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Congenital cataracts diagnosed by prenatal ultrasound
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Most cataracts are related to aging. By contrast, congenital
cataracts are rarely detected at birth. Moreover, prenatal diagnosis
of congenital cataracts is rare. Congenital cataracts occur in one to
six newborns out of 10,000 newborns [1e3] and may be associ-
ated with congenital infections, chromosomal or genetic defects,
or multiple anomalies and syndromes. We present here an inter-
esting case of congenital cataracts diagnosed by prenatal ultra-
sound (US).

A 25-year-old pregnant woman, gravida 1, para 0, was healthy
before pregnancy. Her prenatal care was carried out at a local clinic
and was uneventful. Amniocentesis was not performed. She was
referred to our center at 22 weeks of gestation due to a suspected
increased nuchal thickness. Level II US revealed increased nuchal
Figure 1. Two-dimensional prenatal ultrasound images. Bilateral dense echoge
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thickness (0.6 cm) and left pyelectasis (5 mm). Notably, bilateral
extremely dense echogenic lensesdsuspected congenital cata-
ractsdwere depicted remarkably by two-dimensional (2D) US
(Figure 1). On examination with three-dimensional (3D) US, the
diagnosis of congenital cataracts was strongly confirmed with a
significantly dense echogenic structure in the fetal lens (Figure 2).
The pregnancy was then terminated after genetic consultationwith
the couple. Chromosome analysis from cord blood revealed a 46, XY
normal male karyotype. Grossly, no anomaly was found in this
fetus, except congenital cataracts. A toxoplasmosis, rubella, cyto-
megalovirus, herpes simplex, and human immunodeficiency virus
profile in fetal blood showed no evidence of recent infection. Au-
topsy revealed vacuole formation and necrosis of bilateral lenses
compatible with congenital cataracts (Figure 3). Mild left renal
pyelectasis was also noted. The cause of congenital cataracts in this
case remained idiopathic.

Second trimester US can screen fetal lens anatomy, which is an
anechoic structure under normal conditions and presents as a
hollow space in 3D images (Figure 2A). As for a cataractous lens, it is
nic lenses are indicated by arrows. (A) Transverse view. (B) Coronal view.
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Figure 2. Three-dimensional (3D) reconstructed images of the second trimester lens. (A) Normal lens is anechoic and presents as a hollow space in a 3D image (red arrow). (B)
Cataractous lenses are dense echogenic structures (red arrow).

Figure 3. Images from autopsy of bilateral lenses. Vacuole formation and necrosis of the (A) right lens (20�) and (B) left lens (20�) are shown.
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densely echogenic, unilateral or bilateral, and presents as dense
echogenic structure in 3D images. Three-dimensional US could be
applied for assessment of cataracts. To our knowledge, there are
few literature reports of congenital cataracts diagnosed by prenatal
3D US [4]. Our case showed the remarkable 2D and 3D pictures and
confirmed the findings by pathology.

Family history is an important clue for prenatal diagnosis of
congenital cataracts. Thus thorough history taking is important
during prenatal examination. In our case, there was no associated
family history. But in other cases, congenital cataracts may be he-
reditary and are associated with genetic defects. The defect could
be inherited in one of the three patterns: autosomal dominant,
autosomal recessive, or X-linked transmission. Among which,
autosomal dominant inheritance is still the most frequent, with
almost complete penetrance but variable expressivity [5]. Chro-
mosomal defects, such as trisomy 21, 13, and 18, are also related to
congenital cataracts. Medical diseases such as galactosemia, hy-
poparathyroidism, and maternal diabetes are also related to
congenital cataracts and should be excluded by laboratory exami-
nation. Intrauterine infections (toxoplasmosis, rubella [6], cyto-
megalovirus, herpes simplex virus, varicella [7], and syphilis) are
also common causes of cataracts. In developing countries,
congenital cataracts are more common, probably due to a high
prevalence of congenital infection. The outcome for fetuses with
congenital cataracts depends on the associated syndrome. Once
congenital cataracts are noted, other possible fetal anomalies
should be searched for systemically and carefully.
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