
Avoiding Medical Jargon 
 

Screening – Combined test 
This is a test which is offered to all pregnant women between 11 and 14 weeks of their 
pregnancy to assess the risk that the baby may be affected by some genetic conditions 
called trisomies, such as Downs Syndrome.  The test measures the amount of fluid on the 
back of the baby’s neck and the level of two pregnancy hormones.  These measurements 
are combined to give a result which may show a higher risk or lower risk of the conditions.  
However the test cannot tell us whether or not the baby has the condition – only if the baby 
is at higher or lower risk of having it. 
 

Trisomy 
Every baby has a genetic make up called DNA which contains all the instructions needed for 
the baby to develop in the womb and after birth.  It can be helpful to imagine that the 
baby’s DNA is like a book with chapters.  Most babies have 23 pairs of chromosomes but 
some may have an extra chromosome.  This is like having an extra chapter in the book. This 
is called trisomy and a common example is the condition called Down’s Syndrome. 

Invasive prenatal testing 
This are tests that are offered to women whose baby is at higher risk of having an 
underlying genetic condition – either because of abnormal findings on an ultrasound scan or 
because of a higher risk screening result. There are two kinds of invasive testing called 
amniocentesis and chorionic villous sampling.  Both involve passing a needle through the 
tummy into the womb.  Amniocentesis takes a sample of the water around the baby.  
Chorionic villous sampling take a sample of the baby’s placenta.  Both allow the baby’s cells 
to be tested for genetic conditions. 
 

Genetic testing 
There are three kinds of genetic testing that are commonly done on the samples from 
invasive prenatal testing. Every baby has a genetic make up called DNA which contains all 
the instructions needed for the baby to develop in the womb and after birth.  It can be 
helpful to imagine that the baby’s DNA is like a book. 
 
The first test is called a rapid analysis.  This is a test which takes about 2-3 days and involves 
counting the number of chromosomes that a baby has in their DNA.  This is like counting the 
number of chapters in the book.  This test will show if the baby has an extra ‘chapter’ or 
chromosome.  Most babies have 23 pairs of chromosomes but some will have an extra one.  
This is called trisomy and a common example is the condition called Down’s Syndrome. 
 
If the rapid test shows a normal number of chromosomes, we can do a second test called a 
micro-array.   This looks at many genes for abnormalities and is like checking that there are 
no wrong words in the book.  It takes 2-3 weeks as it takes longer to do this test. 



 
For some babies, we may recommend a third test called whole exome sequencing.  This 
looks for any small misprints in the genetic code and is like checking that all the letters are 
correct and in the expected order in the book.  This is a specialist test that is done only for 
babies with specific abnormalities on ultrasound scan and it may show new genetic 
conditions that are very rare and not well known. 
 

Non-invasive prenatal testing (NIPT) 
This is a test which is offered to women whose baby has been identified as being at higher 
risk of having an underlying genetic condition called a trisomy – either because of abnormal 
findings on an ultrasound scan or because of a higher risk screening result.  It involves taking 
a blood test from the mother to look for some of the baby’s DNA which is shed from the 
baby’s placenta.  The test measures the DNA and looks to see if the baby has extra DNA 
which suggests the baby does have a trisomy. This test is more accurate than the screening 
tests but is not 100% accurate.  If this test shows a high chance that the baby is affected by a 
trisomy, then we would offer invasive testing to confirm this result. 
 

Congenital diaphragmatic hernia 
This is a condition that affects the muscle that separates the baby’s chest and the baby’s 
tummy called the diaphragm.  Sometimes this muscle does not develop properly and fails to 
close as the baby develops in the womb.  This leaves an opening between the baby’s chest 
and tummy and allows the contents of the tummy, such as the bowel and liver, to move into 
the chest.  This is a serious condition because the tummy contents can press on the baby’s 
lungs and affect their development making them smaller than normal.  Small lungs can 
cause serious problems for babies after birth because the baby may not be able to breathe 
properly.  If the baby cannot breathe properly after birth, then there is a risk that the baby 
could die. 
 

Spina bifida 
This is a condition is when a baby's spine and spinal cord does not develop properly in the 
womb, causing a gap in the spine. 

Holoprosencephaly 
This is a condition where the baby’s brain develops abnormally at a very early stage of 
pregnancy.  A baby’s brain has two halves – right and left.  In this condition, the front part of 
the baby’s brain fails to develop into clearly separate right and left halves.  This severely 
affects the function of the brain. Babies with this condition usually have a small head and 
excessive fluid in the brain and they may have significant disability.  Babies with this 
condition may also have an underlying chromosomal problem such as Edwards’ syndrome, 
Patau’s syndrome or Down’s syndrome. 
 



Rhesus status 
Every person has red blood cells in their blood and these cells have little proteins on their 
surface.  One of these proteins is called Rhesus and people either have it on their red blood 
cells or they do not have it.  This is called being Rhesus positive if they have it or Rhesus 
negative if they do not.  Usually this does not cause any problems except during pregnancy 
if the mother is Rhesus negative and the baby is Rhesus positive.  During pregnancy, small 
amounts of the baby’s blood and therefore their red blood cells may enter the mother’s 
blood.  The mother’s immune system will see the Rhesus positive cells as foreign and may 
develop antibodies to defend against the Rhesus protein.  Antibodies are molecules that the 
body produces to defend against foreign material, usually viruses or bacteria, and bind to 
the foreign material to let the body destroy it.  Antibodies can cross the baby’s placenta so if 
the mother develops antibodies to the Rhesus protein, they may cross into the baby’s blood 
and destroy the baby’s red blood cells.  If this is severe, the baby may become very anaemic 
where there are not enough red blood cells and this is called Rhesus disease. 

Autosomal dominant inheritance 
Every person has a genetic make up called DNA which is a set of instructions for our bodies 
and cells to develop and function normally.  DNA is made up of pairs of genes which code 
for specific proteins in our body.  Some people may carry a faulty gene which may affect the 
body’s ability to develop normally or function properly after birth.  If a gene is faulty, then 
sometimes the other gene in the pair can compensate for it but sometimes this isn’t 
possible and the faulty gene causes problems if it is present resulting in an illness or 
condition.  This means that if that person has a baby and the baby inherits the faulty gene, 
then the baby will also be affected by the same condition as the parent.  Because we inherit 
one copy of each gene from our mother and one from our father, this means there is a 50% 
chance that a baby would be affected by the condition. 
 

Autosomal recessive inheritance 
Every person has a genetic make up called DNA which is a set of instructions for our bodies 
and cells to develop and function normally.  DNA is made up of pairs of genes which code 
for specific proteins in our body.  Some people may carry a faulty gene which may affect the 
body’s ability to develop normally or function properly after birth.  If a gene is faulty, then 
sometimes the other gene in the pair can compensate for it.   This is known as being a 
“carrier” of the faulty gene and the person who has it does not have any illness from it.  
However, if the person carrying the gene has a baby with another person who also is a 
carrier, then there is a chance that their baby could inherit both faulty genes from their 
parents.  Because the baby has no normal gene to compensate, the baby would then be 
affected by the illness or condition cause by the faulty gene.  There is a 25% chance of this 
happening to a baby when both parents carry one copy of the faulty gene. 

Molar Pregnancy 
A molar pregnancy is when there's a problem with a fertilised egg, which means a 
baby and a placenta do not develop the way they should after conception. A molar 
pregnancy will not be able to survive. 
 



Ectopic Pregnancy 
An ectopic pregnancy is when a fertilised egg implants itself, usually in one of the 
fallopian tubes, which connects the ovary from where the egg is released to the 
uterus where the fertilised egg should implant. Your pregnancy test will be positive 
but the pregnancy will not survive and could cause the tube to burst which is 
dangerous to you 
 

Surgical management of a miscarriage 
This is an operation that can be performed with you asleep (GA) or awake (LA). It is 
where we pass a fine tube in through the neck of your womb and gently remove the 
pregnancy tissue which has been left in the womb after your miscarriage (or previous 
treatment). Would you like me to talk more about it…..? 

Colposcopy 
A colposcopy is a procedure used to look at the cervix, which is the neck of your 
womb and is found at the top of your vagina. It is done if your smear test is 
abnormal. These calls can often go away on their own but sometimes there is a risk 
that if left untreated that they could eventually turn into cancer, particularly if there is 
the presence of the wart virus HPV on your smear test as well. 
 
A colposcopy confirm if the cells are abnormal and determine whether you need 
treatment to remove them. (If asked for more detail) It is a simple 20 minute 
procedure, where a microscope with a light is used to look at your cervix – this does 
not touch or enter your body. Liquids are then applied to your cervix to highlight any 
abnormal areas. A small sample of tissue – known as a biopsy may be taken for a 
closer examination in the laboratory – this may be a bit uncomfortable 
 

Results of colposcopy 
About 6 in every 10 people have abnormal cells in their cervix – known as cervical 
intra-epithelial neoplasia (CIN) which affects the outer part of the cervix  or cervical 
glandular intra-epithelial neoplasia (CGIN) which affects the canal of the cervix. This 
is not cancer, but there is a risk it could turn into cancer if untreated. 

CIN 1 – it's unlikely the cells will become cancerous and they may go away on their 
own; no treatment is needed and you'll be invited for a cervical screening test in 12 
months to check they've gone 

CIN 2 – there's a moderate chance the cells will become cancerous and treatment to 
remove them is usually recommended 

CIN 3 – there's a high chance the cells will become cancerous and treatment to 
remove them is recommended 

CGIN – there's a high chance the cells will become cancerous and treatment to 
remove them is recommended 



LLETZ 
The most common treatment for an abnormal biopsy result of the cervix is large loop 
excision of the transformation zone (LLETZ). It involves using a thin wire loop that is 
heated with an electric current. It can be done with you asleep under a general 
anaesthetic or awake where a local anaesthetic is injected into your cervix to numb it 
during treatment -  so it can be done at the same time as your colposcopy. It is 
always carried out by someone who is trained in the procedure. 

Cone biopsy 
A cone biopsy is done less often than LLETZ. It is a minor operation to cut out a 
cone-shaped piece of tissue containing the abnormal cells. It is usually done under a 
general anaesthetic and only tends to be used. if a large area of tissue needs to be 
removed. It cannot be done at the same time as a colposcopy 

Endometrial Hyperplasia 
This is a condition where the lining of the womb known as the endometrium grows 
too thick but the cells are normal. This is a pre-cancerous condition where the risk of 
developing into cancer is less than 5% over 20 years. This is a condition which can 
go away on its own but the majority of women will need some form of treatment 
wither with a hormone coil called a Mirena or by taking the hormones by mouth. A 
sample of the lining of the womb known as a biopsy will be taken again 6 months 
after the first biopsy and then repeated again 6 months later. You will only be 
discharged when you have had two consecutive biopsies at least 6 months apart 
which have both been normal. We would advise you not to get pregnant during this 
time. 

Endometrial Hyperplasia with Atypia 
This is a condition where the lining of the womb known as the endometrium grows 
too thick but the cells are abnormal. This is a pre-cancerous condition where the risk 
of developing into cancer is approximately 27% over 20 years. The recommended 
treatment in women who have completed their family is removal of the uterus, cervix, 
fallopian tubes and in older women the ovaries. This is known as a complete 
hysterectomy. If you want to keep your fertility we will need to carry out some further 
investigations including a hysteroscopy which is a procedure where a telescope is 
passed through the neck of the womb to visualise the lining of the womb and a larger 
sample is taken in order to make sure that no cancer is also present the chance is 
approximately 40% You must be treated with a hormone coil (Mirena) as first line 
treatment and in the beginning you will be followed up every 3 months until two 
negative consecutive biopsies are obtained. You will then have long term follow up 
every 6-12 months until you have completed your family. Once this has been done 
we would advise a hysterectomy as the risk of relapse is considered to be high. 

 

 
 


