Physical health monitoring in people with Down’s Syndrome

-Recommendations-
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Dental Health

Eruption of teeth is usually delayed, often occurring in an abnormal order. The small oral cavity can lead to severe crowding of teeth which can be small or misshapen. Mouth breathing (small nasal airway) can contribute to fissured tongue and lips.

Recommendations

· Support with regular and well performed teeth brushing

· 6 monthly visits to the dentist

Vision

Individuals with DS have a high prevalence of visual impairment. Cataract, keratoconus, blepharitis, strabismus, nystagmus, high myopia and retinal pathology due to an increased incidence of diabetes are common. The prevalence rises with age, 23% at the age 20-29 years, more than 60% in 60-69 year old individuals with DS.

Recommendations

· Prevention of blepharitis by daily scrubbing of the eyelashes with moist cotton wool and application of a small drop of simple ointment (removal of surplus afterwards) 

· Occular pain, changing vision and red eye should lead to a referral for urgent specialist opinion

· Systematic examination by ophthalmologist or optician (=optometrist) at the age of 30 years, every 2 years thereafter

Hearing

More than 50% of people with DS have a significant hearing impairment (sensorineural and/or conductive), ranging from mild to profound. The most common cause for conductive hearing loss is otitis media with effusion (glue ear). Individuals with DS have narrow ear canals which leads to accumulation of wax. There is a higher risk of developing age related hearing loss from age 30 years on. 

Recommendation

· Every person with DS and hearing impairment should have access to specialist hearing support services. 

· Suppurative nasal and ear conditions require medical attention without undue delay 

· Assessment by an audiologist every 2 years throughout life, more often if clinically indicated

· Ear wax should be checked for and removed if indicated every 3 months

Thyroid
Thyroid disorder, usually hypothyroidism, has a higher prevalence in people with DS. It can occur at any stage in life but is more frequent with increasing age. The clinical diagnosis is not reliable. 

Recommendations

· Yearly TSH, fT4

· 2-yearly Thyroid antibodies 
Diabetes

Diabetes is more frequent in people with DS compared to the general population, with prevalence figures for type I diabetes ranging from 1.4 – 10.6%
Recommendations

· Routine screening, particularly where additional risk factors are present: obesity, immobility, age, family history

· HbA1c (specific, less sensitive) or 

· Glucose tolerance test (gold standard) or

· Fasting glucose (repeated)

Dyslipidaemia

People with DS are at a higher risk for obesity. 

Recommendations

· Screening as for the general population

· Obesity, other cardiovascular risk factors and family history require lower threshold for testing

· Life style & diet need to be addressed (referral to dietitian, physiotherapist)

· Persistent predominant hypercholesterinaemia can be treated with statins

· Gemfibrozil & other fibric acid derivates are preferred for predominant hypertriglyceridaemia

Cryptorchidism

Four fold increase in lifetime risk for testicular cancer, possibly further increased in DS.

Recommendation

· Testicular examination should be part of any routine physical examination

Osteoporosis

People with DS are at a higher risk of low bone mineral density. Additional clinical predictors are small body size, age and hypogonadism. This results in an increased risk of fractures following falls. 

Recommendations

· All women should have bone mineral density assessment at onset of menopause (regardless of reason for menopause)

· All hypogonadal men should have bone mineral density assessment

· Careful monitoring of Vit. D status in those at risk with little exposure to sunlight and no routine Vit. D supplementation

· 25 Hydroxy Vit. D concentration at the end of winter 

· Adequate nutrition

· Maximise mobility, prevent falls

Women’s Health

Recommendations

· Sexually active women should have Pap smears every 1-3 years 

· Women who are not sexually active should have bimanual examinations or screening pelvic ultrasound every 2-3 years

· Breast examination is best done yearly

· Mamographie according to local practice for the general population 

Menopause

Low bone mineral density and or postmenopausal symptoms should lead to an individualised decision making process about HRT. 

Recommendations

· Immediate post-menopause

· Premarin 625mcg daily

· Cyclical Medroxyprogesterone, 10mg for 12 days of each month

· Individual adjustment

· Continuous therapy for women who have been hypogonadal for years

· Start on small dose of Premarin, increase slowly to 625mcg daily

· Medroxyprogesterone 5mg daily

· All women receiving HRT should undergo annual screening for breast cancer
Cardio-Vascular System

30-60% of children with DS have congenital heart disease, most commonly ventricular septum defects and atrioventricular septal defects. Adults with DS and no known cardiac pathology can develop valve dysfunction (mitral valve prolapse, aortic regurgitation). There may be an increased prevalence of orthostatic hypotension in people with DS.
Recommendations

· Examination of the cardiovascular system should be part of routine health checks

· Murmur or click should be followed by an echocardiogram

· Orthostatic hypotension should be checked for by obtaining BP in different positions (laying, standing)

· Antibiotic prophylaxis may be required prior to surgery/dental treatment

Respiratory system

Obstructive airway disease can be a significant problem for people with DS. Typical symptoms include unusual sleeping position, snoring, fatigue in the day and daytime napping.
Recommendations

· Assess for symptoms of sleep apnoea as part of standard examination

· Referral to specialist for suspected sleep apnoea, i.e. sleep laboratory, ENT

· Monitoring of symptoms

· Aim for weight loss
Blood system

People with DS have an increased risk of developing disorders of the white blood cell system (Leukaemia)

Recommendations

· The threshold for FBC should be lower 

Musculo-skeletal system

Atlanto-axial instability(AAI)

This is an increased mobility of the cervical spine at the level of the first and second vertebrae. Approximately 14% of individuals with Down syndrome suffer with this condition. The majority with AAI instability are asymptomatic, approximately 10%(1% of individuals with Down syndrome) have symptoms, which occur when the spinal cord is compressed by the excessive mobility of the two vertebrae which form the atlantoaxial joint. Spinal cord compression symptoms can include neck pain, unusual posturing of the head and neck (torticollis), change in gait, loss of upper body strength, abnormal neurological reflexes, and change in bowel/bladder functioning.
Recommendations
· A neurological examination with particular attention to symptoms indicating neck or spinal cord problems should be part of any routine examination.
· ENT physicians and anesthesiologists need to be made aware of AAI and  potential complications resulting from surgical/anaesthesiological  procedures which may hyperextend the neck. 
· Contact sports, such as football, wrestling, rugby, boxing, and recreational activities such as trampolining, gymnastics (tumbling), and diving, which require significant flexion of the neck, would best be avoided.
· People with DS participation in Special Olympics & horse riding require screening (x-ray, CT, MRI) beforehand.  
Epilepsy

Epilepsy is more frequent in DS than in the general population, ranging from 9% (at age 19) to 46% (in those older than 50 years) according to one study. There appear to be two peaks in onset: an early onset in the first year of life (40%) and a late onset after the age of 40 (40%). Reflex seizures, precipitated by noise or touch, are a fairly common feature. Epilepsy in the context of Alzheimer’s disease tends to occur relatively late. Tonic-clonic seizures appear to be most common, myoclonic seizures and complex partial seizures can also be seen. 

Recommendation

· The management of epilepsy in DS should follow the guidelines outlined by Kerr et al 2001 and in the Avon Epilepsy Guidelines (2003) 

      (see Appendix I)
Dementia

In individuals with Down’s Syndrome incidence and prevalence for  Alzheimer’s dementia is higher than in the general population. Prevalence figures range from approximately 10% in the fourth to 55% in the sixth decade of life.

Recommendations
· Baseline and periodic screening for dementia

· Detailed assessment where dementia is suspected including medical history, physical and neurological examination, psychiatric assessment, neuropsychological testing, laboratory tests (FBC, U&Es, LFTs, Ca, Phosphate, TFTs, Glucose, Vit B12, Folate, ESR/plasma viscosity), further investigations (ECG, chest x-ray, CT/MRI), medication review
· Systematic treatment of all treatable medical conditions (visual & hearing impairment, infections, seizures, …)
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Appendix I
GUIDELINES FOR THE MANAGEMENT OF EPILEPSY IN LEARNING DISABILITY
 (Avon Epilepsy Guidelines 2003)
The nature and severity of a Learning Disability (LD) can inform aetiology, prevalence, type, severity and prognosis of epilepsy. Epilepsy is more frequent, more complex and more difficult to treat successfully. Psychiatric/ behavioural disorders have a higher prevalence in LD and can mimic epilepsy. Organic brain dysfunction increases the susceptibility to side effects of anticonvulsants. Patients may present with atypical symptomatology. Communication difficulties limit self reporting. People with LD often lack capacity to consent to investigations and/or treatment. 

	People with a learning disability and suspected epilepsy may be referred to a learning disability psychiatrist, a neurologist or a neuropsychiatrist for initial assessment. The learning disability psychiatrist works as part of a larger specialist community team which can be particularly useful in dealing with additional psychiatric or behavioural problems.
Follow-up can be provided by any team or the general practitioner. After initial assessment referral may be made to another specialist team for further opinion or follow-up. The learning disability service commonly provides a longer term multidisciplinary specialist support service.  


	Good practice in Learning Disability (specialist services)


To ensure that:

A comprehensive assessment is carried out to establish
· Nature and severity of a person’s LD
· Capacity to consent to various aspects of epilepsy management
· Any Communication difficulties; (if appropriate) a history from a reliable informant

· Any Mental Illness and/or Behaviour problems which could mimic seizures and/or impact on the management of Epilepsy. 
· Any Physical Health aspects which are more common in LD and relevant to 
· Differential diagnosis of epilepsy 
· Risk management 
· Anticonvulsant medication 
· Impact of epilepsy on Quality of Life
· Carers expertise in epilepsy management, their concerns and expectations
· Care environment
· Risks 
· Stress/Trigger factors
· Baseline physical examination and relevant investigations (low threshold!) in 

liaison with GPs (baseline blood tests & on commencing anticonvulsants as perBNF)
· Neurophysiology (EEG)
· Radiology (CT, MRI), possibly Anaesthetists if sedation/anaesthesia required
· Neuropsychiatry (24 hr/video EEG monitoring, inpatient assessment)
The management of Epilepsy is anchored in a care plan which entails guidelines on  
· Monitoring seizures and (side)-effects of medication (including plasma levels)
· Treatment with Anticonvulsants (regular, rescue & prn) and Non-Pharmacological

interventions (anxiety management,....)
· Management of Risks
· Follow up arrangements
Good communication between all professionals involved is pertinent to achieving best

epilepsy care. 
� Adapted from Kerr, M et al (2001) Clinical Guidelines for the management of epilepsy in adults with an intellectual disability. Seizure, 10, 401-409 
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