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Association of an increased nuchal translucency
with total agenesia of the ductus venosus
Anis Dhouaibia, Kaouther Dimassi, Sana Mtimet, Raouia
Radhouani, Amel Triki, Mohamed Faouzi Gara
Department of Obstetrics and Gynecology, Mongi Slim Hospital, La Marsa,
Tunisia

Looking for the etiology of an increased nuchal translucency in
a patient aged of 22 years G1P0, We performed initially a kary-
otype whose formula was normal: 46xy. A Fetal echocardiogra-
phy realized at 18 and 22 weeks’ gestation was normal and
brain MRI was normal also. At 22 weeks’ gestation, ultrasonog-
raphy revealed a hepatic vascular abnormality without other
symptoms. The suspected diagnosis was agenesis of the ductus
venosus with creation of a high grade arteriovenous shunt
between the umbilical vein and the inferior vena cava. The
geneticist suspected also a genetic syndrome but the patient
refused any investigation. Agenesis of the ductus venosus may
be one expression of the different possible systemic-portal-
umbilical abnormalities. Physiological consequences vary
according to the type of substitutive anastomoses. Agenesis of
the ductus venosus can be strictly isolated. It can be also one of
a manifestation of a genetic syndrome like NOONAN and
JOUBERT SYNDROME. In our case, agenesia of the ductus
venosus was associated to an increased nuchal translucency.
We did not find a similar case in the literature. 
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Congenital cataract as an only sign in Down
Syndome: case report
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Case: 42 year old pregnant woman has been sent to perina-
tology policlinic for double test. Her first trimester com-
bined test result was 1/1240. She was appointed for second
trimester detailed sonography for advanced maternal age.
Bilateral opacities in orbital examination were seen on sonog-
raphy. She was given genetic consultation for this but she
opted to continue her pregnancy without karyotyping.
Planned c/s section was done for previous c/s endication at
39th week. A female 3450 gr fetüs was born with an Apgar
score 8-9. Her face was characteristic with upward slanting of
the palpebral fissures, congenital cataract and macroglosi.
Postnatal karyotype was concordant with Down syndome.

Conclusion: In high risk groups orbital examination should
be included in prenatal sonography.
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Objective: To present a prenatally diagnosed case of Ellis-
Van Creveld (EVC) syndrome and discussion of manage-
ment for this case.

Case: A 19 years old gravida 1, para 0 was referred to our unit
because of fetus with shortness in all long bones at 21 weeks
gestation. Parents had consanguineous marriage. A detailed
ultrasound scan revealed a single live fetus with shortness of
long bones (<2.5 th) severe thoracic hypoplasia with short ribs,
postaxial polydactyly of bileteral hands, and aortic hypoplasia
with atrioventricular septal defect.After counseling about the
fetus and prognosis, cordosentesis was performed and the
pregnancy was terminated. Postmortem examination con-
firmed as a Ellis-Van Creveld Syndrome. Karyotype analyse
was revealed a 46,XX karyotype of the fetus.

Conclusion: EVC syndrome can be diagnosed by prenatal
sonograpy in the second trimester but EVC should be distin-
guished from thoracic asphyxiating dystrophy (Jeune syn-
drome) and the group of short-rib polydactyly syndromes.
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Early neonatal outcomes of idiopathic 
polyhdramnios
Ertugrul Karahanoglu, Safak Ozdemirci, Erdem Fad›loglu,
Ayflegül Akyol, Serdar Yalvaç, Ömer Kandemir
Etlik Zubeyde Han›m Women’s Health Research and Training Hospital.
Ankara

Objective: Polyhdramnios is seen nearly 0.4%-%1.7 of the
obstetric population after 24th week. About 45% of these cases
etiology can not be defined. Nearly 5% of the idiopathic poly-
hdramios post natal structural anomaly is detected. Gastro
intestinsl system, urinar system and cardiovascular system
anomalies are the most seen ones. Risk of having aneuploidy is
higher in idiopathic polyhdramnios. Stuides have showed that
early neonatal outcomes is not well when compared with
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healthy one. In this study post natal anaomlies and early neona-
tal outcomes of idiopathic polyhdramnios were analyzed. 

Methods: A case control study was conducted at Etlik
Zubeyde Han›m Women’s Health Research and Training
Hospital. 207 idiopathic polhydramios cases and 336 control
group pregnant are included in the study. With postnatal
anomaly early neonatal outcomes are also investigated. Early
neonatal outcomes are defined as 5 minute apgar score, NICU
admission, ventilator requirement, TTS, newborn hypo-
glycemia. 

Results: Rate of post natal structural anomaly is higher in
idiopathic polyhdramnios group when compared with con-
trol group (%5.3 vs %0.6, p=0.001). Patients with I.P. have
increased rate of TTN(%1.9 vs %0.0, p=0.021), new born
ressutation, (%3.4 vs %0.3, p=0.007), need for NICU (%6.8
vs %0.3, p=0.00), need for ventilator (%2.9 vs %0.0, p=0.03),
new born jaundice (%6.3 vs %0.9, p=0.00) and new born
hypoglycemia (%5 vs %1.2, p=0.006). 

Conclusion: In idiopathic polhydramnios,although antenatal
follow up do not show any abnormality postnatally, there is
higher rate of having structural anomalous fetus. In our study
we found that higher rate of structural anomaly at postpartum
period. Although prior studies did not find higher rate of early
neonatal complication, in our study we found that higher.

Keywords: Idiopathic polyhdramnios, early neonatal out-
comes.
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Objective: To present a case of Smith Lemli Opitz
Syndrome (SLOS) associated with multiple anomalies and to
discuss the prenatal diagnosis.

Methods: We present a case of SLOS in which multiple
anomalies were detected ultrasonographically. SLOS is an
autosomal recessive deficiency of 7-dehydrocholesterol reduc-
tase (DHCR7) resulting in an accumulation of 7- and 8-dehy-
drocholesterol (7- and 8-DHC) in tissues and body fluids. At
birth patients have variable malformations of central nervous
system, heart, kidney, genitalia, and limbs. These malforma-
tions may be life-threatening. Psychomotor and mental retar-

dation and behavior abnormalities become evident later.
Prenatally SLOS can be suspected with the findings of malfor-
mations and intrauterine growth retardation (IUGR) in prena-
tal ultrasonography and reduced maternal free estriol in serum.
The diagnosis is confirmed by sterol analysis in a chorionic vil-
lus biopsy or amniotic fluid. 

Case: A 36-year-old pregnant woman was referred to our
institution at the 27th week of her fifth pregnancy because of
fetal cardiac anomaly. Her first and third pregnancies had
ended up with healthy male and female babies delivered vagi-
nally. She had aborted her second pregnancy. The fourth
pregnancy was a spontaneous twin pregnancy but at 6th ges-
tational week one of the twins was missed. The surviving
twin had short humerus and femur length.This male infant
was delivered vaginally with low APGAR scores. He was
3600g and had multisystemic anomalies such as thumb dupli-
cation, talipes, congenital cardiac anomaly, adrenal hypopla-
sia, ambiguous genitalia and small kidneys. He lived only a
few days. The patient underwent amniocentesis in the cur-
rent fifth pregnancy because of the high risk in her second
trimester screening test. Normal karyotype was reported.
Atrioventriculer septal defect (AVSD), aortic interruption,
hypoplastic aorta were observed in fetal echocardiographic
evaluation. At the first visit in our institution, left ventricular
hypoplasia, left atrial hypoplasia, AVSD, hypoplastic aorta
and early intrauterine growth restriction (IUGR) were rec-
ognized. Genetic consultation was offered because of the
similar findings in the previous baby. Her weekly follow-up
continued and cesarean section was performed at the 37th
week due to IUGR, oligohydramnios and fetal distress. A
2280 g female infant was delivered. Cord blood was sampled
to be studied at the genetic department to confirm the pre-
natal diagnosis. The newborn had metabolic disturbances
and also dysmorphologic features such as telangiectasia, rhi-
zomelic limbs. Echocardiographic evaluation was compatible
with prenatal findings. 

Conclusion: Smith-Lemli-Opitz syndrome (SLOS) can be
associated with multiple malformations. Due to reduced
maternal serum unconjugated estriol (MSuE3) levels, second
trimester screening tests may reveal high risk for chromosomal
anomaly. Such patients with poor obstetric history should be
referred to genetic consultation.

Keywords: Smith-Lemli-Opitz syndrome, prenatal diagnosis.

PP-047
Prenatal diagnosis of intestinal atresia
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We present an unusual case in which diagnosis was made
shortly after bowel perforation at 33 weeks of gestation and




