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DESCRIPTION

Rett syndrome is a rare neurodevelopmental condition that
primarily affects females and is associated with early childhood
development followed by a period of regression in acquired
skills. The condition arises from changes in a gene involved in
brain development and function, leading to disruptions in
communication, motor control, cognitive abilities, and
autonomic regulation. Although it is uncommon, its impact on
affected individuals and families is profound, requiring lifelong

support across medical, educational, and social domains.

Early development in children with rett syndrome often appears
typical during the first months of life. Infants may achieve early
milestones such as social smiling, head control, and basic motor
skills within expected timeframes. However, subtle differences
can sometimes be observed, including reduced interest in toys,
limited hand use for purposeful play, or delays in gross motor
coordination. These early signs are often mild and may not
immediately raise concern.

A characteristic phase of regression typically occurs between 6
months and 2 years of age. During this period, children begin to
lose previously acquired skills, particularly purposeful hand
movements and spoken language abilities. Hand use may
transition from intentional actions such as grasping or pointing
to repetitive movements involving wringing, clapping, tapping,
or rubbing. Speech may become limited or disappear entirely,
and social engagement may decline or change in expression.

Motor difficulties are a central feature of rett syndrome. Many
individuals develop problems with balance, coordination, and
walking. Some lose the ability to walk independently over time,
while others maintain partial mobility with assistance. Muscle
tone abnormalities may include stiffness or reduced tone,
affecting posture and movement efficiency. These motor
challenges often require physiotherapy, assistive devices, and
long-term rehabilitation support.

Breathing irregularities are commonly observed and may include
episodes of rapid breathing, breath-holding, or irregular
breathing patterns while awake. These changes can vary in

influenced by emotional state or
Although often alarming to
caregivers, these breathing patterns are part of the condition’s

intensity and may be
environmental conditions.
neurological profile and require clinical monitoring rather than
emergency intervention in most cases.

Seizure activity is also with many individuals
experiencing epilepsy at some stage of life. Seizures may vary in
type and frequency and require careful neurological
management. Antiepileptic medications are often used to reduce

seizure occurrence and improve overall stability. Regular

common,

neurological follow-up is essential to adjust treatment plans over
time.

Sleep disturbances are frequently reported in rett syndrome.
Difficulty falling asleep, frequent nighttime awakenings, and
irregular sleep cycles can affect both the individual and
caregivers. Sleep regulation strategies may include structured
bedtime routines, environmental adjustments, and medical
evaluation when necessary.

Cardiac irregularities, including rhythm disturbances, have been
documented in some individuals. These require ongoing medical
observation to reduce health risks. Respiratory, gastrointestinal,
and neurological systems are often monitored together in a
coordinated care approach due to the multisystem nature of the
condition.

The genetic basis of rett syndrome is most commonly linked to
changes in a gene responsible for regulating brain development
and neuronal function. These genetic changes are usually
spontaneous rather than inherited, meaning they occur
randomly during early development. Genetic testing confirms
diagnosis and helps differentiate rett syndrome from other
neurodevelopmental conditions with overlapping features.

Diagnosis is based on clinical criteria supported by genetic
testing. Clinicians evaluate developmental history, regression
patterns, motor function, communication abilities, and
neurological features. Because early development may appear
typical, diagnosis is often made after regression becomes evident.
Early identification supports timely intervention and care
planning.
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Physiotherapy plays an important role in maintaining mobility,
preventing joint stiffness, and supporting posture and balance.
Regular movement programs help preserve functional abilities
for as long as possible. Occupational therapy assists with adaptive
strategies for daily activities, while communication therapy
supports

non-wverbal interaction methods. Rett

syndrome
represents a complex neurodevelopmental condition requiring

lifelong multidisciplinary care. Although significant challenges
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exist, individuals with the condition can experience
meaningful  interaction, = emotional = expression,  and
participation in daily life when appropriate medical,

educational, and social supports are provided. Continuous
advancements in clinical care and technology
contribute to improving quality of life for affected individuals
and their families.
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