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Femoral-Facial Syndrome 
 
 
Alternative Names 
FFS 
Femoral Hypoplasia-Unusual Facies Syndrome 
FHUFS 
 
Record Category 
Disease phenotype 
 
WHO-ICD 
Congenital malformations, deformations and 
chromosomal abnormalities > Other congenital 
malformations 
 
Incidence per 100,000 Live Births 
0-1 
 
OMIM Number 
134780 
 
Mode of Inheritance 
Isolated cases 
 
Gene Map Locus 
N/A 
 
Description 
Femoral-Facial Syndrome (FFS) is a disorder 
characterized by bilateral, mostly asymmetrical 
underdevelopment of the thigh bones (femoral 
hypoplasia), and non-specific facial dysmorphism.  
The facial features involved in this syndrome 
include upslanting eyes, short nose with a broad tip, 
long space between the nose and upper lip, small or 
underdeveloped lower jaw, and cleft palate in 
females.  There is a degree of variability in the 
phenotypic expression of some other features.  
These include lumbar spine and pelvic 
abnormalities, absence or hypoplasia of the fibulae, 
talipes, genitourinary anomalies, and severe CNS 
anomalies.  Patients develop normal intellect. 
 
Differential diagnoses for FFS include Campomelic 
syndrome, Smith-Lemli-Opitz syndrome type II, 
Char syndrome, Verloove Vanhoorick syndrome, 
Robinow syndrome, and others.  Prenatal 
ultrasound diagnosis of the condition is feasible, in 

principle, considering that its characteristic 
features, namely femoral hypoplasia and major 
facial anomalies, can be recognized in utero. 
 
Molecular Genetics 
Most cases of occurrence of femoral-facial 
syndrome are sporadic in nature.  There is a strong 
association with maternal diabetes mellitus during 
pregnancy.  Rare cases of autosomal dominant 
inheritance have also been reported.  The gene(s) 
responsible for the condition have not been 
elucidated. 
 
Epidemiology in the Arab World 
Kuwait 
Sabry et al. (1996) described a neonate with 
femoral-facial syndrome.  The male baby was born 
to non-consanguineous Bedouin parents with 
weight and length below the 10th centile.  He had 
two healthy siblings and a healthy half-sibling, 
although his diabetic mother had a history of giving 
birth to a still-born male brother, and a first-
trimester abortion from a previous marriage.  Facial 
dysmorphism noted at the time of birth included a 
high forehead, prominent eyes, hypertelorism, a 
small nose, anteverted nostrils, hemiangiomas on 
the nose and on the upper eye lid, a long philtrum, 
microstomia, cleft palate, severe micrognathia, and 
bilateral hypoplastic ears with rudimentary pinnae.  
He was found to have asymmetrical lower limb 
hypoplasia (an extremely small right thigh and leg, 
less so with the left limb), and a large, bifid, right 
toe.  Other abnormal features included 
macrophallus, hypoplastic scrotum, bilateral 
cryptorchidism, and left inguinal hernia.  
Radiologic findings included long, hooked 
clavicles, absent last pair of ribs, fused last two 
sacral vertebrae, narrow iliac wings, femora 
represented by short remnants, and the presence of 
only a single bone (a bowed fibula) in the right leg.  
At 4-months of age, his neuro-developmental 
progress was satisfactory. 
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Related CTGA Records 
N/A 
 

External Links 
http://rarediseases.info.nih.gov/GARD/Condition/6

1/Femoral_facial_syndrome.aspx 
http://www.orpha.net/consor/cgi-

bin/OC_Exp.php?lng=EN&Expert=1988 
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