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INTRODUCTION 

Orofacial clefts, cleft of the lip (CL) with or without cleft 

palate (CP), are one of the commonest birth defects, and 

may be associated with other congenital anomalies.
[1]

 

Based on their association with specific malformative 

patterns or their presence as isolated defects, CL/CP can 

be classified as syndromic and nonsyndromic.
[2]

  

 

The majority of these orofacial clefts are 

nonsyndromic.
[1] 

 Syndromic forms are in many cases 

due to chromosomal aberrations.
[2] 

  

Approximately 1 case of orofacial cleft occurs in every 

500-550 births. The prevalence varies by ethnicity, 

country, and socioeconomic status.
[3]

 CL is about twice 

as common in males as females, while CP without CL is 

more common in females.
[4]

  

 

Most orofacial clefts, like most common congenital 

anomalies, are caused by the interaction between genetic 

and environmental factors. Traditionally, the diagnosis is 

made at the time of birth. Recent advances in antenatal 

diagnosis have allowed obstetricians to diagnose 

orofacial clefts in utero with ultrasonography.
[5] 

 
 

 

CASE REPORT 

We report a case of a 31-year-old Caucasian female, 

pregnant for the second time, who was referred at 17 

weeks’ gestation for a routine prenatal ultrasound 

diagnosis. 

  

The couple had normal general health and was not 

consanguineous. There was no family history of genetic 

cheilognathopalatoschisis, congenital heart desease or 

other congenital malformations or syndromic 

abnormalities. 

 

METHODS   
Routine ultrasound examination at 17 weeks of 

pregnancy, double test and triple test (AFP, uE3 and 

hCG), selective ultrasonography for detection of fetal 

abnormalities, 3D and 4D live scan with Voluson 

Echograph E8, amniocentesis, OF-PCR and fetal 

karyotype were performed.  

 

RESULTS 
Ultrasound examination with Voluson Echograph E8 

revealed a single fetus with a severe orofacial clefts (Fig. 

1 - Fig. 4) and heart abnormalities (Fig. 5, Fig. 6). 

  

    
Fig. 1 Cleft lip   
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ABSTRACT 

We report a case of a 31 year old Caucasian female, pregnant for the second time. Ultrasound examination showed 

a fetus with a syndromic orofacial complex abnormalities and heart malformations. Amniocentesis was performed, 

and the fetal chromosomal analysis indicated an abnormal cytogenetic male karyotype, Patau Syndrome, with: 

47,XY, +13. After genetical councelling the parents decided, in time, to terminate the pregnancy.  
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  Fig. 2 Cleft lip 

 

  
Fig. 3 Cleft lip 

 

    
        Fig. 4 Cleft lip and Cleft palate 

 

  
Fig. 5 Ventricular septal defect 

 

    
 Fig. 6 Ventricular septal defect 

 

Triple test was sensitive to the presence of trisomy 13, 

and amniocentesis were performed at 18 weeks of 

pergnancy.  

 

FISH, QF-PCR and fetal chromosomal analysis detected 

a cytogenetic male fetus with trisomy 13 (Patau 

Syndrome), karyotype: 46,XY,+13 (Fig. 7).   

 
Fig. 7 Karyotype 47, XY, +13 

 

In this case, the orofacial abnormalities (CL/CP) was 

diagnosed by performing ultrasound examination in the 

second trimester of pregnancy. Our results suggested a 

syndromic orofacial cleft. After genetical councelling the 

parents decided to terminate the pregnancy.  

 

DISCUSSION AND CONCLUSIONS 

Complex cleft (involves cleft of the lip, upper jaw, hard 

and soft palates) is a severe birth defect. It occurs 

isolated or associated with other medical conditions.
[6] 

Patau's syndrome is autosomal Trisomy 13, first 

described by Patau et al. in 1960 and it is caused by 

having an extra 13th chromosome
.[7]

 The frequency of 

this syndrome has been reported between 1:3000 to 

1:29 000 live births.
[8] 

   

Patau syndrome is a rare disorder, with multiple 

craniofacial, cardiac, neurological and renal anomalies.
[9]

  

Craniofacial anomalies, cleft lip and palate are 

common.
[10]

 Congenital heart defects include atrial septal 

defect, ventricular septal defect, patent ductus arteriosus, 

dextrocardia.
[11]

 The median survival time is less than 3 

months.
[10] 

  

In this case, prenatal ultrasound examination was very 

useful in the easry detection of a fetus with Patau 
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syndrome associated with severe complex cleft and 

congenital heat malformation. 

 

The prenatal diagnosis is very necessay for the early 

detection of fetal abnormalities to all pregnancies and 

especially for the risk categories. 
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