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CASE REPORT / OLGU SUNUMU

Case Report: Celiac Disease Mimicking Cystic Fibrosis

Olgu Sunumu: Kistik Fibrosisi Taklit Eden Colyak Hastaligi
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ABSTRACT

In this report, a ten-year-old boy was presented with a history of chronic
diarrhea, recurrent wheezing, recurrent respiratory infections, finger
clubbing, and growth retardation. Due to bronchiectasis in the chest
tomography, low gaita elastase levels, and symptoms and signs of the
case, the patient was diagnosed with cystic fibrosis at first. Nevertheless,
since the patient’s response to enzyme replacement therapy was poor,
sweat test results detected at intermediate levels, and gene analysis of
cystic fibrosis-associated mutations were not found. A further evaluation
was performed for a differential diagnosis, and Celiac disease was the final
diagnosis of the patient.

Our paper highlighted that patients with cystic fibrosis symptoms should
be evaluated further for Celiac disease, especially in cases resistant to
standard cystic fibrosis treatment. Thus, Celiac disease must be kept in
mind in differential diagnoses of cystic fibrosis patients resistant to
therapy or in conditions in which cystic fibrosis diagnosis is not certain.
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INTRODUCTION

Celiac Disease (CD) is a relatively common chronic severe
gastrointestinal disorder characterized by chronic diarrhea,
malnutrition, abdominal distention, and failure to thrive, which
are also common symptoms of cystic fibrosis (CF) (1,2). The
coincidence of CF and CD has been reported in nineteen cases
previously; moreover, in some cases, these diseases may mimic
each other (3).

CASE REPORT

A ten-year-old Libyan boy was admitted to our hospital with
complaints of chronic diarrhea, wheezing, recurrent respiratory

oz

Bu yazida kronik ishal, tekrarlayan hisiltili solunum ataklari, sik solunum
yolu enfeksiyonu, parmaklarda comaklasma ve bliyime geriligi bulunan
10 yasinda bir olgu sunulmustur. Vakanin semptom ve bulgulari, akciger
tomografisinde bronsiektazi saptanmasi, disik diski elastaz seviyeleri
nedeni ile baslangigta kistik fiboz tanisi diistinilmustir. Ancak, hastanin
enzim replasman tedavisine yanitinin disik olmasi, ter testi sonuglarinin
orta diizeyde olmasi ve gen analizinde kistik fibroz iligkili mutasyonlarin
saptanmamasi nedeniyle ayirici tanilar igin ileri incelemeler yapilmis ve
hastaya Colyak hastaligi tanisi konmustur.

Makalemizde, 6zellikle kistik fibroz tedavisine direngli kistik fibroz bulgu-
lari olan hastalarin Colyak hastaligi agisindan ileri incelenmesinin gerekli-
ligi vurgulanmistir. Diger bir deyisle, Colyak hastaligi, kesin kistik fibrozis
tanisi konulamayan veya enzim replasman tedavisine direngli kistik fibroz
tanili hastalarda ayirici tanida dusiuntlmelidir.

Anahtar Kelimeler: Kistik fibrozis, Colyak hastaligi, ayirici tani

infections, and stunted growth. His birth weight was 3500
grams. At 5 months of age, he experienced diarrhea, wheezing,
and poor weight gain. He was hospitalized for pneumonia and
asthma once and used antibiotics, inhaled salbutamol, and
budesonide several times. A physical examination revealed
diminished subcutaneous fat tissue and muscle mass, finger
clubbing, fine rales in the lungs bilaterally (especially in the right
lung), and wheezing with respiratory distress. His weight and
height were both lower than the 3 percentile of his age. An
abdominal examination revealed marked abdominal distension
but no hepatosplenomegaly, palpable masses or ascites. The
rest of the examination was unremarkable. The initial laboratory
investigations were as follows: hemoglobin 10.1 g/dL, mean

Corresponding Author/Sorumlu Yazar: Mustafa Ciftci E-mail: drciftci@gmail.com
Submitted/Bagvuru: 05.08.2020 * Revision Requested/Revizyon Talebi: 14.01.2021 e Last Revision Received/Son Revizyon: 22.01.2021

Accepted/Kabul: 02.02.2021

@' CEEEEM This work is licensed under Creative Commons Attribution-NonCommercial 4.0 International License.



https://orcid.org/0000-0002-6819-3887
https://orcid.org/0000-0001-9351-7102
https://orcid.org/0000-0003-1123-4729
https://orcid.org/0000-0001-8396-4048
https://orcid.org/0000-0002-7950-2067

Cocuk Dergisi - Journal of Child 2021;21(1):83-85

corpuscular volume 76 femtoliters, red cell distribution width
20.7%, ferritin 6 ng/mL, albumin 3.1 g/dL, 25(0OH)-D, vitamin
14.5 ng/L (range 30-80). Vitamin B12, folate, total protein,
aspartate aminotransferase (AST), alanine aminotransferase
(ALT), and alkaline phosphatase (ALP) were within normal
ranges. The immunoglobulin G2 (IgG2) level was low (66.4 mg/
dL) but other immunoglobulins (Ig) were within normal ranges
(IgM: 162 mg/dL, IgA: 170 mg/dL, IgG: 742 mg/dL, IgG1: 639
mg/dL, 1gG3: 51.8 mg/dL, 1gG4: 21.7 mg/dL). Fecal elastase-1
concentration was detected at 104 mcg/gr stool (normal level
>200 mcg/gr stool, mild deficiency 100-200 mcg/gr stool and
severe deficiency < 100 mcg/gr stool). There was a honey comb
appearance on the chest x-ray, and parabronchial infiltration
and bronchiectasis were seen in the right middle lobe and left
lingual segment on chest computed tomography (Figures 1 and
2). The abdominal ultrasonography and echocardiography were
reported as normal. Sweat tests were detected as follows: 54,
65, and 62 mmol/L by conductivity method.
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Figure 1: Honey-comb appearance in right middle lobe on
chest x-ray.

Figure 2: Parabronchial infiltration and bronchiectasis in right
middle lobe and left lingual segment on HRCT of thorax.

According to laboratory and imaging findings and the
symptoms and signs of the patient, he was diagnosed with
cystic fibrosis, and a regiment of antibiotics, inhaled salbutamol
and budesonide, dornase alpha, pancreatic enzyme, and
vitamin treatments was begun. After that, the cough, rales,
and respiratory distress improved. He gained weight, and his
diarrhea decreased. However, due to unresolved abdominal
distension and sweat analysis detecting at intermediate levels,
coeliac disease was considered in the differential diagnosis.
A biochemical screening was performed, and the results
showed anti-gliadin IgG 160 U/mL (negative screen <20 U/
mL), anti-gliadin IgA >200 U/mL (negative screen <20 U/mL),
anti-endomysium IgA >200, and anti-endomysium IgG negative.
Thus, the patient underwent an endoscopic examination,
and an intestinal biopsy was performed to investigate CD.
In the biopsy specimen, total villus atrophy and increased
intraepithelial lymphocytosis indicating CD were reported. After
a gluten-free diet without pancreatic enzyme replacement,
diarrhea ceased, and the patient’s weight was increased. Also,
the fecal elastase-1 concentration increased to 224 mcg/gr. HLA
DQ2 positive results were thought consistent with CD. There
was no CF associated mutation found in the gene analysis.

DISCUSSION

We represent a 10-year-old boy diagnosed with CD, whose
symptoms mimicked CF. In our case, non-specific symptoms
like growth-development delay, short stature, anemia, and
diarrhea, symptoms mimicking CF (for instance, coughing,
respiratory distress, and frequent respiratory infections)
were present. Several factors such as diabetes, CD, exocrine
pancreatic insufficiency, and chronic lung inflammation
may lead to CF-like symptoms (4). In our case, beyond the
symptoms of the patient, bronchiectasis was detected on chest
tomography. Cystic fibrosis could result in bronchiectasis, but
there are also other diseases that may lead to bronchiectasis,
such as primary ciliary dyskinesia, a post-infectious
bronchiectasis, allergic bronchopulmonary aspergillosis,
immunodeficiencies, aspiration of foreign substances, etc (5).
Additionally, different CFTR gene mutations result in different
disease phenotypes. Some may have little or no effect on CFTR
function and may result in milder forms of the disease (3).
In our case, at first, it was thought that bronchiectasis was a
consequence of CF. However, the results of the sweat tests and
gene analysis were not consistent with CF, and with further
investigations, it was found that the reason of bronchiectasis
was IgG2 deficiency.

Atypical manifestations of CD have been reported as isolated
anemia, osteoporosis, short stature, peripheral neuropathy,
rickets, constipation, and delayed puberty (3). Another issue
in CD is the comorbidity with other diseases which may delay
appropriate interventions. For example, CD and CF have shared
a number of clinical manifestations recognized as one clinical
entity for many years. In addition, patients with CF alone may
have similar symptoms with CD, such as poor weight gain, loose
stools, and abdominal pain. It is important to keep in mind
that the co-existence of the two diseases in the same patient




has been reported sporadically (3, 6, 7). Also, incidence of CD
was 3 times increased in CF patients (4). It was suggested that
pancreatic insufficiency results in vulnerability of the mucosa
of the bowel due to gluten protein contact (7, 8). Therefore,
shared pathogenesis of both diseases might lead to similar
clinical presentations. In addition to screening antibody tests,
a duodenal biopsy is essential in order to confirm the diagnosis
of CD. In our case, consistent with Marsh’s Criteria, the duodenal
biopsy revealed intraepithelial lymphocyte infiltration and
villous atrophy (1). Increased intestinal inflammation manifests
in both disorders. It was suggested that intestinal inflammation,
exocrine pancreatic insufficiency leading to protein exposure,
and a shorter period of breastfeeding may predispose patients
carrying CF genes to CD (4,6,7). Inimmunological tests, positive
TTG IgA was reported in CF patient comorbid with CD, followed
by positive findings in a duodenal biopsy (4,6,7). Inflammatory
markers like eosinophilic cationic protein and neutrophil elastase
increased in children with CF. Moreover, it was suggested that
low gaita elastase levels are found in CD (8). We determined
that the clinical symptoms were due to CD because the patient
recovered only after gluten-free diet was started.

In conclusion, although the criteria have been generally
specified, there is still no consensus as to when children with
CF should be evaluated for CD (9). It might be reasonable to
screen CF patients whose symptoms are resistant to standard
treatment for CD. Thus, CD must be thought in differential
diagnoses in CF cases resistant to enzyme replacement therapy
or if the diagnosis is not certain.
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