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ABSTRACT
Introduction: There is a growing consensus that decisions about prenatal testing should a) be
informed, and b) reflect the individual’s attitudes and values. Most research has focused on
information and attitudes in relation to the tests but there has been little attention given to these
factors 1n relation to the target condition.
Aims: This thesis is concerned with informed choice in the context of prenatal testing for Down's
syndrome. The main aims were to describe the written information that women receive about
Down’s syndrome prior to prenatal screening, characterise understandings of Down’s syndrome
that exist independently of the testing context, and identify the relationships between
understandings of Down’s syndrome, intentions towards using testing and termination, and actual

screening choices.

Methods and Results:

Study 1 employed a content analysis of information about Down syndrome contained 1n 80
prenatal screening leaflets. Information about Down’s syndrome was low in quantity (the median
number of statements was one and 33% percent of leaflets contained no descriptive information on
the nature of the condition). The majority of statements (63%) were rated as negative 1n tone,
(25% were rated as neutral and 19% were rated as positive). 89% of the statements were of a

medical, clinical or epidemiological nature and 11% concerned social, educational or psychosocial

1ssues associated with Down’s syndrome

Study 2 used Q methodology to characterise understandings of Down’s syndrome. 76 people
chosen as being likely to represent a diverse range of views Q sorted 50 beliefs about Down’s
syndrome. Five statistically independent understandings of the condition were extracted using
Principal Components Analysis. There was a consensus across participants on the rights of
existing people with Down’s syndrome to a good quality of life, but there were significant
differences 1n to how respondents believed they personally would cope with, and adjust to an
affected child. Some tentative associations between these five understandings and attitudes
towards testing and termination were 1dentified.

Study 3 employed a self-completion questionnaire in 197 pregnant women to measure attitudes
towards Down’s syndrome and intentions to test and terminate for the condition. Serum screening
uptake was collected later from patient records. Attitudes towards Down’s syndrome were
significantly associated with intentions to use screening, diagnostic tests, and termination, and also
with actual screening uptake (p < 0.05). However, most women accepted screening tests (77%
overall) regardless of whether their attitude towards Down’s syndrome was favourable or not.

Attitudes towards Down’s syndrome were most strongly associated with intentions to terminate
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a pregnancy for the condition. Women who were uncertain about terminating for Down’s
syndrome had significantly higher levels of ambivalence in their attitudes towards the condition

than women whose behavioural intentions were either ‘yes’ to termination or ‘no’ to termination.

Discussion: The findings suggest that a) guidelines regarding informed choice are not being met
in the case of written information provided about the target condition and b) screening choices
might not always be directly informed either by attitudes towards Down’s syndrome or towards
termination for the condition. Further investigation into the psychological and situational factors

associated with testing and termination choices 1s recommended.
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CHAPTER 1 INTRODUCTION AND BACKGROUND

"I have never, ever, in my life come across anything as complicated as prenatal testing. Morally,

psychologically, politically, socially — on every level, I have never come up against anything as

difficult” (Rothman, 1997).

The views of Barbara Katz Rothman author of “The Tentative Pregnancy” (considered the
seminal work on women’s experiences of prenatal testing in America (Rothman, 1986)) are
echoed by many who have been involved in research in this area. Over the past twenty years or so
researchers have tried to gain a better understanding of the psychological correlates and
consequences of such tests, and the issues are indeed complex (Green et al., 2002). Down’s
syndrome (in the physiological sense) is at least as old as mankind itself', prenatal testing and
selective termination for Down’s syndrome on the other hand have been around for less than 40
years. Thus understandings of the condition and attitudes towards affected individuals long
preceded prenatal testing. However, while a number of studies have examined attitudes towards
prenatal testing and termination for Down’s syndrome, there has been virtually no research that
has specifically examined how women’s understandings and attitudes toward the condition relates
to prenatal testing choices. Neither has there been much research emphasis on examining the
information provided about the condition prior to testing choices being made. This 1s surprising, as
a major factor in the decision to terminate a pregnancy for abnormality 1s known to be the
perceived severity of the condition diagnosed (Abramsky, Hall, Levitan, and Marteau, 2001;
Drugan et al., 1990; Evans, Pryde, Evans, and Johnson, 1993; Evans et al., 1996; Holmes-Siedle,
Ryynidnen, and Lindenbaum, 1987; Mansfield, Hopfer, and Marteau, 1999; Verp, Bombard,
Simpson, and Elias, 1988).

The overall aim of this thesis i1s to address this gap in the literature and to inform further research
and debate 1n the area of prenatal testing for Down’s syndrome. The remainder of this chapter will
provide background and context to the rest of the thesis. The first section considers aspects of
Down’s syndrome itself, what it is, how 1t affects the individual and their family, and some
historical and socio-cultural background of attitudes towards the condition. The second section

looks at aspects of prenatal testing for the condition, how and why testing was developed, and the

' Cases of trisomy 22 in chimpanzees and other apes show manifestations of Down’s syndrome
including cognitive impairment. Trisomy 22 1n apes 1s genetically equivalent to trisomy 21 in
humans as the former have 24 rather than 23 pairs of chromosomes (Luke, Gandhi, and Verma,

1995).
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psychological correlates and consequences of testing. Chapter 2 reviews and critically evaluates
the existing literature relating to informed choice in the context ot prenatal testing for Down'’s
syndrome. It considers the literature on knowledge and information about Down’s syndrome 1n the
testing context, reviews studies that have considered attitudes towards testing for the condition and
evaluates previous work that attempts to link understandings of Down’s syndrome with attitudes
towards using prenatal testing and termination. An overview of the literature reviewed 1n Chapters
1 and 2 1s shown 1n Figure 1.1. At the end of Chapter 2 the aims of the thesis and the main
research questions are set out, followed by an overview of the thesis and the empirical work

conducted to answer the research questions.

1.1 DOWN’S SYNDROME

1.1.1 Epidemiology and clinical profile
Down’s syndrome is caused by the presence of extra chromosome 21 material 1n a person’s cells

and occurs at conception. In about 94% of cases, an extra copy of the chromosome 1s carried by
one of the parental gametes, hence the term trisomy 21. Around 4% of cases arise due to the
Robertsonian translocation of chromosome 21 material to another chromosome and in some cases
this translocation error can be inherited. The remaining 2% of cases are accounted for by mosaic
Down’s syndrome, where only some of the affected individual’s cells contain an extra copy ot
chromosome 21. Chromosome 21 contains about 1% of the body’s genes and unlike disorders
caused by gene mutation (such as cystic fibrosis?), Down’s syndrome is due to an alteration in
gene quantity rather than quality (Kessling and Sawtell, 1996). However, not all the genes on
chromosome 21 contribute to the Down’s syndrome phenotype and research suggests that only one

or two are responsible for the syndrome’s most recognisable characteristics (Delabar ef al., 1993).

The triple dose of genetic material is associated with between 120 and 300 features (Selikowitz,
1997). Although each individual will have only some of these, common phenotypic teatures
include oblique eye fissures, a transverse palmar crease, slightly overlarge tongue, and short
stature. In people with mosaic Down’s syndrome the manifestations of the syndrome tend to be
less marked. However, all people with Down’s syndrome have some degree of intellectual
impairment (learning difficulty’). The extra genetic material also brings some hidden effects, such

as an increased risk of acute myeloid leukaemia (although in children with Down’s syndrome the

* An inherited disorder causing excess production of sticky mucus that impairs respiratory and
digestive function and usually leads to progressive respiratory disease. Severity varies and with
early diagnosis and treatment life expectancy is now around 25 years but this expectancy continues
to increase (Murray and Cuckle, 2001).

> Learning difficulty is the preferred term of user-led organisations (Goodley, 2000). In this thesis
it is used in preference to learning disability, intellectual disability, or mental handicap.
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disease 1s more responsive to chemotherapy) and of an Alzheimer’s like presenile dementia of
which little is yet understood* (Zaremba, 1996). In addition, approximately 50% of affected babies
are born with heart defects, some serious enough to require surgery (Hallidie-Smith, 1996).
Average life expectancy is around 60 years, but in line with the rest of the population this

continues to rise.

For reasons not yet understood, but long recognised (Penrose, 1933; Shuttleworth, 1909), the
probability of giving birth to a child with Down’s syndrome increases with maternal age; from 1 in
1,350 at age 25, to 1 1n 385 at age 35, to 1 in 30 1n a 45 year old (Cuckle, Wald, and Thompson,
1987). Advanced maternal age 1s the only known predictive factor for trisomy 21 and the
condition occurs more or less equally across all races. As the mean age of pregnant women has
risen 1n recent years natural birth prevalence of Down’s syndrome (in the absence of prenatal
testing and termination) has also risen, from 1.44 per thousand 1n 1990 to 1.84 1n 1997 (Huang et
al., 1997). Although exact figures are not known, it has been estimated that there are around

30,000 individuals with Down’s syndrome currently living in the UK (Steele and Stratford, 199)).

1.1.2- Psvcho-social aspects of Down’s syndrome

The clinical profile of Down’s syndrome says little about what living with the condition i1s like for
the affected person and their family. Intellectual ability varies as widely as 1n the rest of the
population (although the distribution of IQ scores are displaced to the lower end of the normal
distribution) and although in the minority, some individuals have developed well beyond defined
ceilings of educational achievement (Wishart, 1995). The personality stereotype of people with
Down’s syndrome as placid, cheerful and affectionate 1s well known, but research 1s mixed as to
whether a ‘behavioural phenotype’ actually exists and 1f so, whether this 1s due to genetic or social
factors (Collacott, Cooper, Branford, and McGrother, 1998). In a study that assessed the degree to
which the personalities of children with Down’s syndrome were stereotyped, 1t was reported that
half of their participants agreed strongly that children with Down’s syndrome love music (Wishart
and Johnston, 1990). The authors noted that no evidence exists that children with the condition are
different to other children in this respect. Personality, as with the other aspects of Down’s

syndrome, varies widely between individuals.

There has been little research that has considered how people with Down’s syndrome experience

their lives. This may be because of perceived difficulties in communication or in accessing the

* The brains of all people with Down’s syndrome older than 30 show physical signs of
Alzheimer’s disease. However, a minority display real deterioration in their skills or behaviour

(Wishart, 1993).
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population, a lack of awareness of (or belief in) the relevance of their views, or a beliet that people
with Down’s syndrome do not have the ability to reflect on the quality of their lives. Nevertheless,
a number of people with Down’s syndrome have written or contributed to books about their life
experiences (Williams, 1999) and as research participants, have discussed issues such as
developing friendships and barriers to employment (Bottroff ef al., 2002). In the belief that the
views of people with Down’s syndrome must not be excluded from the debate on prenatal testing,
three recent studies in the UK have obtained views on quality of life, and testing and termination
from adults with the condition (Alderson, 2001a; Gow, 2000; Howarth and Rodgers, 2001;
Rodgers and Howarth, 2001; Ward, Howarth, and Rodgers, 2002).

Alderson (2001a) interviewed five adults with Down’s syndrome - four men and one woman, who
ranged 1n age from 20 to 43 years. Three of the interviewees lived relatively independently and
two lived with their parents. The article reported on “relationships, education or employment,
leisure 1nterests, hopes, aspects of themselves and society they would like to change, and their
views on prenatal screening” (p. 627). All interviewees reported areas of their life with which they
were very happy, including their families, friends, leisure activities, and their abilities. They also
identified aspects with which they were unhappy. While a few instances ot prejudice were
described (being pushed in the street, and excluded from mainstream school) most frustrations
were related to their restricted employment and social opportunities. Alderson notes how this view
reflects the social model of disability, where disablement is largely attributed to barriers in society

rather then to impairments caused by the condition.

Various papers from the study by Howarth and colleagues (Howarth and Rodgers, 2001; Rodgers
and Howarth, 2001; Ward et al., 2002) report on a workshop on prenatal testing for adults with
learning difficulties, including one woman with Down’s syndrome. During the workshop
participants discussed various aspects of their lives; what they liked (for example, their
achievements) and disliked (for example, experiencing prejudice due to their learning difficulty).
As 1n the study by Alderson (2001a), all participants felt that other people’s attitudes had the
biggest impact on the quality of their lives. These two studies were conducted with a very small
sample size and so generalisations of the findings to the wider population ot people with Down’s
syndrome or learning difficulty cannot be safely made. Undoubtedly, there are people with
Down’s syndrome who could not contribute to a debate on their quality ot lite or prenatal testing
because of cognitive impairment or communication difficulties. However, the studies demonstrate

that some people with Down’s syndrome can reflect meaningfully upon their lives, and that like all
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of us find reward in some areas and not in others. Alderson suggests that assumptions about the

relationship between perceived quality of life and degree of intellectual capacity are unwarranted.

The two studies above reported varied opinions towards prenatal testing in people who had
Down’s syndrome. In the interviews conducted by Alderson and colleagues, one person felt it was
up to parents to decide what action to take, another was very uncertain about what he felt about
testing and abortion for Down’s syndrome, and three expressed some sadness and an
unwillingness to talk about these issues. In the study by Howarth et al., one workshop participant
(who did not have Down’s syndrome) said, “the foetus should be aborted if a test shows it has a
learning difficulty because I don’t think it should be born into a cruel world”. Another participant
said, “/ think babies with learning difficulties or disabled are good, very, very good. They should
be born not aborted” (Howarth and Rodgers, 2001, p. 36). The participant with Down’s syndrome
became distressed during the discussion on prenatal testing because she believed that her mother
would have aborted her 1f testing had been available. She said she felt “lucky to be alive” (p. 37).
Finally, as part of a doctoral thesis examining views towards prenatal testing in women with a
congenital condition, five women with Down’s syndrome were interviewed about their quality of
lite. The women were interviewed in the presence of a facilitator and although willing to talk
about therr lives the researcher had ditficulty engaging the women 1n 1ssues concerning testing and
pregnancy. It was believed that this might be due to a lack of understanding of pregnancy on the
part of the interviewees, the unwillingness of the interviewer to raise the 1ssue of abortion, and
also because the subject was felt to be too sensitive by the interviewees (and in one case the

iterviewee’s mother) to discuss (Gow, 2000).

Work with people with Down’s syndrome 1s valuable because 1t informs us of what otherwise we
can only guess at, that 1s, what life 1s like for people born with the condition from their
perspective. However, very little research has been conducted that allows people with learning
difficulties to talk about their views on prenatal testing and termunation. This might be because of
perceived methodological and ethical difficulties, or it might be due to a beliet that people with
cognitive impairments cannot contribute meaningfully (or reliably) to such a discussion. In a
comment on this view Rodgers and Howarth (2001) argued that 1t was not intellectual capacity
that created a barrier to a discussion about genetics in their workshop, but the fact that many
participants lacked (1.e. had not been given) basic knowledge about sex and reproduction.
Nevertheless, it 1s an ethical requirement to avoid unnecessary distress 1n individuals involved 1n
research, and researchers might reasonably fear that participants would be distressed by discussing

issues around abortion of babies with the condition that affects them. Some distress (and perhaps

anger) is probably inevitable, but 1t 1s argued that this 1s might be an appropriate response and not
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necessarily a good enough reason on its own to exclude people with learning ditficulties from the
prenatal testing debate. Howarth and Rodgers (2001) reported that the woman with Down’s
syndrome who became upset in their discussion was well supported by her peers. They reported,

“She was clear later that she wanted [her distress| reported as she wanted people to know
what it was like, hearing people talk about aborting disabled foetuses, when they were
talking about people like her” (Howarth and Rodgers, 2001, p. 37).

It 15 argued that further work of this type with people with Down’s syndrome is very important,

although the methodological and ethical challenges it presents are substantial.

An 1ssue ot great concern to many potential parents is that having a child with Down’s syndrome
will have a negative impact on their family (Dimavicius, 1998b). A small number of studies have
compared the parenting experiences and emotional adjustment of parents with and without a child
with Down’s syndrome (see review in Carr, 1995). A recent cross-sectional Nordic study
(Hautaméki, 1997) compared ‘stress, stressors, and strain’ in mothers of children with and without
Down’s syndrome who ranged in age from 2 years to 17 years. It was reported that in contrast to
the comparison group, mothers of children with Down’s syndrome expressed less satisfaction with
their leisure opportunities, experienced greater numbers of psychosomatic symptoms, and were
less satisfied with their life situation generally. These factors were most prevalent in the mothers
of adolescents and least noticeable in mothers of young children, women who worked outside the
home and those living in rural rather than urban communities. The design employed by Hautamiki
1s typical of research in this area 1n that 1t started from the assumption that families automatically
suffer as a consequence of having an affected child, and so only looked at negative outcomes - the
so-called ‘pathological model’ (Cunningham, 1996). For example, the mother’s view of her child
was not assessed, and reasons why mothers felt their work and leisure opportunities were restricted
were not recorded. In the report of an interview study of 17 mothers of children with Down’s
syndrome Bridle (2000) relates the negative aspects of mother’s situation,

“The greater efforts and guilt, the medical appointments, fighting the system, dealing with
insensitivity and rejection and feeling powerless to protect your child”. However she
adds, “What these concerns did not add up to was the idea that their child was somehow
less valuable or loved or that Down syndrome contradicts what is valuable in being a

mother” (Bridle, 2000, p. 10).

Two well-designed British cohort studies in Greater Manchester (Cunningham, 1996), and Surrey
(Carr, 1995), have taken a more rounded approach to understanding the impact of a child with

Down’s syndrome on their tamily and vice-versa. These studies have each tollowed a sample of
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over 100 families with a child with Down’s syndrome, from shortly after their birth’ until early
adulthood, applying a wide range of validated measures to all family members. Overall, the
families in these studies did not have a higher incidence of psychological or physiological distress
than matched comparison groups. On the contrary, Cunningham (1996) reported that children with
Down’s syndrome “appeared to make a positive contribution” to their family (p. 89), and Carr
(1995) noted that the overall impression was of families’ “resilience and the ability to cope” (p.
173). Studies taking a more qualitative approach have also reported that parenting a child with
Down’s syndrome appears to be more similar to than different from parenting other children, and
thus includes many positive aspects as well as negative ones (Bridle, 1998; Craig, 2000; Elkins,
Stovall, Wilroy, and Dacus, 1986; Felker, 1994; MacDonald-Smith, 1997). However, in support of
the Nordic study, Cunningham (1996) also found that mothers of adolescent children with Down’s
syndrome showed a decrease in measures of life satisfaction, which was associated with a decline
In percerved and actual social support for their family. There was also a trend for some mothers to
feel that their adolescent child imposed restrictions on family life and their independence.
Nevertheless, Cunningham (1996) noted that the strongest predictor of any measure in the teenage
years was the score on the same measure five years previously. Thus patterns of adjustment and
coping become established fairly early on. Carr (1995) noted that the mothers’ work opportunities

were substantially hampered by a lack of daycare facilities for children with disabilities.

In a recent American study of family adjustment the psychological functioning of 52 sets of
parents whose birth child had Down’s syndrome was compared with that of 53 sets who had
adopted an infant with the condition (Flaherty and Glidden, 2000). The authors of this study
argued that many measures used in comparison studies are almost certain to show that raising a
child with a disability 1s more problematic than a non-disabled child. This 1s because regular
attendance at paediatric clinics, for example, would automatically be scored as stressful and most
children with a disability will be relatively frequent users of health services. They suggested that
by comparing ‘like with like’ specific 1ssues associated with being the birth parents of a child with
Down’s syndrome were more likely to be found. A range ot validated measures, including the BDI
(Beck Depression Inventory), were employed in the study along with a semi-structured interview.
BDI scores were reported at two time points, the time of diagnosis or adoptive placement
(retrospectively reported), and at the interview (an average of 5.6 years later). As expected, the
results showed that birth parents experienced significantly higher levels of depressive symptoms

than did adoptive parents at the time of diagnosis or adoption. However, there were no significant

> The children in the Surrey cohort were born between 1964 and 1965. The children in the
Manchester cohort were born between 1973 and 1980.
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differences in the (low) levels of depression between the two groups at the time of the interview,
although this was not a longitudinal study so the results have to be interpreted with some caution.
Neither were there any significant differences in family functioning, child functioning, or marital
harmony between the two parental groups at the time of the interview. Flaherty and Glidden
argued that as adoptive parents were likely to have high levels of adjustment to their child, the
findings indicated that most birth parents had also adjusted well. The only variable demonstrating
a significant difference was that birth mothers (but not fathers) scored higher levels of ‘personal
burden’. The items measuring burden were not reported, but the discussion of the findings

indicated they related to care-taking activities. This burden did not appear to have translated into

adverse psychological effect.

Many women are concerned that having a child with Down’s syndrome will be detrimental to their
relationship with their partner and to the happiness of their other children. Although it has been
suggested that the birth of a baby with Down’s syndrome could hasten the break-up of some
relationships (Gath, 1985), there is no greater rate of divorce or separation in couples who choose
to raise their baby within their family (Carr, 1995; Cunningham, 1996; Cuskelly and Dadds, 1992;
Hautamadki, 1997). In addition, early concerns about the effect of having a sibling with Down’s
syndrome have generally not been supported by research evidence (Cuskelly, Chant, and Hayes,
1998; Gath and McCarthy, 1996). While some siblings feel that they have suffered, most view
their experience positively or as a combination of both loss and gain, and sibling relationships are
generally good (Bryant, 1998; Carr, 1995; Cunningham, 1996; Fairbrother, 1988; Richardson,
1999). Cunningham (1996) reports that around 20% of siblings displayed signs of poorer
adaptation, but that this appeared to be associated with general family functioning and personal
psychological difficulties rather than with any characteristics of their affected sibling. Some
families appear to be at particular risk of experiencing difficulties generally, and in the Manchester
cohort up to one-third of families had some difficulties in coping with or adjusting to their child
with Down’s syndrome. Increased stress in parents was associated with behavioural problems 1n
the index child, which 1n turn was associated with poorer physical health of the child (such as
repeated infections) and a lower mental ability/higher physical dependency. This finding should
however, be set 1n the context of the number of families who have ditfficulties coping with
‘normal’ children, and the knowledge that coping is related to the personal characteristics of

parents as well as to the characteristics of the child.

Overall, the research suggests that having a child with Down’s syndrome need not have, and
generally does not have, significantly adverse long-term effects on parents or siblings, although a

minority of families experience substantial difficulties in coping. Distress is almost unanimously
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experienced at the time of diagnosis, but in most cases parents appear to adjust quickly and
positively to having a child with Down’s syndrome (Carr, 1995; Ryde-Brandt, 1988). However, it
1S 1mportant to note that in all the studies reviewed, only birth parents that had elected to keep their
children were included. A number of studies have reported that parents of children with Down’s
syndrome 1n their samples are more likely to be married and be of higher socio-economic and
educational status than average (Boon, 1986; Carr, 1995; Cunningham, 1996; Hautamiki, 1997).
This 1s probably related to the fact that older women are more likely to have children with Down’s
syndrome. The importance of financial and social resources to the successful parenting of a child
with Down’s syndrome and other disabilities should not be underestimated (Cunningham, 1996;
Knussen and Sloper, 1992). Some parents who relinquish their child for adoption might not have
access to such resources. Furthermore, these studies undoubtedly represent a mixture of parents:
those who might have terminated the affected pregnancy had testing been available to them, those
who would have refused testing, those who had actually refused testing, those who had accepted
screening but received a false-negative result, and those that had had testing and continued the
pregnancy. These factors have not generally been considered in studies concerning parental
adjustment to a child with Down’s syndrome, however, families who opted out of prenatal testing
or continued a pregnancy might find it easier to adjust to their child, than those who would have

terminated an affected pregnancy had they had the choice (Hall, Bobrow, and Marteau, 2000).

Cunningham (1996) outlined key areas of social and emotional support for families who have a
child with Down’s syndrome, and concluded that the full potential of people with the condition
would not be realised until families have such support. A supportive social context 1s therefore
vital to the continued development and well being of people with Down’s syndrome and their
families. The following two sections provide a brief historical overview of this context and a

review of the published research on public attitudes towards people with Down’s syndrome.

1.1.3 Attitudes towards Down’s syndrome: the historical and socio-cultural context

Down’s syndrome has been described as “the most common, the most easily recognised, and
probably the most researched single condition causing learning disability” (Carr, 1995, p. 1).
However, it was only 1dentified as a specific condition 140 years ago when John Langdon Down
observed common features 1n some of the residents of the asylum where he was medical
superintendent (Ward, 1998). Langdon Down’s ‘Ethnic Classification of Idiots’ identified a group
of patients ‘Mongolian 1n appearance’ and described common traits such as a ‘lively sense of the
ridiculous’ along with their often ‘teeble circulation’ (Langdon Down, 1866). Prior to this, the

literature suggests that there had been little awareness of people with Down’s syndrome as a

distinct group. This may have been due to the lack of scientific interest in learning difficulty, the
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high proportion of affected individuals who died in childhood from complications of the
syndrome, or to mortality rates in childbirth leading to there being tewer older mothers (Richards,
1968). 1t 1s also likely that the advent of institutionalised care for those with learning difficulties
enabled sufficient numbers of affected individuals to be observed together. These, and other
factors might explain why Down’s syndrome is still not recognised as a distinct condition in all
world cultures. In Southern Asia and sub-Saharan Africa, for example, no term for Down’s

syndrome exists (Chilaka et al., 2001; Christianson, 1996).

The literature demonstrates that historically, children born with learning difficulties were often
treated inhumanely by society generally, 1f not necessarily within individual families (see Cohen,
(1995) Chapter 4, for review). Until the mid Victorian era, when a number of doctors including
Langdon Down pioneered the specialised care of patients with learning difficulties, such people
who were not cared for at home or boarded out to foster parents were placed 1n ‘lunatic asylums’
as distinctions were rarely made between intellectual impairment and psychiatric conditions. In
recent history pre-Nazi Germany led the world in the progressive treatment of those with learning
difficulties, advocating care in the home, providing financial support to parents, and setting up
special school programmes (Rogow, 2001). However, when the Nazis came to power they closed
down special schools and withdrew support for families on the basis that people with disabilities
were an unacceptable burden to society. People with Down’s syndrome, along with others with
learning difficulties were officially classified as ‘useless eaters’ and were forcibly institutionalised,
experimented upon, and subject to criminal euthanasia (Erdemir, 2001; Lifton, 1986; Rogow,
2002; Wolfensberger, 1981). Euthanasia of infants with Down’s syndrome was also widely

practiced by nurses and physicians on German neonatal wards during this time (Aly, 1994;

Burleigh, 1994).

While the Nazi era was clearly an extreme example of how attitudes towards impairment can have
appalling consequences, euthanasia of people with learning difficulties was openly advocated by
some physicians in other Western countries until quite recently (Elks, 1993). The following extract

is taken from a mainstream medical text of the 1950s, and refers to the ‘100,000 1diots and

imbeciles 1n the [USA]’:

“They cannot be employed to any advantage; moreover, many of these low-grade
defectives are utterly helpless, deformed, repulsive, unlovable, and unloving. If they are
capable of forming any relationship it is only on the basis of the simple egocentric
dependence of a baby. ... Many clinicians believe that it would be an economical and
humane procedure were their existence to be painlessly terminated, and that this would be
welcomed by a very large proportion of parents”’ (Tredgold and Soddy, 1956).
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Tredgold and Soddy continued to maintain this position up to the 11th edition of their text in 1970.
While their insight into the views of contemporary clinicians might have been accurate, their
assumption on behalf of parents was probably misguided. While instances ot parental support tor
euthanasia of children with learning difficulties have been reported (Shepperdson, 1983), this was,
and 1s, a minority view. Documentary evidence shows that many parents of murdered German
children attempted to take legal action against the institutions where their children were taken
(Rogow, 2002). Medical professionals have frequently made decisions on behalf of parents about

the right-to-life of their children, some more openly than others (Hontela and Reddon, 1996).

It has been argued that Down’s syndrome is as much a cultural creation as a biomedical condition
(Lippman and Brunger, 1991). For example, labelling of the condition has changed over time to
retlect the dominant scientific culture of the era. Langdon Down’s term ‘“Mongolian Idiot’ and the
derivatives ‘Mongolo‘id’ and ‘Mongolism’ reflect 19" century interests in Darwinian theory and
anthropological concerns to order races on hierarchical scales. Langdon Down’s classtfication also
included idiots of the ‘Ethiopian’, ‘Malay’, and ‘Aztec’ types, and he identified many patients in
his care as belonging to one of these ethnic groupings. He postulated that ‘ethnic 1diots’ were
atavisms (throwbacks) to races whose intellectual evolution had arrested at an earlier stage than
that of the Caucasian race. Thus, people with Down’s syndrome were thought to be the intellectual
equivalents of adults in Mongolia. Although Langdon Down lost faith in the ethnological approach
to understanding learning difficulty (Ward, 1998), others took 1t up enthusiastically and developed
it in 2 more obviously eugenic direction (Crookshank, 1931). Despite these associations, the
terminology of Langdon Down was the accepted form in scientific circles until in 1965 a growing
sensitivity to racial issues, complaints from the Mongolian People’s Republic, and a deposition of
geneticists led the World Health Organisation to rule that Down’s syndrome should officially
replace the term Mongolism. Down’s syndrome (or Down syndrome) is now the term most usually
encountered, although trisomy 21 is the preferred term in many medical journals reflecting the
‘geneticization’ of disease in the current scientific era (Lippman, 1991). The terms Mongol and
Mongolism are still used by some medical professionals as well as being 1n relatively common

usage in the general population (Rutter and Seyman, 1999).

A critical examination of some facts about Down’s syndrome demonstrates that even medical
aspects of the syndrome cannot be considered completely independently from their socio-cultural
context. The presence of learning difficulty in people with Down’s syndrome is indisputable
although the upper level of their intellectual range has never been detimtively agreed upon

(Wishart, 1998). It has been suggested that an artificial ceiling of achievement has been ascribed to



13

people with Down’s syndrome, and that many underachieve because of lowered expectations of
these individuals in society (Alderson, 2001a; Borthwick, 1996). Again, while Down’s syndrome
1S associated with certain physiological aspects that will reduce overall life expectancy, attitudes
toward the care of people with the condition play an important role in morbidity and mortality
rates. A study in Israel identified that many deaths of children with Down’s syndrome from
Infections and other environmental causes were ‘potentially preventable’ (Sadetzki ef al., 1999).
These researchers also recorded that children with Down’s syndrome living in institutions had a
significantly higher mortality rate than did children raised in a family, and that this was
unexplained by differences in physical health at birth. In many world cultures learning difficulty is
still associated with major stigma. The findings of another Israeli study demonstrate that Down’s
syndrome 18 generally viewed as an unattractive, embarrassing and even frightening condition,
evoking teelings of pity, sadness and rejection (Shiloh and Berkenstadt, 1992). In Palestine,
children with Down’s syndrome have commonly been hidden, subjected to abuse, and even
infanticide, especially when female (Fishman, 1994). Children with disabilities often suffer similar
tfates in China where cultural and political imperatives make parenting a child with a disabling
condition especially difficult. It can be concluded that the increasing life expectancy of people
with Down’s syndrome is not entirely due to medical and surgical advances, but also to changes in

the way individuals with disability are viewed in our society:.

1.1.4 Attitudes towards people with Down’s syndrome: research review

Studies that have measured attitudes towards people with Down’s syndrome are rare perhaps
because of the tendency to group all people with learning difficulties together (see Altman (1981)
for a review of attitude research). Twenty years ago, MENCAP carried out a survey of public
attitudes towards the ‘mentally handicapped’ but did not discriminate between different conditions
(Mencap, 1982). However, their report notes the common perception that people with learning
difficulty are often “affectionate and happy (because of their child-like behaviour)”, and that
“Mongolism and Down’s syndrome” were cited as causes of learning difficulty (Mencap, 1982,
pgs. iii and 3 respectively). This suggests that some respondents probably had people with Down’s
syndrome in mind when completing the survey. Homogenising disability in this way 1s common,
but as Down’s syndrome has such a central place in people’s perceptions of learning difficulty it 1s
surprising that so little work has focused on understandings of this condition specifically. Table

1.1 summarises the published attitude research that has considered Down’s syndrome specifically.
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Table 1.1. Studies measuring attitudes towards Down’s syndrome (DS)

Study/country  Population

Furnham and Students and

Pendred (1983), general public

UK (N=96)

Hall and Minnes Undergraduates

(1999), USA (N=92)

Sinson (1985), Mothers of pre-

UK school children
(N=100)

Measures used

Survey. Attitudes Toward Disabled
Persons (Yuker, Block, and
Campbell, 1960). Degree of contact
with disabled people (open-ended

item).

Survey. ATDP Form-0 (Yuker,
Block, and Young, 1970). Feelings
of Comfort Scale (Marcotte and
Minnes, 1989). Volunteering
Intentions Scale, Contact
Questionnaire, Television Viewing

Scale, Jackson Social Desirability

Scale (Jackson, 1974).

Structured interview and single-item

attitude measure.

Comments

Attitudes
towards four
conditions
measured. N=24

randomuised to

DS condition.

Attitudes
towards DS only.
Measured the
etiect of

television on

attitudes.

Attitudes
towards DS only.
Compared rural

and urban

groups.

The first two studies reviewed, (Furnham and Pendred, 1983; Hall and Minnes, 1999) used a

version of the Attitudes Toward Disabled Persons scale to measure attitudes towards people with

Down’s syndrome. The ATDP (Yuker et al., 1970) has been one of the most widely used measures

of attitudes towards people with a disability. Other scales exist for measuring attitudes towards

people with learning difficulty but they have usually been shown to be psychometrically weak

(Antonak and Livneh, 1988). The ATDP scale conceptualizes attitude in terms of the degree to

which people with disabilities are perceived as similar to non-disabled people. The type of

disability 1s non-specific and so items have usually been moditfied to measure attitudes towards a

specific condition. The ATDP requires participants to read 20 statements about the target group

and then to score their response on a Likert-type ‘agree-disagree’ scale, tor example, ‘Down’s

syndrome people are as happy as other people.” Furnham and Pendred (1983) found attitudes

towards people with Down’s syndrome to be significantly more unfavourable than those towards a

non-observable ‘mentally handicapping’ condition and the physical disabilities of blindness and
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deafness. In particular, the item ‘Down’s syndrome people are the same as anyone else’ received
lowest agreement across the four conditions, and the items ‘It is almost impossible for Down'’s
syndrome people to lead a normal life’, and ‘Down’s syndrome people cannot have a normal
social life’ received the highest agreement. A resulting factor analysis of the responses showed
that these items clustered on a dimension labeled ‘normality’, suggesting that for some people
Down’s syndrome is considered the antithesis of normality. However, this study represented the

views of only 24 people, making generalisations unsafe.

In addition to measures of cognitive beliefs, ‘comfort scales’ have been used to assess the affective
component of attitudes towards people with disability (Stoneman, 1997). These measures assess
the degree to which respondents would feel at ease in a number of situations where a person with a
disability was present. In the study by Hall and Minnes (1999) the responses to items such as,
‘How comfortable would you feel sitting next to a young adult with Down syndrome on a bus?’
were recorded on a S-point Likert-type scale of ‘extremely uncomfortable’ to ‘extremely
comfortable’. Hall and Minnes reported their sample of student participants to hold moderately
tavourable attitudes towards people with Down’s syndrome. Generalisation from the results of this
study 1s Iimited by the student sample, however, application of multiple regression revealed that
favourable attitudes towards Down’s syndrome were predicted by prior media exposure,
favourably viewed contact with people with Down’s syndrome, and social desirability scores.
Comfort and intentions to volunteer were predicted by exposure to a documentary film about
Down’s syndrome and favourably viewed contact with affected persons. Of note was that the
perceived favourability of the contact was more important than the frequency of contact in
predicting attitudes. The value of measuring frequency of contact in studies of attitudes toward
disability has been questioned previously, with authors suggesting that 1t 1s the perception of
specific experiences that is important (Eayrs and Ellis, 1990; Finkelstein, 1980; Haddock, Zanna,
and Esses, 1994). Hall and Minnes also suggested that appropriate media exposure was important

in the development of more positive attitudes towards Down’s syndrome.

Despite having good psychometric properties the ATDP and other similar scales, such as the Scale
of Attitudes Toward Disabled Persons (Antonak, 1982), are criticised for determining that a
particular response to an item indicates the direction of the participant’s attitude. For example, a
person who holds a favourable attitude toward people with Down’s syndrome might believe that
an affected person cannot have a normal social life because of barriers within society, although
agreement with this item on the ATDP would be interpreted as a negative attitude. Thus, choosing

which beliefs to include 1n a scale, and a priori determining the interpretation of the response
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might reflect the subjectivity of the scale developer rather than that of the participant. Scales such
as the ATDP have also been criticised for, “regulating the range of possibilities that the person
completing the questionnaire can perceive for disabled people” (Finkelstein, 1980, p. 21). The
comfort scales also display a limited conceptualisation of the emotions that are elicited by contact
with people with disabilities as they measure only the negative feelings of fear and embarrassment,
again perhaps revealing the subjectivity of the developers of these scales. Finally, the behavioural

measures tend to situate people with a disability as recipients of care or charity, and do not take

account ot actual barriers to behaviour that may not reflect attitudes.

The study by Sinson (1985) used semi-structured interviews to compare attitudes towards Down’s
syndrome 1n two groups of mothers of preschool children. Both groups lived near a hospital for
people with learning difficulties but one group lived in an urban area, while the other lived in a
rural community. Mothers were asked about their experiences with people with learning
difficulties and their views on educational integration, prenatal testing, and adoption for babies
with Down’s syndrome. They were also asked to rate themselves on a scale to denote their feelings
“about mentally handicapped people, and in particular Down’s syndrome’. This scale was
anchored as (1) they would like to have a child with Down’s syndrome living with them, to (5)
they felt that all children with Down’s syndrome should be “terminated either before or at birth”
(Sinson 1985, p. 45). The analysis showed that while social class and religion did not discriminate

between attitudes, urban mothers (n=50) were significantly more likely to hold favourable

attitudes towards Down’s syndrome than were rural mothers (n=50). Overall, less than haltf ot all
the mothers were in favour of educating children with Down’s syndrome in mainstream schools,
although again, urban mothers held significantly more favourable views. Sinson concluded that the
key to the difference in attitudes was contact with individuals with learning ditficulties. In the
town, hospital residents were relatively well integrated into their community and 88% of the
mothers reported regular contact with them. In comparison, only 22% of the rural mothers reported
that they had regular contact with the residents. Of particular interest to this thesis 1s that there was
no difference between the two groups on attitude to termination for Down’s syndrome; 68% 1n
both groups indicated they would terminate an affected pregnancy. Although the author did not
comment on this, the finding again suggests that attitudes towards existing people with Down'’s
syndrome cannot be taken as a proxy for attitudes towards giving birth to a child with the
condition. Although it 1s now 18 years old, this study perhaps gives a better insight into how
women might view Down’s syndrome 1n relation to their own pregnancy. Unfortunately, the
measure used confounded attitudes towards learning difficulty generally with attitudes towards

Down’s syndrome specifically. In addition, the validity of using belief categories to represent the



17

attitude continuum is questionable, as respondents might have agreed with more than one belief or
none at all. It is not possible from the report to know how the attitudes towards people with
Down’s syndrome related to attitudes towards prenatal testing and termination as no statistical

analysis was performed and the data are presented in summary form.

1.1.5 Summary and conclusions

The studies reviewed suggest that attitudes towards Down’s syndrome are multi-layered. There
may be a relationship between attitudes towards existing people with the condition, those yet to be
born, and towards having an affected child oneself, but each attitude 1s a construct in its own right.
It 1s also likely that cognitive, emotional, and experiential factors play different roles in the
informing and expression of these different attitudes. The perception of contact with people with
Down’s syndrome as favourable or unfavourable appears to be important to the expression of
attitudes towards existing people with the condition, and 1t 1s likely that the media also has a role
to play in this. The findings of Furnham and Pendred (1983) suggests that the degree to which
people with Down’s syndrome are considered ‘normal’ is also a critical discriminating factor

between favourable and unfavourable attitudes, and this might interact with quality of contact.

It has been proposed that, “the majority of children [with Down’s syndrome] in this and future
generations can be expected to live longer, healthier and happier lives than many of their
predecessors” (Wishart, 1995, p. 57). This is due both to medical technologies and the continued
integration and acceptance of affected individuals into Western societies. Most significantly of all,
changes in social policy mean that most children with Down’s syndrome are raised within a family
giving them the opportunity to develop the close relationships essential to the emotional well
being of all humans. Paradoxically however, as the lives of people with Down’s syndrome are
improving, so are the techniques that enable them to be excluded from society permanently and
before birth. It is within the prenatal testing context that attitudes towards people with Down’s
syndrome and towards having a child of one’s own with Down’s syndrome become salient for
many women, and here that a fundamental tension between the two attitudes can exist (Pessione,
2001: Press et al., 1998). The next section describes how prenatal testing for Down’s syndrome

has developed, and considers the role of attitudes towards the condition on testing choices.

1.2 PRENATAL TESTING AND TERMINATION FOR DOWN’S SYNDROME

Prenatal tests for Down’s syndrome are now a routine part of antenatal care in many countries 1n
the Western world. This section looks at how testing for Down’s syndrome came into being, how

and why it has become widely available, and the current testing situation in the UK.
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1.2.1 A history of prenatal testing for Down’s syndrome
As Rothman notes in the ‘Tentative Pregnancy’ (Rothman, 1986) there are many histories of

prenatal testing, each providing a different perspective on its development, for example the
medical, social, ethical, or feminist perspective. This section outlines the major technological
milestones in the development of prenatal testing for Down’s syndrome and considers this

development from a psychosocial perspective.

Three main technological developments were essential to the evolution of prenatal testing for
Down’s syndrome. The first was the development of amniocentesis in the early 1950s, a technique
that enabled the safe aspiration of amniotic fluid via the abdomen of a pregnant woman initially
used to identify rhesus conditions in the fetus or to relieve hydramnios® (Gadow, 1998). The
second development was the identification of the trisomic chromosome 21 1n people with Down'’s
syndrome (Lejeune, Gauthier, and Torpin, 1959). The third was an advance 1n tissue and cell
culturing techniques during the 1960s that enabled karyotyping’ of fetal cells found in amniotic
fluid (Coventry and Pickstone, 1999). In 1967 two obstetricians 1n the USA carried out the first
amniocentesis tests specifically to 1identify chromosomal abnormalities (Jacobson and Barter,
1967), and 1n 1968 the first termination following mid-trimester prenatal diagnosis of Down’s
syndrome was reported (Valenti, Schutta, and Kehaty, 1968). While technological advances were
necessary for the development of prenatal testing procedures, social changes were necessary for
the diffusion of testing into routine prenatal care (Schwartz-Cowan, 1993). Amendments to
abortion laws in the USA and the UK allowed legal termination in cases where the fetus was
considered to be at high risk of a serious disabling condition. In addition, in America a number of
older women who had not been offered amniocentesis and who subsequently gave birth to a child
with Down’s syndrome successfully sued their obstetricians for compensation. By the late 1970s,

amniocentesis was integrated into the routine antenatal care of women who were 35 years and

older, first in the USA and Canada but shortly followed by Britain.

Amniocentesis is usually performed at around 16 weeks gestation, atter which a period of two
weeks is typically required for the karyotyping process to be conducted. A recent technological
development called FISH (fluorescent in situ hybridisation) can produce a karyotype for trisomy

21 within 48 hours, although this technique is not yet widely available and it cannot be used tor

® Excess of amniotic fluid surrounding the fetus.

" Karyotyping is a technique for systematically organising the chromosomes of a single cell as
viewed through the microscope lens and presenting this in photographic form. The karyotype
shows the number and arrangement of chromosomes within the cell nucleus.
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1dentifying all chromosomal abnormalities (Cheong et al., 2001; Toth et al., 2001). Diagnosis of
Down’s syndrome via amniocentesis is accurate but the procedure is invasive, carrying a small
risk of spontaneous abortion. In the literature aimed at pregnant women, the risk of miscarriage
following amniocentesis is often cited as being between 0.5 % and 1% (Bounty, 2000; Health
Education Authority, 1999). However, there is still a lack of consensus about the actual procedure-
related loss rates (National Screening Committee, 2002), and recent studies report rates of between
0.03% and 3% dependent on a number of situational factors, for example, previous history of
miscarriage and gestation. Risk of procedure related miscarriage appears to increase significantly
atter 18 weeks pregnancy (Antsaklis et al., 2000; Roper et al., 1999; Scott et al., 2002). For social,
psychological, medical, and procedural reasons physicians, pregnant women, and the population at
large usually consider termination in the first trimester of pregnancy preferable to later termination
(Kornman et al., 1997; Norup, 1997). From the mid-1980s another prenatal diagnostic technique
called chorionic villus sampling’ (CVS) became available that could be conducted at around ten
weeks gestation. Schwartz-Cowan (1993) notes that cultural factors were especially crucial to the
development of CVS as some religious groups consider second trimester abortion unacceptable
(Modell, 1986). CVS collects placental material that is used to provide a karyotype within 24 - 48
hours of the procedure although in some cases the findings still need to be confirmed with
amniocentesis. For various reasons including a higher rate of false-positive and false-negative
results, a greater degree of technical difficulty, and higher procedure related miscarriage rate CVS

remains less widely used than amniocentesis (Alfirevic, Gosden, and Neilson, 2003).

The risk of miscarriage along with the financial costs involved make amniocentesis and CVS
unsuitable tests to ofter to all pregnant women. However, the known association of advanced
maternal age with birth prevalence of Down’s syndrome has always provided a means to identify
an ‘at risk’ group amongst an asymptomatic sub-population--in other words a screening test. The
use of maternal age as a screening criterion for amniocentesis and CVS provided women who
were a priori at higher risk of having a baby with Down’s syndrome the opportunity to test for and
terminate an affected pregnancy. However, the higher birth rate in younger women meant that
around two-thirds of children with Down’s syndrome were actually born to mothers under 35, with
one-fifth born to women under 25. For this reason, researchers strove to develop a screening tool

that could provide a pregnancy-related risk rather than a purely age-related one. Since the early

*In CVS a biopsy of fetal membranes is conducted on placental material obtained by inserting a
hollow tube into the uterus, by either transcervical or transabdominal means (Lilford, 1991).
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1970s screening in pregnancy for neural tube defects (NTDs”) had been possible by means of
measuring the level of the chemical alpha-fetoprotein (AFP) in a sample of maternal blood serum.
A raised level of maternal AFP signified that the fetus was at higher risk of having an open NTD
and amniocentesis was often recommended. In 1983 the relationship between abnormally low
levels of AFP and chromosomal abnormalities was also noted (Merkatz, Nitowsky, Macri, and
Johnson, 1984), and the first biomedical screening test for Down’s syndrome based on AFP levels
and maternal age was developed soon afterwards (Cuckle, Wald, and Lindenbaum, 1984). In the
late 1980s two more chemical markers were identified'® which in combination with AFP levels
increased the test’s sensitivity for Down’s syndrome. This combination of markers is often
referred to as the ‘triple test’ and demonstration studies have shown that when performed between
15 to 22 weeks gestation, the triple test can identify around 60% of pregnancies affected by
Down’s syndrome for a 5% false positive rate' . The probability that Down’s syndrome affects a
particular pregnancy is calculated'” and if this figure is greater than a certain cut off figure (usually
around 1 1n 250), the woman 1s offered amniocentesis. Serum tests are now the most common
methods of screening for Down’s syndrome in the UK along with maternal age, and these tests
also screen for NTDs and trisomy 18" (National Screening Committee, 2002). In addition, a
number of other serum markers for Down’s syndrome have been 1dentified, including ones

measurable in the first trimester'* although debate continues as to which testing scenario is optimal

(Cuckle, 1998; Wald, Watt, and Hackshaw, 1999; Wellesley, Boyle, Barber, and Howe, 2002).

Ultrasound scanning technology now also plays a major role in the 1dentification of many
chromosomal abnormalities as it 1s used to date pregnancies (necessary to calculate an accurate
serum screening risk) and as a screening tool in its own right. A number of markers for Down’s

syndrome can be identified during a scan, such as the nuchal translucency measurement in the first

’ NTDs range in severity from anencephaly (a condition where there is no brain or spinal cord and
the fetus is incompatible with life), through to varying degrees of spina bifida (a gap in the spinal
column). In severe cases of spina bifida the spinal cord protrudes through the gap leading to
degrees of paralysis and, in some cases, to learning ditticulty.

10 Raised serum human chorionic gonadotrophin and lowered unconjugated oestrial.

' The false-positive rate is defined as the number of women identified as being at high risk who
are subsequently found to have a pregnancy unaffected by Down’s syndrome.

'2 In addition, probabilities for NTDs and trisomy 18 are also calculated.

13 A1so known as Edwards syndrome. A condition caused by an extra chromosome 18 and
characterized by severe intellectual impairment and a range of abnormalities of the skeleton and
major organs. 90% of affected babies die before their first birthday (Barnes and Carey, 1998).

4 A ‘quadruple test” was developed in the mid 1990s, although this 1s not yet widely available via
the NHS. Developers claim that the test can identify over 70% of pregnancies aftected by Down’s
syndrome for a 5% false positive rate (Wald, Kennard, Hackshaw, and McGuire, 1997).
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trimester, and skeletal anomalies in the second”. Since this thesis was begun, it has been
discovered that the nasal bone is missing in many fetuses with Down’s syndrome at 11-14 weeks
gestation, and that this can be seen via high definition ultrasound. This screening test for Down’s
syndrome has a claimed sensitivity of 85%, and a false-positive rate of only 1%'° and could have a
major impact on the future of screening (Cicero et al., 2001). In the UK today, the method of
screening for Down’s syndrome available to a pregnant women depends on her age and where she
attends for antenatal care. Various combinations of age, serum screening tests and ultrasound
technologies are used in different hospitals within each NHS trust (Department of Health, 2000:
Gilbert et al., 2001). In order to standardise this provision the Department of Health recently
agreed that second-trimester serum screening should be offered nationally to all pregnant women
by 2004'’. However, because of the number of screening technologies available, there will
undoubtedly still remain inequalities in the screening service provided to women dependent on
their geographical location and whether or not they are willing to pay privately for certain tests
(Gilbert et al., 2001). Pre-implantation diagnosis of chromosomal abnormality is available for

some couples using assisted conception methods, but for most potential parents, ‘prevention’ in

the true sense 1s not an option.

While technological advances were necessary for the development of prenatal tests for Down’s
syndrome another essential factor in their history 1s often overlooked: certain life values and
beliefs about disability and the disabled (Bridle, 2000; Felker, 1994; Lippman, 1994). At the time
when prenatal testing for Down’s syndrome was first considered, the common medical view (for
example, as expressed by Tredgold and Soddy (1956)) was that the quality ot life tor people with
Down’s syndrome and their families was severely limited. To have a child with ‘Mongolism’
carried a severe social stigma, and many parents up until the early 1970s were encouraged to
institutionalise their affected child and to ‘try again’. In this context it 1s unsurprising that
termination seemed an attractive option for many medical professionals as well as their patients.
The 1967 Abortion Act in English law had made termination of pregnancy legal if ‘there 1s
substantial risk that if the child were born 1t would suffer from such physical or mental

abnormalities as to be seriously handicapped’. Down’s syndrome was considered to meet this

1> The thickness of the translucent area between the fetal skin and the tissue overlying the cervical
vertebrae. There are at least 15 ultrasound markers for Down’s syndrome (Ogle and Chitty, 1998).
'6 In an ultrasound examination of the fetal profile of 701 fetuses at 11-14 weeks' gestation, the
nasal bone was absent in 73% of fetuses subsequently found to have Down’s syndrome, and 1n

0. 5% of chromosomally normal fetuses.

17 yvette Cooper, Minister for Public Health, 30 April 2001. As part of initiatives to modernise
neonatal and antenatal screening in the NHS.
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criterion, although not everyone believed that termination was appropriate. Perhaps ironically,
Jerome Lejeune the discoverer of the chromosomal origin of Down’s syndrome was strongly
opposed to abortion. He called those involved in promoting prenatal testing,

“The National Institute of Death... a new facility for research and applied eugenics”’, and
asked, “should we capitulate in the face of our own ignorance and propose to eliminate
those we cannot help?” (Lejeune, 1970, cited in Epstein, 2002, p. 309).

The debate as to whether prenatal testing for Down’s syndrome equates to eugenics has continued,
but this is an accusation that is strongly denied by medical researchers involved in this field (see
(Cuckle, 2001a; Cuckle, 2001b; Lippman, 2001b; Lippman, 2001a; Parker, Forbes, and Findlay,
2002). However, financial analyses of screening programmes where ability to terminate is
unproblematically classed as a benefit suggests that the financial costs of supporting certain
members of society 1s considered undesirable by some (Cuckle, 2000; Fletcher, Hicks, Kay, and
Boyd, 1995; Gilbert ef al., 2001; Wald et al., 1992). This is clearly a personal view of disability
whether or not 1t 1s eugenic in intention. However, the main reason why prenatal testing has
developed is the view that disabled lives involve a substantial degree of sutfering, either for the
affected person, their family, or both (Shakespeare, 1998). An American paper 1n the early 1970s
calling for wider availability of amniocentesis, acknowledged the financial elements of prenatal
testing but argued,

“Is a detailed estimate of money costs required? The lifelong care of severely retarded
persons is so burdensome in almost every human dimension that no preventative
programme is likely to outweigh the burden” (Stein, Susser, and Guterman, 1973, p. 308).

It can be argued that a similar viewpoint continues to drive the development ot prenatal testing for

Down’s syndrome along with financial considerations (including profit based ones) and the more

recent emphasis on offering women an informed choice.

As long as women can choose not to use testing and termination for abnormality prenatal testing
programmes are not eugenic in the same way as the extreme examples cited earlier. Ultimately,
however, the result of widespread prenatal screening is likely to be a reduced population of people
with Down’s syndrome. It is interesting to consider that although a child born with Down’s
syndrome in the UK has the real opportunity to live a happy and healthy life 1n a society where
acceptance of those with disabilities in society is generally improving, the availability and usage of
prenatal testing for the condition is increasing. Despite the fact that over 9500 conditions can now
be diagnosed prenatally (Weaver, 1999) testing for Down's syndrome 1n pregnancy retains a
central focus in terms of research effort and local and national policy decisions. The diffusion of

prenatal testing has been so successful that testing tor Down’s syndrome 18 now a routine part of
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the pre gnancy experience for most women in the UK, USA and Western Europe. Inevitably, for
some women their testing experience 1s a less than happy one. The next section summarises some

of the major psychological aspects of prenatal testing.

1.2.2 Psychological correlates and consequences of prenatal testing

Anxiety

In pregnancy it is very common to experience a degree of anxiety that there is ‘something wrong’
with the baby (Green, Statham, and Snowdon, 1992; Statham, Green, and Kafetsios, 1997) , and
pregnant women are generally very alert to any indication that there might be something amuss.
Women naturally seek assurance that their baby is healthy in common-sense ways by comparing
their pregnancy with those of other women, stopping to check that the baby is still moving, and so
on. This sensitivity might stem from a biological drive to have a healthy child in pay-off for the
physical resources that mothers invest in their offspring (Buss, 1999). Some pregnant women are
specitically anxious about having a baby with Down’s syndrome, particularly if they are
considered to be ‘older mothers’, 1.e. over the age of 35 (Berryman, Thorpe, and Windridge,
1995). Whether this concern is caused by (or at least supported by) a growing awareness of the
availability of testing has been debated. For example, one commentator noted,

"In many ways these developments [in testing] are beneficial but anxiety may be
heightened..... disability, or the fear of disability, can creep into each day throughout the

pregnancy” (Gath, 1993), p 168).
This fear--natural or exacerbated--might make women more susceptible to the otfer ot procedures
that seem to offer them the complete assurance that would usually have to wait until the baby was
born, and the main reason that pregnant women give for having serum screening 1s for
‘reassurance’ (Browner and Press, 1995; Gokhale and Cietak, 2002; Kornman et al., 1997;
Roelofsen, Kamerbeek, and Tymstra, 1993; Santalahti et al., 1998a). Most women do receive the
reassuring test result they want, although the degree to which screening has a truly beneficial

effect on underlying levels of anxiety 1s unknown.

In those women who undergo serum screening around five-percent will receive a positive result
that identifies their pregnancy as being at higher risk for Down’s syndrome'’. At this point (for the
majority of women) any underlying anxiety about abnormality becomes acute. Studies using

validated measures of anxiety such as the STAI (The State Trait Anxiety Inventory (Spielberger,

18 gome will also receive a positive screen result for NTD or trisomy 18, however, this thesis
focuses on screening for Down’s syndrome only.
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1983)™ report mean state anxiety scores of between 49 and 57 in pregnant women who have
received a positive serum screening result. As a state score of 34 to 36 is considered ‘normal’, and
a score of 48 an acute anxiety reaction to a stressful situation, this suggests that the receipt of a
positive result is generally experienced as an extremely stressful event. Where narrative data have
been collected, women consistently express feelings of shock, panic, distress, and fear for the baby
and themselves. Studies that have considered the impact of a screen positive result on quality of
lite have reported disturbances in appetite and sleep, and negative thoughts about the pregnancy.
These effects, feelings and thoughts can last for a month or more until (and if) a normal
amniocentesis result is received (Joargensen, 1995a; Roelofsen et al., 1993: Santalahti, Hemminki,

Latikka, and Ryynédnen, 1998b; Santalahti, Latikka, Ryyninen, and Hemminki, 1996).

Anxiety 1n this context can be seen to be a natural response to the suggestion that one’s unborn
baby 1s at increased risk of a disabling condition and as a natural response might also serve a
particular function. For example, it has been suggested that people act more appropriately in the
face of a health threat if they have a moderate level of anxiety, as without anxiety, there is no
motivation to engage and deal with the threat (Leventhal, Safer, and Panagis, 1983). However,
there have been concerns that high anxiety might affect the ability to make informed choices
regarding prenatal diagnosis, and these have not yet been adequately addressed (Green et al.,
2002). It 1s argued however, that while anxiety might be an appropriate response to a positive
screening result for Down’s syndrome 1t should not be considered unimportant because it 1s
‘temporary’; one month 1s a substantial period of time 1n a nine-month-short pregnancy.
Furthermore, the evidence suggests that a normal amniocentesis result does not always allay
anxiety to the degree assumed and some women continue to experience residual anxiety about the
health of their baby (Green et al., 2002). The anxiety levels of women who decline the offer of
amniocentesis following a positive screening result have also been little researched, reflecting not

only the relatively small number of women who decline further testing, but also perhaps the

interests of researchers.

Although testing related anxiety has been one of the most investigated aspects of prenatal testing,
the cause of this anxiety, 1.e. fear of the baby having an abnormality, 1s rarely explored. Alderson
suggests there are two main fears (Alderson, 2001c¢). The first fear s, “that having a child with

learning difficulties will mean endless hard work, sadness and no fun. It will be a burden for the

whole family” (p. 64). This is a medically (and socially) acceptable concern as avoidance of

1 State anxiety is considered to be transitory and related to the event, whereas trait anxiety 1s
considered to be of dispositional origin. Possible scores on the STAI range from 20 to 80.
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parental burden and suffering has been one of the main justifications for the development of
prenatal testing. The second fear, Alderson suggests, is perhaps less ‘acceptable’ to discuss;

“The other (and I'm guessing here) is so awful that hardly anyone talks about it, but (I
think) it is the fear of carrying and giving birth to a monster. A baby too unlike you to feel
like your own child. An ‘alien’ that you will never be able to talk and laugh with. Someone
who looks so different that other people will point and stare; not like the pretty babies in

the Mothercare books” (1bid.).
There is so little research on how pregnant women understand the conditions they are being tested
for that evidence is lacking for this assumption. However, in the study of community attitudes
towards Down’s syndrome by Sinson (1985, discussed in Section 1.1.4) one woman who was an
experienced foster carer, spoke of how she had been quite willing to foster a baby with the
condition but when pregnant at 37 was very concerned about having an affected child herself.

‘I desperately didn’t want to have a Mongol baby myself — and all those reasons I gave
out [1.e. ettect on family].. were really excuses. Because really your child is a reflection of
yourselfisn’t it - and I didn’t want myself reflected as a Mongol” (Sinson 1985, p. 17).
In an ethnographic study of parents attending a genetic counselling clinic in the North of England,
the researcher documented a great deal of fear surrounding the word ‘syndrome’ because of its
immediate association with Down’s syndrome (Chapple, Campion, and May, 1997). This study
demonstrated how common clinical terms like ‘syndrome’ and even ‘genetics’, which may be

relatively neutral to health professionals, hold difterent connotations for parents.

“When they start talking about genetics we start thinking about little monsters”’, and
another said, “I mean syndrome! You think ‘God what have we got?’” (Chapple et al.,

1997, p. 84).
Parents might feel very uncomfortable expressing their tears about Down’s syndrome to health
professionals and researchers, and may not even acknowledge them to themselves. Perhaps for this
reason the extent of the fear surrounding Down’s syndrome, and the beliets behind it, has

remained relatively unexplored in the prenatal testing context, despite the focus on anxiety

generally.

Psychological consequences of termination for Down’s syndrome

For most of the women who receive a positive screening result, follow up testing will reveal that

the fetus is unaffected by a chromosomal anomaly. However for around 2% ot the women who
undergo amniocentesis, a diagnosis of Down’s syndrome is made and termination of pregnancy
almost inevitably follows. Termination of pregnancy following detection of Down’s syndrome 1s
around 90% in the UK, Western Europe, and the USA (Alberman et al., 1995; Evans et al., 1993;
Hook et al., 1995; Huang et al., 1998; Manstield et al., 1999; Mutton, Ide, and Alberman, 1998). It

is now recognised that the psychological sequelae of abortion for fetal abnormality are frequently
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severe 1n the short-term and can extend for a number of years (Iles and Gath, 1993; Schaap et al.,
1997). These sequelae include the grief which accompanies severe loss of all kinds, but in
addition, many couples experience reduced biological and moral self-esteem, a perception of
social 1solation, and fear of censure by others (Green et al., 1992; Kolker and Burke, 1993;
Statham, 1994; Suslak, Scherer, and Rodriguez, 1995). The distress experienced following
termination for abnormality should not be underestimated. In one study, a number of standardised
measures of mental health status were administered to women who had recently terminated a
pregnancy tollowing abnormality detection via ultrasound (Salvesen et al., 1997). In the two-
month period following the termination, women were reported as experiencing levels of intrusive
thought about the event comparable to those seen in women following rape or a diagnosis of breast
cancer. The authors concluded, “termination because of fetal anomaly ... represents a severe
stressor for the woman” (Salvesen, et al. p. 84). When it is considered that most such terminations
occur after 20 weeks of pregnancy when the fetus 1s essentially fully formed, and that feticide and
induction of labour are required, the level of distress 1s perhaps unsurprising. What may be more
surprising 1s recent evidence confirming that termination for abnormality 1n the first trimester 1s

often just as distressing in psychological terms (Statham, Solomou, and Green, 2001).

Deciding to terminate for a potentially lethal condition appears to be relatively less difficult than in
cases where the prognosis is uncertain and the potential for a good quality ot life exists (Davies
and Doran, 1982; Garrett and Carlton, 1994; Herz, 1991). For this reason choosing to terminate a
pregnancy for Down’s syndrome can be especially hard, even when the woman strongly believes
that termination is the best option for her and that this 1s preferable to continuing an atfected
pregnancy (Green, 1992; Statham, 1994). Less 1s known of the psychological aspects of women
who choose to continue pregnancies after a positive result, although shock and distress at the time
of diagnosis is still the norm (Edwins, 2000; Helm, Miranda, and Chedd, 1998; Proud, 2000;
Statham et al., 2001). All pregnant women hope for a healthy baby, and any variation from this
wished-for outcome requires adjustment™. For many, the distress is largely resolved before the
baby is born, but a diagnosis of a disabling condition is, along with miscarriage and stillbirth, one

of the ‘worst case scenarios’ that pregnant women contemplate.

20 1t has been reported that within the Deaf culture some parents would prefer to have a child who
‘s deaf than a hearing child (Middleton, Hewison, and Mueller, 1998). However, such parents
would not consider a child who 1s deat to be “unhealthy’.
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The consequences of false reassurance

A very small number of women receive false reassurance from their screening test result. These
are the women whose calculated probability of having a child with Down’s syndrome was lower
than the cut off point, but who were, for example, the ‘one’ in the one-in-a-thousand who had an
affected child®'. One recent study compared the psychological adjustment of three groups of
parents ot a child with Down’s syndrome two to six years after the birth; parents who had received
a false negative serum screening result, parents who had not been offered serum screening, and |
parents who had declined serum screening (Hall et al., 2000). In general all parents were
considered to have adjusted well to having a child with Down's syndrome. However, compared
with mothers who had declined screening, mothers in the false negative group scored significantly
higher on the parenting stress measure and held less favourable attitudes towards their affected
child. Mothers who had received a false negative result were also most likely to blame others for
the birth of their baby with Down’s syndrome, and blaming others was associated with poorer
adjustment. Couples 1n the false negative group were also most likely to have relinquished therr
child for adoption although this did not reach statistical significance. The researchers concluded
that a false negative serum screening result appears to have a small adverse etftect on parental
adjustment. However, it might also be that parents who had chosen testing imitially held less
favourable views towards having a child with Down’s syndrome and this might also have related
to their adjustment difficulties. In addition, the parents of children given up for adoption were
included in assessments of adjustment, which might have affected the results. Although this
finding remains to be substantiated by further research, it i1s potentially important in light of the
findings reported earlier that coping and adjustment patterns stabilise quite early on in families of

children with Down’s syndrome (Cunningham, 1996).

1.3 SUMMARY

It is understandable that pregnant women would like reassurance that their unborn child 1s healthy,
however, no prenatal test can guarantee that a child will not be born with a disabling condition.
Furthermore, there are adverse psychological consequences associated with prenatal testing and
that reassurance cannot be the outcome for everyone. The termination of a pregnancy attected by
Down’s syndrome is traumatic even for couples at ease with their decision and the long-term
consequences are potentially severe in some cases. For these reasons, 1t 1s desirable that women

make decisions about the prenatal tests they are offered using good quality information and that

-

21 The number of false negative results depends both on the sensitivity of the test used and the risk
cut off used as an indicator for diagnostic testing (Wald et al., 1997).
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they are given the opportunity to consider this information with relation to their own belief

structures and personal circumstances.

Supporting women in making an informed choice about prenatal testing is a valid goal but a
challenging one. Although the number of children born with Down’s syndrome is small, the
number of pregnant women offered prenatal testing for the condition is large. Following the
implementation of the government’s ‘screening for all’ policy in 2004 each year in England alone,
over 600,000 women attending for antenatal care will be offered second trimester serum screening
(Department of Health, 2001b). If projected serum screening uptake rates are met (Wald et al.,
1997) 1t 1s estimated that approximately 400 women per annum will receive a positive diagnosis ot
Down’s syndrome via the serum screening route. When a positive diagnosis of Down’s syndrome
1s given nearly all parents opt for an abortion (Alberman et al., 1995; Huang ef al., 1998;
Mansfield et al., 1999) The latest available figures for the UK show the number ot terminations
for Down’s syndrome to be approximately equivalent to the number of live births (Alberman,
2002). It 1s anticipated however, that the termination rate will begin to rise above the rate ot live
births as a result of a national serum screening policy and improvements 1n detection of Down'’s
syndrome via ultrasound scanning. The next chapter summarises the literature relevant to informed
choice within the prenatal testing context, and reviews studies that have considered information,

knowledge, and attitudes in relation to prenatal testing for Down’s syndrome.
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CHAPTER 2 INFORMED CHOICE AND PRENATAL TESTING FOR
DOWN’S SYNDROME. A LITERATURE REVIEW

For most of its history, the explicit goal of prenatal testing has been to reduce the incidence of
disability in the population (Stein, Susser, and Guterman, 1973; Mikkelsen, 1988). In effect,
therefore, Down’s syndrome has been unproblematically viewed as a public health problem in
much the same way as cancer or tuberculosis (Wilson and Jungner, 1968). It is only relatively
recently that there have been concerns at an institutional level about promoting informed choice®’
rather than maximising test uptake (Council of Europe, 1990; Raffle, 2001). In recognition of this
shift away from paternalism in medicine the most recent report of the UK National Screening
Commuittee states, “There is a responsibility to ensure that people who accept an invitation [for
screening| do so on the basis of informed choice” (Department of Health, 2000, p. 1). This change
in emphasis retlects, amongst other things, the general rise in consumerism in society (Charles,
Whelan, and Gatni, 1999). Specifically in the context of prenatal testing, however, informed
choice 1s also considered key in distancing the process from eugenic practices (Williams,
Alderson, and Farsides, 2002c¢). Most of the research in the area of informed choice has focused on
increasing patient knowledge about tests and their consequences, but there 1s a growing awareness
that decisions should also reflect the individual’s values (Bekker, 2003; Bekker ef al., 1999;
Marteau, Dormandy, and Michie, 2001). A number of definitions of informed choice have been
proposed that have differing emphases on either the behavioural outcome or the process depending
on the theoretical perspective of the authors. In a series of recent papers concerned with the
development of a measure of informed choice, Marteau and colleagues have used the tfollowing
definition.

An informed choice is one that is based on relevant knowledge, consistent with the
decision maker’s values and behaviourally implemented” (Dormandy, Hooper, Michie,
and Marteau, 2002a; Marteau et al., 2001; Michie, Dormandy, and Marteau, 2002).

The authors argue that a decision to undergo testing is informed when,

“[Aln individual has a positive attitude towards undergoing a test, has relevant
knowledge about the test and undergoes it. An informed decision to decline a test occurs
when an individual holds a negative attitude towards undergoing a test, has relevant

knowledge about the test and does not undergo it” (Marteau et al., 2001, p. 100).

However it is argued that this definition of an informed choice does not account tor the complex

factors affecting prenatal testing decisions. Firstly, a number of attitudes and beliefs are relevant to

22 1nformed choice is used in this thesis in preference to informed consent. ‘Choosing’ prenatal
tests for Down’s syndrome is not directly equivalent to consenting to recommended surgical
procedures, for example, although many of the issues are related.
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the decision of whether or not to undergo a screening test for Down’s syndrome. Attitudes towards
termination of pregnancy and attitudes towards people with Down’s syndrome are relevant to the
screening decision, and these might be related to, but independent of, attitudes towards undergoing

a test. In addition, these different attitudes might not always be internally consistent but this should

not preclude an informed choice. Secondly, this definition does not account for those individuals
with neutral or ambivalent attitudes, whom, it has to be assumed can also make an informed
choice. Thirdly, by setting behavioural implementation as one of the criteria for informed choice
suggests that test uptake can be taken as a proxy for preference. This might not always be the case.
For example, a woman could be well informed about screening and hold positive attitudes towards
undergoing testing, but may be unable to attend the appointment that day. Alternatively, a woman
equally knowledgeable about the test might view undergoing testing unfavourably, but go on to be
tested to meet the wishes of a partner. She could even be tested without her awareness. Finally, the
definition above does not account for the role that a woman’s personal, financial, and social

circumstances might play in her prenatal testing decisions.

In contrast to the definition by Marteau and colleagues, the following definition acknowledges the

complexity of the information relevant to prenatal testing choices, and also the process by which

informed decisions might be made.

An informed choice is based on (a) an accurate assessment of the information about the
relative decision alternatives and their consequences, (b) an assessment of the desirability
of these consequences in accord with individual beliefs, and (c) a ‘trade-off” between these

factors (Bekker, 2003).
This definition is preferable for a number of reasons. Firstly, it highlights the importance of
assessing information about all alternatives and their consequences. In the case of serum
screening, information about the target condition should be provided, along with information
about the test process and its possible consequences. Such information is necessary if both
continuing and terminating a pregnancy affected by Down’s syndrome are to be promoted as
equally acceptable choices. Secondly, the definition makes explicit the weighting ot these
alternatives in terms of their desirability within the framework of an individual’s belietfs, and
personal circumstances. The terms ‘beliefs’ encompasses a more inclusive range of information
that individuals might consider than does the use of the high level construct of values. Finally, the
definition recognises the trade-offs between knowledge and beliefs that people are seen to make in
the real world when considering different options regarding prenatal testing (Carroll, Brown, Reid,
and Pugh, 2000). The following two sections review the literature relating to women’s knowledge
and attitudes about prenatal testing for Down’s syndrome and considers the degree to which 1t can

be considered that women are currently making informed choices 1n this context.
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2.1.1 Information and knowledge of prenatal tests

It 1s acknowledged that women need to receive four essential different types of information about
prenatal tests; the purpose of the test, what the procedure for testing involves, any risks associated
with the test, and the implications of the possible test results (Reid, 1988). This information is not
only essential for informed choice but for understanding tests results and (potentially) for making
future reproductive decisions. However, there is substantial evidence that significant numbers of
women either do not receive this information, or if they do, do not fully understand it. In particular
women struggle with concepts of population risk and probability and find this difficult to grasp in
relation to their own pregnancy (Green et al., 2002). For example, a French study of women being
offered amniocentesis following a positive screening result noted a widespread lack of
understanding of the accuracy of screening tests, the probability of having a baby with Down’s
syndrome, or of the miscarriage risk associated with amniocentesis (Gekas et al., 1999). Examples
of studies with similar findings come from Finland (Santalahti et al., 1998a), the UK (Chilaka et
al., 2001; Green, Statham, and Snowdon, 1993b; Grewal et al., 1997; Hewison et al., 2001 Smith
and Marteau, 1995), the USA (Freda et al., 1998) and Canada (Goel et al., 1996; Glazier et al.,
1997). Perhaps more worrying still, is that a significant minority of women cannot say whether or
not they have been offered serum screening testing for chromosomal abnormalities and NTDs, and
some have inaccurate perceptions of whether or not they have actually had a test (Searle, 1997;
Smith, Shaw, and Marteau, 1994). In a recent study in the UK 1t was reported that despite
counselling only 48% of women who had undergone serum screening knew that they had had a
blood test for Down’s syndrome. This varied from 28% of Asian women who had been born
outside the UK to 66% of Caucasian women born in the UK (Chilaka et al., 2001). While
worrying, women routinely have blood samples taken during pregnancy and so might not be
aware, unless made so, that they did or did not have a blood sample taken for the purposes of
screening for Down’s syndrome. Factors that are associated with knowledge of prenatal testing
are education, cultural background, the ability to read and speak English, social class, and previous

experience of pregnancy (Chilaka et al., 2001; Green et al., 1993b; Grewal et al., 1997).

A substantial amount of research effort has been put into improving the material provided prior to
testing despite the fact that the role such information plays in making health decisions 1s not fully
understood. Some studies suggest that information does not always have the impact on either
knowledge, or on decision satisfaction that might be expected, but nevertheless, women want and
value information about prenatal testing (Carroll ez al., 2000; Jepson, Forbes, Sowden, and Lewis,
2001: Michie, Marteau, and Bobrow, 1997a; Michie, Smith, McClennan, and Marteau, 1997b;

Reid, 1988). Attempting to improve knowledge by providing more information prior to testing



32

does not appear to raise anxiety in pre- or post-test situations but its ability to significantly reduce
It remains unclear (Green et al., 2002). One study demonstrated some overall benefits of an
Intervention that provided women with basic information plus an additional one-to-one
consultation with a health professional, but did not differentiate between the effects on screen-
positives and negatives (Thornton, Hewison, Lilford, and Vail, 1995). High quality information
provision is very important, but being better informed about the ‘four essentials’ might not protect
women from the anxiety associated with a positive screening result. One study reported on a
health professional familiar with serum-screening who received a positive screening result.

“Although because of her education she knew that few positive results indicated real
abnormality, her first thought on learning of her positive result was ‘disaster’. That
evening she was unable to sleep and felt like crying desperately. The next day she
described herself as being ‘out of control’. Simply having technical knowledge did not
prevent a negative emotional reaction” (Santalahti et al., 1996, p.104).
This suggests that good information about the test itself is not sufficient to fully inform choices or
to allay anxiety following an adverse result (Bekker et al., in press). Informing women about what
they might experience in emotional terms should they receive a positive result might be beneficial
In setting any subsequent anxiety in some context and helping them to manage it more effectively.
For some women, this knowledge might facilitate a more informed decision to decline screening.
However, 1t can be argued that the anxiety expressed by women following a positive screening test
1s related to her understandings of disability and (in this context) Down’s syndrome. Therefore,
even a pertect understanding of the tests 1s likely to have only a minimal impact on the feelings of
women who are concerned about having a child with Down’s syndrome. The next section will

consider the research related to information and knowledge about Down’s syndrome within the

prenatal testing situation, and whether this relates to prenatal testing choices.

2.1.2 Information and knowledge about Down’s syndrome in the prenatal context

In order to facilitate informed decisions about prenatal testing, 1t 1s considered essential that
women receive and understand information about the target condition(s) of that test (Advisory
Committee on Genetic Testing, 2000; Marteau, 1995; Nuftield Council on Bioethics, 1993; Royal
College of Obstetricians and Gynaecologists, 1996; Royal College of Physicians, 1989). However,
as research has generally focused on 1ssues around information about the tests and the testing
process, what exactly constitutes the right information 1n the case of Down’s syndrome 1s still
unclear. It has been suggested that, “at the very minimum.... information about the seriousness of
the condition needs to be conveyed” (Figueiras, Price, and Marteau, 1999, p. 762). However,
perception of the severity of Down’s syndrome has been demonstrated to be a subjective judgment

rather than a piece of factual information. Others have argued that information containing a
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balance of negative, positive, and neutral statements about the condition should be provided to
enable couples to ‘make their own minds up’ about the severity of the condition (Loeben, Marteau,
and Wilfond, 1998). While this sounds sensible, such balance in information about Down’s
syndrome is rarely found, partly because the domains of information covered are so limited. For
example, a review article intended to help health professionals inform women about Down'’s
syndrome prior to prenatal testing contains only information about the medical and clinical
problems associated with the syndrome, thus portraying an essentially negative picture of Down’s
syndrome (Noble, 1998). A recent thesis concerned with decision making in the prenatal context
lists the information that, “has been identified within the literature as sufficient to enable informed
decision making”’ (Bekker, 1999, p.67). This list includes the prevalence of Down’s syndrome, its
chromosomal cause, associated life expectancy, increased risk of Alzheimer’s disease, the range of
learming difficulty, ‘typical’ facial features, and that such individuals are ‘usually very loving and
caring’. It 1s not clear why this particular information is considered suttficient to enable informed

decision making, and in fact there is no consensus on what knowledge is sutficient in terms ot the

target condition.

Aside from the debate about which information to provide to pregnant women, the literature
reveals that in many cases no information about Down’s syndrome 1s given at all. One
observational study of obstetricians presenting amniocentesis to pregnant women reported that
descriptions of target conditions were not given, nor were existing understandings of the
conditions determined (Marteau, Plenicar, and Kidd, 1993). Similar findings were reported 1n a
study concerning information dissemination prior to the offer of serum screening (Marteau, Slack,
Kidd, and Shaw, 1992b). Bekker (1999) audio-taped 44 instances of midwives counselling women
who had received a positive serum screen for Down’s syndrome and noted that information about
the condition was given in only 23% of cases. Clearly the recommendations about information
provision in relation to the condition being tested for are not always being followed, possibly
because health professionals do not perceive that women desire such information. However,
pregnant women themselves have raised the lack of information about Down’s syndrome as an
issue. In one French study, out of 200 women who were offered amniocentesis following a
positive serum screening result, 58% reported that the information provided about Down’s
syndrome was insufficient, and a further 13% that no information had been given (Gekas et al.,
1999). Other studies report a similar dissatisfaction with this lack of information about the

conditions being tested for (Carroll et al., 2000; Edwins, 2000; Helm et al., 1998; Levy, 1999;
Moyer et al., 1999; Roberts, Stough, and Parrish, 2002).
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The research on pregnant women’s knowledge of Down’s syndrome is scant and suffers from a

lack of consensus on what women should know about the condition. There are almost as many

measures of knowledge about Down’s syndrome as there are studies and these measures are

generally poor in quality making it difficult to synthesise findings and draw conclusions (Green et

al., 2002). The following section summarises the studies of knowledge of Down’s syndrome in the

prenatal testing context.

In a recent cross-cultural study in the UK (Chilaka et al., 2001) knowledge of Down’s
syndrome was defined as ‘good’ if participants knew that the condition was associated with a
‘significant mental disability’, ‘structural abnormality’, and ‘chromosomal abnormality’. It 1s
not clear what 1s meant by structural abnormality, but it might be a reference to heart defects.
Knowledge scores were calculated from importance ratings attached to each piece of
information the women recalled. Awareness about chromosomal abnormality and learning
difficulty were considered of most importance. Overall, only 33% of women were considered
to have good knowledge of Down’s syndrome, and this differed between 51% of Caucasian
women born 1n the UK to 8% of Asian women born outside the UK. It 1s not clear trom the
study whether pilot work was conducted to ensure that the women understood the terminology
used in the questionnaires, and thus the findings are only of limited use.

In two Australian studies, pregnant women were interviewed at their first antenatal care
appointment using a structured questionnaire that included the item, “What do you know about
Down syndrome?” (Mulvey and Wallace, 2000; Mulvey and Wallace, 2001). In the first study
100 women were interviewed compared with 209 women in the second study. All women had
been sent an information leaflet incorporating some material about Down’s syndrome prior to
attending the clinic. The following knowledge was reported: 90% in s<ns1:XMLFault xmlns:ns1="http://cxf.apache.org/bindings/xformat"><ns1:faultstring xmlns:ns1="http://cxf.apache.org/bindings/xformat">java.lang.OutOfMemoryError: Java heap space</ns1:faultstring></ns1:XMLFault>