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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.1le1028 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]
Key words: CHARGE syndrome; CHD?7 gene; Pierre-Robin syndrome; Neonate

guide clinical decision-making.
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CHARGE Z£ 4 1F (CHARGE syndrome, CS) J&
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(chromodomain helicase DNA-binding protein 7,
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Y TR A 448 “CHARGE syndrome”, 41
TR A% B e R 20T 5t 2845 (coloboma) | L
WEERSE (heart defects) . B FLIA41 (atresia of the
choanae) . "EK 5 % FiRZE (vetardation of growth
and development) . = FE MW IKIE RS 7 W (genital
and urinary abnormalities) . H-Z& 5% & s W J1 3% 2
(ear abnormalities and/or hearing loss) . CS 12 WibxR
HEEAE 2 FERI AL — IR BRI Y, FERN:
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FEERAE SR ) (4) BURTE CHD7 BRI L 7. Ik
TR (1) mrIinerss (AU I8i0) ;
(2) A7 W PR X/ 5 PRI ME 5 (3) R 45 48 57
(4) KRB REAMAETE R PR 1189 (5) T
Fefii-FEADRe A2 (PEMEARKMERRZ) Mk
WS, (6) DIESEERIE; (7) BHIESH;
(8) ‘HHS oG unlIE . A B LFEESURYE CHD7
FEH AR S RS A4 AR, LA A R IR X/ 7
RIME . RAGZEH S5 . ORI S 2 AR,
e RIZ A CS.

2 JRBINE

PSR L, 2, 11d, PR R bR
11 dEEAFRBE . BILREE 1R 1=, LBHiE sk
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A5 2 h P R, IR KA RN L,
5. B3 HER, A OAmANER, dE
MR B A TR A . 2R PR Y . Fik.
T T BE R 250 YT 11 d 5 ToUris, % I8
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Fro

AN N e R e 1 T W N N
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S P 2 AL, R R R A R R RS
AT, DATIX Al RS PR, R
filt Sk, ISR NS & EH, AR AE 4 JCH
¥, WUBCWLEK I IEH o Oz, B 40 e 7o
] 2 s

ABEATEIR A . s RN 7.34 (%
JEHE . 7.35~7.45), BRIRZEAR 29.7 mmol/L, (%31
Fil: 22~27 mmol/L) o H Ty = Tl 75 i HHOAR AR 9 R
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fE . PRA VLRSI . LI IE RS BT . I3 43
i BT AR LB B 5 o MO X 4k B R O 1
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2), ODHEEF /RO R, FikFEARK (patent
ductus arteriosus, PDA) (4.2 mm, ZE[RIA5307); BP
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TAFLE LS ER K o Sk i e 3R W AG R AEAE LN &
B A I B TS S UM T e i 25 55 1 53 SR S
WAES (E3). 24 h ik B 75 51 g sl i 4
R (E4) o MRS S s PR A 5 72 40 75 A DL B i S
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(F15) . R4 3EE B pist il o 5 A 4 22 23 st
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Proband

SEIEHE bR l
Mother of the proband

SEIEH AR l
Father of the proband
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3.6 BILEZERFHHZHFLES
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