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Phelan-McDermid Syndrome

• Like many rare deletion syndromes, characteristics in children have 
been well-studied

• Relatively few adults have been described

• We are uncertain about the changes as an individual reaches 
adulthood

• One major are of concern is the potential loss of skills, or regression



Regression in PMS

• Since 1995, 29 adults described in the literature

• Age 17 years to 70 years
• 11 males 

• 18 females

• Regression reported in 14 of 29 adults
• deletion ranging from 76kb to 8.1Mb

• cognitive and/or motor deterioration

• 6 with bipolar disorder  



Patient Deletion Features Source

33yo F 100kb At age 30, decline in speech and decline in 
daily living skills; loss of balance, ataxic 
gait, incontinent for urine

Anderlid et al, 
2002

46yo F 22q13.3
q13.33

Late onset seizures, ataxia, decreased
ambulation

Manning et al,
2004

43yo F 8.1Mb At age 39, frequent seizures; rapid motor 
and cognitive decline; could not stand, 
walk or make eye contact; 

Bonaglia et al, 
2011

40yo F 3.4Mb Seizures, cortical tremors, speech decline 
at age 39

41yo M 2Mb
ring

Neurological deterioration; Type 2 
diabetes at age 34, 3 spontaneous 
pneumothorax episodes of left lung



48yo M 1.8Mb Age 45, general decline after pneumonia; no 
walking, feeding problems, seizures, low 
social interaction

Willemsen et
al,
2011

17yo M
24yo F
43yo F
46yo M
51yo F

76kb
97kb
1.7Mb
1.2Mb
3.4MB

Regression and bipolar disorder in all; decline 
in expressive and receptive language; loss of 
balance and coordination; unable to use knife 
and fork

Denayer et al, 
2012

70yo F 610kb Age 19, challenging, negativistic behavior;
Age 64, difficult behavior and sleep 
disturbance; abnormal posturing of hands, 
non-verbal, bipolar disorder

Verhoeven et 
al, 2012

45yo M 4.4MB Age 17, loss of language and toileting skills 
after being placed in a residential program

Soorya et al,
2013

38yo F Del 
22q13.3 

Age 32, behavioral regression, decline in self-
help skills; adult onset psychosis, major 
depressive disorder, catatonia

Messias et al, 
2013



Is regression a feature of Phelan-
McDermid syndrome or did these 
particular individuals have some 
underlying pathology precipitating 
the regression?



Adolescence and Adult Issues Survey

• 2012: Work Group from the PMSF composed of parents of adults and 
adolescents 

• 2013:  The Adolescence and Adult Issues Survey was designed

• Posted Survey on November 22, 2013

• The literature may be biased toward the worst case scenario – it is 
unlikely to see a report of an adult unless there is something 
remarkable about the case.



Phelan-McDermid Syndrome International Registry Web Site Landing page



Areas of concern

• Neurologic – including seizures

• Psychiatric/Behavioral

• Cognitive/communication

• Motor skills

• Incontinence (urinary and bowel)

• Sleep issues

• Weight loss/gain

• Problems associated with puberty



Adolescent and Adult Survey

• This is a work in progress

• Continue to collect more data

• Older individuals

• Microarray testing

• As more people complete the questionnaire, the better our 
information will be

• Thank you!


