Ik PR B S WA e 3Kk 5150 B} 2% 2024 4F
e 636 J Clin Otorhinolaryngol Head Neck Surg(China) 38 % 7 Hi

EYAT AR B 28 G 1F % 2 PR 26 B0 3L R 4

WA EFH R KR BE AR DB

[HE] B8R — A8 H 284 14F (branchio-oto syndrome) X R K EW , WK IF ZRXRZMN LXK EH ., F
SEUEE 1 B2 N BB H A AE A LR R R K 5 B I PR G638 BURTIE 2 B HL 5 2 i B3 A 41 J ot 3% 9 40 DNA, 1F
T&H BT 5, 3G AR S AT Sanger WP RAEHT. SR XFFZWUFE 2484 A Hd 3 AFFEA, 2 A
W 7 W, O EL A RU0) B i 28 A, RU) 8 208 , 1 N R0 B i 8 , U0 B 3, 34 A5 A L A AR B IR R I8 T L I K
FBAE ) X R B R AL SRR BOR X R R T AL B EYAT 3L IH e 1744delC(p. L592Cfs »
AT AR RAVIE W B PO AL A B R RN AN S R B, RRENBERL, SR I HBLT
PET L T4 B AR WA . AR 36 [ BR AR L o 5 S A A S 8 B AR ) A5 R B D B I AR
S, ER R EAFT RN EYAlc. 1744delC(p. L592C s * 4D R WL KRB HF W BUR R B RN, i — LR
T EYAIL FMEARE RN TIZRA T 8 A MG RS W AR w R TEE S %,

(8] MHLZ A ;EYAT 3 5%, DNA 44007

DOI:10. 13201 /j. issn. 2096-7993. 2024. 07. 015

[(FESEES] R764.43 [XHttrREL] A

Clinical phenotypic and genetic analysis of syndrome families with

EYAI gene variants
SHAO Hua' LI Yonghua' ZHAO Heng' LIN Ken' GAO Yan'
MING Cheng' MA Jing'*

(! Department of Otorhinolaryngology Head and Neck Surgery, Kunming Children’s Hospital
[Children’s HospitalAffiliated to Kunming Medical University |, Kunming, 650228, China;
?Kunming Key Laboratory for Prevention and Control of CongenitalBirth Defects of Children)
Corresponding author: MA Jing,E-mail:1186617452@qq. com

Abstract Objective: To investigate the clinical phenotype of a family with branchio-oto syndrome (BOS) and
to explore the genetic etiology of the syndrome in this family. Methods: Clinical data were collected from a child
diagnosed with BOS and his family members. Genomic DNA was extracted from peripheral blood of the proband
and his family members. Whole-exome sequencing was performed, and the mutation sites were verified and ana-
lyzed by Sanger sequencing. Results: The family consists of two generations with four members. three of whom
exhibit the phenotype. Two members have hearing loss and bilateral preauricular fistulas and bilateral branchial
cleft fistulas. One member has bilateral preauricular fistulas and bilateral branchial cleft fistulas. All of which
were in line with the clinical diagnosis of gill ear syndrome, the inheritance mode of the family was autosomal
dominant inheritance. genetic testing showed that all members of the family had c. 1744delC(p. 1592Cfs % 47)
mutation in the EYAI gene, while unaffected members have the wild-type allele at this locus. This mutation is a
frameshift mutation, which results in the early appearance of the stop codon, and has not been reported so far.
According to ACMG guidelines, the variant was preliminarily determined to be suspected pathogenic. Conclusion:
The newly discovered EYAlc. 1744delC(p. 1.592Cfs * 47) mutation in this family is the pathogenic mutant gene
of the patients in this family, which further expands the mutation spectrum of EYAI gene, gives us a new under-
standing of the disease, and provides an important reference for clinical diagnosis and genetic counseling.

Key words branchio-oto syndrome; EYAI gene; deafness; DNA mutation analysis
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