INDIAN PEDIATRICS

sz Natural history of disease shows that
gestational timing may be prolonged with
birth weight of 450 to 1900 g, birth length
of 33-42 ¢cm. The final height attained is
about 90 to 105 cm. Patients show moder-
ate to sevcre mental deficiency though
early motor progress may be normal.
Though our patient showed physical char-
acteristics similar to those of Seckel’s syn-
drome  described previously, she had a
normal intelligence for this age, despite
having microcephaly. This was an unusual
finding in this case. Majewski and
McKusick et al., reported a few cases with
normal intelligence of minimal mental
retardation(4,9).

By natural history, we can prognosti-
cate final height or age in this patient.
However, autopsy studies in these patients
have shown the cerebrum to be small with
simple, primitive convolutional pattern re-
sembling that of chimpanzees but all these
cases presented with mental deficiency
right from the beginning(9). Therefore, the
future mental status of this patient can not
be predicted accuratcly.
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Antenatal Diagnosis of Ebstein’s
Anomaly

K. Balakumar

Major cardiac anomalics can be
detected in the antenatal period by
targetted imaging of the fetal heart. This
unusual case reported here illustrates a
fetus with Ebstein’s anomaly born out of
consanguinous marriage. There were
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associated skelctal anomalies and the
history was suggestive of recurrence among
the siblings.

Case Report

A 27-year-old fourth gravida was
subjected to ultrasound scanning because
of previous history of multiple skeletal and
cardiac anomalies of one child noted after
premature delivery (no details were avail-
able). She had an carly abortion as well
and has a normal male child. The present
pregnancy was of 38 weeks duration.

The placental appearance was normal
and there was moderate degree of
oligohydramnios. The biometry showed a
growth of 36 weeks with asymmetrical
growth retardation. The long bones were
poorly mineralised having a wavy contour
and their length was in the upper normal

range. The binocular and the interocular

distances were normal. The teeth buds
were unusually prominent. The external
genitalia was ambiguous.

The targetted cardiac imaging showed
a greatly dilated right atrium (Fig. I). The
walls of this chamber were thin and it was
occupying a major portion of the right
hemithorax (Fig. 2). The tricuspid valve
was seen placed towards the apex. The
right ventricle was less prominent. The in-
terventricular septum showed no disconti-
nuitv. The pulmonary artery was not
atretic. The aortic valve and its lumen were
normal. No overriding was apparent. There
was no undue enlargement of other cham-
bers. The foramen ovale was normal. The
mitral valve was also appearing normal.
There were no evidences of hydrops.

This pregnancy cnded with the intra-
uterine death of the fetus at full term and
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the postmortem appearance was consistent
with the diagnosis. -
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Discussion

Ebstein described this condition as con-
genital downward displacement of the tri-
cuspid valve with distortion of the leaflets.
This rare anomaly can be detected in the
antenatal period by ultrasound scanning;
the true incidence of which is not docu-
mented in our country. A recent analysis
abroad shows that the incidence of the con-
gential heart diseases has increased within
the last 3 decades. The accepted old inci-
dence rate of 3 to 5 per 1000 live births has
gone even above 10 per 1000 live births(1).

The echo features in this case were
diagnostic of Ebstein’s anomaly as
evidenced by the cardiomegaly due to
atrialised right ventricle and the presence
of apically displaced tricuspid valve with
scvere degree hypoplasia (the leaflets
could not be assessed). In the differential
difgnoses, the following conditions are to
be excluded. First of all, the idiopathic
giant right atrium was excluded as the
tricuspid valve was considerably low
placed. Fetal cardiac doppler studies may
have to be done to assess tricuspid
regurgitation as it is often incompetent(2).
The septal papillary muscle of the tricuspid
is usually prominent in normal cases
whereas it was not so in this case.

Associated atrial septal defect 1s found
in 30 to 78 percentage of cases of Ebstein’s
anomaly(3,4) though it was not evident in
this case. Pulmonary atresia may also be
noted in these cases(5). In atresia of pul-
monary veins the right atrium may be
larger, but there is right ventricular
enlargement along with a smaller left
atrium. The normal right ventricle to left
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Fig. 1. The four chamber view of the fetal heart—(1) apex; (2) left ventiicle; (3) left atrium; (4) right
atrium, and right ventricle.

Fig. 2. The four chamber view at a different angle showing the grossly dilated ‘R’ atrium.
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ventricle diameter ratio is 1.8 : 1(6), where
as the right ventricular size was smaller
here. Other associated major cardiac
anomalies can also occur(7).

The parents were warned about the
possible risk of recurrence; the reported
incidence of which among the siblings and
offsprings is 1 and 3, respectively(8).
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Glycogen Storage Disease

(Type-IiI)
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The glycogen storage diseases (GSD)
or glycogenoses are the result of metabolic
errors that lead to abnormal concentra-
tions or structure of glycogen. Several well
defined disorders of glycogen metabolism
have been described. We wish to report

our experience with one such case of Type
I GSD.

Case Report

A 2-year-old male child was brought
with progressive distension of abdomen

" since the age of 9 months, and a convulsion

one month prior to hospitalization. Clinical
examination revealed an alert child with
hugely distended abdomen. The liver was
enlarged 10 cm below the right costal
margin, firm in consistency with rounded
margin and smooth surface. Spleen and
kidneys were not palpable. Rest of the
systemic examination was normal. Family
history revealed that his father had
suffered in childhood from hepatomegaly
which vltimately receded. Developmental
history was normal.

Investigations  showed a normal
hemeogram, including platelet count and
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