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Congenital malformations: case reports of routine use

of obstetrics ultrasound
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SUMMARY

Ultrasounds in medicine are a simple and effec-
tive instrumental system of investigation in the di-
agnosis and monitoring of numerous pathologies. In
particular, the routine use of this method is funda-
mental in obstetrics outpatient for the control of pre-
gnancies. Periodic ultrasound controls allow to follow
the normal embryo-fetal growth and to identify any
defects for early prenatal diagnosis. In this paper
we refer 5 case reports of congenital malformations
highlighted during outpatient ultrasound scans of
women in pregnancy.
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INTRODUCTION

Prenatal diagnosis is a complex of instrumental
and laboratory investigations aimed at assessing
and monitoring the embryo-fetal health during all
stages of pregnancy.

It allows early detection of chromosomal, infec-
tious hematological, morphological and pathophys-
iological diseases and the identification of possible
risk factors for the mother and fetus by promoting

better medical management of pregnancy and child-
birth in relation to the highlighted clinical conditions.

The methods of prenatal diagnosis are divided
into invasive (chorionic villus sampling, amniocente-
sis, cordocentesis, ...) and non-invasive (fetal ultra-
sound, biochemical and molecular studies on the
mother's blood, ...).

Non-invasive methods include, above all, the ul-
trasound examination which is particularly important
in gynecology and obstetrics surgery, either external
or within hospital.

The ultrasound scans during pregnancy allow to
highlight the normal fetal growth and to point out
possible birth defects. There is a large international
series of studies about this topic and specific guide-
lines are regularly updated (GRANDJEAN ET AL., 1999;
STOLL ET AL., 1995; ISUOG, 2013; SIEOG, 2015).

A malformation is a morphological defect of an
organ or a part of it, or of more or less extensive
areas of the body resulting from an intrinsically ab-
normal process of development in the early stages
of growth. Congenital malformations are divided into
major, when they have a clear medical and/or surgi-
cal importance, with obvious consequences on mor-
bidity and mortality of the interested individual, and
minor, when they have less clinical significance and
do not appreciably affect the duration and quality of
life.

The ultrasound diagnosis of these congenital
anomalies is very important and used; it is based es-
sentially on the recognition of a pathological devia-
tion of the normal-fetal anatomy. The first studies on
this topic have been published by DONALD & BROWN
(1961), SUNDEN (1964) and CAMPBELL ET AL. (1972)
with a number of other contributions that have fol-
lowed over the years until today (see also DEUTCH-
MAN ET AL., 1997; SPEARS & GRIFFIN, 1999; CAREY,
2000; GoLDSTEIN, 2002; BORRELLI ET AL., 2008; CoR-
SELLO & GIUFFRE, 2012).

In this paper we refer 5 case reports of congeni-
tal malformations highlighted during outpatient ultra-
sound scans of women in pregnancy.
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CASE REPORTS

Case 1

Woman 32 years at 1st pregnancy. Clinical mon-
itoring and ultrasound ceck Q1 not exibted. She
comes to our observation at 20 weeks of amenor-
rhea for clinical monitoring and ultrasound. It is per-
formed a diagnosis of cystic deformation of the neck
compatible with a diagnosis of cystic hygroma; with

also bilateral hydrocephalus and ascites. After hospi-
talization and confirmation of the diagnosis, thera-
peutic abortion was performed.

The cystic hygroma of the neck is caused by non-
union of lymphatic vessels, usually, laterocervical.
This obstruction leads to dilation of the local struc-
tures with formations of cystic areas. Usually this pa-
thology is localized in the back of the neck but also
on the thorax and abdomen. The cystic hygroma can
usually be isolated or be part of more complex syn-
dromes.

Figures 1-4. Ultrasound diagnosis of fetal malformations (see text). Figs. 1-3. Cystic hygroma of the neck.
Figure 4. In the same fetus is evident the presence of bilateral hydrocephalus.
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Case 2

Woman 33 years at 1st pregnancy. Control out-
patient ultrasound at 22 weeks. She had not carried
out the Q1 checks. Diagnosis of anencephaly was
confirmed at the next hospitalization when she per-
formed therapeutic abortion.

The anencephaly consists in the absence, more
or less complete, of the cranial vault with the brain
tissue that, although present, is degenerated due to
the lack of adequate bone protection. Ultrasound

diagnosis is easy because the fetal head can be
identified in its normal anatomy from the very first
weeks of pregnancy.

Case 3

Woman 34 years at 2nd pregnancy. Normal preg-
nancy until ambulatory monitoring at 34 weeks of ges-
tation, when at the ultrasound there is a growth
retardation of three weeks on the scheduled date; the

Figures 5-8. Ultrasound diagnosis of fetal malformations (see text). Fig. 5. Anencephaly.
Fig. 6. Intestinal obstruction. Fig. 7. Renal pelvis dilatation. Fig. 8. Bilateral hydrocele.
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intestinal loops are stretched with the presence of sig-
nificant amount of fluid and corpusculated material
in suspension. Diagnosis of suspected intestinal ob-
struction. The ultrasound performed after three
weeks confirmed the diagnosis. Birth at the end of
the 39 weeks with the baby in good general condi-
tions, mild respiratory distress, weight 2,400 kg, me-
teoric abdomen with normal anal orifice. The day
after the birth he is operated in urgency for bowel ob-
struction (volvulus) with initial perforation. A regular
post-operative course followed and completed “res-
titutio ad integrum”.

Case 4

Woman 29 years at 2nd pregnancy. Normal preg-
nancy until the visit at 39th week of amenorrhea
when the ultrasound was performed with a diagnosis
of renal pelvis dilatation at the right kidney. Birth at
39th week with child in good conditions; diagnosis of
right kidney hydronephrosis - which normalized after
one month from birth - was confirmed.

Case 5

Woman 30 years at 2nd pregnancy. Normal preg-
nancy until ambulatory monitoring after 36 weeks of
amenorrhea, when the ultrasound is performed with
a diagnosis of bilateral hydrocele. The photography
section highlights the clear division in the two emi-
scroti where the testicles have already descended.
These appear to be more highlighted because of
fluid collection (hydrocele) around them.

Childbirth normal. Confirmed hydrocele at birth
and called "paraphysiological”.
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