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Clinical and genetic characteristics of a pediatric patient with combined pituitary
hormone deficiency type I caused by POU1F1 gene variation

CHEN Jie, ZHANG Xing-Xing, WU Xiao-Chuan, LI Jian. Department of Pediatrics, the Second Xiangya Hospital,
Central South University, Changsha, Hunan 410011, China (ZHANG X-X, Email: zhangxingxing@csu.edu.cn)

Abstract: This paper reports the clinical and genetic characteristics of a case of combined pituitary hormone
deficiency type I (CPHD1) caused by POU domain, class 1, transcription factor 1 (POU1F1) gene variation. A 2 years
and 3 months old girl mainly presented with short stature, special facial features of prominent forehead, enophthalmos,
and short mandible, loose skin, central hypothyroidism, complete growth hormone deficiency, and anterior pituitary
hypoplasia. Gene analysis identified a novel heterozygous mutation, ¢.889C >T (p.R297W), in the pituitary transcription
factor of POUIF1, and this locus of her parents was wild-type. This mutation was analyzed as a possible pathogenic
variant according to the guidelines of the American College of Medical Genetics and Genomics (ACMG), which has not
been previously reported in the literature and conforms to the autosomal dominant inheritance. This child was diagnosed
with CPHD1. Her height increased by 19.7 cm and showed a catch-up growth trend after one year of combined treatment
with growth hormone and Euthyrox. [Chin J Contemp Pediatr, 2019, 21(7): XXXXX]

Key words: Combined pituitary hormone deficiency type I; POU1F1 gene; Growth hormone; Thyroid-stimulating
hormone; Young child
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