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Note from the editors
This initial 2013 edition of the Bulletin contains an array of interesting 

and thought provoking articles. Dr. Robert E. Rada provides us with 
his perspective as a dentist in an article about the relationship between 
pain and self-injurious behavior. Drs. Gonzalo Laje and Ann C.M. Smith 
provide an overview of Smith-Magenis Syndrome, an underdiagnosed 
neurodevelopmental disorder, which includes self-injury as part of its 
behavior phenotype.  Dr. Rosann M.  O’Dell explores the role of Direct 
Service Professionals in healthcare decision making.  Dr. Jarrett Barnhill 
provides the first of several columns that expands upon Jean Frazier’s 
NADD conference 2012 keynote and reviews neuroscience research that 
changes the historical boundaries between neurodevelopmental disorders. 
In the U.S. Public Policy Update, William O’Brien strikes a cautionary 
note and calls upon us to be advocates for responsible healthcare reform 
for persons with IDD.

On behalf of NADD, we would like to wish the Bulletin readership 
a happy, healthful and productive new year. We welcome your articles 
describing clinical work and research relevant to persons with intellectual 
disabilities and co-occurring mental health disorders.

Jarrett Barnhill,MD, DFAPA, FAACAP, NADD-CC
Jarrett_Barnhill@mednet.unc.edu

Lucy Esralew, PhD
lesralew@trinitas.org 
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NTG Series on Dementia and IDD
The National Task Group (NTG) on Dementia 

and Intellectual/Developmental Disabilities 
(IDD) announces their first webinar series 
addressing the challenges related to the increase 
in the diagnosis of dementia for adults with 
IDD, their families, health care providers, and 
support agencies. This series is a result of a year 
of collaboration amongst members to identify 
the issues and potential solutions. One of the 
recommendations to address cited issues was 
to present training through traditional seminar 
formats and webinars on the various topics 
identified (NTG, 2012).

The Webinar series has been generously 
funded by the Special Hope Foundation. The 
Special Hope Foundation’s mission is to provide 
accessible healthcare delivery designed to 
meet the needs of adults with developmental 

disabilities. By funding this webinar series 
they are providing national training that will 
help health care providers, organizations, and 
advocates reduce disparities in access to quality 
assessment, interventions, and care for older 
adults with cognitive or functioning decline due 
to dementia. There will be a small additional fee 
to cover future workshops and seminars.

Outlined below is the series coordinated by the 
NTG. The Webinar training will be presented 
in two series of 4 topics held weekly in March 
and May 2013. The March Series will be held on 
Tuesdays March 5, 12, 19, and 26 from 1:00 to 
2:30PM EST. 

Registration will be opened January 15th for 
the March Series. For registration information 
after that date please go to this link:  http://
aadmd.org/ntg/webinars

NTG March Webinar Schedule
March 5, 2013, 1:00PM to 2:30PM EST: Introduction of Intellectual/De-

velopmental Disabilities (IDD) and Dementia, Presenters: Matthew Janicki, 
Ph.D., The University of Illinois at Chicago and Mary Hogan, MS, Family Advocate 

March 12, 2013, 1:00PM to 2:30PM EST: The Importance of Early De-
tection and Diagnosis of Dementia for Adults with IDD Presenter: Lucille 
Esralew, Ph.D., Trinitas Regional Medical Center

March 19, 2013, 1:00PM to 2:30PM EST: Systems Issues for Adults with 
IDD and Dementia, Presenters: Kathy Service, RN, Ph.D., Massachusetts Depart-
ment of IDD and Mary Beth Schneider, NYSARC

March 26, 2013, 1:00PM to 2:30PM EST: Collaboration across the net-
works for Adults with IDD, Dementia, and their Caregivers Presenters: 
Larry Force, Ph.D., Center on Aging and Policy at Mt. St Mary College, and Ron 
Lucchino, Ph.D. Age Inc and NTG Member Advocate

 References
National Task Group on Intellectual Disabilities and Dementia Practice. (2012). ‘My thinker’s not work-

ing’: A national strategy for enabling adults with intellectual disabilities affected by dementia to 
remain in their community and receive quality supports. http://aadmd.org/ntg/thinker
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Introduction
Self injurious behavior is a dangerous and 

confusing activity that is present in many in-
dividuals with moderate to severe intellectual 
and developmental disabilities. The behavior 
is considered to be a form of communication in 
non-verbal individuals and is often a sign that 
the individual is experiencing pain. Dental pain 
is a frequent and often overlooked cause of self 
injurious behavior. Individuals with intellectual 
and developmental disabilities all too frequently 
suffer from poor oral health. Dental pain should 
be considered early on as the potential cause of 
any recent onset of self injurious behavior. It is 
also incumbent upon both oral health and men-
tal health professionals to partner together to en-
sure that these individuals are receiving preven-
tive care to reduce the potential for dental pain. 

Persons with intellectual and developmental 
disorders often demonstrate potentially danger-
ous self-injurious behaviors (SIB). SIB, such as 
hitting one’s head, handmouthing, skin abra-
sions, arm biting, and hair pulling, is a learned 
behavior. The source of these behaviors can be 
quite confusing. Many individuals frequently 
undergo behavioral therapy or are prescribed 
psychotropic medications. However, pain due to 
infection or inflammation is often an overlooked 
cause. Behavior is a form of communication and 
a number of patients displaying SIB are actually 
experiencing dental pain. Caregivers must not 
neglect to consider dental pain as the causative 
factor and should seek out an oral exam by an 
oral health professional, prior to exploring other 
behavioral therapy options. 

Prevalence estimates of SIB vary with ranges 
of 6 to 22% in an institutionalized population; 4 
to 12% in individuals with intellectual disabil-
ity and 33 to 71% in autism spectrum disorders 
(Dawson, Matson, & Cherry, 1998;  Richards, Ol-
iver, Nelson, & Moss, 2012). It has been observed 
to occur throughout an individual’s lifetime and 
may occur in later years. Sleep disturbance is 
a known precipitant of SIB in autism spectrum 
disorders (Matson & LoVullo, 2008). People with 
autism more frequently engage in self-biting 
when compared to other developmental disor-
ders. Individuals who engage in SIB are signifi-
cantly more likely to be non-verbal (Richards et 
al., 2012). These types of challenging behaviors 
increase stress for caregivers as well as increase 

the potential for abuse, neglect, and deprivation 
of the developmentally delayed individual (Lowe 
et al., 2007).

Causes and Treatment
The earliest effective modes of treatment re-

ported were aversive stimulation (Iwata, Dorsey, 
Slifer, Bauman, & Richman, 1994). For example, 
Tabasco sauce applied to the arms was an aver-
sive stimulus for self biting (Altmeyer, Williams, 
& Sams, 1985). Later enrichment of the environ-
ment was shown to reduce self injurious behav-
iors. Various environments were effective for 
different people. In some, greater social interac-
tion or academic challenge reduced the SIB. For 
others, just being alone helped to reduce the SIB 
(Iwata et al., 1994).

Treatment consists of behavior approaches, 
principally applied behavior analysis. This type 
of functional analysis provides a systematic, ob-
jective, and measurable way using experimental 
conditions to determine the frequency, situations 
in which the behavior occurs, and the reinforce-
ment associated with the behavior. Knowledge of 
a behavior’s function is essential for choosing an 
intervention approach. Similar behaviors, within 
the same individual, may serve different purpos-
es at various times. A greater severity of chal-
lenging behavior is associated with more severe 
disability (Emerson & Bromley, 1995). Interven-
tions will vary depending on whether the purpose 
of the behavior is to gain attention or escape from 
a particular task. Treatment failures are not un-
common and unfortunately rarely are reported 
(Dawson et al., 1998; Matson & LoVullo, 2008).

Durand and Crimmins (1988) used a Motiva-
tion Assessment Scale (MAS) to determine the 
cause of SIB. They looked at reinforcers for good 
behavior, such as social attention or the ability 
to briefly escape from tasks. The most common 
reasons were self stimulation and securing the 
attention of caregivers. It is important that func-
tion of a behavior is evaluated, so as not to create 
an intervention that reinforces the behavior (Em-
erson & Bromley, 1995). Durand and Crimmins 
(1988) recognized that despite the reinforcement, 
there were frequent failures to control the behav-
iors.

SIB is related to increased levels of stress hor-
mones in certain individuals with severe devel-
opmental disabilities. Although there is consid-

Self Injurious Behavior and Dental Pain
Robert E. Rada, DDS, College of Dentistry, University of Illinois Chicago
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erable research on the topic, no clear consensus 
exists regarding whether social or biological trig-
gers are the predominant cause. (Kemp et al., 
2008) The dopaminergic system is potentially 
implicated in self injury (Antochi, Stavrakaki, & 
Emery 2002). Certainly biology plays an impor-
tant role despite failure to identify neural path-
ways to date. Frequently pharmacologic agents 
are used as emergency restraint and there is 
becoming a disturbing trend in the use of anti-
psychotic drugs (Matson & LoVullo, 2008).  Med-
ications used for SIB include antidepressants, 
divalproex, neuroleptics, naltrexone and benzo-
diazepines (Antochi, Stavrakaki, & Emery 2002).

Handmouthing is one specific form of SIB. It 
is estimated to be found in 7 to 16% of individu-
als with severe to profound developmental dis-
abilities. Handmouthing is detrimental to an in-
dividual’s health, adaptive behavior, and social 
functioning. In the past, aversive techniques 
were used to stop the behavior. Current behav-
ioral approaches include functional analysis and 
positive reinforcement. It is interesting to note 
that individuals with handmouthing exhibited 
more GERD than those who did not handmouth 
(Canella, O’Reilly, & Lancioni , 2006; Swender, 
Matson, Mayville, Gonzalez, & McDowell, 2006).

Medical illness can contribute to psychiatric 
disorder. Instead of somatic complaints, physi-
cal problems can present as challenging behav-
iors or psychiatric symptoms (Kwok & Cheung, 
2007; Ryan & Sunada, 1997).  Courtemanche, 
Schroeder, Sheldon, Sherman and Fowler (2012) 
studied four individuals with SIB who were be-
lieved to be experiencing pain; however it was 
unclear as to the source. The most frequent be-
haviors they observed were head banging, self 
biting, self scratching, self pinching, and hair 
pulling. These investigators found that endor-
phins are elevated after self-injury, likely pro-
ducing an analgesic effect.

Access to Care and Oral Health
Health care needs of people with intellectual 

and developmental disabilities frequently go un-
met or unrecognized due to lack of communication 
or lack of staff training to recognize problems. In-
dividuals with intellectual or developmental dis-
abilities may even have increased pain thresh-
olds or may display pain and discomfort differ-
ently (Courtemanche et al., 2012). Unfortunately 
there is a tendency to provide medications to sup-
press the behavior rather than referral for full 
medical workup (Kwok & Cheung, 2007; Ryan & 
Sunada, 1997). The importance of assessment of 

the problem behavior cannot be overemphasized 
before the problem can be accurately diagnosed 
as a psychiatric disorder (Antochi, Stavrakaki, & 
Emery, 2002).

Access to care for individuals with intellectual 
and developmental disorders is a serious chal-
lenge. Dental care is one of the most significant 
unmet health needs. Untreated dental caries are 
consistently mentioned in population studies. 
Many individuals with special needs are unable 
to provide adequate self care. These individuals 
frequently have multiple medical diagnoses that 
require medications which adversely affect oral 
health. In addition there is inadequate compen-
sation from third party payers for oral health 
care (Buchholtz & King,  2012;  Lai, Milano, Rob-
erts, & Hooper, 2012).

 The high burden of dental disease in individu-
als with intellectual and developmental disabili-
ties is acknowledged in large studies. Morgan et 
al. (2012) found in a study of 4,732 adults that 
32.2% had untreated dental caries and 80.3% 
had periodontal disease. These statistics are 
much higher than the general population. It is 
interesting to note that these individuals had ac-
cess to dental care 

In addition, caregivers can find it difficult to 
identify a dental problem. Caregivers often state 
that they used a process of elimination to deter-
mine if the individual was in oral pain. The au-
thors of this study acknowledged that dentists do 
need additional training in the area of total com-
munication and disability awareness (Cumella, 
Ransford, Lyons & Burnham, 2000).

 Dentists have been consulted to evaluate and 
treat self injurious behavior. The oral and peri-
oral tissues are frequent sites of self-inflicted 
wounds. Auto extraction and luxation of teeth 
have been reported (Leksell & Edvardson, 2005; 
Ross-Russell & Sloan, 2005). Dental interven-
tions using appliance therapy and headgear 
have been designed to prevent the individual 
from engaging in SIB (Goldberg & Ferguson, 
2010). 

Clinical Examples of Dental Pain and SIB
The number of patients experiencing SIB as a 

result of dental pain is likely to be under recog-
nized. As a result, these individuals can progress 
for months with SIB before dental pain is even 
considered. Frequently this happens when the 
caregiver notices the individual develop a swol-
len jaw from an acute oral infection. Four cases 
will be briefly described to illustrate the common 
examples of patient presentation.
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A 28 year old, non-verbal woman with cerebral 
palsy presented to the dental office for an exam. 
Her mother noted that she had recently begun 
pulling out her hair. The clinical exam showed 
a fractured upper second molar tooth. Following 
removal of the tooth, the hair pulling ceased. Ap-
proximately two years later she again presented 
with her mother with a new episode of hair pull-
ing. The exam showed heavy plaque and calcu-
lus and the gingival tissues were inflamed and 
swollen. The tissues were debrided, removing the 
plaque and calculus. On a two week follow-up 
exam it was noted that the hair pulling stopped. 
The importance of regular preventive recall ap-
pointments was stressed to the patient’s mother.

A 10 year old minimally verbal boy with autism 
presented to the dental office for an oral exam. 
His mother stated that he had been placing his 
fingers in his mouth on a frequent basis for the 
past few months. More recently he had been hav-
ing tantrums and crashing his body into the wall. 
Recently he began saying “teeth.” He also had 
an episode of intraoral swelling. The oral exam 
showed multiple decayed and abscessed primary 
molar teeth, as well as remnants of primary roots 
which were still retained in the gums. Following 
removal of these teeth, the behaviors stopped.

A 35 year old non-verbal man with autism had 
been displaying extremely aggressive behavior 
in his group home. The caregivers stated that 
he would have to be placed in a separate room 
for a few hours during which he would bang his 
head and throw himself against a wall or onto 
the bed. This process had been going on for al-
most a year. He would only allow a cursory oral 
exam; however a pungent smell was evident in-
dicating active infection. Examination and treat-
ment was carried out under general anesthesia 
in the operating room.  The root tip of the canine 
was protruding through the gum tissues. Follow-
ing full mouth extraction and healing, the group 
home staff now describe him as a “big pussycat.” 
Aggression or SIB is no longer noticed.

A 45 year old non-verbal man with autism and 
seizure disorder had a long history of intermit-
tent SIB. More recently he had begun biting his 
arms.  This had been going on for several months. 
When the staff noted a foul odor emanating from 
the individual’s mouth, he was brought in for a 
dental exam. It was quite evident that he had 
several badly infected teeth and generalized 
periodontal disease. Treatment in the operat-
ing room involved removal of the infected teeth 
and debridement of the periodontal tissues. He 
did have several teeth that were kept for him to 

use for chewing his food. Upon resolution of the 
infection the arm biting stopped. However, he 
still engaged in the SIB, and a helmet and hand 
gloves remained necessary. This case serves as 
an example of how SIB can overlap, confusing 
the situation as to cause of the behavior.

Discussion
Amet (2012) presented a study of 270 children 

with autism spectrum disorders. 30% displayed 
SIB. The most common behavior was hitting the 
head; next was hand biting (at the acupuncture 
point for pain control between thumb and 1st fin-
ger), hitting arms, scratching, throwing self on 
the floor or against a wall. Using an adaptation of 
the Non-Communicative Children’s Pain Check-
list (Breau, Finley, McGrath, & Camfield, 2002), 
in many cases the SIB correlated with expression 
of pain. Clinical investigations concluded that 
inflammatory gastrointestinal deregulation was 
the most likely cause of the pain and SIB’s.

Amet (2012) notes that some of the most chal-
lenging behaviors seen in autism can be caused 
by undiagnosed and untreated medical physio-
logical deregulations. The source of inflammation 
or infection should be identified for a sustained 
recovery from SIB and pain. It may be useful to 
place the individual on an anti-inflammatory 
medication.

The relationship of SIB and pain is confirmed 
in other studies as well. The SIB is often relat-
ed to the location of the chronic pain. Children 
with pain may exhibit SIB that is qualitatively 
different than that of children without chronic 
pain. Perceptive caregivers can perceive a rela-
tion between their child’s pain and his or her self 
injury. As self injurious behavior is among the 
most damaging and destructive behavior disor-
ders among individuals with intellectual and de-
velopmental disabilities, it is important to rule 
out pain prior to instituting any type of behavior 
therapy or psychotropic medication (Breau et al., 
2003; Symons, Harper, McGrath, Breau, & Bod-
fish, 2009).

Behavioral therapists propose that SIB may be 
maintained as a result of receiving attention for 
such behavior. It may also be maintained if the 
individual is allowed to escape from an unpleas-
ant task or situation as a result of SIB. Howev-
er, a detailed history and physical examination 
should be part of any analysis of behavior func-
tion. Unfortunately, many individuals with SIB 
have severe deficits in communication and are 
unable to describe or even localize discomfort or 
pain. History takers must rely on caregivers to 
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provide necessary information. Caregivers, how-
ever, may not be aware of the relevance of indi-
vidual behaviors in indicating pain or discomfort 
(Bosch, Van Dyke, Smith, & Poulton, 1997).

In a study of 25 individuals with developmen-
tal disabilities, 7 were found to have at least one 
active, untreated medical problem potentially as-
sociated with pain or discomfort. With medical 
intervention, 6 of those 7 patients demonstrated 
a decrease in their SIB. In summary, treatable 
medical conditions should always be considered 
as a possible cause for the onset or exacerbation 
of SIB. If a functional analysis or assessment 
fails to identify environmental reinforcement for 
SIB, the possibility of medical problems causing 
pain or discomfort should be re-examined. Medi-
cal problems may not be easily identified by his-
tory or physical exam alone, especially when the 
patient is unable to communicate clearly (Bosch, 
Van Dyke, Smith, & Poulton, 1997).

The constant grinding of teeth in bruxism can 
cause pain. Abnormal involuntary muscle move-
ments, sustained muscle contractions, even un-
diagnosed neuralgia may all contribute to SIB 
(Lucavechi, Barberia, Maroto, & Arenas, 2007). 
Anything that causes discomfort such as si-
nusitis, headache, painful dental conditions, or 
packed food debris may precipitate self injurious 
behaviors (Zeidan-Chulia, Gursoy, Kononen, & 
Gottfried, 2011). Accompanied with the fact that 
performing oral healthcare on the individual to 
ensure optimum oral health is difficult, the di-
agnosis of orofacial pain in individuals with SIB 
may be hindered by the behaviors associated 
with the disorder.

These cases demonstrate the importance of 
dental consultation when SIB presents as a new 
activity. They also demonstrate the importance of 
preventive dental appointments for individuals 
with intellectual and developmental disabilities. 
In addition more research must be undertaken to 
quantify the extent to which pain can contribute 
to SIB. The frequency that dental pain contrib-
utes should also be measured.

Consistent oral care remains an integral part 
of an overall wellness program. However, it can 
be difficult for these individuals to undergo even 
basic preventive exams and treatment. To better 
help the individual with a developmentally delay 
prepare for the appointment, desensitization ac-
tivities can help make it easier for the patient to 
experience dental care (Cuvo,  Godard, Huckfeldt, 
& DeMattei, 2010). Desensitization techniques 

frequently work best when family and caregivers 
are involved in the process, reinforcing the activi-
ties at home. The procedure can first be modeled 
on the caregiver or a mannequin. Progress slowly 
and practice each of the steps individually. There 
must be plenty of positive reinforcement and 
simple rewards are often beneficial. 

The process works best when practiced in a 
non-threatening environment, not the dental 
operatory. Give the family some props to use so 
the individual can practice at home. These may 
include exam gloves, a suction tube, face mask, 
plastic mouth mirror, x-ray film, disposable pro-
phy cup, or patient napkin. Desensitization helps 
the individual build awareness and self-control. 

The dental staff may attempt some of these 
activities; however the use of occupational or 
behavioral therapists should not be underesti-
mated. Occupational therapists are perfect in-
dividuals to fill in the gap of patient education, 
specifically related to maintaining oral health. 
Dental hygienists frequently do not have the 
time to provide the activities to patients that 
occupational therapists can offer. Occupational 
therapists include demonstration, modeling, re-
turn demonstration, positive reinforcement, and 
corrective feedback in self-care education.

Conclusion
Non-verbal individuals should not have to com-

municate the fact that they are experiencing den-
tal pain through self injurious behavior. Not only 
can dental pain progress to a life threatening in-
fection, the constant physical self abuse can cause 
potentially dangerous injury. The more recent lit-
erature reflects the fact that pain may actually be 
the most common cause of SIB.  The sad fact that 
so many individuals suffer from poor oral health 
leads one to believe that oral pain can be a sig-
nificant source of discomfort. We should not wait 
to rule out all other sources of pain or discomfort 
before a dentist is consulted to examine the indi-
vidual’s mouth. Dental pain should be considered 
early on as the potential cause of any recent on-
set of self injurious behavior. Certainly dentists 
have to better educate themselves in managing 
the treatment of special needs patients as these 
individuals transition from large facilities to com-
munity centered living arrangements. It is also in-
cumbent upon both oral health and mental health 
professionals to partner together to ensure that 
these individuals are receiving preventive care to 
reduce the potential for dental pain. 
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Smith-Magenis Syndrome - A 
Neurodevelopmental Disorder with 
Circadian Dysfunction: Caveats for Clinicians
Gonzalo Laje, MD, Human Genetics Branch, National Institute of Mental Health, 
NIH and Ann C.M. Smith, MA, DSc (Hon), Office of the Clinical Director, National 
Human Genome Research Institute, NIH

Introduction 
Smith-Magenis syndrome (SMS; OMIM#182290) 

is a complex multi-system neurodevelopmental 
disorder that has emerged as a well-recognized 
but often under-diagnosed genetic syndrome. 
First described in 1980’s by Smith et al. (1982; 
1986), SMS is pan ethnic, with a prevalence es-
timated between 1/15,000 to 1/25,000 live births. 
A comprehensive overview of the syndrome and 
genetic testing strategy for diagnosis can be found 
online at GeneReviews, http://www.ncbi.nlm.nih.
gov/books/NBK1310/. (Smith et al., 2012). This 
article presents a general overview of SMS with 
the hope that increased awareness among profes-
sionals working in the field of developmental dis-
abilities and mental health will lead to early and 
accurate diagnosis. 

The phenotype of SMS is distinct yet variable, 
with physical, cognitive, and neurobehavioral 
consequences (Tables 1 and 2). Seminal features 
include minor craniofacial and skeletal anoma-

lies, infantile hypotonia, significant early speech 
delay, hoarse/deep voice, middle ear dysfunction 
with/without associated hearing loss, and psy-
chomotor and growth retardation (Smith et al., 
2012). Obesity often becomes an issue with age. 
A striking neurobehavioral phenotype is recog-
nized that includes cognitive and functional im-
pairments, motor stereotypies, behavioral and 
psychiatric symptoms, and a chronic sleep disor-
der associated with an abnormal inverted circa-
dian rhythm of melatonin. Less frequent features 
include cardiovascular and renal abnormalities, 
abnormal EEG with/without seizures, and low 
thyroid and immune function.

Increased awareness of the phenotype associ-
ated with SMS permits early diagnosis and opti-
mal management and intervention. For clinically 
suspected cases, the diagnosis of SMS is con-
firmed either by detection of a de novo interstitial 
deletion of chromosome 17p11.2 that includes the 
RAI1 gene by cytogenetic analysis (>550 band 
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resolution) and/or FISH analysis, or by a mu-
tation in the RAI1 gene identified by direct se-
quencing. Deletions account for over 90% of cases 
with a common deletion (3.5Mb) present in 70%; 
all deletions include the RAI1 gene, the only gene 
known to account for major features of the syn-
drome; heterozygous mutations of the RAI1 gene 
account for the remaining 10% of cases (Elsea & 
Girirajan, 2008). Diagnosis is frequently delayed 
to school age when the physical features, pres-
ence of behaviors, and sleep problems are more 
pronounced and recognizable, prompting genet-
ics referral (Gropman, Duncan, & Smith, 2006). 
Increased use of chromosomal microarray (CMA) 
testing is likely to lead to increased and earlier 
diagnostic detection of previously unsuspected 
deletion cases. 

Neurobehavioral Aspects 
While behavioral aspects are prevalent in 

persons with intellectual disabilities, a striking 
neurobehavioral phenotype is recognized in SMS 
that includes cognitive and functional disabili-
ties, significant sleep disturbance, stereotypies, 
and maladaptive and self-injurious behaviors. 
All individuals with SMS have some degree of 
cognitive delay, with the majority functioning in 
the mild-moderate range of intellectual disabili-
ty. Behavior problems, some unique to SMS, rep-
resent the major management problem for both 
parents and professionals working with these 
children. The range of maladaptive behaviors 
(Table 2) include: hyperactivity, stereotypies, 
impulsivity, attention seeking (especially from 
adults), rapid mood shifts, temper tantrums 

ABLE 1:  Common Features of Smith-Magenis Syndrome (SMS)1,2 

Very common (Over 75% of cases) 
Craniofacial/skeletal

Brachycephaly
Midface hypoplasia
Relative prognathism with age
Broad, square-shaped face
Everted, “tented” upper lip
Deep-set, close-spaced eyes
Short broad hands
Dental anomalies (missing premolars; taurodontism)

Otolaryngologic
Middle ear and laryngeal anomalies
Hoarse, deep voice

Neuro/behavioral
Cognitive impairment/developmental delay
Generalized complacency/lethargy (infancy)
Infantile hypotonia
Sleep disturbance
Inverted circadian rhythm of melatonin
Attention seeking
Attention defi cit (+/-hyperactivity) disorder
Tantrums, behavioral outbursts 
Impulsivity
Stereotypic behaviors
Self-injurious behaviors
Speech delay
Hyporefl exia
Signs of peripheral neuropathy
Oral sensorimotor dysfunction (early childhood)
Sensory processing issues

Common features (50-75% of cases)
Hearing loss
Short stature
Scoliosis
Mild ventriculomegaly of brain
Hyperaccusis 
Tracheobronchial problems
Velopharyngeal insuffi ciency (VPI)
Ocular abnormalities (iris anomalies; microcornea)
REM sleep abnormalities
Hypercholesterolemia/hypertriglyceridemia
History of constipation
Abnormal EEG without overt seizures
Autism spectrum disorder (ASD)

Less common (25%-50% of individuals)
Cardiac defects
Thyroid function abnormalities
Seizures 1
Immune function abnormalities (esp. low IgA)

Occasional (<25% of individuals)
Renal/urinary tract abnormalities
Seizures 1
Forearm abnormalities
Cleft lip/palate
Retinal detachment

Table adapted from GeneReviews, http://www.ncbi.nlm.nih.gov/books/NBK1310/ (Smith et al., 2012). The frequency of features varies by study1..  
Related references: Allanson, Greenberg, & Smith [1999], Edelman et al [2007], Greenberg et al [1996], Gropman et al. [2006], Hildenbrand and 
Smith 2012; Potocki, Shaw, Stankiewicz, & Lupski [2003], Smith et al [2002], Smith & Gropman [2010],. 
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(mainly in response to changes in routine), and 
explosive and aggressive outbursts and toileting 
difficulties (Dykens and Smith, 1998; Smith et 
al, 1998a). Self-injurious behaviors may include 
head banging, hand biting, skin picking, hitting 
self or objects, and two behaviors unique to SMS, 
onychotillomania (i.e., nail yanking), and poly-
embolokoilamania (object insertions into body 
orifices). A UK study found aggressive behaviors 
more frequently associated with environmental 
contingencies, while severity of challenging be-
haviors was associated with high impulsivity 
(Sloneem, Oliver, Udwin, & Woodcock, 2011). 

Evident by early childhood/school age, the recog-
nized behavioral phenotype escalates with age, 
often coinciding with expected life-cycle stages: 
18-24 months, school age, and pubertal onset. 
Not all individuals show all behaviors and sever-
al are more prevalent at older ages. For example 
nail yanking occurs in ~30% children versus 86% 
adults (Dykens & Smith, 1998; Finucane, Dir-
rigl, & Simon, 2001).  

Compared to children with and without dis-
abilities, individuals with SMS demonstrate a 
pattern of significant sensory processing defi-
cits characterized by an imbalance in neurologic 

able 2. Common Maladaptive Behaviors in Smith-Magenis Syndrome1

Frequency of behaviors varies by age of group studied1,2.  

General Behaviors1

Hyperactivity 
Tantrums 
Attention-seeking 
Outbursts/tantrums 
Sleep disturbance 
Lability
Impulsivity 
Bed wetting 
Argumentative 
Physical aggression
Daytime wetting or soiling

Over 94%
Over 94%
Over 94%
Over 94%
Over 95%

89%
86%
80%
80%
57%
54%

Stereotypies1 (one or more)
Hands in mouth  
Mouthing objects  
Bruxism (teeth grinding)  
Turn book pages repetitively (“Lick & fl ip”) 
Walks on tip-toes
Flaps waves or claps hands
Self-hug/upper body spasmodic squeeze 
Body rocking  
Spinning, twirling objects

100%
69%
54%

54%1- 87%2

51%1-60%2

60%2

60%2

46%
43%
40%

Self-injurious Behaviors1

Bites self
Hits self
Hits self against surface
Pulls hair or skin
Hits self with object
Rubs or scratches self
Pulls out fi nger or toe nails (onychotillomania)
Inserts objects into body orifi ces
Pulls out teeth

92%
77%1-80%2

71%1-93%2

40%
31%

20%1-53%2

29%
13%2-29%1

25%1-47%2

7%2

1 Unless otherwise referenced, data taken from Dykens and Smith, 19981 study of maladaptive behaviors in 35 children and adolescents with SMS 
(ages 4-20 years).   

2 Martin et al., 2006 (n=15 children, ages 2-12 years)Diagnosis  
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thresholds and a fluctuation between active and 
passive self-regulation (Hildenbrand & Smith, 
2012). Non significant trends show increased 
vulnerabilities for older versus younger children, 
especially older females. Difficulties regulating 
or sustaining performance are common, consis-
tent with previous reports of infantile hypoto-
nia, generalized lethargy in infancy, and signs of 
peripheral neuropathy in SMS (Gropman et al., 
2006). The emergence of more extreme sensory 
processing behaviors with age is consistent with 
reports of increased maladaptive behaviors in 
older compared to younger individuals with SMS 
(Finucane et al., 2001; Smith et al., 1998a; Wolt-
ers et al., 2009), and likely reflects a plateau of 
cognitive and developmental skills and the wid-
ening “gap” (i.e. developmental asynchrony) be-
tween cognitive level and emotional suggested by 
others (Finucane & Haas-Givler, 2009; Martin et 
al., 2006; Wolters et al., 2009).

Individuals with SMS tend to be adult-oriented, 
demanding an unusual amount of individualized 
attention from the teacher, parent, and other 
adults; when this is denied, aggression toward 
others, tantrums, and self-injurious behavior 
frequently result. Most exhibit a relative insensi-
tivity to pain, and consequently, may cause self-
injury from persistent picking/biting themselves, 
self-removal of finger and/or toenails (onychotil-
lomania) or extracting their own teeth. During 
sudden explosive outbursts, they may thrust a 
fist/foot or throw their body against doors, walls, 
and/or through windows, risking potential per-
sonal injuries and structural damage to home. 
In a few cases, self-inflicted injuries raise errone-
ous concern by social services for suspected child 
abuse (Smith et al, 1998a). Major difficulties with 
transitions and changes in routines likely precipi-
tate the challenging behaviors (i.e., disobedience, 
impulsivity, aggression, tantrums, and hyperac-
tivity and flight reaction) (Smith et al., 1998a; 
Dykens & Smith, 1998; Gropman et al., 2006; 
Martin et al., 2006; Sloneem et al., 2011). Psychi-
atric co-morbidities with dual diagnosis remains 
common; many are given a functional psychiatric 
diagnosis of attention deficit/hyperactivity disor-
der, bipolar disorder, obsessive-compulsive disor-
der, pervasive developmental disorder, and/or au-
tism spectrum disorder (ASD) (Laje et al., 2010b). 
The authors are aware of one adult female with 
cognitive and functional impairments and signifi-
cant psychiatric co-morbidities including diag-
nosed post-traumatic stress disorder, whose early 
medical and behavioral history was “classic” for 
SMS. She was ultimately confirmed to have SMS 
due to RAI1 mutation, after escalating violent 

and aggressive behaviors and incarceration for 
aggressive assault prompted further testing, i.e., 
RAI1 gene sequencing, to confirm the suspected 
SMS diagnosis. 

Individuals with SMS respond positively to 
consistency, structure, and routine, especially 
with visual cues. Several positive attributes 
should be emphasized, including their engaging 
and endearing personalities (impish smile, self-
hugging, good eye contact), appreciation of atten-
tion (especially adults/teachers), and great sense 
of humor. They enjoy interaction with adults, are 
eager to please, and are visual learners with a 
fascination with electronics, including computers 
and newer technology (iPADS), a positive “skill” 
that opens up new educational avenues using as-
sisted technology. Despite significant early ex-
pressive speech delays, with appropriate early 
intervention including sign language, most de-
velop full verbal speech by school age (5-6 years). 
Once they begin speaking, parents often report 
that they won’t stop talking but ask repetitive 
questions. They demonstrate a facile long-term 
memory for objects, faces, and places and, on 
more than one occasion have , “saved the day” by 
remembering where an object was last seen. 

Sleep disturbance in SMS 
Persons with SMS have a biologically-based 

sleep disorder associated with an unusual abnor-
mal diurnal (inverted) circadian rhythm of mela-
tonin. Sleep disturbance is virtually universal in 
SMS and emerges as <12 months of age, remain-
ing a chronic and lifelong problem (Smith et al., 
1998b; Gropman et al., 2006). The sleep pattern 
is characterized by excessive daytime sleepiness 
with diminished sleep at night due to frequent 
nighttime arousals (>15minutes), early sleep 
offset (“larks”/early risers) that leads to chronic 
sleep debt with excessive daytime sleepiness and 
urge to “nap.” Actigraphy-based sleep estimates 
document developmental differences in noctur-
nal arousal patterns by age and time of night 
(Gropman, Elsea, Duncan, & Smith, 2007). On 
average, individuals with SMS sleep 1-2 hours 
less per 24 hours compared with healthy age-
matched control children (Gropman et al., 2007). 

Although sleep disorders are commonly associ-
ated with neurological disorders in children, the 
abnormal diurnal (inverted) circadian rhythm 
of melatonin distinguishes the sleep disorder in 
SMS from other developmental disabilities and 
neurologically related disorders. The inverted 
melatonin pattern appears pathognomic in SMS, 
documented in 95% of those studied (Potocki et 
al, 2000, DeLeersnyder et al., 2001, Boudreau 
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et al., 2009). Growth hormone, cortisol, as well 
as body temperature demonstrate the expected 
normal (non-inverted) circadian patterns provid-
ing evidence that the central clock is not inverted 
(DeLeersnyder et al., 2006; Gropman et al, 2006). 

It is well known that sleep disorders and chronic 
sleep deprivation have a negative impact on health, 
behavior, and general quality of life. In SMS, the 
combined effects of chronic sleep deprivation and 
daytime melatonin only serves to intensify the 
intrinsic behavior problems in this disorder, im-
pacting daytime behaviors as the child struggles 
to stay awake and “fight the urge to sleep.” Thus, 
many of the negative behaviors seen in SMS have 
their origins in internally driven impulses. Con-
sequently, efforts to improve or enhance sleep are 
likely to benefit the health, behavior, and general 
well-being in persons with SMS. 

Sleep management in SMS remains a chal-
lenge for physicians and parents/primary care-
takers. Use of sleep aids occurs earliest com-
pared to other pharmacologic agents used for 
behavior, reported for 28/62 children with SMS; 
no significant difference was found between the 
various sleep aids used, that included melato-
nin (16/28), diphenhydramine (8/28) and other 
(Zolpidem, Chloral hydrate) in 4/28, (Laje et al., 
2010a). A combined approach using daytime 
dose of acebutolol (suppress daytime melatonin) 
with an evening oral dose of melatonin (8pm) has 
shown some efficacy (DeLeersnyder et al., 2003). 
In addition to medications, two general strate-
gies are used that attempt to “contain” and/or 
“entertain” the child with SMS who awakens at 
night. Moreover, the sleep disorder in SMS has 
a significant impact on the parent/primary care-
taker and other family members, who are at in-
creased risk for sleep problems themselves, due 
to the child’s repeated nighttime awakenings. It 
is critical that the family with an SMS member 
be educated with regard to proper sleep hygiene 
to reduce the health risks of sleep loss while serv-
ing as caretaker. Access to respite services, often 
hard to secure, are essential for these families.  

Management and Treatment Aspects
From a management standpoint, the unique 

constellation of behavioral dysfunction and sleep 
disturbances has a significant impact on the fam-
ily and professionals involved in their care.

Guidelines for medical management, behavior-
al and educational needs can be found in GeneR-
eviews (Smith et al., 2012). 

There is currently no universal treatment that 
works for all SMS patients. Current research ef-

forts to identify effective treatment modalities 
are underway. While psychotropic medications 
may offer some or limited benefit to behavioral 
management, others may cause greater prob-
lems. Based on an extensive review of psychotro-
pic medication use in a large cohort of individu-
als with SMS (n=62), no single regimen showed 
consistent efficacy. Use of polypharmacy and/
or serial trials with minimal effectiveness were 
observed (Laje, Bernert, Morse, Pao, & Smith, 
2010a). Benzodiazepines obtained the lowest 
mean efficacy score in the ‘‘slightly worse’’ range, 
suggesting that use of these drugs may be detri-
mental to individuals with SMS. Weight gain for 
certain medications (e.g., risperidone) has also 
been an issue. If melatonin is tried for sleep, dos-
ages should be kept low (<3mg). 

Children with SMS benefit from early and in-
tensive speech, physical, and occupational ther-
apy intervention services that are essential for 
their continued development. The use of sign 
language and a total communication approach 
are strongly recommended as an adjunct to tradi-
tional speech/language therapy. Improved com-
munication skills will have a positive impact on 
behavior. Though expressive language is usually 
present by school age, oral motor dysfunction, 
hypernasality (velopharangeal insufficiency), 
and articulation difficulties persist. Continuity 
of speech therapy services for maintenance of de-
velopmental progress is strongly recommended. 

PRISMS (Parents and Researchers Interested 
in Smith-Magenis Syndrome) is the internation-
ally recognized support advocacy group for per-
sons with SMS. Available information and re-
sources, as well as emotional and peer support to 
assist families and providers working with this 
population can be found at www.prisms.org. 
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The Under-investigated Influence of Direct 
Support Professionals on Health Care Decision-
Making among Adults with Intellectual Disability
Rosann M. O’Dell, D.H.Sc., Johnson County Community College

Adults with intellectual disability face a variety 
of barriers related to involvement in their own 
health care decision making. Stereotypic bias and 
misconceptions about the abilities of individuals 
with intellectual disability is also common among 
health care professionals (Wullink, Veldhuijzen, 
van Schrojenstein Lantman-de Valk, Metzemak-
ers, & Dinant, 2009; Longmore 1995; Harper and 
Wadsworth 1992).  Keywood and Flynn (2003) re-
ported that inappropriate assumptions about the 
abilities of individuals with intellectual disability 
result in exclusion from participation in health 
care decisions for these individuals. In order for 
adults with intellectual disability to realize appro-
priate involvement in their own health care deci-
sions, staff members supporting these individuals 
arguably play a role. 

Support professionals frequently accompany 
adults with intellectual disability to physician 
appointments; this is especially true in instances 
where the individual lives in a supported residen-
tial setting. For the purpose of this article, support 
professional (also referred to as support worker 
throughout) is defined as a professional who pro-
vides direct support to an individual with intellec-
tual disability on a routine basis; these duties may 
include providing transportation to physician ap-
pointments, sharing information, and providing 
necessary support during appointments. 

Paternalism and Autonomy 
Winslade (1983) provides the example that the 

doctrine of informed consent purports to “resolve 
the tension between medical paternalism and per-
sonal autonomy, but merely embodies it.” Win-

slade suggests that increasing autonomy, reduc-
ing paternalism and avoiding authoritarian over-
sight is a best case scenario for patients; however, 
considerations of mental capacity are relevant.  

Paternalism influences health care delivery 
and is often defended on the premise that pater-
nalistic actions are most beneficial to the individ-
ual and/or will protect the individual from harm 
(Dworkin, 2010). Longmore (1995) suggests that 
non-disabled individuals largely misunderstand 
intellectual disability. As a result, some health 
care professionals may find it difficult to appreci-
ate the ability of individuals with intellectual dis-
ability to thoughtfully engage in health care de-
cisions. Further, health care providers may feel 
morally obligated to act protectively on behalf 
of patients with intellectual disability because 
doing so ensures, in their mind, that they have 
acted in a way most beneficial for these individu-
als (O’Dell, Leafman, Nehrenz & Bustillos 2012).

Staff members providing direct support to 
adults with intellectual disability may also be in-
clined to act paternalistically while assisting the 
individual during health care encounters. These 
professionals work alongside the individual daily 
to support achievement of a preferred lifestyle; 
as a result, they often understand the individual 
and his or her preferences. Support professionals, 
therefore, may instinctually desire to assist the 
individual with health care decisions (whether or 
not it is necessary or solicited). While t these ac-
tions are likely well-intentioned, the actions may 
be problematic because they may suggest that 
persons with intellectual disability require staff 
oversight in all instances. 
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A desire to advocate for those with intellectual 
disability is common among professionals who 
dedicate their career to direct support. Support 
professionals who provide direct support to those 
with intellectual disability have unique insight 
into the abilities, as well as potential, of indi-
viduals they support; these professionals may be 
among the more passionate advocates for the in-
dividuals they serve.  Insight from and expertise 
of support professionals are useful in combating 
preconceived notions about individuals with in-
tellectual disability and their inability to make 
health care decisions. 

Regardless of the intent behind paternalism, 
the outcome can prove unfavorable in instances 
where the individual is capable of thoughtful par-
ticipation in at least some health care decisions. 
For example, a patient’s true preference may be 
overlooked in decisions rendered on his or her 
behalf if the individual does not provide insight 
into his or her personal preferences. In addition, 
autonomy of the individual may be disregarded 
(even if inadvertently) through this type of action. 

Beauchamp and Childress (2001) explain that 
respect for the autonomy of another individual 
includes acknowledgment of “that person’s rights 
to hold views, to make choices, and to take ac-
tions based on personal values and beliefs.” They 
further explain that respect for autonomy is 
granted not only through respectful action but 
also through respectful attitude. Beauchamp and 
Childress draw a distinction between respect for 
and disrespect for autonomy by explaining that 
“respect . . . involves acknowledging decision-
making rights and enabling persons to act au-
tonomously, whereas disrespect . . . involves atti-
tudes and actions that ignore, insult, or demean 
others’ rights of autonomy” (p. 63) 

Social stigma surrounding intellectual disability 
and lack of knowledge about persons with I/DD 
may bias the perception of health care profession-
als regarding the capacity of persons with intel-
lectual disability to engage in health care decision 
making on their own behalf. Some health care pro-
viders are uncertain about the health care decision-
making capacity of adults with intellectual disabil-
ity. Others providers may believe that adults with 
intellectual disability are unable to thoughtfully 
engage in health care decision-making. 

Health Care Decisions
As a result of cognitive deficits associated with 

intellectual disability, it is appropriate to consider 
the ability of these individuals to make informed 
health care decisions. Bioethicists suggest that 

it is inappropriate to focus on a singular aspect 
of an individuals’ status and make a general as-
sessment that he or she is capable or incapable 
of any and all health care decisions (President’s 
Commission for the Study of Ethical Problems 
in Medicine and Biomedical and Behavioral Re-
search 1982). Instead, a widely accepted approach 
for determining capacity begins with recognizing 
that the ability to make informed health care deci-
sions is situational. Therefore, the ability to reach 
such decisions may be present in some instances 
but not others (Appelbaum & Grisso, 1988; Key-
wood & Flynn, 2003; President’s Commission for 
the Study of Ethical Problems in Medicine and 
Biomedical and Behavioral Research, 1982). 

An existing and accepted framework assists in 
mental capacity determinations related to mak-
ing health care decisions. The previously men-
tioned framework entails criteria that include 
determining individual ability to communicate 
preferences, comprehend relevant information, 
appreciate a circumstance (including all its rel-
evant considerations), and demonstrate ability to 
rationally manipulate information (Appelbaum 
& Grisso, 1988).The former considerations are 
relevant to all adults who make health care deci-
sions and  are not unique to those whose disabil-
ity is cognitive in nature.   

The responsibility of gauging ability to make 
informed health care decisions ordinarily rests 
with clinicians (and in more complex situations, 
the legal system). However, support workers ac-
companying an individual with intellectual dis-
ability to physician appointments may be called 
upon in instances where a provider is uncertain 
about the ability of the patient to make health 
care decisions; professionals who work with the 
individual on a daily basis may have relevant in-
sight into general abilities of the individual. Sup-
port staff may be particularly useful as a source 
of clarification in the patient-provider commu-
nication process. For example, one can consider 
potential challenges in message articulation and 
conveyance as a patient with intellectual disabil-
ity communicates to their health care provider. 
The former could be especially problematic if the 
provider is uncomfortable with or uninformed 
about intellectual disability. In this scenario, 
the support professional is likely familiar with 
the individual’s communication style and may be 
able to assist the individual with expressing his 
or her message; meanwhile, the support profes-
sional may also assist the health care provider in 
achieving proficiency in communicating with the 
individual in the future. 
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Support professionals are in a position to advo-
cate on behalf of the individual in instances where 
health care providers may inappropriately assume 
the patient is incapable of making health care 
decisions. While final determinations of decision 
making capacity do not rest with support profes-
sionals, a support professional with an extended 
history of working with an individual may be able 
to clarify previous instances where the individual 
demonstrated autonomous capacity. The former 
insight could be useful for a health care provider 
who is unfamiliar with the individual and his or 
her capabilities. Therefore, there is a role for sup-
port worker involvement during episodes of pa-
tient-provider communication.  The  support pro-
fessional advocating for the adult with intellectual 
disability may or may not have expertise in health 
care delivery and patient advocacy; additionally, 
adequate training in this regard may or may not 
have been provided to these professionals.  

Communication
Ineffective patient-provider communication 

negatively influences patient care and outcomes; 
this is especially true for individuals with intel-
lectual disability. Communication barriers may 
include (but are not limited to) individual chal-
lenges in articulation and information convey-
ance and/or provider deficiency in facilitating ap-
propriate communication with patients who have 
an intellectual disability. World Health Organi-
zation (WHO; 2000) explains that communica-
tion barriers experienced by patients with intel-
lectual disability negatively influence the ability 
for proper medical evaluation and health service 
provision for this population. Other evidence 
suggests that communication barriers result in 
postponed presentation of illness on the part of 
patients with intellectual disability, complicate 
the ability for these individuals to understand 
illness and its implications, and raise concerns 
related to patient involvement in health care de-
cisions (Tuffrey-Wijine 2003).  

Accounts by adults with intellectual disability 
describing communication barriers experienced 
during health care encounters are found in the 
literature. In a qualitative study (Wullink et al., 
2009) comprised of focus groups and interviews, 
a host of concerns related to patient-provider 
communication were illustrated by adult par-
ticipants with intellectual disability. The par-
ticipants formulated eight preferences aimed at 
improving patient-provider communication; they 
drew upon unfavorable personal experiences 
with communication while pursuing health care 

services to inform what preferred communication 
would entail. These preferences included:

• Physicians should allow me to describe 
my symptoms. 

• Physicians should ask me questions about 
my symptoms. 

• Physicians should listen carefully to me. 
• Physicians should take me seriously.
• Physicians should allow for and take suf-

ficient time during my office visit. 
• Physicians should show consideration for 

my preferences. 
• Physicians should explain and demon-

strate before beginning a physical exami-
nation. 

• Physicians should ask my permission be-
fore discussing my health care with my 
support worker (Wullink et al., 2009). 

Participants described problematic situations 
when their ability to participate in health care 
decisions was hindered. During focus groups and 
interviews, a recurring dialogue about the role 
of support workers occurred. Study participants 
understood and agreed that it was appropriate 
for support workers to accompany them to phy-
sician appointments. However, participants re-
ported trends of triadic communication by which 
physicians consistently addressed their support 
worker instead of themselves (Wullink et al., 
2009). The experiences reflected in the previ-
ously described study suggest an environment 
in which individuals with intellectual disability 
experience communication barriers during ap-
pointments with their physician. In addition, the 
results of the study further illustrate that com-
munication challenges can be prohibitive to in-
volvement in health care decisions. 

In a separate quantitative survey, adults with 
intellectual disability reported varying levels of 
communication barriers during health care en-
counters (O’Dell, Leafman, Nehrenz & Bustillos 
2012). For example, nearly 37 percent of par-
ticipants were either unsure or disagreed that 
they could refuse a medication and their physi-
cian would listen to their preference. Forty-two 
percent of participants were either unsure or did 
not feel that their physician solicited their opin-
ion when a decision about their health care was 
made; an equal percentage of participants could 
not affirmatively answer that their physician lis-
tens to their opinions related to their health care 
(O’Dell, Leafman, Nehrenz & Bustillos 2012).

Research depicting personal experiences of 
those with intellectual disability related to com-
munication and involvement in health care deci-
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sions should be understood by those who assist 
adults with intellectual disability in health care 
scenarios. Understanding the complexity of these 
issues may provide support workers a foundation 
to enhance their ability to support the individual 
in exercising autonomy in health care decision-
making. However, despite the importance of sup-
port worker awareness of these types of findings, 
it is unclear how effectively these findings are 
disseminated to these professionals. Addition-
ally, despite the need for awareness of these 
topics among these professionals, research has 
inadequately examined support professionals to 
understand their experiences in supporting indi-
viduals with intellectual disability in this regard.

Professionals Providing Support 
in Residential Care Settings

A paucity of research has examined experienc-
es of professionals who provide services and care 
to adults with intellectual disability to fully ap-
preciate how their work relates to or influences 
health care decision-making among adults with 
intellectual disability. Several remarkable find-
ings are available, however. 

A medical record review (Lohiya, Tan-Figueroa 
& Kohler 2002) examined end-of-life care deci-
sions at a developmental center providing long-
term care for individuals with intellectual dis-
ability. The research protocol examined complex 
health care decisions related to end-of-life deci-
sions; specifically, the researchers reviewed ex-
amples by which ethics committee consultations 
were requested when an employee or relative felt 
that continued end-of-life care proved futile. 

Thirty-one percent of ethics consultations were 
convened at the request of staff members. In the 
course of their research, the investigators also 
noted whether or not residents maintained ad-
vanced care plans. Interestingly, the center main-
tained a policy requiring physicians to notify resi-
dents (who were mentally capable) of their right 
to formulate advance directives. The researchers 
found that despite the former policy, only two of 
850 residents completed an advance directive (Lo-
hiya, Tan-Figueroa & Kohler  2002). This study 
raised questions in regards to policy compliance, 
processes for assessing mental capacity, and pa-
tient education related to advance care planning. 

Fisher, Green, Orkin, and Chinchilli (2009) 
conducted a qualitative survey of residential 
agency directors regarding their role as surro-
gate decision-maker for adults with intellectual 
disability. The investigators explored the role of 
these professionals who made decisions for and/

or with individuals residing at their facility. Re-
spondents overwhelmingly reported that the fol-
lowing three factors were very important in their 
decision-making process: the wishes of the indi-
vidual, the best interests of the individual, and 
recommendations by medical experts. 

Survey responses also illustrated a complex en-
vironment in which residential agency directors 
experienced stigma and devaluation of the qual-
ity of life of individuals with intellectual disabil-
ity by health care professionals. In addition, they 
perceived disenfranchisement in health care de-
livery for the individual of whom they were a sur-
rogate (Fisher et al. 2009).

Additional noteworthy findings in the previous-
ly described survey included the reported burden 
felt by surrogate decision-makers in determining 
best interests for an individual with intellectual 
disability. Assessing best interests was reported 
as particularly challenging because of cognitive 
limitations of the individual, as well as staff ob-
serving instances where the individual would not 
appear to be prudent when making decisions in 
his or her life while healthy. The former factors 
were problematic for decision-makers when they 
were charged with formulating best interest rec-
ommendations on behalf of these individuals. It 
is important to note that despite this reported 
burden, those surveyed underscored a high re-
gard for fairly and accurately assessing best in-
terests (Fisher et al., 2009). 

A retrospective study (van Thiel, van Delden, 
de Haan, & Huibers, 1997) examined experienc-
es of health care providers who were staff physi-
cians caring for adults with intellectual disabil-
ity in institutional settings in the Netherlands. 
These physicians were often responsible for mak-
ing health care decisions on behalf of individuals 
under their care in residential facilities. 

Various aspects of health care decision-mak-
ing reported by physicians in this survey were 
troubling. In a five-year period, there were 67 
reported cases where a physician made an end-
of-life decision for an individual with intellectual 
disability. Four of these individuals were diag-
nosed as having mild mental “handicap,” twenty-
nine having moderate mental “handicap,” and 
three patients had an unknown status. Despite 
a significant number of these individuals hav-
ing either mild or moderate forms of intellectual 
disability, physicians reported that 63 of the 67 
individuals were incompetent. It is unclear based 
on information provided in the published results 
how physicians arrived at conclusions of incom-
petence. In addition, three of the 67 end-of-life 
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decisions entailed euthanasia by which the phy-
sician provided lethal injection to hasten death. 
Compounding these findings is the fact that 
survey responses indicated only two instances 
where a physician discussed the end-of-life deci-
sion with the patient (van Thiel et al., 1997). The 
investigators concluded that a more transparent 
policy debate, additional research, as well as pro-
vider education were necessary regarding this 
type of decision-making given the vulnerability 
of the individuals involved. 

Health Care Professional 
Education and Training

Many health care professionals are not versed 
in effective communication with individuals with 
intellectual disability. The former is particularly 
true in instances when patients have a cognitive 
delay, yet maintain the ability to express and un-
derstand health care information (Alborz, McNal-
ley & Glendinning 2005; Harper & Wadsworth 
1992). Additionally, health care professionals may 
have received inadequate training related to in-
tellectual disability during their academic studies 
in the health sciences. Furthermore, many physi-
cians (for example) are uncertain of the legal con-
text of adults with intellectual disability partici-
pating in informed consent processes and health 
care decisions (World Health Organization, 2000). 
These various issues are prohibitive to a com-
prehensive understanding of caring for a patient 
with intellectual disability, as well as embracing 
the individual as a participant in health care and 
related decisions when appropriate. 

Boyle et al. (2010) were concerned with certain 
conditions, such as intellectual disability, which 
entail a history of stigma and stereotypes. They 
surveyed students in various health care degree 
programs to measure regard for patients with in-
tellectual disability (and other commonly stigma-
tized medical conditions). In comparison to other 
conditions such as mental health disorders and 
substance abuse, health science students held 
highest regard for patients with intellectual dis-
ability. Respondents expressed a desire to be fair 
and responsible in their care of patients who have 
an intellectual disability. The authors suggested 
that health care curricula in all areas of clinical 
practice deserves reevaluation to ensure that it 
prepares students to care for patient populations 
who have historically been marginalized. 

Symons, McGuigan, and Akli (2009) described an 
environment of care in which health care providers 
lack necessary education and training to properly 
care for and treat individuals with intellectual dis-

ability. Despite the literature making the former 
increasingly apparent, little effort has historically 
focused on curriculum development to better pre-
pare students in the health sciences to care for this 
population (Symons, McGuigan, & Akli 2009). 

In terms of support workers who accompany 
individuals with intellectual disability to physi-
cian appointments and other health care services, 
these professionals require understanding that 
medical professionals are not necessarily experts 
in the care of and communication with individu-
als with intellectual disability. The former is not 
intended to call upon support professionals to 
question medical expertise. However, from an ad-
vocacy standpoint, support professionals should 
be aware of limitations in health care delivery – 
including possible limitations in provider compe-
tency related to intellectual disability. Despite the 
importance of support worker awareness of poten-
tial provider competency challenges in the care of 
patients with intellectual disability, it is unclear 
how well this is understood by these professionals. 

Policy
The complex environment of care and stake-

holder involvement in assisting this population 
with health care and related decisions brings 
forth questions related to empowerment (and 
lack thereof) of those with intellectual disability 
to guide their health by rendering health care 
decisions. Perhaps some aspects of disparities in 
health care will remain insufficiently understood 
if evidence related to influences on health care 
decision-making for adults with intellectual dis-
ability remains sparse. 

Concluding Remarks
A host of factors influence participation in 

health care decisions for adults with intellec-
tual disability. Any obstacle to a process which 
is a true exercise in self-determination, such as 
health care decision-making, raises ethical con-
cerns. Despite the importance of this topic, pub-
lished evidence is limited to further understand 
potential issues and phenomena. The role and 
experience of support professionals in aiding 
adults with intellectual disability is particularly 
misunderstood and under-investigated; mean-
while, these individuals are primary stakehold-
ers involved in the lives of individuals they serve. 
Findings in this review suggest that additional 
research is warranted on many fronts. Worthy 
research endeavors may include surveys of sup-
port professionals to examine their observations, 
experiences, and views on supporting individuals 
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with intellectual disability during health care en-
counters. A continued paucity of research leaves 
this population vulnerable in terms of achieving 
maximum participation and inclusion in health 
care decision-making.   
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Jean Frazier raised several interesting ques-
tions in her keynote address at the 29th Annual 
NADD Conference in Denver. She focused on 
the relationship between two very complex syn-
dromes—autism and schizophrenia spectrum 
disorders. The neurobiological, genetic, and phe-
nomenological boundaries between these neuro-
developmental disorders suggest that there is an 
overlap between them. Recent genetic research 
suggests that these boundary issues can be ex-
tended to subtypes of IDD and epilepsy. In the 
next several updates, we will delve into these 
complex problems and hopefully do justice to Dr. 
Frazier’s excellent presentations. 

Ongoing developments in the neurosciences 
have changed the historical boundaries between 
developmental disorders. Leo Kanner first de-
scribed autism in the 1940’s. Since that time, our 
conceptual models of autism have morphed in sev-
eral directions. In the 1970’s the British Working 
Group separated autism from Childhood Schizo-
phrenia. During this time our clinician-research-
ers also used the Research Diagnostic Criteria to 
define schizophrenia. Both moves help separate 
autism from the schizophrenias. The publication 
of the DSM-III expanded on the descriptive ap-
proaches pioneered by Kraeplin and Schneider 
and away from Bleuler’s two tiered, longitudinal 
approach. Bleuler also introduced the term “au-
tism” to denote a pattern of egocentric thought 
and social isolation as a primary feature of the 
schizophrenias. The shift towards descriptive 
psychiatry was now in high gear.

It wasn’t long before the original subtypes of 
schizophrenia became victims of the awaken-
ing neuroscience revolution. With these changes 

the boundary between schizophrenia and mood 
disorders opened the doorway for schizoaffec-
tive disorder. Yet there was more. Researchers 
focused on additional heterogeneity of the schizo-
phrenias based on age of onset, neurobiological 
subtypes, variations in longitudinal course, dif-
ferences in positive versus negative symptoms, 
neuropsychological studies of associated cogni-
tive impairments, and issues related to treat-
ment resistance. In the process attention shifted 
to a neurodevelopmental model of schizophrenia 
and a dimensional model that gave rise to schizo-
phrenia spectrum disorders (SSD). The spectrum 
concept expanded to now include mood disor-
ders, Obsessive-compulsive disorder, and au-
tism (ASD), once the myth of categorical purity 
cracked as the entropic forces became obvious.   

Geneticists and molecular psychiatrists are 
stirring boundaries between SSD and ASD. There 
is increased interest in the relationship between 
PDD and childhood onset schizophrenia, and 
the emergence of schizophrenia in adults with 
childhood ASD. The use of genome wide scans 
(GWAS) added new concepts to our vocabulary—
namely copy number variants of multiple genes 
that appeared in both disorders. Neuroimaging 
and neuropathological studies suggested differ-
ences in neurophysiology and anatomy of vari-
ous neuronal systems. The differences suggest 
that epigenetic factors (changes in gene action 
without changing DNA) play a role in the differ-
ences based on differences in regulating gene ac-
tivation. The neurodevelopmental model of both 
schizophrenia and autism spectrum disorders 
require us to address differences in the patterns 
of neuronal maturation and interconnections; 
myelin formation, timing of postnatal changes 
in specific cells lines; and age related changes 
in white matter tract development, dendrite de-
velopment, and pruning. Now interest is moving 
toward micro-RNA and regulation of protein syn-
thesis outside the nucleus, neuro-immunological 
activation, and the complex role of mitochondria 
in brain development. 

The good old days are gone for a simple “two-
hit” model. Neurodevelopmental models point 
out the evolving nature of SSD. During child-
hood there are nonspecific aberrations in atten-
tion/cognition, motor development, memory, and 

Neuroscience Reviews

Schizophrenia: Who Dreamed This One Up?
Jarrett Barnhill, MD, DFAPA, FAACAP, NADD-CC, UNC School of Medicine
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social relatedness during and early adolescence 
childhood. Yet the emergence of the adult-onset 
phenotype of schizophrenia is a relatively late 
developing phenomenon. Latest models de-
scribe overexuberant dendritic pruning, failure 
of white matter maturation and tract formation 
during late adolescence. We can assume that the 
derailment of regulatory signals for key genes 
precedes both the neuroanatomical and clinical 
onset of schizophrenia. The transition period be-
tween prodromal symptoms and the duration of 
untreated psychotic symptoms suggest an ongo-
ing process. Recent evidence suggests that only 
about 40% of high risk probands with prodromal 
symptoms go on to develop syndromal schizo-

phrenia. There are hints that omega 3 fatty ac-
ids may have a useful role in prevention but are 
less beneficial than antipsychotics once the tran-
sition has occurred. Cannabinoids (marijuana) 
and other drugs of abuse and psychosocial and 
environmental toxins may be key factors in the 
transformation.  

As a rule schizophrenia is a disorder of youth; 
ASD is one that begins in early childhood. Both 
are influenced by the presence of IDD.  How then 
do we make sense of the differences between 
ASD and SSD?  

For further information, contact Dr. Barnhill 
at Jarrett_Barnhill@med.unc.edu. 

US Public Policy Update

Advocacy for Responsible Health Care Reform
William O’Brien, MSW, University of Massachusetts Memorial Behavioral Health 
System, University of Massachusetts Medical School 

Physicians approach their patients with the 
intention of at first “doing no harm.” It could be 
better to do less or nothing if the potential inter-
vention could cause a greater harm. Policy plan-
ners have the same values. However, when plan-
ning for health care reform for large populations 
it is difficult to understand the unique needs of 
each sub-cohort of patients. In spite of the best 
planning, unintended negative consequences will 
often occur. 

It is important for professionals in the field 
of Intellectual Disabilities/ Developmental Dis-
abilities (IDD) to understand health care reform 
and the impact that it will have on individuals 
with IDD. Unlike other patient populations, in-
dividuals with IDD are often unable to speak for 
themselves and because their medical needs are 
often extremely complicated and can include sig-
nificant and expensive medical, psychiatric, and 
behavioral comorbidity they will be a target of 
this reform. This is an opportunity to advocate. 
If the quality of care your patients’ receive needs 
to be improved, health care reform in your state 
could offer you the opportunity to make that im-
provement happen. 

Across the nation there is a work force of pol-
icy makers in each state developing local ver-
sions of health care reform. In turn, physicians 
and health care organizations are frantically 

trying to understand what key changes will be 
implemented and how their organizations will 
adapt and survive while still maintaining the 
ability to care for their patients. These reforms 
are primarily driven by the need to curtail the 
increasing cost of health care.  In 1985, 10% of 
our nation’s Gross National Product was re-
lated to health care. In 2007, it reached 17.3%, 
and experts are predicting that it will reach 
almost 20% unless efforts to cap increases are 
successful. 

For the past two decades, with the support of 
Centers for Medicare and Medicaid (CMS), most 
states have developed managed care approach-
es for individuals with Medicaid only. Over all, 
these approaches have been successful and have 
shown the ability to improve access, add new and 
needed service types, and, if not reduce cost, at 
lease curtail the rate of increase. Early reforms 
within Medicaid have also demonstrated that by 
supporting case management and broadening 
the array of available services, Medicaid patients 
have had a better chance to receive the correct 
interventions in the timeliest manner and in the 
least restrictive and least expensive site of ser-
vice. For example, substituting better commu-
nity access to urgent primary care reduces the 
very expensive use of Emergency Departments 
for non-emergent reasons. 
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A particular focus in the current climate of 
reform for state and federal health care is on 
work with a sub-population of insured individu-
als referred to as Dual Eligible or Duals. Duals 
represent over 9 million individuals in the US. 
This term comes from the fact that this cohort 
has two forms of publically supported insurance: 
Medicare (provided to those over 65 and to the 
disabled) and Medicaid (provided to individuals 
and families based of financial means). Many in-
dividual with IDD are Duals. 

With the exception of point of service oversight, 
and fee for service rate adjustments, health care 
services provided to the Duals have not been 
managed. More importantly, care provided to pa-
tients is often not coordinated and patients suffer 
from this inefficiency. Federal and state govern-
ments have not been able to stop the growth in 
spending on the Duals, and they understand that 
managing care will help reduce costs. 

Without health care reform, the Duals have 
also been denied access to certain services that 
can only be provided if states are granted specific 
waivers to allow these services to be reimbursed. 
Spending on the Duals is higher per patient than 
any other insured cohort.  Nationally, the Duals 
represent about 17% of the Medicare popula-
tion but account for almost 30% of the Medicare 
spending. For Medicaid they represent about 
16% of the population and almost 35% of the 
spending. While individuals with IDD represent 
3% of the general population, states are begin-
ning to report that over 15% of their Duals have a 
diagnosis of IDD and that many of those patients 
have very high spending profiles.

The overall quality of medical care provided 
to individuals with IDD lags well behind where 
it should be. Our present health care delivery 
system for individuals with IDD creates signifi-
cant disadvantage for the practitioner who as-

sumes the responsibility for ongoing care. Care 
is fragmented and high quality is often sacrificed 
for access to any care. The poor quality of care 
provided to IDD patients in inpatient psychiatric 
settings demonstrates this fact. 

However, there is hope if we advocate. As CMS 
and individual states plan the approaches for 
service reform for the dual eligible population, it 
is very clear that input is being sought and ad-
vice is being taken.  There will be the opportu-
nity for advocates within the ID community to 
identify the needed improvements and to work 
with the planners as they chart the course. The 
window of influence will narrow as planning ad-
vances, but redirecting a system once it is built is 
very difficult. 

Advocacy during periods of policy change is 
critical. We must be cautious about the unin-
tended harm that could be caused by proposed 
changes, and we must speak out to inform the 
process. We should also focus our advocacy on the 
opportunities to improve the quality of care pro-
vided to the individuals we serve.

Your voice is needed in the local debate that 
will form the policies that your state will imple-
ment as they reform the delivery system for the 
Duals. The unique needs of patients with ID 
must be articulately presented. 

For further information, contact William 
O’Brien at william.obrien@umassmemorial.org

The “U.S. Public Policy Update” is an ongoing 
column in The NADD Bulletin.  We welcome your 
comments and submissions for this column.  To 
learn more or to contribute to this column you 
may contact Joan Beasley, Editor of the U.S. Pub-
lic Policy Update at joan.beasley@unh.edu. 

The NADD Bulletin welcomes submissions 
of articles from practitioners, academics, 
managers, policy makers, family members, and 
Direct Support Professionals, who are involved 
in delivering care to people with intellectual 
disabilities and mental health needs. Manuscripts 
of interest include articles related to clinical 
application, policy, training, and perspectives 

related to supports for persons with intellectual or 
developmental disabilities and mental illness. 
Details about manuscript submission are 
available at http://thenadd.org/nadd-bulletin/
submitting-articles-for-the-nadd-bulletin/.  
Inquiries or submissions may be submitted 
to Lucille Esralew, Ph.D., Co-Editor, at 
lesralew@trinitas.org.  

Submit an Article for the NADD Bulletin



Note from the editors
This initial 2013 edition of the Bulletin contains an array of interesting 

and thought provoking articles. Dr. Robert E. Rada provides us with 
his perspective as a dentist in an article about the relationship between 
pain and self-injurious behavior. Drs. Gonzalo Laje and Ann C.M. Smith 
provide an overview of Smith-Magenis Syndrome, an underdiagnosed 
neurodevelopmental disorder, which includes self-injury as part of its 
behavior phenotype.  Dr. Rosann M.  O’Dell explores the role of Direct 
Service Professionals in healthcare decision making.  Dr. Jarrett Barnhill 
provides the first of several columns that expands upon Jean Frazier’s 
NADD conference 2012 keynote and reviews neuroscience research that 
changes the historical boundaries between neurodevelopmental disorders. 
In the U.S. Public Policy Update, William O’Brien strikes a cautionary 
note and calls upon us to be advocates for responsible healthcare reform 
for persons with IDD.

On behalf of NADD, we would like to wish the Bulletin readership 
a happy, healthful and productive new year. We welcome your articles 
describing clinical work and research relevant to persons with intellectual 
disabilities and co-occurring mental health disorders.

Jarrett Barnhill,MD, DFAPA, FAACAP, NADD-CC
Jarrett_Barnhill@mednet.unc.edu

Lucy Esralew, PhD
lesralew@trinitas.org 
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NTG Series on Dementia and IDD
The National Task Group (NTG) on Dementia 

and Intellectual/Developmental Disabilities 
(IDD) announces their first webinar series 
addressing the challenges related to the increase 
in the diagnosis of dementia for adults with 
IDD, their families, health care providers, and 
support agencies. This series is a result of a year 
of collaboration amongst members to identify 
the issues and potential solutions. One of the 
recommendations to address cited issues was 
to present training through traditional seminar 
formats and webinars on the various topics 
identified (NTG, 2012).

The Webinar series has been generously 
funded by the Special Hope Foundation. The 
Special Hope Foundation’s mission is to provide 
accessible healthcare delivery designed to 
meet the needs of adults with developmental 

disabilities. By funding this webinar series 
they are providing national training that will 
help health care providers, organizations, and 
advocates reduce disparities in access to quality 
assessment, interventions, and care for older 
adults with cognitive or functioning decline due 
to dementia. There will be a small additional fee 
to cover future workshops and seminars.

Outlined below is the series coordinated by the 
NTG. The Webinar training will be presented 
in two series of 4 topics held weekly in March 
and May 2013. The March Series will be held on 
Tuesdays March 5, 12, 19, and 26 from 1:00 to 
2:30PM EST. 

Registration will be opened January 15th for 
the March Series. For registration information 
after that date please go to this link:  http://
aadmd.org/ntg/webinars

NTG March Webinar Schedule
March 5, 2013, 1:00PM to 2:30PM EST: Introduction of Intellectual/De-

velopmental Disabilities (IDD) and Dementia, Presenters: Matthew Janicki, 
Ph.D., The University of Illinois at Chicago and Mary Hogan, MS, Family Advocate 

March 12, 2013, 1:00PM to 2:30PM EST: The Importance of Early De-
tection and Diagnosis of Dementia for Adults with IDD Presenter: Lucille 
Esralew, Ph.D., Trinitas Regional Medical Center

March 19, 2013, 1:00PM to 2:30PM EST: Systems Issues for Adults with 
IDD and Dementia, Presenters: Kathy Service, RN, Ph.D., Massachusetts Depart-
ment of IDD and Mary Beth Schneider, NYSARC

March 26, 2013, 1:00PM to 2:30PM EST: Collaboration across the net-
works for Adults with IDD, Dementia, and their Caregivers Presenters: 
Larry Force, Ph.D., Center on Aging and Policy at Mt. St Mary College, and Ron 
Lucchino, Ph.D. Age Inc and NTG Member Advocate

 References
National Task Group on Intellectual Disabilities and Dementia Practice. (2012). ‘My thinker’s not work-
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Visit the NADD website at www.thenadd.org for more information on upcoming 
conferences and trainings. Updated information is posted as available.

Upcoming Conferences/Trainings
************************************

Disability Policy Seminar
(Co-sponsored by NADD)

April 15-17, 2013 – 2013 • Washington, DC
AAIDD Annual Meeting - Preconference Workshop 

Mental Health Aspects in Persons with Autism
(Sponsored by NADD)

June 4, 2013
International Certifi cate Programme in Dual Diagnosis/Summer Institute 2013

(Co-sponsored by NADD)
June 3-14, 2013 • Brock University, Ontario, Canada.

9th European Congress of Mental Health in Intellectual Disability
(Co-sponsored by NADD)

September 12-14, 2013 • Lisbon, Portugal
State of Ohio NADD MI/DD 11th Annual Conference

September 30 & October 1, 2013 • Columbus, OH
NADD 30th Conference & Exhibit Show – 2013

October 23-25, 2013 • Baltimore, MD
NADD International Conference & Exhibit Show

Spring 2014 • Miami, FL
For further information on upcoming conferences/trainings, consultation services, and products, visit our 

website at www.thenadd.org. Updated information is posted as available.


