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(=] BB A4S LUEE Bartter 225 1F (pseudo-Bartter syndrome, PBS) h BRI A £ dE AL (cystic
fibrosis, CF) (CF-PBS) fBJLIMIGREFAEAMIEF AL, DI X CR-PBSIIAR . F7ik RIS Hr 2018 4 1 A —
202348 H 7Ei G L B B2 1) 3 61 CF-PBS SBULIIG IR PERIE SCik i 2] . 45R 361 LI7E 2 LI |
ABESa kg Aa . AR AREUIAE AP, SER IR CFTRIERFAEE G244 G7E 5, 12l CF,
SCHRR 2R 33 451 CF-PBS P fBUL,  EIRAF IS SRS 20 0k 1~36 i . 3~144 JIi%, P47 0 52 MPIRGE IR Y i
2Efili g 20 ] (88%) . EHFRAR26H] (79%) . KE G236 (70%) . JHRAR 5 5] BE RSN 3-Mb h HEAS 4 18 1]
(55%); ¢.2909G>A J& CFTR 3P 58 WL AR S0 a5, S SR AR AR R 23% (15/66) . 518 CF Ao sy
BIWFIE IR, T S & BRI AR | 1&%&3 MR SUUEE AR P B A L, RRAERIBFE S HRAR . &
BIE)G, TFE% CP-PBSTHIRE, M RURPEFT CFTR H: RAS I B2 Wr CF .

[hELRILRIZEE, 2024, 26 (5): 506-511]
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Cystic fibrosis primarily presenting with pseudo-Bartter syndrome: a report of three
cases and literature review

ZHANG Ji-Yan, SUN Lin-Jun, DUAN Xiao-Jun, ZHANG Zi-Min, XIAO Zheng-Hui, CHEN Yan-Ping, YOU Jie-Yu.
Department of Respiratory Medicine, Hunan Children's Hospital, Changsha 410001, China (Chen Y-P, Email:
hnchenyanping@163.com)

Abstract: Objective To summarize the clinical characteristics and genetic variations in children with cystic
fibrosis (CF) primarily presenting with pseudo-Bartter syndrome (CF-PBS), with the aim to enhance understanding of
this disorder. Methods A retrospective analysis was performed on the clinical data of three children who were
diagnosed with CF-PBS in Hunan Children's Hospital from January 2018 to August 2023, and a literature review was
performed. Results All three children had the onset of the disease in infancy. Tests after admission showed
hyponatremia, hypokalemia, hypochloremia, and metabolic alkalosis, and genetic testing showed the presence of
compound heterozygous mutation in the CFTR gene. All three children were diagnosed with CF. Literature review
obtained 33 Chinese children with CF-PBS, with an age of onset of 1-36 months and an age of diagnosis of 3-144
months. Among these children, there were 29 children with recurrent respiratory infection or persistent pneumonia
(88%), 26 with malnutrition (79%), 23 with developmental retardation (70%), and 18 with pancreatitis or extrapancreatic
insufficiency (55%). Genetic testing showed that ¢.2909G>A was the most common mutation site of the CFTR gene,
with a frequency of allelic variation of 23% (15/66). Conclusions CF may have no typical respiratory symptoms in the
early stage. The possibility of CF-PBS should be considered for infants with recurrent hyponatremia, hypokalemia,
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hypochloremia, and metabolic alkalosis, especially those with malnutrition and developmental retardation. CFTR genetic

testing should be performed as soon as possible to help with the diagnosis of CF.
[Chinese Journal of Contemporary Pediatrics, 2024, 26(5): 506-511]
Key words: Cystic fibrosis; Pseudo-Bartter syndrome; CFTR gene; Child

FEPELT k4L (cystic fibrosis, CF) J& TF LK,
H TR JC & BB, 2018 4E 41 A FR [ 45 —it
T H &, R R VLT A b 85 R J M iR
M
regulator, CFTR) FERAESE . B R L RGHH L0
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(pseudo-Bartter syndrome, PBS) , o5 W% 1= 12 Al s
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IR BE 2 1 3 B L) PBS S BRI CF (CF-
PBS) L, JFHEATICHRE A .

(cystic  fibrosis  transmembrane conductance
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[l ERPE 2B 2018 4 1 H—2023 4% 8 A 72 F 4
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2 H£HR
— IR AR R IR R
3 CF-PBS 2L, B2, L1,
WIS 3~5 %, BIZAEIE 6~7 ik . ] 1 Al 3
R it ks TIREEH N BHERE 4 0 )
2 PR 2 A2 Nk A TR T I i 2 4> T I I P R B
Bl LAY, Fl2 L, 36 JLRRR A
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A, 3G LA AR SRR, #)2
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BEOAREN . ARSI R R . A B JE SE A
KR LERILE L,
2.2 EREKWMER

36 B LE e B P, 45 R BT
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(American College of Medical Genetics and
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36) Hik, g WiEit-h 8 Gull: 3~144) A
B, DR AR Ak DL 3. 334 v 32 151 S M
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WS 151 2 W38 CT 8 AR DLkt s 2 Wi 2 i B <
BY KB (28%) . 20 5E WLIT AL, H Ak
711537 (JEF: 93.00~143.71) mmol/L. 33 {4
B CFTR B FIAETE 37 A~ A [R) 5 A He R A
.2909G>A S d5c i WL AR 54V 1, A0 FR PR A S 45
N 23% (15/66), HIKIE c.1657C>T, 5 KA
AR SRR N 8% (5/66)

+ 507 -



5526 4 45 5 ¥ B SRR E Vol.26 No.5
2024 4E 5 A Chin J Contemp Pediatr May 2024

&1 36ICF-PBS BILMIGRFRI. HEREREIHER

TiH Jpafai 1 S thi] 2 St 3
531 7 7 5
AR (H) 5 4 3
AR (H) 7 6 6
KIRAG (H) 6~9 8 5~7
WP R Rl 4 P Ik NZ I
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FL A TR SR I I () 3 3 4
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SRR, B2 44, TREMIGERY:  BRYNAPR PBS, (REIK WEREIEYTY. 7. 8A19
K PBS; REEIATY, mBihksftk,  KEE, (KE10ke (-1SD),  H k351 PR i Jek e K
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T [PI] BEARAMYIBINAEAR 45 [PBS] VL Bartter ZEAfE. —RAR . SH{H: #F3.5~5.5 mmol/L, 44 135~145 mmol/L, % 96~108
mmol/L, S8 ALHREE A 71 18~29 mmol/L, JEMEEFO~103 TU/L, MM 1~60 U/L, 24 hJREF 25~125 mmol/24 h, 5 HE <60 mmol/L.
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