
Proposal form for the evaluation of a genetic test for the 

Scottish Genetics Consortium

If you have not arranged with a Scottish Consortium laboratory to undertake this testing, you may leave this page blank. All other pages must be completed. This form is modelled on that used by the UKGTN.
Laboratory Details
	Provider Laboratory
	

	Name of Laboratory Director/Head of Laboratory
	Print                                      
	Signature


	Date

	Name of Person Completing Dossier


	Print                                       
	Signature


	Date

	Position
	

	Address
	

	Telephone Number

Fax


	

	E-Mail Address
	

	Name of clinical or research co-applicant/collaborator
	Print                                       
	Signature


	Date


Disease and Test Details
	Disease – name and description
(please provide any alternative names you wish listed)
	

	OMIM number for disease
	

	Gene – name and description
	

	OMIM number for Gene
	

	Mutational spectrum for which you propose to test
	

	Technical Method (s)
	

	Are you providing this test already?  If yes, how many reports have you produced?
Please give the number of mutation positive/negative samples you have reported
	

	For how long have you been providing this service?
	

	Is there specialised local clinical/research expertise for this disease? 
	Yes
	No
	Please give details

	
	

	Are you testing for other genes/diseases closely allied to this one? Please give details
	

	Are genes other than the one for which testing is proposed known to cause this disorder?
	Yes
	No
	Please give details

	
	

	What proportion of cases will be detected by the proposed test?
	

	Likely Activity

How many tests do you consider will be needed in Scotland annually?
	

	Is testing for this disorder already available elsewhere in the UK?
	Yes
	No
	If yes, please give details including cost:


	
	If yes: number of tests sent out of Scotland
	

	
	Number of tests that Scotland might provide to the rest of the UK.
	

	
	Please identify the information on which this is based


Epidemiology

	Estimated prevalence of disease in the Scottish population 
Please identify the information on which this is based
	

	Estimated gene frequency
(Carrier frequency or allele frequency)
Please identify the information on which this is based
	

	Estimated penetrance 

Please identify the information on which this is based

	

	Target Population

The essential clinical or family history features defining the target population must be described. 

Testing Criteria (see Annex A)
	

	Clinical Utility

How will the test alter management of the patient or clinical outcome? Will the test remove the need for alternative investigations or management? If there is an alternative method of diagnosis please state the added advantage of the genetic test.


	

	Estimated prevalence of disease in the target population
	


Intended Use (Please use the questions in Annex A to inform your answers)

	Please tick the relevant clinical purpose of testing 
	YES
	NO

	Diagnosis
	
	

	Treatment
	
	

	Prognosis  & Management
	
	

	Presymptomatic testing
	
	

	Risk Assessment
	
	

	Reproductive planning
	
	


Referral Pathway Template – 
NOTE:  Please use this page as a template.  Please expand the test boxes manually as needed.







Test Criteria Template









If the sample does not fulfil these criteria and you still feel that testing should be performed please contact your local clinical genetics centre to discuss testing of the sample.

Clinical indications for Molecular Tests for Genetic Disorders

In clinical practice ordering molecular tests for genetic disorders may affect management in a number of areas –

a.
 Diagnosis

b.
 Treatment

c. 
 Prognosis and Management

d.
 Presymptomatic diagnostic screening

e.
 Genetic Risk assessment

Most current molecular genetic tests will be useful for only a subset of these.  It may be helpful in completing the gene dossier to consider which of these clinical management areas the test is likely to enhance.   These will be considered by the panel in the evaluation of the proposed test.  The following questions under each of these headings may help clinicians in the preparation of the gene dossier.

a) Diagnosis

- Can a diagnosis be made for certain by any other method including clinical examination by an expert?

- Will a molecular diagnosis remove the need to do other expensive or invasive tests?

b) Treatment 

- Will a specific molecular diagnosis affect treatment?

c) Prognosis and Management

- Is there evidence in this disease that a specific molecular sub-type will affect prognosis and management to a significant extent? In other words - will the result significantly affect the lifestyle choices of the patient or the family?  

d) Presymptomatic Diagnostic Screening

- Will a positive molecular result accurately predict future disease and alter management? 

- Will a negative molecular result be definitive (i.e. further tests do not need to be carried out)?

e) Genetic Risk Assessment 

- Will molecular diagnosis in the affected person reduce the need for other clinical tests in the rest of the family? 

- Will molecular diagnosis resolve the mode of inheritance? (e.g. HMSN) 

- Will molecular diagnosis allow pre-symptomatic testing for other family members?
f)

Reproductive planning

- Will molecular diagnosis provide a means of pre-natal diagnosis or carrier detection?

Notes
Positive predictive value and penetrance are notionally equivalent for any single genetic allele – the probability of developing disease given a positive test.  The relationship is much more complex if more than one gene is responsible for the disease (locus heterogeneity), or if in any one gene there are multiple alleles (allelic heterogeneity), unless all the alleles are tested.  In these cases, there are implications for the clinical sensitivity of the test and for its negative predictive value.  For example, for a disease (such as APKD) that may be caused by either of two separate genes, even if each is 100 percent penetrant, the clinical sensitivity and the negative predictive value (and clinical validity) will both be reduced: clinical sensitivity since its maximum value can be no greater than the proportion of the disease that is caused by that particular gene, and negative predictive value since a negative test on Gene A will be no guarantee that the patient will not develop the phenotype, because the disease may be caused by Gene B.  A similar form of analysis may be applied to genes with multiple alleles unless the “test” measures all the alleles.
Annex A





HOW MANY TESTS DO YOU EXPECT TO PERFORM ANNUALLY?





PLEASE PROVIDE DETAILS OF HOW REFERRALS WILL BE ASSESSED FOR APPROPRIATENESS?





(please complete the test criteria template on the following page) 





WHAT TYPE AND LEVEL OF PROFESSIONAL OR REFERRER DO YOU ACCEPT SAMPLES FROM?





TARGET POPULATION


(Description)





C





Minimum criteria required for testing to be appropriate as stated in the Gene Dossier:





Criteria�
Tick if this patient meets criteria�
�
Criteria 1 e.g. family history of X�
�
�
Criteria 2 e.g. clinical symptoms�
�
�
Criteria 3 e.g. requires a particular result from a different investigation�
�
�






B








Referrals will only be accepted from one of the following:








Referrer�
Tick if this refers to you.�
�
e.g Clinical Geneticists�
�
�
e.g.Consultant Specialists�
�
�






A








Name of Disease/test:





Patient name:





Patient postcode:





Name of referrer: 





Title/Position: 





Notes for completion


Please note that this template can be expanded where necessary.


Please alter the type of referrers expected and criteria for testing to indicate what is required for an appropriate referral.


Please provide a contact number for queries. 
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