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Aim

To study most effective technique of early fetal echocardiography.

Background

Early fetal heart assessment is important as it can provide early diagnosis of a cardiac abnormality

which may potentially encourage further investigation.1-3First trimester fetal cardiac assessment

should be considered for fetuses with significantly increased nuchal translucency (above 99th centile

or 3.5 mm) due to the high prevalence of cardiac abnormalities in this group.4 In this study, we

scrutinized the results of multiple researchers to highlight the most effective techniques of early fetal

echocardiography.

Fetal echocardiography (11 -13 weeks)

Conclusion

Fetal echocardiography is the best reliable method for detection of fetal congenital heart

disease. For that at least three sections view (4 CV, OTV and 3 VTV) should be included in

scan protocol, while the STIC can be used to provide additional information of defects.

STIC enabling the offline examination of the heart, a technique used in telemedicine.
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Material & Methods 

We searched PUBMED, EMBASE, the Cochrane Central Register of Controlled Trials and WHO

clinical trials registry center to identify relevant studies up to June, 2020 for fetal echocardiography

studies and scrutinized them. We performed meta-analysis. We used SPSS 17.0 software for statistical

analysis.

Results

We studied the results from 67 articles. The overall sensitivities of 4 chambers view, outflow

tract view,

3 vessels and trachea view with spatio-temporal image correlation (STIC) & extend cardiac

echography examination (ECEE) were around 0.89 while specificities were around 0.88.

While the sensitivities of 4 chambers view + outflow tract view or 3 vessels and trachea view

(4 CV+OTV/3 VTV) and 4 chambers view (4 CV) was quite less significant (around 0.85)

with more significant specificities (around 1.00).
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Diencephalon width (DW)to falx diameter(FD) width ratio is used to suspect cases of ACC  in I 
trimester with 87% DR; In normal fetuses the diencephalon width/falx diameter is always <1

For ACC :DW/FD < 1 :  Normal; DW/FD>1 : abnormal
Intact palate no Clefting ; Clefting helpful for cleft palate.

Normally BS width is less than half the BSOB distance & hence BS/BSOB <1,but >1 in NTDs
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Mitral Atresia in Fetal Life at Early Gestation - report of two cases
Cristiane Zill, MD - Pediatrician and Fetal Cardiologist - Eco-diagnose Private Clinic - Erechim - Rio Grande do Sul - Brazil  

First Case: In August 2019 a 
34 years old pregnant was 

referred as a suspect HLHS. 

At 14 weeks' gestation was 
seen a good 4 chamber view 

but without flow at mitral 
valve and antegrade flow in 
aortic arch and ductal arch.

First Case Follow-up:
At 17 weeks’ gestation was seen: 

mitral atresia with ventricular 
septal defect; small left ventricle; 

retrograde flow at aortic arch; 
pulmonary veins well connected to 
left atrium and restrictive foramen 

ovale (reverse A-wave).
This baby underwent a Norwood procedure 
and deceased at 28 days of life.

Genetics and Anatomy:
Several genes play a role in formation of the valvar leaflets, including calcineurin, with signalling and 
downstream activation dependent on the NFAT family of transcription factors. Absence of any of these 
genes results in fatal defects of valvar formation. 
The most extreme anomaly involving the leaflets is an imperforate valve. Imperforate mitral valves, of 
course, can also be found without aortic atresia (see Fig. 35-5), and are then part of the combination 
termed mitral atresia with patent aortic root. The ventriculo-arterial connection is often double outlet from 
the right ventricle, but in a significant number of cases, the patent aorta arises from a good-sized left 
ventricle. The ventricle is then filled through a ventricular septal defect.

PAEDIATRIC 
CARDIOLOGY, 

3rd EDITION, 
Robert H. 
Anderson, 

Copyright © 2010

Second Case: In March 2020 a 26 years 
old pregnant was referred as a suspect 

HLHS, tricuspid regurgitation and 
abnormal ductus venosus pulsed 

Doppler.

At 13 weeks and 4 days gestational age 
was seen a left ventricle pumping the 
blood to aorta with normal function, 
amazing E and A waves, and the 

movement of mitral valve but atresic.

At 13 weeks and 
4 days 

gestational age: 
the mitral atresia, 

an increased 
right chambers 
and ventricular 
septum defect 
filling the left 

ventricle.

Second Case 
Follow-up: 

At 18 weeks’ 
gestation was seen: 
mitral atresia with 
ventricular septal 
defect; small left 

ventricle; no tricuspid 
regurgitation and 
antegrade flow at 

aortic arch.

This baby 
is today 
(July 6, 
2020) 

29 weeks' 
gestation.





Background

OEIS is an rare constellation of malformations  that consists 
of omphalocele, extrophy of Bladder , imperforate anus and spinal 
abnormalities .This acronym is also called Cloacal extrophy by some. 
INCIDENCE--About 1:200,000-400,000  live births. 
CAUSE:- Sporadic .
Defect occurs in early blastogenesis or in mesodermal migration  during 
primitive streak period.Possible genetic contribution cannot be ruled out 
Frequent associated anomalies are Single Umbilical A, Genital anomalies  
Renal anomalies,Limb anomalies(commonly club foot,)
Cardiac defects are  less frequent  

PRENATAL DIAGNOSIS :-
Antenatal Ultrasound is the main diagnostic tool.
The main  USG findings are :-
Omphalocele :- Central midline abdominal wall defect  with a mass 
containing bowel structures like liver, spleen. Umbilical V (UV )runs 
through herniated liver  
Absent Urinary bladder (UB )
Extrophy of Urinary bladder – seen as a mass between the thighs in the 
lower abdomen . Vesical arteries are seen on either side 
In the 1st trimester, can be seen as cystic mass as cloacal membrane  has 
not yet ruptured .(4)
Doppler shows altered course of intra fetal limb Arteries  &widened K-
angle (between aorta and the umblicical artery )(1)
Spinal defects :- Usually seen as spina bifida occulta or 
myelomeningocele . This is not  restricted to  the lumbo-sacral region, 
may occur cranially  
Diaper pattern of distribution  of lesions raises suspicion 
Increased nuchal translucency  can occur in the 1st trimester ( reported 
in  very few cases   (2,3 ). Cause is most probably vascular or 
hemodynamic although exact mechanism remains unclear. 
Maternal AFP levels are usually elevated ( not always because overlying 
membrane of omphalocele may be thick or NTD is not always open) .
Karyotype is normal 

Prognosis depends on severity of findings . Recurrance risk is low 

Oeis Complex With Increased Nuchal Translucency  At 11+  Weeks  - A Case Report
Authors :- Dr. Jeena Bordoloi Deka, MD (Radio-diagnosis) ,PG Diploma in MSK Ultrasound,UCAM, Spain.

Dr. Madhurjya Prasad Talukdar ,MD  (Radio-diagnosis)                     Dr. Hrishikesh Choudhury ,MD (Radio-diagnosis)             

Case Presentation with  Findings/ Materials and methods 

USG is the most important diagnostic tool for antenatal diagnosis of OEIS complex and  can detect  in the 1st trimester.Increased Nuchal translucency can be seen. Bladder /cloacal extrophy can be seen as  
acystic lesion in 1st trimester . AFP may be normal . Early diagnosis helps parents take an informed decision regarding termination or continuation of the  pregnancy and future counselling . 

30yrs, Primi,  natural conception .  Came for NT scan at 11 wks 3 days . 2D and 3D  ultrasound  along with TVS was done 
USG FINDINGS -
CRL-- 43mm( 11 wks 1 d);    NT-- Increased ( 4mm )( Fig 2 )
Ompahalocele with liver  seen as a midline anterior  abdominal  solid mass  UV is seen within it  ( Fig1,5, 3D) 
UB   not seen intra-abdominally (Fig 4 )
Extrophy of bladder seen as well defined smooth cystic lesion seen  low down in abdomen  between both thighs with a
single umbilical artery on one side   (Fig1,6.).           Widened K angle (Fig 5 )
Lumbar myelomeningocele seen as  a  cystic lesion n the posterior  aspect of  the fetal spine.Skin is intact (Fig1,3D)
Anus could not be commented upon .
Upper limbs are normal.  Lower limb  shows  laterally diverged   femurs and suspected unilateral Club  foot ( Fig 3 )
Intracranial Translucency( IT ) effaced  ( due to the neural tube defect )  ( Fig  2)
Heart is normal. Nasal bone present ( Fig 2 )

Double marker test and NIPT  –normal .      Maternal AFP  -- normal 
Diagnosis of OEIS was given .
Patient decided to undergo  termination . Autopsy could not be done and  as termination was done by Dilatation and  
evacuation ( considering the early Gestational age)

.

Conclusion

Fig - 1 Fig - 2 Fig - 3

Fig - 4 Fig - 5
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Objective: To determine the potential
value of measuring the placental biometry
and PlGF levels at 11 to 14 +0 weeks of
gestation in screening for FGR

Is first trimester placental volume better marker than placental growth factor(PlGF) to predict FGR? 

Material and methods: It was a ICMR
funded study, 260 antenatal women from
11- 14 weeks, who fulfilled the inclusion
and exclusion criteria underwent fetal
placental biometry including 3D volume
measurement and PlGF estimation.
Subjects were followed at regular intervals
till delivery and their outcome was noted.
Appropriate statistical analysis was done to
compare the cases and controls.

Manisha Kumar, Kirti Balyan, Bhumika Lamba, Abha Singh
LADY HARDINGE MEDICAL COLLEGE, NEW DELHI, INDIA

Variables Control (138) Cases ( 66) P value

Mean SD Mean SD

EFW in gms 50.0 33.5 40.1 30.5 .044

CRL in mm 67.4 15.2 62.2 17.11 .029

Placental measurement in mm

Length 80.0 19.2 75.4 17.6 0.10

Thickness 17.3 5.3 16.5 10.6 0.47

Volume cm3 81.9 49.0 67.5 31.77 0.01

PlGF pg/ml 134.4 105.2 89.2 61.3 0.001

Results: Total 310 women were included, 285 were fully followed, 66/285 ( 23.1%) had FGR,
138 had normal outcome, rest 82 had other adverse outcomes. The mean maternal age was
25.5 years. The mean period of gestation at delivery was 38 weeks. There was no significant
difference in fetal parameters BPD, AC and FL however EFW and CRL were significantly low
among FGR (P< 0.05). The Placental volume (p =0.01) and PlGF (p <0.01) were significantly
low in cases compared to the controls. The sensitivity, specificity of placental volume(cutoff
0.5 MOM) & PlGF (cutoff 0.4 MOM) was 53%, 78. 5% and 58.5%, 60.6% respectively.

Background: Placenta plays an important
role in the fetal development, it is an
enigma and a store house of many
important information related to fetal
health and disease.

Conclusion:. In FGR fetus the CRL , EFW , placental Volume and PlGF were significantly low from first 
trimester itself and can be a clue to prediction of FGR , placental volume was comparable to PlGF.
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A Case Report Of Sirenomelia- Mermaid Syndrome 
Authors: Dr Manjunath Hukkeri , Dr Smitha S , Dr Purvi A , Dr Adinarayan Makam

Institution: Adi Advanced Centre for Fetal Care, Bengaluru

Introduction

Case report

Ultrasound images 

22yr G3P1A1 came to our Centre for routine first trimester screening at 12wks. On
scanning we found nuchal translucency was increased i.e. 3.8mm. However due to
adiposity and poor penetration of ultrasound waves, decision was made to perform a
TVS scan after obtaining informed consent. To our surprise both lower limbs were
fused and a diagnosis of Sirenomelia was made and patient underwent termination of
pregnancy.
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Discussion

Conclusion

1.Early diagnosis helps in carrying out a safe therapeutic abortion.
2.3D in association with 2D ultrasound allows a better understanding by
the parents.
3. TVS helps in delineating anatomy clearly in first trimester and should
be used liberally when needed.
4.Optimum maternal glycemic control in pre-conceptional period should
maintained to prevent this anomaly.

Diagnosis is difficult during the second trimester because of the severe
oligohydramnios. Prenatal diagnosis is made by the lack of both tibia and
or fibula with or without feet or identification of a single femur, a
convergent femoral bone that does not change with time. Due to
association with visceral abnormalities, Sirenomelia is usually
incompatible with life in vast majority of the cases. Stocker and

Sirenomelia is an extremely rare and lethal anomaly with an incidence of 0.8 to 1 case
per 1,00,000 births.1 It is derived from the Greek word ‘seirēn’, it referred to the
mythological Sirens, some of them who resembled mermaids, and ‘melos’ for limb. It is
more common in fetuses of diabetic mothers. It invariably presents with lower limb
fusion, sacral and pelvic bony anomalies, absent external genitalia, and renal agenesis
or dysgenesis.2
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BACKGROUND

 Hydrops fetalis is an etiologically heterogeneous disorder with foetal 
cardiovascular abnormalities accounting for 17-35% of the cases reported. 

 In pregnancies with gestational age less than 16 weeks, these anomalies are 
difficult to characterise by ultrasonography. 

 Recent advancements in genetic testing including next generation sequencing 
based exome sequencing, have enabled us to diagnose the etiological bases of 
these complex anomalies that would previously remain unrecognised

CASE SUMMARY

 Foetus conceived to a third-degree consanguineously married couple with bad 
obstetric history diagnosed with cystic hygroma and hydrops fetalis in nuchal 
scan and was brought for autopsy evaluation following spontaneous abortion at 
14 weeks.

 The autopsy showed facial and digital dysmorphism, hydrops fetalis with nuchal 
edema and pulmonary atresia with hypoplastic right heart and small pulmonary 
trunk.

 Foetal DNA was extracted and after ruling out chromosomal anomalies by 
chromosomal microarray, exome sequencing was done to look for monogenic 
aetiologies.

DISCUSSION

 Cardiac anomalies are the most common causes of non-immune foetal hydrops 
which include structural abnormalities, cardiac arrhythmias, cardiomyopathy, 
tumours, and arterial calcification. 

 A systematic examination of cases of non-immune hydrops with obstetric 
ultrasound, foetal echocardiogram, foetal karyotype, viral polymerase chain reaction 
(PCR), still does not yield diagnosis in 20% to 68% of the cases. 

 With advances in genetic testing modalities, advanced tests like chromosomal 
microarray and exome sequencing should be offered in such scenarios. 

 A definitive diagnosis helps in counselling - risk of recurrence and discussing 
therapeutic options. Prenatal testing and preimplantation genetic diagnosis offer 
chance to have a conception with better prognosis in such couples.

CONCLUSION
 A careful autopsy evaluation followed by appropriate genetic testing will help to 

identify the underlying genetic defect in many cases of non- immune hydrops fetalis. 
 Further, they would provide greater insight into etiopathogenesis and help to better 

prognosticate future pregnancies of the couple and identify potential therapeutic 
targets for this condition. 

CONCLUSION
 A careful autopsy evaluation followed by appropriate genetic testing will help to 

identify the underlying genetic defect in many cases of non- immune hydrops fetalis. 
 Further, they would provide greater insight into etiopathogenesis and help to better 

prognosticate future pregnancies of the couple and identify potential therapeutic 
targets for this condition. 

GENETIC  TESTING

 A novel homozygous missense variant c.2023C>T (p.Arg675Trp) in exon 
18 of PLD1 gene  conserved amino acid change in a critical protein 
domain.

 Not present in population databases. Pathogenicity prediction tools like 
SIFT, Polyphen and Mutation taster disease causing.

 It is classified as a likely pathogenic variant by InterVar, as per the 
American College of Medical Genetics (ACMG) guidelines.

Autopsy - facial and digital 
dysmorphism, hydrops fetalis with 
nuchal edema,  pulmonary atresia  
with hypoplastic right heart and 

small pulmonary  trunk

PEDIGREEPEDIGREE

b ca d

USG :
a) Scalp edema
b) Nuchal edema
c) Pleural effusion
d) Ascites

Bad obstetric history  two 
blighted ovum, a spontaneous 
abortion at 10 weeks and an intra 
uterine foetal demise at 23 weeks, 
cause was not evaluated

Rt Auricle

Rt ventricle

Pulmonary 
artery

Nubbin
Rt Auricle

Rt ventricle

Nubbin

Lt ventricle

 PLD1 variants were recently found to cause autosomal recessive 
right sided developmental cardiac valvular defects in a case 
series of five patients

 This is the first foetal report of this disorder
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Role of ‘3s’ in first trimester fetal imaging for structural abnormalities 
Dr. Sripriya Thiruvengadathan

Radiologist, Sri Scans, Chennai
Aim : To assess the role of ‘3 
section imaging’ of fetal head and 
trunk in first trimester to identify 
structural abnormalities – Single 
Centre single operator 
experience.

Size it will be on the PosterSize of original

Materials and methods: In this study 
we did a 3 section imaging of first 
trimester fetuses with Voluson GE E6 
Radiance machine. The gestational age 
of the fetuses were between 11 and 
14 weeks, with CRL ranging from 45 to 
84 mm. A routine first trimester scan 
for nuchal translucency assessment, 
nasal bone imaging, ductus venosus 
flow and tricuspid flow was done on 
all fetuses as per guidelines. We 
formulated a ‘3 section imaging’ of 
fetal parts to assess the anatomy. This 
includes sections at the level of 
thalami, falx with butterfly like 
choroid plexus within lateral 
ventricles and at the level of vertex 
for head, sections at the level of 
thoracic inlet, 3 vessel view and four 
chamber view with lungs on either 
side for the thorax, sections at the 
level of Cord insertion, stomach and 
urinary bladder with umbilical 
arteries on either side. 
Along with the 3 section imaging for 
head and trunk we also added ‘ rule of 
three’ for the limbs, which includes 
search for presence of all four limbs, 
presence of all long bones and 
presence of hands and feet.

Observation : we applied this 
technique from January 2016 to June 
2020 to study the first trimester 
fetuses. We studied a total of 1333 first 
trimester fetuses including twin 
gestation. We included fetuses of 
mothers who conceived spontaneously 
and also of those who conceived by 
artificial reproduction technique. All 
first trimester pregnant women 
irrespective of their age were included. 
During this period of study, we 
identified 2 cases of acrania, 2 cases of 
caudal regression, 1 cases of TGA, 2 
cases of hypolastic left heart , 1 case 
of sirenomelia, 1 case of 
holoprosencephaly, 1 megacystis and 
1 case of encephalocele.
We missed 1 Arnold chiari 
malformation, 1 hypoplastic left heart 
syndrome and 1 transposition of great 
arteries, which were identified in the 
second trimester. 

Conclusion : ‘3 section imaging’ of fetal 
head and trunk  along with rule of 
three for the limbs in first trimester 
can be very useful in identifying the 
major anomalies in the first trimester 
itself.     

Acrania

CAUDAL 
REGRESSION

TGA

HLHS with single 
outflow tract

SIRENOMELIA

HOLOPROSENCEPHALY

MEGACYSTIS

ENCEPHALOCELE



Mundhe V, Robert K, Shettikeri A, Radhakrishnan P*
Bangalore Fetal Medicine Centre, India

Objective:
To determine the prevalence and pattern of aneuploidies 
in fetuses with structural defects detected at the 11+0 –
13+6 weeks’ scan

Methods: 
• Retrospective study of singleton pregnancies found to 

have structural defects at the 11+0 – 13+6 weeks’ scan
• All the scans were performed according to unit 

protocol by FMF certified operators for the study of 
fetal anatomy

drprathima@bangalorefetalmedicine.com  
drvaishalisanap@gmail.com

Conclusions
• Our study reiterates that the prevalence of aneuploidies is significantly high in multiple and isolated fetal defects
• Trisomy 13 and Trisomy 18 are most frequently associated with multiple and isolated fetal defects respectively
• Even in the absence of markers, the prevalence of these aneuploidies is significantly high even in the isolated group
• Hence, karyotyping is recommended when fetal defects are detected, irrespective of the presence of markers as this will help to assess for 

the recurrence for such defects.  

Results: 
356 (2.9 %) fetuses with structural defects were detected at 
the 11+0 – 13+6 weeks’ scan in 12,085 singleton 
pregnancies, during the study period from July 2004 till 
December 2017. These were divided into 2 groups, based 
on the number of systems affected, as “isolated”, when only 
one system was affected and those having anomalies in 2 or 
more systems were referred to as “multiple anomalies”. 
Isolated defects were present in 278 (78.1%) fetuses and 
multiple defects in 78 (21.9%)fetuses.
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Importance of marker(s) in fetuses with chromosomal anomalies 
and the pattern of their distribution in specific aneuploidies

Mundhe V, Vaghasia D, Shettikeri A, Radhakrishnan P
Bangalore Fetal Medicine Centre, IndiaObjective:

To determine the pattern of distribution of markers (increased nuchal translucency, absent nasal bone and tricuspid regurgitation) in 
aneuploid fetuses detected at the      11+0 – 13+6 weeks’ scan and assess the importance of multiple markers in the same fetus

Methods: 
•125 (1 %) fetuses with aneuploidies were detected at the 11+0 – 13+6 weeks’ scan in 12,085 singleton pregnancies, during the study 
period from July 2004 to December 2017
•All had completed outcomes wrt chromosomal makeup
•All the scans were performed according to the unit protocol by FMF certified operators for the study of fetal anatomy, Nuchal Translucency, 
Nasal bone and Tricuspid Doppler
•3 markers viz., increased nuchal translucency (NT), absent nasal bone (ANB) and tricuspid regurgitation (TR) were studied in all the fetuses 
according to the  guidelines

Conclusions
•Trisomy 21 is the commonest aneuploidy followed by Trisomy 18, other chromosomal anomalies, sex chromosomal anomalies and 
Trisomy 13
•Increased NT is the most frequent marker in all chromosomal anomalies, 
•No markers are seen in about 31.8% Trisomies
•Atleast 1 marker is seen in 4.5% euploid fetuses
•This emphasizes the importance of additional screening methodologies ie assessment of fetal structure and serum biochemistry to 
assessment of markers at the 11+0 – 13+6 weeks’ scan to improve detection rate and reduce the false positives and negatives

• Of all 85 Trisomies, 47 (55.3%), 31 (36.5%) and 13 (15.3%) had increased NT, ANB and TR respectively

• 36 (42.4%), 18 (21.2%), 4 (4.7%) and 27 (31.8%) had 1, 2, 3 and no markers respectively

Results: 

drvaishalisanap@gmail.com
References
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Antenatal Sonographic Diagnosis of Patau Syndrome  
(Trisomy 13): A case report
Authors: Shobha Lalit Lad1, Ruey Soon2, Michael Hoong Farn Weng3

Institution (s): 1Medical Officer, Likas Health Clinic, 2Senior Consultant and HOD , 3Obstetrician, Dept. Of Obstetrics & Gynecology, 
Sabah  Women’s and children’s Hospital, Kota Kinabalu, MALAYSIA

 Patau et al described the syndrome in the year 1960, caused by an extra copy of chromosome 13, a medium – length acrocentric 
chromosome. 

 In Malaysia, the incidence of Patau syndrome is 2.6 /10000 births.(1)

Background

We report a case of Patau syndrome diagnosed on ultrasound scan during 2nd trimester and confirmed by Karyotyping.
Aim / Objectives

 Patau syndrome can be missed in early pregnancy due to lack of experience. 
We recommend special training of the medical personnel working in primary care.
 Early referral of the patient to a maternal fetal medicine specialist for prenatal diagnosis and further management. 
 Early screening and prenatal diagnosis is mandatory in future pregnancies.

Conclusion  1. Noraihan MN, See MH, Raja R, Baskaran TP, Symonds EM.Audit of birth defect in 
34,109 deliveries in a tertiary referral center. Med J Malaysia. 2005;60 (4): 460-8

 2.De Souza E, Halliday J, Chan A, Bower C, Morris JK. Recurrence risks for trisomies 
13,18 and 21.Am J Med Genet A.2009;149A (12): 2716-22.

 3. Papp C, Beke A, Ban Z, Szigeti Z, Toth-Pal E, Papp Z. Prenatal  Diagnosis of    
Trisomy 13: analysis of 28 cases. J Ultrasound Med. 2006;25(4):429-35

References

 There is 90-100% sensitivity for the sonographic diagnosis of Trisomy 13. 
 Trisomy 13 cases are fully evident at birth and a significant number of cases end in 

spontaneous abortion, fetal demise or stillbirth. 
 Recurrence risk is less than 1%.(2)

 Congenital abnormalities were  missed at 12+1 week scan due to inexperience.                       
3 out 28 cases of Trisomy 13 were undetected on sonography.(3 )

 Our case had multiple congenital anomalies detected in the second trimester, but 
did not have a facial cleft and an anterior abdominal wall defect. 

 The differential diagnosis is pseudo-trisomy 13, Meckel-Gruber syndrome and 
Edward syndrome.

 For definitive prenatal diagnosis, an amniocentesis or chorionic villus sampling is 
needed.

Results and Discussion

Abstract No:

Material and Methods 
 Thirty two years old, fifth gravida, para four, came for antenatal booking at 7+1 weeks of gestation. 
 No congenital anomaly in her previous children, marriage was non- consanguineous and investigations were normal. 
 First ultrasound scan done at 12+1 week was reported as normal. 
 Second scan done at 31+5 weeks gestation, revealed multiple congenital anomalies, microcephaly, lateral ventriculomegaly (15 

mm), dangling choroid plexus, holoprosencephaly, absent cavum septum pellucidum, (fig. 1), abnormal facial profile, a proboscis 
(fig. 2), ventricular septal defect, bilateral renal pelvicalyceal dilatation with echogenic kidneys (Fig. 3), polydactyly both hands 
and feet, congenital talipes equino varus (CTEV) and rocker -bottom foot.

 The spine, umbilical cord, stomach and diaphragm were normal and the placenta was posterior not previa
 Amniocentesis done at 32+5 weeks and karyotyping study confirmed Trisomy 13, (47XX,+13, inv (9) p11q13 (fig. 4). 
 She delivered at term female baby, born flat, cyanosed, SpO2 60%, hypotonic, heart rate  80/min,  systolic murmur and 

intermittent apnoea. Birth weight was 2800 gms. 
 Baby had multiple dysmorphic features, a proboscis, a single median eye, absent nose, polydactyly with six digits on both hands 

and feet and rocker–bottom foot, consistent with Patau syndrome. 
 Baby expired after 30 minutes, the parents declined for neonatal autopsy and parental karyotyping.

Fig.1  Lateral 
Ventriculomegaly,dangling 

choroid plexus, holo-
prosencephaly

Fig.2 shows a proboscis
Fig.3 shows renal 

pelvicalyceal  dilatation 
and echogenic  kidney

Fig.4  shows abnormal female   
karyotype with trisomy 13 

with inversion 9
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