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In this study, we focused on the genetic background among hypotonic neonates

and infants. We performed molecular analyses, such as pyrosequencing and aCGH for a screening of
human imprinting disorders (IDs) and chromosomal rearrangement (CR) respectively. Among 70 cases
showing hypotonia during their neonatal or infantile period, we identified 10 cases with IDs (14.3%,
1 with Silver-Russell syndrome; SRS, 1 with Temple syndrome; TS14, 7 with Prader-Willi syndrome;
PWS and 1 with Angelman syndrome) and 9 with CR (12.9%). Our study indicated that IDs and CR should
be considered as possible diagnoses for hypotonic children. Besides, this result suggested the
usefulness of methylation screening targeting not only Prader-Willi syndrome but also other IDs
(SRS, TS14, etc.) in hypotonic children.
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