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RESULTS

* Rett syndrome is a rare, progressive, and severe

neurodevelopmental disorder that primarily affects females, with

Data were extracted from relevant publications reporting on clinical
(n=40), humanistic (n=32), and cost/HCRU (n=11) outcomes

Figure 1. Flowchart for selection of studies in the SLR

Flow of clinical literature

Flow of humanistic literature

Flow of costs/HCRU literature

Figure 2. Quality of Life Inventory-Disability score ranges across included trials
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This systematic literature review (SLR) assessed the clinical

assess the treatment effect on clinical severity or other key
components of Rett syndrome (Table 1). Of these, only 2 trials

Relevant studies extracted:
40 publications reporting on 39 studies

Relevant studies extracted:
32 publications reporting on 30 studies

Figure 3. Caregiver QoL from the SF-36/SF-12 in reference to the population norm
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Risk of bias assessment was conducted following the
recommendations provided by the Centre for Research and
Dissemination Guidance for Reviews and the Cochrane
Handbook for Systematic Reviews of Interventions.

* Limited cost data were available in the literature, but where
comparative data were reported, healthcare costs associated with
Rett syndrome were higher than healthcare costs for the general
population. Residential care, home/hospice care visits,
therapeutic services, and outpatient and inpatient visits were the
main cost drivers.

a Clinical findings summarize primary outcomes and other clinical outcomes, including Rett-specific function, general global function, ADLs, and cognition/communication/psychosocial outcomes.

Key: ADAMS - Anxiety, Depression, and Mood Scale; ADL - activities of daily living; BDNF — brain-derived neurotrophic factor; CGI-El — Clinical Global Impressions-Efficacy Index; CGI-I — Clinical Global
Impressions-Improvement; CSF - cerebrospinal fluid; MRI — magnetic resonance imaging; PGI-El — Parent Global Impression-Efficacy Index; PK — pharmacokinetics; PTSVAS - Parent-Targeted Symptoms Visual
Analog Scale; RSBQ - Rett Syndrome Behavior Questionnaire.
Purple - Significant benefit for intervention assessed compared to control/placebo or baseline; Grey — No significant differences for treatment compared to control/placebo or baseline; Pink — Significantly worse
results for the intervention assessed compared to control/placebo or baseline; No shading — Significance not assessed.

caregiver perspectives.

* Notably, research gaps exist. The lack of male participants in clinical studies raises questions about
treatment efficacy for boys and men with Rett syndrome. Most evidence focuses on younger patients,
even though individuals with Rett syndrome live into adulthood. Furthermore, the absence of
pharmacoeconomic models and comprehensive estimates of the total economic burden is noteworthy.
Filling these gaps will enhance our understanding of Rett syndrome’s impact on patients, caregivers, and
healthcare systems.
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