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Pax8 Gene in Congenital Hypothyroidism

HUANG Xiao-Dong GU Xue-Fan SHEN Yong-Nian et al.
Shanghai Institute for Pediatric Research Shanghai Xinhua Hospital ~Shanghai 200092 China

Abstract  Objective To investigate the role of Pax8 in the pathogenesis of congenital hypothyrodism. Methods
Genomic DNA was extracted from peripheral blood lymphocytes and PCR-SSCP-Direct DNA sequencing was applied to
study exon 2~exon 9 of Pax8 gene in fifty patients who had been detected by neonatal screening or endocrinologists and
diagnosed as having congenital hypothyroidism. Results No mutation was demonstrated in the encoding regions of Pax8
gene. Conclusions Structural changes in Pax8 gene may not play an important role in pathogenesis of primary congenital
hypothyroidism.
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