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Overview

• 12 syndromes associated with ID that have known phenotypes

• Importance of knowing if your client/patient has one of these 
syndromes

• 3 most common causes of ID
• Down Syndrome
• Fragile X Syndrome
• Fetal Alcohol Syndrome



12 ID syndromes with known phenotypes
Definitions

• Physical phenotype
• Common physical 

characteristics

• Behavioral phenotype
• Common behavioral/mental 

health characteristics



Why is it important 
to know if your 

client/patient has 
one of these 
syndromes?

Improves Medical Care

Helps predict future needs

Guides educational/behavioral 
supports

Provides information for family 
members

Connect people with resources and 
community



Health Watch Tables!
Health Watch Tables - Health Care for Adults with Intellectual and Developmental Disabilities

Recommend:   
Print off and bring to your client's healthcare 

appointments

https://iddtoolkit.vkcsites.org/health-watch-tables/
https://iddtoolkit.vkcsites.org/health-watch-tables/
https://iddtoolkit.vkcsites.org/health-watch-tables/


3 most 
common 

causes of ID

Down syndrome
*most common chromosomal cause of ID

Fragile X syndrome
 *most common inherited genetic cause of ID

Fetal Alcohol Spectrum Disorders
*most common preventable cause of ID



• Down Syndrome - Health Care for Adults with Intellectual and Developmental Disabilities

Down syndrome
*most common chromosomal cause of ID

https://iddtoolkit.vkcsites.org/health-watch-tables/down-syndrome/
https://iddtoolkit.vkcsites.org/health-watch-tables/down-syndrome/
https://iddtoolkit.vkcsites.org/health-watch-tables/down-syndrome/
https://iddtoolkit.vkcsites.org/health-watch-tables/down-syndrome/


What is the cause of Down Syndrome? 

• Down Syndrome
• Extra copy of chromosome 21 
• Total of 47 chromosomes
• Trisomy 21

• Human chromosomes (karyotype)
• 46 chromosomes

• 23 from sperm
• 23 from egg



What are common physical characteristics?

Common Medical Conditions
• Hearing Loss
• Heart defects
• Obstructive Sleep Apnea
• Hypothyroidism
• Cancer
• Immune System
• Feeding difficulties/GI

• Check out the LowDOWN  Podcast
John's Crazy Socks - Down Syndrome Resource Foundation

https://dsrf.org/resources/the-lowdown-podcast/johns-crazy-socks/
https://dsrf.org/resources/the-lowdown-podcast/johns-crazy-socks/
https://dsrf.org/resources/the-lowdown-podcast/johns-crazy-socks/


What are common behavioral/mental health characteristics?

• Self Talk is very common
• Common and developmentally 

appropriate
• Self talk can increase in times of 

stress
• Often mistaken for psychosis

• Strong willed
• ADHD
• Autism 
• Depression/Anxiety
• Obsessive Compulsive 

Disorder
• Dementia

• Psychosis is rare/atypical

Talk out 
Loud

(2-3 yrs)
Whisper

Silent inner 
talk

(7-10 yrs)



• Fragile X Syndrome - Health Care for Adults with Intellectual and Developmental Disabilities

https://iddtoolkit.vkcsites.org/health-watch-tables/fragile-x-syndrome/
https://iddtoolkit.vkcsites.org/health-watch-tables/fragile-x-syndrome/
https://iddtoolkit.vkcsites.org/health-watch-tables/fragile-x-syndrome/
https://iddtoolkit.vkcsites.org/health-watch-tables/fragile-x-syndrome/


What is the cause of Fragile X Syndrome?

• Cause by a mutation of the FMR1  
(Fragile X Mental Retardation) gene 
on the X chromosome

• Discovered in 1991

• Males:  XY       Females: XX
• Males are more severity affected as 

they only have one x chromosome



What are common physical characteristics?

Common Medical Conditions
• Heart valve 
• Seizures
• Ear infections
• Sleep/Obstructive Sleep Apnea
• Hernia/Large testicles
• Low muscle tone/Flat feet
• Flat feet
• Vision/Hearing



What are common behavioral/mental health characteristics?

• Males more severity affected 
than females

• Borderline to mild ID
• Stereotype and repetitive 

behaviors (hand flapping)

• Autism Spectrum Disorders
• Mood/Anxiety
• ADHD

https://asuragen.com/discoverfragilex/prospective-parents/

https://asuragen.com/discoverfragilex/prospective-parents/
https://asuragen.com/discoverfragilex/prospective-parents/
https://asuragen.com/discoverfragilex/prospective-parents/


• Fetal Alcohol Spectrum Disorder (FASD) - Health Care for Adults with Intellectual and 
Developmental Disabilities

https://iddtoolkit.vkcsites.org/health-watch-tables/fetal-alcohol-spectrum-disorder-fasd/
https://iddtoolkit.vkcsites.org/health-watch-tables/fetal-alcohol-spectrum-disorder-fasd/
https://iddtoolkit.vkcsites.org/health-watch-tables/fetal-alcohol-spectrum-disorder-fasd/
https://iddtoolkit.vkcsites.org/health-watch-tables/fetal-alcohol-spectrum-disorder-fasd/
https://iddtoolkit.vkcsites.org/health-watch-tables/fetal-alcohol-spectrum-disorder-fasd/


Fetal Alcohol Spectrum Disorders

Understanding Fetal Alcohol Spectrum Disorders | National Institute on Alcohol Abuse and Alcoholism (NIAAA)

https://www.niaaa.nih.gov/publications/brochures-and-fact-sheets/understanding-fetal-alcohol-spectrum-disorders


What is the cause of Fetal Alcohol Spectrum Disorders?



What are common physical characteristics?

Dyląg,  (2023). Birth Defects Associated with Prenatal Alcohol Exposure—A 
Review. Children, 10(5), 811. https://doi.org/10.3390/children10050811

Specific facial characteristic that are hard to recognize

https://doi.org/10.3390/children10050811


What are common behavioral characteristics?

• Range of intellectual deficits
• Executive functioning deficits
• Social skills deficits
• Mood and anxiety disorders 
• ADHD
• Personality disorders
• Substance use disorders



https://fasdmanitoba.com/2020/06/03/brain-not-blame/

Brain functioning is impaired!

Important to reframing perceptions

https://fasdmanitoba.com/2020/06/03/brain-not-blame/
https://fasdmanitoba.com/2020/06/03/brain-not-blame/
https://fasdmanitoba.com/2020/06/03/brain-not-blame/
https://fasdmanitoba.com/2020/06/03/brain-not-blame/
https://fasdmanitoba.com/2020/06/03/brain-not-blame/


https://alaskacenterforfasd.org/wp-content/uploads/2020/06/Behavioral-symptoms-accommodations-FASD.pdf

https://alaskacenterforfasd.org/wp-content/uploads/2020/06/Behavioral-symptoms-accommodations-FASD.pdf
https://alaskacenterforfasd.org/wp-content/uploads/2020/06/Behavioral-symptoms-accommodations-FASD.pdf
https://alaskacenterforfasd.org/wp-content/uploads/2020/06/Behavioral-symptoms-accommodations-FASD.pdf
https://alaskacenterforfasd.org/wp-content/uploads/2020/06/Behavioral-symptoms-accommodations-FASD.pdf
https://alaskacenterforfasd.org/wp-content/uploads/2020/06/Behavioral-symptoms-accommodations-FASD.pdf
https://alaskacenterforfasd.org/wp-content/uploads/2020/06/Behavioral-symptoms-accommodations-FASD.pdf
https://alaskacenterforfasd.org/wp-content/uploads/2020/06/Behavioral-symptoms-accommodations-FASD.pdf
https://alaskacenterforfasd.org/wp-content/uploads/2020/06/Behavioral-symptoms-accommodations-FASD.pdf
https://alaskacenterforfasd.org/wp-content/uploads/2020/06/Behavioral-symptoms-accommodations-FASD.pdf


Summary and Thank you!
• Important to know if your client 

has a syndrome that is 
associated with ID

• Be familiar with the health watch 
tables to advocate for your client

• Health Watch Tables - Health Care 
for Adults with Intellectual and 
Developmental Disabilities

• Syndrome Sheets is another 
resource

• Syndrome Sheets – SSBP

https://iddtoolkit.vkcsites.org/health-watch-tables/
https://iddtoolkit.vkcsites.org/health-watch-tables/
https://iddtoolkit.vkcsites.org/health-watch-tables/
https://iddtoolkit.vkcsites.org/health-watch-tables/
https://iddtoolkit.vkcsites.org/health-watch-tables/
https://iddtoolkit.vkcsites.org/health-watch-tables/
https://ssbp.org.uk/syndrome-sheets/
https://ssbp.org.uk/syndrome-sheets/
https://ssbp.org.uk/syndrome-sheets/
https://ssbp.org.uk/syndrome-sheets/


Down Syndrome

Down Syndrome
Etiology: Trisomy 21 (extra chromosome 21)

Down Syndrome - Health Care for Adults with Intellectual and Developmental Disabilities

Physical Phenotype
• Small head, mouth
• Upslant to eyes
• Epicanthal folks
• Broad neck
• Hypothyroidism
• Hearing loss/visual impairments
• Cardiac problems
• Gastrointestinal
• Orthopedic, skin
• Obesity

Behavior Phenotype
• Selk-talk
• Strong willed
• ADHD
• Social Anxiety
• Depression/Anxiety
• OCD
• Atypical psychosis

https://iddtoolkit.vkcsites.org/health-watch-tables/down-syndrome/
https://iddtoolkit.vkcsites.org/health-watch-tables/down-syndrome/
https://iddtoolkit.vkcsites.org/health-watch-tables/down-syndrome/


Fragile X Syndrome

Fragile X Syndrome (FXS)
Etiology:  mutation in the FMR1 gene, located at Xq27.3

Fragile X Syndrome - Health Care for Adults with Intellectual and Developmental Disabilities
Physical Phenotype 
• Visual impairments
• Hearing impairments
• Recurrent ear infections
• Seizure disorder
• Aortic dilation
• Connective tissue anomalies
• Hernia
• Macroorchidism (large testicles)
• Long face

Behavior Phenotype 
• Autism Spectrum Disorders 
• Borderline to mild ID (males more severely affected)
• Stereotypy and repetitive behaviors (hand flapping)
• Mood and anxiety disorders
• ADHD
• Fragile X Tremor Associated Syndrome (FXTAS)

Presenter Notes
Presentation Notes



https://iddtoolkit.vkcsites.org/health-watch-tables/fragile-x-syndrome/
https://iddtoolkit.vkcsites.org/health-watch-tables/fragile-x-syndrome/
https://iddtoolkit.vkcsites.org/health-watch-tables/fragile-x-syndrome/


Fetal Alcohol Syndrome

Fetal Alcohol Spectrum Disorder (FASD)
Etiology:  exposure to alcohol in-utero

Fetal Alcohol Spectrum Disorder (FASD) - Health Care for Adults with 
Intellectual and Developmental Disabilities

Physical Phenotype
• Growth deficits
• Cardiac abnormality
• Skeletal abnormalities

Behavior Phenotype
• Range of intellectual deficits
• Executive functioning deficits
• Social skills deficits
• Mood and anxiety disorders 
• ADHD
• Personality disorders
• Substance use disorders

https://iddtoolkit.vkcsites.org/health-watch-tables/fetal-alcohol-spectrum-disorder-fasd/
https://iddtoolkit.vkcsites.org/health-watch-tables/fetal-alcohol-spectrum-disorder-fasd/
https://iddtoolkit.vkcsites.org/health-watch-tables/fetal-alcohol-spectrum-disorder-fasd/
https://iddtoolkit.vkcsites.org/health-watch-tables/fetal-alcohol-spectrum-disorder-fasd/
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