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The role of imprinting control region in regulating imprinting status in 15911-13
among patients with Prader-Willi syndrome

MATSUBARA, KEIKO
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We performed analysis of endocrinological information and molecular genetic tests
on patients with Prader-Willi syndrome (PWS). For molecular analyses, we also utilized samples taken from
patients with Angelman syndrome (AS).

First, we performed insulin tolerant test to clarify the feature of hypothalamus, pituitary and adrenal
gland axis of PWS patients. Although basal and peak values of ACTH and cortisol were within normal range,
cortisol showed prolonged secretion pattern. Secondly, we performed genome wide methylation analysis to
reveal DNA methylation pattern among the PWS patients with epimutation or atypical tiny deletion
involving PWS-SRO (shortest region of overlapping) and AS-SRO in imprinting control region, and revealed
detailed pattern of DNA methylation in 15911-13 of these patients.Lastly, we detected one patient with
Temple syndrome among patients without any of known causes resulting in PWS phenotype.
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