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Introduction 

Preconception genetic counselling offers prospective 
parents an opportunity to explore, identify, and address 
genetic risk factors that may pose pregnancy risks, and to 
plan pregnancies with appropriate prenatal, intrapartum, 
and postnatal care.1 This case report will illustrate how 
preconception genetic counselling made a difference in a 
Filipino couple with a previous pregnancy outcome of a 
child with Trisomy 18. 
 

Clinical Report 
We saw a couple in clinic who had a previous history of 

a child with Trisomy 18. The child was born full term via 
Caesarean Section due to breech presentation. At birth, the 
child was observed to be of low birthweight at 1.5 kilograms 
and with fair cry, suck, and activity. Upon physical 
examination, the child was noted to have low set ears and 
rocker bottom feet. The child stayed in the hospital for three 
days for further assessment and observation after which the 
child was discharged with instructions to have chromosomal 
analysis done. At two months of age, the child was observed 
to have recurrent sleep apnea for which consultation at a 
local private hospital was sought. Upon physical 
examination, a cardiac murmur was noted for which a 2D-
echocardiography was carried out and revealed ventricular 
septal defect, patent ductus arteriosus and pulmonary 

hypertension. The chromosomal analysis that was initially 
requested showed a result of full trisomy 18 (47, XX, +18). 
The baby passed away at three months of age due to 
cardiorespiratory failure.  

The couple reported that this was a planned pregnancy. 
The consultand had regular prenatal check-up at a private 
obstetrician-gynaecologist. She denied exposure to cigarette 
smoke, alcoholic beverage and maternal infection during the 
pregnancy.  

The couple were both college graduates and were 
employed at the time. The consultand works as an office 
staff while her husband works in a telecommunications 
company.  

A three-generation family medical history was obtained 
during the clinic consult (Figure 1).  
 

Discussion 
Trisomy 18 is the second most common autosomal 

trisomy with a live born prevalence of 1 in 6,000.2 Babies 
born with Trisomy 18 have characteristic features. Most of 
them also have cardiovascular and gastrointestinal 
malformations.3 About 98% of conceptus with Trisomy 18 
die in fetal life and only about 5-10% of affected babies live 
beyond the first year of life. Mortality in babies with 
Trisomy 18 is commonly due to congenital heart and renal 
defects.4  
 
Family History and Risk Assessment 

Trisomy 18 is due to the presence of extra material from 
chromosome 18 as a result of either meiotic nondisjunction 
or an unbalanced chromosomal structural arrangement that 
involves chromosome 18. Cytogenetically, about 94% of all 
cases of Trisomy 18 are categorized as full trisomy, about 5% 
are mosaic, and remaining are a case of partial trisomy 18q.5,6 
Knowing the cytogenetic type of Trisomy 18 is important to 
ascertain the recurrence risk in the family. Full trisomy 18 
has a recurrence risk of around 1%4 and is associated with 
advanced maternal age (i.e., women who are 35 years or 
older at the time of delivery).7 Partial trisomy 18 has a higher 
recurrence risk compared to the full trisomy 18 and this 
depends on whether a parent is a carrier of a balanced 
translocation.4 In such a case, parents need to undergo 
karyotyping to rule out the possibility of being carriers of a
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ABSTRACT 

Preconception genetic counselling offers an opportunity for 
prospective parents to understand and adjust to the medical, 
familial, and psychosocial implications of genetic contributions 
to pregnancy outcomes. In this paper, we will illustrate how 
preconception genetic counselling made a difference to a 
Filipino couple with a previous child diagnosed with Trisomy 18.  
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Figure 1. Three-generation family medical history of the couple. 
 
balanced translocation. Chromosomal analysis of parents 
should be done preconceptionally rather than during 
pregnancy to allow for the discussion of reproductive 
planning to occur without any concern of the outcomes of a 
current pregnancy.8  

In our case, the Trisomy 18, confirmed cytogenetically 
as the full trisomy type (47,XX,+18), is not inherited and 
caused by meiotic nondisjunction. We explained that the 
chance of having a child with Trisomy 18 is a random 
occurrence and the chance of having another affected child is 
related to advancing maternal age. We also discussed the 
occurrence of other trisomies in relation to advanced 
maternal age since there are reports in literature of other 
trisomies occurring within the same family.9  
 
Options for prenatal diagnosis 

A number of non-invasive or invasive methods can be 
done for prenatal screening and diagnosis. Non-invasive 
methods include maternal serum biochemical screening, 
measurement of fetal nuchal translucency through 
ultrasonography, congenital anomaly scan, and fetal 
echocardiography if congenital heart defects are detected in 
the congenital anomaly scan.10 Invasive methods include 
chorionic villus sampling and amniocentesis which have 
inherent risk to the fetus.11 While there are advancements in 
prenatal diagnosis, use of prenatal diagnosis in the 
Philippines remains to be limited.11 Ultrasonography is the 
most extensively used prenatal diagnostic procedure in the 
country usually done during the second trimester.  

Given the resources in our setting, we presented the 
option that should the consultand get pregnant again, 
congenital anomaly scan via an ultrasound can be done to 
potentially detect malformations suggestive of a 
chromosomal problem. We underscored that prenatal 
diagnosis is done to prepare and anticipate for the birth of 
the child should there be any abnormal finding in the 
prenatal screening or diagnostic tests. Termination of 

pregnancy is not allowed legally in the Philippines. Prenatal 
care and multivitamins, such as folic acid, are also 
recommended to reduce the risk of other birth defects, 
specifically neural tube defects.  
 
Psychosocial support  

Both the consultand and her husband expressed their 
intention to learn more about Trisomy 18. As mentioned 
earlier, they expressed that they would like to have another 
child; however, they expressed fear that they may not be 
‘genetically’ compatible and they could have another 
affected child in the future. Given the questions of the 
couple and consultand’s feelings of guilt and self-blame, we 
emphasized that the occurrence or recurrence of the 
condition is not caused by what the couple did or did not do 
during the prenatal period. We reviewed basic concepts of 
the cell, chromosomes and the genes and the etiology of 
trisomy 18 and meiotic nondisjunction. We explained the 
random nature of having a child with extra chromosome 
such as trisomy 18 and that most have been associated with 
the risk of meiotic nondisjunction which increases with 
maternal age. In view of the principle of non-directiveness 
and given the amount of information they received during 
this counselling session, we gave the couple ample time to 
digest the information provided to them so they can make 
an informed decision about their situation.  
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