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Fetal Amelia: A Case Report
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Abstract

Congenital limb defects are rare fetal anomalies with a birth 
prevalence of 0.55 per 1,000. Amelia is an extremely rare birth 
defect marked by the complete absence of one or more limbs. We 
report a case of fetal amelia, ultrasound findings, manifestations 
and the fetal outcome.
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Introduction

Amelia, defined as the complete absence of the skeletal parts 
of a limb, is generally thought to be a sporadic anomaly.1 It can 
present as an isolated defect or with associated malformations, 
particularly abdominal wall and renal anomalies.2-4 Teratogens 
such as thalidomide, alcohol, vascular compromise by amniotic 
bands or other causes, and maternal diabetes have been reported to 
cause this severe limb deficiency.5-8 Amelia is a rare condition with 
an incidence range from 0.053 to 0.095 in 10,000 live births.9,10 
The extreme rarity of this congenital anomaly has stimulated 
this report on a new case presented at Sultan Qaboos University 
Hospital.

Case Report

The mother was a 22 year-old healthy primigravida woman who 
presented for her visit at 26 weeks of gestation. The father was a 
healthy 23 year-old man, and there was no consanguinity or rel-
evant family history. There was no known teratogenic exposure 
during pregnancy. The ultrasonographic evaluation revealed ab-
sence of both upper and lower limbs except the right humerous. 
Tiny stomach and bilateral mild pelvi-ureteric junction dilatation 
was noted, but the rest of the baby appeared normal. The couple 
was counseled about the poor prognosis and amniocentesis was of-
fered but they declined. They opted for no cesarean delivery for 
fetal indication. Induction of labor was offered at 34 weeks of ges-

tation, but the mother opted to wait for spontaneous labor. The 
mother went into spontaneous labor at 41 weeks and delivered by 
assisted vaginal breech delivery; a fresh stillbirth weighing 2215 
grams. A baby gram was performed after birth. (Fig. 1)

Figure 1: The baby gram.

Figure 2: External examination of the stillborn baby.
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On clinical examination, there were no gross facial anomalies. 
Two lower limb buds and absent left upper limb was noted. The 
right upper limb was present up to the elbow with rudimentary 
palm/fingers attached to it and no forearm noted, (Fig. 2). Both 
testes were palpable; the anus and spine were normal. (Fig. 3)

Figure 3: Examination of the genital area of the stillborn baby.

Discussion

This report presents an infant with Amelia of three limbs and/
phocomelia of one limb with no striking dysmporhic features 
noticed. The extreme rarity of this congenital anomaly has 
stimulated us to report this new case presented at our hospital. 
Amelia was traditionally thought to be a sporadic anomaly with 
little risk of recurrence, or evidence of genetic origins. However, 
different modes of inheritance has been involved in the etiology 
of Amelia including autosomal recessive, X linked dominant 
and autosomal mode of inheritance which indicate the genetic 
heterogeneity of this condition.11

This report describes a case of Amelia diagnosed in a 
pregnancy of a non-consanguineous couple, at 26 weeks prenatal 
scan. Clinical examination was consistent with the prenatal 
findings. Amelia with multiple malformations resembling Robert 
syndrome have been reported earlier by song et al.12

Although Robert syndrome, which is an autosomal recessive 
syndrome is considered as a single genetic entity and includes 
various morphologic defects; babies are being reported nowadays 
with severe facial defects, tetra-Amelia, and pulmonary 
abnormality, yet with normal chromosomal findings.12 To the best 
of our knowledge; this is the first reported case of Amelia in the 
sultanate of Oman. However, Amelia, lung hypoplasia, and cleft 
lip palate were found to be transmitted in an autosomal recessive 
fashion in Arabs and Turkish families.12

In the current case; the prenatal ultrasound did not reveal gross 
anomalies apart from mild bilateral renal pelvis dilatation and the 
presence of a tiny stomach. Absent bowel gas noted on the skeletal 
survey after birth may have indicated a form of esophageal atresia. 
Infants with Amelia only appear to have good prognosis; whereas 
most newborns with Amelia associated with organ malformation 
die in the first year of life. As organ malformations have been 
reported to be frequently associated with cases of Amelia,12 

autopsy findings would have been helpful; but unfortunately, 
pathological examination and chromosomal analysis were refused 
by the parents. The current evidence on this topic is uncertain and 
the exact categorization of the condition is made more difficult by 
the absence of autopsy.

The possibility of the recurrence of amelia has been 
documented in only a few families.13-15 In this case, pregnancy and 
family history were non-contributory factors regarding genetic or 
teratogenic causes; maternal infection also appears to be unlikely. 
It is difficult to progress further in the etiology of this case. These 
parents were counseled for a low recurrence rate and advised to 
have an early anomaly scan in future pregnancies.

Conclusions

Prenatal diagnosis including detailed ultrasound and amniocentesis 
play a major role in counseling parents with fetal anomalies.
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