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Abstract

Larsen syndrome is a rare inherited disorder characterized by congenital dislocation of multiple
joints along with other anomalies of heart, face, hands and bones. In the present report, we
describe a 10 year old girl who presented with mid facial hypoplasia with depressed nasal bridge,
high arched palate, bilateral talipes equinovarus and high arched feet. On examination, she had
short stature (HAZ -3.5 SD) with hyperextension of knee joint, fixed flexion of elbow joint.

Introduction

Larsen syndrome is a rare inherited defect of
connective tissue formation that is transmitted
in an autosomal dominant and recessive
pattern. It is characterized by the association of
multiple congenital joint dislocations, including
hips, knees and elbows, frontal bossing, a
depressed nasal bridge, hypertelorism and a
flat facel distinctive deformities of the hand
especially blunt, square shaped thumbs, calca-
neus, and spinal anomalies, which may lead to
major spinal instability and spinal cord inju-
ry.23

Here we report a ten year old girl with typical
facial feature of Larsen syndrome, bilateral club
feet and multiple congenital joint dislocations.

Case Report

Our patient “J”, a 10 year old girl, was admitted
in the Department of Pediatrics with the
complaints of not growing well since infancy
and difficulty in walking. She was born to non-
consanguineous parents in a clinic by Caesa-
rean section at 37 weeks of gestation. Antenatal
period was uneventful. There was no history of
fever with rash or exposure to any teratogenic
agent. According to her parents, she had hyper-
mobile lower limbs and bilateral foot deformi-
ties since birth. Her milestones of development
were within normal limits and intelligence was
normal. Her vision and hearing were normal.
There was no history of such type of problem in
the family. On examination, she had mid facial
hypoplasia with a depressed nasal bridge
(Figure 1), high arched palate, bilateral elbow,
hip, and knee dislocations, bilateral talipes
equinovarus and high arched feet. Her hips and

knees were hyperextended and was not passi-
vely manipulated to normal position. Her
elbows had fixed flexion contracture. A skeletal
survey revealed bilateral hip dislocations (Figu-
re 2) and presence of a rudimentary cervical rib.
Lateral cervical spine x-ray showed kyphosis
and A/P view showed mild scoliosis. Photo of
her Jaw revealed overcrowded dentition. From
clinical history, examination and radiological
findings, it was diagnosed as a case of Larsen
syndrome.

Discussion

Larsen syndrome is a rare inherited defect of
connective tissue formation characterized by
multiple large joint dislocations and flattened
facies. It was originally described by Loren J.
Larsen, MD, in a journal article in 1950 and
occurs in 1:100 000 live births.2 In addition to
sporadic cases, both autosomal dominant and
autosomal recessive patterns of inheritance are
recognized. When a mutation is present only in
reproductive cells, it is known as germline
mosaicism.1

Etiology of Larsen’s syndrome is a generalized
mesenchymal disorder that arises from a defec-
tive process of embryonal induction involving
mesenchymal tissue. Mutations in the FLNB
gene cause Larsen syndrome. The FLNB gene
encodes for a protein called filamin B, express-
ed in the cell membrane of chondrocytes. This
protein builds the cytoskeleton and Filamin B
appears to be important for proliferation and
differentiation of chondrocytes and for the
ossification of cartilage. FLNB gene mutations
that interferes with the proliferation or differen-
tiation of chondrocytes, impairing ossification
and leading to the signs and symptoms of
Larsen syndrome.2
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Figure 1: Features of the patient
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Figure 2: X-Ray findings

Larsen syndrome is characterized by joint hyper-
mobility and multiple joint dislocations, especially
of knees and feet.2 The characteristic facial features
include midfacial hypoplasia with a depressed
nasal bridge. Sometimes other birth defects such as
structural heart defects, cleft palate, cataracts, extra
bones of the wrist, and abnormalities of the verte-
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brae may be present.2

Percin et al. have reported a case of a fifteen year
old Turkish girl with Larsen syndrome with maxi-
llary prognathia, malocclusion, supernumary teeth,
macroglossia and microdontia.5 Sanjani et al. have
reported an eight year old Chinese boy with Larsen
syndrome who had advanced periodontitis.¢ Hypo-
dontia with missing central and lateral mandibular
incisors has not been reported. Mukund D.
Rahalkar et al. have reported a case of extra carpal
bones.?

Our patient exhibited the typical facial features
associated with Larsen syndrome (i.e., a mid-face
hypoplasia with a depressed nasal bridge), high
arched palate, bilateral elbow, hip, and knee dislo-
cations, and bilateral talipes equinovarus and high
arched feet.

Cervical spine defects, including vertebral body
hypoplasia, posterior element dysraphism, and seg-
mentation defects, could result in severe cervical
kyphosis or mid cervical instability with subsequent
severe atrophy of the spinal cord, which is consis-
tent with traumatic injury at some cervical levels.3.82

In our case also, kyphosis and mild scoliosis of
cervical spine were present. Photo of her jaw
showed overcrowded dentition. Prenatal diagnosis
of Larsen syndrome is possible by ultrasound at 18-
20 weeks of pregnancy which may show signs of
Larsen syndrome including knee dislocations,
hyperextension, club feet, fixed flexion of elbows,
wrists, and fingers. Besides prenatal diagnosis gene-
tic analysis confirm diagnosis by detection of FLNB
gene mutations. Genetic mapping of our patient
could not be done due to lack of logistic support.

Treatment will vary according to the symptoms of a
particular child. Joint problems require long-term
orthopedic care. Hearing should be evaluated on a
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periodic basis, especially in children, because of the
potential for conductive hearing loss. Ophthalmo-
logic examinations are recommended periodically
to screen for cataracts. The condition does not affect
intelligence and children can expect to have normal
school experiences, with the exception of physical
education.2 Reconstructive surgery is a viable
option for restoration of knee stability and function.
The spinal status of these children must be
monitored throughout their life. An open reduction
of a congenital dislocation of the knee is likely to be
the second most important operative procedure,
after cervical spine stabilization. The best results
are obtained for this reduction when the knees are
reduced by two years of age.1¢12 We managed the
patient with counseling, dietary management and
finally referred her to Orthopedic Department for
reconstructive surgery.

Conclusion

Difficult skeletal problem associated with Larsen
syndrome, often require open reduction of hip and
knee joints to obtain proper alignment and kinetics
of limbs and thereby proper growth. This is,
however, possible only when such cases are diag-
nosed early.

Ethical Issue

Written and signed informed consent from the guar-
dian was taken for publishing this case report.
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