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Chromosomal abnormalities detected after 
an abnormal ultrasound in pregnancy 

S. MEAGHER - R. RENSHAW - A. SMITH - J. MILLIGAN

Summary: Improvements in ultrasound technology have resulted in an increasing number of 
requests for prenatal chromosome testing because of fetal abnormalities detected in utero. Between 
January 1990 - January 1991, 388 tissue samples were referred to our laboratory for cytogenetic 
analysis, of which 202 were amniotic fluids samples, 157 chorionic villus biopsies and 29 fetal 
blood specimens. Of these 54 were referred for fetal abnormalities detected prenatally on high 
resolution ultrasound. Chromosomal analysis was successful in 50 cases, and included 6 (12%) 
chromosomally abnormal fetuses: 2 trisomy 21, 2 trisomy 18, one 45, X and one unbalanced trans­
location. The maternal age for three of the four cases of autosomal trisomy were below 35 years 
(the cut-off for amniocentesis for advanced maternal age). In contrast, 273 prenatal chromosome 
studies performed for advanced maternal age (AMA) produced only 4 (1.5%) chromosomally ab­
normal fetuses. These abnormalities detected on ultrasound indicate a significant population of fe­
tal choromosomal aberrations which would otherwise not be detected prenatally. 
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INTRODUCTION 

An increasing number of fetal malfor­
mations can be detected by ultrasound 
examination during the second or third 
trimester of pregnancy ( 1 ). In one series 
of 425 pregnancies out of 2372 referrals, 
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55 different fetal anomalies were iden­
tified with 95% sensitivity ( 2 ). These 
included various craniospinal defects, ano­
malies of the gastrointestinal and urinary 
tracts, cardiac malformations, skeletal dy­
splasias, non-immune hydrops and cys.tic 
hygromata. Many such fetal abnormalities 
are known to be associated with chroma­
some abnormalities, particularly cystic 
hygromata cardiac anomalies, and ompha­
locoeles ( 3 · 4). Because of such associations 
many authors have stressed the need for 
prenatal chromosome analysis in cases of 
abnormal ultrasound findings ( 5-7). Know­
ledge of the fetal karyotype facilitates op­
timal perinatal counselling. and manage­
ment options include termination of pre­
gnancy, invasive fetal therapy, decisions 
regarding mode of delivery and postnatal 
management. 
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