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Femoral Hypoplasia-Unusual Facies Syndrome:
A Case Report
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Summary:
The femoral hypoplasia-unusual facies syndrome (FH-UFS)
is a very rare association of femoral and facial abnormalities.
We report a 19 days old male baby with bilateral femoral
hypoplasia and cranio-facial dysmorphism including low
set ears, upslanted palpebral fissures, long philtrum with

Introduction:
The femoral hypoplasia-unusual facies syndrome (FHUFS) is a very rare association of femoral and facial
abnormalities. It encompasses a spectrum of anomalies
that include bilateral femoral hypoplasia/ aplasia and
cranio-facial dysmorphism with cleft palate1,2. The first
case of FH-UFS was reported by Franz and O”Rahilly in
1961, but it was not recognized as a distinct entity until
1975 when Daentl et al reported their cases 3. This
syndrome is also known as femoral facial syndrome.
Etio-pathogenesis of the syndrome remains unknown
but some authors reported a link to maternal diabetes
mellitus 4,5. Most cases have been found sporadic 4,5.
There have been rare reports (three cases) describing a
family with more than one affected member 6,7. Here we
described a 19 days old male baby with many features
of FH-UFS who was admitted into the neonatal unit of
Sylhet MAG Osmani Medical College Hospital.

thin upper lip, micrognathia, hypoplastic alae nasi, short
broad tipped nose, and cleft palate. Tongue tie was also
present as an additional feature.
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both lower limbs. The mother was 21 year old. The
baby was the second child of healthy nonconsanguinous parents. The first sibling was a normal
full term baby, delivered by vaginal route, now 2 year
old. The mother was on regular antenatal check up
and had no history of gestational diabetes or any other
significant illness during pregnancy. She also had no
history of taking any teratogenic drug. The baby had
a history of mild perinatal asphyxia after normal vaginal
delivery at 36 weeks of gestation. The birth weight of
the baby was 1600 gram, length 38 cm, occipito-frontal
circumference 31cm and upper segment lower segment
ratio was 2.45:1. Clinical findings include craniofacial
dysmorphism like low set ears, upslanted palpebral
fissures, long philtrum with thin upper lip,
micrognathia, hypoplastic alae nasi, short broad tipped
nose, (Fig-1) and cleft palate (Fig-2).

Case Report:
The 19 days old male baby hailing from Sunamgonj
was admitted with the complaint of abnormality in
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Fig.-1: Craniofacial dysmorphism
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Fig.-2: Cleft palate
Tongue tie was also present. Upper limbs showed flexion
deformity of both elbow with skin dimpling. Both thighs
looked laterally rotated. Length of the thighs was very
short compared to leg length, knee joint being
rudimentary. There was spina bifida at the sacral region
(Fig-3).

Fig.-3: Spina bifida
There were no clinically detectable cardiac or renal
abnormalities.
X-ray of both lower limbs including the hip revealed
bilateral femoral hypoplasia with dysplastic pelvis (Fig4). X-ray of upper limbs showed no bony abnormality.
Echocardiography revealed no cardiac anomaly and
USG of genito-urinary system was normal. With these
above mentioned clinical and radiological findings, the
baby was diagnosed as a case of FH-UFS.
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Fig.-4: X-ray showing femoral hypoplasia with
dysplastic pelvis.
Discussion:
In 1975, Daentl et al delineate a distinctive pattern of
malformation which includes femoral hypoplasia and
unusual facies in four unrelated individuals2,3. This
disorder consists of hypoplasia or absence of the femurs
bilaterally and distinguishing facial characteristics of a
short nose with a broad tip, elongated philtrum, thin
upper lip, cleft palate and micrognathia 2-4. Many other
associated abnormalities have been described which
includes short or absent fibulas, clubfeet, shortening of
humeri, restricted motion of elbows, constricted ilial
base, vertical ischial axis, hypoplastic acetabulae, large
obturator foramina, lower spine abnormalities and
posterior tapering of the ribs1-5. Aside from skeletal
anomalies, these infants may have cardiac and
genitourinary anomalies8. The present case fits into the
classical clinical spectrum of FH-UFS. Among the
associated anomalies the baby had spina bifida at the
sacral region. The baby also had tongue tie which is not
reported as a feature of FH-UFS previously.
The exact etiology and pathogenesis of this disorder is
unknown. Burn et al1 described three groups of FHUFS: (a) cases secondary to fetal constraint or
deformation, (b) cases resulting from maternal diabetes
and (c) disruption and those of unknown etiology. The
possible teratogenic potential of maternal diabetes has
been ruled out in this case. There was no history of
significant illness or taking any offending drug during
pregnancy.
FH-UFS has many overlapping features with caudal
regression syndrome which represents a continuum of
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malformations ranging from agenesis of the lumbosacral
spine to sirenomelia. But cranio-facial anomalies are
always absent in caudal regression syndrome9. The
presences of characteristic facial defects have sharply
contrasted this case of FH-UFS from caudal regression
syndrome or sirenomelia.
FH-UFS affected infants have normal to above normal
intelligence2-4. Most complications arise from small
stature and limited function of the lower limbs3, but
most patients are ambulatory5. Problems with feeding
and speech development may also arise due to facial
anomalies4,5. Other complications like recurrent urinary
tract infection and incontinence have also been
reported 4 . However, in cases without serious
complications, the life span is usually normal2-4.
Before viability the option of pregnancy termination
can be offered to the parents. The postnatal management
is directed at the orthopedic, facial, cardiac and
genitourinary complications.
Conclusion:
Though the prevalence of femoral hypoplasia-unusual
facies syndrome is very rare, prenatal diagnosis is very
important to offer the parents for termination of
pregnancy. Early diagnosis at the neonatal period is
necessary for orthopedic intervention and also for
correction of other complications.
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