2023 4F e PR - 5 MR O Sk 350 40 A8 A 2
37 % 3 J Clin Otorhinolaryngol Head Neck Surg(China) e 235

Antlet-Bixler ZHEJLZEMIT NERE 1 flFHXEHES]"

R B RKHF EHAH

[H#ZE] Antlet-Bixler ZE A 1F & —F T WA SE KM 2 & WP A SCHRE 1610, 8L IR PR R 3R i 3 & & A
R4 R B R & 25 B IR IER] POR SR B A 28628748 . 2B ) Antlet-Bixler ZRGfE, B JLUTJ)
RPN R 2 A T R AW R BRI Je 2 A R SCAR IR I sl 45 A A OGSOk HL I R T ) 2 4
TIE B 35t A2 2995 PR 2 6 A THR 3

[E#3A] JLIE; Antlet-Bixler £8 & 1F ; POR A ;T J1 415k

DOI:10. 13201 /j. issn. 2096-7993. 2023. 03. 016

[FESES] R764.43 [xmktrzG] D

Audiological phenotypes of Antlet-Bixler syndrome:

a case report and literatures review
ZHAO Minghui ZHANG Jiazo WANG Qiuju

(Department of Audiology and Vestibular Medicine, Institute of Otolaryngology. Senior De-
partment of Otolaryngology Head and Neck Surgery, the Sixth Medical Center of Chinese PLLA
General Hospital, National Clinical Research Center for Otolaryngologic Diseases, Beijing,
100048, China)
Corresponding author: WANG Qiuju, E-mail: wqcr301@yvip. sina. com

Abstract  Antlet-Bixler syndrome is a rare congenital multiple malformation. In this report, a child with
clinical features of midface hypoplasia, craniosynostosis, and skeletal deformities was diagnosed with Antlet-Bixler
syndrome after whole exome sequencing demonstrated compound heterozygous mutations in POR. The audiologi-
cal findings of affected children with sensorineural, conductive, mixed hearing loss are complex and variable. In
this paper, its clinical audiological features and genetic etiology were discussed in combination with relevant litera-
tures.
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