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Abstract: Summary: TS (Turner syndrome) is a genetic disease which affects women caused by complete or partial absence of one of
the X chromosomes. This condition is related to an increase in autoimmune diseases incidence like, IBD (inflammatory bowel disease).
Material and Methods: a case report of a 31 years old woman with TS hospitalized with two months of prostration, fever, rashes, nausea,
vomit and diarrhea. Investigations have shown colonic mucosa inflammation, besides chronic colitis with cryptic microabscess in the
anatomopathological evaluation, suggesting IBD as etiology. Treatment with mesalazine was effective in symptoms improvement.
Conclusions: TS is a condition frequently associated with autoimmune diseases, including diseases of the gastrointestinal tract, such as
IBDs. Recognition and early treatment of this condition leads to an improvement in the quality of life of these patients and reduces the
chances of future complications.
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1. Introduction susceptibility factor to IBD occurrence [7].

TS (Turner syndrome) is a complex genetic anomaly 2. Case Report
which affects women due to total or partial absence of a
sex chromosome that most often relates to XO
karyotype in a feminine phenotype [1]. It affects
50:1,000,000 live born. The high susceptibility to
autoimmunity in TS patients is well established, with
an increase in the incidence of diseases such as type 1
diabetes, hypothyroidism, celiac disease and IBD
(inflammatory bowel disease) [2, 3].

IBD affects millions of people around the world and
the peak of incidence occurs between 15 and 30 years
old [4]. Two chronic disorders represent this group of
diseases: CD (Crohn’s disease) and UC (ulcerative
colitis) [5]. It is unclear why autoimmune diseases have
an increased incidence in TS patients [6], but hormone
therapy often used in these patients, seems to be a

KMA, female, 31 years old, carrier of TS, with a
previous morbid history of cholecystitis, prolapsed of
the mitral valve and obstructive sleep apnea. She was
referred to our clinical center with a report of
prostration, fever, skin rash, nausea and vomits, watery
and mucoid diarrhea and abdominal discomfort,
especially after feeding on breads and dairy products,
with two months of evolution. She was treated in this
period with nitazoxanide (considering that intestinal
parasitoses are prevalent in our environment) plus
prebiotics and racecadotril, in addition to a gluten-free
diet, without any improvement. At the admission she
performed laboratory tests, that evidenced: Hb, 9.2
g/dL; Ht, 27.4%; WBC, 8.000/uL; AST, 14 U/L; ALT,
29 U/L; GGT: 485 U/L; ALP:196 U/L; CRP, 35 mg/dL

Corresponding author: Priscilla Pereira dos Reis, M.D., and ESR (erythrocyte sedimentation rate) of 33 mm/h.
research fields: gastroenterology and hepatology. Abdominal tomography performed at the same time




Turner Syndrome and Inflammatory Bowel Disease: Case Report 137

showed mild hepatosplenomegaly, gallbladder stones,
discreet mesenteric and retroperitoneal
lymphadenomegaly, diffuse thickening of the colon
walls, without distension and small amount of free
fluid in the peritoneal cavity. MR Cholangiography
showed a 10 x 8 mm gallbladder stone with no signs of
obstruction or cholangitis.

With these findings we requested EGD
(esophagogastroduodenoscopy) and  colonoscopy
thinking about the diagnosis of inflammatory bowel
disease. EGD found two small ulcers covered by
exudate in the distal esophagus, with signs of mild
chronic pangastritis in the biopsies that also searched
for Helicobacter pylori and it was negative.
Colonoscopy showed diffuse enanthem, mainly in the
ascending colon and cecum. The sigmoid and rectal
mucosa was slightly swollen and friable, with ileocecal
valve and terminal ileum preserved. Biopsies of the
colon segments described cryptic microabscesses and
infiltrate of mononuclear and neutrophils in the lamina
propria. All these findings were compatible with
chronic colitis, which could correspond with
inflammatory bowel disease.

Considering the continuous pattern of involvement

of all the colonic mucosa, absence of signs of stenosis
to the colonoscopy, in addition to the highly suggestive
biopsy, we started treatment with mesalazine 4 g/day.
Patient presented fast and satisfactory improvement of
the evacuation pattern, abdominal discomfort and her
general condition. The treatment was well tolerated
without any side effects at the first week of treatment,
with hospital discharge for ambulatorial follow-up.

3. Discussion

TS is the most common chromosomal abnormality
in women [6]. These patients have a higher risk to
develop autoimmune disease, including those with a
higher frequency in men [7]. Table 1 shows the
incidence of autoimmune diseases in a European
cohort. The relationship between TS and IBD has been
described for over 40 years [8, 9]. The incidence of CD
and UC in these patients is same, each one is
responsible for 50% of IBD’s cases [10]. After
colonoscopy and biopsy, the main hypothesis for our
patient was UC. Although this theme has been
currently quite studied the true influence of
autoimmunity in those patients remains unclear [11], as

well as the physiopathology of this association [12, 13].

Table 1 Incidence of autoimmune diseases in two European populations with TS [14, 15].

English Population with TS (N = 2,459)

Danish Population with TS (N = 798)

OC IR (95% CI)

OC IR (95% CI)

Addison’s disease 4 8.8(2.41022.6) - -

Alopecia areata 2 20.4 (2.5 t0 75.0) - -

Ankylosing spondylitis 4 5.6 (1.5t0 14.4) 1 3.7(0.2-16.4)
Celiac discase 45 14.0 (10.2 to 18.8) 1 2.7(0.2-11.7)
Crohn’s disease 27 5.3(3.5t07.8) 3 1.5(0.4-3.9)
Diabetes mellitus, type 1 72 8.2 (6.41010.3) 18 4.1(2.5-6.3)
Dupuytren’s contracture 7 9.6 (3.9t0 19.9) 4 7.0 (2.2-16.2)
Halo nevus 2 8.7 (1.0to 31.5) - -
Hashimoto’s thyroiditis 9 12.5 (5.7 t0 23.9) 8 14.6 (6.7-27.1)
Hyperthyroidism 27 49(32t07.1) - -
Hypothyroidism 293 8.8(7.8109.9) - -

Pernicious anaemia 6 33(1.2t07.2) - -

Psoriasis 26 5.4 (3.5t0 8.0) 3 1.6 (0.4-4.2)
Rheumatoid arthritis 23 1.8 (1.2t02.7) 3 0.9 (0.2-2.4)
Ulcerative colitis 18 39(23t06.1) 8 2.5(1.2-4.7)

OC = Observed cases
IR = Incidence ratio
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In the presented case, the patient had no diagnosis of
autoimmune disease until hospitalization and the
gluten-free diet, besides being very restrictive, had not
led to symptoms relief. Celiac disease was not tested
before diet restriction.

Symptoms related to gastrointestinal diseases in ST
patients usually occur at young age, around 16 years
old [16]. Young people with IBD have a higher risk of
developmental delay and growth retardation, especially
during disease activity [17, 18]. Our patient opened the
intestinal tract later, at age 31. For this reason, early
screening for autoimmune diseases in these patients
should be routine in order to identify and treat them in a
timely manner [19]. Intestinal parasitosis in young age
also leads to developmental delay if not recognized and
treated. In low-income communities it is very common
use prophylactic treatment for parasitosis. In our case
this management was performed with no success.

Some hypotheses for the relationship between TS
and autoimmune diseases have been proposed during
in recent years. Recently, 7 cases of TS patients who
developed CD after hormone replacement have been
described in Japan [11]; Meneghelli described a case of
a patient who started CD’s symptoms right after
puberty [20], both suggesting relationship between
hormonal changes and autoimmunity.

It is well known that immunogenicity is not
increased in TS, so it is postulated that abnormalities
related to the X chromosome and the genes found in it
may be involved in the immune response [21, 22].

Autoimmune diseases are known to be more
common in women. In those with TS and an
isochromosome X there is an increase in the incidence
of IBD, maybe due to the possibility that the immune
dysfunction is associated to a gene of the long arm of
this chromosome [22]. The karyotype of our patient
was not known by her or her relatives and it was not
tested during her hospitalization period.

Aminosalicylates are the medication of choice to
start treatment in UC cases [23, 24]; and this patient
showed improvement with mesalazine in high dose (4

g per day), which was well tolerated, leading to great
reduction in diarrhea and abdominal pain. In this case
the presence of ST did not seem to influence in the
natural course of the disease.

The goals of IBD treatment include not only
symptoms relief, but also improvement in quality of
life, deep remission and improvement of endoscopic
mucosa aspect and histological healing [25]. UC cases
without treatment or with inadequate treatment may
evolve with some complications like need of
colectomy or colon tumors [26, 27]. The follow-up of
these patients should be regular and the medication

maintained in the long term [28].
4. Conclusions

TS is
autoimmunity, in this specific case, to IBD, which may

a disease frequently associated with

cause functional limitation and profound psychological
impact. Screening for autoimmune diseases in this
group of patients provides early diagnosis and
treatment, avoiding developmental delay and future
complications. In the case of UC, specific therapy is
indicated for the diagnosis of symptoms, endoscopic
and histological healing of the mucosa and prevention

of future complications, such as colorectal cancer.
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