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We are here to make the pieces fit together

• to improve the quality of life for the child, adult and 

family

• diagnose as soon as possible

• provide the best counselling and treatment tailored the    

individual 

• medical issues 

• habilitation, special equipment/aids 

• communication (alternative) 

• participation in everyday life and social life

• etc. 

• lifelong care planning
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adult life
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adult life
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We use to say that development is apparently 

normal in the first 6 -18 months of life

Studies have, however, showed that early 

development might be delayed before the onset 

of classical symptoms and there might be some 

other concerns 
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24 girls born in 2003-2014 with a MECP2 mutation 

• reviews of medical files and questionnaires from parents

• regarding early development and symptoms

• parents concerns before the diagnosis 

• severity scoring 

Age of diagnosis ranged from 15 months to 5.3 years (mean 2½ years)

Parents were concerned from 3 months to 4.8 years (mean 1½ years)   
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Symptoms in the “normal” period:

• The majority of girls had combinations of concerning 

symptoms such as developmental delay and a collection 

of subtle signs such as

• abnormal hand movements and hand skills

• less or poor social interaction

• being quiet and easy to please

• floppiness, hypermobility

• hair pulling 

• teeth grinding

• gastroesofageal refluks/vomiting

• squint 

Specific RTT symptoms

Unspecific symptoms
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• 29% (7 girls) were referred to psychiatric 

department on suspicion of autism

two of them got an autism diagnosis

• 29% (7 girls) were investigated for muscular or 

mitochondrial disease 
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SymptomsSymptoms

adult life
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Life eventsLife events

SymptomsSymptoms

• The majority of girls get the diagnosis when the 

classical Rett-symptoms are obvious (Fehr S, 2010; 

Tarquinio D et al, 2015)

• Our study 

• mutation analysis was done in 87.5% because 

of regression and hand stereotypies 

• the diagnosis was mainly suspected by a 

neuropaediatrician (and child psychiatrist/psychologist, 

ophthalmologist and parents (3)) 

getting the  

diagnosis
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Parents' description of the diagnosis
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The more severe 

the younger age at 
diagnosis

14/36

We have to acknowledge

the more subtle and 

unspecific symptoms 
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adult life
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The probability of survival 

up to the age of 25 years was 21%, 

compared with 71% in the Australian cohort 
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Survival in Rett syndrome has changed 

•
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• Austrian cohort - 22

• born 1954-1964

• 3 women alive (48, 48, 49 y)

• Australian cohort - 332

• born from 1976
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• Survival for classic and atypical RTT was greater than 70% at 45 

years (>1000 participants) 

• Causes of death have changed 

• In the past: poor health and nutrition

• Now: cardio-respiratory issues 
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Some risk factors are associated with risk 
for mortality: 

supports the need to focus on 
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• nutrition

• gastrointestinal issues (reflux, constipation, gallbladder dysfunction) 

• scoliosis monitoring 

• aspiration risk (ex. proper positioning when eating/drinking)

• epilepsy 

• prevent or manage contractures, dystonic postures, proper 

positioning

• ambulation
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Overall, the results showed a 

high dependency in most 

functional abilities 
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Communication options decreasing ability
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Overall, the results showed a 

high dependency in most 

functional abilities 

However, the adults also 

showed us that they are able 

to do more things if we give 

them the time and believe in 

them
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adult life

SymptomsSymptoms

treatment of medical issues ~ need for live long follow-up treatment of medical issues ~ need for live long follow-up 
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Centre for Rett syndrome

Department of Clinical Genetics, Kennedy Centre

Denmark

28

Our hypothesis is that individuals with RTT 

need medical treatment for comorbidities 

or the risk of these throughout life

We got curious on how the pattern and 

amount of treatment changes 
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88 individuals with RTT and a MECP2
mutation– divided into three age groups
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Number of participants Age range Mean Median

Group 1: 2-14 years 28 2-12 6.8 7

Group 2: 15-29 years 29 15-27 19.6 19

Group 3: 30-60 years 31 30-60 40.9 41.5
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Number of medically treated 
comorbidities 
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Number Mean

Group 1: 2-14 years 0-4 1.89

Group 2: 15-29 years 1-7 3.14

Group 3: 30-60 years 1-6 3.55
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Top 3 medically treated comorbidities and 
supplements  
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Constipation Epilepsy
Gastroeso-

phagealreflux

D-
vitamin/calcium

In total (88) 76% (67) 56.8% (50) 16% (14) 77.3% (68)

2-14 years (28) 28.4% (19) 22% (11) 14.3% (2) 20.6 % (14)

15-29 years (29) 35.8% (24) 38% (19) 50.0% (7) 36.8% (25)

30-60 years (31) 35.8% (24) 40% (20) 35.7% (5) 42.6 % (29)
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Medically treated comorbidities 
mainly in adulthood
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Pain 
(daily on pain 

killers) 
Osteoporosis

Muscle stiffness
and dystonia

Behavioural
problems, 
psychosis

Depression
Menstrual

disturbances

In total (88) 7% (8) 6.8% (6) 6.8% (6) 6.8% (6) 4.5% (4) 5.7% (5) 

2-14 years (28) 0% (0) 0% (0) 0% (0) 0% (0) 0% (0) 0% (0)

15-29 years (29) 14.3% (1) 16.7% (1) 33.3% (2) 16.7% (1) 0% (0) 100% (5)

30-60 years (31) 85.7% (6) 83.3% (5) 66.7% (4) 83.3% (5) 100% (4) 0% (0)



What we have learned from this study
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• Almost all individuals with RTT are medically treated for 

comorbidities in childhood, adolescents and in adult life

• The amount and pattern of treated comorbidities 

changes throughout life

• Individuals with RTT should be followed lifelong by 

professionals 

• who have knowledge of the risk of the comorbidities in 

RTT and how to treat them 
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Take home messages 

• Children with RTT might have many different symptoms before 

the characteristic RTT symptoms occur 

• It is important to listen to the parents and their concerns 

• Many with RTT live long in to adulthood

• Lifelong care planning

• medical issues

• communication

• socially

• in the social system
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We owe everyone who are  

affected with Rett syndrome 

to do our best

Thank you for your attention☺
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