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Introduction

Turners Syndrome is seen in 1 in 2000 to 1 in 2500 live female 
births. Predisposition for Autoimmune Diseases (AID) occurs 
in 30- 40% of these patients. In the past there have been cases 
reported with Turner syndrome and Inflammatory bowel disease, 
and Turner syndrome and Thyroiditis. However, there is limited 
data reporting the combination of multiple autoimmune diseases: 
Turner syndrome, Inflammatory Bowel Disease, and Thyroiditis. 
In light of this we present a case of Turner syndrome, associated 
with hypothyroidism and Crohn’s disease who underwent partial 
colectomy with colostomy presenting with Colo-cutaneous fistula. 

Case Report

 A 38-year-old female who is a known case of Turner syndrome 
with Hypothyroidism on thyroxine replacement, Crohn’s disease 
post left hemicolectomy with colostomy and Colo-cutaneous 
abdominal wall fistula, Osteoporosis with history of femoral neck 
fracture presented with pus discharging wound on the anterior 
abdominal wall for a few days. She also had a painful erythematous 
rash over the right half of the face. On physical examination, her 
height is 121.9cm and her Weight is 50.5kgs. Hematology work- 

 
up revealed anemia with Hemoglobin and Hematocrit of 11g/dL 
and 33.2%. Thyrotropin receptor antibody (TSH Ab) of <1.10 IU/L 
(Normal range:0-1.7IU/L), Anti-Thyroglobulin Antibody of 1.5 IU/L 
(Normal Range:0-0.9IU/L) and Anti-Thyroid Peroxidase antibody 
(TPO Ab) of 35 IU/L (Normal range: 0-34IU/L). CT scan of the 
abdomen showed evidence of Colo vesical fistula and Peri colonic 
inflammation with fat stranding (Figure 1). Patient underwent 
Incision and Drainage of the Colo-cutaneous fistula and placement 
of Penrose drain. Culture and sensitivities were obtained, 
and appropriate antibiotics were started. Patient underwent 
colonoscopy later which showed erythematous, friable mucosa, a 
hemorrhagic appearance and ulceration 5 cm from the Colostomy 
opening (Figure 2) Biopsy of the lesion showed preserved crypt 
architecture and lymphoid aggregates without acute inflammation 
or lymphocytic infiltration. Patient was followed up with a USG 
neck which showed a small, heterogeneous, and mildly hyperechoic 
gland (Figure 3). Patient continues to be on levothyroxine. Dexa scan 
showed a T score of -3.1 in the lumbar spine and -2.7 in the right 
hip. Patient is on alendronate. Patient was discharged with follow-
up in the Gastroenterology clinic and is currently on Vedolizumab.
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Figure 1: CT Abdomen-Rim-enhancing air and fluid filled fistulous tracts/collections, possibly communicating with each 
other, extending inferiorly from the colostomy loop within the subcutaneous tissues and towards the skin surface of the left 
anterior lower abdomen/pelvis.

Figure 2: Colonoscopy-Showing patent end colostomy in the transverse colon characterized by erythema, friable mucosa, a 
hemorrhagic appearance, and ulceration 5cm from colostomy opening.
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Figure 3: USG Thyroid- Small heterogeneous and overall, mildly hyperechoic thyroid gland without discrete nodules.

Discussion

 The case mentioned above emphasizes the association of 
autoimmune disorders in patients with Turner’s syndrome. Female 
sex has a predisposition for AID. Patients with Turner syndrome 
have twice the risk compared to the female population. The cause 
of autoimmunity in Turner’s syndrome has been theorized and 
studied without a definitive answer. X chromosome genes including 
a Major Histocompatibility complex were found to play a major role 
in immune response [1,2]. Haplo-insufficiency [3,4], alterations and 
microdeletions of the X chromosome are one of the major attributed 
causes for AID. Turner syndrome females with chromosome Xp 
deletion showed a higher prevalence of thyroid and Crohn’s disease 
[4].

Lack of exposure to self-antigens in the thymic epithelial 
cells and T-cells with autoreactivity can also be the cause for 
auto-immunity [2,3]. Turner syndrome patients were found to 
have low levels of Immunoglobulin G and M in some studies [5]. 
Exposure to estradiol treatment has also been debated to be a 
trigger for AID development through hormonal imbalance inciting 
immunopathogenic response [6]. Further studies on the link 
between AID and X chromosome can help to clearly understand the 
pathogenetics involved. The most common AID in Turner’s appears 
to be related to the thyroid gland. Hypothyroidism is more common 
compared to hyperthyroid disease. Ulcerative colitis, Crohn’s 
disease, celiac disease, juvenile rheumatoid arthritis, diabetes 
mellitus, Addison’s disease, psoriasis, vitiligo and alopecia. This 
patient was diagnosed with Hashimoto’s thyroiditis and Crohn’s 

disease around the age of 20. The patient had a femoral neck 
fracture and osteoporosis diagnosed around 25 years of age. Many 
patients have sub clinical presentations and close follow up of 
patient’s symptoms is necessary. Medical management in patients 
with Turner’s syndrome should include screening and monitoring 
for AID regularly with appropriate treatment. The Turner syndrome 
study group published guidelines on Screening and medical care for 
turner’s syndrome patients.
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