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Neonatal cornelia de Lange syndrome: 1 case

CAI Mian-shan', FANG Bing-xiong?, CAI Xiao-hua'!, XIE Cheng', LIU Guo-sheng®" (1. Department of pediatrics
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515300, China; 3.Department of Pediatrics, the First Affiliated Hospital of Jinan University, Guangzhou 510630,
China)

Abstract: Cornelia de Lange syndrome (CdLS) is a rare genetic disease and mainly manifests as multi-organ
developmental malformation. This paper reported the clinical characteristics of a neonate with CALS. The sick neonate had the
following special physical features, such as hypertrichosis, low hairline, synophrys, small palpebral fissure, anteverted
nostrils, and long philtrum, accompanied by increased muscle tension in the extremities, feeding difficulties and growth
retardation. Gene detection revealed the c.4422-1G>A mutation of N/PBL gene on Chromosome 5. This syndrome is clinically
rare and easy to be missed and misdiagnosed. Gene detection may contribute to the clinical diagnosis of CdLS in children.
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Successful treatment of combined osimertinib, pemetrexed and bevacizumab in a case of lung
adenocarcinoma with EGFR 19del/T790M/cis-C797S mutation

ZHANG Hang'!, YUAN Xia®" (1. Affiliated Huizhou Hospital, Sun Yat-Sen University; 2. Department of Oncology, Huizhou

Muncipal Central Hospital; Huizhou 516000, China)

Abstract: One patient with advanced lung adenocarcinoma developed osimertinib resistance. After repeated genetic

testing revealed EGFR 19del/T790M/cis-C797S mutation, the patient was successfully treated with combined osimertinib,

pemetrexed and bevacizumab.
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