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ABSTRACT

Case Report

Type Il Proximal Focal Femoral Deficiency in
a Three-Year-Old Female: A Case Report

Proximal Focal Femoral Deficiency (PFFD) is a term used to describe a condition where the femur is short and associated with an apparent
loss of continuity between the shaft and neck. PFFD is reported as an uncommon but complex clinical condition. This was commonly
grouped with other disorders like coxa vara and short bowel tumours. This has a female to male ratio of 2:1 and an incidence of 1 case per
50,000 population to 1 case per 200,000 population. This is a case report of a three-year-old female that was referred for plain radiograph
of the lower limbs on account of limb-length discrepancy and abnormal gait. The plain pelvic and lower limb radiograph showed a
markedly shortened femur with non-demonstration of the femoral head and neck. There was a vertically oriented acetabula fossa with
altered acetabula and iliac angles. The patient is currently managed conservatively mainly by reassurance and use of crutches.

CASE REPORT

A three-year-old female was referred from a peripheral health
care centre for a plain radiograph of the pelvis and lower limbs on
account of limb-length discrepancy and abnormal gait. No history
of similar occurrence in the siblings or family relations was reported.
The mother denied any history of drug abuse or maternal illness
during pregnancy. She had an uneventful pregnancy and delivery.
On physical examination, the female child appeared well nourished
in stable condition without any form of distress. There was limb-
length discrepancy with a shortened left thigh and marked left thigh
skin fold thickness. The cardiovascular examination was normal.
The plain pelvic and lower limb radiographs showed a markedly
shortened femur with non-demonstration of the femoral head and
neck [Table/Fig-1,2]. Vertically oriented acetabula fossa with altered
acetabula and iliac angles were noted [Table/Fig-1]. There was
absence of left fibula though the left knee and ankle joints appeared
within normal limits [Table/Fig-2]. Abdominopelvic ultrasound scan
showed normal abdominal organs and situs. The index case was
managed conservatively in the peripheral health care system by
reassurance and use of crutches and was planned for referral to
a tertiary institution for possible surgical (amputation) and expert
management. The patient did not undergo and also failed to attend
any follow-up visits; all efforts to get across to the patient for further
monitoring have failed.

[Table/Fig-1]: A plain antero-posterior radiograph of the pelvis and part of the lower
limbs. This shows a shortened and dysplastic left femur (red arrow). The left acetabulum
is vertically oriented with a shallow acetabula groove and abnormal acetabula and iliac
angles (blue left arrow). The right side appeared normal (blue right arrow).
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[Table/Fig-2]: A plain antero-posterior radiograph of the lower limbs showing left
limb-length discrepancy, prominent left thigh soft tissue shadow (yellow arrow),
shallow and vertically oriented left acetabula fossa (red arrow); dysplastic and
shortened left femur (blue arrow) and absent left fibula (black arrow); showing only
the left tibia without left fibula consistent with type Il PFFD.

DISCUSSION

Theterm PFFDis used to describe a condition where the femur is short
and associated with an apparent loss of continuity between the shaft
and neck [1]. This case presented with a rather short left femur. PFFD
is reported in the literature as a rare congenital anomaly presenting
with stoppage of usual growth of the proximal femur and hip joint
[2]. This was the first case in the family with no similar occurences
in her lineage and presented with a short abnormally developed left
femur and left pelvic bone. PFFD is a rare but multifaceted congenital
skeletal anomaly which may be associated with other osseous
defects [3]. The index case presented with associated absent left
fibula hence agreeing to literature. In PFFD, the proximal segment of
the femur is affected but a portion of the femur is always present in
order to differentiate PFFD from complete femoral agenesis [3]. The
index case also had remnants of the femur though fore-shortened.
PFFD is commonly grouped with other disorders like Coxa Vara and
Short bowel tumours [2]. This has a female to male ratio of 2:1 and
an incidence of one case per 50,000 population ranging from one
case per 200,000 population [4,5]. This is a case of a female patient,
hence similar to that documented in the literature.

The aetiology of PFFD is not known but lots of theories have been
postulated [4,6,7]. PFFD is a non-hereditary birth anomaly that affects
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the pelvis mostly, especially the hip joint and proximal femur of one or
both sides [8]. The aetiology is not known in the index case, which
presented with vertical orientation of the left pelvis, acetabula, and
iliac angles, respectively. PFFD has been classified into four classes
ranging from class A to D as described by Aitken GT and Hatch
D [8,9]. The limb-length discrepancy in these patients is difficult to
treat and is often unmanageable except by amputation [10,11]. The
index case belonged to Aitken class A because of the presence of a
femoral head and acetabulum; this class of patients can be managed
by options other than amputations [5,6], the case was managed
conservatively by reassurance and use of appropriate crutches
and not by amputation of the affected limb. Mental disorders and
chromosomal abnormalities are not often associated with patients of
PFFD [12]. The patient had a stable mental status oriented to time,
place and person, hence agreeing to the literature. However, there
was no facility of karyotyping to rule out chromosomal abnormalities.
Prenatal diagnosis of PFFD has been documented by some authors
[13-15], but, there was no opportunity of having the prenatal history
or ultrasound reports of this patient. The index case was diagnosed in
the postnatal period following a plain pelvic and lower limb radiograph
at the age of three years. PFFD is more commonly detected and
seen affecting the right femur and may be in isolation without other
osseous anomalies [16]. However, this index case had left femur and
acetabula affected in association with absence of left fibula. PFFD is
one of the causes of leg length discrepancy; it’s often associated with
some congenital bony anomalies, most commonly ipsilateral absent
or hypoplastic fibula [17]. This index case also presented with left
leg-length shortening with absent left fibula agreeing to the literature,
with no other osseous abnormalities.

CONCLUSION(S)

PFFD is a relatively uncommon skeletal anomaly whose aetiology is
largely unknown but can be diagnosed on plain radiograph. Limb
prosthesis, adequate conservative management and reassurance
can improve the individual’s quality of life.
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