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Case Study

Tetramelia: A Rare Case Presentation
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ARTICLE INFO ABSTRACT

Received: 01 Oct 2014 Congenital defects of the limbs are rare. Amelia is an extremely rare

Accepted: 23 Oct 2014 condition nowadays wth complete absence of limbs. The evidence of
absence of the limbs was apparent at birth. Both upper limbs as well as
lower limbs were absent at birth. The couple had a non consangious
marriage and there was no report of any teratogen intake during
pregnancy.
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1. INTRODUCTION
In humans complete absence of al limbs two upper
limbs and two lower limbsis called as tetramelia. The
absence may affect one or more limbs. It can be
www.phar mahealthsciences.net sporadiac or acquired defect and can present asasingle
entity or may be associated with other anomalies. The

Quick Response Code rarity of this amamoly with the declining use of

thalidomide a drug used in past inclined towards the
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2. TEXT

This case was reported from a pregnant femae of 32
years having first child in which the defect seen was
absence of the limbs apparent at birth at 30 weeks. It
was observed that both upper limbs as well as lower
limbs were absent at birth. The couple had a non
consangious marriage and there was no report of any
teratogen intake during pregnancy. The mother was a
non diabetic, non hypertensive, non acoholic, no
significant history of any serious drug addiction. The
father was aged 33 years and was a smoker, non
hypertensive, non acoholic, and no significant history
of any serious drug addiction. TORCH Screning of
mother was negative aong with the HIV status hich
was confirmed negative. During the course of
Pregnancy the female was taking cal cium supplements.
The femae was from a rura bachground and had just
one USG done previously at early stages of gestation
showing an embryonic sac. There was no serious
follow up and a the time of birth the anomay was
noticed. *°

The inheritance pattern of Amelia can be sporadiac or
follow autosomal recessive or x linked dominant traits.
It has been associated with the use of thalidomide,
alcohol and multiple teratogens.

The effects of drugs taken by the mother vary
considerably, especiadly in relation to the time in
pregnancy when they are taken. Miscarriage or
congenitd maformations result from materna
ingestion of teratogenic drugs during the period of
organogenesis. Maternal medications taken later,
particularly during the last few weeks of gestation or
during labor, tend to affect the function of specific
organs or enzyme systems, adversely affecting the
neonate rather than the fetus. *’

It has been observed that the most essential and the
most critical period for the proper development of

limbs is from 24 to 36 days after fertilization. This fact
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has been based on multiple clinical studies of infants

exposed to thalidomide which is a potent human
teratogen, during the embryonic period. Exposure to
this teratogen before day 33 has been seen to cause
mild to severe limb defects, such as ameliawhich isthe
absence of limbs. It has been seen that most severe
limb anomalies occurred from 1950 to 1970 as a result
of maternal ingestion of the potent teratogen
thalidomide. As a result the drug thalidomide is
absolutely contraindicated in women of child-bearing
age. Other teratogens effecting limb development are
cocaine, ethanol, heroin and chorionic villus sampling.

Major limb anomalies appear approximately twice in
1000 newborns. Limb anomalies can vary from simple
polydactyly to absence of limbs. Most of these defects
are caused by genetic factors Molecular studies have
implicated gene mutation (Hox gene, BMP, Shh, Wnt7,
En-1) in some cases of limb defects.There is failure of
formation of limb bud.In the partial Absence ie
phocomelia, there is partiad development of limb
bud.The severe forms can be particularly associated
with deformities of cardiovascular system, urogenital

system and pulmonary symptoms.

Fig 1. A Case of Tetramelia
Mechanisms of teratogenesisinclude cell death without

delayed
physicad or vascular congtraining;

reparative regeneration; mitotic delay;
differentiation;
reduced histogenesis secondary to cell depletion,
necrosis, cacification, or scarring; inhibited cellular

migration; and inflammation. Many mechanisms occur
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secondary to chromosomal or DNA damage and poor

molecular repair.

It has been observed that the limb anomalies of
types are associated with CHARGE
Syndrome, Di George Syndrome, VACTERL anomaly,
David O Callaghan Syndrome.

The various

different

reasons for limb defects is the

antiangiogenic effects, changes in gene expression,

DNA Mutationslimb bud distilization and induction

of cell desth.

3. CONCLUSION

Limb anomalies are associated with syndromic and non

syndromic clinicad syndromes and a look out for

associated anomalies is warranted in case of severe

[imb anomalies.
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