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Sodium taurocholate cotransporting polypeptide deficiency manifesting as cholestatic
jaundice in early infancy: a complicated case study

SONG Yuan-Zong, DENG Mei. Department of Pediatrics, The First Affiliated Hospital, Jinan University, Guangzhou
510630, China (Email: songyuanzong@vip.tom.com)

Abstract: Sodium taurocholate cotransporting polypeptide (NTCP) deficiency is caused by SLC10A1 mutations
impairing the NTCP function to uptake plasma bile salts into the hepatocyte. Thus far, patients with NTCP deficiency
were rarely reported. The patient in this paper was a 5-month-19-day male infant with the complaint of jaundiced skin and
sclera for 5.5 months as well as abnormal liver function revealed over 4 months. His jaundice was noticed on the second
day after birth, and remained visible till his age of 1 month and 13 days, when a liver function test unveiled markedly
elevated total, direct and indirect bilirubin as well as total bile acids (TBA). Cholestatic liver disease was thus diagnosed.
Due to unsatisfactory response to medical treatment, the patient underwent exploratory laparotomy, cholecystostomy
and cholangiography when aged 2 months. This revealed inspissated bile but unobstructed bile ducts. Thereafter, his
jaundice subsided, but the aminotransferases and TBA levels gradually rose. Of note, his mother also had mildly elevated
plasma TBA. Since the etiology was unclear, no specific medication was introduced. The infant has been followed up
over 2 years. The aminotransferases recovered gradually, but TBA levels fluctuated within 23.3-277.7 umol/L (reference
range: 0-10 umol/L). On SLC10A1 genetic analysis at 2 years and 9 months, both the infant and his mother proved to
be homozygous for a pathogenic variant ¢.800C>T(p.S267F), and NTCP deficiency was thus definitely diagnosed. The
findings suggest that, although only mildly increased plasma TBA is presented in adults with NTCP deficiency, pediatric
patients with this disorder exhibit persistent and remarkable hypercholanemia, and some patients might manifest as
cholestatic jaundice in early infancy. [Chin J Contemp Pediatr, 2017, 19(3): 350-354]
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Dbil (0~6 pmol/l) 710 615 361 224 24 65 21 15 23 17 08 14 26 07 22 15
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