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Learning objectives 

• Understand the recommendation for screening for autism 

spectrum disorders 

• Become familiar with Mchat screening tool 

• Understand the needed investigations 

• Understand the management plan



References 

• Nelson textbook of paediatrics 

• Paediatrics in review 2014;35(2):62-78



Brief introduction 



Autism 
spectrum 
disorder 

Common 
condition

All regions , 
all races 

Males more 
commonly 
affected ( 
M:F=1:4)

1 :58 
children 



Autism spectrum disorder :biologically 
based neurodevelopmental disorder

• characterized by impairments in two major domains:

1) deficits in social communication and social interaction

2) restricted repetitive patterns of behavior, interests, and activities



TERMINOLOG
Y

DSM-5

1) persistent deficits in social communication and 
interaction (eg, deficits in social reciprocity; nonverbal 
communicative behaviors; and skills in developing, 
maintaining, and understanding relationships) 

2) restricted, repetitive patterns of behavior, interests, or 
activities

The symptoms must be present in early development, 
but may not become manifest until social demands 
exceed limited capacities thus precluding the previous 
criteria of symptoms before a specified age cutoff



Clinical picture  
Delay from the early months (50%) or regression (50%)

9-10 months 
Decrease crying , 
feeding , motor 

activity 

Delayed language 
development 

No appropriate 
response to noises ( 

axaggerated or 
decreased )

Motor milestones : 
often normal

Some remain normal 
until 18-24 months of 
age then lose social 

and language 
milestones 



• Fascinated with a particular toy 

• Stereotypic behavior or gesture

• Movements: flapping the hands and arms, 

• Head banging rhythmic movements , 

rocking from the pelvis 

• Better verbal than non verbal skills 

• Echolalia 

• Expressive and comprehensive problems 



• Protodeclarative pointing

• Protodeclarative pointing is the use of the index finger to 

indicate an item of interest to another person.

• The absence of protodeclarative pointing is predictive of the 

later diagnosis of autism. 

• Screening questions include "Does your child ever use his/her 

index finger to point, to indicate interest in something?" 



• Environmental stimuli

• Parents report unusual responses to environmental stimuli, including 
excessive reaction or an unexpected lack of reaction to sensory 
input. 

• Children with autistic disorder may also display exaggerated 
responses or rage to everyday sensory stimuli, such as bright lights



• Social interactions
• Separation from parents may elicit a lack of appropriate eye contact

• Absence of typical responses to pain and physical injury. 

• Rather than crying and running to a parent when cut or bruised, the 
child may display no change in behavior.



• Difficulties in social interactions are common.

• Problems making friends 

• show attachments to objects not normally predicted to be child 

oriented.



• Speech abnormalities are common

• language delays and deviations. 

• Pronominal reversals are common, including saying "you"

instead of "I."



• Play

• Absence of symbolic play in infants and 

toddlers is highly predictive of the later 

diagnosis of autism. 

• Odd play : interest in parts of objects 

instead of functional uses of the whole 

object. 



• Spinning a wheel of a car 

• Enjoy repeatedly lining up or dropping 
objects from a particular height.

• fascinated with items that are not typical 
toys, such as pieces of string. 

• They may spend hours watching traffic 
lights, fans, and running water.



Self-injurious behaviors: 
in minority of patients 

• Skin picking

• Self biting

• Head punching and slapping 

• Head-to-object and body-to-object banging; 
body punching and slapping

• Poking the eye, the anus, and other body 
parts

• Lip chewing; removal of hair and nails; and 
teeth banging. 





Case study :Salma 

• Salma is an 18 month  old child who presented to you for 

routine check up 

• Because you are aware of the importance of routine 

screening for autism at the age of 18 months , you are  going 

to screen Salma   for autism 



Screening for autism 

• All children : at 18 and 24 months=screened for autism



Why is screening for autism important ?



The earlier the 
identification 

The earlier the referral 
for rehabilitation 

The better the outcome 



What screening tool are you going to use 





M-CHAT Scoring Instructions

A child fails the checklist when 2 or more critical items are failed OR 

when any three items are failed.

Bold capitalized items are CRITICAL items.

Not all children who fail the checklist will meet criteria for a 

diagnosis on the autism spectrum.

children who fail the checklist should be evaluated in more depth by 

the physician or referred for a developmental evaluation with a 

specialist.



Critical :2,7,9,13,14,15 



• M chat  screen : translated to many language including Arabic 







• On M chat screen , Salma does not use her index finger to  

point  to indicate interest , she does not pretend in playing 

she does not imitate her parents , and she does not speak 

any word 

• What do the above results indicate ?

• What is you next step ?



Score of failed answers is 4 

Bring Salma for follow 
up evaluation 

Elaborate more on the 
failed questions 





M-CHAT-R Scoring Instructions

• use this list of failed responses to compare the parents’ responses on the screener.

• The child receives one point for each failed response.

• A child demonstrates Medium-Risk for ASD if the total score is 3-7, and a Follow-Up 
Interview should be performed. 

• If a child’s total score is 8-20 points they are at High-Risk for ASD and a Follow-Up 
Interview can be performed to gain clarity on at-risk responses or you can skip this 
step and refer the child for a diagnostic evaluation and early intervention services

• . A total score of 0-2 means the child passed the screener and surveillance should 
continue at all subsequent health supervision visits.



• Salma  came for a follow up evaluation and the Mchat screen 

again showed that Salma is failing in 4 items 

• What is your next step after screening ?



Salama needs to be Referred   for  
further diagnostic evaluation ( ADOS)

Needs examination: look for 
dysmorphic features , skin 

Co occurring conditions

investigation for possible underlying 
aetiology 





Fragile X

PKU 

Tuberous 

sclerosis 



Neurofibromatosis 1 

Angelman syndrome 

Down syndrome 



Co-occurring 
Diagnoses

Intellectual disability :in  50% of cases 

Medical problems:sleep disorders, constipation, and irritability

Anxiety and phobia

ADHD

disruptive behaviors

Obsessive compulsive disorder 

Depression 

Bipolar disorders 



• The general and neurological examination for Salma are 

normal 

• What investigations will  you order ?



Investigation 
for possible 
underlying 
aetiology 

Hearing test : auditory evoked potentials 

High resolution microarray : to rule out 
chromosomal abnormality 

FMR1 gene :to rule out fragile x 

Consider metabolic work up especially if not 
done in neonatal period as neonatal screen 

Consider whole exome sequencing or whole 
genome sequencing 



• MRI brain : not routinely indicated 

• EEG : not routinely indicated , only if seizures 





What is your treatment plan for Salma   ?



Treatment 

There's no cure for autism, and there's no "one-size-fits-
all" treatment

Behavioral and communication therapies : ABA

Drug therapies : for associated conditions 

Complementary and alternative therapies: needs to 
be discussed with parents 

Needs prolonged and skilled effort 



• The mother is asking you about complementary therapy what 

are you going to answer her ?



Complementary and alternative therapies

• Lack of evidence 

• Some cause harm

• Discuss with parents : dietary changes (gluten free), 

vitamins, chelation, hyperbaric oxygen , etc ..



• The mother is worried about vaccination 

What are you going to answer  her ? 



No evidence of correlation 
between autism and vaccine 

Salma needs to take all her 
vaccines 



• Salama’s mother is asking you about the severtity of salma’s

conditions 

• What are you going to answer her ?





• The mother is asking you about the prognosis of Salma’s 

condition 

• What will you answer her ?



Evolution+ prognosis 

• Continue to develop albeit at a slower rate than expected and 

do not deteriorate 

• Intelligence quotient of the individual is highly correlated with 

the prognosis



• Low-functioning patients : never live independently( need 
home or residential care for the rest of their lives)

• High-functioning patients : live independently, hold jobs 
successfully, and even marry and have children.

• High-functioning individuals with autistic disorder are similar 
to people with Asperger syndrome



Factors that have been associated with positive 
outcomes

• Presence of joint attention

• Functional play skills

• Higher cognitive abilities

• Decreased severity of autism symptoms

• Early identification

• Involvement in intervention

• A move toward inclusion with typical peers



Factors associated with less favorable 
outcomes 

• Lack of joint attention by four years of age

• Lack of functional speech by five years of age

• IQ <70

• Seizures or other comorbid medical or neurodevelopmental

conditions

• Severe autism symptoms



• The mother asks you about the recurrence risk in future 

pregnancy 

• What are you going to answer her ?



• Risk of recurrence depends on underlying aetiology ( if 

identified ) 

• Identification rate of an underlying aetiology is 5-20 % 

• In general ( if no aetiology could be identified  ) :the risk of 

recurrence  is up to 25 %



End of case 3 


