FOEREE 2023F18 $30% £ 1) 851628

- RE
) BB A IFIF IR
o4 K B Ok om H B KR

BAFARFEEFRE—MEER) LE (#38 AT 832000)

(EE] B8 EBIDOLFIZEMELTLNL(CF)) LENIRREER, 25X LECFIETTKE, BE EAXEOM2021FI8FBAAFARERRE —HEER) LRI
JAMLBICFEENER, 4R BE, B, 13%, WBERE/LE, IBRRMAEEMBEBERERINERSRN, BREPHIEREBEART. BETX
AN EFAERENLMERCFTRASES: ¢.1521_1523delCTT, p.Phe508del(NM_000492), Hi@d—HKNFEEIE, ETFACMGIERIZZRAIH
FIE R RTREBUR (Likely pathogenic). i€ IR FHIEMIBEFRE, RERRNERL. RKEHFENESE, LEHEENREAM, ZREITCFTRE
R AT R L S0 BAHE IS B

[x58m) EEALEWL; L2, BH, EREBX
[FE5SES] R692.3+4

[>EkTRIRES] A
DOI:10.3969/j.issn.1009-3257.2023.01.002

A Case Report and Clinical Analysis of Cystic Fibrosis

ZHANG Wei*, YUAN Bo, ZHANG Li, GU Qiang, ZHANG Hui-rong.
Department of Pediatrics, The First Affiliated Hospital of Shihezi University Medical College, Shihezi 832000, Xinjiang Province, China

Abstract: Objective To improve the diagnosis and treatment of Cystic fibrosis (CF) in children by analyzing the clinical date. Methods Combined with the
literature analysis, clinical date of a child diagnosed as CF in the Departmengt of Pediatrics, The First Affiliated Hospital of Shihezi University
Medical College in September 2021 were retrospectively analyzed. Results The 13-year-old boy and Kazakh child, presented with recurrent
respiratory tract infection, growth retardation, fatty diarrhea, hypoproteinemia and other pancreatic insufficiency. Chest HRCT showed diffuse
bronchiectasis and Henoch-Schonlein purpura nephritis in the course of the disease. The homozygous variation of gene CFTR was found based
on the whole exonome gene detection of the family: ¢.1521,1523delCTT _ dint. Phe508del (NM_000492), which was verified by first-generation
sequencing. Based on ACMG guidelines, the variation can be determined as a possible pathogenic mutation (Likely pathogenic). Conclusion It is
suggested that for patients with a history of chronic lung disease, or with pancreatic insufficiency and salty skin, especially in Caucasians, CFTR

gene detection and sweat test should be diagnosed as soon as possible.
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