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Autism Screening and 
Diagnosis: A Primer for 
Primary Care Providers
P a t r i c k  S h e a  M D
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Objectives

• Examine rationale for and importance of developmental screening

• Review DSM V Criteria for Autism Spectrum Disorder (ASD)

• Feel comfortable with administration and scoring of M-CHAT as a 
universal screening tool

• Learn more about identification of developmental “red flags” that 
indicate a need for further screening in different age groups

• Understand medical work-up possibilities and relative yield thereof 
after an Autism diagnosis is made

• Learn about basics of treatment interventions for ASD

• Understand basics of California and Federal law that govern referral 
for services

• Learn about special considerations in providing ongoing primary care 
to this population

2
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Disclosures
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• I have none concerning financial interests of any kind

• I do have a significant personal interest in this population of 
kids and their families that led to my clinical interest- In 2002 
my aunt and uncle adopted their (then infant) son from Russia 
who has a developmental disability. He’s an awesome kid 
(now in high school) who ignited my interest in the 
developmental disabilities population and I haven’t looked 
back since..
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Developmental Surveillance
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• An “ideal world” definition: A flexible, continuous process whereby 
knowledgeable professionals perform skilled observations of children 
during the provision of health care. The components of developmental 
surveillance include eliciting and attending to parental concerns, 
obtaining a relevant developmental history, making accurate and 
informative observations of children, and sharing opinions and 
concerns with other relevant professionals.

• Something to strive for! 
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The case for universal screening…
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• Children with Autism who develop language and symbolic play before 
age 5 have better prognoses

• Early intervention focuses on these areas, and thus Early Intervention 
(EI) services lead to better prognosis

• Families report high levels of distress that increase with the time lag 
between first parental concern about a child’s development and 
definitive diagnosis

• Children who receive EI are more likely to develop communication 
skills and less likely to develop out-of-control behaviors related to 
preference rigidity

• Some evidence of “diminishing returns” with behavioral intervention 
as children get older
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Diagnostic challenges in toddlers
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• In the pre-MCHAT days, ASD was thought difficult to detect in those 
under 3 for a variety of reasons.

• Social and language deficits were often not detected/appreciated until 
pre-K or Kindergarten put the child in an environment full of peers

• Autism was thought to have a lower incidence than it does and so 
people (including professionals) had a low index of suspicion

• Motor milestones are usually unaffected in Autism, particularly if 
intellectual functioning is normal or mildly impaired. Motor 
development is more obvious both subjectively and objectively.

• Children under 3 rarely display perseveration, unusual interests, or 
extreme resistance to change. 

• For these and other reasons, the average age of first parental 
concern about development was 15 months while the age of 
definitive diagnosis was 27 months, a full year later.

• No services until definitive diagnosis meant often treatment was 
delayed even later….
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DSM V Criterion A
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Persistent deficits in social communication and social interaction 
across multiple contexts, as manifested by the following, currently 
or by history (examples are illustrative, not exhaustive, see text):

• 1.       Deficits in social-emotional reciprocity, ranging, for example, 
from abnormal social approach and failure of normal back-and-forth 
conversation; to reduced sharing of interests, emotions, or affect; to 
failure to initiate or respond to social interactions.

• 2.       Deficits in nonverbal communicative behaviors used for social 
interaction, ranging, for example, from poorly integrated verbal and 
nonverbal communication; to abnormalities in eye contact and body 
language or deficits in understanding and use of gestures; to a total 
lack of facial expressions and nonverbal communication.

• 3.       Deficits in developing, maintaining, and understanding 
relationships, ranging, for example, from difficulties adjusting behavior 
to suit various social contexts; to difficulties in  sharing imaginative 
play or in making friends; to absence of interest in peers.
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DSM V Criterion B
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• Restricted, repetitive patterns of behavior, interests, or activities, 
as manifested by at least two of the following, currently or by 
history (examples are illustrative, not exhaustive; see text):

• 1.       Stereotyped or repetitive motor movements, use of objects, or 
speech (e.g., simple motor stereotypies, lining up toys or flipping 
objects, echolalia, idiosyncratic phrases).

• 2.       Insistence on sameness, inflexible adherence to routines, or 
ritualized patterns or verbal nonverbal behavior (e.g., extreme distress 
at small changes, difficulties with transitions, rigid thinking patterns, 
greeting rituals, need to take same route or eat food every day).

• 3.       Highly restricted, fixated interests that are abnormal in intensity 
or focus (e.g, strong attachment to or preoccupation with unusual 
objects, excessively circumscribed or perseverative interest).

• 4.       Hyper- or hyporeactivity to sensory input or unusual interests in 
sensory aspects of the environment (e.g., apparent indifference to 
pain/temperature, adverse response to specific sounds or textures, 
excessive smelling or touching of objects, visual fascination with lights 
or movement).
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DSM V Remaining criteria
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• C. Symptoms must be present in the early developmental period (but 
may not become fully manifest until social demands exceed limited 
capacities or may be masked by learned strategies in later life).

• D. Symptoms cause clinically significant impairment in social, 
occupational, or other important areas of current functioning.

• E. These disturbances are not better explained by intellectual 
disability (intellectual developmental disorder) or global developmental 
delay. Intellectual disability and autism spectrum disorder frequently 
co-occur; to make comorbid diagnoses of autism spectrum disorder 
and intellectual disability, social communication should be below that 
expected for general developmental level.
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Modified Checklist for Autism in Toddlers
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M-CHAT Question specifics
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Please answer these questions about your child. Keep in mind 
how your child usually behaves. If you have seen your child do 
the behavior a few times, but he or she does not usually do it, 
then please answer no. Please circle yes or no for every 
question. Thank you very much.

1. If you point at something across the room, does your child 
look at it? (FOR EXAMPLE, if you point at a toy or an animal, 
does your child look at the toy or animal?)  

2. Have you ever wondered if your child might be deaf? 

3. Does your child play pretend or make-believe? (FOR 
EXAMPLE, pretend to drink from an empty cup, pretend to talk 
on a phone, or pretend to feed a doll or stuffed animal?)

4. Does your child like climbing on things? (FOR EXAMPLE, 
furniture, playground equipment, or stairs)

5. Does your child make unusual finger movements near his or 
her eyes? (FOR EXAMPLE, does your child wiggle his or her 
fingers close to his or her eyes?)
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Continued…
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6. Does your child point with one finger to ask for something or to get help? (FOR EXAMPLE, 
pointing to a snack or toy that is out of reach)
7. Does your child point with one finger to show you something interesting? (FOR EXAMPLE, 
pointing to an airplane in the sky or a big truck in the road)
8. Is your child interested in other children? (FOR EXAMPLE, does your child watch other 
children, smile at them, or go to them?)
9. Does your child show you things by bringing them to you or holding them up for you to see –
not to get help, but just to share? (FOR EXAMPLE, showing you a flower, a stuffed animal, or a 
toy truck)
10. Does your child respond when you call his or her name? (FOR EXAMPLE, does he or she 
look up, talk or babble, or stop what he or she is doing when you call his or her name?)
11. When you smile at your child, does he or she smile back at you? Yes No
12. Does your child get upset by everyday noises? (FOR EXAMPLE, does your child scream or 
cry to noise such as a vacuum cleaner or loud music?)
13. Does your child walk? Yes No
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Continued…
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14. Does your child look you in the eye when you are talking to him or her, playing with him or her, 
or dressing him or her? 
15. Does your child try to copy what you do? (FOR EXAMPLE, wave bye-bye, clap, or make a 
funny noise when you do) 
16. If you turn your head to look at something, does your child look around to see what you are 
looking at? 
17. Does your child try to get you to watch him or her? (FOR EXAMPLE, does your child look at 
you for praise, or say “look” or “watch me”?) 
18. Does your child understand when you tell him or her to do something? (FOR EXAMPLE, if you 
don’t point, can your child understand “put the book on the chair” or “bring me the blanket”?) 
19. If something new happens, does your child look at your face to see how you feel about it?  
(FOR EXAMPLE, if he or she hears a strange or funny noise, or sees a new toy, will he or she 
look at your face?) 
20. Does your child like movement activities? (FOR EXAMPLE, being swung or bounced on your 
knee)
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Scoring the M-CHAT
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• Score 0-2: LOW risk group. If ~18 months, screen once more at or 
after 2nd birthday. If 24 months, no further follow-up needed (other 
than ongoing routine surveillance)

• Score 3-7: MEDIUM risk group. Administer detailed follow-up 
question algorithm (as in examples here). If score drops to 2 or 
below proceed as with low risk. If score remains 3 or higher, refer for 
early intervention and diagnostic testing. 

• Score 8+: HIGH risk. No need for follow-up algorithm; proceed to 
referral process for diagnostic testing and early intervention. 
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M-CHAT Validity
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• Sensitivity: 96%

• Specificity: 95%

• Negative predictive value is 99.9%

• Positive predictive value varies by score and follow-up but is above 
50% for ASD and 94% for “any developmental diagnosis”

• Statistics from MCHAT R/F validity study, Pediatrics 2014. 
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What about children over 2 years of age? 
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• May be missed for any number of reasons…
• New to your practice
• Recent transplants without prior access to care, services, or both
• More subtle presentations, particularly with normal intellectual 

functioning
• Often children living SES disadvantages aren’t “seen” by community 

systems as frequently after 24 months, since immunization schedule 
slows down and they aren’t starting school yet. 

• In very rural or communal-living communities, access to care may 
have been very difficult. 
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Seeing the red flags in older youngsters
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• Stereotypic, repetitive movements: Body-rocking, hand-flapping, finger-waving, etc. 

• Limited or inappropriate emotional expression, lack of typical smiling/exuberance

• Poor eye contact

• Strong preference for solitude/disinterest in peers, poor social skills for age

• Poorer than expected speech intelligibility

• Temper outbursts that are out of proportion to stimuli and last for excessive amounts of time

• Insomnia and sleep problems

• Little drive for parental attention or approval

• Unusual rigid interest to exclusion of other activities/conversation topics. (Trains, vacuums, etc)

• Great difficulty with routine transitions

• Great difficulty with changes in routine or novel situations
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Next steps

21

• Referral for definitive diagnosis (Regional center, others)

• Crucial in kids TK/K or older to work with the school system (“Local Educational 
Agency”) to help them obtain psychoeducational testing, accommodations, IEP

• Work with insurer to obtain ABA if appropriate

• Always helpful to learn about community resources (e.g. social skills groups) 
and national groups to refer parents to

• If the child is school-aged, the legal onus is on the school district to provide 
necessary services and accommodation in that environment (Free appropriate 
public education). Advocacy is critical…

• Medical work-up as appropriate
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Testing after Autism Spectrum Disorder diagnosis
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• Genetic testing in children with autism, specifically high-resolution chromosome studies (karyotype) and DNA analysis for 
Fragile X, should be performed in the presence of intellectual disability (or if intellectual disability cannot be excluded), if there is 
a family history of Fragile X or undiagnosed intellectual disability, or if dysmorphic features are present. However, there is little 
likelihood of positive karyotype or Fragile X testing in the presence of high-functioning autism.

• Selective metabolic testing should be initiated by the presence of suggestive clinical and physical findings such as the following: 
evidence of lethargy, cyclic vomiting, or early seizures; presence of dysmorphic or coarse features; evidence of intellectual
disability cannot be ruled out; or if occurrence or adequacy of newborn screening is questionable.

• There is inadequate evidence to recommend an electroencephalogram study in all individuals with autism. Indications for an 
adequate sleep-deprived electroencephalogram with appropriate sampling of slow wave sleep include clinical seizures or 
suspicion of subclinical seizures and a history of regression (clinically significant loss of social and communicative function) at 
any age, but especially in toddlers and preschoolers.

• Recording of event-related potentials and magnetoencephalography are research tools at the present time, without evidence of 
routine clinical utility.

• There is no clinical evidence to support the role of routine clinical neuroimaging in the diagnostic evaluation of autism, even in 
the presence of megalencephaly.

• There is inadequate supporting evidence for hair analysis, celiac antibodies, allergy testing (particularly food allergies for gluten, 
casein, Candida, and other molds), immunologic or neurochemical abnormalities, micronutrients such as vitamin levels, 
intestinal permeability studies, stool analysis, urinary peptides, mitochondrial disorders (including lactate and pyruvate), thyroid 
function tests, or erythrocyte glutathione peroxidase studies.
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What happens after referral for services? 
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• The “ideal world” model vs the “real world” model

• If the patient is able to be evaluated by a regional center and qualifies for services, they will be 
assigned a case manager who will help coordinate their care services

• Applied behavior analysis (ABA) is arguably the most important intervention for most kids…it 
is now managed by insurers (MediCal and private) rather than contracted out directly by 
regional centers.

• If an individual has an accepted diagnosis of Autism, you can write a prescription for ABA, 
irrespective of regional center involvement. 

• Unfortunately, the onus is often on the family to find a provider who takes their insurance to “fill” 
the prescription, but some health plans do have care managers who may be able to assist. 

• Speech therapy is also crucial especially in younger children. Regional centers and EI 
programs often can refer for this, but there are not enough providers. After age 3, speech 
therapy services are administered by the local educational agency.
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Regional center potential services (per California DDS)
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• Diagnostic evaluation- To determine eligibility and construct a service plan which will determine what 
services the patient may qualify for and obtain. 

• Service coordination (e.g. case management)

• Assistive technology (Proloquo, e.g)

• Audiology

• Family training/counseling, home visits

• Occupational therapy

• Physical therapy

• Occupational therapy

• Respite 

• Speech and language pathology services

• Transportation and transportation reimbursement
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The picture can't be displayed.
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Lanterman Developmental Disabilities Act (1973)
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• This is a California law that established the regional center system 
and establishes eligibility for services. 

• Services are also funded for children under 3 by IDEA part C (A 
federal law, finalized in current form in 1990). IDEA part C provides 
federal guarantee of early intervention services to all US children 
who qualify. 

• Eligibility: Intellectual disability (ID), Autism, Epilepsy, Cerebral palsy, 
or “other conditions similar to ID that require similar treatment”. 
Onset must be before age 18, the condition must be “significantly 
handicapping” and “expected to continue indefinitely”
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What happens upon referral to a regional center?
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• They will conduct their own evaluation, usually by a developmental psychologist 
to establish whether a child meets “Lanterman criteria” to qualify for a given 
diagnosis. With respect to ASD, criteria are essentially designed on the DSM 
criteria. 

• If the individual is found to qualify, they will be assigned a case manager and an 
Individual Family service plan (IFSP) will be designed for the child. 

• The IFSP may include any of the services previously listed (Respite, OT, 
Speech, in-home services, etc. As previously noted, ABA is no longer managed 
directly by regional centers. 

• Again some of the services become shifted to the LEA when a child turns 3 and 
starts preschool. Governance here comes under IDEA. 
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Primary care considerations for children with or at risk for 
ASD

28

• Approach the family in a sensitive, family-centered manner and recall that the suggestion of a 
serious developmental disorder is highly distressing for parents. 

• Parents consistently report in qualitative research study that peak stress occurs before and 
while trying to secure a diagnosis for the affected child. 

• Parents report that stress actually remits to an extent if they are able to have clarity on the 
nature of the child’s diagnosis and have some idea of what to expect. 

• The more familiar you are with family support services, parent support networks, and 
local/regional/national advocacy groups, the better. 

• “Show the map” to the family as best as you are able while making referrals and starting them 
on the pathway to definitive diagnosis and treatment. 

• View subsequent WCC visits through the lens of the individual’s developmental goals given the 
extent and nature of his or her disability. 

• Check in with the family on what their goals are in different domains for the child (speech, social, 
educational, others). Are they receiving services they need? Help advocate when necessary. 
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The “quick and dirty” guide to common psychiatric 
problems in ASD patients
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• The 4 most ubiquitous problems in this population are sleep, 
aggression (including self-harm), anxiety, and compulsive 
perseverative behavior that interferes with adaptive learning and 
behavior. 

• Insomnia: Prioritize this first. It is highly unlikely that you will be 
able to help a child who is very sleep deprived achieve behavioral 
stability as long as they are not getting adequate sleep. 

• If you are able to help the child sleep adequately, you may see 
relative remission of other symptoms to such an extent that you will 
not have to treat them separately with other psychotropics. 



Click to edit Master title style

30

Insomnia
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• Start with melatonin first. Some children on the Autism spectrum will not respond to typical 
doses (1-5 mg) but will respond to higher doses up to 9-10 mg qhs. It’s worth a shot. 

• If melatonin is unhelpful or inadequate, I typically try clonidine next. It has a good track record of 
safety in young children. It’s very helpful for sleep onset, but remember that its short half-life 
may mean that it only keeps the child asleep for 4-6 hours (or even less). 

• For some children, clonidine will help them initiate sleep while melatonin will help them stay 
asleep. 

• If these do not work, generally will want to refer. May try doxepin in select cases (low doses of 3-
10 mg qhs)

• In general, avoid trazodone as it has not been studied (and isn’t approved) for children. 
Remember also the priapism risk in more severely disabled males. 

• In general, avoid any other hypnotics, and do not use antipsychotics as hypnotics – When in 
doubt, refer. 
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Agitation, Aggression, and self-harm
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• Important to understand the behavioral context. What are the ABC’s? 

• Trigger avoidance if possible, ease transitions. Outbursts are frequently triggered by sudden 
transitions or attempts to interrupt perseverative and/or self-stimulating behaviors. 

• Remember that agitation that seems to occur acutely (particularly without clear triggers) should 
prompt a medical work-up for causes of pain or discomfort. 

• Important to distinguish self-harm due to agitation from self-harm that is part of a sensory self-
stimulation behavior. Many children with Autism process pain differently from Neurotypical 
individuals. 

• If agitation and aggression are persistent and interfering with quality of life, Risperidone is an 
FDA-approved medication for “irritability related to Autism”. Start low and go slow! 0.25-0.5 mg 
qhs or b.i.d. If you need to go higher than that, strongly consider referral. 

• Remember the antipsychotic monitoring protocol: CMP, lipids, HbA1c. I do not routinely check 
prolactin unless there is a clinical reason (gynecomastia or galactorrhea). 
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Anxiety
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• Very common in the ASD population and can be quite impairing

• More likely to present as a generalized “free-floating anxiety” without the specific foci that are 
usually seen in neurotypical children. 

• Often a “high need to know what will happen next” can lead to crippling anxiety. 

• Try to ameliorate this with rigid routines and picture schedules where possible. 

• Again, ease transitions and give a lot of notice over and over about any disruption the routine 
that can be foreseen. 

• If pharmacological treatment is necessary, extremely low doses of SSRI can be helpful. 

• I use sertraline 20 mg/mL liquid because the dose can be tightly titrated and it is less activating 
than fluoxetine. Children with ASD are more sensitive to activation with SSRI’s

• Sertraline titration: 6 mg, 8 mg, 10 mg, 15 mg, 20 mg to effect. Often see a cross-benefit with 
sleep if severe anxiety is part of the cause of insomnia. 
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Perseverative behaviors, rituals, and “OCD”
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• Many children with Autism engage in perseverative repetitive rituals of behavior.

• The perseverative ritual behavior frequently interferes with functioning and as the individual 
repeats the behavior over and over, can frequently “ramp up” to agitation

• This phenomenon is often incorrectly diagnosed as an “Obsessive-Compulsive disorder” though 
its nature and genesis is different. 

• The mainstay of treatment for this problem is behavioral in nature- ABA. 

• In general, do not attempt to target this issue directly with medications. While some children do 
have severe behavioral rituals that are accompanied by truly significant Axis 1 mood 
disturbance (Bipolar cycling, extreme anxiety, etc) the definitive diagnosis and pharmacologic 
management of these issues is best left to subspecialists. 

• Given the propensity of ASD children to become activated with SSRI’s it is best to avoid high 
dose SSRI’s despite the fact that high dose SSRI’s are the preferred first-line treatment for 
traditional OCD. 
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Helpful resources
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• Autism speaks www.autismspeaks.org

• Central Valley Regional Center: www.cvrc.org (559) 276-4480

• M-CHAT online (Revised with follow-up): https://m-chat.org/en-us/

• GRAND Central Valley- Growing Resources for Autism and Neurodevelopmental Disabilities 
www.facebook.com/grandcentralvalley

• Exceptional Parents Unlimited: www.epuchildren.org

• CA Department of Developmental services best practices guidelines: 
https://www.dds.ca.gov/Autism/Home.cfm

• SJV NDD Collaborative resource list 
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Questions?/Thank you!/Lunch Time!

35


