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Objectives
1. Demonstrate the need for increased education on Trisomy 

21 for Internal Medicine Physicians
2. Review the 2020 GLOBAL Down Syndrome Foundation 

guidelines on care for Adults with Down syndrome
3. Identify resources for clinicians, patients, and families to aid 

in care for adults with Down syndrome
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Disclosures
No financial COI to disclose

I am a member of the ElevateDD Board of Directors, the parent 
organization for the Down Syndrome Association of Central 
Ohio, a volunteer position
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Why Should Internists Care About Down Syndrome?

Likely due to a number of factors, included improvements in care of congenital heart 
disease and other congenital defects as well as shift the location of care from institutions 

to the home
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Why Should Internists Care About Down Syndrome?
• Increasing Incidence:

• Estimated 1 in 1,000 live births in 2002
• Estimated 1 in 691 live births in 2006

• Exact prevalence unknown, but estimates ~206,000 people with Down 
Syndrome in the United States, including 125,000 adults > 18 years
• GLOBAL Down Syndrome Foundation estimates could be as high as 

350,000 total individuals
• Estimated that only ~5% of adults have access to a clinic specializing in 

the care of Down syndrome
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Discrepancies in comfort managing patients with Down syndrome

2010 study in Pediatrics: 
Internal Medicine 
residents were 
significantly less 
comfortable caring for 
patients with various 
childhood-onset 
diseases compared to 
their pediatric 
counterparts (Patel & 
O’Hare)
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Discrepancies in comfort managing patients with IDD

2013, Journal of Hospital 
Medicine: 
• 40% of IM hospitalists did not 

feel comfortable caring for 
adults with childhood onset 
diseases

•  <20% “strongly agreed” they 
were comfortable caring for 
this population

• Similar for both community and 
academic physicians

• Physicians practicing > 7 years 
reported increased discomfort 
compared to those with 6 or 
less years of practice
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NBC News April 16, 2023

New York Times: June 1, 2008
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Diagnostic Overshadowing

• Tendency to attribute new symptoms/new presentations to 
underlying IDD rather than investigating for new causes

• “It’s just the Down syndrome”

• Important to consider behavioral changes as a means of 
communication to possible new medical conditions

• We can work to combat this by keeping a broad differential 
and being aware of common co-morbid conditions
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Conditions more common in individuals with Down syndrome
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Guidelines

AAP Children & Adolescent Guidelines

GLOBAL Adult Down Syndrome Guidelines

https://publications.aap.org/pediatrics/article/149/5/e2022057010/186778/Health-Supervision-for-Children-and-Adolescents?autologincheck=redirected
https://jamanetwork.com/journals/jama/fullarticle/2771907?guestAccessKey=821dfafe-2109-4af9-be04-4dd2b4f51ea2
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Pediatric Guidelines – Quick Hits
• All individuals should receive an echo regardless of whether a prenatal 

echo was performed
• TSH at birth and annually thereafter
• Refer to Early Intervention – milestones typically delayed but achievable 

with supportive care
• Down syndrome specific growth curve
• Annual CBC and ferritin + CRP (or serum iron and TIBC)
• Hearing testing every 6-12 months
• Vision screening every 1-2 years
• Sleep study between age 3-5

• Assess for sleep disordered breathing annually
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Pediatric Guidelines
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Guideline for the Care of Adults with Down Syndrome
• First identified evidenced-based guideline for 

care of adults with Down Syndrome
• Goal to support primary care clinicians caring for 

adults with Down Syndrome
• 14 recommendations and 4 statements of good 

practice
• Evaluated domains include: Behavior, dementia, 

diabetes, ASCVD risk, stroke, obesity, atlantoaxial 
instability, osteoporosis, thyroid disease, and 
Celiac Disease
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Behavior

Diagnosis of mental health conditions can be challenging given wide variety of verbal 
skills of adults with Down syndrome as well as variable presentation of mental health 
conditions among patients with intellectual disability
Familiarity with traits common in individuals with Down syndrome and evaluation by 
experienced clinicians can be helpful, particularly if there is clinical ambiguity
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Considerations for new behavior changes
• Environmental triggers

• Changes to environment, changes to routine, changes to 
normal caregivers

• Medical
• New sick symptoms, changes in bowel habits, new abnormal 

movements. Known co-morbidities of chronic conditions
• Medication-Induced

• New medications, changes to doses, missed doses, known 
side effects of chronic medications, medication interactions

• Psychiatric
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Behavior Changes
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Down Syndrome Regression Disorder
• Newly recognized condition associated with 

acute to subacute loss of skills and behavioral 
changes

• Can involve loss of language, social 
withdrawal, loss of ADL’s, catatonia, new 
psychiatric symptoms

• Typically affecting individuals with Down 
Syndrome age 10-30

• No single identified cause. Some cases have 
followed acute illness/hospitalization or 
significant life change. Important to pursue 
broad medical work-up

• Treatments variable, can include 
antidepressants, benzodiazepines, 
immunotherapy, ECT
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Dementia

• Studies demonstrate low prevalence of confirmed dementia in 
individuals < 40, with significant increases after age 40
• Estimate 8.9% in 45-49 year olds, 32% in 55-59 year olds
• One study reported rates of 90-100% in 65-70 year olds

• Screening starting at age 40 recommended to help establish baseline 
and monitor for subtle changes over time (NTG-EDSD)

• Thorough work-up recommended for any changes in memory/function 
in patients younger than 40 prior to attributing to Alzheimer’s
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Dementia – NTG- EDSD

• Evaluated domains include:
• ADL’s
• Language & 

Communication
• Sleep-Wake Change 

Patterns
• Ambulation
• Memory
• Behavior & Affect
• Self reported problems
• Notable changes observed 

by others
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Diabetes

• Individuals with Down Syndrome are noted to have increased rates 
of diabetes compared to population-matched controls

• Given other co-mobidities due to premature aging (e.g. cataracts, 
neuropathy, renal dysfunction) weak recommendation for earlier, 
more frequent screening
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Atherosclerotic Cardiovascular Disease

• One study showing decreased incidence of ischemic heart disease in 
adults with Down syndrome age > 50 compared to controls (8.1% vs 
13.3%)

• Given overall low quality of evidence, recommended treatment 
similar to USPSTF guidelines

• Consider shorter life expectancy in the context of lipid management 
in accordance with Choosing Wisely guidelines
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Stroke Prevention

• Some evidence of increased incidence of strokes, with most common 
source being cardioembolic

• Given higher incidence of congenital heart disease, defer 
management of stroke risk as associated with these defects to their 
cardiologists
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Obesity

Obesity is common in adults with Down syndrome. No current 
evidenced based guidelines on best approach in this population, so 
recommend general lifestyle approach (dietary and physical activity 
changes) in accordance with general population guidelines and 
treatment of any predisposing health conditions (e.g. hypothyroidism, 
sleep apnea)

• Of note – guidelines published prior to more widespread use of 
GLP-1 medications for weight management
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Atlantoaxial Instability

• Although individuals with Down Syndrome have higher risk of 
atlantoaxial instability, there is poor evidence of the effectiveness of x-
rays to identify this and no clear data on correlation between AAI 
findings on x-ray and resultant spinal cord injury

• Reasonable to screen for new symptoms of spinal cord injury, but 
concern that routine screening would lead to unnecessary restrictions in 
physical activity without clear benefit

• Special Olympics over the past 20 years have reported no known spinal 
cord injuries in > 50,000 individuals
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Osteoporosis

• No clear benefit or harms to screening
• FRAX risk assessment model may not be applicable to this population 

(common growth characteristics may mean DEXA is less accurate). Also 
hypothesized to have different mechanism (reduced bone formation 
rather than excess bone resorption) so standard of care may not be 
effective
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Thyroid

• Significant association between Down Syndrome of hypothyroidism, 
increasing with age. Prevalence estimated 39% in 18 to 29 year olds, 
51% in those > 30

• As with mental health, general symptoms can be difficult to identify, 
therefore recommend routine screening every 1-2 years regardless of 
symptoms
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Celiac Disease

• Estimated prevalence of Celiac disease 11% 
in the Down Syndrome population

• Wide variety of GI and non-GI symptoms
• No routine screening recommendations, but 

low threshold if any concerning symptoms 
(see separate handout for patients, families 
on potential symptoms)
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Summary of new 
guidelines in 
comparison to 
existing guidance for 
the general 
population 
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Areas not addressed in 2020 Guidelines
• Sleep Apnea

• Risk remains high due to anatomic factors, hypotonia
• No routine screening recommendations, but low threshold to consider

• Anemia/Iron Deficiency
• No specific screening recommendations. If up to date on their pediatric 

screenings can use this as a guide. If not can be helpful to check a baseline and 
low threshold to re-screen

• Cancer Screenings
• Lower risk of solid tumors including breast (90% less likely), cervical (80%), 

prostate (91%), skin (50%)
• Higher rates of leukemia (though absolute risk remains low) and testicular 

cancer
• Still recommend following USPSTF guidance, but consider tolerance of more 

invasive testing and life expectancy
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Women’s Health

• Women with Down syndrome receive routine 
gynecologic care at lower rates than the non-DS 
population and at lower rates than other forms of 
health care

• Review of approaches and data to guide common 
questions/concerns:

• Hygiene, menorrhagia, dysmenorrhea, birth 
control, cervical cancer screening, sexual activity, 
pregnancy, menopause, breast cancer screening

• Resources for providers and patients, families, 
caregivers
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Patient Evaluation – Communication Strategies
Avoid assumptions – Always address the patient first. Ask for permission 
to obtain supplemental information from caregivers, guardians, support 
staff

Ask about preferred communication methods, baseline function
- Some patients will use tablets, picture boards to communicate 

symptoms, wants, needs

Warn the patient prior to beginning physical exam and try to 
explain/narrate what will be done prior to completing exam
- Try to describe other tests and procedures prior to completing

Discuss accommodations that have been successful in the past
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Encouraging Independence
• Strong visual learners – tend to benefit most from resources 

with visual supports, videos,  modeling/demonstration

• Concrete questions & recommendations

• Work on establishing a routine (“The Groove”)

• Positive Reinforcement
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Advocate Medical Group Adult Down Syndrome Center Resources

https://adscresources.advocatehealth.com/
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Resources for Medical Professionals – Care Down Syndrome
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Resources for Medical Professionals – Care Down Syndrome



40 ©T H E  O H I O  S TAT E  U N I V E R S I T Y  W E X N E R  M E D I C A L C E N T E R

Care Down Syndrome



41 ©T H E  O H I O  S TAT E  U N I V E R S I T Y  W E X N E R  M E D I C A L C E N T E R

Resources for Medical Professionals – Care Down Syndrome
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Resources for Medical Professionals - DSMIG
• Speaker Series

• Project Echo
• Didactic session combined with 

case based presentation – 
anyone can submit a 
challenging case for group 
discussion

• Annual Symposium
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Resources for Medical Professionals, Patients, Families

Local Down syndrome organizations
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Takeaways
• Individuals with Down syndrome are living longer than ever, but few adults have 

access to specialty care

• Consider behavior changes as a form of communication – avoid diagnostic 
overshadowing

• Although Alzheimer’s is more common in individuals with Down syndrome, it is 
incredibly rare prior to age 40. A thorough medical work-up is required prior to 
attributing changes in mood, memory, behaviors to Alzheimer’s particularly at 
younger ages
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Questions?

Michael.Neiger@osumc.edu
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