definition, au-
tistic disorder is before 3 years old)®. Thisadysfunction has a major impact on not only the proper
development and welfare of the individual concerned but also on the family, given the high burden
of personalised care they need’. In addition, it must added, that the prevalence of such disorders
has increased considerably, which together with its chronic nature and the severity of disorders,
require a multidisciplinary cusiomised and continuing treatment plan throughout the life cycle,
under constant review and tnonitoring. This plan promotes the full potential of people with ASD
and promotes their sociai-integration and quality of life?.

As with other mental health disorders or other disabilities, these are a problem that can cause
stigma, which is further aggravated by a rare disorder to be socially visible, hidden or poorly un-
derstood by citizens and institutions as a whole. Families show feelings of isolation, invisibility
and lack of knowledge of what are ASDs by the society in general® '°.

The diversity of clinical manifestations that can occur in ASD hinders early detection of
symptoms consistent with such disorders'!, and consequently the diagnosis is delayed, which in
nany cases is not confirmed before the age of 3.

In addition, there is a lack of knowledge of the problem in medical and educational fields.
In order to achieve a diagnosis as early as possible, it is very important to raise awareness of the
importance of early detection of ASDs and provide tools to help an early detection and make deci-
sions in this regard'2.

This document is the full version of “Clinical Practice Guidelines for the Management of
Patients with Autism Spectrum Disorder (ASD) in Primary Care (PC). Early detection and moni-
toring”. The Clinical Practice Guideline (CPG) is structured by chapters that provide answers to
the questions that have been stated at the beginning of this document. A summary of scientific
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evidence and recommendations is presented at the end of each chapter. Throughout the text, in
the right margin the type of study and the possibility of bias in the literature reviewed are shown.

The material that presents the detailed information with the methodological process of
the CPG (search strategy for each clinical question, guide tables) is available both on the web-
site GuiaSalud as in the UETS, Health Technology Assessment Unit of Lain Entralgo Agency
(Madrid). These websites also include the Methodological Manual on CPG development process
which contain the general methodology employed'®. Moreover, there is a condensed version of
the CPG, to a lesser extent and with the appendices to the main CPG full version, a quick guide
with the recommendations, scales and key algorithms, and a version for parents and families of
children with suspected and diagnosed with ASD. These versions are found on the websites listed
as the printed version.

Prevalence of Autism Spectrum Disorders and burden of
the disease

Autism has traditionally been considered a low prevalence disorder.-J'he estimated figures from
the 70s state around 4-5 per 10,000, but today the numbers have:increased'*!”. The estimated
overall prevalence for autistic disorder, Asperger disorder, childhiood disintegrative disorder and
pervasive developmental disorder not otherwise specified arc:shown in Figure 1.

Figure 1. Prevalence of Pervasive Developmental Disorders— PDD / 10.000*
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fiore recent studies even reach a higher prevalence of 60 per 10000 for the entire autistic
speetrum, as in the study in the population of New Jersey (United States), which provided preva-
I¢tice data from a total of 67 cases per 10,000 children for the entire autistic spectrum, divided
into 40 cases per 10,000 children for autistic disorder and 27 cases per 10,000 for Asperger’s
Disorder'®, or the study of Kent (United Kingdom) with a prevalence of 82.2 per 10,000 for the
whole autism spectrum®®.

The increase in numbers has been gradual over the past 30 years. Some authors agree with
the highest estimates and argue that it is due to a change in diagnostic criteria, now less restric-
tive to expand the spectrum (Asperger’s Disorder was included in the manuals in the 90s), and an
increase of the sensitivity of professionals to these disorders®. On the contrary, other authors sug-
gest that current data does not fully support this hypothesis and the numbers should be monitored
in the coming years to ensure that there really is no increase in the incidence of autism'>.
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In the Spanish context, few studies have addressed this disorder in different Autonomous
Communities. The results have not exceeded an estimated prevalence of 5 per 10,000 cases in
Spain, but the data are from studies conducted between the years 1990 to 1998, there being no
subsequent records'® 222, One study calculated an estimate of the incidence in Spain by age group
from the incidence rates of a studio in Australia, reaching an adjusted incidence rate of 8 per
10,000 for the group of autism and Asperger disorder in the 0-4 age group, and 3.5 per 10,000 in
the age group 5-9 and 1.4 per 10,000 in the 10-14 years age group®.

It has also been observed that men are more likely than women to suffer from this disorder,
with an estimated ratio of 4:1, without significant differences in the proportion of cases of autism
among the different social classes and cultures studied**.

The onset age of these disorders is very early, in some cases the first signs have been ob-
served during the first year of life, hence the importance of comprehensive monitoring;of child
development®.

In regard to the effect of cognitive ability, according to data of some autiors, intellectual
disability among people with ASD was 29.8% (67% among people with autistic disorder, 12%
among children with pervasive developmental disorder not otherwise specitied and 0% among
children with Asperger disorder)'”.

According to the survey by the INE (National Statistics Instiiute) on disabilities, impair-
ments and health in the year 1999, in our country there are 3.8 mitilion disabled people, of which
some 4,500 people are diagnosed with autism (0.12 %)*’ . However, despite the chronic nature
of these disorders, not all people diagnosed with autism ai< in a situation of dependency. Many
children with ASD can achieve high levels of functionality and independence, depending not
only on their characteristics or the severity of disorders (low or normal 1Q, presence or lack of
functional language), but also in terms of support received from an early stage, both to the child
and the family.

The figures regarding the social cost % people with ASD are high. An economic review from
2007 estimated the total costs needed foian autistic person over his life at 3.2 billion dollars. This
study is based on a review of studies from the United States, UK and Canada, by doing an age
distribution according to direct.costs (medical and nonmedical) and indirect (lost productivity in
people with autism and the tirse parents devote to children with autism)®. Another study from
2006 compared the annual cost of medical services among children aged 2 to 18 years diagnosed
with autism and withouf autism, and it estimated an annual cost is three times higher in the group
of children with autisi in comparison to those who do not suffer from this disorder”. The study
was conducted with the population of a health plan in Northern California. They concluded that
the use of healilt services and the cost of these were significantly higher for children with ASD
compared witn children without ASD?¥.

According to a study on the overall ASD morbidity burden in Spain in 2003, 43,928 Disability
Adjusted Life Years (DALY) were estimated, of which 33,797 were attributable to autistic disor-
der and 10,131 to Asperger disorder together with pervasive developmental disorder not otherwise
specified. These figures were calculated on a reference population of 6,043,479 (children between
0 and 14 years in Spain in 2003, representing 14.5% of total population). A significant aspect of
this study refers to the importance of early detection and early intervention of ASD. According to
the same study, when the morbidity burden is adjusted after receiving a proper early intervention,
experts estimate a reduction in the disability weight of 0.4 in the group with autistic disorder,
and 0.25 in Asperger’s disorder and pervasive developmental disorders not otherwise specified;
representing a total reduction of 11,817 Disability Adjusted Life Years (26.95%). However, the
real benefit of early intervention can not simply be assessed in terms of morbidity burden, as it
also implies a reduction of family stress, increased coping ability of the problem and increased
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optimism in the future, so for this reason, the benefits are much higher than the simple reduction
of Disability Adjusted Life Years®.

Variability in clinical practice

Although ASDs are often seen in very early ages, not all professionals who evaluate healthy child
development both in Primary Care (paediatricians, nurses, general practicioners), and the educa-
tional field (teachers and educators) have incorporated into their daily practice a surveillance sys-
tem to detect developmental disorders effectively, so sometimes a first diagnosis may be delayved

months or even years*®3!,

Primary Care professionals may have little information or training to detect any develop-
mental abnormalities, or these are not as present as other diseases or disorders of child develop-
ment*>33, Similarly, it is common not to know what instruments or scales are useful for early diag-
nosis of ASD. A report® on late diagnosis of ASD in Spain, involving 607 fatailies from all over
Spain, found that the family is the first to suspect that something was wrorig in the development
of their son or daughter when he or she is 1 year and 10 months and thai the average age of first
medical consultation is around 2 years and 2 months. 63% of paediatricians refer to specialised
services before 6 months, but 21% do so after 6 months, and 16%.1iever gets referring. This same
study shows that although 72% of families said to have gone 2t some point to a public health visit
(51% mention Primary Care) less than 38% have received a specific diagnosis in the public health
care, as families end up turning to private care primarily arguing lack of knowledge about ASD
in public health and private assistance being faster and better to confirm the diagnosis. This di-
agnostic delay is even greater in the Asperger diserder and autism without associated intellectual
disabilities (sometimes called high functioning. autism, although experts do not recommend the
use of this term because it does not represent’any diagnostic category), where symptoms can go
unnoticed in the early years. In fact, the diagnosis of Asperger disorder, in children under 4 years
can be very difficult. In Spain, data from a recent study** have shown that the diagnostic process
usually takes several years and the age for diagnosis may be delayed up to 11 years; other inter-
national studies have shown the same delay for the group of children with ASD and in particular,
with Asperger’s disorder®.-Therefore, it is necessary to encourage early detection taking into
account the gradual range ot symptoms and degrees of involvement of ASD, from the slightest
alteration to the most serious developmental disorders.

Some professionals may think optimistically that the child has only mild signs of develop-
mental delay that he or she is a bit “slow” but that will recover with time and reach the others®
37, This favours delayed diagnosis, leading some parents to a situation of helplessness, visiting
different iédical consultations, to find a professional to guide the diagnosis®. The anxiety and
uncertainty with which they live is very important during this period®® *.

Another study carried out in Spain in over 68 families and 109 health professionals describes
the problems of accessibility for people with ASD to the health system*. 62.5% of families said
they had difficulties in making the diagnosis of the disorder due to ignorance on the part of pro-
fessionals (28.2%), the diversity of diagnoses (23.1%), delays in obtaining a diagnosis (15.4%),
lack of knowledge about where to go (12.8%), little or no coordination between the professionals
involved (12.8%), and the need to move to another city (7.7%). Concerning the time it took to get
a definitive diagnosis, 41.4% of the families stated that it took more than four years to receive a
definitive diagnosis. On the other hand, 80% of health professionals felt that they knew little or
nothing about autism, and 20% knew some or very much about this disease.

Therefore, the priority is to provide the necessary information for early detection to both
Primary Care practitioners (paediatricians, family physicians, nurses)'* *"*2 as well as educa-
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tional services, since these professionals are the ones who will be consulted first by parents if they
detect any change, or they will be the ones to detect changes in the scheduled assessments of the
child. Early detection will depend on these professionals having appropriate knowledge about the
disorder*#,

It is also critical that parents obtain objective and reliable information, based on evidence,
after a suspected ASD. Such information will reduce the stress and uncertainty in the process of
referral to Specialised Care (SC), to both Primary Care professionals and parents, preparing them
well for it.

Treating an ASD patient in Primary Care following diagnosis may be influenced by certain
problems associated with these disorders and may require some consultation by the family tc:the
paediatrician or Primary Care professional. It is therefore important to know the symptors-and
co-morbidity associated with ASD, so that prevention and health promotion measures caii,be car-
ried out, also facilitating the accessibility of children with ASD to health care®.

Given the relevance of ASD, in some Autonomous Communities programs.to provide spe-
cialised health care to patients with ASD are being created, thus eliminating 2il the barriers that
the system has for these patients to be treated in accordance with their capzbilities and features.
One example is the AMI-TEA program (integral health care of patientz With ASD), established in
the Community of Madrid, University Hospital “Gregorio Marafion’’

The importance of early detection of autism spectrum
disorders

Early detection will lead to early interventioz in children with ASD and their families, which will
help to reduce family stress, increase coping skills and the development of social adaptation of
children in the future®. Institutions which support ASDs, professionals and relevant publications
suggest that identification and early diagnosis are important (see Table 1)*:

Table 1: Benefits of early diagnosis of ASD*:

® prevents or rectities erroneous diagnoses |®  helps identify family support needs

® reduces parérits uncertainties ® helps people with ASD to understand them-

) . . . selves and others
® helps, identify education options

® helps others understand people with ASD,

® heips in vocational guidance, and identifies including family, couples and society

services that facilitate this choice

1 ) e prevents future comorbidity problems
® provides access to resources, support and

services e reduces isolation

® allows genetic counselling to families e guides the identification of the broader phe-

) notype of ASD in family members
® allows adequate environmental support

e facilitates contact with other people or rela-
tives with ASD
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Early care resulting from early detection of health problems is justified by itself, since the
therapeutic delay is always seen as a failure of the health system. Early care is defined as “the
set of interventions aimed at children of 0-6 years, the family and the environment, which aim to
respond as soon as possible to the temporary or permanent needs presented by children with devel-
opmental disorders or who are at risk of suffering them. These interventions, which must consider
the child as a whole, must be planned by a team of interdisciplinary and transdisciplinary orienta-
tion professionals’>. Most of these teams are formed by psychologists, educational psychologists,
speech therapists, physiotherapists, psychomotor therapists and neurologists. In the case of a de-
velopmental disorder, early intervention will at least reduce family stress and uncertainty about
the future of the affected child.

This guide is intended, therefore, to be a useful tool for all professionals involved in‘early
detection and monitoring of ASD in Primary Care, as well as parents and families involve&in this
care, so as to improve the quality of life of children with ASD and their families.



2. Scope and objectives

The main purpose of this guide is to help health professionals in Primary Care to be able to per-
form an early detection and monitoring of children with ASD according to recommendations
based on scientific evidence.

The topics covered in the guide are presented in the following specific objectives:

— Making Primary Care paediatricians and family physicians able to identify early develop-
mental abnormalities and specific signs of suspected autism spectrum disorders in_chil-
dren, and to proceed with an appropriate referral for specialised care.

— Facilitate the Primary Care nursing staff and even other professionals related-ig early de-
tection (teachers, counsellors) the ability to recognize early warning signs‘indicative of a
developmental abnormality and specifically of an autism spectrum disorder.

— Provide primary health care professionals the right information to give to the family with
a suspected case of ASD that requires referral and after the confirmed diagnosis.

—  Train Primary Care professionals to act in a coordinated afid effective way (each accord-
ing to his professional duties) when monitoring children’with ASD in Primary Care.

These objectives aim to improve the communication channels between Primary Care and
Specialised Care to facilitate early diagnosis and expediie a customised care plan, hoping to im-
prove the quality of life of the patients and their famiiies.

The guide considers, within ASDs: autistio disorder, pervasive developmental disorder not
otherwise specified, Asperger disorder, Rett-d:sorder and childhood disintegrative disorder, tak-
ing into account that these are within the eategory of Pervasive Developmental Disorders (PDD)
according to the classification of DSM:1V-TR diagnosis. The DSM-IV-TR considers ASDs as
PDDs, so both names are equivalent.Currently, most authors do not consider Rett disorder and
childhood disintegrative disorder within ASDs due to their special clinical features, however,
given the scope of this guide, ail'PDDs will be considered within ASDs.

This guide focuses oti.children from 0 to 6 years old, a period that covers most of the diagno-
ses of ASDs*” and which coincides with the Early Warning Surveillance period. This timeframe
excludes adolescents and adults.

Therefore, e guide is aimed primarily at professionals working in Primary Care (paediatri-
cians, family physicians, nurses, social workers). Given the content of the document produced,
the information will be useful for other professionals involved in the detection and treatment of
ASDs,oth within the educational field (teachers in general and Counselling Teams) and social
services (Early Childhood Units).

It also targets parents who come to this first level of care. For the latter it is a tool that will
allow them to know what are ASDs, the diagnostic process, mitigate the stress caused by the
uncertainty, lack of information, and may manage reliable information so as to avoid guidelines,
which have not been endorsed by evidence.

The resources currently available in Primary Care have been taken into account before final-
izing the recommendations. This guide does not address issues related to the treatment of ASD.
For more information about this issue, please consult the Guide on good practice for the treatment
of autism spectrum disorders*®. Given the diversity of clinical pictures, this guide does not make
recommendations on issues that may be associated with ASD such as the treatment of epilepsy,
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hyperactivity, anxiety, depression, sleep disorder, eating disorders, aggression, self-harm, obses-
sive rituals, attention deficit disorder and others.

As this guide has a national approach, issues related to the organisation of health services
in particular areas are not addressed, though it tries to establish some basic recommendations on
criteria for referral to specialised care, so that the guide may also be disseminated to other profes-
sionals related to the care of ASDs.
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3. Methodology

The methodology used is set out in the Manual for the Development of CPG of the Ministry of

Health'3.

The steps followed are:

Constitution of the guide development group, composed of professionals from: Primary
Care (paediatricians, family physicians and nurses), Specialised Care (neurologists, psy-
chologists and psychiatrists for children and teenagers) and experts from the Health
Technology Assessment Unit (UETS); besides two representatives of patients withASD
have participated within the development team group, from the early stages ¢t'the pro-
ject, in the development of this guide.

Constitution of a subgroup, with members of the guide’s group for the development of
the patient-oriented version.

Definition of the scope and objectives of the guide.

Formulation of clinical questions using the Patient / Interv&tition / Comparison / Outcome
(PICO) format.

Literature search in Medline, Embase, Pascal Biomed, Cochrane Plus, DARE, HTA,
Clinical Evidence, INAHTA, NHS, PsycINF(; EED, CINDOC. Languages: English,
Spanish. Population studier: children fromi.0to 6 years old. Publication Year Limitation:
limited to primary education. First we¢ searched to find clinical practice guidelines
(CPG) and then assessed their quality using the CPG assessment tool developed by in-
ternational collaboration, Appraisai of Guidelines Research and Evaluation (AGREE).
Two CPGs have been included as a secondary source of evidence to help answer some
sections of the guide. In a second phase, a search of systematic reviews, meta-analysis
and evaluation reports in'the databases mentioned above has been carried out. In a third
phase, there has bees an expanded search of primary studies (clinical trials, observa-
tional studies, studics on diagnostic and prognostic testing).

Quality assessment of studies and summary of the evidence for each question follow-
ing the recemmendations of SIGN (Scottish Intercollegiate Guidelines Network) for
interverition studies and NICE (National Institute for Clinical Excellence) for diagnostic
studies.

rFormulation of recommendations based on “formal assessment” or “reasoned opinion”
from SIGN and NICE (Annex 1). The controversial recommendations or lack of evi-
dence were resolved by consensus of the development group.

An external review of the guide was performed by a group of professionals selected for
their knowledge of the pathology addressed, the methodology in the development of
guides and the Primary Care setting.

Various scientific societies involved were contacted: Asociacion Espanola de
Profesionales del Autismo (AETAPI) (Spanish Society of Professionals in Autism),
Asociacion Espafiola de Pediatria en Atencién Primaria (AEPAP) (Spanish Association
of Primary Care Paediatrics), Federacion de Asociaciones de Enfermeria Comunitaria
y de Atencion Primaria (FAECAP) (Spanish Federation of Community Nursing and
Primary Care), Sociedad Espafiola de Neurologia Pediatrica (SENP) (Spanish Society
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for Paediatric Neurology), Asociacién Nacional de Enfermeria de Salud Mental
(ANESM) (National Association of Mental Health Nursing), Confederacién Espafiola de
Organizaciones a favor de las Personas con Discapacidad Intelectual (FEAPS) (Spanish
Confederation of Organisations in favour of People with Intellectual Disabilities), and
the Asociacion Espafiola de Psiquiatria del Nifio y el Adolescente (AEPNYA) (Spanish
Association of Child and Adolescent Psychiatry). For the participation of patients,
the associations involved are: Confederacién de Autismo de Espafia (CAE) (Spanish
Autism Confederation) and the Federacién Espafiola de Asociaciones de Padres/Tutores
de Personas con Autismo (FESPAU) (Spanish Federation of Associations of Parents/
Guardians of Children with Autistic Disorders). All societies are represented by one of
the development group members or external reviewers.

In_www.guiasalud.es the material that presents in detail the information with the meth-
odological process of the CPG (search strategy for each clinical question, guides’ tables)
is available.

Update of the GUIDE

The UETS, responsible for the publication of the Guide will a@lso be responsible for its update
within a period of 3-5 years, or earlier, depending on the 2ew evidence. This update is done
through the incorporation of updated literature searches, particularly focusing on those aspects
where the recommendations could be substantially mcdiiied. The methodology to carry out this
update process is reflected in the Methodological Menual Update for Clinical Practice Guidelines,
available at www.guiasalud.es

28

CLINICAL PRACTICE GUIDELINE FOR THE MANAGEMENT OF PATIENTS WITH AUTISM SPECTRUM DISORDERS IN PRIMARY CARE



4. Definition, clinical manifestations and
classifications

The questions that are going to be answered in this chapter are:
e What is the definition of ASDs?

*  What is the aetiology of ASDs?

*  What is the co-morbidity of ASDs?

*  What are the clinical manifestations of ASDs?

¢ What is the classification of ASDs?

4.1. Definition

ASD is defined as a chronic neurological disorder wito’a strong genetic basis which is manifested
from an early age in a series of symptoms based on a triad of disorders (Wing triad*®) (see
Figure 2) in social interaction, communication atd lack of flexibility in thinking and behaviours
(described in the DSM-IV-TR manual)®. The-level of severity, type and age of onset of each of
the criteria will vary from one individual to another, defining each of the diagnostic categories.
Despite the ratings, no person suffering‘an ASD is similar to another one in terms of observable
characteristics.

Figurel. Wing triad*

Interaccion
Social
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4.2. Aetiology

Autism is a complex brain disorder that affects coordination, synchronisation and integration
between different brain areas. The essential abnormalities of these disorders (social interactions,
repetitive communication and behaviours and restrictive interests) are justified by multiple brain
abnormalities, functional and / or structural, which are not always the same®. This approach
provides the growing interest for the concept of autism as a spectrum of disorders that can cover
different behavioural phenotypes, with varying degrees of intensity among the people who pre-
sent it as well as during its evolution, which depend on the different brain areas involved with the
possibility of being etiologically distinct.

This complexity of clinical manifestations suggests the existence of multiple causes. RXecent
advances indicate the importance of genetic factors and some possible environmental factors that
lead to very early brain abnormalities.

The most widely accepted hypothesis is that the essential conditions of ASD arise during
pregnancy (suggested before the 6 month), so they are often already preseri-at birth, and mani-
fest when they interfere with the normal course of development.

ASDs, therefore, have a primary etiological heterogeneity whichis not always the same in
all the families and individuals affected, and which can be influenced by environmental factors,
especially in the early months of pregnancy, leading to nuclear disorder with different amplitude
and severity, depending on the factors (genetic and environmental) involved®! >4,

Genetic factors

It is accepted that “autism is the most genetic @isorder within the neuropsychiatric syndromes”
and that it is primarily the result of the alteration of an interdependent set of genes, distributed
in different parts of the genome, requiring-the participation of a minimum number of genes, al-
though they do not always coincide, for its development and manifestation®.

The results of whole genoms#. scans support the hypothesis that an individual must inherit
at least 15 to 20 genes (genetic tieterogeneity), which interact in a synergistic manner to express
the complete phenotype of attism®®. Of these genes, some act in all cases and others in various
combinations that would:influence in family variations and in the severity or the expression of the
phenotype. The hypothesis proposed is that each of the genes involved provides a small amount
of risk for the disorder and that only when that amount exceeds a certain threshold, the person has
the full phenotynz®’. Other genetic aspects which contribute to autism are quantitative, polygenic
and pleiotrope® %%, All of these genetic features, as well as increasing comorbidity, explain the
extensivephenotypic spectrum used to show these disorders. In addition, the balance between
unfavoiirable quantitative traits and protective quantitative traits contributes to understanding the
great variability among members of the same family for any of the traits of autism. The situation is
even more complicated, taking into account that the expression of quantitative traits, both positive
and negative, has a strong environmental influence.

The recurrence rate in siblings of people with autism is 2.2%, which can reach up to 8% when
including all ASDs'”%-%_ which means about 50-75 times the risk of the general population® .
Systematic studies performed on twins conclude that monozygotic twins (MZ) have a concord-
ance rate (probability that both brothers have autism) above 60% for the full syndrome®”"". In ad-
dition, it has been found that MZ that are not consistent with autism, have cognitive and language
disorders and / or social anomalies in a very high level, which can reach up to 76% contrasting
with 10% in dizygotic’®’?. These observations support the conclusion that autism is a polygenic
disorder in which interactions between multiple genes can lead to the characteristic phenotype of
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ASDs in levels of variable intensity® 3.

Karyotype studies have shown that almost all chromosomes are involved in a 5-9% of people
with autism®7478, Tn a person with autism, what is being specifically explored is the presence of
“fragile X chromosome.”

In addition to the karyotype, there are new genetic technologies (molecular genetics, liga-
ment studies, polymorphism, fluorescent in situ hybridisation (FISH), microarrays comparative
genomic hybridisation complete genome (CGH-arrays) and, more recently, multiplex ligation-
dependent probe amplification (MLPA), used as complementary tests in the diagnostic process to
detect associated syndromes / disorders.

There have been numerous studies in multiple-family groups and whole-genome scans #-8
that have suggested different regions of nearly all chromosomes, where loci and genes imgiicated
in the aetiology of autism can be found.

In 5-8% of people with autism, monogenic disorders with specific phenotyp<-and genotype
characteristics, associated with a biological disorder that allow their individualisation are docu-
mented>'52349991 These include (Table 2)°>!14:

Table 2: Genetic disorders and autism

Aarskog syndrome
Angelman syndrome

Apert syndrome

Cohen syndrome

Cowden syndrome

Tuberous sclerosis

Cornelia de Lange syndromne
velocardiofacial syndrome
phenylketonuria

Steinert disease

progressive muscular dystrophy
Duchenne disease

Headd syndrome
Hypomelanosis of Ito

Joubert syndrome

Langesyndrome
Le¢sch-Nyhan syndrome
Lujan-Fryns syndrome
Moebius syndrome
neurofibromatosis type 1
Noonan syndrome
Prader-Willi syndrome
Rett syndrome
Rubinstein-Taybi syndrome
syndrome Smith-Lemli-Opitz
Smith-Magenis syndrome
Timothy syndrome

Sotos syndrome

Williams syndrome

Fragile X syndrome

Epilepsy and autism

Epilepsy is a disorder associated with a high percentage of people with autism, with two major
peaks of incidence, before the age of five and after puberty or adolescence, depending on various
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factors (organic brain disorder, developmental regression, association of severe intellectual dis-
ability, certain genetic abnormalities...) that can cause a wider scope of neuropathology associated
with epilepsy and autism, and in most cases, also associated with intellectual disability.

The EEG test is not indicated as a routine examination in children with primary autism with-
out a history or clinical suspicion of seizures, because it does not provide diagnostic, prognostic or
therapeutic data. However, it can be helpful, if there is history or there is a suspicion of epileptic
seizures, and / or need to discard or characterise suspicion of specific syndromes.

Of all the pictures of epilepsy and epileptic syndromes''®, the one which is more interesting
is the West Syndrome (WS). A significant number of children with West syndrome (up to 16%)'¢
develop autism and other high percentage of children with autism (12-15%)'"” suffer epileptic'sei-
zures in early childhood, especially WS, without being clear whether WS or the aetiology o this
(tuberous sclerosis complex, neurofibromatosis, phenylketonuria, among others) causes autism,
being the percentage of children with West Syndrome and bitemporal involvemeni~{71%) that
evolves with autism even higher>.

The Landau-Kleffner syndrome, acquired aphasia with epilepsy, is a neurological disorder
which can only be diagnosed when the child has two core symptoms (100% of cases): an acquired
aphasia that initially corresponds to a verbal auditory agnosia and speciiic disturbances in EEG.
75% of children undergo epileptic seizures between the age of 5 and’7, which disappear by the
age of 10 to 15, and excited and disorganised behaviour but withoiit the pathognomonic features
of autism. The WHO in the ICD-10 classification (1992) poinis out that acquired aphasia with
epilepsy and autistic disorder are two clinical disorders with-excluding diagnostic criteria''®!"°,

Neurochemical changes

Given the increasing acceptance that ASD may be enabled by neurochemical abnormalities that
alter or modify the maturation of the CNS 111" some stage of early development, several possible
neurochemical correlates of serotonin, ¢&ytocin, dopamine, norepinephrine and acetylcholine are
considered!?" 12!,

Altered immune function

The potential role of matsrnal autoantibodies in the aetiology of some cases of autism has already
been proposed. Receai studies indicate that the presence of IgG antibodies in maternal plasma
during pregnancy against foetal brain proteins, together with genetic lability, may lead to global
neurodevelopmeéntal regression and thus may cause the development of early-onset autism'?>'%,

Environmental factors

As described, although genetic factors are a priority in the aetiology of ASDs, these should not be
the only causal factors, suggesting that there must be environmental factors, which act on the gen-
otype, giving rise to the characteristic phenotype of ASD. The specific response of an individual
to their environment depends on its genome and the genome’s expression of a person is affected
by the environment, i.e., the genetic and environmental factors are in a situation of reciprocity,
not opposition.

Obstetric complications. Most obstetric complications are generally a consequence of foetal
anomalies acquired in the early stages of embryonic development, rather than the cause of autism,
as happens in a high percentage of difficult births of children without autism'?. However, this en-
vironmental factor, although not being the underlying cause of autism may be a global aggravat-
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ing factor by potential associated disorders (intellectual disability, epileptic seizures, behavioural
disorders, and others) due to genetic interaction.

Infectious diseases. In general, there is no evidence of inflammation or histological responses
to infection, or demyelination in the CNS of individuals with ASD, consecutive to infection.

Triple-viral vaccine (measles, mumps, rubella). Numerous epidemiological studies have not
proven a causal relationship between the triple-viral vaccine, “colitis autism” and ASDs, and do
not support the proposed hypothesis of an association between the vaccine and ASD, according to
researchers at Cochrane Vaccines Field that, after a review of 139 studies of the trivalent vaccine,
concluded that no credible evidence was found about a relationship between the MMR vaccine

and autism'%.

Exogenous brain opiates (gluten and casein). The inconsistency of the theories that say that
children with autism metabolize incompletely the metabolic products of gluten and milk-has been
shown, so it does not justify the use of free gluten and casein diets'?’.

Exposure to mercury (Hg). In relation to the theory of the triple-virus vaccine, it was believed
that Hg, which was a preservative, was a causal factor in autism. Numerous studies have failed to
confirm this conclusion. It is important to highlight that the elimination ¢f thiomersal (ethylmer-
cury) in vaccines has not provided a decrease in the prevalence of aufist.

Toxic diseases. Intra-utero exposure to various toxic agents that may alter neurodevelopment
and generate autistic-like foetopathy has been analysed. These-include valproic acid and other
antiepileptic drugs, cocaine, alcohol, thalidomide (although@tis a drug which has been contrain-
dicated in pregnant women for decades), lead, chronic exposure of the mother and foetus to low
levels of carbon monoxide carbon and others, not always obtaining the same conclusions.

Misc. Theories have also been raised without'any scientific basis such as and industrial and
chemical substances present in the environment, which have entered the food chain, the use of
pet shampoos by pregnant mothers, the cheiiiical effects of rain, the exposure to TV, household
chemicals, the lack of vitamin D for low sun exposure, being born in spring, parents who are sci-
entists, engineers, physicists and mathematicians, candidiasis, the Borna disease, faecal clostridia,
metallothionein dysfunction, the iqability to metabolize phenolic amines, endocrine factors (in-
creased estrogen, progesterone, festosterone in amniotic fluid).

4.3. Comorbidity and syndromic autism

In general, when talking about autism without further specification, it refers to idiopathic or pri-
mary autism without associated syndromes. In all cases of ASD, the diagnosis is made through
direct observation of changes in the behaviour because there is no specific biological marker for
autism: The additional evidence required are determined by the search for a specific aetiology or
svadrome associated, resulting in a carrier of a “double syndrome”, i.e. these children possess
two diagnoses, one for ASD and another associated pathology>'. We speak therefore of “syndro-
mic autism” if the person suffering from ASD also has a related syndrome. When a disease or
syndrome related to autism is presented, it does not necessarily mean that there is an etiological
relationship between the two problems; therefore, it can only be considered a secondary autism
case if a causal link between both disorders can be determined.

Children with ASD may have associated conditions such as: various metabolopathies, poi-
soning, infections, epilepsy!!>!2%12% (the highest prevalence compared to the general population
and much higher in ASD cases with cognitive disabilities'*’), motor problems, ocular and hear-
ing disorders, hyperactivity, insomnia, and others'" 32, The associations of other mental health
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disorders such as obsessive-compulsive disorder, anxiety, depression and other mood disorders,
especially in patients with Asperger disorder or autism without associated intellectual disabilities,
which can start to manifest in adolescence have also been observed!3!133-135,

4 .4. Clinical Manifestations

In all clinical cases, clinical manifestations occur in various aspects of the following areas: social
interaction, communication and restricted repertoire of interests and behaviours. The manifesta-
tions of the disorder usually become apparent in the first years of life and will vary depending en
the development and chronological age of the children.

The following table presents the major clinical manifestations that define ASD,including
those listed in diagnostic manuals® and others not clearly stated in the manuals'®:

Table 3: Clinical manifestations included in the manuals®

Infants: eye contact, limited expressions and gestures. Resulting
sometimes in a kind of selective deafress, as they do not usually react
Impaired social when called by their name.

interaction Young children: lack of interestin being helped, inability to initiate or
participate in games with cther children or adults, play games alone,
inappropriate response informal social relations.

They do not use verbatand/ or body as functional communication, even
silence can exist iri-rnore severe cases. Some children begin language
development in the first year of life but may regress after the second
year and los<.it. On the contrary, others suffer widespread delays in all

Impaired Verbal aspects of language and communication (do not compensate by using
and non-verbal gesturesor mime).
communication When language is present, there is a significant impairment in the

r2bility to initiate or sustain a conversation: echolalia, confusion of
|personal pronouns (they refer to themselves in second or third person),
verbal repetition of phrases or on a particular theme and abnormalities
in prosody. They use a stereotyped and repetitive language.

Absorbent concerns by one or more stereotyped and restricted

Restriction of patterns of interest that are abnormal in intensity or in its content. It
inierests and is common: exaggerated emphasis on one activity, specific routines or
stereotyped and rituals. They have little tolerance to changes in these routines. Usually

repetitive behaviours |acquire stereotyped and repetitive motor mannerisms such as shaking
or twisting the hands or fingers, or complex movements of the body.

Other common clinical manifestations and not clearly
set out in diagnostic manuals are136:
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Selective perception of certain sounds that translates into a lack of
response to human voices or his or her own name and instead are
extremely sensitive to certain sounds, even those considered mild for
the majority of the people. The same occurs with certain visual, tactile,
smell or taste stimuli. This sometimes results in eating disorders for
choosing or rejecting certain flavours or textures, or rejection of
certain garments by colour and feeling. Sometimes there is a serious
dysfunction of pain sensation, which can mask medical problems such
as fractures.

Unusual response to
stimuli

Often they have difficulty focusing attention on specific subjects or
activities, which they have not chosen themselves. Some children
Behavioural disorders |are often considered hyperactive or suffering from attention deficit
problems, even reaching to significant levels of anxiety.” Others
respond to changes or frustrations with aggression or seli=aggression.

Some children may show special skills in specific senisory, memory or
Special Skills calculation areas and in others that can make ther stand out on fields
such as music, art or mathematics.

4.5. Classification of autism spectruin disorders

Today the terminology of ASD, although no qualifving term exists within the DSM-IV or ICD-10
manuals, it refers to Pervasive Developmental Disorders (PDD), being the first the one most used
due to the dimensional flexibility that the AS> concept offers. The concept of ASD can be under-
stood as a gradual range of symptoms, a “‘continuum” where one end is completely normal devel-
opment and the other, more severe pervasive developmental disorders. This term was coined by
Lorna Wing and Judith Gould in 1979 and represents a pragmatic rather than theoretical progress
to the extent that it involves a detailed assessment of all the abilities and deficits of the subjects,
thus helping to define their needs to support and implement the individualised treatment plan.

Basically, the two cléssifications (ICD-10 and DSM-IV) comprise the same diagnostic cri-
teria; however, there are several arguments in favour of using the term ASD rather than PDD.
The term “widespread” can be confusing or ambiguous, since it would imply involvement in all
the aspects of development, which is not correct, since some people with autism have a normal
development-ii:Some areas and affected in others.

The Criteria included within the classification of DSM-IV are less specific than those from
ICD-1(:;Among the disorders defined by DSM-1V, autism is the one, which is most defined, while
Asgerger’s Disorder or Unspecified Pervasive Developmental Disorder are the least. Hence, false
rositives arise within these categories, which influence the level of research and acquisition of
social and educational services'?’. In addition, the diagnostic categories offered by the manuals
continue to be inadequate and difficult to use for the differential diagnosis of many ‘“borderline”
clinical cases.

The development group basically recommends the use of ICD-10 (WHO) and / or DSM-1V-
TR (American Psychiatric Association) classifications for these disorders®!3%!13°. Below is a table
(Table 4) comparing these diagnostic classifications:
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Table 4: Comparison of diagnostic ICD-10 and DSM-IV-TR classifications

disintegrative disorder
(F84.3)

ICD-10 DSM-IV-TR / DSM-IV-TR-AP
Infantile autism C .

(F84.0) Autistic Disorder

Rett syndrome (F84.2) [Rett’s Disorder

Other childhood

Childhood disintegrative disorder

developmental
disorders (F84.8)

Unspecified pervasive
developmental
disorder (F84.9)

Asperger  syndrome )
(F84.5) Asperger Disorder 7
Atypical autism

(F84.1)

Other pervasive

Pervasive developmental disorder not otherwise Specified (including
atypical autism)

Hyperactivity
disorder with
intellectual disability
and stereotyped
movements

Following the diagnostic classification of DSM-IV-TR, five types of disorders in PDDs

are identified:

1.

Autistic disorder; infantile autism or Kanner’s syndrome. Their characterisation coincides
with that described-by Leo Kanner in 1943'*°, where he describes manifestations in great-
er or lesser degree’of the three main areas described above.

Asperger’s‘isorder or Asperger Syndrome. It is characterised by an inability to establish
social relationships appropriate to their developmental age, with mental and behavioural
rigidiiy. It differs from autistic disorder because it presents an apparently normal language
development and without the existence of intellectual disability.

Rett disorder or Rett Syndrome. 1t differs from the previous ones in that it only occurs
in girls and involves a rapid motor and behaviour regression* before the age of 4 (with
stereotypic features such as “washing one’s hands”). It is a disorder that appears in low
frequency with respect to the foregoing. This disorder is associated with a severe intel-
lectual disability. It is caused by mutations in the MECP2 gene'*'.

Childhood disintegrative disorder or Heller Syndrome. It is a very rare disorder in which
after a normal initial development, after two years and before the age of 10, a loss of pre-

* Note about specific regressions: in between 15 and 30% of children affected by ASD there is a period of stasis of development and

even loss of acquired skills. The common moment when changes start to be noticed is between 15 and 19 months. Regression after
normal development occurs between 2 and 4 years of age, being extremely distinctive in Rett syndrome and in infantile disintegrative
disorder'*.
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viously acquired skills is triggered. The most characteristic feature is the disappearance
of the skills acquired in almost all areas. It is often associated with severe intellectual
disability and an increase in EEG abnormalities and seizure disorders. It is suspected
therefore that it is the result of an unidentified injury within the central nervous system.

5. Pervasive developmental disorder not otherwise specified. It includes all the cases, which
are clearly not within the previous clinical pictures, or are incomplete or present inappro-
priate symptoms of autism as regards the onset age or existence of subliminal symptoms.

In the discussion on the classification of mental disorders in the future, the development
group of the DSM-V is contemplating, among other things, the elimination of the Rett syndréine
from the Pervasive Development Disorder chapter, and the introduction of a dimensional aspect
to the categorisation of mental diseases. The latter aspect will be common to many ottier'mental
disorders and will not only affect autism spectrum disorders.

The following table presents a comparison of other medical and nursing diagnostic classifi-
cations that are being used for the ASD in our field.

Table 5: Comparison of other diagnostic classifications

CIAP-2 !
-9- M - 0.
ICD-9-CM (WONCA) NANDA DC: 0-3R

(299.0) Infantile
autism
(299.8) Other (111) Changes
unspecified psychosis OTHER in growth and ) )
from early childhood | PSYCHOLOGICAL development (710) Multisystemic

. 3 A Developmental
(299.1) Disintegrative / MENTAL (112) Risk of Disorder

. T

psychosis PROBLEMS (P99) developmental
(299.8) Other abnormality
specified  psychosis
from early childhood

e ICD-9-CM {iaternational Classification of Diseases): Currently there is a newer version
ICD-10, but in Spanish context, especially in the area of specialised care, version 9 is still be-
ing used, and it is included in its information system. It is available in electronic form on the
Website of the Ministry of Health: http://www.msc.es/ecie9mc-2008/html/index.htm

o {(IAP-2 (WONCA) - International Classification of Primary Care within the World
Organisation of General Practitioners/Family Doctors, published in 1999, the Spanish version
of the second edition (ICPC-2)'*. This new version can sort by “episodes of care,” a concept
which is wider than the hospital concept of “episode of disease”, as it can include: consulta-
tion reason expressed by the patient, health problems identified by professionals and care
interventions or process.

e  NANDA - International Classification of the North American Nursing Diagnosis Association!*
145, NANDA is a nursing scientific society whose aim is to standardise the nursing diagnosis
by developing the nomenclature, criteria and taxonomy of such diagnoses. In 2002, NANDA
became NANDA International. In the table, the defining characteristics and factors related to
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children with ASD, according to the criteria from nurses are presented. However, currently
it is working with other NANDA diagnoses targeted to parents of children with ASD, which
may also be helpful (see Annex 2).

DC: 0-3R MANUAL - Diagnostic Classification on mental health and developmental disor-
ders in early childhood from O to 3 years of age. There is no Spanish version of it, but in our
context, it is used at the conceptual level in some Primary Care teams. Its creation by: Zero to
Three / National Centre for Clinical Infant Programs in the United States is relatively new and
it is hardly standardised, especially in our context. Studies about have concluded that it does
have limitations regarding its use when addressing the criteria for different types of disorders
and comorbidity diagnoses, as not being very accurate!“.

Finally there is also a diagnostic classification, little used in our context, which was devel-

oped for the detection of childhood mental disorders by the American Academy of Pdediatrics:
“The Classification of Child and Adolescent Mental Diagnoses in Primary Care: Diagnostic and
Statistical Manual for Primary Care”'*’. This manual is intended for Primary Care professionals,
but there are few studies examining its reliability and usefulness compared tother manuals.
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5. Diagnostic Criteria

The questions that are going to be answered in this chapter are:
*  What are the diagnostic criteria of ASD?

*  Are the diagnostic criteria laid down in the DSM-IV-TR or ICD-10 manuals useful for the

diagnosis of ASD? |
Qo

The diagnostic manuals are used at both Primary Care and Specialised Care, although 1t.1s neces-
sary to comment that there is limited evidence on their use to improve the diagnosti¢’ process of
children with ASD.

There are studies referring to the use of diagnostic criteria according@to’ DSM-IV-TR and
ICD-10; these showed that using the DSM-IV-TR and ICD-10 diagnosis the reliability of the
diagnostic process increased, and the effects were greater if an inexperienced professional was
involved in making the diagnoses. They also noted that the current(criteria for Asperger disorder
and autism have little discriminatory validity'#315!,

Here, we present the diagnostic criteria to be met by atitism spectrum disorders to be con-
sidered as such by the DSM-IV-TR. The numerical cod¢s next to each diagnostic category cor-
respond to ICD-10 and ICD-9 consecutively®.

CLINICAL PRACTICE GUIDELINES IN THE SPANISH NHS 39



Diagnostic Criteria of F84.0 Autistic Disorder [299.00]
A. total of six (or more) items from (1), (2) and (3), with at least two of (1), and one of (2) and (3):

(1) qualitative impairment in social interaction, as manifested by at least two of the following
characteristics:

(a) marked impairment in the use of multiple nonverbal behaviours such as eye-to-eye
gaze, facial expression, body postures and gestures to regulate social interaction

(b) failure to develop peer relationships appropriate to developmental level

(c) lack of spontaneous seeking to share enjoyment, interests and objectives with others
(i.e., not showing, bringing, or pointing out objects of interest)

(d) lack of social or emotional reciprocity

(2) qualitative impairments in communication as manifested by at least one of the following
characteristics:

(a) delay in, or total lack of, development of spoken language (not-accompanied by an
attempt to compensate through alternative modes of communication such as gestures
or mime)

(b) in individuals with adequate speech, marked impairment in the ability to initiate or
sustain a conversation with others

(c) stereotyped and repetitive use of language or idiesyncratic language

(d) lack of varied, spontaneous make-believe piay or social imitative play appropriate to
developmental level

(3) restricted repetitive and stereotyped patierns of behavior, interests, and activities, as
manifested by at least one of the following:

(a) encompassing preoccupaticn‘with one or more stereotyped patterns of interest that is
abnormal either in intensity or focus.

(b) apparent inflexible adiierence to specific, non-functional routines or rituals,.

(c) stereotyped and repetitive motor mannerisms (e.g., hand or finger flapping or twisting,
or complex whole-body movements).

(d) persistentpreoccupation with parts of objects.

B. Delays or abiiormal functioning in at least one of the following areas, with onset prior to
age of 3 years: (1) social interaction, (2) language as used in social communication, or (3)
symbolic or imaginative play.

C. The-disturbance is not better accounted for by Rett Disorder or a Childhood Disintegrative
Disorder.

40  CLINICAL PRACTICE GUIDELINE FOR THE MANAGEMENT OF PATIENTS WITH AUTISM SPECTRUM DISORDERS IN PRIMARY CARE



Criteria for the diagnosis of F84.2 Rett’s Disorder [299.80]
A. All of the following characteristics:
(1) apparently normal prenatal and perinatal development
(2) apparently normal psychomotor development through the first five months after birth
(3) normal head circumference at birth
B. Onset of all of the following after the period of normal development:
(1) deceleration of head growth between the 5 and 48 months of age \

(2) loss of previously acquired purposeful hand skills between the 5 and 30 months of age,
with the subsequent development of stereotyped hand movements (i.e., hand-writiging
or hand washing)

(3) loss of social engagement early in the course (although often social interaction develops
later)

(4) poor coordination of gait or trunk movements

(5) severely impaired expressive and receptive language development with severe
psychomotor retardation.

Criteria for the diagnosis of F84.3 Childhood disintegrative disorder [299.10]

A. Apparently normal development for at least the first 2 wears after birth as manifested by the
presence of age-appropriate verbal and nonverbal comriunication, social relationships, play, and
adaptive behavior.

B. Clinically significant loss of previously acquiredskills (before the age 10) in at least two of the
following areas:

(1) expressive or receptive language
(2) social skills or adaptive behaviour
(3) bowel or bladder control
(4) play
(5) motor skills
C. Abnormalities of functioning in at least two of the following areas:

(1) qualitative 1mpairment in social interaction (i.e., impaired nonverbal behaviours, failure
to develop peer relationships, lack of social or emotional reciprocity)

(2) dualitative impairments in communication (i.e., delay or lack of spoken language,
1nability to initiate or sustain a conversation, stereotyped and repetitive use of language,
lack of varied make-beieve play)

(3) restricted, repetitive and stereotyped patterns of behaviour, interests and activities, which
include motor stereotypies and mannerisms

D. The disturbance is not better accounted for by another Pervasive Developmental Disorder or
Schizophrenia.
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Criteria for the diagnosis of F84.5 Asperger disorder [299.80]

A. Qualitative impairment in social interaction, as manifested by at least two of the following
characteristics:

(1) marked impairment in the use of multiple nonverbal behaviours such as eye-to-eye gaze,
facial expression, body postures and gestures to regulate social interaction

(2) failure to develop peer relationships appropriate to developmental level

(3) lack of spontaneous seeking to share enjoyment, interests or achievements with other
people (i.e., by a lack of showing, bringing, or pointing out objects of interest to other

people)
(4) lack of social or emotional reciprocity

B. Restricted, repetitive and stereotyped patterns of behaviour, interests and actions mazniiested by
at least one of the following characteristics:

(1) encompassing preoccupation with one or more stereotyped and restrictive patterns of
interest that is abnormal either in intensity or focus

(2) apparently inflexible adherence to specific, non-functional routines or rituals

(3) stereotyped and repetitive motor mannerisms (i.e., hand or finger flapping or twisting, or
complex whole-body movements)

(4) persistent preoccupation with parts of objects

C. The disturbance causes clinically significant inspairment in social, occupational, or other
important areas of functioning.

D. There is no clinically significant general deiay in language (i.e., at 2 years of age using simple
words, at 3 years communicative phrases are used).

E. There is no clinically significant delay.in cognitive development or the development of self-help
skills appropriate for the age, adaptive behaviour (other than social interaction) and curiosity
about the environment in childtisod.

F. Criteria are not met for another specific Pervasive Developmental Disorder or Schizophrenia.

Diagnosis of F84.9 Pervasive Developmental Disorder not otherwise specified (including
atypical autism) [299.50

This category should be used when there is a severe and pervasive impairment in the
development ot reciprocal social interaction or verbal and nonverbal communication skills, or
when stereotyped behavior, interests, and activities are present, but the criteria are not met for a
specificzervasive Developmental Disorder, Schizophrenia. For example, this category includes
“atypical autism”, cases that do not meet the criteria for Autistic Disorder because of late age of
onset, atypical symptomatology, or subthreshold symptomatology, or all of these.
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Summary of evidence

The diagnostic criteria of DSM-IV-TR and ICD-10 increases the reliability of the
diagnostic process, especially in inexperienced professionals'+-!!

I, II1
The diagnostic criteria of DSM-IV-TR and ICD-10, alone, have little discriminatory
validity for the Asperger disorder and autism!#-15!
Recommendations

J
It is recommended that professionals involved in the detection of children with

C ASD, especially those with little experience, use the diagnostic DSM-IV-TR and /
or ICD-10 manuals
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6. Early Detection

The questions that are going to be answered in this chapter are:
*  Why is early detection important?

*  How should the monitoring of a healthy child in Primary Care be to detect problems early
in his or her development?

e Are there any useful warning signals / criteria for specific suspicion of ASDs for carly
detection in Primary Care?

e May the parents’ warning be effective in Primary Care for risk assessment of ASD?
*  What rating scales of suspected ASD are most effective?
* Do we need a more comprehensive monitoring in risk groups?

*  What is the minimum age of suspicion?

6.1. Importance of Early Detection

From an evolutionary perspective, early intervention seems to improve overall prognosis of chil-
dren with ASD in terms of adaptability in‘the future, together with added benefits for the family,
although the investigations carried out'in this regard are limited in number and methodological
quality. Some studies have shown positive results especially in relation to problems in communi-
cation and social interaction, altticugh more studies are still necessary**!>2.. Therefore, although
controlled trials are needed which compare the same intervention performed early and performed
at older ages, it is undeniabie that early intervention, which provides adequate supports (indi-
vidual, educational, faniily and social) largely affects the quality of life of the children as well as
the coping capacity. of families, facilitating their future social inclusion as an independent person,
favouring positive results in areas of cognition, language and daily living skills,'>3154,

Some studies have identified those variables that are predictive of posi- Cohort Study
tive outcomies in children diagnosed with autism not associated with intel- @+)
lectual'disabilities and Asperger disorder. These variables are mainly the lan-
gudge and nonverbal skills. The predictive power of these variables supports
early intervention programs, especially in regard to language*®!'>.

Another study explored age and IQ before and after an intensive treat- Cohort Study
ment program, determining that there is a significant relationship between @+
the child’s age when admitted and his or her educational situation at the end,
this being the best among those who were younger when they entered. The
1Q also proved to be a predictor of the final educational status'>®.
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There are justifications for early intervention based on knowledge of Expert opinion (4)
neuro-plasticity. Although it is not yet known how to capitalize fully brain
plasticity and its potential, it is agreed that the clearest early stimulation tech-
niques are those following the way of nature, facilitating the normal pro-
cesses of development based on interventions with the child, family and the
environment'>%,

Another important aspect in favour of early detection, given the sig- Descriptive
nificant genetic component of ASD, is the genetic counselling that can be Studies (3)
offered to families when ASD is detected in a child at an early stage. This
advice is just as important as the intervention of the affected child. However,
genetic counselling will vary depending on certain factors (whether it is pri-
mary or secondary autism and whether there are gene causes)**!57-15,

Summary of evidence

Early detection of children with ASD allows early intervention and leads to better
2+ performance results particularly in children with autista not associated with
intellectual disability and among those who were younger when admitted*®'>

Early detection allows genetic counselling of faniiiies because of the significant

3,4 genetic component of ASDs*157160 .
Recommendations
C Early detection of children with ASD is recommended as part of the healthy child
care process i

6.2. Follow-up of a’healthy child for early detection of ASD

Autism is seen as a problem to be taken into account in the monitoring of a healthy child!'¢!-1¢3,
however, training oit tiiis matter is scarce and the use of developmental scales is not standardised.
In some cases, these scales have low sensitivity and specificity to detect certain development
problems, as'is the case of Devopmental Denver Screening Test (DDST-II), the monitoring test
that is most used at a global scale!¢* 163,

Denver Scale-1I (DDST-II) from 1992!% is a revision and update of the Diagnostic studies

Denver Developmental Screening Test, DDST (1967)'%, which explores four (1)

areas of development (fine motor, gross motor, personal-social and language)

from 3 months to 6 years of age. According to other authors, it has a 43%

of sensitivity, a specificity of 83% and a positive predictive value of 37%!'®.

A study reviewed the more standardised scales used to assess child develop-

ment, discarding the Denver-I1 test because of its low sensitivity and specific-

1ty 165

ity
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In our context, the most widely used scales for the monitoring of healthy — Descriptive study
child development are the Denver Developmental Screening Test (DDST-1I)  (3)
and the Haizea-Llevant scale!® ', The latter has been developed in our coun-
try from a review of the items used in different scales used internationally
such as a Denver-I1, Bailey, and others.

The Haizea-Llevant scale checks the level of cognitive, social and mo-
tor development in children from O to 5 years of age. This instrument was
developed with a representative sample of 2519 children in the Autonomous
Communities in the Basque Country and Catalonia. It offers the normal ac-
quisition range of some basic skills in childhood. This test includes 97 items
distributed in the following areas: socialisation (26 items), language and log-
ical-mathematical (31 items), handling (19) and postural (21 elements). Each
of the elements indicated the age at which 50%, 75% and 95% of the children
performed it. In addition, as an added value, the instrument includes some
warning signs, whose presence, at any age or from specific ages, indicates
the possibility of alterations.

The CPG of New Zealand (NZ) 2008% based on the opinion.cf the CPG Expert opin-

experts who conducted the Manual on healthy children of the Ministry of ion (4)

Health from New Zealand in 1996'"" describes what should be the portfolio

of services for the monitoring of a healthy child to identify any problems in

its development, taking into account areas of valuation, edtication / promo-

tion activities and moments for parents to develop skiiis on the monitor-

ing and care of children. The authors establish monitoring procedures and

follow-up of child development, by exchanging infeimation with parents and

caregivers taking advantage of every encountet or visit.

The NZ guide sets out how health ana educational professionals should
regularly discuss the development of ci:ildren with parents (at least between
8-12 months, 2-3 years and 4-5 years) as part of the monitoring of the healthy
child to detect and respond to any-problems promptly*®!7!,

The CPG of SIGN-2007® presents a study, which evaluates medical ~Descriptive study
histories of children with‘ASD born between 1991 - 1992 to see how the (3)
detection process was peiformed. The estimated prevalence rates were high,
55% more compared-to the results for the period 1991-96. Experts believe
that the detection‘of cases has been higher in the last decade due to the level ~CPG Expert opin-
of vigilance atd not a real increase in cases. It is believed that the incorpora- ion(4)
tion of a high'level of vigilance by professionals in the fields of social, play,
languagerand behaviour development, improves the early identification of
ASDrand other disorders.

Summary of evidence

Health professionals establish certain procedures for monitoring and follow-up
4 of child development, exchanging information with parents and caregivers taking
advantage of every encounter or visit'”!,
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The New Zealand guide states that health and educational professionals should
regularly discuss the development of children with the parents (at least between
8-12 months, 2-3 years and 4-5 years) as part of the monitoring of the healthy child
to detect and respond to any problems promptly*6-!7!

3,4

The incorporation of a high level of vigilance by professionals in the fields of social,
play, language and behaviour development, improves the early identification of
ASD and other disorders!*!#

111, 4

There are development monitoring scales used in our context as the Haizea-Llevant
scale (developed in our context) and the Denver-1I (not validated in our context).
The latter has been ruled out by international experts for its lack of sensitivity aid
specificity!©16?

Recommendations

Health and educational professionals should regularly discuss with parents the
psychomotor, intellectual and behavioural development of their children (at least
between 8-12 months, 2-3 years and 4-5 years) as part ot the monitoring of the
healthy child

Health professionals should incorporate a high level of vigilance in the fields of
social, play, language and behaviour developmg¢tit for the early identification of
ASD and related disorders ;

In the monitoring of healthy child develconient in Primary Care, to help detect any
developmental disorder, including ASD; we recommend the use of scales (such as
the Haizea-Llevant scale developed:in our context) (Appendix 3)

6.3. Warning Signs and Scales

6.3.1. Warning Signs

The knowledge of what is normal development for both parents and professionals is the first step
when identifying the problems. Similarly important is the fact of knowing the family history as
well as the perinatal background, the development in the acquisition of the skills expected by the
age of deveiopment: “child development milestones”'”

There are some immediate warning signals for any child which indicate ~Expert Opinion (4)
the need for a broader and more specific assessment'’?:

— Does not babble, does no gestures (pointing, waving good-bye) at
12 months.

— Does not say single words at 18 months.

— Does not say two-word spontaneous phrases (not echolalic) at 24
months.

— Any loss of language skills or social level at any age.

CLINICAL PRACTICE GUIDELINES IN THE SPANISH NHS 47



There are other warning signs of child development, important when Expert Opinion (4)
there is suspicion of ASD, based on the consensus of the development group
of this guide following the opinion of other international experts46,'7!7.
These signals are presented according to their most frequent appearance by
age groups, considering that the signs of previous stages can appear at any
age. These signals are explained in the following table (Table 6 and Annex 4):

Table 6: Summary of ASD warning signs by age periods

Note: The signs established in previous stages can appear at any age. These factors aioiie do
not indicate ASD. They should warn professionals on the risk of ASD, so that the referral

depends on the situation as a whole. They cannot be interpreted from the ¢volutionary
point of view of ASD either, but as potential signs that can be found in children evaluated
at the ages referenced.

Before 12 months

— Low frequency of use of gaze directed at people

— Shows no advance when going to be held

— Lack of interest in simple interactive games like “peek-a-boo” or “ give and take *
— Lack of social smile

—  Lack of anxiety to strangers when about nipe‘months
After 12 months

— Less eye-to-eye gaze

— Does not respond to name

— Does not point to “ask foranything” (proto-imperative)

—  Does not show objecis

—  Unusual responseto auditory stimuli

— Lack of intesest in simple interactive games like “peek-a-boo” or “ give and take “
—  Doesmnot look where others point out

—  Lack of spontaneous imitation

1€ No social / communicative babbling as if it talked with adults

| Between 18-24 months
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Does not point the finger to “share an interest” (protodeclarative)
Has difficulty to follow the gaze of an adult

Does not to look where others point out

Delayed development of understanding and / or expressive language

Lack of functional play with toys or presence of repetitive forms of play with objects (i.e.,
put in line, open and close, switch on and off, etc)

Lack of symbolic play

Lack of interest in other children or siblings

Does not usually show objects

Does not respond when called

Does not imitate or repeat gestures or actions that others do (i.e., grimisices, claps)
Few expressions to share positive affect

Used words before but not anymore (language regression)-.

From 36 months
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Communication

Social disorders

Disorders of interest, activities and behaviours

Absence or language delay or deficit in language development is not balanced by other
modes of communication

Stereotyped or repetitive use of language such as echolalia or refer to himself in 2nd or 3rd
person

Abnormal intonation
Poor response to its name !

Deficits in nonverbal communication (i.e., no pointing out and difficulty identifying and
sharing a “focus” with the look)

Failure of social smile to share enjoyment and respond to the smiles of others
Achieves things by himself, without asking
Used words before but not anymore

No varied representation games or social imitation appropriate ts“developmental level

Limited imitation (i.e., clapping) or absence of actions with toys or other objects

Does not “show” objects to others

Lack of interest or strange approaches to children of its age

Little recognition or response to happiness or sadness of others

Does not join others in shared imagination games

Failure to initiate simple games with others or participate in simple social games
Preference for solitary-activities

Strange relations with adults from an excessive intensity over to a striking indifference

Lack of sociai gaze

Insistence on routines and / or resistance to changes in unstructured situations

Repetitive games with toys (i.e., align objects, turning lights on and off, etc)

Unusual attachment to a toy or object which it always carries that interferes with its daily life
Hypersensitivity to sounds, touch and certain textures

Unusual response to pain

Unusual response to sensory stimuli (auditory, olfactory, visual, tactile and taste)

Strange postural patterns such as tiptoe

Motor stereotypy or mannerisms
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Screening from 5 years *

Communication Disorders

Poor language development, including muteness, odd or inappropriate intonation, echolalia,
unusual vocabulary for its age or social group

In the case where there are no deficiencies in language development, there is limited use of
language to communicate spontaneously and a tendency to speak only about specific topics
of its own interest (fluid language but hardly appropriate to the context)

Social disorders

Difficulty joining the games of other children or inappropriate attempts to play together
Limited ability to appreciate cultural norms (in dress, style of speech, interests, gic’)
Social stimuli will produce confusion or displeasure

Inappropriate relationships with adults (too intense or nonexistent)

Shows extreme reactions to the invasion of its personal or mentai space (intense resistance
when to much pressure is put with different instructions to its focus of interest)

Limitation of interests, activities and behaviours

Lack of flexibility and cooperative imaginative play, but usually creates alone certain imagi-
nary scenarios (copied from videos or cartoons)

Difficulties of organisation in unstructured spaces

Inability to deal with changes or unstructured situations, including those, which the children
enjoy such as school excursions, wheitthe teacher is absent, etc.

Collects data on certain topics ofinterest in a restrictive and stereotyped way

Other features

Unusual abilities and weaknesses profile (i.e., poorly developed social and motor skills,
gross motor clumsiness)

General know!ledge, reading or vocabulary may be beyond the chronological or mental age)
Any significant history of loss of skills

Certaiivareas of knowledge may be particularly strong, showing amazing skills in areas such
ascmathematics, mechanics, music, painting, sculpture

K
*1

he warning signs from 5 years of age are more focused on those cases that may have been
roverlooked in previous assessments, as they were ASD conditions with less impact as the
| Asperger case.

Summary of evidence

The work of early identification of ASD by health professionals is made easier by
4 taking into account the “milestones and warning signs in the development” of the
healthy child*!">17
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Recommendations

Healthcare professionals should monitor the development of healthy children taking
into account the “warning signs” proposed:

— Immediate warning signals

— Compendium of ASD warning signs according to age periods

6.3.2. Parental concerns (warnings from parents)

According to a UK study of 2001'7, in most cases (60%) parents are the first ~ Descriptive
to suspect the problem compared with 10% of health professionals and 7%  Studies (3)
of education professionals. The New Zealand CPG-2008* also refers to the

previous descriptive study and to another from 1998 also from the United

Kingdom'”’, which contains information on families of children affected by,

ASD, and it identifies the needs of children, as well as their families, and

which explores the vision of the parents upon the diagnostic process of their

children (age at diagnosis, delay problems, practitioners involved, ¢t¢).

Other descriptive studies'*®!781% which explore the initial. ciinical and  Descriptive
diagnostic process of children with ASD yield similar results while the  Studies (3)
parents are usually the first concerned, especially in aspects of language
development, followed by the presence of abnoiinal socio-emotional

responses and medical problems or developmental celay.

In a review performed on 78 published studies, which compared the  Expert opinion (4)
information given by parents to that of paediatricians, it was found that in

most of the studies the rates observed wwere between 75% and 95% of the

times when there was agreement between the observations of both'8!.

Two descriptive studies explored the predictive value of the concerns of 95  Diagnostic
parents about the behaviourcof their children completing a sensitivity of  study (I11)
70% and a specificity of 73% for such concerns'®2.

Another study explored the parents of 234 children from birth to 77 months ~ Diagnostic
to assess whethei“the parents could adequately overestimate age compared  study (II1)
with chronolcgical development of their children, and found a sensitivity of

75% if it vzas less than the chronological age and a sensitivity of 90% if the
developmental age was less than the chronological one!®3.

In ‘our context, a research with nearly 650 families across the Spanish  Descriptive
territory (2003-04)!34 has been carried out, collecting data on the diagnostic ~ study (3)
process followed by those families with a child with autism.

The results of the study indicate that in 80% of cases the family is the first
to suspect that there is a problem in the development of their child, with an
average age of suspicion one year and ten months for children with PDD.
Only 5% of the families say that the paediatrician was the first to suspect
a developmental disorder, though, when he or she does, it is at an average
younger age than when these suspicions are observed by a member of the
family.
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There are some studies that assess the ability of a tool developed on parental ~ Diagnostic
concerns: the Parent’s Evaluation of Developmental Status (PEDS) scale.  study (l1)
This tool is self-administered to the parents, has a sensitivity rate between
74% and 79% and a specificity of 70% -80% to detect developmental
problems of children from 0 to 8 years old. This tool has been translated but

it has not been validated in our country

185,186

Summary of evidence

Although parents usually suspect something is wrong with the development of their
3 children when they are around 18 months of age, the diagnosis is made later!®' "~
180,184
Parents play an important role in monitoring the development of ther child as
III, 3  |frequently they are the ones who detect in most cases that something.is wrong with
their Childrenl48,176—178,180-184
The PEDS scale on the concerns of the parents has a sensitivity of 74% -79% and a
II specificity of 70% -80%, although not used as a screening iol, it can help to identify
children suspected of having a developmental problem in Primary Care'*>!%
Recommendations
C Concerns or warnings from parents regarding their children’s development should
be valued as much as the very presence’of abnormal features
C Take advantage of any visit (roufine monitoring or due to illness) to consult the

parents on concerns regarding their child’s development

Professionals can use the items of the PEDS scale to direct questions about parental
concerns (Appendix 5)
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6.3.3. Early screening scales

There are different instruments used to detect autism spectrum disorders;  Diagnostic
there is a Spanish version of them, although it has not been validated, the ~ study (I1)
Checklist for Autism in Toddlers (CHAT)'®” by Baron Cohen et al., designed

to discriminate adequately between children with normal neurodevelopment

and children with autism spectrum disorder before two years of age. Since

this instrument has a high specificity (99%) but low sensitivity (38%) it is

not recommended as a screening method. In fact, the authors are validating

an enhanced version, the Q-CHAT'®,

There is an additional scale, the Modified Checklist for Autism in Toddlers  Diagnostic
(M-CHAT)'®1%° designed to increase the sensitivity of the CHAT for  study (I1)
detecting ASD in children between 16-30 months of age. It consists of

an extension of the CHAT instrument to 23 questions (previously there

were 9 questions) self-administered for parents. The authors considered

altered result criteria when failing 3 of the 23 questions or failing 2 of the

6 questions considered key: interest in other children and imitation, joint

attention (use of protodeclaratives and eye tracking), bringing objects to

show parents and answer when called. This change increased the sefsitivity

and specificity to 97% and 95% using the first criterion, and e, 95% and

99% using the second criterion, respectively.

This tool has been translated into Spanish and it is validated and about to be
published in a study led by the Spanish group GETEA. It is a longitudinal,
population-based study, with a total of 2480 chiidien between 18 to 24
months of age, from the areas of Salamanca and Zamora, who came to the
consultation of a healthy child and / or vaccination. The results estimated
a sensitivity of 100% and a specificity 698.3% to discriminate between
children with ASD and children without ASD, and a sensitivity of 75.3%
and 99.8% specificity to discriminate between children with ASD and
children with other disorders (dai2 provided by the research team).

Under the concept of mass scteening tool, experts from the United Kingdom ~ Expert opinion (4)
consider1°! that high sensitivity levels are necessary, as the ones existing

currently do not meetthe instruments of the CHAT and M-CHAT. However,

the M-CHAT can b used as an aid instrument to identify ASD suspicious

risk factors.

A systematic’ review'”> from 2005 of English screening instruments for  Descriptive
autism discards CHAT as a screening instrument and recommends further ~ study (3)
investigations on the competences of the M-CHAT.

The SIGN guide148, the AAP (American Academy of Paediatrics) 193 and ~ CPG Expert

the development group of this guide have regarded M-CHAT as a useful ~ opinion (4)
tool for confirming clinical suspicion of ASD.
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There is another questionnaire developed for ASD screening, the Social
Communication Questionnaire (SCQ). It has been developed to assess
children older than 4 years old with a mental age of over 2 years. Itis available
in two forms of assessment of the current situation or lifelong. There are
40 questions to be answered with YES or NO and it is self-administered
by the parents. This questionnaire is translated into Spanish, but it has not
been validated in our context. It was performed on a population of 160
individuals with PDD and 40 without PDD between 4-5 years of age, giving
a sensitivity of 85% and a specificity of 75% from a cut-off of 15. Further
studies show very similar results: 86% sensibility and 78% specificity for
a population of 119 children between 9-13 years with special education
needs and without ASD. Another study showed an 88% sensitivity and 72%
specificity with children between 9-10 years within a cohort. In addition,
in another study on 81 children aged between 2-6 years the data varied:
sensitivity 93% and specificity 58% for children aged between 2-6 years
and sensitivity 100% and specificity 62% for children between 3-5 years
with a cut-off point of 11"+,

Within the specific detection of Asperger disorder, we find tools such.as the
Childhood Asperger Syndrome Test (CAST) scale, which screers:-people
with Asperger disorder. There are 39 questions to be answered ‘with YES or
NO and it is self-administered by parents. This tool was deveisped in a pilot
study with a total of 50 children between 3-9 years with Asperger disorder or
autism and children with an absolutely normal develepinent. The validation
was conducted on a sample of 139 children aged-hetween 4 and 11. The
estimated sensitivity was 87.5% and specificityv-$6% for a cut-off point of
15 for cases of Asperger’s Disorder!®. A study obtained higher data but on
a minor sample?®. Another study assessed-the test-retest reliability®®! with
a sample of 73 parents who completed the CAST test twice in two months
after the first time, giving a Kappa'of 0.41 and a Spearman Correlation
Coefficient of 0.67. The scale has not been validated in our context.

There is also a scale that has been developed and validated in our context, the
Autonomous Scale for deteciion of Asperger’s disorder and high functioning
autism®?. It is a scale of 59 questions to answer from five categories (never,
sometimes, often,-aiways, not observed) self-administered by parents
and teachers. The validation process has been conducted on a population
of 109 people-aged between 5 and 31 in three groups: one composed of
children and youth diagnosed with Asperger’s disorder, another of autism
not asseciated to intellectual disability, and another disorder with attention
hyperactivity deficit. The results estimated sensitivity between 97.8% and

00% and specificity between 98.9% and 72% for the 37 and 36 cut-off
points respectively, with a 30.2% of false positives in cut-off point 36. The
authors suggest referring the child as from cut-off point 36. The interrater
correlation (0.83) and test-retest (0.94 for parents and 0.97 for teachers)
gave positive results.
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Summary of evidence

4

No instrument has been identified for the detection of ASD which meets the criteria
for population screening test!4%1°!

The Checklist for Autism in Toddlers (CHAT) scale has a specificity of 99% but
a low sensitivity of 38%. The M-CHAT amended version has a better sensitivity
of 95% and a specificity of 99%, although more studies on their psychometric

properties are needed. The validation data in Spain offer a 100% sensitivity and
Speciﬁcity Of 98‘3%148,187,187,189,67,190,192

The SIGN guide 148, the AAP (American Academy of Paediatrics)'”® and the
development group of this guide have regarded M-CHAT as a useful tool to confirm
clinical suspicion of ASD in children between 16 and 30 months.

The Autonomous scale for the early detection of Asperger’s disorder has iraproved
from 97.8% to 100% sensitivity and specificity between 72% to 98.9% from a cut-
off point of 37, although more studies on its properties in a wider population are
needed*”

Recommendations

Population screening for ASDs is not recommended with the instruments developed

at this moment, although the capability of the M-CHAT and the Autonomous Scale
is being investigated

B,C

We recommend the M-CHAT instrument aé auseful tool to confirm clinical suspicion
of ASD in children between 16 and 37 inonths (Appendix 6)

B,C

We recommend using the Autoiiomous Scale, in children older than 5 years as a
useful tool to confirm clinical suspicion of Asperger’s disorder (Appendix 7)

6.3.4. Monitoring risk groups

The monitoring of childreirat high risk is referred to the assessment of children with ASD who
due to their personal or fainily history suffer a greater risk of ASD, although no specific symptoms
have been observed yet.

According to.studies on the aetiology of ASD, it has been stated that children ~ Cohort study (2+)
who have piesented a process which could have affected the perinatal
nervous system (such as maternal consumption of alcohol, teratogenic drugs
or other’ substances during pregnancy, or even pre-or postnatal infections
such’ as congenital rubella, haemophilus influenza and cytomegalovirus,
rnat may involve meningitis or encephalitis), could be more likely to
develop ASD. In addition, some metabolic diseases such as PKU not treated
after birth. The presence of epileptic seizures (in the context of epileptic
encephalopathies) in the first year of life also appears to be associated with
later diagnosis of autism, although it cannot be considered a risk factor but
associated comorbidity'*. Other observational studies have found that older
age in the father or mother is associated with risk of ASD; however, the
presence of hyperbilirubinemia at birth is not a risk factor?*2%4,
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In another observational study, the main results suggested that perinatal
factors such as breech presentation, low Apgar score (= 7 at 5 min.), low
birth weight, birth before 35 weeks and small size for gestational age,
significantly increased the risk of ASD. Likewise, children of parents with
psychiatric history of schizophrenic psychosis or affective disorder also had
an increased risk of ASD. These factors appeared to act independently?®.

A cohort study on a population of children between 3 and 10 years in Atlanta
identified 617 children with autism. After adjusting to the birth history data
it showed that a birth weight <2500g and preterm <33 weeks was associated
with an increase of two times the risk of autism, although the magnitude of
risk varied according to gender (higher in girls) and the subgroup of autism
(higher for autism accompanied by other disabilities such as intellectual
disability)%.

A review of seven studies (four cohort and three case-control) on ASD
risk factors concluded that the studies suggest that parental age and certain
obstetric conditions are associated with an increased risk of ASD, but are not
tested as independent factors for ASD. These variables should be exaniined
in future studies with a cohort population, as some results are incorncistent.
Genetic susceptibility to autism, as a clear risk factor for ASD; -which is
itself associated with sub-optimal obstetric conditions, should-be taken into
account as a potential prospect for future analysis?”’.

Another systematic review with meta-analysis evalvated factors related to
prenatal risk of ASD. Factors positively associated with risk of autism were
older parents and complications during pregraicy (gestational diabetes
and bleeding). However, it concluded that there was insufficient evidence
to implicate any of the prenatal factors.in the aetiology of autism?®. A
prospective study that evaluated parental age (not included in the review
above) reached the same conclusion after adjusting the analysis to a
maternal age = 35 years versus(25 to 29 years; paternal age = 40 years
versus 25-29 years, concluding that parental age was positively associated
with risk of autism?®,

Due to the genetic component of ASD, those siblings of children diagnosed
with ASD have a higher probability of developing ASD than the rest of the
general populatic2, which may be even higher, if the genetic component is
determined asn the case of some associated syndromes. These children with
relatives suffering from ASD (parents or siblings) are candidates for a more
comprehensive monitoring by Primary Care professionals,60:66.67.74.157-160210
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Summary of evidence

There are certain factors that appear to increase the risk of development of ASD:
o perinatal factors (consumption of teratogenic drugs or substances, perinatal
infections, gestational diabetes, gestational bleeding, foetal distress, prematurity,
low birth weight), metabolic diseases, older parents and parents with a history of
schizophrenic or affective psychosis!?8203-207:209,

2++

The genetic component of ASD makes those siblings of children diagnosed
3 with ASD have a higher probability to develop ASD than the rest of the general

1 60,66,67,74,157-160,208,210 |
population N

Recommendations

Itis recommended to take into account those factors associated with the development
of ASD in regular visits: perinatal factors (consumption of drugs-or teratogenic
substances, perinatal infections, gestational diabetes, gestationai bleeding, foetal

¢D distress, prematurity, low birth weight), metabolic diseases, older parents and
parents with a history of schizophrenic or affective psychasis and a family history

of ASD (siblings with ASD) R
C Professionals should carry out a close monitoring’of the development of those

siblings of children with ASD as these are a risk_gioup

6.3.5. Minimum age of suspicion

Although specialists tend to detect this disease from two years of age, the manifestations may
be seen before. The studies that gather th¢-concerns of parents report that they usually realize at
around 18 months of age that there is‘a strange behaviour in their children, many even before'™.

It is complex to determine ¢xactly when changes are evident and what specific changes
other than the behaviours of a ¢hild without manifest disorders, as studies that can determine the
signals are retrospective and-sased on observation and home videos as well as on the exploration
of what parents remembet: so the risk of obtaining biased results is higher. There is another group
of longitudinal studies, which monitors younger siblings of children diagnosed with ASD, whose
chances of having ASD are also higher, and which can perform a more detailed observation and
recording of theirbehaviour. Other studies reaffirm that there is significant stability in the diagno-
sis of ASD if imiade before the age of three*''.

The studies found no evidence of a minimum age for specific diagnosis of ASD, but early
manifesiations may occur at very early ages, before the two years of age, although it must be
taken into account that the lack of such behaviours does not rule out the possibility of presenting
subsequent alterations'*,
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Another double-blind case-control study has evaluated the behaviour
in home videos (from the first 6 months of age) of children diagnosed
with ASD before the age of 3 years versus the observation of videos of a
group of children without ASD. The study indicates a high interobserver
concordance. The results established that there were significant differences
in frequency between the two groups for manifestations such as: looking at
people, targeting people, seeking contact, smiling at people and vocalizing
at peopl?™2.

In the cohort study previously described in the follow-up section of children
at risk, a sample of 150 siblings of children with ASD, various disorders in
the first year of life are identified, in the group of children later diagnosed
with autism, both in the fields of social and non-social development®. Other
prospective studies assessed the stability of the diagnosis of ASD made at 2
and 9 years old. The concordance percentage between the diagnosis of ASD
at 2 years and 9 was 67%?'3214,

Another prospective longitudinal study assessed the behaviour of children
included in the follow-up of 3021 children less than two years that had not
been previously identified with any developmental delay. There were atchival
videos from the first year of age of a group of 18 children later dragnosed
with ASD to a group of 18 children with other developmenta} disorder not
ASD and against another group of children without any developmental
disorder. Additionally, the data included periodic examinations and parental
responses to the question of whether they were.concerned about their
children’s development.

There were some differences among the ;group of children with ASD
compared with the group with other develspmental disorders and children
with ASD with the group of children with no disorder: no social gaze, eyes
that express a lack of affection and closeness, lack of response to their
name, lack of shared enjoyment or interests, no pointing out and present
body and object stereotypias. There were no differences between the group
of children with ASD and-ite group with other disorders, but there were
differences with respect-te'the group without disorders: lack of anticipatory
movements or positions, failure to respond to contextual cues, lack of
vocalisations with consonants, absence of functional game with toys and
difficult to calm down when they get upset**.

A study explored the children’s behaviour through in-depth interviews of
what parents remembered about the behaviour of their children at a young
age?'“JA review of studies evaluating the warning signs from an early
age concludes that: changes are evident before 12 months and that 80%
of parents noted disorders before 2 years of age with an average of 18
months?!!. Another study evaluating home videos on a group of children
with ASD compared to another without ASD at one year old, found different
behaviours in both groups?'S.
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Summary of evidence

There are significant differences in the behaviour of children with ASD observable
o from 6 months old in comparison to the behaviour of children without disorders. As
the months pass, the differences in development with respect to children without
3 ASD, in both social and non-social fields, become more noticeable. There is a
significant percentage of diagnostic stability after 2 years of age 2! -1
2+ There is no conclusive evidence of which is the minimum age to detect ASD
3 disorders%, 211-213.215
Recommendations
C Practitioners should monitor the presence of any warning signals froni-at least 6

months of age

| Given that there is no evidence of a minimum age for alterations, referral to
Specialised Care may be considered at any age when there is a suspicion of ASD
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7. ASD suspicion management strategies
in Primary Care

The questions that are going to be answered in this chapter are:
*  What are the steps to follow if there is any suspicion of ASD? - Algorithm

*  What are the referral criteria of ASD? - Algorithm

Steps to be taken if there is a suspicion of ASL}

As initial guidance, in a patient with symptoms of ASD, the followiag algorithm is presented to
guide the referral work, based on the recommendations made earli¢r in the guide:

ALGORITHM FOR THE TREATMENT OF SUSPECTED ASD IN PRIMARY CARE

[ o)
v

- Development assessment scales (1) ‘

- Warning signs (2)

- Risk factors (3)
- Concern from parents (4)
3
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Monitor up to 6
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NOTES ON THE MANAGEMENT ALGORITHM OF ASD SUSPICION IN PRIMARY
CARE:

~

(1) Developmental assessment scales: Haizea- Llevant Scale (developed in Spanish context).
(Annex 3)

N\

(2) Immediate warning signals and compendium of ASD warning signs by period of age \l

(Annex 4) _J

N [

(3) ASD risk factors to be considered when assessing the child’s background: petinatal
factors (consumption of drugs or teratogenic substances, perinatal infections, gestational
diabetes, gestational bleeding, foetal distress, prematurity, low birth weigiit) metabolic
diseases, older parents, parents with a history of psychosis or affective schizophrenia and
\family history (siblings with ASD)

(4) The concern of parents. Paediatric Emotional Distress Scale (PEDS) to guide the
\professional about what to ask parents (Annex 5)

((5) Discard metabolic and hearing disorders

J N\ L

(6) M-CHAT and Autonomous Scale. Use as.a supplement if there is a suspicion in children:
— Between 16-30 months: M-CHAT {Self-administered to parents) - Annex 6

— Over 5 years: Autonomous Scale (Self-administered to parents and teachers) - Annex 7

- J

(7) Other developmentaldisorders. It refers to the presence of other disorders that do not meet
the criteria of ASDZsuch as motor skills disorders (for example ataxia, poor coordination,
hypotonia that ate indicative of Infantile Cerebral Palsy, etc.) intellectual disability (any
grade), learning disorders, or communication disorders (expressive, receptive, mixed or
\phonological) and others.

J

Provide information to parents if
there is a suspicion of ASD
(Appendix 8)
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8. Keys/Aspects to consider when provid-
ing information to parents

The questions that are going to be answered in this chapter are:

* Does the information given to parents of children with suspected ASD amend their satis-
faction and their ability to cope with the problem? !

*  What are the aspects to consider in relation to parents when providing information if there
is a suspicion of ASD, and after a diagnosis of ASD?

*  What is the basic information that Primary Care professionals are required o provide to
parents of children with suspected or newly diagnosed ASD?

8.1. Aspects to consider when providinng information to
parents for suspected ASD

Inform a parent that their child may have a problenyin its development is one of the most difficult
news to transmit, so we must be careful when providing that information.

We can find two situations at the visit. The first when the parents already suspected that her
son had any problems, so the confirmation by the professional is experienced as a relief as it reaf-
firms their suspicions. In such a case, the referral process is welcomed as a positive thing because
parents are grateful that something is done accordingly and inquire about the problem.

The second situation thatwe can find is that parents first hear that their children may have a
developmental disorder, so-itie way to act must be more cautious. He or she is to be referred too,
but making parents aware’that there is a problem, which ought to be investigated. This situation
may be more commofiin first-time parents in which there is no previous comparative reference.
The professionals provide information on what are normal developmental stages in a child from
birth; therefore, i1 is as important as any other information given to them on the care of their child.

Sometimes, when the first warning signs are identified by parents, these may hesitate to deny
or accentithis reality. “Turning a blind eye” to this reality is a self-defence mechanism against the
anxiety that it produces.

The moments experienced by the parents in the face of evidence that there is a disorder and
getting a diagnosis, result in high levels of stress and anxiety due to uncertainty. Some studies de-
scribe how in many cases when consulted with professionals such concerns, they denied or played
down their importance, thereby contributing to increased stress and feelings of helplessness, and
devaluating the trust in health professionals®!72!5,

During the prediagnostic period, feelings of stress and confusion require support by pro-
fessionals. The time factor is very important; the confirmation of a diagnosis will decrease the
uncertainty of the process®”.
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A phenomenological qualitative study described the process of raising a ~ Qualitative
child with autism, discussing the diagnosis process and the influence of  Research
autism on different areas of the family. The main experiences on the process

of diagnosis are as follows?":

— Some participants reflected the fact that they had bad experiences in
the early demands of professional help. Participants felt that the pro-
fessionals refused their concerns and did not pay the necessary atten-
tion to the delayed development of their children, which contributed
to increased stress and feelings of powerlessness and helplessness.

— Reflected difficulty to detect signals from first-time parents.

— Parents often denied or downplayed the early signs they observed
which implied that something is wrong with their child’s develop-
ment, before asking professionals.

— The time between the early warning signs of autism and the defini>
tion of the diagnosis were the most difficult in their lives with tieir
children with ASD. They often felt blocked, anxious and scared at
the prospect that something could be terribly wrong with-iteir chil-
dren, as well as exhausted by their inability to underzfand the be-
havioural problems of their children. They experience the diagnostic
process as a period of stress and great uncertainty

— When finally a diagnosis is found, at the beginning there can be a
relief because it reduces the uncertainty-lived during the process.

— The participants did not see anything strange in their babies; they
were healthy babies growing well,-so the diagnosis is received with
great shock.

— Some participants expericiiced feelings of guilt because they felt re-
sponsible for what was happening to their children or because they
failed to react to the strange behaviour of their children.

A descriptive study explored the satisfaction determinants of parents  Descriptive
during the diagnosiic process through a questionnaire self-administered — Study (3)
to 126 parents (73% mothers and 27% fathers) of children with autism.

This study concluded that there was a significant association between the

levels of parental satisfaction and items such as: suspicions of parents

considered by professionals, the possibility to ask questions when they are

given the diagnosis, the quality of the information received and professional

mianners. 35% were very satisfied on how they were given the diagnosis,

33% satisfied, 7% were dissatisfied and very dissatisfied 6%?'%.
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A qualitative study explored the perceptions of parents on the process of
communication with professionals during the diagnosis. 15 focus groups of
parents with children with ASD whose diagnosis was detected a maximum
of 7 years ago to a minimum of six months ago were conducted. Among the
key findings**:

—  30% of participants did not receive additional information or advice
or support on the nature of ASD when they received the diagnosis.

— Many parents suggested that communication with professionals
could be improved if they were suggested how to contact support
groups or parent groups, and if there was a possibility to get in con-
tact with Specialised Care professionals in an easier and more com-
mon way to address the different questions which arise.

— Parents called for better training and guidance regarding ASD for
professionals.

A descriptive study explored the importance of knowledge of ASD amofig
health professionals through a questionnaire conducted on 146 primary
caregivers of children with ASD, including the demographic and diagnostic
process data, sources of information, support and perceived ne=ds. Among
the most relevant data the following should be taken into consideration®!:

— Between 71-73% of primary carers relied on mecia sources (Internet,
books, videos, etc) for information, 42% on-cénferences / workshops
and 42% on other parents. Only 15-20% 1esorted to health or edu-
cational professionals. 64% reported they belonged to a parents’ as-
sociation.

— Most professionals, 82% gave some additional information at the
time of early diagnosis, compared to 18% who did not provide either
additional information ¢t referred to specialist services.

Summary of evidence

Qualitative
research

Descriptive
study (3)

Qualitative
1 Research

Some parents report that some professionals refused their concerns and
ignored them in relation to the developmental delay of their children,
which increased the stress and sense of helplessness

New parents can prove difficult to detect warning signs because they
have no prior references

The diagnostic process is experienced as a period of stress and great
uncertainty

The diagnosis is received at the same time as a relief, since it ends the
uncertainty, and as a great shock by the reality that is presented. The
feelings of guilt for being responsible for what happened to their chil-
dren were also common?"
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Significant association between the levels of parental satisfaction and
items such as: suspicions of parents considered by professionals, the
possibility to ask questions when they are given the diagnosis, the quality
of the information received and professional treatment?'

A high percentage of parents did not receive additional information or
advice or support on the nature of ASD when they received the diagnosis.

Many parents suggested that communication with professionals could be

Qualitative improved if they were suggested how to contact support groups or parent
Research groups, and if there was a possibility to get in contact with Specialised

Care professionals in an easier and more common way.

Parents called for better training and guidance regarding ASY for
professionals®*

Between 71-73% of primary carers relied on media sources (Internet,
books, videos, etc) for information, 42% on conferences / workshops
and 42% on other parents. Only 15-20% resorted to heaith or educational

3 professionals. 64% reported they belonged to a parénts’ association.

Most professionals, 82% gave some additionallinformation at the time of
early diagnosis, compared to 18% who did not provide either additional
information or referred to specialist services. 221

Recommendations

Practitioners should provide information to parents about what is appropriate child
development

It is recommended to alwavg address any concerns parents may have about the
behaviour or development ¢t their children to improve their satisfaction with the
treatment received by the-professional

It should be remenibered that new parents or parents without previous references
may have more d:fficult to detect disorders in their children’s development

When there is a suspicion of ASD, parents should be warned but not alarmed,
making them aware of the importance of immediate evaluation

Professionals should provide correct information to help parents realize their
child’s problems, because some families have difficulty recognizing, understanding
and accepting the disorder, especially when professionals are giving completely
'unexpected information

Itis recommended NOT TO USE the terms “disorder” or “autism” (since a diagnosis
has not been made yet), and use expressions such as: your child seems “not to have a
communicative and social development appropriate for his or her age”

Action must be taken to the feelings of fear and denial of parents by being positive,
non-judgmental and actively listening to concerns about the referral to Specialised
Care

If there is any suspicion of ASD, one must be agile and provide information on the
diagnostic process (referral), to increase satisfaction and confidence of parents and
reduce their uncertainty (Appendix 8)
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The Health Care Team, especially the social worker, should take an “enabling” role
when providing and interpreting information together with families

8.2 Aspects to consider when providing information to
parents after a diagnosis of ASD

After a diagnosis of ASD, the family undergoes a very painful process that experts compare to.(he
grief process, in this case mourning the loss of a “normal child.” The stages of grief pass through:
shock and initial denial, anger and resentment, depression and acceptance?.

One of the first realities parents have to face is that children with ASD have arrunchanged
external appearance. Therefore, those ASDs such as Asperger disorder or autism not associated
with intellectual disabilities can create more confusion to parents, as they have received a diag-
nosis difficult to understand when their children are apparently normal or intelligent. This is also
due to ignorance and the stereotypes existing on these disorders.

Raising a child with ASD is a challenge for parents, which, upen acceptance of the diagno-
sis, should begin to develop adaptive strategies that promote th¢-development of their children
and the family as a whole. As they acquire the control of the zituation, the interaction with their
children will be better and this will be reflected in mental 2id physical health of parents??.

In this process, we must not forget the feeling ©f isolation that is felt among caregivers of
children with ASD, especially the one who takes the role of primary caregiver, mostly mothers.
At a social level, there is little knowledge of thes¢ disorders so parents experience the stigma from
the rest of society about their children. Sucli isolation can make the primary caregiver avoid any
social interaction to avoid the stigma®.

It is also frequent that the primary caregiver, the mother most of the time, has higher levels
of stress and burnout for acquired tesponsibility?>, which exposes her to be blamed or criticised
when there are problems with regard to the upbringing of the child’.

In any case, one must-be positive in the messages that are transmitted, as with time and the
necessary support, the famrily will develop appropriate and functional coping strategies. Raising a
child with ASD or wifh a disability in general, also provides important and enriching aspects at a
personal and family-ievel, as described by the families?*.

A phenomenological qualitative study explored the research process of  Qualitative
raising a ¢hild with autism and presented the following findings?"’: Research

— ) Initial feelings after a diagnosis of ASD are similar to the stages
of grief, in this case mourning the loss of a “normal child”, going
through the initial shock, denial, anger and resentment, depression
and acceptance.

— The stress of caring for a disabled child is going to affect different
components and family relationships: spouse, siblings and others.

— The participants expressed the tendency for one of the carers to as-
sume the role of primary caregiver. The sense of responsibility was
associated with increased stress.
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A descriptive, qualitative and quantitative study got information about  Qualitative
parents’ reactions to a diagnosis of autism through self-administered  Research,
questionnaires (109 families responded) and focus groups of parents and  Descriptive
professionals. Among the main findings it concluded that®®: Study (3)

— Many parents had mixed feelings about the diagnosis received, as al-
though it was a relief to have a diagnosis and understand the strange
behaviour of his or her son, it also increased concerns about the fu-
ture of their children.

— Upon acceptance of diagnosis and feelings of anger, fatigue, frustra-
tion and calm can alternate. They also express ignorance about ASD
due to society and even some professionals.

In a descriptive study, 63 mothers of different social and cultural contexts  Descriptive
were interviewed to explore the reactions, memories and beliefs about  Study (3)
diagnosis and emotional health status of mothers.

The acceptance process of the diagnosis is perceived as a process similar
to the stages of grief. Among the main conclusions it describes how wien
there is acceptance of the diagnosis, mothers regain control of the sitization,
begin to interact optimally with their children and this results iti a better
state of mind for the mothers®®.

A descriptive study which evaluated the stress levels of 174 mothers and 43 ~ Descriptive
fathers of children with ASD concluded®*: Study (3)

— The stress level is inversely associated with the coping capacity of
parents. Parents who chose avoidanee or denial strategies had higher
stress levels

— The stress level is directly reiated to the severity of symptoms and
behavioural disturbances of the children, and inversely associated
with social supports, faiiiy and therapeutic received.

A pre-post intervention study assessed the levels of stress and adaptability ~ Pre-Post
in 37 parents of childrerwith ASD in comparison to 23 parents of children ~ Study (1-)
with normal developiaent before and after being included in a children’s

program. The most relevant results are®*:

— Parenis of children with ASD had higher levels of stress (59% of
mGihers and 35% of fathers) compared to parents of children without
ASD (17% of mothers and 13% of fathers) before the program.

= The level of stress of mothers of children with ASD decreases sig-
nificantly (from 59% to 46%) when the children access therapy pro-
grams, although this reduction did not occur with the fathers.
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A qualitative study described the coping capacity of parents of children
with autism not associated with intellectual disability or Asperger disorder
by introducing the gender perspective. In total 32 mothers and 21 fathers of
33 families from Brisbane, Australia were interviewed. The main findings
are®”’:

— Therole of the primary caregiver rests mainly on mothers, something
that can be perceived in the levels of stress. The reduction of stress
in mothers also affects the fathers. In addition, many of the moth-
ers had to leave their jobs, as their children with ASD require more
care, which implies full dedication to the care of the household and
children.

— Differences between the impact of childcare on fathers and mothers
could be observed. In contrast, the fathers argue that what is most
striking in their lives comes indirectly from the impact of stress from
their wives, rather than the impact of the disability of their children
in itself.

A case-control study assessed parental depression in 216 families of children
with autism and / or intellectual disabilities (ID) versus a conttol group
of families of children without autism or ID using the Beck Depression
Inventory (BDI) scale. The main outcomes were??:

The mothers of children with autism have higher levels ©f depression than
mothers of children with ID without autism, which iia turn have higher levels
of depression than: fathers of children with autism; fathers of children with
ID without autism, and parents from the contii group.

A descriptive study carried out in Spain &valuated the burnoutl of the main
carer of children with ASD (Zarit scale)as well as the physical (SF-36) and
mental (SCL-90) health status. The sample was performed on 40 primary
caregivers (38 women and 2 men). The main results were’:

— High burnout in cavegivers, reaching 72.5% in the range of intense
burden.

—  With regard to mental health, 57.5% is above the suffering average
of the geizeral population.

— In the'physical dimension the results are indicative of poorer health,
higher rates above the 50th percentile in physical pain (95%), vitality
(87.5%), social function (85%) and mental health (82.5 %).

The Child Health Survey of New York, from 2003, assesses 61772 children
(0-17) of which 364 have a diagnosis of ASD. Within the analysed data,
it assesses mental health status and coping of mothers of children with
autism. After the analysis, it can be observed that mothers of children
with ASD have higher levels of stress and are more prone to mental and
emotional problems that the mothers of the general population, even after
being adjusted according to the socio-demographic level and the child’s
social skills??,
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Another descriptive study involving 62 families of children with ASD  Descriptive
through a self-administered questionnaire explored the beliefs of parents  Study (3)
about ASD and their implications for health care professionals. The most

relevant results are?'”:

— Most parents cited vaccines, genetic predisposition and environ-
mental exposure of the mother during pregnancy as causes of ASD.
Despite having received information about the causes, 26% still be-
lieved in the immunisation as probable cause and would have de-
layed or refused such immunisation.

— The average age at which parents noticed developmental delays or
alterations were 9 months old, with an average age of diagnosis of 2
years and 3 months.

— Most parents (87%) would have resorted to the use of alternative
or complementary medicine (without tested evidence) for their chil-
dren, with an average of six different treatments used.

— Parents who perceived a long delay in the diagnosis or who ha tried
different therapies, tended to rely less on health professiouals, but
without statistical significance (p = 0.2 and p = 0.07 respectively).

A primarily qualitative mixed study which undertook a focus group and 15  Qualitative
semi-structured interviews with mothers of children witi’ASD explored the =~ Research
factors associated with the level of stress, depression.and future expectations ~ Descriptive
of their children. The main results are™: Study (3)

— Some mothers blamed themselves as the cause of ASD either due to
the hereditary component or becatse they did not discard the idea of
immunisation with the MMR ‘vaccine as cause.

—  Others however, were notconcerned with the origin but for the future
of their children.

— A large proportion’ felt responsible for the care of their children,
which included feelings of frustration, isolation and anger at the lack
of support services and for feeling overloaded.
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A mixed study analysed the dynamics and coping strategies of 52 parents
of children with ASD, using qualitative methodology (semi-structured
interviews) and quantitative with the use of adaptability and cohesion
scales (FACES III), personal evaluation of family crisis (F-COPES) and
perception of family support and friends (PSS-FA and PSS-FR). Some of
the most relevant results of quantitative analysis were 22423

Those families categorised as cohesive or involved developed effective
coping strategies and managed stress better, regardless of the support
received. There were no significant differences between the perceptions of
parents, except that mothers received more assistance from other relatives
and friends. No differences were found in the frequencies of different types
of cohesion between this sample of families and standardised families.

As for the qualitative data, it is significant that for all the families it was very
important to determine the causal origin of autism of their child. Moreover,
the negative conceptualisation of “raising a child with autism” does not help
in developing effective strategies. Almost all parents were able to describe
positive learning experiences as a result of having a child with autism. They
said they were more patient, compassionate, humble, and tolerant. Tnstead
of seeing their situation as something negative, many parents-see it as a
positive adaptive process, which gives more meaning to their reiationships
with family and friends and has enriched them personally.and makes the
family stronger.

Other studies have addressed the adaptation process of the families
throughout time. A longitudinal ethnographic study carried out during 10
years highlighted that the first years after diagnosis were very stressful
for families, but with time, the perception:-of stress and stigma decreased.
Parents attributed this improvement to-an increased ability to manage and
adapt to the child’s behaviour and a@erception of relatively high levels of
satisfaction and services. Howeyvei, in families with a child with aggressive
or violent behaviour, emotionai stress levels persist, with little help or
intervention resources®"¥
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Summary of evidence

The initial feelings after a diagnosis of ASD are similar to the stages of grief
going through the initial shock, denial, anger and resentment, depression and
acceptance.

Qualitative

The stress of caring for a child with a disability will affect the different
Research

components and family relationships: spouse, siblings and others

One of the caregivers assumes the role of primary caregiver, thus provoking the

sense of responsibility to be associated with increased stress*'” ‘

Many parents had mixed feelings about the diagnosis received, because, althougzn

it meant a relief to diagnose and understand the strange behaviour of their chiid,

there was also a growing concern about the future of their children. Feilowing

Qualitative |the acceptance of the diagnosis and with time, the feelings of anges, fatigue,

Research |frustration and quiet can alternate. They also expressed ignorance asout ASD by
3 society and even some by professionals®®

When it comes to accepting the diagnosis, the mothers develop skills to retrieve
the control of the situation, begin to interact optimally‘with their children and
this results in a better state of mind in mothers®»

Following the acceptance of the diagnosis and with time, the feelings of anger,

3 . .

fatigue, frustration and calm can alternate’®

The stress level is inversely associated with the coping capacity of parents,
3 the social, family and therapeutic suoport received, and directly related to the

severity of the symptoms of the children, as well as with strategies of avoidance
or denial of parents??

Parents of children with ASD have higher levels of stress compared to parents
1- of children without ASD. The stress level of mothers decreases when children
enter treatment programs**°

The role of primary caregiver rests largely on mothers, and this role is perceived
with stress. Maiay mothers had to leave their jobs as their children with ASD

Qualitative | require mors are, which implies a full dedication to the household and children

Research . ) ]
There are differences observed between the impact of childcare on fathers and

mothéss. What most impresses fathers are the stress levels of mothers??’

Mothers of children with autism have higher levels of depression than mothers
lot children with intellectual disability without autism, which in turn have higher
2+ levels of depression than: fathers of children with autism, fathers of children
with ID without autism, and parents from the control group of families without
autism or DI**®

High burnout is observed in caregivers, reaching 72.5% in the range of burden.
‘ With respect to mental health 57.5 is above the suffering average of the general
3 population. In the physical dimension the results are indicative of poorer health,
being above the 50th percentile in physical pain (95%), vitality (87.5%), social
function (85%) and mental health (82.5%)’

Mothers of children with ASD have higher levels of stress and are more prone
to mental and emotional problems that the mothers of the general population,
even after adjusting according to the socio-demographic level and the child’s
social skills**
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26% of parents still believed in immunisation as the probable cause and would
delay or refuse such immunisations according to their experience

The average age at which parents noticed developmental delays or alterations
were 9 months old, with an average age of diagnosis of 2 years and 3 months

Most parents (87%) had resorted to the use of alternative or complementary
medicine without evidence tested for their children, with an average of six
different treatments used

There is a trend in the data on parents trying different therapies, they tended to
rely less on health care professionals (p = 0.07)*”

3

Qualitative
Research

Some mothers blamed themselves as the cause of ASD and were coricerned
about the future of their children. A large proportion felt responsible for the care
of their children, feeling frustration, isolation and anger at the iack of support
from social services as well as being overloaded®

3

Qualitative
Research

Families that involve themselves more and are more united developed effective
coping strategies. To determine the causal origin of aviism of their child was
very important for all the families. The negative conception of “raising a child
with autism” does not help to develop effective scrategies. Almost all parents
were able to describe positive learning experiences as a result of having a child
with autism?*%,

Qualitative
Research

The well-being perception of families)ic greater as time passes and it increases
treatment strategies, although in families of children with severe behaviour
disorders, emotional stress levels-rémain high?!232,

Recommendations

G

Professionals must ac¢ept and understand the first emotions resulting from early
diagnosis as part of thie process of accepting the new reality

Professionals .should provide objective and simple information to parents about
what are ASDs, their etiology, and respond to any questions that may apply, so that
they can control the situation as soon as possible and increase their ability to cope
with it (Appendix 9)

Proiessionals should be wary of burnout, depression and stress phenomena of the

primary caregiver, usually the mother

Professionals should be positive in the messages that are transmitted so that the
process of adaptation and acceptance of families is effective, since they must rebuild
their social conceptualisation of what it means to have a child with autism, as well
as acquire management skills

The Health Care Team, especially the social worker, should take an “enabling” role
when providing and interpreting information together with families

CLINICAL PRACTICE GUIDELINES IN THE SPANISH NHS

73



9. Strategies for monitoring children with
ASD in Primary Care

The questions that are going to be answered in this chapter are:
* How to plan the visit of children with ASD in Primary Care?

*  What issues should be explored / monitored in the Primary Care visit of children with
ASD?

Once the child has a confirmed diagnosis of ASD, Primary Care professionals shoutld continue to
monitor the development to prevent any complications that may arise and coritinue with preven-
tive care and encouragement of the child’s health (control of growth, vaccinations, fostering of
healthy habits such as exercise, and others) and resolve any other healthi“problems associated or
not with autism.

Dealing with a child with ASD at the surgery can be complex and requires the development
of certain strategies in coordination with the family so as to be properly assessed, taking into ac-
count the special characteristics of children with ASD in their limited communication skills, and
behaviour disorders such as intolerance to changes in#heir routines, hypersensitivity to scans,
and others. These characteristics may interfere in the diet, sleep and other problems as certain

behaviours can lead to risks involving not only the child’s health but also its physical integrity®
36, 46, 136,148,233,234.

According to experts, children with ASD can have any of the following behavioural disor-

ders(), 36, and 46,136,148,233-235.

— They tend to reject noisystrange, crowded and untidy places. CPG
Expert opinion (4)
— They generally do nigtiolerate changes in their daily routines.

— In some cases, tticy can show rejection certain to procedures because
they involvettiysical contact.

— As far as dental hygiene, they may have an aversion to brushing their
teeth;-or can even eat toothpaste.

— They tend to have attachment to certain toys or develop their own
restricted interests.

— Due to sensory impairment, different thresholds of perception with
hyper or hypo-sensibility may arise, in a way that these can mask the
pain.

— They can also perform dangerous or atypical behaviours such as
wearing no warm clothes when it is cold or raining, tighten their
clothes too much, eat food which is too hot or wash themselves with
extremely hot water, inhale or take toxic substances as they might
like their smell or taste. Sometimes they may provoke self-harm with
injuries, bites, pinches, self-inflicted in times of stress.
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Some studies consider the IQ as a significant predictor of adaptive behaviour,
as it is a limiting factor particularly in those children with intellectual
disabilities (IQ below 80) 196236

Children with ASD have impaired ability to communicate at different levels.
This, combined with sensory disorders, increases the problems to express
certain symptoms like pain or discomfort. Even those children with ASD
who have capacity for language, suffer from linguistic disorders, and thus
do not understand double meanings or jokes, as happens in the Asperger
syndrome.

According to a systematic review of the benefits of Alternative and
Augmented Communication (AAC) and other series of case studies which
use alternative means of communication to language, those interventions that
provide visual support (such as the use of pictograms, photographs, cartoons,
drawings, imitation) facilitate social communication processes!'#8-237- 240,
However, there is not enough evidence to suggest that these interventions
increase the production of language in children with ASD?*!.

According to a systematic review of 31 articles that assessed effectiveriess
and unintended effects associated with the trivalent MMR: vaccine
(Measles, Mumps and Rubella), there is currently no evidence which can
link vaccination with the development of ASD'?.

The disturbance in sleep patterns is common in children with ASD (between
44%-83%). These conditions will inevitably affect tite parent’s own sleep
patterns. There are a variety of treatments availabie from behavioural to
pharmacological strategies*?*2%.

A study of cases and controls could not @ind evidence that children with
autism have specific gastrointestinal disorders?*S. However, there does exist
evidence that behavioural disorders may be expressed as eating disorders,
such as pica, or rejection of food for its taste, colour, texture or smell and
can often lead to nutritional/deficiencies. These disorders can also be
approached from a psychobehavioural therapeutic standpoint*’%. Despite
the absence of specific-digestive problems, several studies confirm the
existence of functionéi gastrointestinal problems (such as constipation and
other bowel disorders, among others), that in this group of population can
have major behavioural and adaptive consequences"2

There is izsufficient evidence to support the use of specific diets such as
gluten-free diet and casein'?’.

Noiiis there sufficientevidence to supportthe use of secretin, dimethylglycine,
vitamins, Omega-3 fatty acids and dietary supplements as a treatment of
ASD46,136,253—257'

There is insufficient evidence to support the use of alternative therapies such
as auditory integration training and other sound therapies including music
modified by filtering and modulation, and the use of hyperbaric oxygen for
ASDS 258‘259'
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There is insufficient evidence to support the use of immunotherapy, chelating ~ ASD (-1)

agents and antifungal treatments of ASD?*126.136260261 " Immunotherapy  Clinical Cases (3)
treatments are not supported by quality clinical trials and in the case of

anti-fungals, no tests have been performed. Nor is there evidence to

support the chelating agent therapy. On the other hand, no autism causal

relationship has been found between the vaccines, which used mercurial

derivative (thimerosal) as a preservative 126. Furthermore, these treatments

are potentially dangerous?®!-264

Summary of evidence

Children with ASD may have risk behaviours (self-injury), sleep disorders,
eating or hygiene disorders, sensitivity to changes and hide certain ““ymptoms

like pain, which can lead to stress or anxiety when attending. the physician’s
Ofﬁce46,136,138,l48,235
Some studies considered the intellectual quotient (IQ) as a cignificant predictor

2+ of adaptive behaviour, being a limiting factor especially in those children with
intellectual disabilities (IQ below 80)'3623% e

3 Alternative support language interventions suchi as'visual language improve the

1+ communication processes in children with ASE)!48:237:240.241

Lt No relationship between vaccine immunisation and ASD development has been
proven'?®

2+ Children with ASD often have sleep disorders?**2+°

There is no evidence to support that children with ASD have specific
gastrointestinal problems coiripared with children without ASD, but may have
2+ eating disorders such as-pica, or rejection of certain foods, and functional
gastrointestinal problems in this population group may have greater adaptive
and behavioural cotisequences?#¢23?

There is no evidence to support the use of gluten-free diet and casein and

1++ alternative freatments such as secretin, vitamins B6 combined with magnesium,
1+ Omega-3.fatty acid, dimethylglycine, hyperbaric oxygen or auditory integration
trainipglL7136253-259
1- There is no evidence to support the use of antifungals, chelating agents and
3 11rln,lunotherapy%,126,136.,2607263

Recon:mendations

| Professionals should take account of the symptoms and behavioural disorders of
I children with ASD to prepare, in coordination with parents, the visits of the child
to prevent overstimulation and confusion or potential health problems or risk
behaviours

It would be useful to register children with ASD by maturation level (IQ or
C developmental level) as it is a key prognostic factor, which determines the global
evolution (learning, communication, social skills)
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Professionals can use visual support interventions such as the use of pictograms,
cartoons, dolls imitation, to support communication processes in children with ASD.
Example: to show them the instruments, procedures and techniques, exploration of
pain and other symptoms

Professionals should use short simple sentences, without double meanings to
communicate previously to the child what he or she will do, and use direct orders
when asking them for something, using the support of parents to understand and
communicate

In the visit of children with ASD, Primary Care professionals should:
— Coordinate with the parents so that they anticipate the visit to the child

— Try not to wait for a long time in the waiting room, especially if it is'full of
other patients

—  Trust in the management criteria of parents
—  Welcome the child in a calm and orderly environment

— Reinforcements with prizes (toys, stickers and.cthers) may facilitate future
visits

— In case a certain procedure that involve$ physical contact is required, it is
necessary to assess risk/ benefit of doing so. For example, a blood test, for
which the child should be as much prepared as possible, accepting more flex-
ible rules such as allowing the parent to accompany the child or adapting the
procedure if necessary

— Be aware of disorders_and behavioural sensitivity to detect: masked symp-
toms such as pain, ceitain harmful or dangerous habits like inhaling or ingest-
ing toxic substances, self-harm

— Adjust the foimat of the medication to the child’s preferences as much as pos-
sible (i.e..syrups instead of tablets)

Professionals should monitor nutritional status of children with ASD, recommending
dietary supplements if necessary or even referring

Professicnals should manage the gastrointestinal problems of children with ASD
in the same way as those of children without ASD, taking into account that the
D existence of functional gastrointestinal problems (constipation, bowel disorders, and
tothers) can have major adaptive and behavioural consequences than in population
without ASD

‘ Professionals should inform parents about healthy habits such as diet or exercise,
i v leisure and free time activities, selecting those that, within the limits of the family
and those provided by the community, provide enjoyment and child welfare

Monitor oral health of children with ASD. In case of eating toothpaste, do
recommend one without fluoride. Patients and parents’ associations and parents can
D provide guidance on which dentists have experience attending children with autism,
as sometimes certain changes in the procedures may be necessary. The same applies
if ophthalmic check-ups are required
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All children with ASD should follow the immunisation schedule established just like
B any other children, including vaccination of MMR (rubella, measles and mumps).
Professionals should inform about the importance of this to parents

Professionals should monitor the presence of sleep disorders, using as a first step

C . . . .
behavioural strategies to manage them and training parents on this issue
C Professionals should inform parents that there is no evidence that ASDs are
associated with digestive disorders
Professionals should inform parents that currently there is no evidence of the
AB effectiveness of diets free of gluten and casein, secretin, vitamin B6 plus magnesium,
’ Omega-3 fatty acid, dimethylglycine, hyperbaric oxygen therapy and music therapy
for specific treatment of ASD
cD Professionals should inform parents that currently there is no evidence of the

effectiveness of antifungal therapy, chelating agents and immunotherapy

Professionals should inform parents that there are currently some ‘“alternative
treatments” that have no scientific basis to support their use and<ould be potentially
dangerous, so they should be advised to consider only ¢i those interventions
recommended by professionals
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10. Dissemination and implementation

The questions that are going to be answered in this chapter are:
*  What is the guide’s dissemination and implementation strategy?

*  What are the indicators for monitoring the key recommendations of the guide?

le

10.1. Dissemination and implementation strategy

Clinical practice guidelines are useful to improve the quality of the care provided and the out-
comes of patients. The big challenge now is to get the adhesion of professionals. An implementa-
tion strategy aimed at overcoming the barriers in the environment in vhich they are to be applied
is required.

The plan to implement the guidance on the detection ard approach to children with autism
spectrum disorders in primary care includes the followinginierventions:

Presentation of the guide to the media by thie health authorities.

Presentation of the guide to the Primary’Care and Special Care management and sub-
management branches of the various Regional Health Services.

Institutional presentation of the guide in collaboration with the Quality Agency of the
Ministry of Health and Social Policy to the various scientific and professional societies
involved.

All presentations will’highlight the informative material produced for the patient in or-
der to facilitate its distribution among all health professionals as well as to the parents
of children with this problem.

The inforinative material for parents will be presented to the parents’ associations so that
in turn‘they can also distribute and disseminate it.

Effective and targeted distribution to professional groups involved (paediatricians, nurs-
es, family doctors and primary care social workers) to facilitate dissemination.

Interactive presentation of the guide in health centres by local opinion leaders.

Dissemination of the guide in electronic form on the website of the Ministry of Health
and Social Policy, of GuiaSalud, of the UETS and of scientific societies and associations
involved in the project.

Publication of the guide in scientific medical journals.

Establishment of criteria for good care of patients with ASD in the programme contracts
and contracts for clinical management, as set out in the guide

Evaluating effectiveness of implantation, establishing systems of clinical decision sup-
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port, integrating the guide and the indicators selected in the software used in Primary
Care.

10.2. Indicators proposed

The authors of this CPG have designed a series of indicators that should be measurable through
the information system in Primary Care in order to evaluate both health care to the patient with
ASD and the potential impact of the implementation of the guide. It was not the purpose of the
authors to design a comprehensive and detailed evaluation involving the use of all proposed indi-
cators. It is intended to provide a tool for clinicians and managers concerned, which may be useful
to design specific assessment of the care provided to children with ASD in Primary Caie.

Two types of indicators are proposed:

— Monitoring indicators: This set of indicators is aimed to monitor the distribution of pa-
tients by using procedures and assessment tools suggested in the guide.

— Performance indicators: Based on the recommendations prop¢sed in this guide and there-
fore the available scientific evidence and consensus of pratessionals. Although the pro-
posed performance standards should be 100%, the reality of the context of Primary Care
was taken into account when establishing these standards.

Monitoring indicators

Numerator: ~ Number of children with suspected ASD that attend a healthy child consultation
Denominator: Number of children attending a healthy child consultation *

* Healthy child cenisultation means the compliance of the visits to consultation
according to the program agenda established for any healthy child in every health
care area

Numerator: ~ Number-o¢ children diagnosed with ASD that attend a healthy child consultation
Denominator: Nusiber of children attending a healthy child consultation *

Numerator: ~_Number of children with suspected ASD referred to Early Care

Denominator: Number of children with suspected ASD referred to Specialised Care **

** Specialised Care is defined as referral to Early Intervention units, local referral
units and professional clinicians

Numerator: ~ Number of children with ASD, monitored in the healthy child consultation, which
are referred to Specialised Care due to associated comorbidity

Denominator: Number of children with ASD who are monitored in the healthy child consultation

Performance indicators

Numerator: ~ Number of Children to which development is assessed at least between 8-12
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Denominator:

Numerator:

Denominator:

Numerator:

Denominator:

Numerator:

Denominator:

Numerator:

Denominator:

Numerator:

Denominator

Numerator:

Denominator:

Numerator:

Denominator:

Nuinzrator:

Denominator:

months, 2-3 years and 4-5 years

Number of children assessed in the healthy child consultation
Standard: 100%

Number of children assessed with the Haizea Llevant Development Scale

Number of children assessed in the healthy child consultation
Standard:> 90%

Number of children between 16 -30 months of age with suspected ASD evaluated
with the M-CHAT scale

Number of children between 16 -30 months of age with suspected ASD
Standard: 100%

Number of children older than 5 years of age with suspected ASD evaluated with
the Autonomous Scale

Number of children older than 5 years of age with suspected ASD
Standard: 100%

Number of children under 16 months of age and betweetni 30 months and 5 years
with suspected ASD referred to Specialised Care

Number of children under 16 months of age and between 30 months and 5 years
with suspected ASD
Standard: 100%

Number of children with positive Mi«CHAT or Autonomous Scale with altered
result referred to Specialised Care

: Number of children with positive M-CHAT or altered Autonomous Scale assessed

in the healthy child consultation
Standard: 100%

Number of siblings.of children with ASD to be watched for signs of ASD in the
healthy child consultation

Number of giblings of children with ASD attending a healthy child consultation.
Standard: 100%

Mothers or fathers of children with suspected ASD who are provided with written
information

Mothers or fathers of children with suspected ASD evaluated in the healthy child
consultation
Standard: 100%

Mothers or fathers of children with ASD who are provided with written informa-
tion

Mothers or fathers with children with ASD attending a healthy child consultation
Standard: 100%
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11. Recommendations for future research

In the studies assessed for the development of this guide, in general, a low level of evidence has
been observed, as the methodological approaches are primarily descriptive, with very few analyti-
cal studies. For this reason, it is urgent not only to establish more research lines on ASD but also
to increase the number of analytical studies and trials.

Depending on the scope and objectives of our guide, the basic research priorities should
include:

— Studies on environmental etiological factors (heavy metals, organic compounds asd oth-
ers) to enable preventive measures, as well as the expansion of research into the genetics
of autism (family patterns) towards a more comprehensive genetic counselliizg.

—  Study of the most frequent comorbid disorders and complications asseciated with autism
for proper tracking and monitoring in Primary Care and in Specialised Care.

— Studies that combine behavioural, neuropsychological and developmental variables, to
develop the diagnostic criteria laid down in the ICD-10 ané DSM-IV manuals and more
specifically to differentiate subgroups and subtypes in the spectrum.

— Studies on analysis of initiation and early evolutior 51 the disorder patterns to establish
the feasibility minimum age of diagnosis.

— Studies on the evolution of somatosensory, motor, communicative and social develop-
ment of children with ASD.

— Studies to support early detection, in’terms of demonstrating better health outcomes of
interventions depending on the intervention age of onset.

— Development and validation 0f ADS screening instruments that meet the criteria for group
screening.

— Studies on the quality-of life of children with ASD and their families.
— Studies on the primary caregiver’s burden of children with ASD.

— Studies witiy qualitative methodology which inform about the experiences of parents and
families-of children with ASD at early stage screening and referral to Specialised Care,
use aind satisfaction of health services in Primary Care following diagnosis; and the ex-
peériences of professionals from both Primary and Specialised Care to identify gaps in
knowledge, resources and problems to care for children with ASD and their families.
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12. Appendices

Appendix 1. Levels of evidence and grades of recommen-
dation

Levels of evidence and grades of recommendation
(SIGN)*®

Levels of scientific evidence

High-quality meta-analysis, systematic reviews of clinicai'trials or high-quality

1++ . . . . .

clinical trials with very low risk of bias.

Well-conducted meta-analysis, systematic reviews of clinical trials or well-
1+ . . S . .

conducted clinical trials with little risk of bias;
| Meta-analysis, systematic reviews of clinical trials or clinical trials with high

risk of bias.

High quality systematic reviews of <ohort studies or case-control study. Cohort
24+ or case-control studies with very-low risk of bias and with high probability to
establish a causal relationship.

Cohort or well conducted~case-control studies with low risk of bias and a

2+ . . . .
moderate probability &f establishing a causal relationship.

) Cohort or well ccniducted case-control studies with low risk of bias and a
moderate probability of establishing a causal relationship.

3 Analytical studies, such as case reports and case series.

Expert evinion.

NOTE: Studies on qualitative methodology “Qualitative Research.” This category is not covered
by SIGN. Thesiudies included were evaluated regarding methodology, and they included in this
category those studies, which were more rigorous.

Gradss of recommendation

[ At least one meta-analysis, a systematic review or a clinical trial rated as 1 ++
‘ and directly applicable to the target population of the guide; or a volume of
scientific evidence consisting of studies rated as 1+ and with great consistency
among them.

A volume of scientific evidence consisting of studies rated as 2++, directly
B applicable to the target population of the guide and showing great consistency
among them; or extrapolated evidence from studies rated as 1 ++ or 1 +.
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d A volume of scientific evidence consisting of studies rated as 2 +, directly

C applicable to the target population of the guide and showing great consistency
among them, or extrapolated evidence from studies rated as 2 + +
D Level 3 or 4 scientific evidence, or extrapolated evidence from studies rated as

2+

Studies classified as 1- and 2- should not be used in the process of developing recommenda-
tions due to their high potential

/1
N

Recommnded practice based on clinical experience and consensus of the
development team.

1

1. Sometimes the development group realises that there is some important practical aspect,
which should be emphasised, and for which there is probably no scientific evidence that supports
it. In general, these cases are related to some aspect of treatment considered good clinical practice
and usually no one would argue about them. These aspects are rated as peinis of good clinical
practice. These messages are not an alternative to the recommendations based on scientific evi-
dence but should be considered only when there is no other way to highlight this aspect.

Q

Evidence from studies with quality and relevant-qualitative methodology. This
category is not covered by SIGN.

Levels of evidence and grades-0f recommendation for di-
agnostic studies (NICE adaptatien of levels of evidence of the Oxford Centre

for Evidence-based Medicine and the Centre for Reviews and Dissemination)?%

Levels of
scientific Type of evidence
evidence
Ia Systematic review with homogeneity of level 1 studies.
Ib dievel 1 studies.
Level 2 studies.
II . . .
Systematic review of level 2 studies.
i Level 3 studies.
- Systematic review of Level 3 studies.
v Consensus, expert opinion without explicit critical appraisal.
Meet:
Level 1 . . .
Studies || Masked comparison with a valid reference test (gold standard).
- Adequate spectrum of patients.
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They have only one of these biases:

- Non representative population (the sample does not reflect the population
where the test will be applied).

Level 2 |- Comparison with the inadequate reference standard (gold standard), (the
Studies  |test will be evaluated as part of the gold standard or the test result affects the
implementation of the gold standard).

- Comparison is not masked.

- Case-control studies.

Léfxfilij Include two or more of the criteria described in level 2 studies
Recommendation Evidence N
A Ia or Ib
B 11
C 1 7
D IV

Appendix 2. NANDA diagnoses{(INorth American Nursing
Diagnosis Association) propesed for children with ASD
and their relatives'*!%

The standardised nursing care plan shown is aimed to the care of children from 0-6 years with
Autism Spectrum Disorders (ASD) in the field of Primary Care. The problems which are more
frequent in these children and‘iheir families are presented. For its description, we have used the
labels of the NANDA taxoromy, including the nursing intervention codes (NIC) and the nursing
outcomes (NOC).

Nurses from Péimary Care and Specialised Care have participated, so as to reach a consen-
sus, which ensures the continuity of the care provided and the coordination between the different
care levels.

Finaiiy, it must be remembered that standardised care plans involve an abstraction and should
always‘pe individualised and contextualised. That is, be understood as a proposal that each nurse
must tailor to each child and family.

Diagnoses oriented to child with ASD

00 111 Delayed growth and development: Deviations from the rules for an age group

00 112 Risk of failure to develop: Risk of suffering a 25% or more delay in one or more
areas of social or self-regulatory behaviour, cognitive, language or gross or fine motor skills
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NOC NIC

0120 |Child development: 1 month 8274  |Promoting development: child

0100 |Child development: 2 months 5605  [Education: infant stimulation

0101 |Child development: 4 months 5566 E?tceﬁzlr;d“ca“o“: family upbringing
0102 |Child Development: 6 months

0103 [Child development: 12 months 8250  |Care Development

0104 |(Child development: 2 years 4360  [Behaviour Modification

0105

Child Development: 3 years

0106

Child development: 4 years

0107

Child Development: preschool

0108

Child development: second childhood

00 051 Impairment of verbal communication:
ceive, process, transmit and use a system of symbols

Decrease, delay or.lack of ability to re-

NOC NIC )
0902 |Communication 4976 ngfz g communication: speech
0903 [Expressive communication 5540  |[Enhiancing the provision of learning
0904 [Receptive communication 4720 |Eognitive Stimulation

5460"  |Contact

00 052 Impairment of Social Interaction: Ineffective or qualitatively insufficient or exces-
sive social exchange.

NOC B NIC
0116 |Participation in games 5100  |Enhancing socialisation
1502 |Social interaction:skills 4362  |Behaviour Modification: Social skills
0915 |Hyperactivity Level 4430  [Therapy with games
1350 Management of behaviour:

hyperactivity / lack of attention

Family-oriented diagnoses of a child with ASD

00 126 Deficient knowledge (specify): Lack or deficiency of cognitive information related
to a specific topic

NOC NIC

1803 |Knowledge: disease process 7400  |Health System guides
1824 |Knowledge: medical care 5510  [Health education
1806 |[Knowledge: health resources 5568  [Parental education
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1823 |Knowledge: health promotion 5632  |Education: young child safety
1801 [Knowledge: child safety 5630  |Education: young child nutrition
1700 [Beliefs about health 5520  |Facilitating learning

1703 Beliefs about health: perception of 6610  |Hazard identification

resources

00 075 Provision to improve family coping: Effective management of the adaptive tasks of
the family member involved in the challenge of the patient’s health, which now shows need and
willingness to improve his or her own health and development and that of the patient

NOC NIC -
2204 Relatl.onshlp betwee.n the primary 7140 [Family support
caregiver and the patient B
2602 |Family functioning 5240  |Counselling
Family involvement in professional -
2605 health care 7280  |Siblings support )

00 073 Disabling family coping: Behaviour of a significant peison which implies the disa-
bling of his or her own capabilities and those of the patient to actualiy leave essential tasks so that
both can adapt to the health challenge

NOC NC |

2506 |Primary caregiver’s emotional health 7110 "< |Promoting family involvement
2508 [Primary Caregiver’s Welfare 7120 |Family mobilisation

2208 [Family Caregiver’s Stressors 4700  |Cognitive restructuring

2210 |Possible resistance to family care 5400 |Enhancing self-esteem

1606 EZ;E;IE?;?H in decisions . about

00 074 Family coping iivolved: The person who usually provides the main support in this
case provides help, comfeit; assistance or insufficient or ineffective encouragement, which may
be necessary for the paiient to manage and dominate those adaptive tasks related to his or her

health

NOC X NIC

2600 |Overcoming family problems 5270  |Emotional Support

2604 . ¢Standardisation of the family 7040  [Primary Caregiver Support

3205 gierfstrgizce of primary caregiver: 5250  |Support for decision making

‘2206 if;e;ifroercntlzz:: of primary caregiver: 5230  |Increase coping skills
7100  |Stimulation of family integrity
7200  |Foster family standardisation
5520  |Facilitating learning
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00 164 Provision to improve parental role: Pattern of providing an environment for
children or other dependents that is sufficient to promote growth and development and can be

strengthened.

NOC NIC

2211 |Parenting 8300  [Promoting parenthood

1603 [Behavioural Health Search ss66 | awernal education: family upbringing
of children

1602 |Conduct health promotion 5568  |Paternal education: child |

00 058 Risk of deterioration in the relationship between parents and the infant / chiid:
Alteration of the interactive process between the parents or a significant person and the‘infant /
child that fosters the development of a reciprocal protective and training relationship.

NOC NIC s\
1500 |Parent-child bonds 6481 Environmental management: Coming
together process
2211 |[Implementation of the parenting role |6710  |Fostering the bringing together
1704 Beliefs about health: perception of 5370 [Empowertiient roles
threat (4
5480  [Clarification of values
4480  |Facilitating self-reliance

88  CLINICAL PRACTICE GUIDELINE FOR THE MANAGEMENT OF PATIENTS WITH AUTISM SPECTRUM DISORDERS IN PRIMARY CARE



nnonvnwn:n nwowwvwvavwnoﬂvﬂwﬂaﬂnwowwwwwown_.o_.v_. 72l _._.:_.m 2 9 G ve

E.e__w; scers G I
IR =7 =y oy [ g R
R 10500 ey " Dupenions o
s e . s s voggpua s g
S e WEBSENS g v gD
[0 epug P ssonpoiday P T — seou oS =N A¥L3WASY SONVH
IS >=-noovcey I < -~ = =0 IS 0 <<= a0} sy wey ens FISGAONIOY NOILONGY
[ aBiepaesadoy [ ieusdesqen [ puey o) puelj el S0 ssbueto
== v g 5300 b UM Jamol sping | J8BULXBRUI i siuiod 198[q0 uE 0} puEy SI mg 0
— ists 03 e — wans
y SYIdALOIGAYS TvYEHIA a|qgeq Jo s507
r——— T [ saimseb Aq siapio skaqo -
T s LSRN 8
siequIn sesiuBoosy = . Q
RS il 8 SosuBooay 22
oo T s amnouisasn e [SHE - i Al 3=
| SIS SOL I -0 01 ooy [ sepioz oo Kieoyoadsun Appep_ AR} sesny 39
m
sejeuiLsia e saumy, P
L e PO comen  SGepesey; — 2z
[ shoe soeuoveq [ Sa0RMAASED sozowan B o0 vorivod  propnosusen =
&

[0 sioe wasuoou suopeg R =ovaves  onmomoensosn  APPe0/ AN SUO1ES;04100 OF UonuaNe Shect

INYD DINOBWAS dOT3AIA OL ALITIEYNI

S s EBen o samsioon, L BIMO o
I b !\. SAENLL| _._o_u_.._._ﬁO |EDman

e seon I o P  s%eH .ia.oq_ | spuey i & %001

N w0 P oo et wosm T
L s oy s [

P aave voorsowen SSEISR L unou dGSEEE e U o6 wmon sy

G 96 ¥G 7G NG QY 9y vv 7v NF QE QF vE 7€ NE Q7 97 v7 727 N7 QL 9L vL ZL LL OL A @y 9 G ve 7z L

9Iqe], SULIOITUOJA JUWdO[QAID JUBAQ[] -BIZIBRY "¢ XIpuaddyy

89

CLINICAL PRACTICE GUIDELINES IN THE SPANISH NHS



Interpretation Rules of the Haizea-Llevant development ta-
ble:

The table is divided into four key areas: sociability, language, handling and postural with different
tests performed for each of them.

The tests are represented in the table in the form of horizontal bars with dark and pale pink
colour indicating the percentage of children who perform an action.

The beginning of the bar (pale pink ) indicates 50% of children; the change of colour
(Medium Pink Bll) indicates a 75% and the end of it at this age indicates that 95% of children
already do the action studied.

We also find in the table some warning signs represented as lines of dark pink RS,

The correct order of the evaluation of the table is “reading it” from left to rigit'and from top
to bottom.

Draw a vertical line that corresponds to the age in months of the child (adjusted for less than
18 months of age in cases of prematurity).

Ask the family and check, if necessary, whether the child petferms:
a) Those elements located to the left of the cut line.
b) Those elements that cross that line.

The examiner will assess the lack of acquisitiow oi these elements, in some or all the areas,
as well as the presence of warning signs to determine the need for further diagnostic studies.
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‘3(\ Does not look where others point out

Appendix 4. Warning Signs

— Does not babble, no gestures (pointing, waving good-bye) at 12 months.
—  Does not say single words at 18 months.

— Does not say two-word spontaneous phrases (not echolalic) at 24 months.

— Any loss of language or social skills at any level at any age. xO
— Any loss of language skills or social level at any age. Q\Qo
— Any loss of language skills or social level at any age. %0

_
>

— Low frequency of use of the gaze directed at peoplec’;Q

— Shows no advance when it is going to be held\QK

— Lack of interest in simple interactive gam&&?ke “peek-a-boo” or ““ give and take “
<

—  Lack of social smile S
\Y

\d\%out nine months

— Lack of anxiety to strangers wh

— Less eye contact (8\'
‘\\0
—  Does not respond to\ﬁme
—  Does not poiq&@“ask for anything” (proto-imperative)
—  Does not é@?w objects
N\
- Unu{ay?response to auditory stimuli
>

- I.)gék of interest in simple interactive games like “peek-a-boo” or * give and take “

— Lack of spontaneous imitation

— No social / communicative babbling as if it talked with adults
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— Does not point the finger to “share an interest” (protodeclarative)

— Has difficulty to follow the gaze of an adult

— Does not to look where others point out

— Delayed development of understanding and / or expressive language

— Lack of functional play with toys or presence of repetitive forms of play with objects (i.e.,
put in line, open and close, switch on and off, etc)

— Lack of symbolic play

— Lack of interest in other children or siblings

— Does not usually show objects

— Does not respond when called

— Does not imitate or repeat gestures or actions that others do (i.e., grimaces, claps)
— Few expressions to share positive affect

—  Used words before but not anymore (language regression)-.

From 36 months

Communication

— Absence or language delay or deficit in language development is not balanced by other
modes of communication

— Stereotyped or repetitive use of language’such as echolalia or refers to himself or herself in
2nd or 3rd person

— Abnormal intonation
—  Poor response to its name

— Deficits in nonverbal‘communication (i.e., no pointing out and difficulty identifying and
sharing a “focus” with the look)

— Failure of social smile to share enjoyment and respond to the smiles of others
— Achieves things by himself or herself, without asking

— Usea words before but not anymore

— “No varied representation games or social imitation appropriate to developmental level
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Social unrest

Limited imitation (i.e., clapping) or absence of actions with toys or other objects

Does not “show” objects to others

Lack of interest or strange approaches to children of its age

Little recognition or response to happiness or sadness of others

Does not join others in shared imagination games

Failure to initiate simple games with others or participate in simple social games
Preference for solitary activities

Strange relations with adults from an excessive intensity over to a striking indifference

Lack of social gaze

Disorders of interest, activities and behaviours

Insistence on routines and / or resistance to changes in unstructured situations
Repetitive games with toys (i.e., aligning objects, turning lights on and off, etc)

Unusual attachment to a toy or object which it always carries that interferes with his or her
daily life

Hypersensitivity to sounds, touch and certain textures

Unusual response to pain

Unusual response to sensory stimuli-{auditory, olfactory, visual, tactile and taste)
Strange postural patterns such aS-tptoe

Motor stereotypy or manneiisms

Screening from 5 years *

Communication Disorders

Poor language development, including muteness, odd or inappropriate intonation, echolalia,
unusual ve¢abulary for its age or social group

In the‘ease where there are no deficiencies in language development, there is limited use of
language to communicate spontaneously and a tendency to speak only about specific topics
ofits own interest (fluid language but hardly appropriate to the context)

LSocial unrest

Difficulty joining the game of other children or inappropriate attempts to play togetherLim-
ited ability to appreciate cultural norms (in dress, style of speech, interests, etc.)

Social stimuli will produce confusion or displeasure
Inappropriate relationships with adults (too intense or nonexistent)

Shows extreme reactions to the invasion of its personal or mental space (intense resistance
when to much pressure is put with different instructions to its focus of interest)
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Limitation of interests, activities and behaviours

Lack of flexibility and cooperative imaginative play, but usually creates alone certain imagi-
nary scenarios (copied from videos or cartoons)

Difficulties of organisation in unstructured spaces

Inability to deal with changes or unstructured situations, including those which the children
enjoy such as school excursions, when the teacher is absent, etc.

Collects data on certain topics of interest in a restrictive and stereotyped way

Other features

Unusual abilities and weaknesses profile (i.e., poorly developed social and motot, skills,
gross motor clumsiness)

General knowledge, reading or vocabulary may be beyond the chronologicai-or mental age
Any significant history of loss of skills

Certain areas of knowledge may be particularly strong, showing aniazing skills in areas such
as mathematics, mechanics, music, painting, sculpture

* The warning signs from 5 years of age are more focused-on those cases that may have
been overlooked in previous assessments, as they were ASID conditions with less impact as the
Asperger case.
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Appendix 5. PEDS Instrument: Questions on the con-
cerns of parents about the development of their children.
Translation of the PEDS Instrument (Parent’s Evaluation
of Development Status)>*

— Please tell us if you are concerned about the way your child is learning, develops or behaves.

— Are you worried about how your child talks and makes sounds when talking?

—  Are you worried about how your child understands what you say?

— Are you worried about how your child uses his or her hands and fingers to do things?

— Are you worried about how your child uses his or her legs and arms to do things?

— Are you worried about your child’s behaviour?

— Are you worried about how your child interacts with other people?

— Are you worried about how your child is learning to do thiyigs for himself?

—  Are you worried about how your child is acquiring skills in theursery or at school?

— Please let us know any other concerns.
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Appendix 6. Instrument for assessing the risk of ASD:

M-CHAT Assessment tool Format (for parents)

The information contained in this questionnaire is completely confidential.

Select, by circling the answer that you think best reflects how your child behaves
NORMALLY. If the behaviour is not normal (for example, you have only seen it done once or

twice) reply that the child does NOT behave this way. Please answer all questions.

1. Does he or she like to be swung, or that the adult does a “wheelie” by sitting o
. , YES MO
him on the adult’s back, etc.? O\
2. Does he or she show interest in other boys or girls? YES NO
3. Does he or she like standing on places such as chairs, stairs, and| _ ;.
) YES NO
swings at the playground...? A
4. Does he or she like playing “peek-a-boo” with an adult (cover his or her eyss
. . . YES NO
and then uncover them, play at appearing and disappearing)? o
5. Does he or she ever perform imaginative games, for example‘acting
as if talking on the phone, feeding a doll, driving a car or cemething] YES NO
similar? i — A~
6. E?:Zjle or she usually point out with his or her finger to-ask for some- YES NO
7. Does he or she usually point out with his or her finger to indicate that
. . . YES NO
something catches his or her attention? O
8. Can he or she play properly with small toys ¢r pieces (i.e. cars, dolls, YES NO
building blocks) without just sucking, shaking or throwing them?
9. Does he or she usually bring objects-i¢ show them to others? YES NO
10. Does he or she often look into youz eyes for a few seconds? YES NO
11. Does he or she seem too sensitive to noises that are not very intense?
. . . YES NO
(i.e. reacts covering his or her ears, etc.). i i
12. Ee(;is he or she smile when they see you or when you smile at him or YES NO
13. Can he or she copy or repeat gestures or actions that you do? (i.e. if
N . YES NO
you make a grimace he or she also does it)
14. Does he or she respond when called by name? YES NO
15. If you poiit with a finger at a toy across the room... does your child
. . YES NO
direct his“or her eyes to that toy?
16. Has he or she learned to walk? YES NO
17. Ifyou are looking at something closely, does your son or daughter stop
g . YES NO
10 look at it too?
13, Does your son or daughter do odd movements with his or her fingers,
o . YES NO
Lo for example, bringing them close to his or her eyes?
19. Does he or she try to make you pay attention to the activities he or she
S YES NO
is doing?
20. Have you ever thought that your child might have a hearing loss? YES NO
21. Does your son or daughter understand what people say? YES NO
22. Does he or she sometimes stare into space or go from one place to
. YES NO
another without purpose?
23. If your son or daughter has to face an unknown situation, does he or
YES NO
she look first to your face to know how to react?
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DATA TO BE COMPLETED WITH THE M-CHAT SCALE
Date

Name of person completing the questionnaire:

(Specify): Relationship to Child:

Mother Father Other

DETAILS OF THE CHILD
Name and Surname:

Date of Birth:

Sex: Male Female
Contact Number:

Address:
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Information for professionals

Cut-off points in the questionnaire to be considered a “failure” (in bold)

- Failure in at least three of the 23 elements (the yes / no answers in bold are considered
a failure)

- Failure in at least two of the six critical elements (numbers 2, 7, 9, 13, 14, 15 in bold)

M-CHAT Valuation Instruments
(Format for the professional)

The information contained in this questionnaire is completely confidential.

Select, by circling the answer that you think best reflects how your child behaves NORMALLY.
If the behaviour is not normal (for example, you have only seen it done once or twice) reply that
the child does NOT behave this way. Please answer all questions.

1. Does he or she like to be swung, or that the adult does a ‘“wheelie” by
sitting him on the adult’s back, etc.?

2. Does he or she show interest in other boys or giris? YES NO

3. Does he or she like standing on places such as chairs, stairs, and YES NO

swings at the playground?
4. Does he or she like playing “peek-a-boo” swith an adult (cover his or

her eyes and then uncover them, play at appearing and disappearing)?
5. Does he or she ever perform imaginaiive games, for example acting

as if talking on the phone, feeding a“doll, driving a car or something] YES NO

YES NO

YES NO

similar? A
. Does h h Ily point ©ut with his or her fi k fi -
6 th?;:; e or she usually point out with his or her finger to ask for some YES NO
7. Does he or she usually-goint out with his or her finger to indicate YES NO
that something catciics his or her attention?
8. Can he or she play-vroperly with small toys or pieces (i.e. cars, dolls, YES NO
building blocks) without just sucking, shaking or throwing them?
9. Does he or size usually bring objects to show them to others? YES NO
10. Does he or she often look into your eyes for a few seconds? YES NO
11. Does-i¢ or she seem too sensitive to noises that are not very intense?
. . . YES NO
(i.c. reacts covering his or her ears, etc.).
3 > .
12. ;{icl)rel:s he or she smile when he or she sees you or when you smile at YES NO
<7<~ - ry 2 (3
13. Can he or she copy or repeat gestures or actions that you do? (i.e. YES NO

12 if you make a grimace he or she also does it)
| 14. Does he or she respond when called by name? YES NO
15. If you point with a finger at a toy across the room, does your child YES NO

direct his or her eyes to that toy?
16. Has he or she learned to walk? YES NO

17. If you are looking at something closely, does your son or daughter stop

to look at it too?
18. Does your son or daughter do odd movements with his or her fingers,

for example, bringing them close to his or her eyes?

YES NO

YES NO
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19. Does he or she try to make you pay attention to the activities he or she

N YES NO
is doing?
20. Have you ever thought that your child might have a hearing loss? YES NO
21. Does your son or daughter understand what people say? YES NO
22. Does he or she sometimes stare into space or go from one place to
. YES NO
another without purpose?
23. If your son or daughter has to face an unknown situation, does he or YES NO

she look first to your face to know how to react?
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Appendix 7. Autonomous Scale for detection of Asperger
syndrome and high-functioning autism

Application Instructions

Each of the statements you will read below describes ways of being and behaving that may be
indicative of Asperger syndrome or autism. These people usually have in one way or another fea-
tures similar to those listed here, especially after 6 years old.

Please read each statement carefully, and consider to which extent you have observed the

following behaviours in the individual whom you will report about by marking the appiopriate
response with the following criteria:

1.

If the behaviour described in the statement does not correspond at all with the character-
istics of the individual whom you are reporting about, mark the space provided for the
category “Never.”

If these features are observed sometimes, although not usually; mark the space provided
for “‘Sometimes.”

If the behaviour described is common, answer “frequzntly.”

If he or she usually behaves as described in the statement, to the extent that anyone would
expect him to behave in such a way, answer ““Always.”

It may happen that the descriptions refer.to behaviours that occur in situations where you
have never been present, for example:-“Eats without any help,” is a behaviour that can
only be observed if you have had the opportunity to be present at lunchtime. If this is the
case, mark “Not observed”.

Instructions for the ¢oirection

1. Rate the responses e each item observed as follows:

“Never”;-1 point
“Sometimes™: 2 points
“Often”: 3 points

“Always”: 4 points

2. Check if they meet the following two conditions:

The 18 items have been answered

No more than two items are marked with the answer “Not Observed”

3. If these two conditions are fulfilled, obtain the direct text score by adding the points of all the
responses (the minimum score you can get in this sum will be 18 and the maximum 72).

4. If these two conditions are fulfilled, obtain the average test score by adding the points of all the
responses and dividing them by the number of items answered (the minimum score you can
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get is 1 and the maximum 4).

5. It is recommended to consult a specialist if the direct score obtained is 36 (or close to this
value), and if the average score is 2 (or close to this value), see Note.

NOTE: Nothing prevents the professional from starting the questionnaire directly if the direct
score does not reach 36 but is above 30 points (or if the average score is less than 2 but it is above
1.7); also, there are no psychometric reasons which prevent adopting a more demanding criterion
(for example, taking a direct score of 40 as cut-off point, or an average score of 2.22). This scale
is not a diagnostic tool in itself, but a tool to facilitate the detection of people who may have
Asperger syndrome or autism not associated with intellectual disabilities and for whom it wouid
be interesting to determine their clinical diagnosis and support needs as soon as possible.

Autonomous Scale

1. Has difficulty performing tasks
where it is absolutely necessary
to extract the main ideas of the
content and ignore the irrelevant
details (i.e. telling a story, de-
scribing a person...). i

2. Shows difficulty understanding
the ultimate meaning of non-
literal expressions such as jokes, i
idioms, requests made by asking
questions, metaphors, etc.

3. Prefers to do things alone rather
than with others (i.e., playing
alone or merely observes.‘how
others play, prefers to .do‘home-
work or work tasks onhis or her
own).

4. His way of iniiiating and main-
taining interactions with others is
strange.

5. Itis cdifiicult to understand subtle
facial expressions if these are not
too exaggerated.

6. Has trouble reading the proper
sense of words or expressions
whose meaning depends on the
context in which they are used.

7. Lacks initiative and creativity in
the activities in which he or she
participates.
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8. Makes use of stereotyped or pe-
culiar social formulas during a
conversation (i.e., greets or says
goodbye in a special or ritualised
way, uses infrequent or improper
courtesy formulas...)

9. Finds it difficult to make friends.

10.Conversation with him / her is
laborious and hardly fluid (i.e.,
conversation topics are very lim-
ited, he or she takes too long to
respond or does not respond to
comments and questions put to .
him or her, says things that bear
no relation to what has just been
said....).

11.Gives the impression of not shar-
ing the same interests, tastes,
hobbies, etc., with the group.

12. Has difficulty to work effectively
with others. i

13.His behaviour is naive (not aware
of being deceived or teased, can
not lie or hide information, can {
not disguise or conceal his or her
intentions...)

14.Makes idiosyncratic use of the
words (i.e., uses uUNCOMMOI
words or with infrequent .aiean-
ings, assigns very specifi¢tinean-
ings to some words).

15.0thers have difficuity reading his
or her emotional expressions and
signs of empathy.

16.Has troubie to understand fiction-
al situations (films, stories, plays,
stazies, role plays...).

17.Performs or attempts to impose
complex routines or rituals that
hinder daily activities.

18.In games, sticks rigidly to the
rules and is inflexible (i.e., does
not support changes in the game,
never cheats and is intolerant
with others).

AVERAGE SCORE: DIRECT TOTAL SCORE:
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DATA TO BE COMPLETED ON THE AUTONOMOUS SCALE
DATE OF APPLICATION:

PERSONAL DATA ON PERSON REPORTED

NAME:

DATE OF BIRTH: AGE:

SEX:

DATA OF REPORTING PERSON

NAME:

RELATIONSHIP WITH THE PERSON BEING REPORTED:
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Appendix 8

Parents’ Information for G
a suspected social and &°
communicative developmgflt
problem ro(‘b N
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This informative document for parents.ig part of a Clinical Practice
Guideline (CPG) developed under the Quality Plan for the National
Health System of the Ministry of Heelth and Social Policy. 2009.

Clinical Practice Guide in the N¥S: UETS 2007/5-3
ISBN: 978-84-451-3244-9
Legal Deposit: M-42129-2009

The content has been developed by a development group formed by
NHS healthcare professionals, representatives of patients and the
Unit of Health Technology Assessment (UETS) from the Lain Entralgo
Agency of the.Community of Madrid.

There is 3150 an electronic version on the Websites of GuiaSalud and
UETS. ThHese websites include the full version and the summary of
the CPG.

[tiustrations: © Miguel Gallardo, 2009

Edit: Agencia Lain Entralgo.

Health Technologies Evaluation Unit.

Gran Via, 27. 28013, Madrid. Spain

Produced by: www.cege.es - Eloy Gonzalo, 25, 1 °izda. 28010, Madrid

106 CLINICAL PRACTICE GUIDELINE FOR THE MANAGEMENT OF PATIENTS WITH AUTISM SPECTRUM DISORDERS IN PRIMARY CARE



'''''''''''' - Parents’ Information for
a suspected social and
communicative developinent
problem
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What does it mean that there are suspicions that your child
has a social and communicative problem?

You may have noticed some strange behaviour in your child. If he o she has
older siblings, you have been able to compare that the acquisition ¢t skills was
not being the same as that of his or her brothers, nor does he st she do the
same things as other children of his or her age. For example, he or she is more
quiet or passive than other children, does not utter any wotds, just babbles or
uses gestures to communicate, does not answer to its naine, just smiles and
expresses delight when attempting to share activities:with him or her, seems
indifferent to what surrounds him, etc.

You may have discussed it with other people {family, friends, and professio-
nals) or you were simply waiting to see if it scived as the child was growing.

,///"#

You may have not suspected the existence of
any problem and, in a routine examination,
his or her physician has informed you that
something seems to be wrong.ii1 the develop-
ment of your child.

Although not all children develop their skills
at the same time, there are some age charac-
teristic periods iy which some of them are
acquired. To serve as guidance for those pe-
riods, for exarnple, the child should be able
to hold his*or her head up alone at 6 weeks
old, smile at about two months, sit up without
suppart before 9 months, etc.
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Your paediatrician can inform you about those mo-
ments in the development. Probably, from the child’s
birth, during routine visits, you will have been asked
about the acquisition of these and other skills.

In case you have not suspected anything bafore and
have discussed this issue in one of the Visits to the
Health Centre, you must rely on the conduct of pro-
fessionals, and that in any case, the aim is to find
out if there something different.in the development
of your child, what is happening, and what actions
can be put in place quickly:

If your child attends a:nursery or a school, it would
also be useful to talk with the educators of the child
to share with thém your concerns. They can also
provide a specific sign that could have been obser-
ved in the«hild’s behaviour, which can guide the
suspiciong of the paediatrician.
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The fact that there is some warning sign does not necessarily mean your child
has a development problem, however, it does indicate the need for further eva-
luation. Therefore, do not hesitate to discuss with your doctor any concerns;
as he may indicate the completion of certain evidence, in order to identify, pos-
sible causes that could explain the existence of these signals; among gthers,
hearing problems, or delays in language development.

When these first warning signs are detected, it is possible thatyour doctor
has asked you to answer a few questions about your child’s behaviour, so as to
confirm whether or not there is a high risk of having a problem and, if so, the
child will be referred to specialised care for a fuller assessment and diagnose
the presence or absence of a specific disorder.

Most importantly, what you must bear in mind is that the main objective is to
rule out whether or not there is a problem, and hiave an accurate diagnosis as
soon as possible to schedule the intervention that best suits the resources and
characteristics of your child and the family:
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What is the procedure to follow?

If the possibility of having a problem of communication and social develop-
ment exists, the child’s paediatrician will send him to specialised care for fur-
ther evaluation. The paediatrician will guide you on to what reference unit or
specialty care centre you should address.

These centres have a multidisciplinary team that will asses¢ several areas. As
guidance, these teams can be composed of a paediatriciarn, a psychiatrist, a
neurologist, a psychologist, a speech therapist, a nurse &1 occupational thera-
pist, a physiotherapist and a social worker.

This is a process based on observation of behavicur and psychological evalua-
tion of your son in relation to his or her cognitive development, language and
communication, and social skills. For this piirpose, they may use more specific
diagnostic procedures (mostly observational tests to assess your child’s beha-
viour).

Specialists may also request sorné additional diagnostic tests such as blood
tests, hearing tests and auditory evoked potentials that will rule out some me-
tabolic diseases and hearing-disorders.

It is also likely that the personal and family history of children are assessed,

and that a genetic st1ady is performed, since some of these disorders have iden-
tified a genetic basis, which can provide diagnostic information.
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This is a process that can last several weeks, and surely, the family will live
with some level of stress. In the moment they have an appointment with the
reference centre or specialised care, the following questions may arise. We
will try to answer these below:

Approximately, how long will it take to get a diagnosis?

The total duration of the process is variable, and may be-extended if there is
need for additional evidence (audiometry, neuroimaging genetic and other). In
any case, once all the results are obtained, it will take ho more than a few days
to have the conclusions of the diagnosis. It is recomrnended that you are pro-
vided a written report explaining the results and guidelines to follow. Anyway,
regardless of the time required to perform gny additional tests, the clinical
examination by professionals dedicated t4 this kind of problems will surely
clarify your doubts.

What professionals will evaluate your child?

In general, the evaluatidns may be carried out jointly by several professionals
who conduct interviews with families and children tests simultaneously. This
is recommended for-several reasons. First, because it allows to make the most
of the time devoted to evaluation, since it takes information from two main
sources (famity-and children) at the same time.
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Second, it increases safety by allowing clinical trial to compare the observation
of several different professionals. Do not forget that the diagnosis is made ba-
sed on the observed behaviour of the child, taking into account the history of
development that the family facilitates. Sometimes, it is difficult to interpret
the information, for this reason it is recommended to perform some cghirast

views between the clinical opinions of various professionals.

Normally, the professionals who will conduct the interviews anétests to the
child belong to the health care field (clinical psychologists, paediatricians, psy-
chiatrists, neurologists, and nurses), the education field (guidance teams and
educational assessment) and the social field (assessment aiid counselling cen-
tres.)

What kind of evaluation will be performed?

The tests made to the child will focus on the observation of your child’s beha-
viour (how he or she mixes and comrnunicates with adults and peers), the way
in which he or she gets things he'or she wants (if otherwise requested or taken
by himself), how he or she getsinvolved in games, if he or she shows some be-
haviours that may seem unusual (uses objects or parts thereof in a repetitive
manner, insists on putting the toys in the same position, does not change in
their distribution...).

It is also likely tocarry out some tests to help to identify the child’s cognitive

skills (attentiori, understanding, abstraction, memory, ability to learn, commu-
nicate, and otliers) and the level of development.
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It will be particularly important to explore the child’s competences related to
language and communication skills as well as other aspects of the develop-
ment, as well as other adaptive skills that enable the successful adaptation to
the environment, depending on what is expected for the age of the child.

What kind of evaluation will be performed?

Fundamentally, information on how the overall development of your child has
been up to now and what is his or her behaviour in evetyday life and everyday
situations, as it is possible that during the evaluaticri!ie or she does not reveal
such behaviour for being within an unfamiliar erivironment. A wide-ranging
interview is performed to parents about child dévelopment, and on the possi-
ble signs that have appeared, which may helyto confirm or refute the diagno-
sis. The problems of development may go-tizinoticed at very early ages, so you
have to review those indicators or warnirig signs that might appear or are seen
even before 12 months of age. The cooperation between the professional con-
ducting the interview and the parents will help to identify whether these signs
have been present or not, this being essential information for the diagnosis.

In this history of the develoiment, possible family history with characteristics
similar to those presented by the boy or girl, or some other that can be asso-
ciated will be consulted. Issues related to pregnancy, childbirth and the early
stages of the child’s development, including the results of the tests performed
to newborns (Apgar score, phenylketonuria, thyroid function...) will also be as-
sessed.
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You will also be consulted on major development milestones, both in relation
to motor aspects (at what age he or she began to sit, when he or she started to
walk...), as well as social interaction and communication (what is the relation*
ship with other children or adults, if he or she has started to talk and howis
the language used, if there is any kind of loss of language skills or other'skills
acquired...).

In relation to these aspects, the elements that constitute the niajor warning
signs that guide the specific evaluation of the developmenta!l-disorders will
be explored in detail. Amongst others, the information on the development of
communication skills and interpersonal relationships of ¢hildren will be par-
ticularly important, paying special attention to whetker the child communi-
cates / interacts / plays / competes / shares or not with others, and how he or
she does it. For example, if there is delay in language or in the case where he or
she does not talk, if he or she uses other means'te communicate, how the child
expresses what he or she wants, whether heor she answers or not when as-
ked, if the child acts in an inconsistent manner regarding the feelings of others
such as anger or joy, if he or she starts sgcial interactions and shares them with
others or if the child undertakes them only when he or she needs something,
if he or she repeats words out of coritext, if he or she keeps the people’s looks
and follows them.

You will also be asked whether the child has some interests or specific con-
cerns to which he or shedevotes much time which could interfere with the
performance of other activities and which are unusual, by the intensity with
which they are preserited, for the content or the subject. The child’s abilities to
accept changes i1viis or her routines, and if there is any insistence on always
performing the Same activities in a repetitive manner with difficulty to accept
changes in them (for example, change the order of the toys, or the journey to
school...)s¥ill also be assessed.
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Finally, consideration will be given to the way in which the child plays, what
kind of games and toys are used and if used in a particular or unusual way.
Also, taking into account the age, if he or she pretends to play imaginative
or fiction games, that is, plays with something as if it were something &lse
knowing it is not, for example, “giving food to dolls”, “act as if a block of'wood

was a car’, “talking on the phone using a spoon,” “mimics riding a horse with
a broom stick”...

What should you prepare for the appointment?

In the event that you have already gone to visit otlier professionals, it is advi-
sable to provide the team who is going to perfcrin the evaluation reports with
previous results, if possible, before going to tiie appointment with them. This
will allow better a planning of the evaluation process, avoiding duplication of
evidence, and dedications to others that@nay be relevant, but which have not
been carried out yet. It is also interesting to provide the reports of the nursery
or school, as here it is very likely to detect signs of the problem, if it exists.

It is also important to prevent what may be the needs of your child during the

evaluation. Bring with you ebjects or toys that can entertain him or her during
the breaks, or which can be used once the test is finished.
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Bear in mind that your son or daughter goes to an unknown place, with people
who he or she has never seen. It is recommended that, as far as possible, you
inform the child of where he or she is going, the people he or she is going te
meet and what is going to happen there, because, as you can see, he or she deoes
not usually tolerate changes in routine. To do this, you can use photographs
of the place where the assessment is going to be conducted, or of the persons
who are going to be with him or her. If it were possible, it would be-advisable
to visit the place before conducting the tests, so that it is not /e completely
unknown to the child.

Will I be with my child during the evaluations?

Itis very unlikely that any member of the family can stay with the child throug-
hout the evaluation. It is also possible thai-the people who perform the tests
request your collaboration in some maotients, especially for tasks relating to
social aspects and games.

In any case, consult the doubts:y¥ou may have about the procedures and if you
can participate in the evaluation with the team of professionals while they are
performing it. It is importaiit to know which aspects are being explored and
how your son or daughterresponds during the evaluation. This will make it ea-
sier for the child to feel familiar with the concepts and elements that are des-
cribed in the diagnastic report, where the findings will be presented in detail.
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How much time is needed in the evaluation process (observation of
behaviour)?

The assessment tests vary in length, and this depends on several factors, espe-
cially on the fatigue and the collaboration of the child. It is necessary ‘o devote
some time for the child to become familiar with the environment and the peo-
ple who will perform the tests, and it is possible that these have to be carried
out in several sessions, which will probably be developed in different days.

In other cases, the assessment may last more than a whaie morning, afternoon

or even a day, providing the necessary breaks, being carried out continuously
until the necessary information is obtained.
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Dealing with health professionals

Since your child will be referred to specialised care, he may have to gotitrough
various consultations of professionals from different fields and heaith, edu-
cational and social specialties, and in many cases, you will seive as a uni-
fying and communication bridge between them. These momeits can be very
stressful for parents, especially when they already suspected that something
was different in the development of their child and they want to have a clari-
fication on the matter.

During this evaluation process, your child will be-ireated by different profes-
sionals, so you may find useful the following saggestions to facilitate rela-
tionships and communication with the nzofessionals who will care for
your child:

e Itis good to show emotions and concerriz. to the professionals. This helps professio-
nals to improve understanding of your situation.

* Communicate your stress level and share the complex situations which your child
1s going through.

* Despite the experience of other professionals, you are the ones who know your
child best and have valuable information that should be shared. Avoid preconceived
ideas derived fror feedback received previously by the family or even other
professionals.Express openly your fears and doubts.
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* As the information professionals provide you with can be difficult to assi-
milate and to remember in the early stages, you should not come alone to the
interviews. Try to be accompanied by a partner, relative or friend who could
help you understand the information better.

* Make a list of questions which you may have to take advantage of the yisits to
the physician and try to deal with them with the professionals.

* Request that the information be provided in a simple language, avoiding jar-
gon. Remember that at the end of the process you will be'provided with a
report with all the tests, the results obtained the trial @iagnosis, proposed
treatment guidelines, reviews, etc... You must keep this file.

e If you do not agree with the information received, you may request a second
opinion.

* Maintain communication and clarification of €merging issues with professionals.
* Try to write things, whether theé information received or scheduled

appointments, names, dates, even phone calls. Maintain, a detailed agenda,
wherever possible.
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Appendix 9

. O
- Parents’ Information for a &gﬁ
diagnosed Autism Spectrum;*®
Disorder (ASD) . \%,‘060\
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This informative document for parents.ig part of a Clinical Practice
Guideline (CPG) developed under the Quality Plan for the National
Health System of the Ministry of Heelth and Social Policy. 2009.

Clinical Practice Guide in the N¥S: UETS 2007/5-3
ISBN: 978-84-451-3244-9
Legal Deposit: M-42129-2009

The content has been developed by a development group formed by
NHS healthcare professionals, representatives of patients and the
Unit of Health Technology Assessment (UETS) from the Lain Entralgo
Agency of the.Community of Madrid.

There is 3150 an electronic version on the Websites of GuiaSalud and
UETS. ThHese websites include the full version and the summary of
the CPG.

illustrations: © Miguel Gallardo, 2009

Edit: Agencia Lain Entralgo.

Health Technologies Evaluation Unit.

Gran Via, 27. 28013, Madrid. Spain

Produced by: www.cege.es - Eloy Gonzalo, 25, 1 °izda. 28010, Madrid
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Introduction

Despite the logical sense of relief that takes place when you are given arrex-
planation of what happens to your child and to know, finally, that yair con-
cerns were founded and were not product of your imagination, acceptance
of the diagnosis will require time and will convey to a process full of ups and
downs. It is completely normal that the confrontation with the reality of a
child who will have development and different needs than expected compared
with other children of their age, will cause a conflict with *he expectations set
upon him and throw a great concern about his or her future.

During this process different emotions may appear, from the initial denial,
through feelings of anger, resentment and depression, until the moment of ac-
ceptance. According to the families who already have a child with this disorder,
the first moments after receiving the diagricsis are the most difficult, but with
time and adequate support, most parenfts feel better. The acceptance of their
child as he or she is, with his or her.own characteristics, strengths and weak-
nesses, like any other child, will help to provide the support to develop their
skills and overcome any difficulties you may have. It will also help the rest of
the family and friends to learn to know the child and accept him or her as he or
she is. The sense of control@ver the situation improves safety and the coping
ability of parents, therefdre, information on diagnosis and the way in which it
can influence your child’s life is extremely useful.
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After obtaining a diagnosis, your doctor will ask you for that information, so
that he can set up visits and the relevant follow-up for your child. Moreover, he
may also take into account the needs of surveillance and the specific routine
health care of your child or the needs associated to the diagnosis that rmay
occur in the future.

If you are concerned that in the case of having more children, sorme of them
may also suffer from an ASD, do not hesitate to request inforrviation. ASDs
have a genetic basis and sometimes are associated with some genetic syndro-
mes as well, thus that information can help you make a decision if you want to
have more children. It is important to know that if you have a child with ASD,
the odds of having other children with this type of diagt:0sis or other develop-
mental disorders are higher compared to the general’population.

Overview of Autism Spectrum Disorders (ASD)

ASDs are a group of disorders thatffect child development. These changes
occur because there is a chronicteurological disorder base. The way in which
these changes are manifested varies greatly from child to child, hence the fact
that these are called a “specirum” or “continuum of disorders,” i.e., that there
are different ways in which the symptoms of this type disturbances occur, and
their severity varies fram case to case. Therefore, the term covers from more
severe cases to mild-<ases with very good prognosis. In addition, ASDs are more
common in boys-than in girls and occur equally in any cultural and social

group.
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Disorders will be presented in three main
areas of development: changes in their com-
munication and language skills, impaired so-
cial interaction skills, as well as the pregerice
of a very restricted repertoire of interegis and
behaviours, which limit the variety-ef activi-
ties and daily behaviours of the“individual.
Sometimes the child may also present some
unusual features, like a great sensitivity to
certain auditory stimuli (zeunds), tactile (fa-
brics, textures and evernto smell...), and even
to different flavours,

In most cases, children show a normal physi-
cal appearance, although they may present di-
fferent chariges in their behaviour. Therefore,
until certain characteristic moments of deve-
lopment are reached, and differences in rela-
tion,to the ordinary development are obser-
ved, no warning signs that may indicate the
presence of an ASD are perceived.

Sometimes, ASDs may becaccompanied by other associated health problems
such as epilepsy, cogniiive impairment*, movement problems, eye and hea-
ring disorders, hyperactivity, anxiety, insomnia and others. In addition, as from
adolescence, they.can begin to show other associated mental health disorders
such as obsessive‘compulsive disorder, anxiety, depression and other disorders
in their mood;especially in children with autism without associated intellec-
tual disabilities.

* Cognrtive impairment can affect skills such as attention, comprehension, memory, learning abi-
lity, communication and decision making.
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ASDs are chronic conditions, which cannot be cured, i.e., they do not disappear
during one’s life. However, by providing intervention and appropriate support,
children can develop their own skills in different areas (social, communication;
and other daily routines.) There is also a decreasing trend of behavioural diffi-
culties with the course of aging.

Bear in mind that children with ASD have the same needs of love2rid family
support than other children, but sometimes have difficulty expressing it. Each
child has a unique personality and expression of the disorder, therefore, is di-
fferent in each case. The sooner we know the strengths and:weaknesses of the
child, as well as the understanding of their characteristics‘and needs, specific
actions to encourage their development and social.integration may also be
fostered.

It is essential to know which treatment and intervention approaches that have
been scientifically proven and its effectiveness has been tested, are tailored to
the needs of your son or daughter, so we advise you to trust the experts when it
comes to receiving advice. Nowadays, individualised education and specialised
support are the most effective tools toencourage the development of your son
or daughter. However, quite often; some therapeutic approaches are offered
which defend magic, miraculous.and scientifically unproven cures; these are
ineffective and will only create more frustration to parents and an unneces-
sary financial expenditure.
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What is the origin of ASDs?

[ 2

There is a genetic component that may act on the environmental factors that
develop these disorders. Some parents, especially mothers, tend to think«that
something must have occurred during pregnancy, childbirth, etc. whicti has
caused the disorder, which is uncertain. This idea increases even mere the le-
vel of distress experienced by parents and their feelings of guilt about what
happened. In any case, it must be clear that what happens to chiidren with an
ASD is not the responsibility of their parents, there was no way to prevent it
and, of course, has nothing to do with their upbringing.

Social stereotypes on ASDs

Despite how much progress has been madde in recent years in the knowled-
ge about ASD, there are still many sogjally widespread misconceptions about
people with these disorders. Autism is a disorder which is particularly difficult
to accept from the perspective of parents, because children do not show any
physical characteristics that indicate a change in their development, and for
the rest of the people, apparently, there is no explanation for their behaviour.

The most widespread misconceptions about ASD are discussed below. Each
idea is accompanied by-an explanation of why they are wrong:

* Stereotype 1: Tirey behave in this way because their parents do not love
them or have spoilt them. Autism is a chronic neurological disorder that has
nothing to.do with the upbringing received. Children can not avoid the be-
haviours they show, but many of them may be modified through appropriate
interventions
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Stereotype 2: All children with ASD have mental retardation. Although the-
re is often cognitive impairment, some children with ASD have normal IQ
scores and some even above average, and others have special skills in areas
such as mathematics or numeracy, music, painting, etc., though the majority
do not have these features.

Stereotype 3: They can not communicate, do not look in the“eyes, do not
smile or respond to signs of affection. The social skills of children with ASD
are affected in a variable and different way in each case..Some children are
diagnosed late in adolescence and beyond, since the existing alterations are
difficult to detect because they can present an appatently appropriate lan-
guage and behaviour. In addition, children with-ASD have difficulty inter-
preting and recognizing emotions in others and sometimes emotional ex-
pressions do not fit the situations that occurand are different from what is
socially expected. In any case, they are setisitive to signs of affection, and
express their feelings and their preferences, but sometimes do so in a man-
ner different from that of other childrefi of their age.

Stereotype 4: The origin of the problem is related to the administration of
vaccines, food intolerance (gluten, casein), or heavy metal poisoning (mer-
cury, lead). These theories’currently lack scientific support and have been
refuted.
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Remember that your child is not an “autistic child” but a “child with an autism spec-
trum disorder” that is, your child has a unique personality, just like any other child,
which is why the expression of this disorder in your son or daughter, the symptoms$
and their present or future capabilities will be different to other children with ASD

What are the external and internal conditioning factors that negatively
or positively affect the prognosis?

The progress or prognosis of children with ASD is-highly variable and will de-
pend on a number of factors in each case, as is'the level of cognitive functio-
ning, the absence or presence of associated disorders (organic brain disorder,
epilepsy, sensory abnormalities...), the levelof language development and so-
cial and communication skills as well gz other external factors such as the
family, educational and social suppot#, provided. These environments will in-
fluence positively or negatively on the development of the child’s abilities and,
therefore, in his or her longer ter: prognosis.

Despite the chronicity of ASBs, appropriate educational interventions and ap-
propriate support (individual and family) are conducive to the development
of children’s abilities; they can
achieve significant{"learning
which is necess4ty for their
personal development and
quality of lifé)Parents, and by
extension the rest of the family,
must be-ah active and integral
part of the interventions and
conirlbute to the learning of
children.
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The process which they have to go through with their child is a hard one, so-
metimes with many troubles, but also full of satisfaction for the achievements
of his son or daughter. There will be people like you at your side, just like you
they are at various stages of this process and can guide you. Do not hesitateto
seek the support of both, professionals and your family, friends, other faiilies
of children with ASD or associations whose experiences will enrich you

Dealing with health professionals

During the diagnostic process and after receiving the diagnosis that your child
suffers from an ASD, you will have to deal with alarge number of professionals
from different fields and of health, educaticizal and social specialties, and in
many cases you will serve as union and ceramunication bridge between them.
The follow-up visits as well as the regular assessments and coordination with
all the professionals who will care for'your child can be stressful for parents,
especially for those who play the.roie of primary caregiver.

With time, you will become experts in the field and all this will be easier, but,
especially in the early stages, the use of these suggestions to facilitate the
relationship and commuitication with professionals who care for your child
can be useful:

144 CLINICAL PRACTICE GUIDELINE FOR THE MANAGEMENT OF PATIENTS WITH AUTISM SPECTRUM DISORDERS IN PRIMARY CARE



IIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIIII



e It is good to show your emotions and concerns to the professionals. It helps profes-
sionals to improve understanding of your situation.

e Communicate your stress level and share the complicated situations which your
child is going through.

Despite the experience of other professionals, it is you who knoui-your child
best and have valuable information which ought to be shared. Avolid preconceived
ideas derived from feedback received previously by the family or even other
professionals. Express openly your fears and doubts.

* As the information which professionals provide youawith can be difficult to
assimilate and to remember in the early stages; vou should not come alone
to the interviews. Try to be accompanied by a patiner, relative or friend who
could help you understand the information better.

* Make a list of questions which you may have to take advantage of the visits to
the physician and try to deal with therwwith the professionals.

Request that the information be previded in a simple language, avoiding jargon.
Remember that at the end of thie process you will be provided with a report
with all the tests, the resultd obtained the trial diagnosis, proposed treatment
guidelines, reviews, etc. You must keep this file in case it is necessary af-
terwards.
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* If you do not agree with the information received, you may request a second
opinion.

* Maintain communication and clarification of emerging issues with professionals
° Try to write things, whether the information received or sciieduled
appointments, names, dates, even phone calls. Maintain, a detoiled agenda,

wherever possible.

e If your child needs health care, seek information about his c=her needs and pe-
culiarities before the visit so that professionals can prepare‘this consultation.

Do not forget to get in contact with associations of.parents who can guide you
thanks to their experience and about the profescionals who work with them.
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Resources

FedFederacion Espanola de Padres/Tutores de Personas con Autismo (FESPAU)
C/ Navaleno, n° 9, 28033 Madrid

Telephone: 91 766 00 18 /91 766 00 18 / Fax: 91 767 00 3%

Email: autistas@fespau.es

http://www.fespau.es/webfespau.html

Confederacion Autismo Espana (CAE)

C/ Eloy Gonzalo, n° 34, 1°, 28010 Madrid
Telephone: 91 591 34 09 / Fax: 91 594 13 31
Email: confederacion@autismo.org.es
http://www.autismo.org.es

Federacién Asperger Espafa

C/ Foncalada, n° 11, escyizq. 8° B

33002 Oviedo - Asturias

Telephone: 639 2363 000 / Fax: 954 16 12 77
Email: info@asperger.es
http://www.federacionasperger.es
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Documents of interest

A child with autism in the family

Basic Guide for families who have received a diagnosis of autism for theirchild.
Ministry of Labour and Social Affairs. Universidad de Salamanca 2007:
Available at:

http://sid.usal.es/idocs/F8/FD020581/familia_autismo.pdf

Manual for the first 100 days

A handbook to assist families to get the critical information they need du-
ring the first 100 days after a diagnosis of autism.{Spanish version). Autism
Speaks 2008. Available at:
http://www.autismspeaks.org/docs/family,.services_docs/manual_ de_
los_100_dias.pdf

Information available in Websites in Spanish on ASD

http://www.gat-atenciofitemprana.org/1_AtencionTemprana/index.htm
Federacién Estatal de.Asociaciones de Profesionales de Atencién Temprana-
GAT (National Federation of Early Care Professionals Associations —GAT)

http://www.feaps.org

Confederzcion Espanola de Organizaciones en favor de las Personas con
Discapacidad Intelectual- FEAPS (Spanish Federation of Organisations for
People with Intellectual Disabilities-FEAPS)
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http://www.rpd.es

Real Patronato de Discapacidad
(Royal Board on Disability)

C / Serrano, 140, 28006 Madrid

Phone: 91 745 24 49 / Fax: 91 411 55 02
Email: rp@futurnet.es

http://sid.usal.es

Servicio de Informacién sobre Discapacidad

(Information Service on Disabilities)

University of Salamanca. Ministry of Health and So<ial Policy

http://www.isciii.es/htdocs/centros/enfermedadesraras/autismo/objetivos.jsp
Instituto de Salud Carlos III. Group of Experis on ASDs. Large number of pu-
blications, documents and resources

http://www.cdc.gov/ncbddd/Spapish/spautism.htm

The National Centre for Birth(Dsfects and Developmental Disabilities
(NCBDDD) is part of the Ceritre for Disease Control and Prevention (CDC)
and has useful information on autism:

1600 Clifton Rd, Atlanta, GA 30333, USA

Enquiries: (404) 6393534 / (800) 311-3435

http://espanolninds.nih.gov/trastornos/autismo.htm
The National Institute of Neurological Disorders, United States. It has useful
information on ASDs in the unit on Neurological Disorders.
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http://autismo.uv.es

The Group of Autism and Learning Disabilities. Website of the University of
Valencia. They have very useful technological tools adapted to the needs-of
people with autism, their professionals and family, applications on mobile de-
vices, accessibility to Web sites and others

www.fundacionadapta.org

Fundacién Adapta. Collaborates with the previous link. It,is an organisa-
tion that promotes the development of new technologies for education,
communication and self-determination of people.with autism and lear-
ning difficulties. For example, the media resoufce “Miradas de Apoyo”.
More information at: https: / / www.miradasdeapoyo.org

Information available on international websites on ASD

http://www.nas.org.uk

National Autistic Society

The National Autistic Society 393 City Road, London, EC1V 1NG, United
Kingdom

Phone: +44 (0) 20 78332299 / Fax: +44 (0) 20 7833 9666

Email: nas@nas.crguk

Autism Helpline 0845 070 4004

http://wFw.worldautismorganization.org/es/introduccion.html
Worlg, Autism Organization WAO
Averiue E. Van Becelaere 26B (bte. 21) 1170 Belgium
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http://www.autismeurope.org

Autism Europe. 39 Rue Montoyer

1000 Bruxelles, Belgium

Phone: +32 (0) 2 675 75 05 / Fax: +32 (0) 2675 7270

http://www.autismspeaks.org

Autism Speaks / National Alliance for Autism Research

2 Park Avenue 11th Floor

New York, NY 10016

Phone: 212-252-8584 / California: 310-230-3568 Fax: 212-252-8676
Email Address: contactus@autismspeaks.org

http://www.nichcy.org

National Dissemination Centre for Children with Disabilities
U.S. Dept. of Education, Office of Special Education Programs
PO Box 1492 Washington, DC 20013-1492

Phone: 800-695-0285 / Fax: 202-884-8441

E-mail: nichcy@aed.org

http://ani.autistics.org

Autism Network International (ANI)
PO Box 35 448

Syracuse, NY 13235-5448

Email: jisincla@mailbox.syr.edu
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Multimedia Resources

Short film Mi hermanito de la luna (Little brother of the moon)

Thisbeautifulshortfilm,almost6minuteslong, was created by FrédéricPhilibert,
parent of a child with autism. It shows the impressions of a giri his eldest
daughter,abouthisautisticbrother.Releasedin Francebythe OrangeFoundation;
the Orange Foundation in Spain has made a subtitled versior.ifi Spanish. Link:
http://www.fundacionorange.es/fundacionorange/comugictados/2008/petit_
frere.html

Project “Pictogram Room” by the Orange Foundatioh

Pictogram Room (room for pictograms) of an augmented reality room to teach
people with ASD to understand pictogramrs:-This project is developed by the
Orange Foundation in collaboration witfithe Group for Autism and Learning
Disabilities at the Robotics Institute“of the University of Valencia and the
University of Weimar Germany in order to create software that enables people
with autism to understand themieaning of pictograms. In the experimental eva-
luation of the developments two users’ associations are also cooperating, the
Asociacién Autismo Avila4nd the Asociacién Autismo Burgos. The project, which
started at the end of 2007, is planned to last three years. More information on:
http://www.fundacignorange.es/fundacionorange/proyectos/proyecto_picto-
gram.html
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“Azahar” Project by the Orange Foundation

The Azahar Project, developed by the Group for Autism and Learning
Disabilities at the Robotics Institute of the University of Valencia, aims
to develop a combination of communication, entertainment and jlan-
ning applications, executed through the mobile phone, to heip im-
prove the quality of life and independence of people with’ autism.
It is one of the first approaches to the use of applications ba-
sed on mobile telephony developed specifically for pecple with au-
tism or other pervasive developmental disorders. The,use of the mobi-
le phone as a tool of communication and planning “vas considered opti-
mal because, today, it is an object of widespread .use. More information on:
http://www.fundacionorange.es/fundacionorange/proyectos/proyecto_azahar.
html

ZAC Browser - Zone for Autistic Children

Free web browser that allows your child to interact directly with games (many
games and interests) and activitieg (focused on many interests) that cater spe-
cifically to children who exhibit.characteristics of autism spectrum disorders.
ZAC 1is the first web browser specifically developed for children with autism
and also provides an excellent forum for parents, carers, teachers and others
to share their experiences, tools and resources, and to unite as a caring, com-
passionate, and extiemely knowledgeable community. Link and download on:
http://www.zachioWwser.com/es
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http://miguel-gallardo.blogspot.com/2007/12/maria-y-yo.html
Blog by Miguel Gallardo, author of the comic Maria and I, in which the author

recreates everyday situations with his daughter Maria, sharing with the reader
the subject of autism in a natural, delicate and especially humorous way
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Easy reading and adapted tales for children with autism

The Publisher Kalandraka, in partnership with the Asociacién de Tratamisrito
de Autismo BATA (Association on the Treatment of Autism), has launched a
collection of stories specifically aimed at children with special educational
needs under the name of Malakin:

The Ugly Duckling
Author: Ana Sande (Illustrator) - Asociacién de Tratamiefito de Autismo BATA

The White Rabbit
Author: Ballesteros, Xosé and Bayonne - Asociacion de Tratamiento de
Autismo BATA

The Vain little Mouse
Author: Lopez Parreno, JA and Bayenne - Asociacién de Tratamiento de
Autismo BATA

Chivos chivotes
Author: Federico Ferrandez

More about Publisher Kalandraka on the website:
www.kalandpaka.com

Phone: +34 986 752 485 / +34 986 860 276 ext. 2
Email: comercial@kalandraka.com
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Comprender el autismo: un recorrido por los trastornos del espectro autista y el sfadro-
me de Asperger a lo largo de todas la etapas escolares hasta la edad adulta

(Understanding autism: a journey through autism spectrum disorders and Asperger
syndrome during all stages of school to adulthood)

Author: Stanley Greenspan
Editor: RBA libros, S.A. Date of issue: 2008

Maria y yo

(Mary and I)

Authors: Maria Gallardo y Miguel Gallardo
Editor: Astiberri. Date of issue: 2008

¢Qué le pasa a este nifio? Una gula pargyeonocer a los niflos con discapacidad
(What'’s wrong with this child? A guide for children with disabilities)

Authors: Angels Ponce y Miguel Gallardo
Editor: Serres. Date of issue£2005

Mi familia es diferentexcuaderno de actividades para hermanos y hermanas

de nifios con autismieso sindrome de Asperger

(My family is diffevent: activity book for brothers and sisters of children with autism
or Asperger syidrome)

Author: Brock, C.

Translation: Javier Arnaiz y Javier Guadilla

Publisher: Burgos: Autismo Burgos, 2008 Notas: Editada en colaboracién con
laNational Autistic Society (NAS)

Los Hermanos de Nifios con Autismo

(The Siblings of Children with Autism)

Autor: Harris, Sandra L.

Publisher: NARCEA, S.A. DE EDICIONES, 2000. Date of issue: 2000
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Mi hermano tiene autismo

(My brother has autism)

Authors: Génzalez Navarro, Ana y Labat Gronchi, Victoria

Publisher: Edited by the Minisrty of Work and Social Affairs (Publishing d&-
partment).

Date of issue: 2008

El nifio pequefio con autismo

(The kid with autism)

Authors: Riviere, A. y Martos, J. (Comp.) Publisher: Autor-Editor. Date of issue:
2000

Imaginate... que es un diario

(Imagine.... it’s a diary)

Authors: De Susan M. Noonan y Maria-Eugenia Leitao

Publisher: SAC-O - Stimulating Activities Company, SL. Date of issue: 2004

Los nifios pequeiios con autismo.Seluciones prdcticas para problemas cotidianos
(Young children with autism, Fractical solutions for everyday problems)
Authoes: Juan Martos Pérez

Publisher: CEPE. Date-of issue: 2008

Hablando nos extendemos los dos

(We understavid each other by talking)

Author: Manolson, Ayala

Publislier: Publicacién del Centro Hanen. Date of issue: 1995

Dé¢jame que te hable de los nifios y nifias con autismo de tu escuela

(Let me tell you about children with autism from your school)

Authors: Juana M® Hernandez Rodriguez, Arantxa Martin Pérez y Beatriz Ruiz
Casas

Publisher: Teleno ediciones. Date of issue: 2007
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Appendix 10. Glossary and Abbreviations

Glossary

AGREE (Appraisal of Guidelines, Research and Evaluation for Europe): International Initiative
to facilitate the design and evaluation of clinical practice guidelines.

AVAD (DALY: disability adjusted life year) measure of the global burden of disease that reflects
the number of years a person could have lived, years lost due to premature mortality and the years
of productive life lost due to disability.

Case-control Study: This study identifies people with a disease (cases), for example lung‘cancer,
and compares them with a group without the disease (control). The relationship between one or
more factors (i.e., tobacco) associated with the disease is examined by comparing-the frequency
of exposure to these or other factors between cases and controls.

Case Series: Analysis of series of patients with the disease.

Cochane Library: Database of effects produced by the Cochrane. Collaboration, composed
among others by the original systematic reviews of this organisation!

Cohort study: It consists in following one or more cohorts ct“jndividuals having different de-
grees of exposure to a risk factor in those people where the onset of the disease or condition being
studied is measured.

Comorbidity: The presence of one or more disorders (or diseases) in addition to the primary
disease or disorder.

Cross-Study Description: It is the one that describes the frequency of an event or exhibition at
any given time (single measurement). It exariines the relationship between a risk factor (or expo-
sure) and effect (or outcome) in a defineG population and at a given time (a cut-off). Also known
as prevalence studies.

DSM-IV: Fourth edition of the ©iagnostic and Statistical Manual of Mental Disorders by the
American Psychiatric Association. This is a classification of mental disorders in different types
based on sets of criteria wiih defining features. It is created for clinical use, education and re-
search. Its purpose is to provide clear descriptions of diagnostic categories, so that clinicians
and researchers can-diagnose, monitor and exchange information and deal with various mental
disorders.

Medline: Database predominantly clinical produced by the National Library of Medicine, USA
available e CD-Rom and the Internet (PubMed).

Meta-cnalysis: A statistical technique that allows integrating the results of different studies (di-
agnostic tests, clinical trials, cohort studies, etc.) into a single estimate, giving more weight to the
vesults of larger studies.

Morbidity: disease or frequency of a disease occurring in a population.

Mortality: Death rate or the number of deaths for a particular disease in a group of people and a
certain period.

NICE (National Institute for Clinical Excellence) is part of the NHS (National Health Service).
Its role is to provide doctors, patients and the general public the best available evidence, primarily
in the form of clinical guidelines.

Phenotype: It is the expression of the genotype in a given environment. Phenotypic traits include
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physical and behavioural traits. It is important to highlight that the phenotype can not be defined
as the “visible manifestation” of the genotype, because sometimes the characteristics being stud-
ied are not visible in the individual, such as the presence of an enzyme.

Pleiotropy: Are the multiple phenotypic expressions that occur as a result of the expression of a
gene, i.e., that a gene can have more than one function.

Prevalence: The proportion of people with a finding or disease in a given population at a given
time.

Qualitative research: A methodology that includes a plurality of theoretical trends, methods and
techniques, and is characterised by a study on the phenomena in their natural context, trying to
find the meaning or interpretation of them from the meanings people attach to them. To do this it
uses empirical materials (interviews, observations, texts, etc.) that can describe best theoutine
and problematic situations and what they mean in the lives of individuals.

SIGN (Scottish Intercollegiate Guidelines Network): Scottish multidisciplinary Agency that pro-
duces clinical practice guidelines based on evidence as well as on methodologicai papers.

Systematic review (SR): A review, in which evidence on a subject has beersystematically iden-
tified, evaluated and summarised according to predetermined criteria. You can include the meta-
analysis or not.

Abbreviations

AEPAP: Spanish Association of Primary Care PaediatriCs
AEPNYA: Spanish Association of Child and Adolescent Psychiatry
AETAPI: Spanish Society of Professionals in Atitism

AGREE: Appraisal of Guidelines Research and Evaluation
ANESM: National Association of Mentai Health Nursing

ASD: Autism Spectrum Disorders

CAE: Spanish Autism Confederation

CAST: Childhood Asperger’ Syndrome Test

CGH-arrays: Microarzays of comparative genomic hybridisation of the complete genome (diag-
nostic test)

Chat: Checklist for Autism in Toddlers
CINAHL.: Cumulative Index to Nursing & Allied Health Literature

CINDOC: Centre for Scientific Information and Documentation from the Spanish National
Rescarch Council

CPG: Clinical Practice Guideline

DALY: Disability Adjusted Life Year

DARE: Database of Abstracts Reviews Effects

DC 0-3R: Diagnosing Infant and Early Childhood Mental Health and Developmental Disorders
DDST: Denver Developmental Screening Test

DSM-IV-TR: International Classification of Mental Disorders of the American Association of
Psychiatry
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FAECAP: Spanish Federation of Community Nursing and Primary Care

FEAPS: Spanish Confederation of Organisations in favour of People with Intellectual Disabilities
FESPAU: Spanish Federation of Associations of Parents of Autistic Children

FISH: fluorescent in situ hybridisation (diagnostic test)

ICD-9, 10: International Classification of Diseases, version 9 and 10.

INAHTA: International Network of Agencies for Health Technology Assessment (International
Network of Agencies for Health Technology Assessment)

INE: National Statistics Institute

MC: monozygotic (twin)

M-CHAT: Modified Checklist for Autism in Toddlers

M-CHAT: Modified Checklist for Autism in Toddlers

MLPA: Multiplex ligation-dependent probe amplification techniques (diagnestic test)
NANDA: Nursing Diagnoses according to the North American Nursing 2iagnosis Association
NEA: Spanish Association of Neuropsychiatry

NHS: National Health Service

NICE: National Institute for Clinical Excellence

PC: Primary Care

PDD: Pervasive Developmental Disorders

PEDS: Parents’ Evaluation of Development Status

PEDS: Parent’s Evaluation Scale or Developmental Status

PICO: Patient / Intervention / Compacison / Outcome or Result

SCQ: Social Communication Questionnaire

SEMERGEN: Spanish Society of Primary Care Physicians

SEMFYC: Spanish Societyfor Family and Community Medicine
SENP: Spanish Society tor Paediatric Neurology

SEP: Spanish Society of Psychiatry

SIGN: Scottish Intercollegiate Guidelines Network

SP: Specialised Care

SW: West Syndrome

7TGD-NOS: Pervasive Developmental disorders not otherwise specified
TV: TV

UETS: Unit for Health Technology Assessment

WHO: World Health Organisation

WONCA: World Organisation of National Colleges, Academies and Academia Associations
of General Practitioners / Family Physicians (World Organisation of National Universities,
Academies and Academic Association of General Practitioners and Family)
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Appendix 11. Declaration of interest

A conflict of interest occurs in circumstances where the professional opinion on a primary inter-
est, such as patient safety or validity of the investigation, may be influenced too much by other
secondary interest, be it due to financial benefit, prestige and personal or professional promotion.

In the relationship between professionals and the healthcare industry (pharmaceutical, medi-
cal technology, etc.) various types of financial interactions can be considered.

e  Support and funding of research
®* Be employed as a consultant for a pharmaceutical company

® Be a shareholder or financial interest in a pharmaceutical company

In turn, these potential conflicts of interest in the development of CPGs arecgconsidered of
two types:

— Personal interests: involve fees or personal benefits to a member of the team.

— Non-personal income: involves funding that benefits the department or unit under the
direct responsibility of a member of the team, even if this person does not receive it
personally. Financial assistance to create a unit or depastment, financial support for the
recruitment in these units or research funding in the-tnit can be considered non-personal
benefits.

The potential conflict of interest exists irrespeciive of whether the practitioner believes that
such relationships have or not influence on his scieniific criteria. Attached is a form of the declara-
tion of interest conflict designed to reflect the potnts stated above.
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Interest Statement Form
- Full Name:
- Profession:

- Institution where he / she works (including address):

- Institution represented (association, scientific institution, etc., answer only if different from the
institution stated above):

- Telephone: In the morning:
In the afternoon:
- E-mail to send documentation (@):

Mr / Ms with ID \ R
having read the policy-making Programme of the Clinical Practice Guidelines (CPG) based on
evidence, in order to help on clinical decision making in the National Health System (NHS) de-

clare to have

YES NO

conflict of interest related to activities in connection with the subject of the CPG for the past three
years.

If yes, please specify which in Annexes I to III.

Signature: Date:
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Annex 1. Personal Interests

Activity

Institution

Date

Funding to participate in an
investigation

Consulting for a pharmaceutical
company / other technologies

Shareholder / commercial interests
in a company (patents)

Economic interests in a private
company related to the health sector
(as owner, employee, shareholder,
private consultation...), which may
be significant in relation to the
authorship of the guide

Conflicts of interest of non-economic
nature that can be significant in
relation to the authorship of the
guide

Annex 2. Non- Personal Interests

Activity

Institution

Date

Funding or financial assistance to set
up a unit or service

Provide significant material to the
unit or services

Shareholder / commerciai- tiiterests
in a company (patents)

Procurement or finaicial assistance
to recruit staff on.thie unit or service

Financial asgistance to fund an
investigation

Annex 3. Other possible conflicts of interest not mentioned in the
previous tables (please specify)

166 CLINICAL PRACTICE GUIDELINE FOR THE MANAGEMENT OF PATIENTS WITH AUTISM SPECTRUM DISORDERS IN PRIMARY CARE




13. Bibliography

12.

13.

Grupo de Trabajo de Salud Mental PAPPS. Guia de Salud Mental en Atencién Primaria.
2001.

Informe del Estado de Salud de la Poblacion de la Comunidad de Madrid 2004. Direccién
General de Salud Pudblica y Alimentacién. Consejeria de Sanidad y Consumo. Comunidad
de Madrid. 2005.

Estrategia en Salud Mental del Sistema Nacional de Salud. 2006. Ministerio de Sanidad ¥
Consumo. [documento Internet]. [Acceso 1 marzo 2008]. http://www.msc. es/organizacion/
sns/planCalidadSNS/pdf/excelencia/salud_mental ESTRATEGIA_  SALUD_MENTAL_
SNS_PAG_WEB.pdf.

Diaz Huertas JA, Vall Combelles O, Ruiz Diaz MA, en colaboracién con 12’ Sociedad de
Pediatria Social. Informe técnico sobre problemas de salud y sociales.de la infancia en
Espafia. Ministerio de Sanidad y Consumo. 2006. [documento Intern2t]. [Acceso 1 marzo
2008]. http://www.agapap.org/datos/problemas%?20saludysociales%20informe tecnico.pdf.

Federacion Estatal de Asociaciones de Profesionales de Atencion Temprana (GAT). Libro
blanco de la Atencién Temprana. Real Patronato de Prevernicion y de Atencidén a Personas
con Minusvalia. Ministerio de Trabajo y Asuntos Sociales. 2000. http:// www.cedd.net/docs/
ficheros/200510100001_24_0.pdf

Loépez-Ibor JJ, Valdés M, editores. DMS-IV-T®. Manual diagnéstico y estadistico de los
trastornos mentales. Texto revisado. Barceloni: Masson; 2002.

Segui JD, Ortiz-Tallo M, De Diego Y. I‘actores asociados al estrés del cuidador primario
de nifios con autismo: sobrecarga, psicopatologia y estado de salud. anales de psicologia.
2008;24:100-105.

Barthélémy C, Fuentes J, tlowlin P et al. Persons with autism spectrum disorders.
Identification, understanding, intervention. Autism-Europe a.i.s.b.l. Association. 2007.
[documento Internet]..{Acceso 3 noviembre 2008]. http://www.autismeurope.org/portal/
Portals/0/Autism-PWASD.en.pdf

Woodgate RL,Ateah C, Secco L. Living in a world of our own: the experience of parents
who have a chiid with autism. Qualitative Health Research. 2008;18:1075-1083.

Belinclken M (dir). Situacion y necesidades de las personas con trastornos del espectro autis-
ta er ia Comunidad de Madrid. Obra social Caja Madrid. 2001. http://www. isciii.es/htdocs/
cenros/enfermedadesraras/pdf/aut_autmad.pdf

Cabanyes-Truffino J, Garcia-Villamisar D. Identificacién y diagndstico precoz de los trastor-
nos del espectro autista. Rev Neurol. 2004;39:81-90.

Nadel S. Early detection of autism spectrum disorders: screening between 12 adn 24 months
of age. Journal of the American Academy of nurse Practtioners. 2007;19:408- 417.

Grupo de trabajo sobre CPG. Elaboracién de Guias de Prictica Clinica en el Sistema
Nacional de Salud. Manual Metodolégico. Madrid. Plan Nacional para el SNS del MSC.
Instituto Aragonés de Ciencias de la salud-I+CS; 2006. Guias de Practica Clinica en el SNS:
[+CS N° 2006/01.

CLINICAL PRACTICE GUIDELINES IN THE SPANISH NHS 167



14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

24.

25.

26.

27.

28.

29.

30.

31.

168

Williams JG, Brayne D, Higgins J. Systematic review of prevalence studies of autism spec-
trum disorders. Archives of Disease in Childhood 2006;91:8-15

Fombonne E. Epidemiology of autistic disorder and other pervasive developmental disor-
ders. J Clin Psychiatry 66, 3-8. 2005.

Scott FJ, Baron-Cohen S, Bolton P, Brayne C. Brief report Prevalence of autism spectrum
conditions in children age 5-11 years in Cambriedgeshire. Autism 2002;6:231-237.

Chakrabarti S, Fombonne E. Pervasive Developmental Disorders in Preschool Children:
Confirmation of High Prevalence. Am J Psychiatry 2005;162:1133-1141.

Bertrand J, Mars A, Boyle C, Bove F, Yeargin-Allsopp M, Decoufle P. Prevalence of AGtism
in a United States Population: The Brick Township, New Jersey. Investigation Pediatrics.
2001;108(5):1155-61.

Tebruegge M, Nandini V, Richie J. Does routine child health surveillance contribute to the
early detection of children with pervasive developmental disorders? An epidemiological
study in Kent, U.K. BMC Pediatr. 2004 (3);4:4.

Fombonne E. The Prevalence of Autism. JAMA. 2003; 289:87-8%.

Aberdi Mendez JF. Estudio epidemiol6gico de nifios aufistas en el Territorio Foral de
Navarra. 1991.

Capdevila Escude RM. Epidemiologia del Sindrame Autista en la Comarca del Valles
Occidental. 1994.

Sénchez-Valle E, Posada M, Villaverde-Hueso A et al. Estimating the Burden of Disease for
Autism Spectrum Disorders in Spain in-2003. J Autism Dev Disord. 2008;38:288-296.

Fombonne E. Epidemiology trends-in rates of autism. Molecular Psychiatry 2002[S4], S6.
2002.

Yeargin-Allsopp M, Rice C{Karapurkar T, Doernberg N, Boyle C, Murphy C. Prevalence of
Autism in a US Metropeiitan Area. JAMA 289, 49-55. 2003.

Zwaigenbaum L, Rryson S, Rogers T et al. Behavioral manifestations of autism in the first
year of life. Intetnational Journal of Developmental Neuroscience. 2005;23:143-152.

Personas cco alguna discapacidad que tiene diagnosticado autismo entre los 6-64 afios.
Encuesta sobre Discapacidades, Deficiencias y Estado de Salud 1999. Instituto Nacional de
Estadistica (INE). http://www.ine.es/.

Ganz ML. The lifetime distribution of the incremental societal costs of autism. Arch Pediatr
Adolesc Med. 2007;61:343-349.

Croen LA, Najjar DV, Ray GT et al. A comparison of health care utilization and costs of
children with and without spectrum disorders in a large group-model health plan. Pediatrics.
2006;118:1203-1211.

Grupo de Estudio de los trastornos del Espectro Autista IIER/ISCIII. Encuestas realizadas
a familiares de personas con autismo en Espafia: Informe sobre Demora Diagndstica en
los TEA. 2004. Obra Social Cajamadrid. http://www.isciii.es/htdocs/ centros/enfermedades-
raras/pdf/aut_isdd.pdf

Myers SM, Johnson CP. Management of Children With Autism Spectrum Disorders.

CLINICAL PRACTICE GUIDELINE FOR THE MANAGEMENT OF PATIENTS WITH AUTISM SPECTRUM DISORDERS IN PRIMARY CARE



32.

33.

34.

35.

36.

37.

38.

39.

40.

41.

42.

43.
44.

45.

46.
47.

48.

American Academy of Pediatrics (Committee on Children with Disabilities). Pediatrics.
2007;120:1162-1182.

Cortez Bellotti de Oliveira M, Contreras MM. Diagndstico precoz de los trastornos del es-
pectro autista en edad temprana (18-36 meses). Arch.Argent.Pediatr. 2007;105: 418-426.

American Academy of Pediatrics (Committee on Children with Disabilities). The
paediatrician’s role in the diagnosis and management of autistic spectrum disorder in chil-
dren. Pediatrics. 2001;107:1221-1226.

Belinchon M, Hernandez JM, Sotillo M. Personas con Sindrome de Asperger. Funcic-
namiento, deteccién y necesidades. 2008; Madrid.

Howlin P, Asgharian A. The diagnosis of autism and Asperger syndrome: findingsfrom a
survey of 770 families. Developmental Medicine & Child Neurology. 1999;41:834-839.

Nacional Institute of Mental Health. Autism Spectrum Disorders. 2007. National Institute of
Health. U.S. Department of Health and Human Services. http://www.niinh. nih.gov/health/
publications/autism/nimhautismspectrum.pdf

Crane JL, Winsler A. Early autism deteccion: Implications for pediatric practice and publid
policy. Journal of Disability Policy Studies. 2008;18:245-253.

Mansell W, Morris K. A survey of parents” reactions to tie diagnosis of an autistic spectrum
disorder by a local service: access to information an 1:s¢ of service. Autism. 2004;8:387-407.

Dale E, Jahoda A, Knott F. Mothers” attributions following their child’s diagnosis of autistic
spectrum disorder: exploring links with mateinial levels of stress, depression and expecta-
tions about their child’s future. Autism. 2G6;10:463-479.

Federacién Autismo Castilla y Leén {FACYL). Proyecto de investigacion: La accesibilidad
al sistema sanitario de las personas con TEA. 2006.

Branson D, Vigil D, BinghamA. Community childcare provider’s role in the early detection
of autism spectrum disorders. Early Childhood Education Journal. 2008;35:523-530.

Pinto-Martin JA, Sovders MC, Giarelli E et al. The role of nurses in screening for autistic
spectrum disorder-in pediatric primary care. Journal of Pediatric Nursing. 2005;20:163-169.

Canal-Bedia K; et al. La deteccion precoz del autismo. Intervencion Psicosocial. 2006;15:29-47.

Barbarest-W1J, Katusic SK, Voigt RG. A review of the state of science for pediatric primary
health care clinicians. Arch Pediatr Adolesc Med. 2006;160:1167-1175.

Niiila MG, Mulas F. Atencion temprana y programas de intervencion especifica en el tras-
torno del espectro autista. Rev Neurol. 2009;48:S47-S52.

Ministry of Health and Education. New Zealand Autism Spectrum Disorder Guideline. 2008.

Mandell DS NMZC. Factor associated with age of diagnosis among children with autism
spectrum disorders. Pediatrics. 2005;116:1480-1486.

Fuentes-Biggi J, Ferrari-Arroyo MJ, Boada L et al. (Grupo de Estudio de los Trastornos
del Espectro Autista del Instituto de Salud Carlos III. Ministerio de Sanidad y Consumo,
Espafia). Guia de buena practica para el tratamiento de los trastornos del espectro autista.
Rev Neurol. 2006;43:425-438.

CLINICAL PRACTICE GUIDELINES IN THE SPANISH NHS 169



49.

50.

51.

52.

53.

54.

55.

56.

57.

58.

59.
60.

61.
62.

63.

64.

65.

66.

67.

170

Wing L. The definition and prevalence of autism: a review. European Child and Adolescent
Psychiatry. 1993;2:61-74.

Just MA, Cherkassky VL, Keller TA et al. Cortical activation and synchronization during
sentence comprehension in high-functioning autism: evidence of underconnectivity. Brain.
2004;127:1811-1821.

Artigas- Pallarés J, Gabau-Vila E, Guitart-Feliubadalé M. El autismo sindrémico: I. Aspectos
generales. Rev Neurol. 2005;40(Supl 1): S143-S149.

Artigas- Pallarés J, Gabau-Vila E, Guitart-Feliubadalé6 M. El autismo sindrémico: 1L
Sindromes de base genética asociados a autismo. Rev Neurol. 2005;40(Supl 1): S151- S162.

Diez-Cuervo A. Caracteristicas clinicas, diagnéstico electroencefalografico y tratamuiento de
las crisis epilépticas en las personas autistas. In: Martos J, Riviere A, eds. Autisnio: comp-
rension y explicacién actual. Simposium Internacional de Autismo.2001; Madgid: Ministerio
de Trabajo y Asuntos Sociales.

Diez-Cuervo A. Estado actual de la investigacién genética en los trastornos del es- pectro
autista. In: Martos J, Gonzalez PM, Llorente M et al., eds. Nuevosdesarro- llos del autismo:
el futuro es hoy. IV Simposium Internacional de Autismo.2008#ladrid.

Alison Mcinnes L. Una revisién de la genética del autismo. Rev Asoc Esp Neuropsiq.
2002;84:13-24.

Risch N, Spiker D, Lotspeich L et al. A genomic s¢icen of autism: Evidence for a mutilocus
etiology. Am J Hum Genet. 1999;65:493-507.

Jones MB, Szatmari P. A risk-factor modei-of epistatic interaction, focusing on autism. Am
J Med Genet. 2002;114:558-565.

Ramus F. Genes, Brain and Cognicion: A Roadmap for the Cognitive Scientist. Cognition.
2006;101:247-269.

Rutter M. Genes and Beh#vior. 2007; Oxford.

Folstein SE, Rosen-Siidley B. Genetics of autism: complex aetiology for a heterogeneous
disorder. Nat Rev Genet. 2001;2:943-955.

Gillberg C, Céieman M. The Biology of the Austistic Syndromes. 2000; London.

Chudley-AE, Gutierrez E, Jocelyn LJ et al. Outcomes of genetic evaluation in children with
pervasive developmental disorder. J Dev Behav Pediatr. 1998;19:321- 325.

Jorde L, Hasstedt S, Ritvo E et al. Complex segregation analysis of autism. Am J Hum
Genet. 1991;49:932-938.

Rutter M, Silberg J, O’Connor T et al. Genetics and child psychiatry, II Empirical research
findings. J Child Psychol Psychiatry. 1999;40:19-55.

Bailey A, Palferman S, Heavey L et al. Autism: The phenotype in relatives. J] Autism Dev
Disord. 1998;28:369-392.

Szatmari P, Jones MB, Zwaigenbaum L et al. Genetics of autism: Overview and new direc-
tions. J Autism Dev Disord. 1998;28:351-368.

Folstein SE, Rutter M. Infantile autism: a genetic study of 21 twin pairs. J Child Psychol

CLINICAL PRACTICE GUIDELINE FOR THE MANAGEMENT OF PATIENTS WITH AUTISM SPECTRUM DISORDERS IN PRIMARY CARE



68.

69.

70.

71.

72.

73.

74.
75.

76.

77.

78.

79.

80.

81.

82:

83.

84.

85.

86.

Psychiatry. 1977;18:297-321.

Ritvo ER, Freeman BJ, Mason-Brothers A et al. Concordance for the syndrome autism in 40
pairs of afflicted twins. Am J Psychiatry. 1985;142:74-77.

Stefenburg S, Gillberg C, Hellgren L et al. A twin study of autism in Denmark, Finland,
Iceland, Norway, and Sweden. J Child Psychol Psychiatry. 1989;30:405-416.

Bailey A, Le Coutier A, Gottesman I et al. Autism as a strongly genetic disorder: evidence
from a British twin study. Psychol Med. 1995;25:63-77.

Smalley SL, Asarnow RF, Spence MA. Autism and genetics. Arch Gen Psychiaty.
1988;45:953-961.

Le Coutier A, Bailey A, Goode S et al. A broader phenotype of autism: the clinica! spectrum
in twins. J Child Psychol Psychiatry. 1996;37:785-801.

Bolton P, Mcdonald H, Pickles A et al. A case-control family history study of autism. J Child
Psychol Psychiatry. 1994;35:900.

Cook E. Genetics of autism. Child Adolesc Psychiatr Clin N Am:2001;10:333-350.

Fombonne E, Du Mazaubrun C, Cans C et al. Autism and associated medical disorders in a
French epidemiological survey. J Am Acad Child Adolesc I'sychiatry. 1997;36:1561-15609.

Lewis KE, Lubetsky MJ, Wenger SL et al. Chromiosomal abnormalities in a psychiatric
population. Am J Med Genet. 1995;60:53-54.

Wassink TH, Piven J, Patil SR. Chromosomal abnormalities in a clinic sample of individuals
with autistic disorders. Psychiatr Genet.-2001;11:57-63.

Schroer RJ, Phelan MC, Michaelis R et al. Autism and maternally derived aberrations of
chromosome 15q. Am J Med Genet. 1998;76:727-736.

Collaborative Linkage Study of Autism (CLSA). An autosomal genomic screen for autism.
Am J Med Genet. 1999;82:509-615.

Auranen M, Varilo T\-Alen R et al. Evidence for allelic association on chromosome 3q25-
27 in families with autism spectrum disorders originating from a subisolate of Finland.
Molecular Psychiatry. 2003;8:884.

Bakker SC;'Van der Meulen EM, Buitelaar JK et al. A whole-genome scan in 1164 Dutch
sib pairs’with Attention-Deficit/Hyperactivity Disorder: Suggestive Evidene for Linkage on
Chromosomes 7p and 15q. Am J Hum Genet. 2003;72:1251-1260.

Buxbaum JD, Silverman JM, Smith CJ et al. Evidence for a susceptibility gene for autism on
chromosome 2 and for genetic heterogeneity. Am J Hum Genet. 2001;68:1514-1520.

Collaborative Linkage Study of Autism (CLSA). Incorporating language phenotypes stregth-
ens evidence of linkage to autism. Am J Med Genet. 2001;105:539-547.

Hutcheson HB, Bradford Y, Folstein SE et al. Defining the autism minimum candidate gene
region on chromosome 7. Am J Med Genet. 2003;15:90-96.

Philippe A, Martinez M, Guilloud-Bataille M et al. Genome-wide scan for autism suscepti-
bility genes. Hum Mol Genet. 1999;8:805-812.

Shao'Y, Wolpert CM, Raiford KL et al. Genomic screen and follow-up analysis for autismec

CLINICAL PRACTICE GUIDELINES IN THE SPANISH NHS 171



87.

88.

89.

90.
91.

92.

93.

94.

95.

96.

97.

98.

99.

100.

103.

104.

105.

disorder. Am J Med Genet. 2002;114:99-105.

Shao 'Y, Raiford KL, Wolpert CM et al. Phenotypic homogeneity provides increased support
for linkage on chromosome 2 in autistic disorder. Am J Hum Genet. 2002;70:1058-1061.

Shao Y, Cuccaro ML, Hauser ER et al. Fine Mapping of autistic disorder to chromosome
15q11-q13 by use of phenotypic subtypes. Am J Hum Genet. 2003;72:539-548.

Yonan AL, Alarcén M, Cheng R et al. Genomewide screen of 345 families for autism-
susceptibility loci. Am J Hum Genet. 2003;73:886-897.

Diez-Cuervo A. Medical disorders and syndromes associated with autism.2000; Madrid.

Ruggiere VL, Arberas CL. Behavioural phenotypes. Biologicalment determinez - neu-
ropsychological patterns. Rev Neurol. 2003;37:239-253.

Gillberg C, Forsell C. Childhood psychosis and neurofibromatosis. More than'a-coincidence?
J Autism Dev Disord. 1984;14:1-8.

Williams PG, Hersh JG. Brief report The association of neurofibromatosis type 1 and autism.
J Autism Dev Disord. 1998;28:567-571.

Zappella M. Autism and hypomelanosis of Ito in twins: Dev Med Child Neurology.
1993;35:826-832.

Akefeldt A, Gillberg C. Hypomelanosis of Ito in thirce cases with autism and autisticlike
conditions. Dev Med Child Neurology. 1991;33:737-743.

Gillberg C, Stefenburg S. Autistic behaviovi :n Moebious syndrome. Acta Paediatr Scand.
1989;78:314-316.

Ozonoff S, Williams BJ, Gales S. Autism and autistic behavior in Joubert syndrome. J Child
Neurol. 1999;14:636-641.

Kent L, Evans J, Paul M et al. Comorbidity of autistic spectrum disorders in children with
Down syndrome. Dev Mea-Child Neurology. 1999;41:153-158.

Ghaziuddin M, Tasa: LY, Ghaziuddin N. Autism in Down’s syndrome: presentation and di-
agnosis. J Intellect Disabil Res. 1992;36:449-456.

Reiss AL, Feinstein C, Rosenbaun KN et al. Autism associated with Williams syndrome. J
Pediatr.. 1985;106:247-249.

. Morrow JD, Whitman BY, Accardo PJ. Austistic disorder in Sotos syndrome. A case report.

EarJ Pediatr. 1990;149:567-569.

. Komoto J, Usui S, Otsuki S et al. Infantile autism and Duchenne muscular dystrophy. J

Autism Dev Disord. 1984;14:191-195.

Zwaigenbaum L, Tarnopolsky M. Two children with muscular dystrophies ascertained due
to referral for diagnosis of autism. J Autism Dev Disord. 2003;33:193-199.

Golfin A, Hoefsloot LH, Bosgoed E et al. PTEN mutation in a family with Cowden syn-
drome and autism. Am J Med Genet. 2001;105:521-524.

Baieli S, Pavone L, Meli C et al. Autism and phenylketonuria. J Autism Dev Disord.
2003;33:204.

172 CLINICAL PRACTICE GUIDELINE FOR THE MANAGEMENT OF PATIENTS WITH AUTISM SPECTRUM DISORDERS IN PRIMARY CARE



106.

107.

108.

109.

110.

111.

112.

113.

114.

115.

116.

117.

118.

119.

120.

121.

122.

123.

124.

Miladi N, Lamaout A, Kaabachi N et al. Phenylketonuria: An underlying etiology of autistic
syndrome. A case report. J Child Neurol. 1992;7:22-23.

Tierney E, Nwokoro NA, Poter FD et al. Behavior phenotype in the RSH/SmithLemli-Opitz
syndrome. Am J Med Genet. 2001;98:191-200.

Stevenson RE, May M, Arena JF et al. Aarskog-Scott syndrome: confirmation of linkage to
the pericentromeric region of the X chromosome. Am J Med Genet. 1994;52:339-345.

Brodsky MC, Keppen LD, Rice CD et al. Ocular and systemic findings in the Aarskof (fa-
cial-digital-genital) syndrome. Am J Ophthalmol. 1990;109:450-456.

Fan YS, Farrell SA. Prenatal diagnosis of interstitial deletion of 17(p11.2p11.2) (Sinith-
Magenis syndrome). Am J Med Genet. 1994;49:253-254.

Battaile KP, Battaile BC, Merkens LS et al. Carrier frequency of the commen mutation
IVS8-IG>C in DHCR?7 and estimate of the expected incidence of Smith-I.emliOpitz syn-
drome. Mol Genet Metab. 2001;72:67-71.

Dixon-Salazar T, Silhavy JL, Marsh SE et al. Mutations in the AHI1.zene, encoding jouberin,
cause Joubert syndrome with cortical polymocrogyria. Am J Husi Genet. 2004;75:979-987.

Van der Zwaag B, Verzijl HT, Beltran-Valero de Bernabe B-ct al. Mutation analysis in the
candidate Mobius syndrome genes PGT and GATA2 onichromosome 3 and EGR2 on chro-
mosome 10. J Med Genet. 2002;39.

Rougeulle C, Glatt H, Lalande M. The Angelntan syndrome candidate gene, UBE3A/ E6-
AP, is imprinted in brain. Nat Genet. 1997;17714-15.

Gabis L, Pomeroy J, Andriola MR. Autisti and epilepsy: cause, consequence, comorbidity,
or coincidence? Epilepsy & Behavior-2005;7:652-656.

Riikonen R, Amnell G. Psychiairic disorder in children with earlier infantile spasms. Dev
Med Child Neurology. 1981:23:747-760.

Tuchman RF, Rapin I, Srinnar S. Autistic and dysphasic children. II: Epilepsy. Pediatrics.
1999;88:1219-1225.

Landau WM, Kleffner FR. Syndrome of acquired aphasia with convulsive disorder in chil-
dren. Neurology. 1957;7:523-530.

Beaumanoir A. Le syndrome de Landua-Kleffner. In: Roger J, Dravet C, Bureau M et al.,
eds. ies syndromes epileptiques de l’enfant et de 1"adolescent.1984; Montrouge: John
Libbey Eurotext.

Cook E. Autism: review of neurochemical investigation. Synapse. 1990;6:292-308.

Perry EK, Lee ML, Martin-Ruiz CM et al. Cholinergic activity in autism: abnormalities in
the cerebral cortex and basal forebrain. Am J Psychiatry. 2001;158:1058-1066.

Braunschweig D, Ashwwood P, Krakowiak P et al. Autism: Maternally derived antibodies
specific for fetal brain proteins. NeuroToxicology. 2008;29:226-231.

Dalton P, Deacon R, Blamire A et al. Maternal neuronal antibodies associated with autism
and a language disorder. Ann Neurol. 2003;53:533-537.

Martin LA, Ashwwood P, Braunschweig D et al. Stereotypies and hyperactivity in rhe-

CLINICAL PRACTICE GUIDELINES IN THE SPANISH NHS 173



125.
126.

127.

128.

129.

130.

131.

132.

133.

134.

135.

136.

138.

139.

140.

sus monkeys exponed to IgG from mothers of children with autism. Brain, Behavior, and
Immunity. 2008;22:806-816.

MRC Review of Autism Research. Epidemiology and Causes. UK. 2001.

Demecheli V, Jefferson T, Rivetti A et al. Vacunas para sarampion, parotiditis y rubéola en
nifios (Revision Cochrane traducida). En: La Biblioteca Cochrane Plus, 2008 Numero 4.
Oxford: Update Software Ltd. Disponible en: http://www.update-software. com. (Traducida
de The Cochrane Library, 2008 Issue 3. Chichester, UK: John Wiley & Sons, Ltd.).2008.

Millward C, Ferriter M, Connell-Jones G. Dietas libres de gluten y caseina para el trastorno
del espectro autista (Revisiéon Cochrane traducida). En: La Biblioteca Cochrane Plus, 2008
Numero 4. Oxford: Update Software Ltd. Disponible en: http://www. update-softwaré com.
(Traducida de The Cochrane Library, 2008 Issue 3. Chichester, UK: John Wiley & Sons,
Ltd.). 2008.

Saemundsen E, Ludvigsson P, Rafnsson V. Risk of autism spectrum diserder after infantile
spasms: a population-based study nested in a cohort with seizures in e first year of life.
Epilepsia. 2008;49:1865-1870.

Garcia-Penas JJ. Autismo, epilepsia y patologia del Iobu'o temporal. Rev Neurol.
2009;48:S35-S45.

Nishiyama T, Taniai H, Miyachi T et al. Genetic correlation between autistic traits and 1Q
in a population-based sample of twins with autismspectrum disorders (ASDs). Journal of
Human Genetics. 2009;54:56-61.

Paula-Pérez I, Martos- Pérez J. Sindrome deAsperger y autismo de alto funcionamiento: co-
morbilidad con trastornos de ansiedad y del estado del danimo. Rev Neurol. 2009;48:S31-S34.

Ming X, Brimacombe M, Chaabani-et al. Autism spectrum disorders: concurrent clinical
disorders. Journal of Child Neurology. 2008;23:6-13.

Kim JA, Szatmari P, Bryson-SE et al. The prevalence of anxiety and mood problems among
children with autism andAsperger syndrome. Autism. 2000;117-132.

Ghaziuddin M, Wenger SL, Ghaziuddin N. Comorbidity of Asperger syndrome: a prelimi-
nary report. Source-Journal of Intellectual Disability Research. 1998;42:279- 283.

Russell AJ, Mataix-Cols D, Anson M et al. Obsessions and compulsions in Asperger syn-
drome and high-functioning autism. British Journal of Psychiatry. 2005;186:525-528.

Clinical Practice Guideline. Report of the Recomendations. Autism / Pervasive Deve-
lopimental Disorders. Assessment and intervention for young children (age 0-3). New York
State Departament of Health. Early Intervention Program. 1999.

. Tidmarsh L VF. Diagnosis and epidemiology of autism spectrum disorders. Can J Psiychiatry

48, 517-525. 2003.

Lépez-Ibor JJ, Valdés M, editores. DMS-IV-TR-AP. Manual diagnéstico y estadistico de los
trastornos mentales. Texto revisado. Atencion Primaria. Barcelona: Masson; 2004.

OMS. CIE 10: Trastornos mentales y del comportamiento. Descripciones clinicas y pautas
para el diagnéstico. Madrid: MEDITOR, 1992.

Kanner L. Autistic Disturbances of Affective Contact. Nerv Child. 1943;2:217-250.

174 CLINICAL PRACTICE GUIDELINE FOR THE MANAGEMENT OF PATIENTS WITH AUTISM SPECTRUM DISORDERS IN PRIMARY CARE



141.

142.

143.

144.

145.

146.

147.

148.

149.

150.

151.

152.

153.

154.

156.

157.
158.

Hagberg B, Hanefeld F, Percy A et al. An update in clinically aplicable diagnostic criteria in
Rett Sindrome. Eur J Pediatr Neurology. 2002;6:293-297.

Charman T, Baird G. Practitioner Review: Diagnosis of autism spectrum disorders in 2 and 3
year ol children. Journal of Child Psychology and Psychiatry. 2002;43(3):249-305.

Comité Internacional de Clasificacion de la WONCA. Clasificacion Internacional de la
Atencion Primaria: CIAP-2. Barcelona: Masson; 1999.

NANDA Internacional. Diagndsticos Enfermeros: Definiciones y Clasificacion. 2005;
Madrid; 2005-2006: Elsevier.

Johnson M, Bulechek G, Butcher H et al. Interrelaciones NANDA, NOC Y NIC. 2007;
Madrid: Elsevier.

Keren M, Feldman R, Tyano S. Diagnoses and interactive patterns of infants-referred to
a community-based infant mental health clinic. J] Am Acad Child Adg¢lesc Psychiatry.
2001;40:27-35.

The classificaton of child and adolescent mental diagnosis in primdry care: Diagnosis and
Statistical Manual for Primary Care (DSM-PC) Child and Adeicscent Version. 1996; Elk
Grove, IL: American Academy of Pediatrics.

SIGN. Assessment, diagnosis and clinical interventionsor children and young people with
autism spectrum disorders. A national clinical guidelitic. 2007.

Volkmar FR, Klin A, Siegel B et al. Field trieal for autistic disorder in DSM-IV. Am J
Psychiatry. 1994;151:1361-1367.

Klin A, Cicchetti DV, Volkmar FR. Brict report: Interrater reliability of clinical diagnosis
and DSM-IV criteria for autistic disoider: results of the DSM-IV autism field trial. J Autism
Dev Disord. 2000;30:163-167.

Volkmar FR, Cicchetti DV, Bregman J. Three diagnostic systems for autism: DSM-III, DSM-
III-R, and ICD-10. J Autisqaz Dev Disord. 1992;1992:4-483.

Artigas- Pallarés J. Aiencidn precoz de los trastornos del neurodesarrollo. A favor de la in-
tervencion precoz-dz los trastornos del neurodesarrollo. Rev Neurol. 2007;44(3): S31-S34.

Guralnick MJ: Effectiveness of early intervention for vulnerable children: a developmental
perspectiveé. American Journal on Mental Retardation. 1998;102:319-345.

Remignon B, et al. Early intensive behavioral intervention: outcomes for children with autism
and’their parents after two years. American Journal on Mental Retardation. 2007;112:418-
438.

. Szatmari P, Bryson SE, Boyle MH et al. Predictors of autcome among high functioning

children with autism and Asperger syndrome. Journal of Child Psychology and Psychiatry.
2003;44:520-528.

Harris SL, Handleman JS. Age and 1Q at intake as predictors of placement for young children
with autism: a four- to six-year follow-up. Journal of Autism and Developmental Disorders.
2000;30:137-142.

Muhle R, Trentacoste SV, Rapin 1. The Genetics of Autism. Pediatrics. 2004;113:472-486.

Greenberg DA, Hodge SE, Sowinske J et al. Excess of twins among affected sibling pairs

CLINICAL PRACTICE GUIDELINES IN THE SPANISH NHS 175



159.

160.

161.

162.

163.

164.

165.

166.

167.

168.

169.

170.

171.

172.

173.

174.

175.

with autism: implications for the etiologic of autism. Am.J.Hum.Genet. 2001;69:1062-1067.

McMahon WM, Baty BJ, Boyle MH. Genetic Counseling and Ethical Issues for Autism.
American Journal of Medical Genetics Par C (Semin Med Genet). 2006;142:52-57.

Freitag CM. The genetics of autistic disorders and its clinical relevance: a review of the lit-
erature. Molecular Psychiatry. 2007;12:2-21.

BOE. Real Decreto 1030/2006, del 15 de septiembre, por el que se establece la cartera de

servicios comunes del Sistema Nacional de Salud y el procedimiento para su actualizacién
2006.

Proyecto AP-21. Marco estratégico para la mejora de la Atencién Primaria en Espana: 2007-
2012. Ministerio de Sanidad y Consumo. 2007.

Cartera de sevicios estandarizados de Atencion Primaria. Comunidad de Madrid: 2007.

Galbe Sanchez-Ventura J, Grupo Previnfad/PAPPS Infancia y Adolesceacia. Atencién ori-
entada al desarrollo, supervisién del desarrollo psicomotor y cribade,de los trastornos del
espectro autista. Rev Pediatr Aten Primaria. 2006;8:101-126.

Filipek PA, et al. Practice parameter: Screening and diagnosts of autism: Report of the
Quality Standards Subcommittee of the American Acadzimiy of Neurology and the Child
Neurology Society. Neurology. 2000;55:468-479.

Frankenburg WK, Dodds JB, Archer P et al. The 2XENVER II: A major revision and res-
tandardization of the Denver Developmental Scre¢ening Test. Pediatrics. 1992;89:91-97.

Frankenburg WK, Dodds JB. The Denvei Developmental Screening Test. J Pediat.
1967;71:181.

Glascoe FP, Byrne L, Ashford L et.al Accuracy of the Denver-11 in developmental screening.
Pediatrics. 1992;89:1221-1225.

Anonimo. Estudio Haizea-=Ilzvant. Servicio Central de Publicaciones. Gobierno Vasco eds.
Vitoria. 1991.

Ferndndez Alvarez E. El desarrollo psicomotor de 1.702 nifios de 0 a 24 meses de edad.
(Tesis doctoral).®niversidad de Barcelona 1988. Tabla de desarrollo psicomotor. En: Estudio
Haizea Llevant: Servicio central de publicaciones. Gobierno Vasco eds. Victoria. 1991.

Ministry-of Health. Well Child: Tamariki Ora Schedule. Wellington: Ministry of Health,
1996

Filipek PA, Accardo P, Baranek GT et al. The screening and diagnosis of autistic spectrum
disorders. J Autism Dev Disord. 1999;29:439-484.

National Autism Plan for Children (NAPC). Plan for the identification, assesment, diagnosis
and access to early interventions for pre-school and primary school aged children with au-
tism spectrum disorders (ASD). The National Autistic Society. London. 2003.

Chawarska K, Volkmar FR. Chapter 8: Autism in Infancy and Early Childhood. In: Volkmar
FR, Paul R, Klin A et al., eds. Handbook of autism and pervasive develomental disorders 3*
Edicién. Vol. 1: Diagnosis, development, neurology and behavior.2005; New Jersey: Willey.

Guia para la atencién de nifios con Trastornos del Espectro Autista en Atencidon Primaria.
Junta de Castilla y Ledn. Gerencia Regional de Salud. 2007.

176 CLINICAL PRACTICE GUIDELINE FOR THE MANAGEMENT OF PATIENTS WITH AUTISM SPECTRUM DISORDERS IN PRIMARY CARE



176.

177.

178.

179.

180.
181.

182.

183.

184.

185.

186.

187.

188.

189.

190.

191.

192.

English A, Essex J. Report on autistic spectrum disorders: a comprehensive report into iden-
tification, training and provision focusing on the needs of children and young people with
autistic spectrum disorder and their families within the West Midland region. Warwick:
Warwickshire Country Council for the West Midlands, SEN Regional Partnership, 2001.

Howlin P, Moore A. Diagnosis in autism: a survey of over 1200 patients in the UK. Autism:
International Journal of Research and Practice. 1998;1:135-162.

De Giacomo A, Fombonne E. Parental recognition of developmental abnormalities in au-
tism. European Child and Adolescent Psychiatry. 1998;7:131-136.

Rogers SJ, Hepburn S, Wehner E. Parent reports of sensory symptoms in toddlers with-au-
tism and those with others developmental disorders. J Autism Dev Disord. 2003;33:631-642.

Malhi P, Singhi P. Recognition of autism in young children. Stud Psychol. 2003:45:75-80.

Glascoe FP. The role of parents in the detection of devlopmental and behavioral problems.
Pediatrics. 1995;95:829-836.

Glascoe FP, MacLean WE, Stone WL. The importance of parent’s concerns about their
child’s behavior. Clinical Pediatrics. 1991;30:8-11.

Glascoe FP, Sandler H. Value of parents’estimates of chiidren’s developmental ages. The
Journal of Pediatrics. 1995;127:831-835.

Grupo de Expertos de Trastornos del Espectro Autista-ISCIII. Analisis del Diagndstico
de afectados de Autismo y Planificacion del Registro Espafiol de TEA. Obra Social Caja
Madrid.Ayuda a proyectos de Atencién a Perscnas con discapacidad y a sus familias. 2004.

Glascoe FP. Como utilizar la “evaluacién de los padres del nivel de desarrollo” para detectar
y tratar problemas del desarrollo y el«omportamiento en atencion primaria. MTA-Pediatria.
2001;22:225-243.

Glascoe FP. Parents” evaluation of developmental status: how well do parents” concerns
identify children with beh4vioral and emotional problems? Clinical Pediatrics. 2003;42:133-
138.

Baron-Cohen S, etai: The early identification of autism: the Checklist for Autism in Toddlers
(CHAT). Journai-of Developmental and Learning Disorders. 2000;4:3-30.

Allison C,(baron-Cohen S, Wheelwrigth S et al. The Q-CHAT (Quantitative CHecklist for
Autismein Toddlers): a normally distributed quantitative measure of autistic traits at 18-24
moniits of age: preliminary report. J Autism Dev Disord. 2008;38:1414- 1425.

Robins DL, Fein D, Barton ML et al. The Modified Checklist for Autism in Toddlers: an ini-
tial study investigating the early detection of autism and pervasive developmental disorders.
J Autism Dev Disord. 2001;31:131-144.

Robins DL. Screening for autism spectrum disorders in primary care settings. Autism.
2008;12:537-556.

UK National Screening Committee. What is Screening? (citado el 9 de enero de 2009).
Disponible en: http://www.nsc.nhs.uk/whatscreening/whatscreen_ind.htm

Mawle E, Griffiths P. Screening for autism in pre-school children in primary care: Systematic
review of English Language tools. International Journal of Nursing Studies. 2006;43:623-

CLINICAL PRACTICE GUIDELINES IN THE SPANISH NHS 177



193.

194.

195.

196.

197.

198.

199.

200.

201.

202.

203.

204.

205.

206.

207.

208.

209.

636.

Johnson CP, Myers SM, Council on Children with Disabilities. Identification and evaluation
of children with autism spectrum disorders. Pediatrics. 2007;120:1183-1215.

Berument SK, Rutter M, Lord C et al. Autism screening quiestionnaire: diagnostic validity.
British Journal of Psychiatry. 1999;175:444-451.

Rutter M, Bailey A, Lord C. Social Communication Questionnaire (SCQ). 2003; Los
Angeles: Western Psychological Services.

Chandler S, Charman T, Baird G et al. Validation of the social communication questionnzaiie
in a population cohort of children with autism spectrum disorders. J Am Acad Child Adelesc
Psychiatry. 2007;46:1324-1332.

Charman T, Baird G, Simonoff E et al. Efficacy of three screening instrumentsin the iden-
tification of autistic-spectrum disorders. British Journal of Psychiatry. 2007:191:554-559.

Allen CW, Silove N, Williams K et al. Validity of the Social Commurication Questionnaire
in Assesing Risk of Autism in Preschool Children with Developmetital Problems. J Autism
Dev Disord. 2007;37:1278.

Scott FJ, Baron-Cohen S, Bolton P et al. The CAST (Childiood Asperger Syndrome Test):
Preliminary development of a UK screen for mainstrzam primary-school age children.
Autism. 2002;6:9-31.

Williams J., Scott FJ, Stott C et al. The CAST (Chiidhood Asperger Syndrome Test). Autism.
2005;9:45-68.

Allison C, Williams J., Scott FJ et al.-The Childhood Asperger Syndrome Test (CAST).
Autism. 2007;11:177-189.

Belinchon M, Herndndez JM, Satillo M. Capitulo 5: Escala Auténoma para la deteccién del
Sindrome de Asperger y el auiismo de alto funcionamiento. En: Personas con Sindrome de
Asperger. Funcionamientd;, deteccion y necesidades.2008; Madrid.

Croen L, Najjar DV, Fireman B et al. Maternal and paternal age and risk of autism spectrum
disorders. Arch Pedratr Adolesc Med. 2007;161:334-340.

Croen L, Yoshida CK, Odouli R et al. Neonatal hyperbilirubinemia and risk of autism spec-
trum disorders. Pediatrics. 2005;115:e135-e138.

Larssen HJ, et al. Risk factors for autism: perinatal factors, parental psychiatric history, and
seciveconomic status. American Journal of Epidemiology. 2005;161:916-925.

Schendel D, Karapurkar Bhasin T. Birth weight and gestacional age characteristics of chil-
dren with autism, including a comparison with other developmental disabilities. Pediatrics.
2008;121:1155-1164.

Kolevzon A, Gross R, Reichenberg A. Prenatal and perinatal risk factors for autism. A re-
view and integration of findings. Arch Pediatr Adolesc Med. 2007;161:326-333.

Gardener H, Spiegelman D, Buka SL. Prenatal risk factors for autism: comprehensive meta-
analysis. The British Journal of Psychiatry. 2009;195:7-14.

Durkin MS, et al. Advanced parental age and risk of autism spectrum disorder. American
Journal of Epidemiology. 2008;168:1268-1276.

178 CLINICAL PRACTICE GUIDELINE FOR THE MANAGEMENT OF PATIENTS WITH AUTISM SPECTRUM DISORDERS IN PRIMARY CARE



210.

211.

212.

213.

214.

215.

216.

217.

218.

219.

220.

221.

222.

223.

227.

228.

Ronald A, Happé F, Bolton P et al. Genetic heterogeneity between the three components of
the autism spectrum: a twin study. J Am Acad Child Adolesc Psychiatry. 2006;45:691-699.

Landa RJ. Review: Diagnosis of autism spectrum disorders in the first 3 years of life. Nature
Clinical Practice Neurology. 2008;4:138-146.

Maestro S, et al. Attentional skills during the first 6 months of age in autism spectrum disor-
der. J Am Acad Child Adolesc Psychiatry. 2002;41:1239-1245.

Lord C, Risi S, Dilavore PS et al. Autism fron 2 to 9 years of age. Arch Gen Psychiaty.
2006;63:694-701.

Stone WL. Can autism be diagnoses accurately in children under 3 years. Child Psychol
Psychiatry. 1999;40:219-226.

Wetherby AM, Woods J, Allen L et al. Early indicators of autism spectrum disciders in the
second year of life. Journal of Autism and Developmental Disorders. 2004;34:473-493.

Osterling J, Dawson G. Early recognition of children with atuism: a study of first birthday
home videotapes. Journal of Autism and Developmental Disorders.994;24:247-257.

Harrington JW, Patrick PA, Edwards KS et al. Parental beliefs about autism: Implications for
the treating physician. Autism. 2006;10:462.

Brogan CA, Knussen C. The disclosure of a diagnosis‘of an autistic spectrum disorder: de-
terminants of satisfaction in a sample of Scottish parents. Autism. 2003;7:46.

Swanepoel Y. Primary caregivers” experiences of raising children with autism: a phe-
nomenological perspective. Rhodes University. 2003.

Osborne LA, Reed P. Parents” perceptiens of communication with professionals during the
diagnosis of autism. Autism. 2008;12:309-324.

Rhoades RA, Scarpa A, Salley 5. The importance of physician knowledge of autism spec-
trum disorder: results of a parent survey. BMC Pedatrics. 2007;7.

Honey E, Hastings RP; Mcconachie H. Use of questionnaire on resources and stress (QRS-F)
with parents of yonag children with autism. Autism. 2005;9:246-255.

Bromley J, Hare DJ, Davison K et al. Mother supporting children with autistic spectrum
disorders: .social support, mental health status and satisfaction with services. Autism.
2004;8:409-423.

. Altizre MJ, von Kluge S. Family Functioning and Coping Behaviors in Parents of Children

with Autism. Journal of Child & Family Studies. 2009;18:83-92.

. Wachtel K, Carter AS. Reaction to diagnosis and parenting styles among mothers of young

children with ASDs. Autism. 2008;12.

. Baker-Ericzén MJ, Brookman-Frazee L, Stahmer A. Stress levels and adaptability in parents

of toddlers with and without autism spectrum disorders. Research & Practice for Persons
with Severe Disabilities. 2005;30:194-204.

Gray D. Gender and coping: the parents of children with high functioning autism. Social
Science & Medicine. 2003;56:631-642.

Olsson MB, Hwang CP. Depression in mothers and fathers of children with intellectual dis-

CLINICAL PRACTICE GUIDELINES IN THE SPANISH NHS 179



220.

230.

231.

232.

233.

234.

235.

236.

237.

238.

239.

240.

241.

242.

243.

244.

245.

ability. Journal of Intellectual Dissability Research. 2001;45:535-543.

Montes G, Halterman JS. Psychological functioning and coping among mothers of children
with autism: a population-based study. Pediatrics. 2007;119:10401046.

Altiere MJ. Family functioning and coping behaviors in parents of children with autism.
Tesis doctoral. 2006.

Gray DE. Ten years on: a longitudinal study of families of children with autism. Journal of
Intellectual and Developmental Disability. 2002;27:215-222.

Gray DE. Coping over time: the parents of children with autism. Journal of Intellectual
Disability Research. 2006;50:970-976.

Las personas con autismo en el dmbito sanitario. Una guia para profesionales de-ia salud,
familiares y personas con tea. Federaciéon Andaluza de Padres con Hijos con Trastornos del
Espectro Autista “Autismo Andalucia” 2007.

The National Autistic Society. Patients with autism spectrum disorders: information for
health professionals. 2008. [documento Internet]. [Acceso 24 marzo-2009]. http:// www.nas.
org.uk/nas/jsp/polopoly.jsp?d=128&a=8521&view=print

Souders MC, DePaul D, Freeman KG et al. Caring for chiidren and adolescents with autism
who require challenging procedures. Pediatric Nursing. 2002;28:555-562.

Liss M, et al. Predictors and Correlates of Adaptative Functioning in Children with Deve-
lopmental Disorders. Journal of Autism and De<¢lopmental Disorders. 2001;31:219-230.

Charlop-Christy MH, Carpenter M, Le L et al. Using the picture exchange communication
system (PECS) with children with autisti: assessment of PECS acquisition, speech, social-
communication behavior, and problem behavior. J] Appl Behav Anal. 2002;35:213-231.

Bebko JM, Perry A, Bryson S. Multiple method validation study of facilitated communica-
tion: II. Individual differencesand subgroup results. J Autism Dev Disord. 1996;26:42.

Pilebro C, Bickman B. Teuching oral hygiene to children with autism. International Journal
of Paediatric Dentristty. 2005;15:1-9.

Schlosser RW, Liee DL. Promoting generalization and maintenance in augmentative and
alternative comimunication: a meta-analysis of 20 years of effectiveness research. AAC:
Augmentative and Alternative Communication. 2000;16:208-226.

Schlasser RW, Wendt O. Effects of Aumentative and Alternative Communication In-
tervention on Speech Producction in Children with Autism: A Systematic Review. American
Journal of Speech-Language Pathology. 2008;17:212-230.

Richdale A. Sleep problems in autism: prevalence, cause, and intervention. Dev Med Child
Neurol. 1999;41:60-66.

Williams PG, Sears LL, Allard A. Sleep problems in children with autism. J Sleep Res.
2004;265-268.

Johnson KL, Malow BA. Sleep in children with autism spectrum disorders. Current
Neurology and Neuroscience Reports. 2008;8:155-161.

Lopez-Wagner MC, Hoffman CD, Sweeney DP et al. Sleep problems of parents of typically
developing children and parents of children with autism. The Journal of Genetic Psychology.

180 CLINICAL PRACTICE GUIDELINE FOR THE MANAGEMENT OF PATIENTS WITH AUTISM SPECTRUM DISORDERS IN PRIMARY CARE



246.

247.

248.

249.

250.

251.

252.

253.

254.

255.

256.

257.

258.

259.

2008;169:245-259.

Black C, Kaye JA, Jick H. Relation of childhood gastrointestinal disorders to autism: Nested
case-control study using data from the UK general practice research database. Br Med J.
2002;325:419-421.

Schreck KA, Williams K, Smith AF. A comparison of eating behavior between children with
and without autism. J Autism Dev Disord. 2004;2004:4-433.

Kodak T, Piazza CC. Assessment and behavioral treatment of feeding and sleeping dis-
orders in children with autism spectrum disorders. Child Adolesc Psychiatr Clin N Am.
2008;17:887-905.

Lockner DW, Crowe TK, Skipper BJ. Dietary intake and parent’s perception of racaltime
behavior in preschool-age children with autism spectrum disorder and in typically develop-
ing children. J Am Diet Assoc. 2008;108:1360-1363.

Valicenti-McDermott M, McVicar K, Cohen H et al. Gastrointestinal ‘Symptoms in chil-
dren with an autism spectrum disorder and language regression. #ediatric Neurology.
2008;39:392-398.

Smith RA, Farnworth H, Wright B et al. Are there more bowei symptoms in children with
autism compared to normal children and children with other’developmental and neurological
disorders?: A case control study. Autism. 2009;13:343,355.

Molloy CA, Manning-Courtney P. Prevalence of chironic gastrointestinal symptoms in chil-
dren with autism and autistic spectrum disorders. Autism. 2003;7:165-171.

Williams KW, Wray JJ, Wheeler DM. Sectetina intravenosa para el trastorno del espectro
autista (Revisién Cochrane traducida)! En: La Biblioteca Cochrane Plus, 2008 Nidmero 2.
Oxford: Update Software Ltd. Disperible en: http://www.update-software.com. (Traducida
de The Cochrane Library, 2008 Issue 2. Chichester, UK: John Wiley & Sons, Ltd.). 2005.

Nye C, Brice A. Tratamients,combinado con vitamina B6 y magnesio para el trastorno del
espectro autista (RevisiénCochrane traducida). En: La Biblioteca Cochrane Plus, 2008
Numero 2. Oxford: Update Software Ltd. Disponible en: http://www.update-software.com.
(Traducida de The-Cochrane Library, 2008 Issue 2. Chichester, UK: John Wiley & Sons,
Ltd.). 2005.

Bolman WN4, Richmond JA. A double-blind, placebo-controlled, crossover pilot trial or low
dose dimethylglycine in patients with autistic disorder. J Autism Dev Disord. 1999;29:191-
194,

Kern JK, Miller VS, Cauller PL et al. Effectiveness of N, N-dimethylglycine in autism and
pervasive developmental disorder. J Child Neurol. 2001;16:169-173.

Bent S, Bertoglio K, Hendren RL. Omega-3 fatty acids for autistic spectrum disorders: a
systematic review. J Autism Dev Disord. 2009;39:1145-1154.

Sinha Y, Silove N, Wheeler D et al. Entrenamiento en integracién auditiva y otros tratami-
entos acusticos para trastornos del espectro autista (Revision Cochrane traducida). En:
La Biblioteca Cochrane Plus, 2008 Numero 4. Oxford: Update Software Ltd. Disponible
en: http://www.update-software.com. (Traducida de The Cochrane Library, 2008 Issue 3.
Chichester, UK: John Wiley & Sons, Ltd.). 2008.

Agence d’évaluation des technologies et des modes d’intervention en santé (AETMIS). The

CLINICAL PRACTICE GUIDELINES IN THE SPANISH NHS 181



260.

261.

262.
263.

264.

265.

266.

role of hyperbaric oxygen therapy in the management of autism: Summary. Report prepared
for AETMIS by Khalil Mogadem and Gilles Pineau. Montréal: AETMIS, 2007 (AETMIS
07-11).

Niederhofer H, Staffen W, Mair A. Inmunoglobulins as an alternative strategy of psi-
chopharmacological treatment of children with autistic disorder. Neuropsychopharmacology.
2003;28:1014-1015.

Levy SE, Hyman S. Novel Treatment for autistic spectrum disorders. Mental Retardation
and Developmental Disabilities Research Reviews. 2005;11:131-142.

Mitka M. Chelation Therapy Trials Halted. JAMA. 2008;300:2236.

Baxter AJ, Krenzelok EP. Pediatric fatality secondary to EDTA chelation. Clinicai ioxicol-
ogy. 2008;46:1083-1084.

Levy SE, Hyman SL. Use of complementary and alternative treatments-for children with
autistic spectrum disorders is increasing. Pediatric Annals. 2003;32:685/691.

Scottish Intercollegiate Guidelines Network. A guideline developers”handbook (Publication
n° 50) [monografia en Internet]. Edinburgh: SIGN: 2001. Scottish intercollegiate Guidelines
Network 2004 [cited 2007 Dec 10];Available from: URL: http://www. sign.ac.uk/guidelines/
fulltext/50/index.html.

National Institute for Clinical Excellence. The guidelinies manual.[monografia en Internet].
London: NICE: 2004. National Institute for Clinical Excellence 2007 April 13 [cited 2008
May 15];Available from: URL: http://www.nice org.uk/page.aspx?0=422950.

182 CLINICAL PRACTICE GUIDELINE FOR THE MANAGEMENT OF PATIENTS WITH AUTISM SPECTRUM DISORDERS IN PRIMARY CARE






ISBN 84-613-3370-5

il

88461333707
PVP: 10 €

MINISTERIO
DE CIENCIA
[ EINNOVACION

MINISTERIO
P DE SANIDAD
[ Y POLITICA SOCIAL




