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Antenatal diagnosis has advanced enormously in the past few years. Doctors need to be aware
of what is available in this rapidly expanding field. This review article provides an overview of antenatal
diagnosis and shows how the specialty is likely to evolve in the next few years.
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Figure 2. Ultrasound of the fetal head showing bilateral choroid plexus cysts.
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Figure 3. Ultrasound view of a fetus with hydronephrosis.
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Figure 4. Ultrasound showing a large posterior cystic hygroma in a fetus with Turner’s syndrome which was

stillborn.
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Table 2. Chief conditions amenable to prenatal diagnosis by DNA analysis.

Haemophilia A & B

Alpha & Beta Thalassaemia

Sickle cell disease
Cystic fibrosis

Duchenne and Becker muscular dystrophies
Alpha -1 antitrypsin deficiency
Adult polycystic kidney disease
Congenital adrenal hyperplasia

Myotonic dystrophy

Ornithine transcarbamylase deficiency

Prenatal diagnosis by biochemical analysis
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Table 3. Chief conditions amendable to prenatal diagnosis by biochemical analysis.

Mucopolysaccharidoses

Organic acidurias

Galactosaemia

Congenital adrenal hyperplasia
Glycogen storage diseases
Metachromatic leucodystrophy

Tay-Sachs disease
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Preimplantation diagnosis
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Fetal blood sampling
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Figure 8. Fetal blood sampling under ultrasound guidance.
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Figure 9. A newborn baby with congenital rubella infection.
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Figure 10. Hybridisation of cloned rubella cDNA probe to RNA extracted from patient’s chorion biopsy specimen
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