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Abstract
Celiac disease (CD) is an autoimmune disease characterized by a specific serological
and histological profile. Hematological findings are one of the most common presenta-
tions and can sometimes be the only manifestation of the disease. In patients with
unexplained isolated hematological abnormalities, a high index of suspicion for CD is
necessary. A 33-year-old woman was admitted to the Department of Gastroenterology
and Hepatology because of abdominal pain and fatigue. She was diagnosed with
myelodysplastic syndrome. After many investigations, it is explained that she has
CD. It is important to consider myelodysplastic syndrome as a hematological manifes-
tation of CD. All patients with myelodysplasia should be investigated for CD and
related conditions such as primary sclerosing cholangitis.

Introduction
Celiac disease (CD) is an autoimmune condition characterized by
a specific serological and histological profile triggered by gluten
ingestion in genetically predisposed individuals.1

The extraintestinal features of CD include a wide range
of rheumatologic, neurologic, hematologic, endocrine, meta-
bolic, and dermatologic manifestations.2,3 Among them, hema-
tologic findings are one of the most frequent presentations, and
sometimes, they can represent the sole manifestation of the
disease.4

A high index of suspicion for CD is needed in patients
with unexplained, isolated hematological abnormalities, and this
depends on better awareness among physicians of general
medicine-related specialties.5

The hematological features of CD include a variety of
conditions—anemia, platelet alterations (thrombocytopenia/
thrombocytosis), hemorrhagic or thrombotic events, IgA defi-
ciency, hyposplenism, and the fearful lymphoma.6

Primary sclerosing cholangitis (PSC) is a chronic and pro-
gressive cholestatic liver disorder of unknown etiology. Inflam-
mation, fibrosis, and stricturing of intrahepatic and/or
extrahepatic biliary ducts characterize PSC.7

The association of PSC with CD was first reported in
1988, strongly suggesting an immunological link between the
two diseases.8 We report a case of a 33-year-old female with
abdominal bloating, abdominal pain, and fatigue to turn out later
that she had CD associated with myelodysplastic syndrome
(MDS) and PSC.

Case report
A 33-year-old female was admitted to the Department of Gastro-
enterology and Hepatology presenting with symptoms of abdom-
inal bloating, abdominal pain, and fatigue. Notably, she had a
history of smoking, with an estimated consumption of 10 packs
per year. In addition to her smoking history, the patient had been
diagnosed with MDS, a diagnosis confirmed through biopsy and
laboratory tests. It is important to note that she had not under-
gone any chemotherapy treatment. Upon physical examination,
the presence of splenomegaly was observed, a feature not com-
monly associated with MDS.

Abdominal ultrasound revealed pronounced hepatic het-
erogeneity, attributed to the presence of hypoechoic areas sur-
rounding the branches of the portal vein. The subsequent
Doppler ultrasound demonstrated dilation of both the splenic
vein and the portal vein, as well as their respective branches
within the liver, indicative of high portal vein tension. To further
investigate the splenomegaly, hepatic heterogeneity, and portal
hypertension, a series of serum viral liver tests were conducted.
The results indicated negative findings for hepatitis B surface
antigen (HBs Ag), hepatitis C antibody (HCV AB), and antinu-
clear antibody (ANA).

A peripheral blood smear exhibited evidence of hypochro-
mic microcytic anemia, along with decreased white blood cell
(WBC) and platelet count (40 000/mcl). Further laboratory inves-
tigations demonstrated the following values: B9 = 9.1 ng/mL,
B12 = 200 pg./mL, transferrin saturation = 9, ferritin = 5 μg/L,
Fe = 16 μg/dL, total iron-binding capacity (TIBC) = 377
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mcg/dL, anti-tissue transglutaminase antibodies (anti-TTG IgA)
= 34 AU/mL, anti-parietal cell = 140 units, anti-intrinsic
factor = 25 AU/mL, alanine aminotransferase (ALT) = 15, and
aspartate aminotransferase (AST) = 12 U/L. Electrophoresis
findings indicated the presence of cirrhosis of the liver.

Further assessment of the anemia involved both upper and
lower gastrointestinal endoscopies, which revealed findings con-
sistent with portal hypertensive gastropathy (PHG), characterized
by a reddened and edematous appearance of the gastric mucosa,
accompanied by a superimposed mosaic pattern of villous atro-
phy. Additionally, multiple esophageal varices were observed,
two of which exhibited diameters exceeding 5 mm, indicating
pre-disposition to potential bleeding. Duodenal endoscopy
exhibited scalloped duodenal folds, grooves, and fissurations
(Fig. 1a). A duodenal biopsy confirmed CD Marsh 3a, character-
ized by crypt hyperplasia, mild focal, and increased intra-
epithelial lymphocytes (IELs; Fig. 1b).

The liver ultrasound findings suggested the presence of
PSC. Further confirmation of this diagnosis was pursued through
magnetic resonance cholangiopancreatography (MRCP), which
revealed severe splenic hypertrophy measuring approximately
(7.6 � 16.7 � 27.7 cm), as well as a 17 mm diameter splenic
vein, and a 16 mm diameter portal vein. Additionally, ill-defined
areas within the liver exhibited slightly increased signal intensity
in T2W1, thus confirming the diagnosis of PSC.

Given the confirmed diagnosis of CD, the patient has been
put on a gluten-free diet and is receiving vitamin B12 and B9
supplementation. However, due to logistical constraints, the pos-
sibility of a bone marrow transplant in Syria is unfortunately
precluded.

Discussion
The MDSs represent a collective of hematological disorders char-
acterized by the presence of peripheral blood cytopenias and
varying degrees of dysmyelopoiesis.1

Several medical conditions have been documented in rela-
tion to MDSs, including vasculitis, Sweet’s syndrome, pyoderma
gangrenosum, leukemia cutis, erythromelalgia, and opportunistic
infections.3

We report the case of a female with MDS confirmed by
bone marrow biopsy, in addition to iron and B12 deficiency
proven by smear.

The presence of antibodies related to CD, during the
investigation of the underlying cause of iron deficiency,
prompted the performance of duodenoscopy and biopsy for con-
firmation of the diagnosis. Subsequently, the search for anti-
bodies to both intrinsic factor and parietal cells was conducted,
confirming the presence of a B12 deficiency. Although low
serum levels of vitamin B12 and malabsorption of vitamin B12
are frequently observed in untreated CD, clinically significant
vitamin B12 deficiency is uncommon.8

In the medical literature, there are few cases of splenomeg-
aly associated with MDS, so the presence of hypersplenism,
which is not commonly observed in cases of MDS, raised suspi-
cions of an underlying pathological process that may be responsi-
ble for the splenomegaly.9 In this article, the patient suffered
from splenomegaly, which cannot be explained by MDS because
it causes neither splenomegaly nor hepatomegaly.

The presence of cirrhosis-related manifestations in the
patient, such as splenomegaly, portal vein hypertension, and
esophageal varices seen with upper gastrointestinal endoscopy,
despite normal liver function, led her to undergo a liver ultra-
sound, which revealed a sever liver heterogeneity, that prompted
the referral to PSC.

Elevations in serum alkaline phosphatase (ALP) and
gamma-glutamyl transferase values in a cholestatic pattern are
the biochemical hallmark of PSC, though up to 30%–40% of
patients have normal ALP at diagnosis or during the course
of their disease,10 as was reported in the case of our patient,
while serum aspartate transaminase (AST) and alanine transami-
nase (ALT) levels are usually two to three times higher than the
upper limit of normal,9 in contrast to our case where ALP was
normal.

This article highlights many questions about the hypothe-
ses explaining the etiology of liver fibrosis. Is it CD, the role of
which has been proven in many articles in the medical literature
to cause liver cirrhosis, or is it PSC, which puts many question
marks around this diagnosis, because the possibility of a chance

Figure 1 (a) Findings of duodenal endoscopy. (b) Findings of duodenal biobsy.
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association of PSC and CD cannot be accurately assessed but
seems unlikely given the rarity of both diseases. The relationship
between the two diseases remains unknown, although an immu-
nologic connection is suspected.8

This encourage more studies to establish the basic proce-
dures for dealing with these rare cases. It is important to think of
MDS as a hematological manifestation of CD; CD and its
accompanying diseases, such as PSC, should be investigated in
all patients with myelodysplasia.
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