Annex

A

The request for advice

0On12 August the State Secretary of Health, Welfare and Sport addressed the fol-
lowing request for advice to the President of the Health Council (letter reference:
IBE/E 2399824):

In the “Monitoring Report on Ethics and Health 2003”, which was published by the Centre for Ethics
and Health (CEG) on 16 May, the Health Council considered the ‘alerting’ advisory report entitled
“Screening of Newborns for Congenital Metabolic Diseases”. The findings of a Health Council-orga-
nised workshop on technical, ethical and legal aspects provided a useful platform for this advisory
report. It is clear from this report that various new developments are taking place in the field of neo-
natal screening. Improvements in analytical technology are making it possible to rapidly and reliably
detect a wide range of disorders, especially using mass spectrometry. This should pave the way for a
considerable scaling up of the heel prick screening programme, which will also make it feasible to
screen for non-treatable disorders.

These developments are giving rise to questions from various quarters regarding neonatal screening.
Some of these questions come from medical researchers, some from clinicians and others from repre-
sentatives of patient organisations. The questions relate to screening by mass spectrometry, the
changing prevalence of certain diseases, and the extent of the health gain justified by neonatal screen-
ing. In many cases, observers are asking whether certain disorders ought not to be included in the
screening programme.

The request for advice



In the light of these developments and in response to the above-mentioned “alerting’ advisory report,
| would ask you to advise me on the current state of knowledge with regard to neonatal screening.

At the same time, | would like you to consider whether the screening criteria formulated by the
Health Council some time ago, as outlined in the advisory reports entitled “Heredity: Science and
Society” and “Genetic Screening”, are still adequate and whether these criteria are sufficiently spe-
cific to be applied to the neonatal screening programme.

An important point to consider in connection with these criteria is the concept of ‘treatability’. Fol-
lowing consultation between ourselves, it has been decided that the Health Council will publish a
separate advisory report on this topic. You will receive a formal request to this effect in due course. |
anticipate that some of the results of that advisory report will prove useful for the advisory report on
neonatal screening and that this will be predicated on the basic principle that utmost caution is
required when screening for untreatable or unpreventable disorders.

| then ask you to indicate, partly on the basis of your answer to the first question, which disorders
should be considered for inclusion in the neonatal screening programme.

Finally, would you kindly explore the ethical, legal and social aspects of this issue? What moral ques-
tions will be raised by the expansion of neonatal screening? Will it still be possible to satisfy the
requirement of express consent? | look forward to receiving your advisory report in late 2004.

Yours sincerely,
The State Secretary of Health, Welfare and Sport,
Clémence Ross-van Dorp
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	Criteria from the Health Council’s 1989 advisory report ‘Heredity: Science and Society’
	1 The natural course of the disorder in question should be well known. The group of people to be tested should also be fully informed of this.
	2 Prevention or treatment of the disorder should be possible. Accordingly, the screening of newborns or of young adults can only...
	3 The test used should be reliable and should have a satisfactory predictive value. Those being tested should be aware that the ...
	4 Informed consent is vitally important. Those participating in the study must do so entirely voluntarily, which implies that ne...
	5 During the programme, the privacy of those involved must be respected. Screening involves a very real and distinct risk that c...
	6 It is necessary to maintain contact with general practitioners and others who will have access to the results of screening and who must provide support and guidance to individuals being tested.

	The Wilson and Junger criteria
	1 The condition sought should be an important health problem
	2 There should be an accepted treatment for patients with recognised disease
	3 Facilities for diagnosis and treatment should be available
	4 There should be a recognisable latent or early symptomatic stage
	5 There should be a suitable test or examination
	6 The test should be acceptable to the population
	7 The natural history of the condition, including development from latent to declared disease, should be adequately understood
	8 There should be an agreed policy on whom to treat as patients
	9 The cost of case-finding (including diagnosis and treatment of patients diagnosed) should be economically balanced in relation to possible expenditure on medical care as a whole
	10 Case-finding should be a continuing process and not a ‘once and for all’ project.
	Criteria from the Health Council’s 1994 advisory report ‘Genetic Screening’
	1 A genetic screening programme must relate to a health problem or to a condition which can lead to such a problem in those being tested or in their descendants.
	2 The target group of the screening programme must be clearly defined.
	3 The purpose of the programme must be to enable the participants to determine the presence or the risk of a disorder or carrier status, and to take a decision on the basis of that information.
	4 Practical courses of action must be open to the participants.
	5 Participation in a genetic screening programme should be completely voluntary and should be conditional on consent based on good information.
	6 The target group should be supplied with good quality, comprehensible information.
	7 A test method should be available which is suited to the objective of the screening.
	8 There should be sufficient facilities for follow-up testing, to carry out the selected courses of action and to inform and support the participants.
	9 The procedures used for the storage of medical information and cellular material must incorporate adequate measures to protect both the personal privacy of the participants and their rights regarding their personal data and cellular material.
	10 If scientific research is carried out within the framework of screening, the participants should be properly informed about this in advance.
	11 Provision should be made for continual quality assurance of the effectiveness, efficiency and safety of the test procedure, any follow-up work, as well as information and support given to the participants.
	12 When weighing up the benefits and drawbacks for the participants in the programme, the final balance should be clearly biased towards to benefits. To assist with this evaluation, those proposing a screening programme must provide information about:
	International Society for Neonatal Screening: General Guidelines for Neonatal Screening (Key Data 2003)
	1 Neonatal screening, an accepted medical intervention
	2 General Recommendations For a range of disorders neonatal screening is recommended provided that:
	3 Organisation of Programmes
	4 Legal and Ethical Considerations
	5 Research
	6 Recommendations for screening for specific disorders
	Maternal and Child Health Bureau. Newborn Screening: toward a uniform screening panel. Report for public comment. Executive summary (MCH05).
	1 Universal newborn screening is an essential public health responsibility that is critical to improve the health outcome of affected children.
	2 Newborn screening policy development should be primarily driven by what is in the best interest of the affected newborn, with secondary consideration given to the interests of unaffected newborns, families, health professionals, and the public.
	3 Newborn screening is more than testing. It is a coordinated and comprehensive system consisting of education, screening, follow-up, diagnosis, treatment and management, and program evaluation.
	4 The medical, home and the public and private components of the screening programs should be in close communication to ensure confirmation of test results and the appropriate follow-up and care of identified newborns.
	5 Recommendations about the appropriateness of conditions for newborn screening should be based on the evaluation of scientific evidence and expert opinion.
	6 To be included as a primary target condition in a newborn screening program, a condition should meet the following minimum criteria:
	7 The primary targets of newborn screening should be conditions that meet the criteria listed in #6 above. The newborn screening program also should report any other result of potential clinical significance.
	8 Centralized health information data collection is needed for longitudinal assessment of disease- specific screening programs.
	9 Total quality management should be applied to newborn screening programs.
	10 Newborn screening specimens are valuable health resources. Every program should have policies in place to ensure confidential storage and appropriate use of specimens.
	11 Public awareness coupled with professional training and family education is a significant program responsibility that must be part of the complete newborn screening system.
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