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CASE REPORT

Congenital patellar aplasia in conjunction with trisomy 8.
A casereport

Huseyin ArsLan, Ahmet Kaprukaya, Cuma Kavikcl, Ahmet DEmIRcAN

Department of Orthopedic and Trauma Surgery, University of Dicle, School of Medicine, Diyarbakir, Turkey.

Congenital patellar aplasia and hypoplasia are quite
rare. Bilateral flexion deformity of the fifth finger,
patellar aplasia in the right knee and patellar
hypoplasiain the left knee were noted in a 6-year-old
boy brought in for treatment of curvature of both lit-
tle fingers. Active and passive movements of the
knees were within normal range, and the quadriceps
muscle was of normal strength. Trisomy 8 was deter -
mined on chromosome analysis.

In contrast with the literature, the patellar abnor-
mality was not concomitant with any other syn-
dromesin our case, and most clinical findings of tri-
somy 8 were absent.

INTRODUCTION

Congenital patellar aplasiaisquiterare. Itisgen-
erally concomitant with other deformities and is a
familial trait (1,2). In the literature, it has been re-
ported that patellar aplasia often occurs in conjunc-
tion with small patella syndrome and nail-patella
syndrome (osteo-onychodysplasia, Turner-Fong
syndrome), and rarely with Kuskokwin syndrome,
trisomy 8, and Coffin-Sirris syndrome (1-5).

In the present study, a case with patellar aplasia
on the right side and patellar hypoplasia on the left
with concomitant bilateral flexion deformity of the
fifth finger distal interphalangeal joint and trisomy
8 is presented.

CASE REPORT

A six-year-old boy was brought in for treatment
of curvature in the little fingers of both hands and
deformity in the knees. The other members of the
patient’s family, including six siblings, were
healthy.

Orthopaedic examination showed flexion defor-
mity of the fifth finger in both hands. The flexion
deformity was in the distal interphalangeal joints,
and was of moderate degree. Finger extension
increased during flexion of the wrist and metacar-
pophalangeal joint. There was also compensatory
extension contracture in both metacarpophalangeal
joints.

The patient’s gait was normal. Physical exami-
nation of the lower extremities indicated that the
anterior aspect of both knees was flatter than
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Fig. 1. — Lateral knee radiographs: (a) patellar aplasia on the right side ; (b) patellar hypoplasia on the left side.

normal ; this became more evident during knee
flexion. The trochlear surface of the femur was
detectable on palpation, more easily on the right.
However, pa pation demonstrated that both patellae
were not in place. The extensor mechanism of the
knee was not impaired, active and passive move-
ments were within normal range, and quadriceps
muscle strength was 5/5.

Lateral radiographs of both hands showed flex-
ion deformity in the fifth finger (fig 1a, b) and lat-
eral radiographs of the knees showed total congen-
ital patellar aplasia on the right side and patella
hypoplasia on the left (fig 2a, b).

The diagnosis of trisomy 8 was made, based on
chromosome analysis.

Because both quadriceps had normal strength,
no treatment was considered for the congenital
patellar aplasia. Flexion deformity of the fifth
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fingers was not treated because contracture was of
medium severity, and because surgery correctsonly
cosmetic appearance, having no effect on function.
Only an orthosis and exercise were recommended.
The patient was followed up because deformity
may increase with growth.

DISCUSSION

Nail-patella syndrome (hereditary onycho-
osteodysplasia) may be accompanied by patellar
abnormalities, iliac horns, nail dystrophy, wrist
deformity, and renal dystrophy (4,5). Small patella
syndrome was first diagnosed in 12 members of a
single family and described in detail by Scott and
Taor (3). In addition to patellar aplasiaor small, dis-
located patellae, this syndrome also includes flat-
tening of the femoral heads, coxa vara or valga,
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Fig. 2. — Oblique radiographs of the hands : flexion deformity in the right fifth finger( @ and left fifth finger (b).

hypoplasia in the trochanter minor and defective
ossification at the ischiopubic junction. Further-
more, flat foot deformity and syndactyly in the feet
may be present (1,2,3). Our case was evaluated as
distinct from these syndromes because it was not
hereditary and the skeletal deformities were not
typical.

Trisomy 8 is characterised clinically by a
large head, speech delay, cleft palate, and patellar
aplasia and hypoplasia (1,5). In addition, it may
be accompanied by psychomotor retardation, joint
contractures, vertebral fusion, and congenital
cardiovascular anomalies. While trisomy 8 was
diagnosed by chromosome analysis, our case had
none of the clinical findings mentioned above,
other than patellar aplasia and hypoplasia, and,

at variance with typical findings, had bilatera
camptodactyly.

In Kuskokwin syndrome, one of the few known
causes of patellar aplasia, there is contracture in a
number of joints including the wrists, knees, and
ankles, cyst formation in the clavicle and humerus,
or congenital pseudoarthrosis, in addition to patel-
lar aplasia or hypoplasia (1,5).

Another syndrome that may include patellar
hypoplasia is Coffin-Siris syndrome, in which nail
aplasia and hypoplasia, radia head dislocation,
mental retardation, coarse facial features, and
sparse hair occur (1). None of these other features
were present in our case.

Although there is insufficient data available on
treatment and outcomesin congenital patellar aplasia
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and hypoplasia, it has been reported that no
treatment is necessary in cases where the quadri-
ceps muscle is sufficiently strong and there is no
flexion contracture of the knee. In the light of these
literature data, we carried out no treatment in our
case (1,2,3).

Although camptodactyly is a common anomaly,
its pathological anatomy is still not fully known,
and itstreatment is disputed (6,7). Furthermore, this
deformity classically affects the proximal interpha-
langeal joint, and rarely occurs in the distal inter-
phalangeal joint asin our case (8). According to the
literature, the initial treatment for camptodactyly
should be conservative, and surgery should be
resorted to only in cases that exhibit progression
and do not respond to other treatment (6,7). Asin
typical camptodactyly, our patient’s finger flexion
deformities were treated with exercise and splint-
ing alone.
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