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CASE REPORTS

Benign joint hypermobility syndrome

ABSTRACT
Musculoskeletal pain is the most common cause of presentation in rheumatology service. Most frequent causes 
of joint pain are noninflammatory conditions, with benign joint hypermobility syndrome (BJHS) being one of them. 
BJHS is not an actual disease but an inherited variation of normal. Some clinical features of this syndrome can 
lead to confusion with Juvenile Idiopathic Arthritis (JIA) and therefore to unjustified treatment, which makes its 
recognition mandatory. A case of BJHS in a 11-year-old girl is presented; the patient was initially diagnosed as JIA 
and received immunosuppressive treatment for 2 years.
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INTRODUCTION
Musculoskeletal pain is the most common cause 

of presentation in rheumatology service. Most fre-
quent causes of joint pain are noninflammatory con-
ditions, with benign joint hypermobility syndrome 
(BJHS) being one of them. This syndrome is charac-
terized by hypermobility of the joints associated 
with musculoskeletal chronic pain, subluxation, soft 
tissue lesions, marfanoid habitus and skin manifesta-
tions. BJHS is not an actual disease but an inherited 
variation on normal (1) defined by a greater range of 
motion in the joints of the limbs and spine. The joint 
laxity is higher in children and diminishes gradually 
during adolescence; females also have greater de-
gree of joint laxity (2). It seems as a frequent cause 
of joint pain, as a study found that 66% of school 
children with arthralgia of unknown etiology had 
joint hypermobility (3). On the other hand, there are 
healthy individuals with generalized joint laxity and 
no complain.

Although BJHS itself is an inoffensive condition, 
it is sometimes associated to conditions with joint 
hypermobility, abnormal skin features and chronic 
joint/extremity pain, e.g. Ehlers-Danlos syndrome–
hypermobility type (4). Joint hypermobility can also 
be prominent in other different forms of heritable 

disorders of connective tissue (such as Marfan syn-
drome or Osteogenesis imperfecta), chromosomal 
and genetic disorders (e.g. Down syndrome, Wil-
liams syndrome) and in some metabolic disorders 
(e.g. homocystinuria and hyperlysinemia) (5).

BJHS has a strong genetic component, most fre-
quently with an autosomal dominant pattern, first–
degree relatives with this syndrome being identified 
in up to 50% of cases (5). Some data suggest X-linked 
defects, involving genes that encode for connective 
tissue matrix proteins such as type I, III and V colla-
gen, elastin and fibrillin, as well as the extracellular 
matrix glycoprotein tenascin, which can be involved 
in a loss of resistance to stretching of the tissues sur-
rounding joints (6).

Children with BJHS most frequently complain of 
joint pain, following physical activities or sports. 
Generally, pain is self-limiting but it sometimes lasts 
months or even years. Morning stiffness is not a fea-
ture of BJHS. 

In 1964 Carter and Wilkinson developed the first 
criteria used for diagnosing BJHS; at present, most 
physicians use the Brighton criteria (Table 2) devel-
oped in 1998 by the British Society for Rheumatolo-
gy Special Interest Group on Heritable Disorders of 
Connective Tissue, utilizing the nine-point Beighton 
scale (Table 1).
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TABLE 1. Beighton scale
Passive dorsiflexion of the fifth metacarpophalangeal joint to 
at least 90° (Fig. 1)
Passive opposition of the thumb to the volar aspect of the 
ipsilateral forearm (Fig. 2)
Active hyperextension of the elbow to at least 10°
Active hyperextension of the knee to at least 10°
Lumbopelvic forward flexion with placement of hands flat on 
the floor without bending the knees 

FIGURE 1. Passive dorsiflexion of the fifth metacarpo-
phalangea

FIGURE 2. Passive opposition of the thumb to the volar 
aspect of the ipsilateral forearm (personal archive)

One point is gained for each side of the body for 
the first four maneuvers listed above, such that the 
maximum hypermobility score is 9.

BJHS is diagnosed in the presence of 2 major cri-
teria, one major criteria plus 2 minor criteria, or 4 
minor criteria. Diagnosis can be based on only 2 mi-
nor criteria if there is an unequivocally affected 
first-degree relative in family history. The syndrome 
is excluded by the presence of Marfan or Ehlers-Dan-
los syndrome (other than the hypermobility type of 
Ehlers-Danlos syndrome).

Children with hypermobility can present other 
noncriteria features, such as the ability to put heels 
behind head, excessive internal rotation of the hip, 

excessive ankle dorsiflexion, excessive eversion of 
the foot or passive elbows touch behind the back (4).

CASE REPORT
A 14 years old female patient presents for second 

opinion in November 2014, having been previously 
diagnosed with JIA.

Disease onset was in June 2011 (11 years old) 
with left knee pain and impaired gait over approxi-
mately seven days which was resolved without treat-
ment. In January 2012 the patient accuses bilateral 
heel pain with tip toes walking, lasting 2-3 days, re-
peated within the next 3 weeks. In May 2012, pain 
and swelling in the left ankle occur; joint was immo-
bilized 7 days in a cast but, as symptoms persisted, 
she was referred to a pediatric rheumatology clinic. 
Physical examination revealed at that time a healthy 
girl, with normal development and nutritional status 
(28 kg, 125 cm), and swollen left ankle. Routine 
blood tests and eye exam were normal. Patient was 
discharged on NSAIDs. After a month, she was 
reevaluated and the diagnosis of JIA – enthesitis re-
lated arthritis (ERA) was made, based on clinical 
examination findings (mild swelling of left ankle 
and enthesitis – patellar tendon, Achilles tendon, su-
perior anterior and posterior iliac spines) and she 
was started on sulfasalazine (SSZ). After 4 month of 
treatment with SSZ, clinical examination reveals the 
absence of patellar and Achilles reflexes and neuro-
logical examination suspected a polyneuropathy; as 
this was viewed as a potential SSZ side effect, pa-
tient was switched to methotrexate (MTX).

TABLE 2. Brighton criteria
Major criteria
Beighton score of ≥ 4
Arthralgia for longer than 3 months in 4 or more joints
Minor criteria
Beighton score of 1, 2 or 3
Arthralgia (> 3 month duration) in 1-3 joints or back 
pain (> 3 month duration) or spondylosis, spondylolysis/
spondylolisthesis.
Dislocation or subluxation in more than one joint, or in one 
joint on more than one occasion.
Three or more soft tissue lesions (e.g. epicondylitis, 
tenosynovitis, bursitis)
Marfanoid habitus (tall, slim, arm span greater than height [> 
1.03 ratio], upper segment less than lower segment (< 0.89 
ratio), arachnodactyly)
Skin striae, hyperextensibility, thin skin, or abnormal scarring
Ocular signs: dropping eyelids, myopia, antimongoloid slants
Varicose veins, hernia, uterine or rectal prolapse, mitral valve 
prolapse
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After 18 months of methotrexate treatment she 
presented to the National Institute for Mother and 
Child Health “Alessandrescu-Rusescu” for multiple 
joints pain. During her 3 years of disease evolution 
she never presented raised inflammatory markers 
and was repeatedly negative for rheumatoid factor 
(FR) and antinuclear antibodies (ANA); HLA B-27 
is also absent. At history, the patient’s mother report-
ed repeated sprains, dislocations and fractures (“she 
broke all of her hand and foot bones”), for which the 
patient was evaluated in orthopedics service. Clini-
cal examination showed no sign of arthritis but the 
presence of hypermobility in many joints, with a 
Beighton score of 9/9. Based on medical history 
(multiple dislocations and “fractures”, persistent 
joint pain despite treatment), clinical findings 
(Beighton score of 9/9 – same in her mother), nor-
mal investigations, diagnosis of JIA was refuted and 
replaced by BJHS, patient fulfilling 2 major criteria. 
Other connective tissue conditions with joint hyper-
mobility were excluded, as patient’s skin texture was 
normal and she had no clinical features of Ehlers 
Danlos or Marfan syndromes. Treatment was 
stopped and patient was recommended a training 
program for muscle strength improvement, joint 
elastic bands wearing and contact sports avoidance.

DISCUSSIONS
A case of BHJS is presented, initially diagnosed 

as JIA and treated with NSAIDs and DMARDs. At 3 
years reevaluation, after repeating history and phys-
ical examination, BJHS replaced the JIA diagnosis. 
As such, we stress the importance of history taking 
and clinical examination.
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