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OVERVIEW 

•  Prenatal diagnosis of genetic dissoder is necessary.  

 

• Today, cytogenetic and QF-PCR tests are common in 

prenatal diagnosis, but it can’t detect chromosomal 

microdeletions. 

 

•  BoBs (Bacs-on-Beads) assay can detect common 

aneuploidies 13, 18, 21, X, Y chromosomes and other 

nine microdeletions for rapid prenatal diagnosis. 



Aims 

• Detection of some aneuploidies and 

microdeletions in prenatal diagnosis by 

BoBs assay. 

•  Assess prenatal diagnosis results by 

BoBs assay. 

 



SAMPLES AND METHODS  

• Samples: 30 amniotic fluid samples from single 

pregnant women in ≥ 16 week of gestation with 

abnormal fetal ultrasounds.   

 

• Methods: cross-sectional study. Each Sample was 

tested by both BoBs and cytogenetic technique.   

 



Results and Disscusion 

 

 

 
Karyotype 

BoBs 
Karyotype 

 

n Ratio (%) n Ratio(%) 

46,XX (XY) 24 80 27 90 

Trisomy 18 1 3,33 1 3,33 

Trisomy 21 2 6,67 2 6,67 

Microdeletions 3 10 0 0 

Total 30 100 30 100 

 Table 3.1. Comparing results of BoBs and results of 

cytogenetics 
 

3.1. Chromosomal dissorders were deteted by BoBs and 

cytogenetics   
 



Results and Disscusion 

 

 

 

Table 3.2. Comparing results of cytogenetics, BoBs asay and prenatal 

screening test  

3.2. Comparing results of genetic abnormalities and prenatal 

screening test  

TT Ultrasound Test of maternal 

serum screen 

BoBs Karyotype 

1 Ventricular septal defect NI 47,XX, + 21 47,XX, + 21 

2 Ventricular septal defect, 

Polyhydramnios 
NI 47,XX, + 18 47,XX, + 18 

3 Tetralogy of Fallot NI Digeogre 46,XY 

4 Ventricular septal defect NI Digeogre 46,XY 

5 Increase NT  

Ventricular septal defect 
NI 47,XY, + 21 47,XY, + 21 

6 Neural tube defect High risk of  Down 

syndrome 1/26 
Cri-du Chat 46,XX 



Result BoBs : Trisomy 21 



Karyotype: Trisomy 21 



Result BoB: trisomy 21 



Karyotype: Trisomy 21 



Result of BoBs: Trisomy 18 



Karyotype : Trisomy 18 



Result of BoBs : Digeogre 



Karyotype: Digeogre 



Result of BoBs : Digeogre 



Karyotype Digeogre 



Result of BoBs : Cri-du Chat  



Karyotype Cri-du Chat  



Conclusions 

-  Three of 30 samples were detected chromosomal 

dissorders by cytogenetic assay (2 Trisomy 21; 1 trisomy 

18)  

 

- Six of 30 samples were detected chromosomal dissorders 

by BOBS assay (2 Trisomy 21; 1 trisomy 18 and 3 

microdeletions). 
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