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Introduction

Juvenile Idiopathic Arthritis (JIA) is an autoimmune, inflam-
matory joint disease. It is the most common rheumatic disease 
in children and one of the more common chronic illnesses of 
childhood. JIA is an umbrella term for arthritis of unknown ori-
gin, lasting for more than 6 weeks with onset age of less than 
16 years [1]. Oligoarthritis is defined as involvement equal and 
less than 4 joint within the first six months of disease onset pre-
dominantly affecting the large joint of lower extremities such as 
knee and ankles [2].

Turner’s Syndrome (TS) is a condition characterized by com-
plete or partial monosomy of the X chromosome and defined 
by combination of phenotypic features. Half of the patients 
with Turner’s syndrome have a 45X hromosome complement. 
Turner syndrome occurs in approximately 1 in 2000 to 1 in 2500 
live female births. Clinical findings in the newborns can include 
small size for gestational age, webbing of the neck, protruding 
ears, and lymphedema of the hands and feet, although many 
newborns are phenotypically normal [3]. 

Recent studies have suggested that there is a higher inci-
dence of Autoimmune Diseases (AD) in people with Turner syn-
drome [4].

In this paper, we report a 4-year-old Iranian girl with Turner 
syndrome who was complicated with JIA.

Case presentation

The patient is a 4-year-old Iranian girl born after an unevent-
ful pregnancy and normal delivery. She was the third child of 
non-consanguineous, phenotypically normal parents. Her older 
siblings are healthy without any medical condition. At the age 
of 2 years dysmorphic features were noticed, including bilateral 
blepharoptosis, long philtrum, low set ears, webbing of the neck 
(Figure 1). She also had failure to thrive, ambiguous genitalia 
and developmental delay. Her cousin on the father side had FTT 
and ambiguous genitalia and died at the age of 6 month.

She was diagnosed with Turner syndrome via genetic study 
which revealed mixed gonadal dysplasia compatible with 
45XO/46XY (Figure 2), compatible with abnormal chromosomal 
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complements with mosaicism. Therefor she had undergone bi-
lateral gonadectomy (oophorectomy) and lobectomy via lapa-
roscopic surgery. In the biopsy there were mixed ovarian and 
testicular tissue in gonads and fallopian tube and epididymal 
tissue in the presumed fallopian tube.

At the age of 4 years, she was referred to Mofid Children 
Hospital complaining of progressive left knee swelling and pain 
for the past two months and inability to walk. She didn’t have 
any history of trauma to the affected knee. She didn’t have any 
episodes of fever.

In physical examination, the appearance of left knee was 
abnormal with swelling, tenderness and mild warmness. The 
Ballottement test of the left knee was positive and she also 
had reduced range of motion on it. There was no other joints 
involvement. She didn’t have any skin rashes. She was under-
weighting (<3th PC) and short statured (<3th PC).

The ultrasound of left knee showed mild effusion about 6 
mm with no synovial thickening (Figure 3). With suspicion of 
septic arthritis she underwent arthrocentesis that was negative 
for septic arthritis.

In lab data, CBC was normal (WBC: 9600/µl, Hb: 10 g/dl, PLT: 
397000/µl), acute phase reactants were high (ESR: 35 mmHg, 
CRP: 52 mg/dl) and Rheumatoid factor, Wright, 2ME and PPD 
were all negative. Blood culture and urine culture showed no 
bacterial growth after 24 hours. Biochemistry lab tests were 
normal (BUN: 7.3 mg/dl, Cr: 0.6 mg/dl, AST: 25 U/L, ALT: 11 U/L, 
uric acid: 2 mg/dl, LDH: 416 U/L). Analysis of the synovial fluid 
was follows: (Glu: 35 mg/dl, Pro: 3100 gr/dl, WBC: 6000/mm3, 
PMN: 80%, MN: 20%, RBC: 80/mm3, LDH: 2201 U/L). The syno-
vial fluid smear and culture were was also negative. According 
to her lab results septic arthritis, septicemia, Tuberculosis and 
Brucellosis were all ruled out. the patient fulfilled the Interna-
tional League of Associations for Rheumatology (ILAR) criteria 
for a diagnosis of oligoarticular JIA [2]. Her ophthalmology ex-
amination was normal and there were no evidence of uveitis or 
iridocyclitis.

She was treated with intra-articular injection of Triamcinolon 
and oral Naproxen. 

The patient was also referred to Endocrinologist because of 
poor weight gain and short stature. 

Discussion

We have described a 4-year-old Iranian girl with Turner syn-
drome who was referred because of pain and swelling in her left 
knee. The diagnosis of rheumatoid disease in our patients has 
been a subject of debate, as Juvenile Idiopathic Arthritis (JIA) is 
an exclusion diagnosis and therefore all the other differential 
diagnosis has to be ruled out including septic arthritis which is 
the most important one as it could have long term and irrevers-
ible complications such as leg-length discrepancy, abnormalities 
of bone growth, limitation of movement and osteomyelitis [5]. 
Other conditions which could cause the patient’s symptoms in-
clude Septicemia, Tuberculosis and Brucellosis [6]. In the case of 
our patient all of these conditions were ruled out via laboratory 
findings and clinical tests.

The prevalence of JIA in patients with TS seems to be at least 

Figure 1: Low set ears, long philtrum, and webbing of the neck in 
the patient.

Figure 2: Karyotype result: 46XY normal male chromosomal com-
ponent is seen.

Figure 3: Moderate (6 mm) left knee effusion is seen.

six times greater than would be expected if the two conditions 
were only randomly associated [7]. There is a theory which sug-
gests that the abnormalities of the X chromosome may influ-
ence immune tolerance, making TS patients more susceptible 
to autoimmune diseases [8]. The underlying immunopathogen-
ic mechanism of this association remains partially unexplained. 
Studies have suggested a higher responsibility of the X chromo-
some abnormalities. For instance, the long arm of the X chro-
mosome hosts a MHC-locus, so the loss of that region in Turner 
syndrome may cause a deficiency in immune regulation [9].
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In recent studies, it has been found that there is a higher 
incidence of Autoimmune Diseases (AD) in the population with 
TS. According to the latest guidelines the risk of AD increases 
with age; therefore, it has been recommended that both chil-
dren and adults with TS, do regular follow-ups and screenings.
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