
ÖZET
Çölyak hastalığı, genetik yatkınlığı olan bireylerde diyetsel glütene karşı gelişen otoimmün reaksiyonlarla karakterize bir enteropatik hastalıktır. Türkiye'de hastalığın 
prevalansının % 0,49 ile % 0,97 arasında olduğu bildirilmiştir. Duchenne kas distrofisi, distrofin genindeki mutasyonlardan kaynaklanan, genetik olarak iletilen bir 
nöromusküler hastalıktır. Hastalık X bağlı resesif olduğundan, erkeklerdeki insidans 1/ 3 500 ile 5 000 arasında değişmektedir. Otizm spektrum bozukluğu, sosyal 
iletişimdeki eksiklikler ve sınırlı,  tekrarlayan davranışlarla karakterize edilen klinik olarak tanımlanmış bir nörogelişimsel bozukluktur. Türkiye'deki mevcut hastalık 
prevalansı kesin olarak belirlenmemiştir. Literatürde Duchenne kas distrofisi ve çölyak hastalığının birlikte görüldüğü iki vaka bildirilmiştir. Ancak, Duchenne kas 
distrofisi, çölyak hastalığı ve otizm spektrum bozukluğunun bir arada görüldüğü bir vaka literatürde bulunmamaktadır. Bu yazıda, çölyak hastalığı, Duchenne kas 
distrofisi ve otizm spektrum bozukluğu bulunan iki yaşındaki erkek bir hasta sunulmaktadır. Genetik temele dayanan bu üç hastalığın birbiriyle ilişkisi, mevcut literatür 
ışığında incelenmiştir. 
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ABSTRACT
Celiac disease is an enteropathy characterised by a series of autoimmune reactions against dietary gluten in genetically predisposed individuals. The disease is 
reported to have a prevalence of between 0.49 % and 0.97 % in Turkiye. Duchenne muscular dystrophy is a genetically transmitted neuromuscular disease resulting 
from mutations in the dystrophin gene. Since the disease is X-linked recessive, the incidence in boys varies between 1/ 3 500 –5 000. Autism spectrum disorder is a 
clinically defined neurodevelopmental disorder that is characterised by deficits in social communication and restricted, repetitive behaviours. The current prevalence 
of the disease in Turkiye is not definitively established. Two cases showing duchenne muscular dystrophy-celiac disease coexistence have been reported in the 
literature. However, there is no case in the literature in which duchenne muscular dystrophy, celiac disease and autism spectrum disorder coexist. In this article, a 
two-year-old male patient with celiac disease, duchenne muscular dystrophy and autism spectrum disorder is presented. The interrelationship between these three 
diseases with a genetic basis is examined in the context of existing literature. 
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OLGU SUNUMU / CASE REPORT

INTRODUC TION 
 Celiac disease (CD) is an enteropathy characterized by a 
series of autoimmune reactions to dietary gluten in genetically 
predisposed individuals. The disease is reported to have a 
prevalence of between 0.49% and 0.97% in Turkiye (1, 2). 
Duchenne muscular dystrophy (DMD) is a genetically transmitted 
neuromuscular disease resulting from mutations in the dystrophin 
gene. Since the disease is X-linked recessive, the incidence in boys 
varies between 1/3500 -5000 (3). 

 Autism spectrum disorder (ASD) is a clinically defined 
neurodevelopmental disorder that is characterised by deficits in 
social communication and restricted, repetitive behaviours (4). 
The current prevalence of this disease in Turkiye has not yet been 
definitively established. Two cases of coexisting DMD-CD have 
been reported in the literature (5,6). However, there are no cases 
in the literature in which DMD, CD, and ASD coexist. In this article, 
a two-year-old male patient with CD, DMD and ASD is presented. 
The interrelationship between these three genetically based 
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diseases is analysed in the context of the existing literature.

CASE REPORT
 A two-year-old male patient was admitted with complaints 
of constipation, abdominal distension and growth retardation. 
His medical history showed that she was able to hold her head 
upright at three months, sit with support at seven months, 
sit unsupported at ten months, crawl at thirteen months and 
walk at fifteen months. He started spelling at the age of eight 
months and started speaking with two-syllable words at the 
age of two years. However, it was learned that the patient 
was followed up by our child psychiatry outpatient clinic with 
a diagnosis of ASD since the age of one year due to limited 
eye contact and repetitive movements since infancy. The 
patient was diagnosed with DMD P034: Exon 46,47,48,49,50 
hemizygous deletion after an aetiological work-up in which a 
creatine kinase (CK) elevation (>17000 U/L, normal range: 39-
308 U/L) was detected 3 months prior to admission. There was 
no family history of celiac disease or muscle disease.  There was 
no consanguinity between the parents.
 On physical examination, body weight was 12 kg (10-
25p), height was 95 cm (50-75p) and head circumference 
was 49 cm (25-50p). Abdominal examination revealed 
diffuse tenderness in the periumbilical region. There was 
no defense or rebound. There was no hepatosplenomegaly. 
On neurological examination, muscle strength was 5/5 in 
the upper and lower extremities, and there was no Govers 
deficit. There was no pseudohypertrophy in the legs. Other 
neurological and systemic examination findings were normal.  
Hemoglobin 12.3 mg/dl, white blood cell 12 100 /mm3, 
platelets 389 000 mm3, aspartate aminotransferase: 283 U/L 
(normal range: 0- 56 U/L): 283 U/L (normal range: 0- 56 U/L), 
alanine aminotransferase: 325 U/L (normal range: 0- 39 U/L) 
and creatine kinase: 9739 U/L (normal range: 39 to 308 U/L). 
Other biochemical tests were normal. Serum immunoglobulin 
A (IgA) and serum immunoglobulin G (IgG) levels were 
normal for his age. Tissue transglutaminase IgA: 19.6 U/mL 
(normal range: 0- 10 U/mL) and tissue transglutaminase IgG: 
151.6 U/mL (normal range: 0-10 U/mL) were found to be 
elevated. Upper gastrointestinal endoscopy performed with 
a prediagnosis of CD an revealed edematous appearance 
and prominent scalloping in the duodenum. Histopathologic 
evaluation revealed nearly complete villus atrophy and 
increased intraepithelial lymphocytes in the duodenum, 
consistent with modified Marsh type 3C. As a result of these 
findings, the patient was diagnosed with CD and a gluten-free 
diet was started. The patient continued to be followed up in 
our Pediatric Gastroenterology clinic and her gastrointestinal 
complaints decreased significantly at the 6th month of gluten-
free diet.

DISCUSSION
 Celiac Disease can be seen with different presentation 
findings as typical, atypical and silent disease (7). Autoimmune 
diseases such as selective Ig A deficiency, chromosome 
anomalies, type 1 diabetes mellitus may accompany CD or CD 
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may be observed in the course of these diseases (8). 
 Neurological symptoms associated with CD are rare 
in children. Antibody cross-reactions, immune complex 
accumulation, neurotoxicity and vitamin or nutrient 
deficiency and gluten-mediated reactions play a role in the 
pathophysiology of neurological involvement in CD. Cerebellar 
ataxia, peripheral neuropathy, epileptic seizures, headaches, 
mild cognitive disorders, depressive disorders, bipolar 
disorders, schizophrenia, attention deficit/hyperactivity 
disorders and autism spectrum disorders may be observed (9). 
Our patient also exhibited features of both celiac disease and 
autism spectrum disorder.
 Deletions in the dystrophin gene are responsible for 
DMD pathogenesis (10). Studies have shown that patients 
with DMD have varying degrees of cognitive impairment. 
Furthermore, the frequency of ASD and attention deficit/
hyperactivity disorder has been found to be higher in DMD 
compared to the general population (10,11). Gastrointestinal 
findings in DMD are observed in the progressive stages of the 
disease and often occur due to smooth muscle involvement. 
Gastroparesis, decreased intestinal motility, and intestinal 
pseudo-obstruction may be observed in these patients (8). 
Nevertheless, the association of CD has only been documented 
on a few occasions. L. Stenhammar et al. (5) recorded a case of 
a 13-month-old male patient with DMD associated with CD. 
Another reported case was a 7-year-old male patient reported 
by Sharawat et al. (6).
 Studies have reported that CD is more common in ASD 
patients. This is attributed to increased permeability of the 
intestinal barrier in ASD patients and the different intestinal 
microbiota compared to healthy individuals (12,13). In our 
case, the association of CD and DMD was also accompanied by 
ASD. No cases of CD, DMD, or ASD have been reported in the 
literature. We aim that our case will contribute to the literature 
in this respect and we think that more comprehensive studies 
are needed in this direction. 
 In conclusion, CD can be observed in DMD and ASD 
patients. As these patients are frequently disadvantaged and 
unable to adequately express their symptoms, it is imperative 
that they be questioned in terms of gastrointestinal symptoms. 
CD should be considered as a differential diagnosis, and 
morbidities that may develop should be prevented by ensuring 
an early diagnosis of CD in patients.
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