5530 B 4 HEE B IEMRAUR MRS Vol. 30 No. 4
2024 48 H Chin J Otorhinolaryngol Skull Base Surg Aug. 2024

> -
DOI:10. 11798/j. issn. 1007 — 1520. 202423327 - e -

PAX3 EEZEITH) Waardenburg Z2 S EER R

KR, B, TR, AR=, I

(PLXFWMESENER FHAELFIIF, S 4 BRI 518033)

W OE: BE @I 1] Waardenburg ZRGAE(WS) B22 5K R MW I B st A& 2Rk , IRITILBURFER
FiE M WS R RMAT RS TE W )2 B4 B i, 2 iz B2 K R L 1, 2 A L0 ) 2 Roast
1&2E55 5o W Sanger IR AR R FHAM . F AR 45 & AP AR IF L BRI EVA  Waardenburg J& 12 il
Raia Tk RE e E, SR BERL 3N # T EmE s A, 3 BlEERNBAEBREGRBIL
SO R G A LA 98 R S B i oF- , HER W TR R L ), SRR 1), 1V T Sanger IR R HEAT LA ik
%€, EVA \Waardenburg &2 & ( iy b B e RS B A TS0 273 3Rt & AR PRI A WF ) i
7 R ILECR AL PAX3 i/ 5 2878, PAX3 NM_181457; exon6:c. 803G > T 1 exon6:c. 801delT, 45 % i il 5
PAX3 JLHEE 6 S AME T FBY ¢. 803G > T RA% c. 801delT, c. 803G > T 1] F:3 PAX3 FL[K it i 5F 268 37 %45 1 i
22 FIRE N ST H R, . 801 del T 2875 W E56 267 13 25 A ¥~ |y AR TN &= BR 78 Jhy 52 2R , I )5 Sl 1 47) 4
L, PR LI7EA5283 7 8 i T AL 4R AT 2% 1k, 7T B )™ H2 0 B R g A 2R 1 I S5 F AT RE , E T S BRI . &Ik |
T2 R R EBE AL AR PAX3 BRI 5878 UK F J2Fl PAX3 NM_181457; exon6:c. 803G > T Fil exon6 ;
c. 801delT Z7R B Yo MR B IEIBHL 1) WS KR . AW EE T PAX3 SR MR AZ 1%, i K 53§12 W7 M it
&ML T 2%

*x $ i8:H-#;Waardenburg ZEA1E ; PAX3 ; 3L K 2878

h [ 425 . R764. 43

PAX3 gene mutation in a family with Waardenburg syndrome

ZHANG Caihong, WEN Xin, WANG Xiyue, ZHOU Yiyun, SUN Jie
( Department of Otolaryngology Head and Neck Surgery, the Eighth Affiliated Hospital, Sun Yat-sen University, Shenzhen
518033, China)

Abstract: Objective To explore the pathogenic genes by analyzing the audiological and genetic characteristics of a
family of Waardenburg syndrome( WS). Methods Questionnaire survey, audiological tests and whole body examinations
were conducted for this family with WS, and the genetic map of this family was drawn to analyze its audiological and genetic
characteristics. The candidate genes were identified using the EVA and Waardenburg gene diagnostic kits developed by
Sanger sequencing technology and exon capture combined with next-generation sequencing technology. Results There were
3 generations in this family, and audiological tests were performed on 5 persons. Three patients had hair depigmentation,
blue iris staining, widening inner canthus, and flat nose bridge, including 1 case of hearing loss and 1 case of congenital
deafness. Common candidate gene identification by Sanger sequencing technology and screening by EVA, Waardenburg
gene diagnostic kit (developed by Xiangya Hospital of Central South University using exon capture combined with next-
generation sequencing technology ) revealed mutations at two sites of the pathogenic gene PAX3, PAX3 NM _181457.
exon6:c. 803G >T and exon6:c. 801delT. Of the two mutations on exon 6 of the PAX3 gene, c.803G > T mutation could
cause the 268th codon encoded by the PAX3 gene to change from serine to isoleucine, and c. 801delT mutation could cause
the 267th codon to change from phenylalanine to leucine. They might cause subsequent base sequences to be disordered,

leading to early termination of the protein at the 283rd codon, which may seriously affect the structure and function of the
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gene encoded protein, leading to disease. Conclusion Since mutations in the PAX3 gene were detected in both the mother
and the child, the family is an autosomal dominant WS family due to PAX3 NM_181457; exon6:c. 803G > T and exon6 :c.

801delT mutations. This study enriches the mutation profile of PAX3 gene and provided a reference for clinical molecular

diagnosis and genetic counseling.
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