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The best intervention begins in early childhood and is multi-
disciplinary and individualized. Supports can include: 

• Behavioural services 

• Medication to address sleep and behavioural challenges 

• Speech and language therapy 

• Occupational and physical therapy 

• Community support 

• Family counselling and respite services 

Smith-Magenis syndrome is a rare neurobehavioural 

condition identified by physical and developmental 
characteristics. 

• 90% of people with this syndrome have a deletion or absence 
of genetic material from one region of chromosome 17. 

• 10% have a mutation of one specific gene, RAI1, at 17p11.2. 

• Smith-Magenis syndrome is rarely inherited from parents. 

Main Characteristics 

Physical 

• Broad face with 
low set ears 

• Prominent jaw 

• Downturned 
mouth 

• Short stature 

• Low muscle 
tone 

• Distinct, broad-
based gait 

Behavioural 

• Intellectual 
impairment 

• Sleep disturbances 

• Challenges with speech 
and motor skills 

• Self-hugging and other 
stereotypic behaviours 

• Self-injurious 
behaviour 

• Affectionate; engaging 

Medical 

• Hearing 
impairment 

• Dental and  
abnormalities 

• Scoliosis 

• Heart defects 

• Urinary system 
problems 

• Inverted circadian 
rhythm 

Smith-Magenis syndrome 
is underdiagnosed. 

 

It is very often not 
detected during 
pregnancy. It may be 
suspected from physical 
and behavioural 
characteristics, but should 
be confirmed by analysis 
of chromosome 17. 

Interventions and Supports 

Future Research 
 

More research is needed 
regarding better 
diagnostic procedures and 
the way specific genes 
could contribute to the 
presentation of Smith-
Magenis syndrome. 
More accurate diagnosis 
and assessment might 
lead to improved services. 
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IASSIDD Information Sheets can be found at: iassidd.org 

Smith-Magenis 
syndrome occurs in 

1/25 000 
people worldwide 

 Smith-Magenis Syndrome 
 

Photos reprinted with permission from Parents and Researchers 

Interested in Smith-Magenis Syndrome (PRISMS, www.prisms.org). 
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