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Dear Editor,
Amelia, defined as the complete absence of the skele-

tal parts of a limb that occurs when the limb formation 
process is either prevented or interrupted very early in 
the developing embryo between 24 and 36 days follow-
ing fertilization (1-4). Amelia is generally thought to be a 
sporadic anomaly. But more than 50% of the cases it is as-
sociated with major malformations in other organ sys-
tems (4). The malformations most frequently seen with 
Amelia include cleft lip and/or palate, body wall defect, 
malformed head, and defects of the neural tube, kid-
neys, and diaphragm (5-7). Facial clefts may be accompa-
nied by other facial anomalies such as abnormally small 
jaw, and missing ears or nose. The body wall defects al-
low internal organs to protrude through the abdomen 
(8, 9). Head malformations may be minor to severe with 
a near absence of the brain. The diaphragm may be her-
niated or absent and one or both kidneys may be small 
or absent (8, 10).

Other abnormalities associated with Amelia include 
severe defects of the lungs, vertebrae, heart, internal and 
external genital system, and anus (10-13). There is usually 
severe growth deficiency, both before and after birth, and 
mental retardation may be present in survivors (10). Te-
ratogens such as thalidomide and alcohol, vascular com-
promise by amniotic bands or other causes, and mater-
nal diabetes have been reported to cause this severe limb 
deficiency (8-10).

The patient was a full-term male neonate, the first 
child of a 22 year old father and 26 year old mother. 
There was no consanguinity or any other relevant fam-
ily history. There was no known teratogenic exposure 
or any problem during pregnancy. The height, weight, 
and head circumference were normal. The right arm 
was completely missing with a cherry sized skin bulg-
ing on the lateral end of the right clavicle (Figure 1). In 
physical examination an imperforate anus was also vis-
ible (Figure 2).

The ultrasonography showed only one kidney, right kid-
ney was absent, but in VCUG left kidney had reflux grade 
5 and right kidney reflux grade 4 (Figure 3). Regarding ris-
ing BUN and Cr levels, DMSA was done that showed poor 
function of the left kidney and the function of the right 
kidney was moderately to severely decreased.

Echocardiography revealed an ASD. X-ray of vertebrae 
showed hemivertebra of L5 (Figure 4). No other anoma-
lies were found.

Prior to clinical observation of absent limbs, certain 
signs in the pregnant mother may indicate a greater like-
lihood of amelia. Abnormal vaginal bleeding, diabetes 
mellitus, and toxemia can all be associated with amelia 
of the fetus (4, 9). An increased alfa fetoprotein in the ma-
ternal blood may indicate neural tube defects that can ac-
company limb defects (12).

Besides seeing missing limbs by ultrasound, signs in 
the fetus accompanying amelia include breech and other 
non-cephalic presentations at birth, a single artery in the 
umbilical cord, low placental weight and extremely low 
birth weight, not accounted for by the lack of limbs (13).

This report presents a case of amelia with imperforate 
anus, hemivertebra in L5, ASD and renal involvement.

VACTERL associated is a disorder that affects many 
body systems. VACTERL stands for vertebral defects, 
anal atresia, cardiac defects, trachea-esophageal fis-
tula, renal anomalies, and limb abnormalities. Cases 
with VACTERL association typically have at least 3 of 
these characteristic features (14). Limb abnormalities 
are seen in 40 - 50% of VACTERL association. These ab-
normalities most commonly include poorly developed 
or missing thumbs or underdeveloped forearms and 
hands but amelia is a rare form of limb abnormality in 
VACTERL (4, 14, 15).

Prenatal diagnosis including detailed ultrasound and 
amniocentesis examination play a major role in counsel-
ing parents with fetal anomalies including amelia.
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Figure 1. Neonate With Amelia

Figure 2. Imperforate Anus in Neonate With Amelia

Figure 3. VCUG: Reflux Grade 5 in the Left and Grade 4 in the Right Kidney

Figure 4. Hemivertebra in L5
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