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Introduction

Individuals with Down syndrome and their fam-
ilies report that they are often told a presenting
symptom is, “just Down syndrome” rather than
a co-occurring condition. The Joint Commission
describes this as diagnostic overshadowing,
defined as “the attribution of symptoms to

an existing diagnosis rather than a potential
co-morbid condition.”! The term first appeared
in the English-language research literature in
the early 1980s to describe the misattribution of
symptoms to an underlying intellectual disabil-
ity rather than to a psychologic or psychiatric
diagnosis. Despite increasing recognition of
diagnostic overshadowing, there remains a ten-
dency to assess individuals with an intellectual
disability less accurately,? leading to underdi-
agnosis or missed diagnoses of co-occurring
health conditions such as pain, depression,
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psychosis, adjustment disorder, hypothyroidism,
or severe sleep apnea. While diagnostic over-
shadowing was initially applied to those with an
underlying intellectual disability, it is recognized
today as a problem in the treatment of people
with other underlying conditions such as mental
illness,?2 neurodevelopmental disabilities,* and
movement disorders.5

In diagnostic overshadowing as it pertains to
Down syndrome, when the healthcare profes-
sional focuses primarily or only on the Down
syndrome diagnosis and attributes many or all
symptoms to Down syndrome alone, co-occur-
ring conditions can be overlooked. The related
term “treatment overshadowing” is also used.?
This refers to the treatment phase, rather than
the diagnostic phase. In either case, an opportu-
nity is missed to provide effective interventions
that would improve quality of life.
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Cognitive Biases to Avoid

Diagnostic overshadowing can be attributed pri-
marily to lack of familiarity with individuals with
Down syndrome and the medical comorbidities
to which they are prone. Practitioners should
also be aware of various cognitive biases.28

Anchoring bias: the tendency to focus
or rely primarily on a particular piece of
data or information

Premature closure: discontinuing the
evaluation or data-collection process
before all the information is known

Implicit biases: feelings, emotions, or
beliefs that can sway one’s assessment
and decision-making

One additional finding regarding diagnostic
overshadowing is of note. In one study, it was
found that the physicians most vulnerable to
diagnostic overshadowing were those with

the lowest and those with the highest level of
experience.® Thus, awareness of diagnostic
overshadowing is important even for seasoned
clinicians.

An important factor for individuals with Down
syndrome is practitioners’ reluctance to make
patient-specific accommodations for appro-
priate care. For example, the “burden of care”
for an individual with Down syndrome might
include involving an anesthesiologist in a
procedure, which might not be considered for
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an individual without Down syndrome. When a
practitioner decides to exclude the individual
with Down syndrome from that testing or
treatment because of the perceived burdens or
risks, without having a shared decision-making
discussion, this is overshadowing. To mini-
mize this bias, practitioners should engage in
shared decision-making discussions regarding
the recommended diagnostic and treatment
approaches. Short-term difficulties should not
bar individuals with Down syndrome from the
long-term benefits of appropriate care.

Diagnostic
Overshadowing Due to
Co-Occurring Conditions

In addition to diagnostic overshadowing due to
the diagnosis of Down syndrome, individuals
with Down syndrome also experience diagnostic
overshadowing for other reasons.

Mental Health and/or Behavioral
Conditions

As noted in the Common Characteristics of Adults
with Down Syndrome article, it is important to
understand the interaction between mental and

physical health in individuals with Down syn-
drome.”® When unable to verbally describe their
physical symptoms, they may “communicate”
those symptoms via observable behaviors.
Thus, any sudden and/or significant change in
a person’s baseline behavior, communication,
or adaptive function requires further medical
investigation by a knowledgeable clinician.
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Alzheimer’s Disease

Individuals with Down syndrome are at greater
risk for Alzheimer’s disease, and at a younger
age (see the article Alzheimer’s Disease in Adults

with Down Syndrome). Although symptoms of

Alzheimer’s disease are rare before age 40, it
is often assumed that an individual with Down
syndrome who develops a cognitive-adaptive
skill loss has Alzheimer's disease, even at a
young age.? In addition to the greater risk of
Alzheimer's disease, other factors contribute
to the assumption that Alzheimer’s disease is
the cause for any type of cognitive decline in
adults with Down syndrome. The symptoms of
Alzheimer’s disease may be similar to those of
other conditions causing a cognitive decline,
such as what is now often referred to as Down
Syndrome Regression Disorder,!® which tends
to affect adults between 15-25 years of age. In
addition, there are clinical limitations and other
difficulties diagnosing Alzheimer’s disease in
individuals with Down syndrome.!

Physiological Features Unique to
Down Syndrome

Individuals with Down syndrome may have
reduced function in multiple organ systems.
For example, their immune systems may be
affected by lower white blood cell counts, differ-
ences in B-cell and T-cell function, and other fac-
tors.1213 | jkewise, they may have reduced kidney
function due to a smaller number of nephrons,
exacerbated by poor hydration.1* Accepting

the inevitability of the dysfunction without
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addressing possible remedies is another form
of diagnostic overshadowing.’®17 Using kidney
function as an example, limiting medications
that can further impair kidney function and
promoting good hydration are interventions that
can reduce the effect of this common feature.

Common Behavioral
Characteristics

In the article Common Characteristics of Adults

with Down Syndrome, behaviors typical in indi-

viduals with Down syndrome were described.
Although departures from these behaviors may
signify an underlying mental health problem,

it is often a response to negative or stressful
life events. When such behaviors are assumed
to represent a mental illness rather than a
common characteristic,'® this can lead to mis-
directed evaluation, diagnostic, and treatment
decisions.

Autism

It is now recognized that an individual with
Down syndrome can also have autism,1222and
that autism is more common in individuals with
Down syndrome. Autism and Down syndrome
have overlapping features affecting behavior,
communication, and social skills, making it dif-
ficult to diagnose autism in young children with
Down syndrome.’? However, failure to consider
the diagnosis of autism can delay or prevent
beneficial therapies.
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Post-Mortem Diagnostic
Overshadowing

Diagnostic overshadowing post-mortem has
been studied and has been reported as com-
mon in individuals with Down syndrome and
other intellectual disabilities.2! In this type of
overshadowing, the diagnosis of the disability

is listed as the cause of death, whereas other
contributing factors or diagnoses are either not
assessed or not provided on the death certif-
icate. When an easily-recognizable condition
such as Down syndrome is present, the cause of
death may be attributed to this only, and a less
thorough assessment provided than for some-
one without Down syndrome.2 If the cause of
death is uncertain, this further increases the
likelihood that the death will be attributed to

the disability.22 This incomplete assessment of
the cause of death biases our understanding of
co-occurring conditions associated with morbid-
ity and mortality in this population.

Summary

Diagnostic overshadowing in individuals with
Down syndrome involves misattributing import-
ant symptoms to the syndrome itself, without
considering possible co-occurring conditions.

It also may involve over-attributing certain
behavioral and cognitive traits to conditions

for which this population is at greater risk,

such as Alzheimer's disease. In whatever form,
diagnostic overshadowing may result in missed
opportunities for diagnosis and treatment in
individuals with Down syndrome.
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