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Two case reports of Crigler-Najjar syndrome type [l and literature review "
YANG Jinghui'® .YANG Tingting"’ LI Yuan'**

(1. Department of Pediatrics sthe First People’s Hospital of Yunnan Province , Kunming ,Yunnan
650032,China ;2. The Affiliated Hospital of Kunming University of Science and Technology , Kunming ,
Yunnan 650032,China ;3. College of medicine , Kunming University of Science
and Technology s Kunming »Yunnan 650500,China)

[Abstract] Objective To determine the etiology and type of gene mutation in two children with jaun-
dice. Methods

as congenital hyperindirect bilirubinemia. Peripheral blood samples of the two children and their parents be

According to the idea of jaundice diagnosis and treatment,the two cases were both diagnosed

collected respectively,and DNA sequencing was performed on the urinary glyceride diphosphate glucuronidase
(UGT1A1) gene. Results The analysis of UGT1A1 gene in the two children found that the first case had ho-
mozygous mutation of c. 1456 T>>G(Y486D) , while the second case had a complex heterozygous mutation of
c. 1456 T>G(Y486D) and c. 1268T > G, p. (Leu423 * ) which had not been reported. Conclusion The two
children both were diagnosed with Crigler-Najjar syndrome (CNS) typell.

[Key words] Crigler-Najjar syndrome; UGT1A1 gene;gene mutation;jaundice;child;case report
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