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Summary

Introduction: In the last three decades, prenatal Down’s syndr@areening,
which provides women with information about theidividual risk of having an affected
pregnancy, has become one of the most rapidly eplfields of medicine. The
development has resulted in the introduction ofmf@r screening programmes in several
countries and has promoted the spreaaddfiocscreening in some others.

Objectives: Studying the ethical impacts of prenatal Down’sdtpme screening is
deemed essential, as while screening creates nepguotives for the parents to tackle the
problems of Down’s syndrome, it also induces nemglex problems. The objectives of
the PhD thesis are to answer the question whéelieeiniplementation of prenatal Down’s
syndrome screening is ethically justifiable at alid, if the answer is positive, to explore
the moral issues that should be taken into acdbwotigh its application.

Methods: In those territories where the Thesis has addedin®rmation to the
previously existing knowledge, the biomedical ethepproach, the interpretive ethics
approach, and the sociological method of a quasdioe study were applied. Where data
were collected on already existing knowledge, ditere review was performed.

Results: By analysing the competing goals of prenatal sénge(prevention and
enhancing autonomyjhe PhD thesis has contended that the implementaftigprenatal
Down’s syndrome screening is ethically acceptapteyided that its goal is defined as
enhancing the parents’ reproductive autonomy, drad the voluntary participation of
women is ensured. The Thesis has revealed thagaaé of enhancing reproductive
autonomy has an effect on the overall processrekesing. Of these implications, first, the
reasons of uncertainty concerning the use of aptepscreening methods were studied,
then the professionals’ and the pregnant womertitu@es to screening were interpreted
and a guideline was constructed to help profestsogae verbal and written pre-test
information. Later on, the views of genetic coultsslon the goal of genetic counselling
and the genetic counselling expectations of prefgmammen were explored. Based on
these data, the abandonment of non-directive ctatsr style and the application of
interpretive genetic counselling have been sugdestke new, interpretive method was
elaborated in detail by the Thesis. By acknowledgihe social impacts of prenatal
screening, the Thesis has supported the developofighbse forums where the prenatal
and postnatal issues of Down’s syndrome are disduysintly.

Conclusion: The PhD thesis can serve as an example for pragembiw medical
ethics theories and experiences deriving from elagrymedical practice can be combined.
Thus, its results can be utilised in the fieldpofnatal screening, genetic counselling and
academic education of medical ethics.



1. Introduction

Down’s syndrome or trisomy 21, as it is frequentiglled because of its
chromosomal origin identified by J. Lejeune in 198%he most common genetic cause of
mental disability and occurs in approximately oneséven hundred births [1,2]. Besides
learning disabilities, which varies from mild (I@&0) to severe (IQ 35-50), individuals
with Down’s syndrome can have other serious digstdeg. heart defects, gastrointestinal
problems, hearing loss, ophthalmic disorders, u#ubty to infections, early Alzheimer
disease [3]. With the development of medicine, maisthese diseases have become
treatable and owing to early intervention programmrbeginning in infancy, the physical
and cognitive ability of the affected children miag improved. So, they can develop the
skills of walking, talking, dressing, etc. althougtith a delay compared to other children,
and resulting from special education acquired ipassted or inclusive classes, many
affected children learn to read and write. In apgupve environment, several adults with
Down’s syndrome can hold regular job and can leedssisted independent life [4,5].

The relatively high incidence of Down’s syndromedahe severity of diseases
associated with it have generated an increasedesttef medicine towards this genetic
condition, and in the last three decades, preatain’s syndrome screening has become
one of the most rapidly evolving fields of biomed& Nowadays, by the use of screening
and diagnostic technologies, prenatal medicine affar women information about their
individual risk of having a pregnancy with Downgsirome, which risk may significantly
differ from their age-related risk, and for womenhaan increased chance of having an
affected foetus, the possibility of accurate diaisoThese achievements have resulted in
the introduction of nationally organised, univehggdrovided prenatal Down's syndrome
screening in a growing number of countries [6-8] sbme other states, like in Hungary,
which lack a formal screening programme, the psiesl considerations and the parental
choices have contributed to the spreadadfhoc screening that works outside central
coordination [10-12].

1.1. Research objectives

In ethical terms, prenatal genetic screening fowbe syndrome constitutes a
special territory of the application of modern nuadlitechnology, and these specialities
derive from the characteristics that it is an aataly performed screening procedure and
it screens for a disability condition which is niole threatening but causes severe
handicap. Since prenatal Down’s syndrome screetmughes the sensitive fields of



reproductive decisions and social attitudes towgetsple with disability, its history has
been accompanied by constant debates. The proporkatmajority of pregnant women
and obstetricians, have welcomed the new opporésnprovided by prenatal screening
[13], and this enthusiasm has made Down’s syndregreening to be the standard
component of antenatal care and has launched tiéepation of screening methods. The
opponents, feminist activists and disability rightdvocates, have criticised the negative
effects and have questioned the necessity of sagen the grounds that it forces women
to make unwanted decisions, it has a “search astiay® mission concerning the affected
foetuses, and it includes discriminative and eugéimts against disabled people [14-18].
The inherent dichotomy hidden in prenatal Down’sicspme screening, meaning that
while it creates new perspectives for the pareontdatckle the problems of Down’s
syndrome, it also induces new complex medical aiakproblems, renders the study of
the ethical implications of this medical procedessential. The ethical analysis has the
tasks to answer the question whether the implerientaf prenatal Down’s syndrome
screening is ethically justifiable at all, and liletanswer is positive, to explore the moral
issues that should be taken into consideratiorutitrahe application of prenatal Down’s
syndrome screening. In Hungary, these topics havget been studied, although, some of
them have been thoroughly discussed in the intemelt literature. Thus, in the
dissertation, | intend to present the results ofthgoretical and empirical researches that
have added new elements to the knowledge on theaktissues of prenatal Down'’s
syndrome screening. Further aims of the doctorpépare to give practitioners an ethical
guideline on prenatal Down’s syndrome screening #&mdoutline a methodological
framework of reproductive genetic counselling, vhifllows prenatal screening in
several cases. A fulfilment of these tasks neaassitstudying the following topics:

1) Ethical acceptability of prenatal Down’s syndrome sreening What are the aims of
the application of prenatal Down’s syndrome scneghiAre these aims similar to the
aims of other kinds of population screening progrees, or are they different? Are
these aims ethically acceptable?

2) Implications of an ethically justifiable aim on medcal practice: What practice
should be offered to meet the ethically justifiablen of screening? Which screening
methods should be used? How much and what kindfofmation should be disclosed
to women and couples about prenatal screening? Widhof doctor-patient interaction
should be formed through genetic counselling canngrDown’s syndrome? What are
the counsellees’ expectations on genetic coung@lliCan these expectations be



satisfied by applying non-directive genetic coulisg) or the use of a newer method is
necessary? What are the characteristics of thismetiod of genetic counselling?

3) Wider social impacts of the application of prenatalDown’s syndrome screening:
What are the wider social impacts of screening?vBgt means can socially, culturally
and morally important values be preserved through implementation of prenatal
Down’s syndrome screening? What changes are refjuitveorder to adjust the
Hungarian prenatal screening practice to widelyedrethical principles?

The need to answer these questions has been b&ardtby the current public interest
emerging towards the introduction of universal ptahscreening in Hungary [19,20], and
by the circumstance, that the importance of finshéster nuchal translucency screening,
which is considered as an indispensable part ofrtbst effective screening methods, has
been discovered by physicians working at the Médi@ulty of University of Szeged,
Hungary [21]. This discovery has inspired the cevafion of physicians and medical
ethicists in Szeged, which is regarded unique énHhngarian health care context, and the
results of this common work are presented in thetatal paper.

1.2. Research methods

To acquire data about what is already known ontéipéc of the dissertation, a
literature review was performed, being the basithe of every scientific research, which
has covered papers dealing with theoretical medittats, the special ethical problems of
prenatal screening and diagnosis, and the med@einblogy of prenatal Down’s
syndrome screening. In those territories where doetoral paper has added new
information to the previously existing knowledgeree types of methods were applied: the
biomedical ethics approach, the interpretive ethmsroach, and the empirical sociological
method of a questionnaire study.

1.2.1. Biomedical ethics approach

Since biomedical ethics, or briefly bioethics, firevailing view of recent medical
ethics thinking, has been developed by the purpbsaldressing and solving the ethical
problems posed by technological medicine, adoptiig system to the issues of prenatal
Down’s syndrome screening seems obvious [22-26].justification given by the
biomedical ethics approach can ensure widespreeeptance of the use of a medical
procedure, as in making moral judgements about whaght and what is wrong, bioethics
combines the traditional ideas of medicine, suchergeficence and non-maleficence and
the values of democratic societies, such as respe@utonomy and justice. These four



principles are also deemed as a consensus betlWeetwd main philosophical ethical
theories, deontology and utilitarianism. Therefdhe moral commitments determined by
the four principles can fulfil both the criteria deontology, that a morally right action
should follow the moral duties, and of utilitariam, that a morally right action should
maximise the overall welfare. A firmly justified mhieal decision is expected to take into
consideration more than one ethical principle [2#jce in biomedical ethics moral duties
are perceived aprima facieduties that can be overridden if good reasons auad,
however, their infringements leave moral traces. lBlying on the ethical reasoning
method provided by the four principles, in the ditgtion, the traditional goal of prenatal
screening (goal of prevention) has been challeragetianother, ethically consistent goal
(enhancing parents’ autonomy) has been proposes bidethics approach has also been
fruitfully used when studying the social impactsprénatal screening and the issues of
respect for autonomy, which principle has takerc@dence over the other ones in the
medical practice of Western-type societies.

1.2.2. Interpretive ethics approach

While, in the international literature, interpregiethics is regarded as an alternative
or a complementary approach relating to the dontiberethics view [28-32], in Hungary,
this approach has been hardly known yet, so, tipicagion of interpretive ethics to
prenatal Down’s syndrome screening should be censiblas a novelty of the dissertation.

The interpretive approach emphasises that through rhedical interaction,
interpretive processes take place where the playsiaterprets the patient's symptoms in
order to set up a diagnosis and tries to explorat wieaning is attributed to the disease by
the patient in order to provide proper help, whishnot merely medical but also
psychological and emotional. By recognising thensmtion between medical practice and
the process of interpretation, the most importarttrihes of philosophical hermeneutics
elaborated by Hans-Georg Gadamer [33] may be incated in the methods of medical
science. The ideas that human understanding isyalimfluenced by the context in which
it occurs, and that in the process of understandoty the phenomenon being interpreted
and the interpreter interact with each other hanangly affected medical ethics. Thus, the
interpretive ethics approach contends that the Imdediberations of patients are
significantly determined by their cultural and sdctraditions and not only by the
rationally acknowledged personal values, as biosthas previously presumed [34]. The
interpretive approach places the doctor-patiemtticship into a new perspective as well;
it rejects the view of traditional medical ethi¢gt considers patients as only the passive



subjects of medical interventions, and it also éerthe concept of bioethics that regards
physicians as merely technicians whose expertisestsicted only to technical knowledge
and skills [35]. In interpretive ethics, the doepatient interaction is viewed as a
dialogical relationship in which both parties pkgtive roles; the physician and the patient
mutually share their knowledge (professional ang) land experience (scientific and
personal) that can result in a common interpratadiothe situation caused by the disease,
that differs from the presumptions of both pari@eifs. When, in collaboration with
colleagues, | have applied this new approach to d¢hb@cal questions of genetic
counselling, a deeper insight into the dynamicthefdoctor-patient relationship has been
gained [36]. The novelty of this work were apprémiaby a prestigious, peer-reviewed
international journal that, besides the publicatdrthe results of this research, initiated a
debate on the problems of genetic counselling baseithe issues addressed by our paper
[37]. An elaboration of the method of interpretiyenetic counselling has also been owed
to the application of this new method, and our papéten on this issue has been found
worthy for publication by an international jourvaikth an impact factor [38].

1.2.3. Empirical sociological approach: a questionnairéusly

In the dissertation, the biomedical and interpestdthics approaches were applied
to perform normative ethical analysis, e.g. to mesmsiderations about what ought to be
done, however, when descriptive ethical questiomsewstudied, e.g. different moral
attitudes on a given issue were explored, a sagicdbd research method was used. Owing
to a co-operation with the Department of Medicah&es, University of Szeged, | had the
opportunity to conduct descriptive ethical researohthe expectations of pregnant women
on genetic counselling concerning Down’s syndrofeviously, no data on this issue
have been available in Hungary. Consequently, trenative moral recommendations of
the dissertation are based not only on theory Isd an facts coming from day-to day
medical practice.

The empirical research included a quantitative gomsaire study, which was
conducted among pregnant women visiting the genetianselling clinic of the
Department of Medical Genetics, University of SzbgEhe questionnaire was based on
the related international and Hungarian literatureas self-administered by the
respondents, and was approved by the institutiettats committee. The analysis of the
empirical data required the use of a statisticalgpamme provided by the Statistical
Package for Social Sciences, version 15.0 (SPS8a@h IL, USA).



2. Goals of prenatal Down’s syndrome screening — compeg
principles of beneficence and respect for autonomy

A study of the ethical issues of prenatal Down’'adspyme screening should begin
with answering the crucial question whether theliapfon of this medical procedure is
ethically acceptable at all. Since a response i® dhestion is strongly affected by the
goals of prenatal Down’s syndrome screening, infdlilewing, | critically examine the
two competing concepts given on this topic in thterinational and the Hungarian medical
literature. As the positions relating to the ethmeceptability of prenatal screening and to
the goal of it can influence both public policy atoictor-patient relationship, examining
these questions with scrutiny has of vital impoc&anNhen criticising the intuitively given
aim of prenatal screening and endorsing a more istigited goal, | intend to help
professionals to choose an ethically consistenitfgodheir practice.

2.1. Goal of disease prevention: a critique

The first approach, motivated mainly by public hleaonsiderations, claims that the
goal of prenatal screening is disease preventimngtal screening tests can be viewed as a
form of secondary prevention, which completed vg#iective abortion, can reduce the
number of newborn babies having Down’s syndrome4&p This position is influenced
by the view that population screening programmashsas mammography, colorectal or
prostate cancer screening, are thought to belonthdorealm of preventive medicine,
which, by identifying those at increased risk, €acilitate early diagnosis and successful
treatment. Furthermore, the general tendency timabst 80-90% of the parents decide
against the continuation of a pregnancy affectedbwn’s syndrome might suggest that
prenatal Down’s syndrome screening serves prevemtivposes [45,46]. Nonetheless, |
challenge the goal of prevention by stating thet #m is intuitively given, and the lack of
systematic ethical analysis reflected in the deénihinders the proponents of this view in
taking into account the differences of prenatal egienscreening compared to other
population screening programmes, and in recognisiegvider social impacts of the goal.

2.1.1. Problems with the ethical justification of the goaf prevention

To illuminate the differences of prenatal screenamgl other types of population
screening, | perform an ethical justification byngsthe reasoning method of biomedical
ethics. When the implementation of population guiggg programmes is justified,
generally, the principle of beneficence is applesia moral argument. Benefiting the



patient, contributing to the health-related welfaok others has been constituted a
fundamental professional duty of physicians sinbe time of Hippocrates, and in
nowadays biomedical ethics the duty of beneficemeguires preventing harm
(vaccination, etc.), removing harm (administeringdmgation, surgical operations, etc.),
and promoting good (biomedical researches, etc3,4fd. Naturally, screening
programmes that are followed by early diagnosis @iffigictive treatment can benefit the
patient having the disease by preventing harmheaio implementation can be approved on
the grounds of beneficence. However, in the casédDafvn’s syndrome, no curing
procedure exists and only the termination of adfidgbregnancies can be offered to the
parents, thus, by screening, not the disease bubitth of a baby with the condition may
be “prevented”. Consequently, the foetus havingdisease is not benefited as its abortion
is expected in the sense of prevention. Moreovds, theoretically dubious whether the
foetus can be benefited or harmed at all, sincdgiogmedical ethics, only those can be
benefited or harmed who have special moral statdsuatil now, no consensus has been
developed on the moral status of foetuses. Thexgodecision whether or not a foetus is
deemed as a moral person that can be benefitearmeld depends on the discretion of the
parents, albeit among the conditions provided leyidlw.

As the application of the principle of beneficer@s proved inadequate in the case
of foetuses, now, this principle is applied to pragt women participating in prenatal
screening. The examination reveals that through iD®wyndrome screening, not the
health of pregnant women is promoted at the fifatqy but an opportunity is provided
them to make a decision about the future of anctdte pregnancy, and the territory of
making choices belongs to the principle of autonoamd not to the principle of
beneficence. The idea that, through antenatal De®wyndrome screening, the key issue is
the parents’ decision-making is well demonstratgdihe resolutions of those parents -
even though their numbers are only few - who pigie in prenatal screening but refuse
the abortion of an affected foetus, for which attibe goal of prevention cannot give any
explanation.

2.1.2. Negative social implications of the goal of prevent

While it is recognisable, that the ethical justation of the goal of prevention is
problematic, since the moral rightness of this aesnnot be proved by the principle of
beneficence, the goal of prevention raises furétleical problems by its possible negative
implications on widely supported social values. E&xample, the goal of prevention fails to
recognise that deciding about the future of a Dewsyndrome pregnancy represents a



genuine reproductive decision and not a medicalstet where the decision-makers
should be the parents and not the medical profesisio Because of the underlying
presumption of the goal of prevention that the @#id pregnancies will be terminated,
parents may think that their reproductive libergsisuffered interference by third parties
e.g. by providers of screening tests or health daotsion-makers, who expect or suggest a
decision which belongs exclusively to the pareatghority. It is just the notion of respect
for reproductive autonomy that differentiates tkpression of‘preventing the birth of a
baby with Down’s syndromeffom “avoiding the birth of a baby with Down’s syndrome”
in ethical terms [48]. As, while the first exprassimay imply administrative, regulative or
even coercive measures that constrain reproduditregty, the last refers to allowing
parents to make decisions on procreation that c¢speproductive freedom.

Considering prevention as the goal of prenatalesing may violate the sensitivity
and interest of families bringing up children widlown’s syndrome as well [49], since it is
frequently associated with the argument that the cd people with Down’s syndrome
imposes severe burden not only on families but alscsociety. The parents generally
interpret this argument as discriminative and cmhitory to the principle of justice, as
based on social justice, people in disadvantagsituation rightly expect the support of
the community in order to improve their chanceddretter life.

The aim of prevention encourages the rise of ewgehoughts too, as by
emphasising the community’s interests in reducimg number of newborn babies with
Down’s syndrome, the idea seems to be suggestddtiibacommunity supports the
selection of foetuses based on their genetic makddowever, in 20th century history,
eugenic thoughts served corrupt political aims &pd to tragic consequences, SO,
refraining from eugenics constitutes an ethical empive for recent medical genetics
[50,51].

In summary, the ethical analysis has pointed oaft, thy contrast to other population
screening programmes, the goal of prevention cammotconsidered as an ethically
acceptable aim of prenatal Down’s syndrome scrgeas it cannot be justified by the
principle of beneficence. Furthermore, the gogbravention may compromise the doctor-
patient relationship by giving a tacit approvathe physicians’ influences on the parents’
reproductive decisions and may convey negative agesson the social value of people
with disability. Because of these reasons, | suggestting prevention out of the goals of
prenatal Down’s syndrome screening.



2.2. Goal of enhancing parents’ reproductive autonomy: a approval

The other concept defines the goal of prenatal Devayndrome screening as
enhancing parents’ reproductive autonomy by disatpgformation about the genetic risk
of the foetus on that basis parents can make irddraecision about the future of the
pregnancy and about their family planning [39,4%3P The ethical justification of this
aim can be performed by alluding to the principferespect for autonomy, which is a
prima faciemoral duty in biomedical ethics and requires teeognition of the right of
persons to self-governance insofar as their actilmnsot violate the same rights of others
[23]. Noteworthy, that while a rational person’ghi to self-governance is widely
supported, a future child’s rights to autonomy tisiaally debated and is associated with
the issue of the moral status of foetuses. Thusnpting the reproductive preferences of
parents and supporting them to control the mosiate sphere of their life exemplify
respect for autonomy, and many actions belonginbisofield can be morally justified.

2.2.1. Scope of reproductive autonomy

In the developed countries, reproductive autonomgludes the rights to not
procreate by using contraceptive methods and a@omorto procreate by using fertility
treatments and assisted reproductive technologgesiecide the timing and number of
children; to choose the mood of labour; and alsprtomote the health of a future child by
using prenatal screening and diagnostic servicds5@. Nonetheless, the scope of
reproductive liberty is not without limits and tparents’ reproductive preferences are not
accepted without exceptions. For example, usingctige abortion for sex selection based
on social and not medical reasons is prohibitedha majority of countries, since this
selection generally happens to the disadvantagérofile foetuses and Western-type
societies are not willing to support a policy whichay strengthen discriminative
tendencies [42,57]. However, contrary to the fhet fprenatal screening services are also
accused by perpetuating discrimination against lgewih disability, selective abortion of
a disabled foetus has remained an important pafteoparents’ reproductive autonomy. In
this social practice, according to my view, a wydshared belief about the differences of
disability and discrimination is reflected. As, Whgender-based discrimination is caused
by social arrangements and can be solved by so®akures, the learning disabilities of
people with Down’s syndrome are caused by objecphgsiological factors and cannot be
totally eliminated by anti-discriminatory social lmy. (Nonetheless, its negative impacts
can be exaggerated by discriminative social agiudDespite feminist views asserting
that a woman should have the right to terminateiramanted pregnancy, however, if she



10

decides to have a child, she has to accept anydictild [58], | contend that because of
the special tasks and responsibilities familiesading up children with disability have to
face, leaving decisions about the future of ancidig pregnancy on the parents is morally
justified.

For the reason that prenatal Down’s syndrome sorgesms to enhance the free
reproductive choices of women, special attentiooukh be paid to their voluntary
participation as, sometimes, social or familial estations make difficult to reject to
participate in screening, or to continue with afeekd pregnancy. Providers of prenatal
screening should also be aware that while thisqmoe enhances parents’ reproductive
choices, its spread may involve the danger thatbiith of a disabled child would be
considered as a result of the deliberate choicethefparents, which may reduce social
sympathy and support given to these families [59].

2.2.2. Moral status of foetuses with disability

When including the selective abortion of disableetfises in the reproductive rights,
it is presumed that foetuses with disability posdes/er moral status than persons or non-
disabled foetuses [60]. The ethical literature msffenoral arguments underlying this
presumption; for example, the argument from “patdhtrepresents a conservative idea,
which is accepted even by some protestant churchée case of disabled foetuses [61].
According to this view, embryos and foetuses arehoonan persons, however, they have
the potential to develop into it. Our moral obligas towards them, meaning whether or
not they can be destroyed, depend on the extepirbkide the potential to develop into a
full human person. Since foetuses with disabilibgges a smaller degree of this potential
than non-disabled foetuses, their termination eagthically justified [62].

The argument of “replaceable foetuses” demonstrategtilitarian idea, which
demands that in decisions about the future of abtksl foetus, the utilitarian principle of
maximising the overall welfare of all affected pest should be considered [63]. The
utilitarian calculus on the amount of happiness amsery presumably produced by the
continuation or the termination of an affected Ly is performed by comparing the
quality of life of a future disabled child with thaf a future non-disabled child. As the life
of a future disabled child shows a lower qualitgritthat of a future non-disabled child,
according to the utilitarian principle, the paretigve to choose the termination of an
affected pregnancy, provided, they can conceiveradisabled child in the future [64].

The lack of consensus on the moral status of festhas an influence on the issue of
the moral status of disabled foetuses as well. [Tthes above-mentioned arguments are
acceptable for those parents who are considerdetimination of an affected pregnancy



11

but are unacceptable for those who, in accordanitetiie Catholic Church, attribute full
moral status to the foetus. In the European casitthe laws on the abortion of Down’s
syndrome foetuses are varying greatly. Generaliypoagh under strict control, it is
allowed before 24 weeks of gestation, when therpgarkave received the results of mid-
trimester amniocentesis, but the foetus has nategethed the threshold of viability [6,65].

2.2.3. Social implications of the goal of enhancing reprodtive autonomy

Sometimes, the goal of enhancing the parents’ detove autonomy is criticised on
the grounds that professionals of prenatal medibigne shifted the responsibility away
from themselves, since by this goal, the discritimeaand eugenic features of prenatal
screening can be interpreted as being the unintercdmsequences of the parents’
individual choices [18,42]. While this objectionipts to the undesirable consequences of
discussing the issues of prenatal Down’s syndrazreesing only from the perspectives of
the screening participants, the aim of enhancipgoductive choices should be regarded
as a thoughtfully given definition that considersttbthe interests of the parents and the
wider social impacts of screening. This aim takedosisly the parents’ reproductive
autonomy, as it does not include any expectatiayuathe content of parental decisions
about the future of an affected pregnancy; respdessensitivity of families having
children with disability, as it does not convey aliminatory meaning against disabled
people; and refrains from eugenics, as it doesmwalive concerns about the condition of
the human gene pool.

At the end of the ethical analysis of the goal @hatal Down’s syndrome screening,
the initial question should be answered whether ithplementation of this medical
procedure is ethically acceptable. In answer te duiestion, | assert that if prenatal
Down’s syndrome screening aims to enhance the fsam@productive autonomy, and if
women’s voluntary participation is ensured, its iempentation is ethically acceptable. As
the goal of enhancing parents’ reproductive autgnaan be ethically approved by the
principle of respect for autonomy, and as this gadéles also into account the moral
requirements of the principle of justice by rejegteugenic and discriminatory tendencies,
| contend that only this goal can give an ethicalbnsistent justification to prenatal
screening. Obviously, a definition of the goal oématal screening can give only a frame
to practice good medical care, but its realisati@pends on the quality of the doctor-
patient relationship and on the supportive socrad &ealth care contexts, which are
indispensable in order to guarantee the really éle@ces of women through the whole
process of prenatal Down’s syndrome screening.
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3. Confusion on the issue of what screening technologyould
be applied

On the account that prenatal Down’s syndrome sarggoromises to enhance the
parents’ reproductive autonomy by giving reliabdormation on the genetic risk of the
foetus, choosing the screening technology fulfijllvest this task is regarded essential. The
ethical problems derive from the feature of scregrhat it can identify women with an
increased chance of having an affected pregnancysbng biochemical and ultrasound
markers (Table 1), however, it can never reachatteracy of invasive diagnosis. False
positive and false negative results are inseparphhts of screening that may induce
negative psychological consequences in women, archses of screen positive results,
diagnostic procedures (amniocentesis, chorion ssilampling) may result in about 1%
foetal loss. Therefore, screening technologies lshmeet the ethical requirement of “do
no harm” concerning the health of mothers and feguso they should perform low false
positive rate. Furthermore, in the sense of ufilitgey should maximise the advantages for
all who are affected, so they should present higgeation rate and cost-effectiveness.

Table 1: Currently applied ultrasound and biochemical screening markers for Down’s syndrome [66-68]

First trimester Second trimester
Ultrasound Increased nuchal translucency (NT) Increased nuchal fold (NF); Absent nasal bone;
markers (based  Apsent nasal bone Congenital heart defects; Intrauterine growth
on foetal Tricuspid regurgitation restriction; Mild cerebral ventriculomegaly;
anatomy) ) ) Choroid plexus cysts; Cystic hygromas;
Increased impedance in ductus venosus Echogenic intracardiac foci; Increased intestinal
echogenicity; Duodenal atresia ("double-bubble
sign"); Renal pelvis dilation; Shortened humerus
and femur; Increased iliac wing angle;
Clinodactyly and hypoplasia of the fifth finger;
Increased space between first and second toes;
Two-vessel umbilical cord
Biochemical Pregnancy associated plasma protein A (PAPP-A)  Alfa foetoprotein (AFP)
marketrs ( b?sed Free B human chorionic gonadotrophin (free B- Total or free B-hCG
on materna hCG . .
blood serum ) Unc.:o.njugated oestriol (UE3)
components) Inhibin A

3.1. Debated questions of screening technology

When reviewing the relevant literature, confusiond auncertainty have been
revealed on the questions of the most effective aafkst screening methodology.
Although, the literature has generally mentionezlgheat number of methods as the source
of uncertainty [69], the ethical consequences af thncertainty have not been
systematically studied. Therefore, | think necegssaigive an overview about the manifold
reasons of the confusion emerging on the use oapipeopriate screening method and to
summarise the ethical requirements that screeniragegies have to fulfil in order to
dissipate this confusion.
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3.1.1. Too many screening methods

The difficulty of making decisions about the usetloé best technology is partly
owned to the great variety of the applicable sdreemethods. In the last three decades,
the technological development concerning anteri2dan’s syndrome screening has been
so enormous that currently 17-19 different scregsinategies are available [70,71], which
diversity of technical opportunities is without peelent in the other areas of medical care.
The proliferation of methods has been fosteredhleyshift happened in the philosophy of
screening as, while, in the 1980s and 1990s, siypgke methods were used (either
biochemistry or ultrasonography, and either firstsecond trimester tests), in the last
decade complex screening methods have been ingddinat apply biochemistry and
ultrasonography together, or first and second wieretests together. Thus, besides the
well-known screening technologies, such as secomester double, triple and quadruple
biochemical tests and first trimester nuchal traceshcy scan [72-75], newer, complex
screening technologies have slipped into pracfi@ble 2), such as the different versions
of combined, integrated, stepwise sequential, aodtimgent screening [76-81], the
advantages and disadvantages of which are not alexagtent for the practitioners.

Table 2: Down’s syndrome screening tests and detection rates (5% screen positive rate) [82]

First trimester

Second trimester

First and second trimester

Screening test Detection rate

Screening test Detection rate

Screening test

NT measurement 64—70%*

Combined screen 82-87%*
(NT measurement,
PAPP-A, free or total

B-hCG)

Triple screen 69%*
(MSAFP, hCG,
unconjugated oestriol)

Quadruple screen 81%*
(MSAFP, hCG,
unconjugated oestriol,

inhibin A)

Integrated 94-96%*
(NT, PAPP-A, quad

screen)

Serum integrated 85-88%*

(PAPP-A, quad screen)

Stepwise sequential 95%*

First-trimester test result

after combined screen:

- Positive: diagnostic test
offered

- Negative: second-
trimester test (quad
screen) offered

Final: risk assessment

incorporates first and

second results

Contingent sequential 88-94%%

First-trimester test result

after combined screen:

- Positive: diagnostic test
offered

- Negative: no further
testing

- Intermediate: second-
trimester test (quad
screen) offered

Final: risk assessment

incorporates first and

second results

Abbreviations: hCG = human chorionic gonadotropin; MSAFP = maternal serum alpha-foetoprotein; NT = nuchal
translucency; PAPP-A = pregnancy-associated plasma protein A; quad = quadruple.

*From the FASTER study [see reference 79]
fModelled predicted detection rates [see reference 70]

Detection rate
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3.1.2. Reliability of data on screening performances ofts

Theoretically, the good screening performanceshefdomplex methods, i.e. they
have a high sensitivity (over 85%) and a low fgissitive rate (under 5%), can ease the
task of choosing among them, as by their use, timber of detected Down’s syndrome
pregnancies can be increased and the number o$iwevaiagnosis can be decreased.
However, in the literature, doubts have emergediatie reliability of data produced by
statistical models and observation studies. A gpeat of proposals on future screening
policies have been based on statistical modellindiss using the data of well-designed
trials, but critics have assumed that these testddvnot perform so well in real world
situation [83]. In practice, in cases of strategiesitaining two-step tests, the pregnant
women’s participation in both parts of tests contd be totally ensured, however, it was
presumed by modelling studies. Concerning obsemattudies, it has become clear that
where nuchal translucency (NT) was measured onlyhi® sake of scientific interest, the
proportion of failed or unsatisfactory NT measuramavas much larger than in
intervention studies where NT was measured forstie of risk calculation [75,84]. The
confusion further increased when scientists comdgdarge-scale studies to compare the
effectiveness of diverse screening methods madeazhctory recommendations based on
research data. For example, the leader of thesBr&iURUSS study categorically opposed
the introduction of contingent screening [85], wlhal representative of the North-American
FASTER study definitely proposed it [45]. An addital ethical problem has been raised
by conflicts of interests, e.g. when a screenimiprtelogy has been patented (as it is the
case with integrated test), since in this situatipersonal prejudices may take part in
proposals about the application of a particulaeseing technology.

3.1.3. Issues of using biochemical or ultrasound screenjragy both

The new technologies have caused confusion not layltheir surprisingly great
number but also by their complex methods that ramapelled professionals to change
their previous ideas on screening. Scientific datgwing that combining biochemical
screening with ultrasonography can give a betteresting performance than either of the
two tests alone [67], have challenged the viewshote who have favoured the use of
biochemical screening for the reason that serums #&® not so sensitive to professional
skills than ultrasound scan [78]. As, except froemus integrated screening, all of the
complex screening tests include nuchal translucenegsurement, ensuring well-trained
professionals who have acquired the skills necggsgverform this procedure is generally
expected from recent prenatal screening servicédeWpreviously, the concerns about the
reliability of NT measurement have hindered theeagdrof nuchal translucency screening,
nowadays, in the new screening programmes, theddepns have been acknowledged and
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initiations have been made to solve it by settipgstandards for professional skills and
ultrasound equipments, by organising specific irgnand by establishing ongoing quality
assessment of ultrasonographers and centres [&2¢wirthy, that thé=etal Medicine
Foundation, a registered charity organisation m ltinited Kingdom, has supportdide
appropriate introduction of NT screening into aati practice for almost a decade, and has
established a process of training and quality asear, available through the Internet [86].

3.1.4. Issues of using first trimester or second trimestareening, or both

The other professional attitude that has neededioevin light of new screening
methods is the insistence on providing mainly sdctrimester tests. Second trimester
triple and quadruple tests have been widely apphethe developed countries since the
1990s. Recently, serum and fully integrated scregniwhich integrate the results of first
and second trimester tests into a single risk &aticun [78], also support the idea of giving
risk assessment only in the second trimester, &yngt thatfewer women have to decide
about the future of a pregnancy because of thautdrine loss of Down’s syndrome
foetusesHowever, in the existence of similarly effectiust trimester screening methods,
it is difficult to ethically justify the general asof methods giving risk assessment only in
the second trimester, since they impede women ttingeinformation earlier and in
accessing to early diagnosis and early pregnanawiriation. Empirical studies also
suggest that pregnant women prefer first trimestegening, as, in a survey, about 70% of
women stated that they would still choose firgh&ster screening even if all the identified
Down’s syndrome pregnancies miscarried before doersd trimester [87,88]. Moreover,
telling nothing about the findings through ultrasduscan, and remaining silent when the
probability of foetal abnormality is great, whiclheathe expectations of integrated tests
concerning the first trimester part of the tests, nacceptable for many physicians. Some
of these problems are solved by stepwise sequeamthtontingent screenings, which offer
first trimester prenatal diagnosis for women in kingh-risk group, but continue screening
with all the remaining women or with women in tidermediate risk group.

3.1.5. Issues of offering prenatal diagnosis on maternaje

With the development of screening technologiesjrifrtance of maternal age in
antenatal Down’s syndrome screening has also beestiqned, although, the association
between maternal age and the risk of having a aregnwith trisomy 21 (Table 3) has
prompted a policy of offering prenatal diagnosigptegnant women aged 35-37 years and
more in the great majority of countries. In the @9 7when this method was first applied,
about 5% of pregnant women belonged to this agepgmwho carried about 25-30% of
Down’s syndrome pregnancies. By the application sofeening methods providing
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individual risk assessment, the significance of erredl age as a screening method has
seemed to be decreasing. The risk calculated fondividual person gives more reliable
information than a risk estimated for an age grag,in the first case, the maternal age-
related and gestation-related risk is modified with results of the performed screening
tests. However, until now, only the American Codlef Obstetricians and Gynecologists
recommended in 2007 to cease proposing automatipadinatal diagnosis to pregnant
woman aged 35 years or more and to offer invasizgndsis only on the results of tests
providing individual risk calculation or at the resst of the pregnant woman [82].
Nonetheless, the latest changes in the age distmbwf pregnant women has drawn
attention to the need of cautious decision-makinghe role of maternal age in prenatal
Down’s syndrome screening. In the well-developedntes, the proportion of pregnant
women aged 35 years and more is around 15-20%hessgensitivity of screening based on
maternal age reaches 50-60% in those countrie89L0,

Table 3: Estimated risk for trisomy 21 in relation to maternal age and gestation [75]

Maternal Gestation (wks) aternal Gestation (wks)
age (yrs) age (yrs)
12 16 20 40 12 16 20 40
20 1068 1200 1295 1527 35 249 280 302 356
25 946 1062 1147 1352 36 196 220 238 280
30 626 703 759 895 37 152 171 185 218
31 543 610 658 776 38 117 131 142 167
32 461 518 559 659 39 89 100 108 128
33 383 430 464 547 40 68 76 82 97
34 312 280 378 446 41 51 57 62 73

(Rate of foetal loss is about 30% between 12 weeks of gestation and term, and about 20% between 16 weeks and term)

3.2. Need for professional guidelines on screening tecblogy

In answering the question what screening methodldhze used, the professional
bodies of prenatal screening experts, obstetriciamsl geneticists have fundamental
responsibilities, since their statements can fomcts guidelines for national screening
programmes, for private health care services, awmeh efor pregnant women. The
construction of professional guidelines can be supd by a summary of requirements
that screening programmes have to meet accorditigetbndings of the above analysis:

— Based on reliable dataScreening strategies should be built on the resiltarge-scale
prospective and intervention studies to avoid saemnected to research methodology.

— Presenting good screening performancaf the available methods, those should be
used that perform a high detection rate (over 8&Pt) a low false positive rate (5% or
less). With the decrease of false positive ancefabgative test results, maternal anxiety
and the number of invasive diagnostic proceduraseareduced.

— Combining biochemistry with ultrasonographyccording to data, this combined
technology is one of the most effective ways othéag good screening performance.
Including first trimester combined screening (NTARP-A, free B-hCG) in the
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screening strategy should be considered. Howeirgre ®btaining nuchal translucency
measurement necessitates specialised trainingnaaldal translucency might not be
measured successfully in an individual patient,ide=ss combined screening, other
methods should also be made available.

— Offering first trimester screeningThis option can shorten the period of “tentative
pregnancy” and maternal anxiety, can ensure eadgndsis, and can fulfil the
preferences of the majority of pregnant wom@hthe complex methods, not only the
combined test but also some contingent methods rpaksible to complete screening
in the first trimester even for women in the intedrate risk group [81].

— Offering also second trimester screeninfjo maintain this type of screening is
necessary in the interests of pregnant women sggkenatal care only in the second
trimester. Quadruple test (AFP, hCG, oestriol, bimiHA) is unanimously accepted as
the best second trimester test for Down’s syndrome.

— Requiring the audit of screening professionals aocehtres: Where screening
programmes include nuchal translucency measuremspgtific training to acquire a
standardised method of measurement and ongoingyjcahtrol are recommended.

— Taking a stance on the role of maternal age asraestng methadIn this process,
besides the age distribution of pregnant womenwiae public awareness about the
increased risk of women aged 35 years or more dimutaken into consideration.

— Addressing counselling issueSpunselling issues are especially important iresas
those complex methods where risk is calculated aftgr the full completion of tests.

— Considering cost-effectivenesSome authors include the cost of care of peopth wi
Down’s syndrome in the cost of prenatal screenét),[however the acceptability of
this policy is debated as prevention cannot fumcéis an ethically justifiable aim.

In summary, because of the ethical requirementserdiancing reproductive
autonomy and considering foetal safety, those nusthshould be offered that give
individual risk assessment, present high sensiti@6% or more) and low false positive
rate (5% or less), and their results are confirogdarge observation studies. Since not
only one but some methods can meet the requirepténdsigh screening, local conditions
(number of well-trained sonographers and accreddbdratories, financial limitations),
and specific needs deriving from gestational agenlyer of foetuses, previous obstetric
history, or wishes to finish the test in the fiisinester can be taken into account [90]. To
dissipate uncertainty on the use of screening nasthbpropose that professional bodies
should clearly define what technology can fulfilsbehe given medical, ethical or
economic requirements and that screening profeslsicghould openly disclose pregnant
women the reasons on which the use of a particuégihod is based.
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4. Role of comprehensive and personalised informatioim
enhancing parents’ reproductive autonomy

When screening professionals disclose the congidesaunderlying the use of a
particular screening method, they support the afegiving comprehensive information on
prenatal Down’s syndrome screening that is requbgdhe aim of promoting parents’
reproductive autonomy. Detailed information canph@bmen and couples in performing
the following tasks: (1) deciding about the pap#tion in screening, (2) understanding the
test results and their consequences on the bakglthh and (3) deciding about the course
of action to follow after screen positive resultsthe accomplishment of these activities,
pre-test and post-test information can provideaotiffe support for the majority of parents,
but in cases of increased risk, genetic counseiknglso required. In this chapter, the
factors influencing the provision of pre- and ptestt information are examined.

4.1. Pre-test information

Informing the candidates of genetic screening @ognes is considered so
fundamental that the EuroGentest, a network of leeaee funded by the European Union,
recommends not implementing a screening prograrhemprehensive and well-planned
pre-test information and counselling are not guiaech [91]. The special problems of
prenatal Down’s syndrome screening, namely, thegesc positive results may increase
maternal anxiety, may result in risky diagnostiogadures performed on healthy foetuses,
and may force women to make reproductive decisi@nsut the continuation or the
termination of their pregnancies, justify the denhaof providing women detailed
information prior to screening. If screening ises#d as a routine part of care, or is
performed without the consent of pregnant womeroth iypes of conduct neglect the
provision of comprehensive information - women andples do not have the opportunity
to prepare for the consequences of screening.

4.1.1. Factors influencing information giving: attitudes bpregnant women and
medical professionals to screening

The interpretive ethics approach illuminates thegt éffectiveness of information
giving, meaning, the information is perceived bggmant women and then used up in their
decision-making, requires not only providing detdilinformation but also adjusting
information to the individual needs of women [31]he interpretive approach also
highlights that the presumptions and experiencebealth care professionals influence
remarkably the patient-professional interaction][3herefore, exploring the attitudes of
pregnant women and medical professionals to preDatan’s syndrome screening seems
indispensable for ensuring the success of the nmd@on process. After reviewing
literature data by the interpretive method, a bmekrview of the most frequently
mentioned contextual factors has been constructed.
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influencing information perception on prenatal Down’s syndrome screening

Attitudes of women

Characteristics of attitudes

Com

munication measures to overcome
the negative effects of attitudes

Compliant behaviour

Behaviour, on that basis, every medical
procedure offered by a professional is
accepted in order to ensure the baby’s health.
However, this behaviour does not promote
thoughtful decision-making about the
acceptance of screening [40]

- Those aspects of screening should be
emphasised that differentiate screening from
routine medical procedures.

- Attention should be drawn to both the
advantages and disadvantages of screening.

Beliefs about the aim
of screening

Women believe that the aim of screening is
detecting foetal anomalies in general, but it is
giving reassurance in their own cases [92].

- Emphasising the aim of screening before the
beginning of examinations and giving data
about the recall rate may help women
prepare for both screen negative and screen
positive results.

Pursuing non-medical
aims

Some women assess ultrasound screening as
a “nice baby watching” and not as a tool to
search for abnormalities [93].

— Before ultrasound examination, the
alternative outcomes of reassurance and of
detecting anomalies should be disclosed.

Emotional reactions
to screening

Even the offer of screening can cause
maternal anxiety [94,95].

Ultrasound screening can strengthen
emotional bond between mothers and
foetuses, which turns decision-making about
the future of an affected pregnancy
troublesome [96].

Screen positive results cause maternal
anxiety [97].

— Giving all the relevant information prior to
screening is a general expectation as in this
period, women are not so anxious and can
think over the consequences of screening
more carefully than after the disclosure of
screen positive results.

Lack of knowledge on
Down’s syndrome

Women underestimate the prevalence of
Down’s syndrome, and know little about the
impacts of the disorder [98].

- Information should be provided not only
about the medical aspects but also about,
the educational and social impacts of Down’s
syndrome.

Difficulty in
understanding the
concept of risk

Women often find difficult to distinguish
screening from diagnosis [99] and to
understand the concept of risk calculation
[100,101].

- Prenatal screening can be compared to
other, better known screenings.

- Visual interpretation can be useful for
interpreting the meaning of risk.

Table 5: Professionals’ attitudes

influencing information giving on prenatal Down’s syndrome screening

Attitudes of medical
professionals

Characteristics of attitudes

Measures to overcome the negative
effects of attitudes

Biased attitude to
screening

— Some physicians show biased attitude to
screening because of their opposition to
abortion [39].

- Professionals should acknowledge that based

on their personal values, they can refuse to
perform abortion but cannot refuse to give
women information about the availability of
screening.

Offering screening as
routine

- Screening is offered as routine, no pre-test
counselling is provided. This practice is
generally justified by lack of time [94,99]

- Information constitutes an essential part of

screening. Time should be guaranteed for
giving information.

Uncertainty about the
appropriate screening
method

— The multitudinous, currently available
screening strategies have resulted in
confusion among practitioners [82].

— Guidelines constructed by professional

bodies can help practitioners choose the
appropriate method.

Favouring a particular
screening technology
or strategy

— Screening is offered only for women aged
35 years or more [102,103].

- Among practitioners, sometimes, an
unjustified insistence on either
ultrasonography or biochemistry can be
recognised.

- National screening programmes and private

practitioners are expected to revise their
screening policy regularly in order to avoid
the use of outdated screening methods.

- Professional guidelines can help this process.
- The reasons underlying the use of a

screening method (medical, economic,
others) should be disclosed.

Unbalanced
information on lives of
people with Down’s
syndrome

— Counselling may be unduly negative about
the likely quality of life for people with
Down’s syndrome [104,105].

- Providing women up-to-date information

about the life of people with Down'’s
syndrome is deemed important in facilitating
informed choice.

- A co-operation with parent support groups

can help professionals to get reliable
information.

Communication
difficulties

— Communication difficulties arising from a
largely different cultural background of the
patient and the professional may
compromise the effectiveness of
information giving [106].

— Not only the technical skills but also the

communication skills should be taught to
providers of screening tests.

— Communication training should be involved in

their continuous education.
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4.1.2. Contents of pre-test information

The acknowledgement of the socially, culturally,daemotionally determined
attitudes can assist a carefully planned infornmagioocess, and can successfully serve the
basic idea of interpretive ethics that the contdntre-test information should be directed
by the needs of pregnant women and not by the ¢ap@ts of the professionals [107]. In
the following, a guideline is presented that caonpote public and private screening
services in giving adequate written and verbalrmiation on the following issues [108]:

Addressing the aim of prenatal Down’s syndrome esureg In accordance with
ethics, the aim of screening should be considesedfarming the parents about the chance
of having a Down’s syndrome pregnancy. The parest&ntion should be drawn to the
scenario that screening might be followed by deanisibout the future of the pregnancy;
therefore, it is advisable to make thoughtful decisabout the participation in screening.

Ensuring respect for parents’ autononBregnant women and their partners should
be informed that prenatal testing is voluntary; doef screening, pregnant women’s
informed consent should be obtained. The wholeesing process or any steps of it can be
refused. Women and couples must not be subject@iessure to undertake the test, to
terminate a pregnancy, or to make decisions in endste [109,110].

Description of the screened disordeComprehensive and balanced information
about the medical, educational and social impatf8awn’s syndrome should be given,
which includes data about community-based servieady intervention programmes and
opportunities for integrated life [111]. In thesgegtions, the experiences of parent support
groups can be taken into account. Outdated infoomahegative stereotypes, or offensive
terminology concerning life with Down’s syndromeositd be excluded.

Practical aspects of screeningnformation involves the date of screening, eng. i
what week of pregnancy the test is performed, aneksing includes one-step or two-step
tests. The method of screening should also beadisd| e.g. what kind of biochemical
and/or ultrasound markers are examined, and wleat ¥alues are in unaffected and in
affected pregnancies. A brief explanation mustisergon the procedure of individual risk
calculation, and women should be informed aboutnvaed how screening results are
disclosed. [98,109,112].

Epidemiological data of screeningUsing understandable epidemiological
terminology and giving comprehensible informationszreening performances of tests are
difficult, however, are important. These data caftluence women’s decisions about the
uptake of screening and can prevent women fromestienating or underestimating the
potentials of screening. Epidemiological informatishould embrace the frequency of
Down’s syndrome both in pregnancies and in liveéhisirthe differences of screening and
diagnosis, the arbitrary nature of cut-off riske thneaning of screen positive and screen
negative results, and the possibility and reasdnfalse positive and false negative
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screening results. On screening performances t t@scluding detection rate, recall rate
and false negative rate - better to give centreifipelata, if they are available.

Consequences of screeninBeciding about the acceptance of diagnostic tests
offered after screen positive results is one of thest significant consequences of
screening. Thus, women should get information albetdiagnostic methods and their
risks, and about the length of time, they shouldt wa get the result of the diagnosis.
Women should also be informed about the availgbdft genetic counselling where they
can get support in the interpretation of screertipesesults and in decision-making about
prenatal diagnosis or the future of the pregnahchould be disclosed that respecting the
parents’ decisions about the continuation or thmiteation of an affected pregnancy is
ethically required. It is also advisable to menttbe psychological impacts of screening,
since even the offer of screening can increasermatanxiety, and screen positive results
affect negatively the psychological well-being ocdmen, regardless how the information
is presented. Addressing the name of a professwinalcan give advice in case of anxiety
is useful for both screening programmes and prisateices [107,113-115].

Evaluation of screeningSummarising the advantages and disadvantages of a
particular screening test, comparing its screemedormance to that of other tests, and
revealing the reasons why this particular tesfffisred can fulfil the expectation of giving
balanced information and can facilitate parentséftd decision-making.

Resources to get further informatio®@ffering information leaflets, newspaper
articles, and reliable Internet addresses canweipen to get further information [39].

In literature, the combination of information lest and personal communication is
endorsed as the best form of pre-test informatidr6{118]. A readable, regularly updated
information leaflet can be taken home where enadimgle is ensured to think over the
impacts of screening. Personal communication déor faformation to individual needs.

4.2. Post-test information

Post-test information differs from genetic counsell since the first is provided by
a screening professional to every woman partiaigatn prenatal screening, while the
second is provided by a specially trained genatimsellor to only a group of women who
are assessed as having a high-risk pregnancy.

4.2.1. Risk presentation

Disclosing risk constitutes one of the most impairfgarts of post-test information,
and data suggest that screening results can be effentively conveyed through personal
communication than through phone or letter [98]cdmnection to risk communication, the
aspects of interpretation should be taken into aagoas, for example, the parents of
children with Down’s syndrome have proposed the afsthe word thance” instead of
“risk”, as in their views, the meaning of chance is mgutowever, the meaning of risk is
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negative [119]. Another debate addresses the dikemwmether words, numbers, or both
should be applied when probability information isalbsed to patients. Concerning the
results of prenatal Down’s syndrome screening ntlost preferred expressions are: screen
positive - screen negative, increased risk - deeebaisk, or requiring further tests - not
requiring further test. When screening resultseaqgressed in numbers, fractions (1/250,
1:250) or percentages (0.4%) are used. Fractionsementages should be consistently
applied as it can be misleading if the screenimgltas given in the form of fraction and
the risk of amniocentesis-related miscarriage i&emiin the form of percentage [120].
Although many physicians believe that words areeeds process, many others think that
numbers may increase awareness of residual riskls namy encourage deliberative
decision-making [121]. According to an additionadfessional opinion, numbers alone are
not enough; their meaning should be interpretedvbrgds [122]. It is also admitted that
information about the arbitrary nature of cut-a@¥él of risk promotes thoughtful decision-
making, therefore, parent can be given the exaimalethe risk 1:300 counts high in one
country but not high in another [123]. The ideagofing balanced information can be
served well by framing risk in both terms of los&lgain, e.g. “You have 10% chance of
having an affected baby, or you have 90% chantaahg an unaffected baby.” [124].

4.2.2. Risk perception

The aspects of interpretation appear in risk peiwe@s well, which is determined
by more complex factors than only risk presentatior example, reasoning methods have
an effect on risk perception; the same risk, i§ iexpressed variously as a percentage or a
fraction, is understood differently according to eflier the patient uses numerical
reasoning, e.g. numbers serve as anchoring pamntperson reasoning, e.g. numbers
function as representatives of persons [125]. Assgshe comprehension of women more
frequently may facilitate more effective risk commuation. Besides the probability of
outcomes, risk perception is also influenced byilee the parents attach to the outcomes
and by the opinion the parents hold about the geness of the disease. Literature has
drawn attention that perceived risk, rather tha dbmmunicated risk, predicts pregnant
women’s medical decisions [121]. Consequently, ismon about risk should be a two-
way exchange of information. Simply providing riskormation without discussing the
pregnant women’ circumstances and perceptions mmdselp make informed choices.

In summary, giving information constitutes an esisépart of screening for which
time and financial resources should be guarantBedause of the essential role that
comprehensive information plays in decision-makiag, information leaflet should be
given to all women prior to screening and commutiocatraining should be included in
the post-graduate education of screening profeasipnvhere the data of tests and the
ways of giving information on risk are taught. Wigarenatal screening lacks central co-
ordination, relevant professional organisationstoap physicians acquire these skills.
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5. Genetic counselling relationship of counsellors andhbomen
with an increased chance of having an affected pregncy

When prenatal screening results refer to an ineceabance of having a Down’s
syndrome pregnancy, or when a pregnant woman @ 3§87 years or more, or when she
had an affected pregnancy previously or has a ipestiagnostic result now, genetic
counselling is offered to help her make informedisien. Over the last decades, the
notion of non-directiveness has governed the idgailetic counselling relationship of
counsellors and clients. In the sense of non-duecess, genetic counsellors are expected
to give “objective”, value-neutral information omet genetic risk, the genetic disorder, and
the available screening, diagnostic and treatmessipilities [126-128], and they are also
expected to refrain from offering advice in valaglén problems, e.g. pregnancy
termination, acceptance of diagnostic procedurayiog the risk of pregnancy loss [129].
However, recently, studies have highlighted thatsitimpossible to provide neutral
information, since genetic facts may not be inmdafrom social, professional, and
personal values [130-132]. Additionally, experienagéh genetic counselling has revealed
that an impartial communication style often hindemunsellees in gaining adequate
information and in perceiving the problem [133-135]

As these new ideas have illuminated that the iddiai value orientations of
counsellors exert an indispensable influence oter dourse of counselling, and that
without the fulfilment of counsellees’ expectatiptise counselling process may prove to
be useless, | thought demanding to examine they@agmpractice of genetic counselling in
Hungary. Thus, by an ethical analysis of the rat¢Vigerature, the views of counsellors on
the goal of genetic consultation were studied, bpdan empirical research, the genetic
counselling expectations of counsellees were egpl¢86]. The results of these studies
were expected to answer the questions that besateslirective genetic counselling, what
kind of methods were practiced by counsellors, whdt kind of counselling style could
fulfil the expectations of counsellees.

5.1. Views of counsellors on the goal of reproductive getic counselling

Although, in Hungary, the professional body of ™al geneticists has given an
official statement on the goal of genetic counsgll{136], other definitions have also
survived that have been constructed since the 19wt a wider spread of these services
began.

5.1.1. Preventing diseases—an information guidance apprbac

The approach that dominated the 1970s and 1980&asdemained recognisable
even in today’s counselling practice was introdubgdEndre Czeizel, who defined the
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goal of genetic counselling as to prevent seveseaties and to promote the birth of
healthy children in the interests of families andisty [137]. To achieve this aim, the so-
called information guidance approach was appliedunsellors made unsolicited
recommendations to parents on reproductive dedsig. to undertake a pregnancy or to
refrain from it because of the high genetic riskhe foetus [138]. The application of the
nondirective counselling method was rejected, somasellors believed that it did not fit
the Hungarian medical context. They thought thents needed direct advice on what to
do. Although accepting the offered solution was m@ndatory [139]the information
guidance approach was criticised on internationalrhs for its features of violating the
reproductive autonomy of the parents. Owing to ¢hgcism, the overt support of this
approach became inconvenient by the second hdlieofl980s, nevertheless, sometimes
reports have been heard even today about coursejleing selected information and
recommending the prevention of birth defects witttbe clients’ request for advice.

5.1.2. Preventing diseases and respecting reproductiveoaomy—a transitory approach

The next approach, invented in the early 1990shavihg been favoured from that
time, supports the adoption of the non-directiveéhoé. Zoltan Papp, the main advocate of
this view, has emphasised that in a non-directoumselling relationship, the counsellor’s
tasks include providing information and advice, Batnot involve decision-making [140].
By its moral standpoint, that the right to decidmat the future of a pregnancy belongs
solely to the parents, this view has contributedht® abandonment of recommending
parents a particular course of action. The commitnie the respect for the parents’
reproductive liberty, however, has not been redléch the definition concerning the goal
of genetic counselling, since Z. Papp has assuimdhe aim of counselling is to ensure
the birth of a healthy child for families at higtergetic risk [141]. Nonetheless, this
transitory view of combining the goal of respectihg autonomy of counsellees with the
goal of disease prevention involves an essentiatradiction. While the promotion of the
autonomous choice of counsellees requires the siowvbf balanced information, the goal
of prevention constrains parents’ free choice a&sitiiormation disclosed is permeated
with the counsellor’s personal view about the int@oce of preventing diseases. The focus
on prevention limits the counselling interactionvesll, since it does not encourage the
recognition of the parents’ needs differing frorsedise prevention, such as understanding
probability information, or finding coping strategifor the situation of being at risk.

5.1.3. Enhancing the autonomous choice of parents—an infoative approach

From the beginning of the 1990s, another type oketie counselling practice has
also been prevalent in the country, the goal andhode of which unambiguously
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correspond to the ethical norms of non-directivenéhe proponents of this type of
approach, e.g. Olga Torok, Csaba Papp, and Eath-Pal, have considered reproductive
genetic counselling as being fundamentally a comeoation process involving informing
and educating parents to make family planning dmt$s§53,142]. They have omitted the
prevention of diseases from the goal of geneticsuatiation, and have restored the original
meaning of non-directiveness by demanding froncthensellors not only to allow parents
to make choices, but also to ensure the impastiafitinformation on which parents base
their decision. This approach has also tried ttriceshe possibility of imposing the values
of the counsellors on the clients; thus, counsellmave been expected to abstain from
proposing a solution, but, on exceptional occasithgy have been allowed to inform
clients about what the majority of parents deciheithe same situation [143].

5.1.4. Enhancing the careful deliberation of parents—an t@rpretive approach

In recent years, a concept has been espoused laydna colleague [144] that the
goal of genetic counselling should be shifted frgming impartial information to the
promotion of the careful deliberation of counsedle@his aim takes into account the
philosophical consensus on the impossibility ofueaheutrality; and in order to help
counsellees reach well-informed and well-considededisions, it demands from the
counsellor not only to give counsellees detailedlicad information but also to explore
their values with considerable effects on theirisiea [145,146]. To accomplish this duty,
the so-called interpretive counselling method hesnbproposed, which provides a useful
aid in identifying the value orientations of theuosellor, the counsellee, and the
community that are relevant in the counsellingrextdon [38]. Through open dialogue, in
which the counsellor does not dominate, the colorsahd the counsellee can discuss facts
and value-laden problems as well, and finally, tbawy find a solution that is acceptable to
the counsellee. Similar to the non-directive vidhe interpretive counselling approach
emphasises that forcing a particular decision enctbunsellee is impermissible; thus, the
non-prescriptive communication style remains tr@dgeature of genetic consultation.

5.2. Genetic counselling expectations of counsellees

After a review of the genetic counsellors’ viewse ttounsellees’ expectations were
studied and to gain data on this issue, pregnamemoattending the genetic counselling
clinic in Szeged, Hungary between September an@iber 2006 were asked to answer a
guestionnaire containing 21 items. The study wasreyed by the institutional ethics
committee. Of the 181 eligible participants 170pesded (response rate 94%), and prior
to counselling, the following data were collect@afijle 6):
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Table 6: Sociodemographic and health-related characteristics of the respondents (n = 170)*

n (%) n (%)
Age Previous pregnancies
- 19-24 years 9 (5) -0 50 (29)
- 25-29 years 24 (14) -1 57 (34)
- 30-34 years 46 (27) — 2 or more 63 (37)
- 3539 years 69 Previous counselling experience
- 15 9
40 years and above 9) VAN 47 29
- No 123 (72
Residence (72)
- Village 43 (25) Reasons for counselling
- Small town 77 (46) - Maternal age 235 years 89 (53)
- City 49 (29) - Positive screening test 23 (14)
— Previous genetic anomaly 16 (9
Education — Drug or environmental exposure 41  (24)
~ Primary school 24 (14) Participants of counselling
- Secondary school 89 (59) - Pregnant woman alone 78  (46)
- College/university 5 (33 - Pregnant woman with partner 75 (44)
- Pregnant woman with family member 17 (10)

* Numbers do not all sum to 170 because not all respondents answered all the questions.

Pre-counselling, the counsellees’ expectations adical information, psychological
support, types of decision-making, and possiblest@tal aids of knowing the decisions of
other parents and the opinion of the counsellorevaso inquired. Post counselling, the
respondents were asked to evaluate the effect tolalagenetic counselling from the
viewpoints of comprehensiveness of information, taéming effect of psychological
support, the types of their actual decision, armdr thatisfaction with the overall process of
counselling. Statistical analysis was performed thg Statistical Package for Social
Sciences, version 15.0 (SPSS, Chicago, IL, USA& Chi-squared test was used to search
the correlations of expectations, the fulfilmenteapectations, the actual decision-making,
and the satisfaction with the overall process afnselling with the characteristics of the
respondents and with one and otliex 0.05 was considered statistically significant.

5.2.1. Pre-counselling expectations of counsellees

Prior to counselling, the majority of women wishiedreceive detailed and new
information, to get psychological support, and mow the counsellor’s opinion (Table 7).

Table 7: Counsellees’ expectations on genetic counselling

Expectations Counsellees n=170
n (%)
Detailed information 167 (98)
New information 140 (82)
Psychological support 115 (68)
To know the decisions of other parents 77 (45)
To know the counsellor’s opinion 119 (70)
Shared decision-making 106 (62)
Independent decision-making 56 (30)
Counsellor’'s decision-making 10 (6)

Wishing to know the counsellor’'s opinion presendedirect connection with the reason for
counselling (p = 0.051), with education (p = 0.032) with the number of previous
pregnancies (p = 0.019), since women who had scpesitive results, or who were
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pregnant with their first baby, or who had a cafleyy university degree expected more
frequently the counsellor's advice than the oth&rsswers concerning the expected type
of decision-making showed that 62% of the counssllentended to rely on the
counsellor's support and wanted to reach a shage$idn, 6% expected the counsellor to
make the decision on their behalf, and 30% insistedan independent decision. Of the
sociodemographic variables, only education presente statistically significant
relationship with the expected type of decision-mgkp = 0.026). Pregnant women with
college or university degrees expected a sharegdidecwhile respondents with a lower
level of education expected an independent decisione frequently than the others.

5.2.2. Impacts of expectations and their fulfilment on aal decision-making

According to the reports of the counsellees, 45%hef consultations resulted in
shared decisions, 35% in independent decisionsnandecision was reached in 20% of
the cases (Table 8). In the study, women did rmintehe counsellor’'s decision-making.

Table 8: Evaluation of actual decision-making

Total Shared Independent No decision
decision was decision was was made
made made

n=170 n=76 n=60 n=34

n (%) n (%) n (%) n (%) p value
Education 0.072
- Primary school 24*  (14) 12*  (16) 10 (17) 2 (6)
- Secondary school 89 (53) 38 (51) 36 (61) 15 (44)
- College/university 55 (33) 25 (33) 13 (22) 17  (50)
Expected type of decision-making <0.001
- Shared 106 (62) 61 (80) 22 (36) 23 (68)
- Independent 51 (30) 6 (8) 36 (60) 9 (26)
- Counsellor's 10 (6) 7 09 1 (2 2 ()
- Uncertain 3 2 2 ?3) 1 ) 0 ©)
Expecting to know other parents’ decision 77 (45) 33 (43) 26 (43) 18 (53) 0.606
Expecting to know the counsellor’s opinion 119 (70) 56 (74) 37 (62) 26 (76) 0.263
Unanswered questions have remained 9 5) 2 ?3) 2 3) 5 (15) 0.024
Calming affect of consultation 110 (64) 56 (74) 38 (63) 16 (47) 0.025
Overall satisfaction with counselling 160 (94) 72 (95) 57 (95) 31 (91) 0.730

* Numbers in the column do not sum to the total because not all respondents answered the question about education.

Expectations on the type of decision-making strgragfected the actual shared or
independent decisions, as 80% and 60% of them ctgply followed the expected type.
Wishes associated with the mode of decision-makimayyever, did not influence the
success of resolution, since the proportion of chasons that failed to agree on a
decision was almost the same for each expected afpdecision-making, and varied
between 18 and 22%. As the possibility of gettmgiiow the other parents’ decisions and
the counsellor's opinion was hypothetical, we wabée to examine the impacts of these
expectations, but not those of their fulfilment decision-making. Data showed that the
proportion of women wanting to know the preferencédsother parents and of the
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counsellor was greater in the group that did nathea decision than in the other groups,
though this difference was not significant statesily.

The evaluation of actual genetic counselling haplerd that statistically
significant correlations were found between theis&attion with information and
psychological support, and the result of the denisnaking process (Table 8). According
to the analysis, in the group with unsuccessfubltggon, the proportion of women who
had unanswered questions was higher, and the prapaf those who felt the calming
effect of genetic counselling was lower than in treups with successful resolution.
Education affected with borderline significance tiyge and success of the actual decision.
Among women with a college or university degree, fiequency of independent decisions
was lower, and the frequency of not reaching asimtiat all was higher than among
women with a lower level of education. The satistac with the overall process of the
consultation was high, independent of the type suttess of resolution. Only the failure
to answer all the counsellee’s questions correlaseghificantly with the overall
satisfaction (p = 0.008), and had a negative effadt.

5.2.3. Evaluating the expectations of counsellees and camipg them with the views of
counsellors

Similar to studies conducted in Western countriespur study the respondents
have perceived the tasks of genetic consultatiensxa only to give comprehensive
information, but also to provide psychological sopipand to facilitate decision-making
[147,148]. Of the counselling types, the informatiguidance, the transitory, and the
informative approaches have not received wide stppbe counsellor's decision-making,
the essence of the information guidance approads amost unanimously rejected
(92%), and the majority of women intended to takd p the resolution process. Contrary
to the transitory view, counsellees wanted more hbhn just information about the
options of preventing diseases, e.g. they expep®ahological support (68%). The
appropriateness of non-directive counselling, thieligg idea of the informative approach,
was questioned by those counsellees who wishedhoev Khe counsellor's preference
about the course of action to follow (70%). Thefulsess of neutral communication was
also challenged, since the counsellees’ succesicision-making required a type of
consultation in which information and psychologicalipport were tailored to the
counsellees’ individual needs, as in opposite cisedecision-making was postponed.

Compared with a study conducted in the UK in wiB686 of counsellees expected
help in making decisions [149], in our study thaso was 68%. The extensive need for the
counsellor's involvement in the decision-making Hesninated the women’s uncertainty
about the process of resolution, behind which #o& lof knowledge or the wish to share
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the responsibility of decision-making with the cealor may be found [150]. However, in
Hungary the lack of deep traditions concerning th#onomous decision-making of
patients has also played an important role in tlents’ behaviour of refraining from
independent decision-making. Deriving from thiscemstance, in our country the role of
the counsellor in the independent and well-considlelecision-making of the counsellee is
more essential than in countries with old democratditions. The importance of the
counsellor's activity in the process of resolutioas been reflected in the data reporting
that counsellees were apt to modify their precoieepand that they could even reach an
independent decision as a result of the consuttad®% of the independent decisions
were made in this way). The proportion of highlyeated women expecting and making
shared decisions reassured the findings of WerdzSaorenson [151], which demonstrated
that counsellees with higher education reportedenfi@guently the counsellor’s influence
on their decision than clients with lower educati@ata suggest that better educated
women appreciate highly the counsellor’'s professiénowledge and can better utilise the
information provided them. However, according ta oesearch, the supposedly greater
knowledge led to greater uncertainty as well, sitiee ratio of highly educated women
reaching no decision was above that of groups Mitker education.

5.2.4. Characteristics of genetic counselling meeting teepectations of counsellees

The results of the study have given support tokihd of counselling method that
adjusts professional help to the individual needdéhe counsellees, allows the counsellor
to play an active role in the course of decisiorkimg, and excludes the dominance of the
counsellor. Of the approaches promoted by genetafegsionals, the interpretive
counselling approach promises fulfilment of thesguirements. As this method requires
the counsellor to understand the counsellee’s quaati situation, the counsellee’s
individual wishes can be recognised and resporaleahich could be especially useful for
those women who remained uncertain about the deciafter the consultation. The
dialogical relationship, the main characteristic tbe interpretive method, gives the
counsellor the opportunity to distinguish casesvhich the independent decision of the
counsellee is a realistic option from those in Wwhioore help is necessary and shared
decision-making should be aimed for. The applicatd the interpretive method allows
the counsellor to disclose her opinion as well,ahhivas expected by the majority of the
respondents. This action would not encourage thevakof paternalism, since, in the
interpretive counselling relationship, the valudstie participating parties are explored
and openly discussed, which can serve as a guararitefinding a proposal that
corresponds with the values of the counsellee ahavith those of the counsellor.
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6. Method of interpretive genetic counselling promotig the
careful decision-making of counsellees

The results of our study on the counsellees’ exbects have strengthened the
views of those who have demanded the implementatiorew consultation methods that
differ from the non-directive approach. It has abs®n revealed that counsellors should
gain understanding about the situation of counselia order to help them reach well-
informed and well-considered decision. As in huraaderstanding, besides psychological
rules, philosophical characteristics play an esakemntle, | contend that the theory of
interpretation, being explicated by Hans-Georg @astain his book, Truth and Method,
offers physicians an aid to reach the true undedstg of counsellees and to facilitate their
decision [33]. Since V. Arnason systematised thel@B®erian concept according to the
aspects of the patient-professional interactiog vigws were used when | and a colleague
were elaborating the methodological framework dénpretive genetic counselling [35],
which could assist counsellors to incorporate titerpretative approach into their practice.

6.1. The Gadamerian four-openness model of interpretatio

Summarising Gadamer’s theory on interpretation,aéom has asserted that during
dialogues four aspects of openness are necessamderstand the other and to take
seriously her claims, such as openness to onegefiness to the other, openness to the
subject matter, and openness to tradition [33,35].

Openness to oneselih Gadamer’s view, during the process of undeditanwe
all use our prejudgements and anticipations toegtofome meaning to the text, to the
situation or to the person as a whole. These varicultural, personal or theoretical
presuppositions constitute our horizons, withouiciwhany human understanding would
not be possible. Openness to oneself requires dkieowledgement of these prejudices,
and by this type of openness, dogmatic thinking brgscaped.

Openness to the otheThis phenomenon means the listening to the otkeson
and the perception of her difference. Gadamer bagqd out that the method of objective
observation does not help us to recognise therdiftees of the other, since, if we remain
emotionally unaffected, we can grasp only the tgbfeatures of the other person and we
fail to take into consideration her subjectivity.also does not lead to true understanding
but only to the domination of the interpreter’s gctive if the interpreter believes that
she understands the other person better than liee ohderstands herself. Gadamer has
asserted that, as we are not able to fully commethlee other, the best an understanding
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person can do is to think with the other and toeugd the situation with her. In dialogues,
the interpreter puts at risk her prejudices andliliing to accept the opinion of the other.

Openness to the subject mattdrhis idea reveals that during open dialogues,
partners let themselves be conducted by the subjatter of the conversation and their
dialogue is exclusively governed by the dialecfigoestions and answers concerning the
topic. Gadamer has drawn our attention to the wmflequestions in the process of
understanding, stating that the act of asking dquestexpresses both the interpreter's
awareness of the limitation of her perspective hadreal interest in the opinion of the
other. This attitude can generate the “fusion ofizoms”, and by the end of the
conversation, partners can form an agreement onsthmtion, differing from the
prejudgements of both of them.

Openness to traditionfhis idea contains the notion that we should bescmus of
our historical affectedness, which indicates tretpraditions are built into present ones,
so it is impossible for us to escape our traditioe should know that in the course of
interpretation, the meaning we project to the situreis directly related to our traditions. In
Gadamer’s view, tradition functions as a relevamtharity, since it has preserved the
wisdom of subsequent generations, and by listetongadition, we can reach authentic
understanding. In dialogue with the other persbe,awareness of our tradition helps us to
show openness to the tradition the other represents

6.2. Process of interpretation in reproductive genetic aunselling

In the following, the four-openness model of intetgtion is applied to the process
of genetic counselling, where both the counseliat the counsellee influence each other,
thus, they should understand the other person laather’s role in the interaction [27].
Actually, double interpretation is performed; theunsellor interprets the counsellee, and
the counsellee interprets the counsellor. An imtgtion directed by the four-openness
model yields the advantage of considering the foost important factors that affect the
course of genetic counselling, i.e. the counsellw,counsellee, the genetic risk or disease,
and the contextual circumstances. Since, in thengalling relationship, the counsellor
bears greater responsibility for the success ofcirgsultation than the counsellee, the
counsellor is expected to facilitate the couns&lggerpretation process as well [28].

6.2.1. Openness to the counsellor

In genetic counselling, the openness to oneselfades the self-understanding of
the genetic counsellor whose influence on the celiees cannot be ignored. Thus, the
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counsellor has to examine whether she acceptstimegtion of the counsellees’ interest as
the goal of her activity, and if she interprets peofessional task as to discuss moral,
social, and emotional questions besides the medicas [152]. The counsellor should
make clear for herself her view about the sevesftyhe disease and the quality of life
affected by the disorder. These value judgemen¢s waravoidably reflected in the
counsellor’s interpretation of genetic risk andhe description of the disease, so they may
modify the counsellee’s perception of the problébhe counsellor has to admit her
preliminary concept about the course of action eofddlowed by the counsellee as this
preconception could cause difficulties if the calle®e’s idea differs from it. The
counsellor's communication style is also worthyseff-examination, since she is expected
to have an ability to generate an atmosphere whyeea communication can occur. This
solid self-knowledge makes possible that when tbensellee asks for advice, the
counsellor can explore the social, religious, ambtonal backgrounds on which her
solution is based. By disclosing explicitly her walorientation, the counsellor assists the
counsellee’s interpretation process, in which tbensellor is the other person whom the
counsellee has to understand. On the basis otrimsparency, women and couples can
compare the counsellor's value system to their @mnes, and in accordance with this
assessment, they can determine if they accepfuser¢he counsellor's advice [153].

6.2.2. Openness to the counsellee

The openness to the counsellee, the recognitidmeofifference is paramount in
genetic counselling, because it determines the foirnformation and help. By showing
openness to the counsellee, the counsellor doeematin untouched by her life problem,
but she shares the troubles and difficulties thensellee feels during the perception of the
genetic information and in the decision-making pss The willingness of thinking with
the counsellee gives authority to the counselladiscuss questions belonging to the field
of privacy. The counsellor needs to gain a notiddoud the vocabulary the other
understands and the reasoning method she usesindrelpon this knowledge, the
counsellor has to adjust her communication stylth& of the counselleee as the framing
of information and the mode of reasoning affectuhderstanding of the situation of being
at risk [154]. The counsellor explores the coursedl knowledge on the given disease and
her perception about the severity of it. The collosgets impressions about how firm or
vague the value system of the counsellee is, amd imoich help is necessary in its
clarification. As, in the majority of cases, thegras visit the genetic counsellor together,
the counsellosshould involve both of them in the course of collmge The counsellor
pays attention to the dynamics of the couple’stiaiahip, since the couple’s disagreement
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or their responsibilities to other children haveddinitive effect on the decision. Emotions
can also come to the surface, and the counselioassess the level afixiety and its role
in the process of understanding, which may indickmand for psychological support
[155]. The issues posed by the counsellor contilmatt only to the counsellor’s effort to
understand the patient, which is the basis for iging effective support, but also to the
self-understanding of the counsellee, which iseaqumdition of careful decision making.

6.2.3. Openness to the disease and its impacts

In reproductive genetic counselling, the opennesthé subject matter, i.e. to the
genetic risk or disease, means that each lifet@tug unique, each parent reacts specially
to the situation of having a high-risk pregnanay,tise counsellor should go through the
interpretation process with each counsellee, elleagh the genetic disorder is the same.
The counsellor presents the medical problem andcthensellee’s inquiry forces the
counsellor to personalise the medical informatian the counsellee’s needs. The
counsellee’s questions are not restricted to theu&h nature of the disorder but extend to
value-laden problems too. For example, the cousseliould like to know the counsellor’s
knowledge about life with a disabled baby or thensellor’s choice if she were in the
other’s place. The intention to enhance the coleessldeliberation allows the counsellor
to introduce unsolicited information and to chaflerpoorly reasoned choices [156]. This
professional behaviour does not violate counséllaagonomy but promotes cautious
deliberation by drawing attention to unexploredijpemns. By the end of the open dialogue,
the counsellee has completed her understanding tiwthcounsellor's wider knowledge
about the medical aspects of the disorder, and dbensellor has enriched her
understanding about the disease with the counsekeperience, which may be used as a
starting point to understand other counsellees.[3Be common understanding of the
situation enables the partners to find a solutiogether that is acceptable for the
counsellee [157].

6.2.4. Openness to the cultural and social circumstances

During open dialogues, the counsellee and the @onsopen up together the
wider social and cultural contexts in which reprcitke autonomy has got its meaning.
The collective opinion on the acceptance of prdniasis, on the termination of pregnancy,
on living with disability, and on the parental reggibilities concerning the upbringing of a
severely disabled child indicates to the parergswhys of conduct the community could
accept. In Hungary, for example, the puldpinion supports the termination of an affected
pregnancy, honours families caring for childrenirmi2own’s syndrome, but rejects the
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behaviour of the parents who abandon their disatiédren and leave their care to state-
financed institutions. The social or familial exfons may be assessed as constraints on
autonomy—although, only if autonomy is perceived asolute freedom—nbut their
acknowledgement helps parents prepare for unpleesactions and find coping strategies
if they decide against the public opinion. In coctien to medical genetics, the respect for
traditions calls attention to the importance of tsaxial value commitments, the rejection
of eugenics and the respect for reproductive aumyn@l58], which demand that the
genetic counsellor should abstain from determitit@gcontent of the decision.

6.3. Advantages and disadvantages of interpretive genetcounselling

An advantage of interpretative genetic counseléipgears in the feature that while
the prevailing non-directive approach favours intiparinformation disclosure, the
interpretive method, based on the true understgnalircounsellees, offers the possibility
of tailoring information to the real needs of coeifees. This new method also accepts that
the counsellees’ expectations go beyond the liofigetting information and believes that
the facilitation of counsellees’ decision-makinglahe provision of psychological support
are essential parts of genetic counselling. By@xpd the importance of the awareness of
the counsellor's prejudices and values, the inetiyg approach presents advantages to
those initiations as well that intend to suppod platient’s deliberation by shared decision-
making, however, fail to examine the effect of gig/sician’s perspective on that activity
[159].

The possibility that the counsellor’'s involvement the decision-making might
encourage the revival of paternalism means a dad#dge for the interpretive approach.
However, if clear distinctions are made between ititerpretive method and medical
paternalism, the respect for the reproductive tibef counsellees and the active support of
their decision-making could be simultaneously eeduiThe Gadamerian thought implies
the warnings that the physician cannot surely kmgat the patient’s perception about her
best interest is, and therefore, it is inadmissitieforce a solution on the patient.
Regarding the positive features of the interpretispproach, | argue that the
communication training of genetic counsellors sddug completed with the discussion of
the role of interpretation in the counselling iatetion. Although interpretation is a genuine
intellectual activity, which cannot be adequatebrfprmed by following a simplified
algorithm, I'm convinced that the four-openness eloaf interpretation can work as a
useful guideline for counsellors to engage in opealogues with counsellees and to
understand them.
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7. Ethical importance of discussing publicly the preand
postnatal issues of Down’s syndrome

In our country, where, despite the fact that ddférscreening methods are offered
to pregnant women by university clinics and by otlpablic or private health care
institutions [160-168], a nationally organised m@&h Down’s syndrome screening
programme has not yet been introduced, discussirgicty the issues of prenatal
screening is much more demanding than in countnégl well-organised screening
programmes. In those countries where prenatal Dowyridrome screening looks back to
a three-decade long history, professionals of nadjenetics have recognised that they
should take responsibility for both the women wiactigipate in screening and the patients
who were born with the screened disorder [42] hiirtviews, this responsibility involves
the acknowledgement of those social and ethicali@agons that are induced by the
implementation of prenatal genetic screening aadl itifluence the self-esteem and social
status of individuals with disability. In Hungaiig, the lack of a national prenatal screening
policy on Down’s syndrome, the fulfilment of thesasks has remained to relevant
scientific conferences, of which the most regulémyd and the most comprehensive is the
Down Syndrome Symposium of Szeged, organised biotte university’s Department of
Medical Genetics. From its beginning in 1998, tlyenSosium has provided a nationwide
forum for medical and non-medical professionals, dgperts of prenatal and postnatal
care, and for the parents having children with Devwayndrome to present their activities
and to acquire knowledge on the activities of ttheepoparties (Table 9). In this chapter, the
ethical impacts of the Symposium are examined filoenviewpoints of prenatal screening
and postnatal care.

Table 9: Thematic division of presentations performed at Down Syndrome Symposiums of Szeged, 1998-2008

Topics 1st 2nd 3rd 4th 5th 6th 7th Total

Symp.  Symp. Symp. Symp. Symp. Symp. Symp. n_ (%)
1 Prenatal screening for DS 8 3 3 6 3 5 9 37 (31)
2 Biomedical description of DS 6 1 4 1 2 - 15 (13)
3 Ethical issues 3 3 2 1 2 2 1 14 (12)
4 Children’s early intervention, education 2 2 3 1 2 2 - 12 (10)
5 Postnatal medical problems 3 1 2 1 2 1 1 11 (9
6 Parent support groups’ activities 3 2 3 - - - 1 8 (V)
7 Genetic diagnostic methods of DS 2 2 - - 2 1 7 (6)
8 Epidemiology of DS 2 1 2 1 1 7 (6)
9 Self-reports of parents, of adults with DS 2 1 - 3 1 7 (6)

DS = Down’s syndrome

7.1. Impacts of public discourse on prenatal Down’s synme screening

The topics of prenatal screening and diagnosis wetensively represented in the
programmes of the subsequent symposiums (Tabile®h was owed to the professional
orientations of the organisers and to the curreatesof prenatal Down’'s syndrome
screening in Hungary, which was aimed to be madlifiizy the contributions of the
screening professionals attending the meetings.
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7.1.1. Gaining public support for the introduction of a fonal prenatal Down’s
syndrome screening programme

One of the most significant issues where prenatedeming professionals have
needed the support of health care policy makers taedwide public refers to the
introduction of a universal prenatal Down’s syndeorscreening programme. At the
Symposium, the need to change the official scregoamcept, which was developed in the
1980s and has included only the offer of amnio@st®r pregnant women aged 35 years
or more, was justified by the reason that a sdieally outdated and ethically unjust
screening policy should be stopped [43,44]. It wastended that only a formal screening
programme could ensure the provision of screerongvery pregnant woman, which was
required by epidemiological data showing that inngary, between 2000-2004, among
women giving birth to a Down’s syndrome baby, thieportion of those being younger
than 35 years was around 60% [11]. Universal sangecould also fulfil the requirement
of justice by providing equal access of care fasthwomen, who, because of their lower
education and social status, could hardly accegwdnatal screening. Practitioners also
warned that for the introduction of a prenatal soneg programme, a wide range of
conditions should be guaranteed, e.g. technicailpawnts for screening and diagnosis;
software programmes for risk calculation; trainfog practitioners; availability of genetic
counselling, chorion villus sampling, amniocentesasid pregnancy termination; and
appropriate budget to finance the programme. Bssidging the implementation of a
national screening programme, the Symposium has iatended to function as a post-
graduate training that informs practitioners abthé latest screening technologies and
about the ethical, psychological, and communicaiimplications of prenatal Down’s
syndrome screening, which should be addresseddnyral screening programme as well.

Obviously, Down Syndrome Symposium has not beerotilg forum supporting
the change of the official screening concept. Rstance, in 2004, the College of Clinical
Geneticists recommended performing 11-13 weekssadtind scan as a part of prenatal
Down’s syndrome screening protocol, and offered nta@ming the practice of second
trimester ultrasound scan as well [12]. This meaduas increased the spread of first
trimester nuchal translucency screening, althowgkh significant regional differences
[11]. Therefore, introducing a well-organised, natl screening programme has remained
a prominent task of health care policy, since hig fprogramme, the use of outdated
screening methods can be avoided, every pregnamtawaan access to screening, and
ethical, psychological and communication issuesheaadequately addressed.
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7.1.2. Building social consensus on the application of piaal screening

Discussing the topics of prenatal screening befameaudience that involved
parents, teachers, and physicians caring for @nldvith Down’s syndrome might seem
controversial, however, the vivid ethical debateegging on the goal of prenatal screening
among participants with different expertise anerest showed the benefit of the common
forum. Eventually, in the lack of a national scregnpolicy, the task of setting off a social
debate on the application of Down’s syndrome sdéngerwas undertook by the
Symposium. Including the public in the discussidntlee ethical and social impacts of
medical genetics is internationally encouraged [l&thd this process is especially
important in Hungary, where the tradition of debgthealth care issues publicly is young.
Since many professionals confronted with the ethmad social issues of prenatal
screening only at the Symposium, the forum has guay pivotal role in the
acknowledgement of these contentious topics.

Through the series of debates, some elementsaisensus on the implementation
of prenatal Down’s syndrome screening were outlinBae parents’ sharp criticism on
prevention as the aim of screening revealed thaingluthe application of prenatal
screening, not only the interests of pregnant womanting to avoid the birth of a
disabled child should be taken into consideratiohdlso the interests and sensitivity of
people living with disability [170]. The notes dfe parents and paediatricians reminded
screening professionals that because of their lsasponsibility towards disabled people,
they should abstain from justifying screening bg potentials for decreasing the
prevalence of Down’s syndrome or for sparing firemahen its cost is compared with the
cost of care of disabled patients. The right ofep&s for using prenatal screening
technologies has been accepted even by familiemdnahildren with Down’s syndrome
[171]. However, the parents have expressed thaheg about using a language in public
discourse that lacks discriminatory meaning agaiisibled people and does not include
the assumption that the birth of a child with Dosveyndrome constitutes a tragedy.

The personal experience that practitioners gaiheéldeameetings played a decisive
role in the modification of their opinions on sorethical questions. For example, a
growing number of physicians have accepted thahgiinformation about the genetic risk
of the foetus should be considered as the aim mesmg. Even though the aim of
screening has remained a matter of debate, thatiort of the sixth symposium about
omitting the phrase of prevention from public conmication of prenatal screening issues
gained wide support among providers of prenataestng [172].
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7.2. Impacts of public discourse on postnatal care for @ople with
Down’s syndrome

By including the discussion of the medical, edwai, and social questions of
postnatal care of individuals with Down’s syndroméhe programme of the Symposium,
the organisers have expressed the notion thatrthespn of prenatal screening and the
improvement of the quality of life of people withsdbility are equally fundamental.
Emphasising the importance of improved care andbkoxlusion of people with Down’s
syndrome has of ethical importance as prenataksurg is frequently criticised for its
features of strengthening negative attitudes tosvalidabled people and jeopardising the
results of the disability rights movement [16]. iimg paediatricians, public nurses,
teachers, therapists, parents and adults with Dowghdrome to present the issues of
postnatal care can convey the message that scge@nafessionals are aware of the
possible negative impacts of prenatal screeninglaygwant to avert them.

7.2.1. Increasing public awareness about lives of peopigwvDown’s syndrome

Because of the scope of the audience, which washmvider than that of a
traditional conference discussing separately tlee @nd postnatal issues, the Symposium
has fulfilled a special function in the increasdlef community’s awareness about the day-
to-day lives of people with Down’s syndrome. Giviagealistic account on this issue is
paramount, as the live of people with Down’s symagois hardly known by the wide
public, and even by biomedical professionals whecetrgisabled people only in the
medical setting [173]. Stemming from these reasqmenatal screening professionals
especially welcomed the lectures presenting thedlexperience of people with disability
as they could get first-hand information on theergcprospect of disabled people about
which they rarely had any practical experience. élbeless, being well-informed about
the educational and social opportunities provided disabled people belongs to the
professional requirements of screening practitignasince they are expected to give
pregnant women balanced information on Down’s symdr. By making medical
professionals aware of the non-medical characiesisif Down’s syndrome and of the
support services available to disabled people,Syposium has helped physicians to
avoid giving parents biased information, which feesi mainly on the medical problems.

At the meetings, the audience recognised with mephow well-organised and
strong the parent self-support groups were in Hongand how wide range of services
were offered by them to promote families havingsabled child to control their lives. The
capability of many people with Down’s syndrome éad an assisted independent life and
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the parents’ efforts for ensuring this kind of lite their children were almost unknown by
the majority of the participant. The importance abfanging the attitude of the public
towards disabled people was illuminated by the Bgpees of the parents, which revealed
that despite to legal guarantees, to find a suposchool remained difficult and disabled
people had hardships in getting jobs after schaary [174-176]. Although, for lay
participants performing a lecture at a scientifieating means a considerable challenge,
their regular contributions have proved indispetsabreducing negative attitude towards
disabled people and in modifying stereotypes aasedtiwith disability.

7.2.2. Improving the quality of life of people with Down’syndrome

Besides giving forum to relevant lectures, the Sgsmam also supported the
improvement of the lives of people with Down’s syorie by giving opportunity for the
parents and medical professionals to make contattdavelop co-operation. The parents
grasped this chance and addressed some fields wWieete/o parties could mutually help
each other. One of them referred to the issue etlaBing information about the
affectedness of a newborn baby, and in order tegmteinappropriate practices, the parent
support groups offered their help for obstetriciamsdevelop a method of non-delayed,
emphatic, and detailed information giving. The egd was embraced and as a first step,
a survey was conducted about the parents’ expestabn information by the National
Institute of Epidemiology in order to help obsteittins to construct protocols on informing
parents about the birth of a disabled child [17&hother occasion for co-operation
emerged in the field of psychological support ofvngarents, and obstetric units were
requested to make the information available thatilfes could get support from fellow
parents if they asked for it. The parents initiatieel implementation of Down’s syndrome
clinics as well, since this outpatient care hadhbaeailable only in the capital, and by the
collaboration of paediatricians, a new clinic wastablished in the Department of
Paediatrics, University of Szeged [178]. The faahiklimate of the Symposium, which
was in great part generated by the parents who wecempanied by their children,
promoted the frank dialogue and the co-operatigorofessional and lay participants.

The ten-year long history of Down Syndrome Symposiof Szeged has shown
that conferences discussing the pre- and postasagedcts jointly can reconcile the claims
of antenatal screening and the interests of peejttedisability. These meetings offer the
chance to preserve important social and ethicalesle.g. justice, respect for reproductive
autonomy, equal moral value of disabled people.s@aming the implementation of this
type of symposium would be especially useful insthaountries where the introduction of
a prenatal Down’s syndrome screening programme psaparation.
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8. Conclusions

In Hungary, the study of prenatal Down’s syndroroeesning has represented the
first example of a practice where a medical ethisigs deliberately involved in the work
of a medical department in order to explore thécathssues of this procedure. For me, as
a medical ethicist, this co-operation offered aquei opportunity to combine medical
ethics theories and the screening experiencesofégsionals and pregnant women. Using
this approach, the following new results have bgelded by the PhD thesis:

1) Ethical acceptability of prenatal Down’s syndrone screening:In the Thesis, |
have challenged the popular idea that the goake&rigial Down’s syndrome screening is
disease prevention. | have asserted that this go#dtes essential ethical norms, i.e.
interferes with the reproductive autonomy of paserand includes eugenic and
discriminatory hints against people with disabilityhave contended that this medical
procedure can be accepted on ethical grounds bitly goal is defined as enhancing the
reproductive autonomy of parents and if the volgngarticipation of women is ensured.

2) Implications of an ethically justifiable aim on medcal practice: | have stated
that the goal of enhancing reproductive autononsy dra effect on the overall process of
screening, especially on the applied screeningntdolyy, patient information, doctor-
patient relationship, and method of genetic couimsgl

Screening method®n this issue, | have asserted that the greabeuf methods,
concerns about reliability of data on efficacy e$ts, changes of professional attitudes to
ultrasound scan, wider spread of first trimestdicps, and uncertainty about the role of
maternal age in screening have led to confusionngnpoactitioners and pregnant women.
| have contended that the confusion on screeniogntdogy would be dissipated by
professional guidelines, which have to include sdrasic requirements of tests, such as
individual risk assessment, high sensitivity (85e4mmre), and low false positive rate (5%
or less). Since not only one but some methods oaet these expectations, other needs
deriving from specific medical, ethical or econonsmnsiderations can also be satisfied.
Thus, | have proposed that professionals shoukltlgleefine what technology could fulfil
best the given needs and these data should beshsiclo pregnant women.

Information | have emphasised that giving women pre- and-fgsstinformation
should be considered an inherent part of screediagin my view, not only detailed but
also personalised information is necessary to ifa@l women’s decision, | have
interpreted the professionals’ and the pregnant &osnattitudes to screening and have
constructed a guideline to help professionals g®wierbal or written pre-test information.
| have suggested that an information leaflet shdud given to all women prior to
screening and communication training should beunhedl in the post-graduate education of
screening professionals, where the data of scrgetests and the process of risk
communication are taught.
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Doctor-patient relationshipTo get insight into the genetic counselling relaship,
the views of counsellors on the goal of geneticnselling were explored, and a research
was conducted on the genetic counselling expeattd pregnant women. Based on our
research data, | have revealed that, besides etbiafiormation and psychological support,
women expected help with decision-making as welf) the fulfilments of expectations
affected decisively the success of decision-maki8mce, of the divergent genetic
counselling methods promoted by counsellors, therpnetive method promised fulfilment
of counsellees’ expectations, | have proposed f sbm recent counselling methods to
interpretive genetic counselling. The results anoppsals of our research inspired the
editors-in chief of EJOG & RB to launch a debategenetic counselling in the journal.

Method of genetic counsellindn order to get knowledge about the counsellees’
expectations and to help their decision-makingavenasserted that counsellors should
understand the counsellees’ situation. To prombee understanding process, | and a
colleague have elaborated a methodological framewbmterpretive genetic counselling
that helps clarify the four most important factofsgenetic counselling: the counsellor's
attitude; the counsellee’s values and needs; thdicale social, and moral impacts of the
disease; and the social context. | think, if theerpretive method is properly applied,
counsellors can give counsellees personalisednrd@ton and emotional support, and can
facilitate their careful deliberation without exad paternalistic influence on them.

3) Wider social impacts of prenatal Down’s syndrome seening: To emphasise
the importance of taking into account both the se&fdpregnant women and the interests
of families having an affected child during the lerpentation of prenatal screening, |
analysed the ten-year work of Down Symposium ofg8dethat discussed jointly the
issues of pre- and postnatal care. | have ass#ssgutactice of the Symposium as worthy
to follow, since it supported simultaneously theesgl of prenatal screening and the
improvement of the quality of life of people witisdbility. Concerning Down’s syndrome
screening in Hungary, | have promoted the introduacbf universal screening, since only
a formal programme can prevent the use of outdawetthods, can ensure every pregnant
woman access to care, and can adequately addingss and communication issues.

In summary, the results of the Thesis can be appdie ethical guidelines by
prenatal screening practitioners, relevant profesdi bodies, and health care policy
makers. The data on the counselling expectatiomgaien and the method of interpretive
genetic counselling can be utilised by genetic sellars and can be included in their post-
graduate training. In academic education, the Bhean serve as an example to present
how medical ethics theories and day-to-day medisgleriences can be combined. For
medical ethicist, the Thesis can function as anoeragement to conduct descriptive
ethical researches by which the effects of theifpédungarian health care context on the
operation of widely accepted ethical norms couleékglored.
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