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CATHEGORY: Cystic Fibrosis

P-131 - A CYSTIC FIBROSIS CASE WITH 3 NON-CLASSIC MUTATIONS AND PSEUDO BARTTER
SYNDROME: IMPORTANCE OF AN ADEQUATE DIAGNOSIS STRATEGY
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INTRODUCTION: Cystic Fibrosis (CF) is an autosomal recessive disease caused by the pathogenic
variants in the Cystic Fibrosis Transmembrane Regulator gene (CFTR). Pseudo-Bartter syndrome (PBS) is
characterized by episodes of dehydration, electrolyte imbalance, and acid base disorders in absence of
tubular disease. Incidence of PBS in CF is estimated 12.0-16.8% live births, commonly associated with
F508del CFTR mutation. Newborn screening (NBS) is available for CF early detection. OBJECTIVE: Report
the importance of an adequate follow-up of the CF diagnosis pathway to avoid diagnostic delay.CASE
REPORT: 8-month-old female, product of the second pregnancy of a non-blood relative couple. First
product passed away at 8 months-old due to respiratory infection, without further explanation. Regular
prenatal care, vaginal delivery with 3500 gr, and 53 cm at birth and 40 weeks. Screened at 10 days in
another health care institution with first IRT blood concentration of 72.1 ng/ml (cutoff <60.0 ng/ml). A
second IRT measurement at 4 months reported 23.3 ng/ml, no further studies performed. Two hospital
admissions due to fever, dehydration, electrolyte imbalance, and pneumonia at 3 and 4 months. At 6
months was admitted due to severe dehydration, cyanosis, cough, fever, respiratory distress,
hyponatremia (Na+: 122.6 mEq/L), hypokalemia (K+: 2.2 mEq/L), hypochloremia (Cl-: 72.4 mEq/L), and
metabolic alkalosis (pH: 7.53, pCO2: 29.0 mmHg, HCO3-: 25.0 mEq/L). Bartter´s Syndrome (BS) was
considered as the main diagnosis but discarded due to absence of tubular disease. Based on clinical
records, chloride sweat test (CST) was requested and reported 98.0 mmol/L Cl- (Cutoff values: Unlikely: <
30.0 mmol/L Cl-, Borderline: 30.0-59.0 mmol/L Cl-, Abnormal: ≥ 60.0 mmol/L Cl-). Molecular analysis
identified 3 CFTR mutations (p.Gly1047Ser; p.Arg347Cys; p.Trp356_Val358delinsIle) confirming CF and
PBS as part of the clinical presentation. DISCUSSION: It is widely known that IRT blood concentration
values are age-dependent and inadequate interpretation of the results delays CF diagnosis, such as the
reported case. CST and CFTR molecular analysis are available confirmatory tests that must be requested
in highly-suspicious cases. CF and PBS must be considered in differential diagnosis in cases of metabolic
alkalosis and electrolyte imbalance in which common causes are ruled out.

Powered by TCPDF (www.tcpdf.org)

Page 1/1

http://www.tcpdf.org

