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Basic and _clinical research for innovated biological marker and new treatment
strategy inpatients with Rett syndrome
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We established three basic and clinical research in Rett syndrome (RTT). We
firstly demonstrated the De Novo SH3 and multiple ankylin repeat domain 3 (SHANK3) mutation causes RTT.
We also revealed that loss of MeCP2 lead to dysregulation of endogeneous cardiac genes and myocardiac
structure alterations. Furthermre, we detected methylation of the CpG islands in the Thx5 locus, suggest
MeCP2 is an imﬁortant regulator. Taken together, these results suggest that MeCP2 is an important
regulator of the gene-expression program responsible for maintaining normal cardiac development and

cardiomyocyte structure. e also confirmed intravenous ghrelin administration ameliorate the clinical
symptom in patients with RTT.
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