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Abstract

Background: In most countries, genetic carrier screening is neither offered, nor embedded in mainstream
healthcare. Technological developments have triggered a two-fold transition in carrier screening: the expansion
from screening one single disorder to many disorders simultaneously, and offering screening universally, regardless
of ancestry. This study aims to identify general and population-specific barriers and needs reflected by stakeholders
regarding the implementation of carrier screening in a changing landscape.

Methods: Seventeen semi-structured interviews were conducted with Dutch key stakeholders working in the
practical and scientific field of carrier screening. The constellation approach was used to categorise barriers and

needs into three levels: culture, structure and practice.

Results: Barriers on a cultural level include: undecidedness about the desirability of carrier screening, and a lack of
priority of screening in mainstream healthcare. On a structural level barriers included: need for organisational structures
in healthcare for embedding carrier screening, need for guidelines, financial structures, practical tools for overcoming
challenges during counselling, and a need for training and education of both professionals and the public. A lack of
demand for screening by the public, and a need for a division of responsibilities were barriers on a practical level.

Conclusion: The absence of a collective sense of urgency for genetic carrier screening, a lack of organisational
structures, and uncertainty or even disagreement about the responsibilities seem to be important barriers in the
implementation of carrier screening. Stakeholders therefore suggest that change agents should be formally
acknowledged to strategically plan broadening of current initiatives and attune different stakeholders.
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Background

Genetic carrier screening enables couples to find out
whether they are both carriers of the same autosomal
recessive (AR) disorder, and consequently face a 1-in-4
risk of having an affected child in each pregnancy. The
aim of carrier screening is to provide carrier couples with
autonomous reproductive choice [1]. Screening is prefera-
bly done before pregnancy (preconception) as this pro-
vides couples with most reproductive options [2]. These
are, for example, refraining from having children, prenatal
diagnosis, and preimplantation genetic diagnosis.
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In many countries, there has been discussion about the
implementation of carrier screening. Currently, screening
practices are mostly aimed at high-risk groups, ie.
ancestry-based carrier screening. The Ashkenazi Jewish
(AJ) community, for example, has been familiar with carrier
screening since the 1970s, starting with screening for Tay--
Sachs disease [3]. In England, ancestry-based prenatal
haemoglobinopathy (HbP; sickle cell disease, thalassaemia)
carrier screening is conducted in low prevalence areas,
whereas universal screening, regardless of ancestry, is of-
fered in high prevalence areas [4]. In the United States (US)
carrier screening for cystic fibrosis (CF) has been offered
preconceptionally or early in pregnancy for over a decade,
initially ancestry-based, and since 2011 universally [5].
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In most countries, carrier screening has not been imple-
mented on a structural level, and the initiatives that do
exist are mostly local or small niches developed from a re-
search perspective [6—9]. For those niches, research has
been done to identify possible enabling and inhibiting
factors for its implementation and embedding in
mainstream healthcare. Challenges or barriers frequently
mentioned are: a lack of awareness and knowledge among
both the general public and professionals [10-12]; difficul-
ties reaching the target groups, particularly couples
planning a pregnancy [10, 11]; professionals being un-
aware of available guidelines [11, 13]; and a lack of struc-
ture in which to embed genetic carrier screening [10, 11].

Technological developments in genetics such as Next
Generation Sequencing, and cost reductions [14] have trig-
gered a two-fold transition in carrier screening: the expan-
sion of screening from one single disorder to screening for
many disorders simultaneously (‘expanded’), and the transi-
tion of an ancestry-based offer towards an offer of screening
regardless of ancestry or geographical origin (‘universal’)
[15]. Expanded universal carrier screening (EUCS) panels in-
cluding over 100 disorders, are increasingly available from
commercial laboratories in North-America, Australia and
Europe [1, 16], and are increasingly being offered to the
public [14]. A frequently mentioned advantage of EUCS is
that it will reduce stigmatisation and increase equity [1, 17].
However, these advantages may not be as evident as stated.
In 2014 and 2015, we conducted an interview study among
key stakeholders in which they expressed moral concerns re-
garding, for example, the question of whether EUCS will
lead to a lower level of care for high-risk populations, or
reinforce disability-based stigmatisation [15]. This was also
described in a US focus group study by Cho et al. [18].

In the Netherlands, carrier screening is neither routinely
offered, nor embedded in mainstream healthcare [19, 20].
In 2007, the Health Council of the Netherlands recom-
mended studying both an offer of carrier screening for CF
and HbPs in a large pilot, and the structural implementa-
tion of preconception care [21]. However, up till now, these
recommendations have not been followed up, and carrier
screening is only offered as local initiatives. In a Dutch
founder population, screening for four AR disorders is
available [8], a panel for nine disorders for the A] commu-
nity has been developed in two clinical genetic centres [22],
and a few midwifery practices routinely offer ancestry-
based prenatal HbP carrier screening for women at high
risk [23]. Furthermore, despite the recognised importance
of preconception care in general, this is only offered on a
small scale, and not in a uniform manner [24]. In light of
this context and the technological advances triggering the
current transition in carrier screening, this paper aims to
identify general and population-specific barriers and needs
reflected by Dutch stakeholders regarding the implementa-
tion of (expanded universal) carrier screening.
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Methods

A qualitative study design was used and semi-structured
interviews were held with key Dutch stakeholders in the
practical and scientific field of carrier screening between
December 2014 and September 2015. This qualitative
research method was used to capture the range and
diversity of perceived barriers and needs among different
stakeholders. The Medical Ethical Committee of VU
University Medical Center Amsterdam approved the
study protocol.

Theoretical framework

To describe the transition in carrier screening, and to
structure the stakeholders’ views related to carrier screen-
ing, the so-called “constellation perspective” as described
by Van Raak (2010) [25] was used. In this constellation
perspective, there is a continuous interaction between
three main elements of a larger societal system: the cul-
ture, the structure and the practice. Here, culture has been
defined as “the set of shared values, perceptions, and inter-
pretative frames of the involved actors” (e.g. perceptions
regarding carrier screening), structure referred to how
things are physically, financially, and institutionally orga-
nised, and practice involved the actual actions undertaken
by the actors (individuals or groups) within the constella-
tion (e.g. the interaction between patient and professional)
[25]. Culture and structure are both structuring elements,
and are shaped by the common practices of actors. At the
same time, the actors’ actions are also influenced by the
culture and structure of the constellation [25].

In general, the dominant constellation in medicine is
often determined by a group of actors that are familiar
with working according to a certain culture (thinking),
structure (organising), and practice (doing). However, in-
ternal and/or external influences may cause this dominant
constellation to be susceptible for change. These driving
forces of change can originate from dynamics in organisa-
tion, demand, acceptability and/or technology [26]. Espe-
cially recent technical developments on EUCS make the
current situation in carrier testing in healthcare suscep-
tible to moving beyond ancestry-based screening.

Recruitment and participants
A Network of Actors model [11, 26] was used to identify
relevant stakeholder groups: scientists, including laboratory
scientists, developing tests, healthcare professionals offering
tests, citizens that might have a demand for carrier screen-
ing (e.g. patient organisations), and institutions developing
policy and regulations (e.g. policy makers) (Fig. 1). Perspec-
tives of the public are described elsewhere [20].
Stakeholders were non-randomly recruited from all four
groups in the Network of Actors model [11], using role-
based purposeful sampling. Stakeholders were selected
based on their previous experience with carrier screening
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Scientists/ researchers, N=4

Laboratory scientist, N=1
Researcher, N=2'
Ethicist, N=1

Healthcare professionals, N=7

Midwife, N=3
Paediatrician, N=1
General practitioner, N=2
Clinical geneticist, N=1

Source of dynamics
Organisation
Demand
Acceptability
Technology

Fig. 1 Interviewees categorised by the four different stakeholder groups in the Network of Actors model (adapted from [26]). 'One stakeholder is
a researcher and a midwife, but is only assigned to the scientists/researchers group

Citizens/ patient organisations, N=3

Dutch Foundation for Cystic Fibrosis, N=1
VSOP Dutch Genetic Alliance, N=1

Dutch Foundation for sickle cell disease and
thalassaemia, N=1

Institutions, N=3

Dutch Society for Clinical Genetics, N=1
Dutch Youth Health Centre, N=1
Ministry of Health, Welfare and Sport, N=1

or because others identified them as having an important
viewpoint on this topic. This sampling strategy resulted in
twenty-five stakeholders who were approached for partici-
pation. Stakeholders were informed about the study and
invited to participate via email. Of the people approached,
three refrained as they were no longer involved in the
topic or could not represent the organisation they worked
for, and one interview was cancelled. Four people did not
respond to the initial invitation and reminders. In total,
seventeen interviews were conducted, after which data
saturation was reached, and recruitment and data collec-
tion stopped. Five interviews were performed by two in-
terviewers (EV/SvdH and KH) and the other twelve by a
single interviewer (EV or KH). Interviews were conducted
face-to-face, by telephone or via Skype. Informed consent
was signed by all participants before the start of the inter-
views, and the conversations were audio recorded. Within
two weeks, all interviewees received a summary of the
interview for member checking.

Interview guide
A semi-structured interview guide was developed by
means of the literature, and the constellation perspective

where its three main elements (culture, structure and
practice) served as a basis for the formulation of interview
questions. The guide covered the following topics: stake-
holders’ previous experience with (offering) carrier screen-
ing, opinions on offering carrier screening, both ancestry-
based and EUCS, opinions about (own) responsibility re-
garding the implementation of carrier screening and
collaboration, views on the embedding of carrier screening
in healthcare, and thoughts about commercial offers of
carrier screening (see Additional file 1 for the interview
guide). The results focussing on the moral considerations
and the proposed benefits of EUCS are presented else-
where [15]. During each interview, the questions were
slightly adapted to the stakeholders’ specific knowledge
and role.

Data preparation and analysis

All interviews were typed out verbatim and thematic con-
tent analysis was performed. Coding started with reading
all transcripts in detail, and labelling all recurring topics.
All labels were ranked and clustered into main and
subtopics based on the three main elements, i.e. culture,
structure and practice, of the theoretical framework in



Page 4 of 12

Holtkamp et al. BMC Health Services Research (2017) 17:146

(jpuoissajoid aipduypay ‘| #) , 10U JO I 1o 01 buiob aip am
JoYIaymM awW Uuo puadap 1,Usa0p 1f Uyl 31 Op PINOYS am ‘)i JaJjO O JUDM AJuIp1Iad pinom | ‘[builsal Jalipd] 1 10) ¥Sp ajdoad uay,

(Ipuojss340id Iy DAY ‘€[ #)
,foDIdY|jI JUN22D OJUI 3P OSD PINOYSs NOA ‘Jjam pub Jlqnd ay3 Joj uonpwoul Jadoid dojarap 03 Jupodwi A|jpai sy,

(UONNIAISUI Y2ING D JO DAIDIUSSIIARI'| | #) , A11D2410D UOIDWLIOUI dPIA0Id 01 3|qD 8q 0} JapIO U JaISpW
pInoys noA buiyiawios s1oy | so1auab Xajdwiod AidA Sy [**7] paioanpa aq pinoys [buiuaalds Jalipd buliajo sjpuolssajoid] £y L,

(uonbsiuLbIO JUaNDLA D JO JAIDIUSAIAR) ‘L) , UdIp|IyD buiAby buliapIsuod

uaym bupyuup pup bupjows buniinb inoinbyaq buinoa Ayipay b 1N0GD 2UOAWOS BUILLIOJUI IO JUI3HIP SI UOIDWLIOJUI JO
pupy siyy [ sanijiqissod ay1 1N0gp UONDWLIOJUI 210U dAI223] 03 JUDM A3Y3 JaYIdyM paysp aq pjnoys pup ‘[buiuaaios Jallipd]
1 1N0gD pawiojul 8q 1SD3j 10 pINoYs 8q-03-s3uaipd ‘buiuaaids Jalipd bulayjo AlaAIalIp-Uuou JO SYIOMaWDL ay) bulapisuo)),

(Ipuoissajoid aipdyavay ‘| #)
, UOIDULIOJUI 3jqDIj2l PUD 3SIPUOI YIIM 31ISqam D ‘KiDSsadau Ji 0 (001 [p21100id D JO puly aUiOs dAbY O [nydjay Kian oq pinom 1j,

(jpuoissajoid a1poypay ‘o) ,¥ud [y 3yl i ‘spuny yqnd wolj o) piod si 1yl bulydWOS 3G PiNoYS 1Dyl 0S JaliDq

D 351l Appaljp NoA buiusaids aADY upd NOA ‘s0ina 00§ 104, AbS NoA Sp uoos Sy ad10y> b aAbY 9doad Ji ajqissod Ajuo si Awouoiny,
(jpuoissajoid aipdyLaY ‘9l #) , N WaWdwWI

JouuD> NOA “3sIMIay10 ‘2101 D S| 3J3Y1 1DYI INSUS 1SHly 1SNUI NOA SI0M 03 1Y JUDM NoA J1 inq [**°] ‘siauoinovid [piauab o) auljapinb
2402 U01Idadu0231d D 2ADY Op M [ **] “UOILSUAWOD [DIUDUL OU S| 4oy [**°] “Ajadoid bupiom jou S1byl 2103 UOIAIIU0II,

(12Y21D3531/1S13UBIDS ‘0 #) , PALLIDID 8 pINOyS Ajjpal Iyl YUIyl | 21D D 3G O punoj s aUOAUIOS
uaym uaddoy [jim 1oym pup “(UonbuLIojul buipiAcid) Joym BUiop SI Oym 1N0GD UODWLIOMUI 3PNJIUI PINOYS Saulfapinb ay1 10yl Yulyl |,

(uonnyIsuI YoINQ D JO dAIDIUSSAIARI '[ | #) ,'S152) BUIADY JO SalifIqissod ayl IN0qD wiojul upd NoA pup [**°] uaipjiy> aiow buiaby 1nogp
S1ybnoy1 ayl Jo spaau ayl INOGD YSD UDD NOA [**°] [240d UONAadUO0IRIUI] 242y SUDIDISAYA 21024)pay YINOA ayl 10j 3j0I D 395 |,
(12Y21D2524/1511UBIDS ‘7 #)

QW YIIM auly SIDY 913UdD Y3pay plIy2 243 BULISIA 9jiym SI2YI0W [95UN0 UDD AdY1 puD 21ay3 buluaauds Jalipd paquia upd am Jj il
buniayo supisAyd a102yypay YINoA 3yl YIM YO 3q OS[D PINOM | [**"] ‘[jlaM SD 3 Op UDD 3US/ay Uayl ‘3fIMPIW 3y SUSIA UOWIOS Ji

U Op uD> ays/ay 1auoiiopid [Diauab ayl SUSIA JUOWOS J| “U0SIad aUO AJUO AQ Paiayo Ajlpssadau Jou S 1byl aulbowi Os|p upd |,

(jpuoissajoid 2102y3pay ‘9#) ,ISIy pabupiip 3q pinoys 1oy | 2iymawos ob 01 3jgp 3q pinoys 3jdoad 1Dym smouy
POD) pUD “S32114D Jadbdsmau pup alisgam D buiyounpy 2i0joq AjiDDY [2103 UOIA2IUOD24d] JO PULY JWOS JADY PINoYS NOA 1sil4,

(jpuoissajoid a1pdyyLY ‘S| #) , buIUSaIDS [pIDUSIA YIIM 3SDD aYl Aj1ipd OS|D SOM 1DY] SD

'SONJSUIBY} UDLIOM 3Y1 3Q pJn0d 10Y3 NS/ (1YL SSIppD UDD OYM puy 10U 10 uaddpy [jIM 3 JaYIdYM apioap JjIM JaIsIUIy ay3 ing,
(18Y24D3s24/1S1NU3IS '/ #) , DpUabD 3yl Uo 1 136 03 Japio uj uopsIUPbIO

YouDIq 341 DIA SSAIMPILI O] Bupyipl =3 Uayl [jim dals 1Sl ay1 YUIYl | ‘M3iA JO Julod Spjalj Yl WO UOSDal paspul M Ji S,
(jpuoissajoid aipdylpay ‘of) , DPUILD

|p2njjod 3y} uo buiuaaids Jauipd ind 01 AGQoj JO 1I0S AWOS "33y AL 210Ul 8Q O} Paau SUONDSIUDDIO Juanpd pup o/,

(Ipuoissajoid aip2y3LaY ‘9| #), ucIDNS 31 s2bUDYD 1Dyl Ypak Jlgnd ayl buowp Auabin Jo a5uas WOS I 3yl Jj [*]

‘01042 JO Wopaaly bursisoydwa Sipuoissajoid A paipniu jp si 3 INQ Yjasi uonpindod ay woly buiuod pupuiap b jou Sii 5007,
(12Y21Da524/1511UBIDS ‘S#) ,'SIaKO 1531 4yaNS JO AUJIGDIDAD ay)

uo 1o0dwil 2bny D 2ADY U210 AIaA SaARDIIUI [[ouis 2SO0y [*] ‘[BuIuaaIds Bulpipbal] aADIIUI QUIOS YD1 03 AIDSSadau S Yulyl |,

(jpuoissajoid a10oy3vay ‘s #) ,S1s2nauab ay1 1snf uby) 3jdoad aiow ubaw |

‘pioiyp wij Jay1abol, Ag pub 4210601 auiwa1ap pinoys NoA byl Jjo-appil D S| [SIapIoSIp apnjoul 01 DL YUIyl |,
(IpuoIssajoid aIp2YaL3Y ‘| #) , SDISIP (|32 3DIS JO JALIDI D 3q O) /-Ul-| JO 2dUDYD D aADY

oym ajdoad upaqqupI-04py 350yl ajdwpxa 104 2| uolpindod ysu b 01 buibuojaq ajdoad o) 3jqpJIDAD 3G pInoys I YuIyl | oM,

2onoeid Ajlep uj 1sanbal [enplaipul

ongnd sy Jo}
uolewWIOUl 3|qissedde buidojersg

sjeuolssajold 1oy Bulutely buisiuebin

@C___WmCDOU 9AI1DalIP-UoU UO SNd04

Sjeuolssajold 10§ 5|001 [ed11deld

ssadde Jo Aunba buunsug -
sjeuolssajoid yieay Joy

uonesuadwod [epueUl €395 -

150D pue

1USWISSINQWIRI INOge UOLed|LIeID

saullepInb 3|qissadde pue alenbapy

QWi Ul
SIUSWOW 1Ua.IayyIp e Ssiopiroid
[e19ASS AQ Jayo ue BuisiuebiQ

2Jed> uondaduodaid buisiuebip

algnd -
sjeuolssajoid aiedyiesH -
suonesiuebio usney -

:Aq "epuabe (jeuoissajoud,/jednijod) aya

uo Butusalds Jaed 1nd 0y Aggo, -
SNIVEETRINEIN]=5)
JO 3j01 3Y3 buipiebas 33s-puill 3uaIalId

puewsq -
BujuaaIds 10 puewap ay1 ul 1ybisul
SaYdIu bunsixa woly buiuies

UM -

Oym -

Buiusaids Jo

JBUM pUB ‘Oym, By} INoge uonedyied

Bunsal Jaiued

JOj puewIdg  2d1dRId

uoneonpa
pue buiures]

Buljjesunod

SaIN1INIS
|epueUl

SaUIIPPIND

=2Jin1dniisedul  =21n1dNIS

uonesnuold

AujigelIssg  a1nynd

sa30nb aAlRASN|||

SpasN

away|

213081d “2IN12NIIS ‘2INYND 0} Palejal ‘BujusIds JaLIed Jo uoneluawa|dwi ay) buipiebal sispjoyayeis Aq passaidxa spasN L ajqeL



Page 5 of 12

Holtkamp et al. BMC Health Services Research (2017) 17:146

(uonpsiupbio 1D D JO INIDIUSSIARS ‘G#)
,PDaJ 3yl bupyp) auoawos paau op NoA 1nq ‘pjaly ayl yum Yaj aq pinoys [Aujiqisuodsal ayi] 1j,
(uonpsiupbIo UL D JO INIDIUSSIARS ‘b#)

L, Kujqisuodsal 1yl uaypl sby auO OU ‘ISD3| 1D IO ‘9|qISUOdsal S| dUO OU JUWOW SIYL 1D Yo, diysiaumoyAujigisuodsal Jo uoisiAig  Aljigisuodsay
(uonnyIsul Y21nQg b JO 2AIDIUSS2ICR ‘| | #)
. 1DY1 UO Y2ID3sal bujop puauiuiodal pinom | ‘Yoak oS spipMIayp 1l 1nogp [33) suaipd moy pup snye1s Jauied buimouy Jo
‘bujUBa1s JBLLIDI JO S1I3)42 dY} INOQD 3J31i] 00} MOUY am 00T [ *Jbuimouy Jo saauanbasuod ayl INogp ybnoua Mouy aMm JI JGPUOM |, $92USNb3IsUOD UO SBP3|MOU)

(panuuo?) 321oeld ‘aIn1dNIIS ‘211 Nd 01 Pale|al ‘Buluasids Jatied Jo uopeiuawaldul syl buipiebal siapjoysyeis Aq passaidxa spasN L djqeL



Holtkamp et al. BMC Health Services Research (2017) 17:146

order to identify important themes. Interviews were coded
by three researchers independently (KH, EV and LH), and
differences in coding were discussed until consensus was
reached. Representative quotes were translated into
English and are presented to illustrate the findings.

Results

The interviews with key stakeholders revealed barriers
and needs regarding the implementation of carrier
screening that were clustered into themes on the three
different levels of the constellation perspective (Table 1).

Culture: changing the way of thinking

The two main themes identified as important for chan-
ging culture regarding genetic carrier screening were de-
sirability and prioritisation.

Desirability

Generally, respondents were positive about offering carrier
screening, but the desirability was also debated and seemed
to depend on two main considerations: the “who” — who
should be offered screening: high-risk groups (ancestry-
based) vs. population-wide — and the “what” — what disor-
ders should be tested for. Carrier screening was considered
more obvious for high-risk groups suffering from specific
disorders, e.g. screening in populations of African ancestry
or in founder populations. Reasons for preferring this were
that these populations are at increased risk of being a car-
rier of several disorders, and that there was a degree of rec-
ognisability of the specific disorders for the high-risk
groups. Disadvantages mentioned were an increasingly
multi-ethnic society, concerns about the registration of eth-
nicity, and the risk of stigmatisation. Some therefore argued
that screening should be offered more universal, as this
would reduce the risk of stigmatisation. They, however, also
indicated that such a population-wide offer would be too
expensive and could lead to ethical dilemmas such as med-
icalisation of pregnancy and eugenics.

“In my opinion, it should not be offered to everyone, as
you will then medicalise the pregnancy”. (#12,
healthcare professional)

Regarding the inclusion of disorders in screening, stake-
holders felt that there was a broad range of criteria that
could be used, e.g. severity, prevalence and lethality of the
disorder, the impact on quality of life, and the burden for
parents. Many stakeholders therefore expressed a need for
setting clear criteria that disorders have to meet in order
to be included in a panel by a multidisciplinary team in-
cluding all key actors (citizens, scientists, health profes-
sionals, and institutions), or by the Dutch Health Council.
Focussing on the implementation of EUCS more specific-
ally, stakeholders indicated that much can be learned from
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existing initiatives or niches on carrier screening, both
ancestry-based and EUCS. One of the specific points to
consider was the absence of an active demand by the pub-
lic, apart from specific high-risk groups, for such an offer.
According to the stakeholders, experiences from the
current niches should clarify whether there is an actual
demand for screening and more specifically what kind of
offer (ancestry-based vs. EUCS) is preferred.

Prioritisation

A more generic theme arising from the interviews was the
lack of priority for genetics in general in mainstream
healthcare. Healthcare professionals indicated that offer-
ing carrier screening has no priority in daily practice, as
the emphasis is mainly on curing patients instead of public
health offers to healthy people (prevention). Moreover,
they argued that when attention is paid to preventive as-
pects, professionals especially focus on traditional public
health interventions targeting the well-known risk factors
such as smoking and drinking during pregnancy, instead
of on discussing genetic risks as genetic disorders were
seen as rare.

“You know, we still have to put everything in
perspective. [...] And, I think that quitting smoking has
a bigger impact on someone’s health and unborn
children at this moment.”(#13, healthcare professional)

Additionally, stakeholders acknowledged the influence
of the government and its changing policy regarding pub-
lic health offers and preventive measures to healthy
people. One of the stakeholders illustrated this by refer-
ring to the report Preconception care: a good beginning
published by the Health Council of the Netherlands in
2007 [21], stressing the importance of preconception care.

“And at that time, the former minister was willing to
spend an amount of money on that, so that was good.
But the next minister reversed that, so yeah, up till
now no progress has been made.” (#6 healthcare
professional)

In case of structurally implementing carrier screening,
stakeholders argued that a different mind-set towards pre-
paring for a pregnancy, and the possible role of genetics
and carrier screening is needed. Perceptions about how to
achieve this culture shift differed. While some stake-
holders acknowledged a role for patient organisations,
others pointed out that healthcare professionals and pro-
fessional organisations should take the lead. Additionally,
the parallel was drawn with prenatal screening in the
Netherlands, as pregnant women took a role in agenda
setting themselves by asking for prenatal screening tests.
This could also be the case for carrier screening (Table 1).
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Structure: changing the way of organising

Regarding structure, five themes emerged from the inter-
views: infrastructure; guidelines; financial structures; chal-
lenges during counselling; and training and education.

Infrastructure

Stakeholders perceived the lack of infrastructure in (pri-
mary) healthcare as an important barrier for implement-
ing carrier screening, and discussed whether screening
should be offered as a single screening programme or em-
bedded in preconception care. According to respondents,
when considering the structural implementation of pre-
conception carrier screening, a well-organised infrastruc-
ture for preconception care in general, and guidelines are
needed. Though preconception care was seen as a possi-
bility, many stakeholders also raised concerns, e.g. the lack
of knowledge among health professionals and the target
population, and the lack of funding. Stakeholders further-
more argued that carrier screening should not necessarily
be offered by one profession only. A proposed alternative
was a structure where genetic carrier screening is offered
by multiple providers: general practitioners, midwives,
youth healthcare physicians, gynaecologists, clinical genet-
icists, and genetic counsellors. Though other providers
were mentioned as well, most stakeholders agreed that
screening should be offered by a medically trained profes-
sional to assure sufficient counselling. In light of the dif-
ferent potential providers, stakeholders also suggested
different moments in time for offering carrier screening.
Although offering screening preconceptionally was pre-
ferred, they also indicated that screening could be offered
prenatally, for example embedded in existing routinely
performed blood tests during pregnancy or between preg-
nancies (interconception care).

When discussing the desirability of a commercial offer,
some stakeholders perceived the developments in commerce
as inevitable, but many also expressed concerns, for example:
doubts about the quality of the test, increasing inequality due
to high costs, and creating a false sense of security.

“I don’t know how reliable these companies are. When
conducting a test outside university hospitals, who are
the experts looking at the mutations then? Or is it just
a fancy programme? It can all be automated. I think

that’s a creepy development.” (#7, scientist/researcher)

Guidelines

Stakeholders also expressed concerns regarding a lack of
guidelines, complicating the offer of carrier screening or
even informing people about it. Most respondents did
acknowledge that some information was available, but it
was often not in the right place, making it difficult to find
or use. Stakeholders therefore outlined the need for
adequate and accessible guidelines concerning indications
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for screening and issues that need to be addressed during
pre- and post-test counselling. The development and ad-
justment of guidelines, however, was considered to be
complex. Obstacles mentioned by stakeholders were the
lack of financial resources, lack of time, and the many par-
ties involved in designing guidelines.

Financial structures

Much uncertainty about the exact costs of carrier screen-
ing was expressed by the stakeholders, and in cases where
the prices were known, they were perceived as high and
unacceptable.

“One of the arguments is that it is unethical, because
the costs of those tests, you know, that is questionable,
and a CF test is of course very expensive. Look, HbP
that’s a tenner, but a CF test is quite pricey.” (# 2,
scientist/researcher)

This discussion seemed to be especially crucial when
considering the implementation of EUCS. Despite the
expectation that costs of carrier screening will decrease
due to current technological developments, costs of test-
ing and counselling remain substantial. Stakeholders ar-
gued that given the autonomy of possible users,
attention should be paid to ensure equity of access. Ac-
cording to them, excessively high costs of screening
might exclude people with a lower socio-economic sta-
tus who might, for example, be more prone to HbPs in
the Netherlands and would benefit most from screening.
The autonomy principle is then violated. However, one
respondent argued that it would be good to have people
pay a small amount for screening as she thought that
people would then make a more considered decision.
Furthermore, it was mentioned that when discussing the
embedding of carrier screening within preconception
care, uncertainty about the reimbursement of such a
consultation should be clarified first.

Challenges during counselling

Stakeholders expressed two challenges encountered dur-
ing counselling for carrier screening. They acknowledged
that people should receive sufficient information in
order to make an informed decision about having
screening or not. However, the complexity of the subject
makes it difficult for healthcare professionals to provide
this information. As counselling for ancestry-based
screening for one or several disorders was already per-
ceived as something complicated, stakeholders expected
even more difficulties when offering EUCS.

“You will have to explain the disorders properly. You
have to explain life expectancy, and what it means to
live with such a disorder. You will certainly be asked:
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can you cure this? You have to explain that very well.
Is it treatable when we detect it in an early stage, can
we cure it? [...] And when it is a broad range of
disorders, well you can imagine that it is too much
information.” (#15, healthcare professional)

Another stakeholder drew the parallel with the expansion
of neonatal screening, from one to seventeen disorders over
the years in the Netherlands, and argued that information
could be provided in a layered fashion. Healthcare profes-
sionals can provide general information during counselling
and refer to information leaflets or the internet for detailed
information. Information can also be provided by ambassa-
dors from their home country in their mother tongue. Fur-
thermore, stakeholders argued that counselling for carrier
screening requires a paradigm shift from directive advices
to non-directive counselling. In order to tackle this, they
expressed a need for practical tools (e.g. practice instruc-
tions — schematic overview of points to be discussed) that
deal with the actual knowledge, and how to interpret lab re-
sults, but also include specific examples of how to counsel
in a non-directive way.

Training and education

Stakeholders believed that sufficient knowledge about
genetics and carrier screening is essential but also indi-
cated that this important aspect is often lacking. Profes-
sionals are, however, not the only ones struggling with a
lack of awareness and knowledge. Stakeholders indicated
that the general public’s knowledge is also insufficient:

“A bottleneck is, for example, the fact that men think
they could never be a carrier when a baby is
diagnosed with sickle cell disease because a baby has
spent nine months in the mother’s womb, so it is
always transferred by the mother”. (#3, healthcare
professional)

According to the stakeholders, the establishment of edu-
cational structures for both professionals and citizens are
key in the implementation of carrier screening. They felt
that more attention should be paid to genetics education in
general, and carrier screening more specifically, by assign-
ing a central role to this topic in the curricula of medicine
students, and in postgraduate education for health profes-
sionals. Regarding informing the public, stakeholders ar-
gued that information can be provided by means of a
media campaign or incorporating information in secondary
education. As information should be accessible for every-
one, illiteracy should also be taken into account.

Practice: changing the way of doing
Two main practice-related themes emerged from the in-
terviews as being of importance in the implementation
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of genetic carrier screening: demand for carrier screen-
ing and responsibility.

Demand for carrier screening

Stakeholders pointed out that the public can also influ-
ence implementation. When carrier screening is actually
frequently requested in daily practice, healthcare profes-
sionals are most likely to be more willing to offer it.
However, stakeholders argued that when it comes to
preconception carrier screening, talking about a preg-
nancy wish might be perceived as taboo, and actively
requesting and discussing information with healthcare
professionals before conceiving is not yet self-evident.

“It has also to do with the fact that it’s not self-evident
that people will actively look for information them-
selves before starting a family.” (#4, representative of a
patient organisation)”

At the same time, stakeholders questioned whether indi-
viduals actually do something with the information about
being a carrier; what are the consequences of knowing?
Multiple stakeholders felt this should be studied further.

Responsibility

Responsibility was considered important and expressed as
a clear need when discussing the implementation of car-
rier screening. However, according to stakeholders this is
lacking at the moment. They argued that the government
delegates the responsibility for the implementation of car-
rier screening to the healthcare professionals, whereas
professionals generally expect the government to step in
and take the responsibility to organise the debate about
screening and to develop policy. However, an important
nuance raised by one of the stakeholders is that placing
the responsibility of execution with the government may
also be misinterpreted. The neonatal screening and the
vaccination programme were used as an illustration as al-
though participation in these programmes is voluntary, a
high uptake is pursued. Since a high uptake is not the pri-
mary aim when offering carrier screening, and mixed mes-
sages are to be avoided, stakeholders thought that the
responsibility could also be assigned to an independent
non-commercial organisation instead of the government.

Discussion

This study identified different barriers and needs regard-
ing the implementation of genetic carrier screening in a
changing landscape by interviewing key stakeholders.
They argued that, apart from requests in specific high-
risk populations, there is still no actual demand for
ancestry-based nor expanded universal carrier screening
(EUCS) from the general population in daily practice,
and a lack of priority for genetics and public health
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offers to healthy people planning to have children in
mainstream healthcare. If an offer of genetic carrier
screening were found to be desirable, stakeholders
expressed a need for structural changes: a need for an
infrastructure in healthcare for implementing carrier
screening, a need for guidelines, financial and educa-
tional structures, and practical tools for counselling.
Moreover, they felt a strong need for a clear division of
responsibilities.

Since the current screening offers of EUCS are mainly
technology-driven, it is important to attune to the actual
demand [20]. After all, in the absence of demand, should
we then continue offering? On the other hand, an offer
can possibly generate demand as many people are not fa-
miliar with carrier screening yet, and can thus initiate an
innovation curve. Previously, we have shown that the de-
mand for screening may be influenced by awareness of
and familiarity with genetic diseases and carrier screening
[20]. While it has been acknowledged that in specific
high-risk groups there is an actual demand for ancestry-
based carrier screening [3, 7, 8], this is not yet evident for
EUCS. However, a public health initiative for a
population-wide screening offer is often not a reaction to
individual requests, but a response to a significant public
health problem, based on the need of (groups of) parents
or physicians of children with a severe genetic disorder. A
classic example is new-born screening for PKU, the first
population screening program for a rare disease in many
countries. Especially this aspect might explain why stake-
holders stress the importance of an offer of carrier screen-
ing despite the limited individual demand.

Most stakeholders found an offer of ancestry-based
carrier screening to be desirable, as was also described
in the literature [27-29]. The desirability and acceptance
of EUCS were, however, less obvious. Stakeholders
expressed both practical and moral dilemmas [15], as
was also shown by others [30, 31]. One dilemma con-
cerned determining which disorders and how many
should be included in a screening panel, and stake-
holders acknowledged the importance of clear inclusion
criteria set by a multidisciplinary team. Based on health-
care professionals’ opinions Lazarin et al. proposed a
classification of disease severity for the inclusion in
EUCS [32]. Stakeholders in our study furthermore feared
that EUCS might lead to the medicalisation of pregnancy
and to eugenics. These particular dilemmas were also
mentioned in a Swedish interview study among health
professionals [33]. We, and others, have also described
that rather than increasing equity of access, EUCS might
hinder this when specific mutations for high-risk groups
were not included in the screening panels [15, 18].

Stakeholders also stressed that within healthcare, the
priority (i.e. allocating time and money) is given to curing
patients instead of to public health offers to healthy people
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(prevention). In the Swedish interview study, stakeholders
expressed concerns about the costs of expanded carrier
screening and the effects of its implementation on the
budgeting of other healthcare areas. They indicated that
money could better be spent on more vital diseases such
as cancer [33]. In the case of insufficient resources, it is
necessary to determine which tests are most important to
provide, bearing in mind that allocating healthcare re-
sources fairly requires the use of ethically reflected criteria
[34]. Claims based on health and intervention need, e.g.
the a priori probability of having a disease, appear to serve
as the strongest normative basis [34]. Accordingly,
ancestry-based carrier screening may be considered to
have a higher need than EUCS, but the reverse can be ar-
gued as well: a service offering a carrier test for 100+ dis-
eases has a higher chance of recognising carrier status of
any disease than a service just testing for one disease, thus
potentially generating more value.

Regarding the need for the development of organisa-
tional structures and ancillary matters such as guidelines,
stakeholders did mention the potential of preconception
care, but also the practical challenges involved. Other
studies also report the many barriers that implementation
encounters, for example, time constraints faced by health-
care professionals, few women attending preconception
care consultations, and costs [24, 35, 36]. In the absence
of a solid structure, it was suggested that screening could
be offered at different moments in time by several pro-
viders. One of the options mentioned was interconception
care, i.e. care provided between pregnancies, and that a
specific role could be assigned to youth healthcare physi-
cians providing preventive child healthcare. The potential
of interconception care to new mothers is increasingly be-
ing discussed in the literature, and it is stated that its
unique position to reach women and its expertise in pre-
ventive healthcare are facilitating factors [37, 38]. How-
ever, a disadvantage could be that in some cases, parents
have already been confronted with the birth of an affected
child without being aware of their increased risk. Another
option might be a commercial structure. Though some re-
spondents expected this to be an inevitable development,
many expressed concerns: a lack of pre- and post-test
counselling, and doubts about the quality of the test.
These concerns have also been reported elsewhere [1, 16,
33], and already in 2010 policy on advertising and the
provision of predictive genetic tests by so-called direct-to-
consumer companies has been developed [39]. Without a
clear structure within healthcare, commercial companies
could potentially play a role in offering carrier screening,
but the policy recommendations also apply [1, 39]. Thus
proper monitoring and evaluation is needed here too.
However, specific attention should be paid to the possibil-
ity of contributing to socio-economic inequalities by offer-
ing screening commercially [40].
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In discussing who should take the responsibility or initia-
tive for implementing genetic carrier screening or even de-
veloping organisational structures for preconception care
in general, stakeholders continuously refer to each other.
Given the Dutch legislation [41], this is not surprising since
both parties (i.e. healthcare providers and public health au-
thorities) find support for their viewpoints. Prevention is in
many respects legally a responsibility of municipalities, but
the maintenance and improvement of a support structure
are national responsibilities. The Dutch policy on prenatal
screening could serve as an example here, as indeed sup-
port structures to guarantee quality are a national responsi-
bility [42]. To move forward, it is crucial to effectuate a
new division of responsibilities. This can, for example, be
achieved by having governments adopt an active role in
discussing the responsible introduction of expanded car-
rier screening, as was suggested in recommendations by
the European Society of Human Genetics [1], and in an
Australian review on current CF carrier screening prac-
tices and the progress towards establishing a universal
programme [43]. Another possibility might be acknow-
ledging key actors (also referred to as “change agents”
[26]) who are able to attune different stakeholders, and
strategically plan the implementation of carrier screening.

The barriers and needs expressed by stakeholders continu-
ously interact. A so-called collective sense of urgency among
all key stakeholders is crucial for implementation in general,
but also for genetics in particular [26]: an offer of carrier
screening should be considered desirable and there should be
an actual demand. When the interviews were conducted, this
collective sense of urgency was far from evident, especially
regarding EUCS. In the absence of an adequate structure and
uncertainties about responsibilities, since 2016, Dutch clinical
genetic centres of two university hospitals have taken the re-
sponsibility, and initiated the development of two new initia-
tives of offering EUCS. One comprises an offer via general
practitioners within a research setting [44], and the other in-
volves offering EUCS, non-reimbursed, via the clinical genet-
ics department of a university hospital in Amsterdam [45].
Evaluation of uptake and outcomes of these initiatives will
give insight in whether there is a demand for such an offer.
Furthermore, arguments for testing and experiences with
EUCS could be studied further.

Strengths and limitations

By using a qualitative design, a broad range of barriers
and needs regarding the implementation of carrier screen-
ing in a changing landscape was revealed that would have
been difficult to recognise in a quantitative study. The use
of theoretical frameworks furthermore helped identifying
involved actors, and guiding and structuring the interpret-
ation of the findings. In order to recruit the stakeholders,
a role-based purposeful sampling strategy was used. Stake-
holder were selected based on their previous experiences
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with carrier screening to enhance a lively, in-depth discus-
sion about the topic. However, this method also entails
disadvantages, such as, selection bias or an incomplete
sample. To reduce the risk of bias, member checking, and
researcher triangulation were used [46]. Despite the use of
a model for identifying stakeholders, some perspectives
are lacking in this study as for example gynaecologists did
not respond to our invitation, as well as some professional
organisations. Further, the perspective of the public itself
or the citizens was not included, but has been described
elsewhere [20]. Issues that were absent in our results but
that were raised elsewhere, must be included in future
quantitative studies, including specific barriers and needs.
Lastly, as this study has been conducted in a very specific
healthcare context, i.e. in the absence of a routine offer of
carrier screening in mainstream healthcare, results cannot
be directly translated to other countries.

Conclusions

The absence of a collective sense of urgency for carrier
screening, a lack of organisational structures, and uncer-
tainty or even disagreement concerning the division of re-
sponsibilities for implementing and offering screening seem
to be significant barriers to the implementation of genetic
carrier screening. Stakeholders therefore suggest that
change agents should be formally acknowledged to stra-
tegically plan broadening of current initiatives and attune
different stakeholders. By using a theoretical framework for
the identification and clustering of stakeholder perspectives
regarding the implementation of carrier screening, this
study provides a clear overview of relevant and urgent
barriers and needs on different levels (culture, structure,
and practice). These findings allow involved stakeholders to
adequately address most important issues when imple-
menting carrier screening in a changing landscape.
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