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Gene Detection and Clinical Characteristics of RETT Syndrome
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[Abstract] Objective: To analyze the results of genetic testing for Rett syndrome and the clinical characteristics.
Methods: In this study, 5 children with Rett syndrome who were admitted to a hospital in Hebei Province
between January 2020 and January 2022 were selected as the study subjects, and all of them met the 9 mandatory
criteria for Rett syndrome as well as 7 exclusion criteria, or were eligible with 5 mandatory criteria, 4 support
criteria, and 7 exclusion criteria. Of its methylated CpG binding protein 2 gene to determine whether it has a
mutation. At the same time, the clinical data of the affected children were analyzed in detail to confirm their
clinical characteristics. Results: Among the 5 child patients, 4 cases were detected with methylated CpG binding
protein 2 gene mutation, and 1 child patient was not detected with methylated CpG binding protein 2 gene
mutation. Among the 4 child patients, 1 child belonged to p. T158M, whose amino acid 158 position threonine
was replaced by methionine; 1 child patient belonged to C397T, whose cytosine at nucleotide 397 of the
methylated CpG—binding protein 2 gene was replaced by thymine; 1 child patient belonged to p.R133C,
whose arginine at amino acid 133 was replaced by cysteine; 1 child patient belonged to ¢.C473T, whose
methylated CpG—binding protein 2 gene nucleotide 473 Cytosine is replaced by thymine. All of the affected
child patients showed reduced language function accompanied by single or repetitive movements of the hands,
and their intellectual development was much lower than normal, and significant abnormalities were detected by

EEG examination of them. 2 child patients lost the ability to stand and walk independently, and 2 child patients
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lost language ability completely. Conclusions: RETT syndrome has distinct characteristics, the disease will

seriously damage the language function of child patients, and bring great damage to their intellectual

development, making them unable to perform normal body movements. By testing the affected children, the

methylated CpG binding protein 2 gene mutations can be detected in some of them, which illustrates that the

affected children are likely to show mutations after the onset of the disease, and by examining the affected

children for the presence of mutations, will be able to be used as an important reference for judging the

condition of the affected children. However, some children have no mutation detected, so the mutation can

only be used as auxiliary evidence, and it needs to be combined with a more in—depth diagnosis to better

diagnose it.

[Keywords] Rett syndrome; genetic testing; clinical characteristics; gene mutations; Methyl-CpG binding

proteins
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