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ABSTRACT  

Rett syndrome is a childhood neurodevelopmental disorder that affects girls almostt exclusively. It is a genetic 

mutation (on the X chromosome) characterized by normal early growth and development followed by a slowing 

of development, loss of purposeful use of the hands, distinctive hand movements, slowed brain and head 

growth, problems with walking, seizures, and intellectual disability. Children with Rett syndrome display a wide 

variety of symptoms. They have many different health issues that require various treatments. This syndrome 

does not affect the normal pubertal development of the child. The authors present the case of a 17 years old 

child hospitalized at the 5th Pediatric Clinics of ―St. Mary‖ Children's Emergency Hospital who was diagnosed 

with Rett syndrome. 
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INTRODUCTION 

Rett syndrome is a progressive 

neurological disorder described in 1966 by 

the Austrian pediatric neurologist Andreas 

Rett [1]. It occurs in approximately 1:10,000 

live female births and it is considered to be 

the second common cause of mental 

retardation in females after Down syndrome. 

In 1999 Huda Zoghbi demonstrated that its 

origin is a genetic mutation (structural 

alterations or defects) in the MECP2 gene 

located on the X chromosome [2, 3]. In less 

than 10% of cases, mutations in the genes 

CDKL5 or FOXG1 have also been found to 

resemble it. It is not an inherited disease from 

one of the parents - in 95% cases of Rett 

syndrome cases the cause is a de novo 

mutation in the children [4]. 

The mutation affects females almost 

exclusively because they have two X 

chromosomes (one normal and one abnormal) 

and the normal X chromosome compensates 

by reducing the severity of the disease, while 

boys have only one X chromosome and when 

this is abnormal early death occurs 

(miscarriage). Characteristic features include 

a loss of purposeful hand skills, development 

of hand stereotypical movements, loss of 

spoken language, gait abnormalities as well 

as acquired microcephaly [5, 6]. 

 

CASE REPORT 

We report the case of a 17-year-old female 

patient hospitalized in 5th Pediatric Clinics of 

„St Mary‖ Children’s Emergency Hospital for 

an episode of clonic seizure with fixed 

staring. The patient was known from previous 

medical history with infantile autism, 

diagnosed at the age of 2 years, severe 

psychomotor retardation and cachectic 

syndrome which required multiple 

hospitalizations in intensive care unit. Her 

mother had multiple panic attacks and a 

weight loss of 15 kilograms in 8 weeks, her 

father was diagnosed with toxic cirrhosis of 

the liver.  

Clinical examination carried out at the 

time of presentation revealed impaired 

generally status, marked hypothermia, absent 

state of awareness, dizziness, cachexia, height 

150 cm, weight 28 kg, body mass index 

(BMI) 12,44 kg/m2. The face was 

characteristic, dysmorphic, suffering, 

asymmetrical with an absent Bichat’s fat pad. 

The skin was pale, thin, marbled, cold with 

diminished elasticity and absent fat tissue. 

She had generalized lymphadenopathy, 

muscle atrophy with limb spasticity, scoliotic 

attitude with right thoracolumbar curve, 

asthenic chest, bradycardia 40 beats per 

minute, bradypnea 10 breaths per minute and 

hypotension 70/50 mm/Hg. The patient 

refuses oral alimentation during the whole 

hospitalization period and the nutrition is 
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given parenteral and by gavage. The abdomen 

was excavated, sensitive to superficial and 

deep touch, the intestinal transit was absent 

without sphincter control. 

The patient had severe psychomotor 

retardation, bruxism and bilateral symmetric 

abolished tendon reflexes. During 

hospitalization the general status became 

worse, due to the addition of an acute severe 

respiratory infection and the patient needed 

care in an intensive treatment unit both for a 

parenteral nutrition rebalance and for the 

specialized treatment of the severe acute 

respiratory episodes. The clinical evolution 

manifested itself through low grade fever, 

severe acute respiratory syndrome with 

generalized dyspnea, polypnea, intercostal 

and substernal retraction, diminished 

vesicular sounds, bronchial and subcrepitant 

rales distributed bilateral, arrhythmic heart 

sounds, perioral and perinasal cyanosis, as 

well as cyanotic extremities, SaO2 = 64%, 

emetic ineffective cough, frequent episodes of 

apnea which required endotracheal 

intubation. 

Hematological and biochemical blood tests 

revealed neutrophilic leukocytosis, severe 

acute hypochromic microcytic anemia Hb = 6 

g/dl, hepatocytolisis syndrome, 

hypoproteinemia, hypocalcemia, currently 

inflammatory syndrome, electrolyte 

imbalance with metabolic acidosis, important 

hypoxemia. 

Abdominal ultrasound was normal and 

electrocardiogram showed sinus arrhythmia 

and QT prolongation. 

The initial chest X-ray showed an opacity 

of medium intensity, homogeneous, triangular 

shape with the tip in hil and base of the 

periphery, located paracardiac right, raising 

suspicion of atelectatic process. It also noted 

the hemidiaphragm ascension and basal 

pleural effusion in the right part (figure 1). 

Ten days later, chest X-ray revealed perihilar 

and hiliobasal interstitial infiltrate bilateral, 

opacity of medium intensity, imprecisely 

delimited, located hiliobasal in the right part 

and basal pleural effusion in the right part 

(figure 2). 

 

 
Figure 1 and 2: Dynamic chest X-ray 

 

Psychological examination objectified 

elements of autism, sever psychomotor 

retardation, the patient was uncooperative and 

total caregiver dependent. 

 

DISCUSSIONS 

Rett syndrome is rare genetic postnatal 

neurological disorder which was initially 

classified as a pervasive development 

disorder by the Diagnostic and Statistical 

Manual of Mental Disorders (DSM), in the 

same category as the autism spectrum 

disorders but in 2013 it was removed from the 

DSM-5 because of its known molecular 

etiology [7].  

There are typically four stages associated 

to the evolution of the syndrome. Stage I, or 

the early development arrest usually begins 

between ages of 6 to 18 months after a 

normal initial growth and development of the 

child. This stage is usually missed by both 

parents and specialists because of the subtle 

symptoms: stagnation in development, 

decreased interest in toys and entourage, 

hypotonia and delayed skull growth [8]. The 

second stage begins between the ages of 1 

and 4 years and is characterized by a fast 

deterioration or regression with loss of 

purposeful hand skills, stereotypical hand 

movements: hand wrestling and clapping, 

unsteady gait patterns and difficulty in 

initiating motor movement, seizures, autism 

manifestations, loss of expressive language, 

self harm behavior, sleep disorders and on 

EEG – slow activity in background and focal 

spikes. Stage III, also called the apparent 

stabilization usually begins between the ages 

of 2 and 16 years. Severe mental 

retardation/apparent dementia and spasticity, 
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ataxia, apraxia is very prominent in this 

period. Regression of autism features, 

seizures, stereotypical hand movements, 

respiratory dysfunction, weight loss despite 

an excellent appetite, early scoliosis are also 

present. EEG shows a gradual disappearance 

of the background rhythm, paroxystic 

convulsive abnormalities activated in sleep. 

The last stage - late motor deterioration stage 

usually starts after age of 12 and it is 

characterized by loss of motility (use of a 

wheelchair), scoliosis, muscle atrophy, 

stiffness, trophic disorders in legs, 

extrapyramidal and pyramidal syndromes, the 

virtual absence of expressive and receptive 

language, improvement of eye contact, less 

severe epilepsy and poor organizational 

background, marked slowness, polyfocal 

spikes, slow spike and wave complex, sleep 

activation on EEG [9]. 

Our 17-year-old female patient, as 

presented in her personal history and present 

state is a typical Rett syndrome that fulfills all 

the clinical criteria necessary for diagnosis 

and places her in the fourth stage of disease. 

The severe cachexia, severe psycho-motor 

retardation, lobar pneumonia and 

parapneumonic pleurisy, acute respiratory 

failure as a proof of respiratory disfunction, 

thoraco-lumbar scoliosis, mixed anemia, 

convulsive syndrome, the mental anorexia 

and the electroencephalographic 

abnormalities seen at the present 

hospitalization of the patient confirm the 

diagnosis and the presence of its 

complications. 

At the current moment there are no 

specific treatments, only clinical care, genetic 

counseling, family support, anticonvulsant 

medication upon the development of epilepsy 

and therapy for alleviating scoliosis 

development. The prognosis is reserved, the 

disease is a neurodegenerative disorder. 

Among patients with Rett syndrome 60% 

retain their ability to walk. The average life 

expectancy is 24 years and in most cases 

death occurs suddenly [10,11,12]. 

 

CONCLUSION 
This case report presents a patient whose 

clinical evolution describes a characteristic 

Rett syndrome. Although the syndrome hasn’t 

been recognized at the early stage, when was 

misdiagnosed as infantile autism, at the 

present moment we can classify the case as a 

Rett syndrome, stage IV.
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