526 % 55 111 T E SR E Vol.26 No.11
2024 4F 11 A Chin J Contemp Pediatr Nov. 2024
doi: 10.7499/j.issn.1008-8830.2406105
P NS A
LRSI T A

Wi/l )L CHARGE &5 & fif 1 451

A 32

Bk H# e

(JFMNERKFZHEELILEERF PO

[ e ! F !

1L#AILFS, 2 58w, RSN 510623)

(WZE] 2L, &, 11d, EARPREYE L dABE, 1R FEZERI T AMEIFI R . RIRRME, Rk
Mz UNFE, miEs . B SRR O ARAMERD, vEEWk P PIE. a7 L4 TP aL B
OB PRGN RESIRITIR L BT, . RREIN D TFANTR CHD7 SEFfAAE 2 628 R ¢.3082A>G
(p.l1e1028 Val), R CHARGEZEGIEMEORTEAE R . BILRZIZWI R CHARGEZEA1E, KIEH BTG A R I
TBIT o ZSCHRIE 1 FET A JLIIESR A CHD 73R 53 T3 CHARGE ZEA BRI F], ABSHEBIRI L ARHSIT, A
BT 0 RN AT R I RT3 [HEYRILBIZE, 2024, 26 (11): 1238-1244]

[ 54898 | CHARGEZEAME; CHD7HEN ; [ FEHIE; Hra L

CHARGE syndrome in a neonate

GAO Bo, XIAO Shu, CHEN Xiao-Wen, LI Ru, WANG Ling. Center for Newborn Care, Guangzhou Women and Children's
Medical Center, Guangzhou Medical University, Guangzhou 510623, China (Wang L, Email: wanglinggz @sina.com)

Abstract: A female infant, aged 11 days, was admitted due to dyspnea for 11 days after birth, with the main clinical
manifestations of inspiratory dyspnea, feeding difficulties, and unusual facies (micrognathia, high palatal arch, cleft
palate, glossoptosis, and oblique mouth to the right), and the preliminary diagnosis was Pierre-Robin syndrome. There
was no marked improvement after treatment such as ventilator-assisted ventilation, nutrition, and surgical ligation of
patent ductus arteriosus. Whole-exome sequencing of the family showed a heterozygous mutation of c. 3082A>G
(p.11e1028 Val) in the CHD7 gene, which was a pathogenic mutation of CHARGE syndrome. The neonate was ultimately
diagnosed with CHARGE syndrome, and the family decided to withdraw treatment due to concerns about poor
prognosis. This article reports a case of CHARGE syndrome caused by a mutation in the CHD7 gene and the
multidisciplinary diagnosis and treatment of this disease, in order to provide help for early disease identification and
[Chinese Journal of Contemporary Pediatrics, 2024, 26(11): 1238-1244]
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guide clinical decision-making.
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