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Genomics patient journey - student worksheet

Jack: a genomics patient journey


	 
Jack is 3 years old and has just started to attend his local nursery class at primary school. One of the nursery staff spoke to his mum, Alice, and said that they had noticed his speech was not as clear as other children in the class and that he was not walking yet. The nursery officer advised Alice to speak to her doctor.  


	Patient Journey
	Job roles

	 
Alice makes an appointment for Jack at her local surgery. At her appointment, the doctor suggests that she is visited at home.

	

	Jack’s behaviour at home is observed and his mum is asked questions about his progress.  These are compared with the normal 'milestones' which are used as a benchmark for assessing children's development. 
Jack is not currently reaching his expected milestones in relation to his speech and walking so he is referred for help and further assessment from specialists in the hospital.

 
	

	Jack has an assessment at home observing his speech. Jack’s mum is given advice and support on how she can help him in his development. Help is also given to the staff at Jack's nursery to help them in supporting him.
	

	Jack and his mum have an appointment at the children's outpatients. The team identify that Jack has shorter stature than usual and that he also has shorter arms than most children.  
It is suspected that the causes of Jack's developmental delay may have a genetic cause and asks Alice if she would like to be referred for further assessments.


	

	Jack and Alice attend an appointment at the Northern Genetics Service. The team ask Alice lots of questions about Jack's development and also about her family medical history. A family tree or pedigree is developed to show this in a diagrammatical format. 
Jack has some blood taken which is then sent to the laboratory at the International Centre for Life where they examine certain parts of Jack's DNA that may be able to identify the causes of his developmental delay.


	

	Unfortunately, the genetics tests carried out do not explain Jack's situation. The family is invited to take part in the 100,000 Genomes Project as this allows clinical scientists to gain access to much more extensive information about an individual’s genetic make up.


	

	The appointment is made through the clinical genetics database which is used to improve the efficiency of administration of the genetics services. Jack, his mum and dad agree to take part. The three of them attend an appointment at the GP’s surgery.
 
	

	When Alice, Jack and his dad attend their appointment, time is taken to make sure that they understand the 100,000 Genomes Project and that they are able to give 'informed consent' to take part and for Jack to take part.
Blood is taken from each member of the family and clearly labelled with barcodes. The blood is then taken to the laboratory for DNA extraction.


	

	The samples are sent to Genomics England for whole genomic sequencing. The whole genomic sequence is considered together with the extensive background clinical information about the family that is collected as part of the 100,000 Genomes Project and the information generated form this process is shared with Jack's genetics consultant.


	

	The family has an appointment to discuss the information from the 100,000 Genomes Report. It shows that Alice and Jack have the same confirmed gene defect, but that Alice is not affected by this in the same way as Jack. 

To help Alice better understand this and to consider the impact that this may have on any future children she may have, an appointment is made with a specialist.

	

	Jack is able to get targeted support at school and at home to help him to develop life skills. 

He continues to be supported by the speech therapist and has appointments with a specialist to help his walking. 


	

	When Jack starts school in the reception class, a teaching assistant is arranged to provide him with support so he can enjoy school life and make progress towards developmental goals. The school nurse can offer ongoing advice and support. 



Genomics Patient Journey – Job Roles

	
Receptionist 

	
Information and communication technology (ICT) staff

	
Clinical geneticist


	
Paediatrician

	
Health visitor
	
Physiotherapist


	Healthcare science (genetics)


	Speech and language therapist

	Bioinformatics (genomics)



	
General practitioner (GP)

	
Phlebotomist

	
Clinical genomic practitioner

	Nurse (genetics counsellor)
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