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Abstract 

The midwife plays a major role when dealing with fetuses and neonates with multiple 

congenital abnormalities (MCA); if a fetus or neonate is delivered with MCA, it is 

important to try and establish a diagnosis, specifically if this has not been confirmed 

by invasive prenatal testing. With a diagnosis, the risks of recurrence can be 

established and thus informed reproductive choices and decisions regarding testing in 

future pregnancies can be made. The midwife, because she/he is usually the first 

contact for  a pregnant woman, should be able to recognise women and fetuses 

potentially at risk, understand the procedures to follow when a baby is born with 

MCA, and be aware of the Genetic Counselling Clinics in the area for referral. 

Historically, genetics was seen as a specialist subject, but with the advent of the 

Human Genome Project, it is vital that all health care professionals understand the 

implications for their clients in all areas of health care. 

 

 

 

 

 

 



Objectives: 

 

1. The midwife should understand the importance of a thorough clinical examination 

of a fetus or neonate with MCA and the procedure to follow if such a fetus/neonate is 

delivered  

 

2. The midwife should understand the importance of referral to a genetic counselling 

clinic so informed reproductive choices and decisions regarding the management of 

future pregnancies can be made or the management of the infant with a genetic 

condition can be effectively implemented. 

 

3. The midwife working in labour ward, postnatal or neonatal wards should have an 

understanding of the grief process encountered when a parent is faced with an infant 

or fetus with multiple congenital abnormalities. 

 

4. The midwife should realise that genetics is an integral part of all aspects of health 

care, and that she/he should recognise women at risk of having a baby with a genetic 

condition and know the options available to her, prenatally and postnatally.   

 

The Fetus or Neonate with Multiple Congenital Abnormalities: the Role of the 

Midwife 

 

Background 

 

Historically, genetics has always been regarded as a specialist subject, dealt with by 

only an “elite” group of clinicians and counsellors. In the current curriculum for the 

four year diploma in comprehensive nursing (general, community, psychiatric) and 

midwifery, there is very little emphasis on genetics. In the South African Nursing 

Council regulations, it states that  the midwife “…needs subject content in respect of 

the health of the mother….the development and health of the foetus….early 

identification of mother and child (foetus, neonate and infant) at risk”(SANC 

Regulation R425 p 5), but there is no direct reference to the incorporation of issues 

such as advanced maternal age or high-risk pregnancies with regard to genetic 

disorders. The regulations also state that “the student shall apply the components 



fundamental to a scientific approach in carrying out the comprehensive ante-natal 

assessment…and recording all relevant information” (SANC Regulations, R. 425 p 

19). The author recently completed a study entitled “An Assessment of The Genetic 

Knowledge of Fourth-Year Diploma Nursing Students”, and it was noted that the 

student nurses’ knowledge and confidence to deal with genetic conditions was poor 

(Glass, 2004). Through personal experience, the author identified that the majority of 

midwives at the various maternity sections at three of the academic hospitals in 

Gauteng are unaware of the procedures that should be followed when faced with a 

woman at risk for having a baby with a genetic condition, or how to manage the fetus 

or infant with multiple congenital abnormalities. The Department of Human Genetics, 

University of the Witwatersrand and the National Health Laboratory Services has 

offered in-service training in the labour ward at one of these hospitals and the 

management of these cases was notably improved.   

 

Midwives usually have the first contact with a fetus or neonate with multiple 

congenital abnormalities. When such an infant is born, the parents want to know 

“how”, “why”, and will it happen again, as well as experiencing feelings of guilt or 

deserved punishment. Genetic counsellors are reliant on the recognition and referral 

by the midwives of women at risk. The accurate recording of features noted in fetuses 

or infants with multiple congenital abnormalities, which may or may not be genetic, 

would have a major impact on the management and risk assessment for future 

pregnancies for that woman. 

 

Women at risk 

Prenatal: 

The midwife should recognise women potentially at risk for having a baby with a 

genetic condition and refer them to a genetic counselling clinic. It is essential that 

when taking the antenatal history that these aspects are explored:  

 

·  Women of advanced maternal age (over the age of 35 years) who are at 

increased risk for having a baby with a chromosomal abnormality like Down 

syndrome 



·  A couple who have had a previous child with a chromosome abnormality like 

Down syndrome, trisomy 13 and 18, or sex chromosome abnormalities like 

Turner syndrome and Klinefelter syndrome.   

·  If there is a known family history or the patient/couple have had a child with a 

neural tube defect 

·  If there is a known family history of genetic conditions that are inherited in a 

dominant(as in Achondroplasia and Waardenburg syndrome), recessive 

(cystic fibrosis and albinism), or X-linked manner (haemophilia or specific 

muscular dystrophies)  

·  If a genetic condition is suspected in the family even if the patient does not 

know the name of the condition 

·  Women with maternal illnesses, for example, diabetes or epilepsy are at an 

increased risk of having babies with congenital defects due to the condition 

itself or prescribed medication. 

·  If a woman is on medication for example anti-convulsants or warfarin 

·  If there is a known history of the consumption of alcohol, prescription or 

recreational drugs during the pregnancy 

 

If an abnormality is detected on sonar examination, it is important that the parents are 

given all the facts including the prognosis, so that informed decisions regarding the 

pregnancy can be made, either the continuation of the pregnancy, or the option to 

terminate a fetus with a poor prognosis. The midwife must be fully aware of where 

the nearest genetic counselling facility is in the area, and refer the patients for genetic 

counselling. The couple/patient may also need to be referred to a social worker, 

skilled in managing these sensitive cases. 

The procedure to follow 

If a baby or fetus is delivered with multiple congenital abnormalities, often 

unexpected, the midwife may be overwhelmed and not be sure how to proceed. The 

parents should be told immediately that “something is wrong” as often they feel 

neglected when the baby is suddenly taken away from them. It is essential that the 

midwife explains to them that there are some concerns and she needs to inform and 

include them in the process. If the parents do not see the baby immediately, they often 

build up an image of a “monster” and have unwarranted fears surrounding the infant. 



 

It is important that there is a standard and precise procedure to follow in such 

instances. In this way, the patient can be managed comprehensively and a diagnosis 

can possibly be made. This would be important as the parents always want to know 

why this happened, how did this happen, and will it happen again. Many congenital 

abnormalities do not have a genetic component, but when they do, there would be a 

risk of re-occurrence of the condition in subsequent pregnancies. The recommended 

procedure to follow in these cases is: 

·  To take a blood sample from the fetus or baby for chromosome analysis. This 

is done in a green top (lithium heparin) tube and 2-3mls should suffice 

·  A blood or skin sample for DNA should be taken in the case where a genetic 

condition is suspected, or for backup in case of chromosomes not growing 

(e.g. in a macerated fetus) 

·  If possible, photographs should be taken of the fetus/neonate, so that clinical 

features may be identified and discussed with members of the clinical genetic 

team. Photographs are also helpful in cases where the parents have not seen 

the fetus or demised infant, and need to have some closure. At the time of the 

delivery, the parents may not have wanted to see the baby. 

·  A babygram (X-ray) of the fetus or baby should be done, specifically if 

skeletal or limb abnormalities are noted. This would help make a diagnosis 

and thus work out risks of recurrence for subsequent pregnancies. 

·  If indicated, a post-mortem should be arranged with parental consent 

 

Parents have different religious, moral and ethical values and the midwife must take 

these into account when arranging for the above procedures. She needs to show 

respect in cases where parents may choose not to grant permission for any of the 

above procedures.  It is imperative, however, that he/she explain to the parents, that 

although this is a sensitive time to make these decisions, it could be in their best 

interest for the future planning of subsequent pregnancies.  

 

Examination of the fetus or neonate with MCA 

When a fetus or neonate presents with multiple congenital abnormalities, it is essential 

that a thorough examination be done, and a written record made of the findings. In 



some cases, where it is not possible to take photographs or X-rays, or a post-mortem 

examination cannot be arranged, the detailed description of the presenting clinical 

features may give enough information to the clinical geneticist to make a provisional 

diagnosis, thus allowing for risk assessment for the couple for future pregnancies. The 

diagnosis may indeed not be a genetic one, and may be related to other factors, 

including drugs in pregnancy, infections in pregnancy or constraints such as amniotic 

bands and other disruption sequences.   

 

Examination of the baby/fetus needs to be done in the same manner as that done as 

that of a normal neonate, but careful note must be made of dysmorphic features. The 

midwife needs to examine all the external features of the infant. A full examination 

sheet is included in Appendix One. 

 

Referral to genetic counselling clinics 

There are some midwives who feel confident to discuss genetic conditions, but the 

majority feel that they have neither had the experience in this field nor feel that they 

have the knowledge or the competence to manage such cases (Glass, 2004). It is 

important to stress at this point, that all professionals working in the field of health 

care should work in a multi-disciplinary manner. The genetic professionals rely on the 

midwives to recognise abnormalities and women or families at risk, and reciprocally, 

the midwives can rely on the genetic team to support them in managing these 

particular families. The midwife should be aware of the nearest genetic centre in her 

area and refer accordingly. 

 

Psychosocial management and the grief process when a child with MCA is born  

 

Frequently, when a couple has had miscarriages, fetal death or neonate with a genetic 

condition or multiple congenital abnormalities, the grief process is overlooked by 

friends and family. Family members and friends inadvertently and unintentionally 

give advice and comments such as “never mind, you are young, you can have many 

more babies” or “it was for the best” and offer try and offer religious solace.  

 

Couples, through discerning counselling, should be reassured that it is “normal” to 

grieve a miscarriage, and certainly “normal” to go through a process of grief when a 



baby or fetus dies, or is born with a genetic disorder. The general thought process is 

that grief occurs when someone dies; when a child is born with a genetic condition or 

multiple congenital abnormalities, the family have “lost” their concept of their 

“normal child” and grieve what could have been. All the dreams that they had for 

their child have been shattered, and their initial feelings of shock and despair, turn to 

disappointment, guilt, anger and ultimately reach acceptance (Kubler-Ross, 1970). 

The midwife or health care worker needs to be aware of this process, and be sensitive 

in the way she manages the patient/couple. It has been reported by patients to the 

author, that the management by the midwives has often been abrupt and insensitive, 

specifically in cases where a woman has opted for a termination of an abnormal fetus. 

While the author realises that the midwife is often shocked herself, and is sometimes 

“frightened” of these fetuses and neonates, it would surely be worthwhile for an 

appropriate in-service training programme be arranged by the various maternity 

centres. These programmes would aim to prepare midwives for such circumstances, as 

well as improving communication and counselling skills.  

 

Conclusion 

In conclusion, it is imperative that midwives, genetic clinicians and counsellors, 

paediatricians and obstetricians work in close collaboration with each other, thus 

providing the best possible service for their patients. Each member of the multi-

disciplinary team must realise their limitations and accept that all professionals must 

be available and supportive of one another. The midwife plays a crucial role in the 

recognition, management and referral of those individuals and families at risk of, or 

those who have had a neonate or fetus with a congenital abnormality. Although he/she 

may only have very limited contact with the family, the impact that his/her attitude 

and compassion has on them is enormously significant, and may affect the way they 

come to terms with their loss.  

 

The midwife is an essential person in the team; without him/her, these patients would 

“disappear” back into their communities, and may indeed have a recurrence of their 

experience, without having the opportunity to make informed decisions regarding 

their future reproductive choices.  
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Trisomy 13   Down syndrome: note protruding tongue

  Upslanting palpebral fissures, flattened 
  nasal bridge 

 
 
 
      
 
 

    
     

 Camptomelic dysplasia 



 

   
 

Robert’s phocomelia     
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 



Appendix One         
 
Examination of a baby/fetus with congenital abnormalities 
 
Name:……………………………….Date of birth…………………. 
Hospital number:…………………..Ethnic group…………………. 
STATUS; live baby/fresh stillbirth/demised fetus/macerated fetus 
 
 Description Comments 
Head and skull Head circumference =  
 Hydrocephalus  
 Microcephaly  
 Anencephaly  
 Other  
   
Neck Webbed  
 Normal  
Face Normal/dysmorphic  
Eyes Hypertelorism (widely set)  
 Hypotelorism (closely set)  
 Exopthalmos (popped out)   
 Anopthalmos (no eyes)  
 Micropthalmos (small eyes)  
Ears Low set  
 Abnormal shape/normal  
 Absent  
   
Nose Absent  
 Anteverted nostrils (upturned)  

 Flat nasal bridge  

 Prominent nasal bridge  

Chin Micrognathia  

 Agnathia/retrognathia  
Mouth Small/large/normal  
 Lip cleft/normal  
    
 Palate-cleft present/absent  
Upper limbs Humerus present/absent/short  
Indicate right/left  Ulna present/absent/short  
 Radius present/absent/short  
 Fingers normal  
 Polydactyly (extra)  



 Syndactyly (joined)  
 Absent fingers (include no)  
 Nails present/absent  
 
 
Lower limbs 

 
 
 

 

Indicate right/left Femur absent/short/curved  
 Tibia/fibula short/absent  
 Feet normal/clubbed  
 Toes normal 

         Syndactyly (right/left) 
 

          Polydactyly  
 Toenails present/absent  
Back/spine Normal  
 Spina bifida  
 Meningocoele  
 Myelomeningocoele  
 Occulta  
 Indicate position(cervical, 

thoracic, lumbar or sacral)  
 

Genitalia Male  
 Female  
 Ambiguous genitalia  
Anus Patent/non-patent  
Skin Normal  
 Pigmented  
 Hirsuitism (hairy)  
   
 
 
Examined by:…………………………………………………… 
 
Date:……………………………………………………………… 
 
 

 

 

 

 

 

 



Appendix two 
 

Procedure to follow when a baby is born with 
multiple congenital abnormalities 

 
1. Blood to be taken for chromosomes in a green top (lithium 

heparin) tube and a purple top tube (in case of failure to 
grow, PCR can be done) about 3-5mls each. DO NOT 
FREEZE. These must be sent to the Division of Human 
Genetics, NHLS Central  

 
2. Babygram to be arranged  
 
3. Photographs taken  
 
4. Arrrange for a postmortem to be done with parental consent 
 
5. Refer family for Genetic Counselling 

Phone Zain on 011 4899224 
 

·  If the baby is delivered during office hours, please 
contact the Division of Human Genetics at the above 
numbers and one of our staff will come and examine 
and photograph the baby 

 
·  The counsellor or clinician on call for this department 

can be contacted on 0826812251 
 

·  If after hours, or on weekends, please follow the 
following procedure. If the baby has demised, please 
keep the baby/fetus in a plastic covering WITHOUT 
saline or formalin in the fridge. DO NOT FREEZE. 

 
 
 


