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A Case of Prader-Willi Syndrome with Hypotonia and
Cryptorchidism Diagnosed at Neonate

Soon Yoe, Jung Hyun Lee, Yoo Rha Hong

Department of Pediatrics, Kosin University College of Medicine, Busan, Korea

— Abstract

Prader-Willi syndrome(PWS) was first described by Prader et al in 1956. This syndrome is characterized by diminished
fetal activity, fetal distress, low birth weight, infantile hypotonia with feeding problem, onset of obesity in early
childhood, short stature, hypogonadism, mental retardation, and small hands and feet. The cause of this syndrome is
unknown, but a disturbance in the hypothalamus has been postulated because of the various manifestation of the
syndrome. Recently, this syndrome is easily diagnosed by DNA polymorphism analysis, DNA methylation analysis, and
fluorescence in situ hybridization technique (FISH). We report a Prader-Willi syndrome confirmed by FISH in a
neonate that had diminished fetal activity, fetal distress, hypotonia, and bilateral cryptorchidism and recommend
molecular genetic studies in floppy infants who have feeding disturbance and hypotonia during the neonate stage and
infacny because invasive study such as muscular biopy is avoided.
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Figure 1. Hypotonia feature in Prader-Willi syndrome with
drop of the head
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Figure 2. FISH(fluorescence in situ hybridization)
Arrow : del (15)(q11.2q13)
Arrowhead : normal 15th chromosome
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