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Objectives

• Describe the recommended work up for children diagnosed with 
autism spectrum disorder 

• Describe when a child diagnosed with autism needs an MRI of the 
Brain 

• List the core therapies that are recommended a child receive when 
diagnosed with autism spectrum disorder 



Physical 
Health
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Behavioral 

Health

Family 
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Success



ADOS – 2
Normed 

down to age 
12 months







Poorly Understood
Rare variants appear causally related
No pathologic variant accounts for >1%
No specific mutation is unique to ASD



Chromosomal Microarray 
dup/del – alter fxn of gene 
5.4-14% pathogenic & 17-42% VUCS

Whole Exome Sequencing
Single nucleotide variants – loss of fxn mutation and missense mutation  
Dx yield of 8-20% in those with ASD 



Metabolic Testing – Low Yield
Atypical regression (> 2 yr)
Motor regression or Multiple regressions
FHx – Early Childhood Death or Metabolic d/o
PE – Significant Hypotonia, Dysmorphic Features
Visual or Hearing Impairment 

Fasting Amino Acids
Urine Organic Acids
Acylcarnitine Metabolite



FXS most common cause of 
inherited ID

FXS is most common known 
single-gene disorder in ASD 
cases

2-3% of all children with ASD 
have FXS

25-33% of FXS patients have 
ASD



Down Syndrome

Up to 40% of children 
with DS have ASD 



Rett Syndrome: Typical Development until 6-18 mo of age when see 
missed milestones or regression  



PTEN is most 
frequently 
mutated tumor 
suppressor 
genes in human 
cancer



Neurofibromatosis

ADHD
LD Read / Math
Fine / Gross Motor
Plexiform Neurofibroma
Optic Nerve Glioma 
HTN 
Scoliosis 
Seizures 
Congenital Heart Defect



Tuberous Sclerosis

Retinal hamartoma



Muscular Dystrophy
Not walking16-18 mo
Toe Walking Calf Hypertrophy 
Weakness – Prox > Distal
Hypotonia
Muscle pain or cramp

TEST – Creatine Kinase 



CMA – dup/del – alter fxn of gene (5.4-14% pathogenic & 17-42% VUCS)
FRX – boys and girls (FHx of Male with ID) 
MECP2 – female – deceleration in head growth velocity, midline hand mvmt
PTEN – macrocephaly (pigmented macules on penis)
Creatine Kinase and TSH – motor delay or hypotonia 



NO SCREENING EEG
Atypical Regression, History, or 

Neuro Exam



NO SCREENING MRI
Incidental findings are common
No etiologic information or intervention
Atypical regression, Seizures, Neuro Exam, Macro or Micro Cephalic  



50% of 1,218 4-10 yr with ASD elope
~50% Called police
~2/3  Risk for traffic-related injury
~1/3  Near drowning  



Enjoy Running
Desired Location
Pursue Intense Interest
Escape from Situation / Sensation



Prevention
Deadbolt
Fence
GPS 
ID bracelet
Alert Neighbor 
Alert LE
Teach Safety Skill





More intense ABA therapy associated 
with optimal developmental outcome









• 1975 Federal Law 
• US DOE 
• States receiving federal 
funds – all states and 
territories

• Civil Rights statute
• Funding Statute







https://www.parentcenterhub.org/



What is in the IEP 

• Child’s present level of academic and functional performance
• Annual Education Goals – Plan to Track Progress
• Related Services 
• Timing of Services – Start, Frequency, Length
• Accommodations to learning environment
• Modifications to what child is expected to learn
• How participate in standardized tests
• How included in Gen Ed classes and school activities



Early Intervention

• Enhance development of infants and 
toddlers with disabilities, 

• minimize need for special education, 
• maximize individual’s long-term 

potential for independent living

Developmental delay ≥ 1 domain
or

Condition with high probability to 
result in delay 



IFSP 
• Part C of IDEA 
• Birth – 3 yr of age 
• Services in natural environment 
• Service coordinator
• Transition plan (9 mo to 90 day)

IEP 
• Part B of IDEA
• Age 3-21 
• Services at school
• No service coordinator 



Behavioral 
and Mental 

Health Issues
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