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 ABSTRACT 
 

Congenital absence of patella(aplasia) or small size patella(hypoplasia) is 
very rare and usually associated with other anomalies like Nail Patella 
Syndrome, Ischiopatellar dysplasia and Turner-Kiesser syndrome. This 
condition can have diverse clinical manifestations. Congenitally absent 
patella is usually bilateral. The diagnosis of patellar aplasia and hypoplasia 
is often delayed because the patella is cartilaginous from birth till third and 
sixth years of age when it starts ossifying. We present a very unique and 
extremely rare case report of an isolated congenital absent patella on the 
right side and small sized patella on the left side in an adolescent and 
which was not associated with any syndrome. 
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INTRODUCTION 

 

Congenital absence of patella(aplasia) can be 
unilateral or bilateral.1 It is a rare anomaly and most 
cases occurs in association with Nail Patella 
syndrome, Small Patella Syndrome, Meirer-Gorlin 
Syndrome and Trisomy 8 Mosaicim.1,2 Other 
abnormalities like recurrent knee dislocation, Genu 
Valgus, slip of medial tibial Plateau, hip and proximal 
femur anomalies can be found in patients with 
absent patella or hypoplastic patella.1-3 The exact 
prevalence of aplasia or hypoplasia of the patella is 
unknown.4 The most frequently described syndrome 
in the literature which is associated with absent 
patella is the Nail Patella syndrome.5 This syndrome 
has an autosomal dominant inheritance with a 
frequency of 1 in 50000 live births.1,5 It affects 
kidneys, bones nails and eyes.2 
 We reported a very rare case of Isolated 
congenital unilateral aplasia of Patella with 

contralateral hypoplasia of Patella in a 13 year old 
girl. 
 

CASE REPORT 
 

A 13 year old girl was brought to the Orthopaedic out 
patient department(OPD) of Punjab Rangers 
Teaching Hospital Lahore with the complaints of 
difficulty in walking and frequent falls for many years 
which had worsened for the last six months. History  
revealed that patient was a full term and delivered by 
caesarian section without any complication. All her 
other siblings were normal and healthy. Her 
developmental mile stones were normal and she 
started walking by the age of 1 year. Parental 
consanguinity was absent and there was no family 
history of any such problem. On physical examination 
the patient had multiple hyperpigmented patches 
around the knees and ankles which were 
asymptomatic and appeared suddenly two years back 
following fever. Local examination showed that the 
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inter condylar sulcus was empty on the right side 
with no patella while small hypo-plastic patella on the 
left side with normal medial and lateral mobility was 
noted. Patient had well developed musculature 
bilaterally with normal intact extensor mechanism on 
the left and and intact but week extensor 
mechanism(assisted) on the right.(Fig.I,Fig.II) 
 Gait analysis revealed varus thrust on right side. 
Patient was able to sit and squat but had hands on 
knee posture while standing. Valgus stress test was 
negative bilaterally while varus stress test was 
positive on right side.No flexion deformity was 
observed. No limb length discrepancy was noted. 
(Fig.III,Fig.IV) 
 The antero-posterior and lateral knee 
radiographs confirmed absent patella on right side 
and a small sized or hypo-plastic patella on the left 

side.(Fig.IV,Fig.V) MRI was normal except absent 
medial patellofemoral ligament on the right 
side.Complete blood count and other blood 
parameters were within the normal range. Abdominal 
ultrasound showed no renal anomalies.Radiographs 
of pelvis and proximal femur were normal. Nails of 
the patient were normal and no other syndromic 
associations were observed clinically.Based upon the 
clinical findings and patient expectations and 
willingness we decided to treat the patient 
conservatively.We applied brace to the right knee 
joint and supervised physical theraphy was started 
for the left knee joint.The patient was examined at 6 
months follow up with improvement in knee pain and 
bipedal independent mobility.The patient was 
instructed for regular follow up at 3 months interval.  

 

 
Fig. I & II: Photographs showing normal extensor mechanism on the left side and week extensor mechanism 

(assisted) on the right side. 
 

 
Fig III, Fig. IV: Standing phtographs of patient indicating no obvious limb lengthening discrepancy and knee 

flexion contracture. 



Isolated A. A. Chaudary, S. H. R. Bokhari, M. U. Akhtar, S. Khalid, S. M. Khattak, N. U. Ain, R. T. A. Khan, N. Haider, M. Abid, M. Anwar 

 

J Pak Orthop. Assoc. (JPOA) 37 Vol 34 (1) Mar, 2022 

 
Fig. IV & V: Radiographs showing absent patella on right side and a small sized or hypo-plastic patella on left 

sideR 
 

DISCUSSION 
 

Aplastic or hypoplastic patella was first reported by 
Scott and Taor in 1979.2 These authors noted that 12 
members in one family had small and absent patella 
but the patients had anomalies of the pelvis and hip 
region. Humzah and Soames6 reported aplasia of 
patella on one side and patella alta on other side with 
Scoliosis in 85 years old cadaver. Aplasia of the 
patella can be associated with renal anomalies as 
reported by Senguttuvan5 in his case report of Nail 
Patella syndrome. Patients with these anomalies may 
have thyrotoxicosis and radial head subluxation.7,8 
Through Clinical examination, radiographs and 
biochemical investigations are therefore mandatory 
to exclude these anomalies in patients with aplasia or 
hypoplasia of patella. 
 We found only one case report in literature by 
Duygun and Sertkaya9 which was similar to our case 
report but with only few minor differences. These 
authors reported hypoplastic patella on right side and 
absent patella on the left side in an 18 year old boy. 
There was no extensor mechanism on left side with 
15 degree contracture on left side while quadriceps 
strength on right side was good. MRI revealed 
bilateral meniscus tear. These authors treated their 
patient  with bracing on the left side and physical 
therapy for the right side. We had also treated our 
case report conservatively and achieved good 
outcome at 6th months follow up. We however 
recommend longer follow up of such cases to 
document any complication or disability. 
In literature treatment of such cases vary from 
bracing, physical therapy and surgery in the form of 

fractional hamstring lengthening for excessive flexion 
contracture if present.1,2  
 The differential diagnosis of congenital aplasia 
and hypoplasia patella include Nail Patella 
syndrome(NPS), Ischiopatellar dysplasia(IPD) and 
isolated familial patellar Aplasia Hypoplasia( Patellar 
Aplasia-Hypoplasia- PTLAH).The differentiation 
among these can be done by careful clinical 
examination and with relevant biochemical and 
radiological investigations. IPD and NPS can also be 
differentiated by conducting genetic studies of 
alleles.10  
 Cases of congenital isolated absent patella can 
be accompanied by absent or dislocated distal 
quadriceps extensor mechanism.11-17 In these cases 
the restoration of extensor mechanism function can 
be achieved by placing it in between the 
intercondylar groves, medial transfer of tibial 
tuberosity or hamstring transfer to extensor 
mechanism.18 
 

CONCLUSION 
 

We reported an isolated congenital unilateral aplasia 
of Patella with contralateral hypoplasia of patella 
which is an extremely rare anomaly. Although it had 
not caused any major disability to the patient, the 
need for thorough clinical examination and relevant 
investigations to rule out any association with 
syndrome was mandatory. The focus of attention in 
cases of isolated hypoplasia and aplasia of patella 
should be on the integrity of extensor mechanism, 
flexion contracture and knee stability. Early diagnosis 
and longer follow up is needed in all such cases. 
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