21 12
2019 4 12 A

b E %A ILA R E

Chin J Contemp Pediatr

Vol.21 No.12
Dec. 2019

doi: 10.7499/j.issn.1008-8830.2019.12.011

I - GRS

Floating-Harbor £ 5 ik 1 ) SCik 52 °J

FR®E prR FH WK R

(1. FEEFTILEFER /2 TILEFRENERBEARAALETLEZRE, T HAEZ 0710005
DEFRILEER TS (F) EHREHRFHELTILEER /
JUAHEE B 2 AR S ki AR P s, BT 100045)

EAE wR'

Fa !

[#Z ] Floating-Harbor ZE & 4iF (FHS) J2&FH T SRCAP FE K 578 5| 8 (14 % e o (K s G0 . % SCHE

1 FHS BILRIIGRSE S . BILA 11 2 7 SHBEE, HERBEME/DN 8 E4s0E . BILERIUONFRRIHAE

(=faRs. WS, KIEE) | BHmIE (RS | IBEFBARES . BIRVEE . JEREN SR SRCAP JH

TETEHT K ¢.7330C>T(p.R2444X) 24 A 9878 o MR LR EME AY I R B0 S L RGNS 28, sBLAGI2 A FHS, FHS
IWRFEW, RG2S, FEFIATAE BT FHS BILMIG A2 KT

[ FEYAILRIZRZE, 2019, 21 (12) : 1208-1211]

[ XA ] Floating-Harbor ZEAHE; SRCAP RH; L=

Floating-Harbor syndrome: a case report and literature review

LI Rong-Min, LU Ya-Chao, LI Zhen, WANG Jie-Ying, CHANG Jie, LEI Shu-Qin, ZENG Qiao, SANG Yan-Mei. Baoding
Key Laboratory of Clinical Research on Children's Respiratory and Digestive Diseases/Baoding Children's Hospital,
Baoding, Hebei 071000 (Sang Y-M, Email: sangyanmei@yahoo.com)

Abstract: Floating-Harbor syndrome (FHS) is an autosomal dominant genetic disease caused by SRCAP mutation.
This article reports the clinical features of a boy with FHS. The boy, aged 11 years and 7 months, attended the hospital
due to short stature for more than 8 years and had the clinical manifestations of unusual facial features (triangularly
shaped face, thin lips and long eyelashes), skeletal dysplasia (curvature finger), expressive language disorder, and
retardation of bone age. Genetic detection revealed a novel heterozygous mutation, ¢.7330 C>T(p.R2444X), in the
SRCAP gene. The boy was diagnosed with FHS based on these clinical manifestations and gene detection results. FHS
is rare in clinical practice, which may lead to missed diagnosis and misdiagnosis, and gene detection may help with the
clinical diagnosis of FHS in children. [Chin J Contemp Pediatr, 2019, 21(12): 1208-1211]
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