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ABSTRACT
Introduction. Down’s syndrome (DS) is a common 
genetic disorder. The families of children with DS 
generally do not receive sufficient information at 
the time of the diagnosis. They are dissatisfied 
with the manner of healthcare professionals. 
The objective was to evaluate the experiences 
of mothers of children with DS at the time of 
the diagnosis and the communicative attitudes 
of healthcare professionals.
Population and methods. Mothers who had 
children with Down syndrome were included. 
The experiences of the mothers at the time of 
diagnosis and the attitudes of the healthcare 
professionals were evaluated by a semi-
structured interview. 
Results. The study sample was 43 mothers. Eight 
children had been diagnosed with DS prenatally, 
and 35 had been diagnosed postnatally. Eighteen 
of the mothers had received the diagnosis in 
a pediatric clinic, and 16 had been told of the 
diagnosis in an obstetric clinic. More than half 
the mothers had received the first information 
about their child’s diagnosis from a pediatrician. 
Only five of the 43 mothers had received detailed 
information. Twenty-three of 32 mothers said that 
they were met with a negative attitude. Generally, 
the time put aside to inform the families about 
the diagnosis was less than 5 min.
Conclusions. Mothers of DS children want 
more information about DS from healthcare 
professionals. Furthermore, they want this 
information to be delivered in a supportive 
and sensitive manner. Healthcare professionals, 
especially pediatricians need to allocate sufficient 
time to discuss DS and its challenges with the 
family.
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INTRODUCTION
Down’s syndrome (DS) is one of 

the most common genetic syndromes 
encountered by pediatricians.1 The 
diagnosis is generally delivered by 
pediatricians and genetic specialists 
to families in the postpartum period.2,3 

In countries where genetic counseling 
is not common, it  is usually the 
pediatrician who first explains the 
diagnosis to the families.4

Having an unhealthy infant, the 
fear of failing to meet the child’s needs, 
and worries about the future of the 
child make the time of the diagnosis 
particularly difficult for families.5 
The place in where the diagnosis is 
delivered and the attitudes of the 
healthcare professionals who deliver 
the diagnosis are very important in 
terms of the reactions of the families 
when they are first informed about 
the diagnosis. Ideally, the healthcare 
professional should have a supportive 
and sensitive manner, give adequate 
and clear answers to any questions 
asked by the families, and provide 
anticipatory guidance services.6-9 The 
parents’ experiences at the time of the 
diagnosis are extremely important 
in terms of the subsequent parent–
child relationship.10 Previous studies 
showed that parents of DS children 
who established a good relationship 
with healthcare professionals were 
more easily attached to their newborns 
and showed a more positive attitude 
toward the infant’s care.7,8,10

In a study that focused on the 
healthcare profession worldwide, 
Skotko4 reported that healthcare 
p r o f e s s i o n a l s  w e r e  u n a b l e  t o 
provide adequate information in 
an appropriately sensitive manner 
when delivering a diagnosis  of 
DS.  Even the most  experienced 
doctors accepted that they received 
insufficient education on how a 
DS diagnosis should be given in a 
sensitive manner.11 In a recent study 
by Dogan et al., it was reported that 
pediatric residents had a high level of 
discomfort when communicating with 
parents of newborn with DS.12
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Although studies on the ideal timing, setting, 
and type of information to be given to families of 
DS children have been conducted in Europe and 
the U.S.13-15 there are few such studies in Eastern 
countries.16,17

In Western cultures, families’ expectations 
may differ from healthcare professionals for this 
reason. The objective of this study was to evaluate 
the experiences of mothers of children with DS at 
the time of the diagnosis and the communicative 
attitudes of healthcare professionals in Turkey.

POPULATION AND METHODS
This was a descriptive study of mothers of 

DS children aged less than 6 years who attended 
the Developmental Pediatrics Department (DPD) 
of Inonu University Turgut Ozal Medical Center 
and agreed to participate in the study. The 
center is the biggest hospital in eastern Turkey. 
The pediatric department serves approximately 
100,000 outpatients annually. The mothers who 
participated in the study were informed in detail 
about the scope and aim of the study, and all 
provided informed consent. The survey was 
completed over a 5-month period in 2016.

The experiences of all the mothers were 
evaluated using the “Interview Form for 
Mothers of Children with Down Syndrome” 
developed by the DPD (see Appendix). The form 
was developed based on studies published 
by Sheets13 in 2011 and Skotko4 in 2009 after 
obtaining permission from the authors. The form 
contained 27 questions and included quantitative 
and qualitative data from yes/no questions and 
open-ended questions. The form was composed 
of three sections. The first section focused on 
demographic information, and the second section 
focused on the experiences of the families at 
the time of the diagnosis. In this section, the 
respondents were asked for their opinions on 
the most appropriate way to explain a diagnosis 
of DS. The third section was for the mothers 
to provide recommendations to healthcare 
professionals regarding what information should 
be given to parents immediately after delivering 
the diagnosis of DS. The participants’ answers 
to the open-ended questions were read and 
evaluated independently by the researchers. Each 
interview lasted about 30 min.

This study received ethical approval from 
the scientific research and publication ethics 
committee (date: 1.12.2015; decision number: 
2015.10-9).

Statistical analysis
Stat ist ical  evaluation of  the data was 

performed using the Statistical Package for 
Social Sciences, version 17 software. Descriptive 
statistical analysis (frequency, mean/median, and 
distributions) of the mothers in the sample was 
performed.

RESULTS
Fifty mothers were invited to take part in 

the interview. Seven refused, giving a total of 
43 mothers in the study. The average age of the 
mothers at the time of the birth of the DS child 
was 34.4 ± 5.7 years. Table 1 shows detailed 
demographic information.

Eight mothers reported that they received the 
diagnosis in the prenatal period, and the other 35 
(81.4 %) mothers received the diagnosed in the 
postnatal period. Although 11 mothers stated 
that the time of receiving the diagnosis was not 
important, 18 mothers stated that the time of the 
diagnosis should be in the prenatal period. Seven 
mothers said that it should be right after the birth, 
and seven mothers said that it should be after the 
karyotype analysis.

In terms of where the mothers received the 
diagnosis, the locations were as follows: neonatal 
services or pediatric outpatient clinics (n= 18), 
obstetrics and gynecology services or pregnancy 
outpatient clinics (n= 16), genetic outpatient 
clinics (n= 5), doctors’ rooms (n= 2), and delivery 
rooms (n= 1). One mother received the diagnosis 
at home. When they were asked about the most 
appropriate place to receive the diagnosis, 

Table 1: Socio-demographic characteristics of the children 
and the mothers 

Sociodemographic characteristics	 N = 43	 (%)
Gender of the child		

Female	 25	 (58.1)
Male	 18	 (41.9)

Child’s age (month)		
Mean ± SD	 23.72 ± 20.09
Minimum-Maximum	 1-80	

Mother’s age at the childbirth (year)	
< 25	 4	 (9.3)
25-35	 17	 (39.5)
> 35	 22	 (51.2)

Mother’s educational level	
Illiterate	 3	 (7)
< 8 years	 25	 (58)
≥ 8 years 	 15	 (35)

SD: Standard deviation.
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eight cited an obstetrics and gynecology service 
or pregnancy outpatient clinic, seven cited a 
pediatric outpatient clinic, five cited the private 
rooms of a doctor, and three cited genetics 
departments.

T w e n t y - t h r e e  m o t h e r s  s t a t e d  t h a t  a 
pediatrician informed them about the diagnosis. 
In 11 cases, the mothers were informed by 
gynecologists. Nine mothers were informed by 
other healthcare professionals.

In terms of the durations of the interviews 
conducted to inform the family about the 
diagnosis, the duration was 5 min or less in 
25 cases. Table 2 shows the opinions of the 
mothers on the kind of information that should 
be provided about the diagnosis and the types of 
healthcare attitudes.

In the last section on recommendations to 
healthcare professionals, the mothers expressed 
more  than  one  opin ion .  Of  35  mothers , 
18 stated that healthcare professionals should 
be welcoming (e.g., smile) and understanding 
(e.g., show empathy and caring) and that they 
should use appropriate language. Thirteen 
mothers stated that they should provide sufficient 
information. Eleven mothers stated that the 
healthcare professional should appear relaxed 
and use positive expressions (i.e., optimistic 
rather than pessimistic).

DISCUSSION
In this study, the mothers of DS children felt 

that they received insufficient information from 
healthcare professionals and that the meetings 
with the healthcare professionals were very short. 

Furthermore, they were dissatisfied with the 
attitudes shown by the healthcare professionals 
when delivering the diagnosis, which was a time 
of great shock and sadness for the parents.

Similar to the findings of the present study, 
Skotko2 reported that 87 % of mothers in the U.S. 
with a DS child received the diagnosis in the 
postnatal period. Previous studies found that 
mothers usually wished to be made aware of 
the diagnosis as soon as the doctors expressed 
suspicion, even if the diagnosis was uncertain.18,19 
In cases where the health of the mother was not 
good or she had not fully recovered after the 
birth, it was recommended for the doctors to wait 
until a more appropriate time.2,20 In this study, 
almost half the mothers stated that they would 
have preferred to have received the diagnosis in 
the prenatal period rather than after the delivery 
to allow them to prepare themselves.

Most studies stated that the ideal location to 
deliver the diagnosis was in a private room, with 
a single healthcare professional in a one-to-one 
meeting with the parents of the child.4,6 In the 
present study, most of the families did not receive 
the diagnosis in a private room.

Some studies suggested that families with 
DS children felt that both a pediatrician and 
gynecologist should be present at the initial 
meeting where the diagnosis is delivered for the 
first time.2,18 In the present study, a pediatrician 
most commonly informed the parents about the 
diagnosis, followed by a gynecologist.

In previous studies on DS, no information 
was provided on the time spent by healthcare 
professionals with parents at the time of the 

Table 2. Open-ended questions (content of information and attitude)

Questions*	 Responses (number of respondents)
What information was given to you? 	 - 	The development will be delayed, the infant will be disabled, will 
(43 mothers replied)	    	not be like normal children, and have genetic difference: 18
	 - 	Just the infant has DS: 10
	 - 	He/she should get special education: 8
	 - 	The infant will have additional health problems: 8
	 - 	Detailed information was given: 5
	 - 	He/she can die early: 2
How was it told? (How was the attitude of the  
person giving the information?) 	 - 	Explained with a negative attitude (Without detail,  
(32 mothers replied)		  only the diagnosis was told, the negative aspects were explained, 
		  the information was explained quickly, the medical words  
		  were used): 23
	 - 	Told with an appropriate expression: 7
	 - 	I can not remember how it was told: 2

DS: Down syndrome.
*Mothers expressed more than one opinion.
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diagnosis. In the present study, in more than half 
the cases, the time put aside to inform the parents 
of the diagnosis was 5 min or less.

Some authors reported the discomfort felt by 
families when they were given incorrect, out-of-
date, and difficult-to-understand information at 
the time of receiving the diagnosis.4 In addition, 
parents did not welcome the provision of an 
excessive amount of information about possible 
health-related conditions, such as leukemia, 
Alzheimer’s  disease,  and obesity,  in the 
future.4,19,20 However, they did require information 
on the nature of DS and its causes,18,21 in addition 
to information on family support groups and DS 
communities.2,18,21,22 Furthermore, they desired 
up-to-date information on realistic opportunities 
available to people with DS today2,4,19,21,22 and 
information on emergency and primary health 
conditions.6,18,21 In the present study, 11 % of the 
mothers stated that they were informed in detail, 
whereas this rate varied between 11 % and 84 % 
in the literature.4,20,21 In most cases, after informing 
the parents about the diagnosis, they were told 
about some characteristics of DS, most of which 
was negative. The mothers wanted more detailed 
information and answers to their questions about 
future concerns. These questions included issues 
relating to education, additional health problems, 
and positive aspects of DS, not only negative 
aspects.

M a n y  s t u d i e s  h a v e  e m p h a s i z e d  t h e 
importance of doctors having a sensitive and 
appropriate manner when informing parents 
about a diagnosis of DS.4,8,9,23 Unemotional, rude, 
and careless doctors caused distress among 
mothers. In this study, approximately three-
quarters of the mothers stated that they were 
uncomfortable with the negative attitudes of 
the doctor at the time of the diagnosis, with the 
remaining mothers stating that the diagnosis 
was given in an appropriate manner. In terms 
of expectations regarding healthcare provider 
attitudes at the time of the diagnosis, the majority 
of the mothers stated that the doctor should 
exhibit empathy and appear understanding and 
comforting.

A previous study reported that mothers who 
were informed about the positive aspects of DS 
were more optimistic and positive about the 
diagnosis and that this increased the attachment 
between the family and child. In addition, it had 
a positive impact on the growth and development 
of the child.24 In a study conducted in Korea, 
families who were given up-to-date information 

about DS and family support groups showed 
more positive emotions.5 In this study, almost all 
the mothers stated that the diagnosis gave rise 
to negative emotional reactions, such as sadness, 
crying, shock, and confusion. The latter may be 
linked to the provision of insufficient information 
and to healthcare professions focusing only on 
negative aspects of DS.

Strengths and limitations of the study
The majority of previous studies were 

conducted in Western countries. To the best 
of our knowledge, there are only two studies 
with similar content conducted in Egypt and 
Pakistan.16,17 In Turkey, there is only one study 
on the experiences of 11 mothers, whose infants 
were diagnosed with DS after amniocentesis in 
the prenatal period. In the study, the mothers’ 
experiences ,  feel ings ,  and relat ionships 
with health professionals at the time of the 
diagnosis were assessed by a semi-structured 
questionnaire.25

The limitations of the present study were 
the small sample size and the fact that the 
study was conducted in a single center. The 
use of open-ended questions in the interviews 
caused difficulties in both the evaluation and 
discussion. The low rate of response to the 
questions about the most appropriate way to give 
information about the diagnosis is likely due to 
the respondents’ lack of knowledge about DS and 
their low educational levels (65 % of the mothers 
in the sample had less than 8 years of education). 
Retrospective data collected from parents can also 
be subject to recall bias. However, as reported 
elsewhere,26 20 years post diagnosis, the parents 
of DS children recalled the first words uttered at 
the time of the diagnosis.

CONCLUSIONS
The results of this study showed that mothers 

of DS children want more information about 
DS from healthcare professionals. Furthermore, 
they want this information to be delivered in a 
supportive and sensitive manner. Healthcare 
professionals, especially pediatricians need to 
allocate sufficient time to discuss DS and its 
challenges with the family. n

REFERENCES
1.	 Parker SE, Mai CT, Canfield MA, Rickard R, et al. Updated 

national birth prevalence estimates for selected birth defects 
in the United States, 2004-2006. Birth Defects Res A Clin Mol 
Teratol. 2010; 88(12):1008-16.

2	 Skotko B. Mothers of children with Down syndrome reflect 



118  /  Arch Argent Pediatr 2019;117(2):114-119  /  Original article

on their postnatal support. Pediatrics. 2005; 115(1):64-77. 
3.	 Skotko BG. Prenatally diagnosed Down syndrome: mothers 

who continued their pregnancies evaluate their healthcare 
providers. Am J Obstet Gynecol. 2005; 192(3):670-7.

4.	 Skotko BG, Capone GT, Kishnani PS. Postnatal diagnosis 
of Down syndrome: synthesis of the evidence on how best 
to deliver the news. Pediatrics. 2009; 124(4):e751-8.

5.	 Choi EK, Lee YJ, Yoo IY. Factors associated with emotional 
response of parents at the time of diagnosis of Down 
syndrome. J Spec Pediatr Nurs. 2011; 16(2):113-20.

6.	 Garwick AW, Patterson J, Bennett FC, Blum RW. Breaking 
the news: how families first learn about their child’s chronic 
condition. Arch Pediatr Adolesc Med. 1995; 149(9):991-7.

7.	 Van Riper MN. Family variables associated with well-being 
in siblings of children with Down syndrome. J Fam Nurs. 
2000; 6(3):267-86.

8.	 Dent KM, Carey JC. Breaking difficult news in a newborn 
setting: Down syndrome as a paradigm. Am J Med Genet 
C Semin Med Genet. 2006; 142C(3):173-9.

9.	 Nelson Goff BS, Springer N, Foote LC, Frantz C, et  al. 
Receiving the initial Down syndrome diagnosis: a 
comparison of prenatal and postnatal parent group 
experiences. Intellect Dev Disabil. 2013; 51(6):446-57.

10.	 Miles MS, Holditch-Davis D, Burchinal P, Nelson D. 
Distress and growth outcomes in mothers of medically 
fragile infants. Nurs Res. 1999; 48(3):129-40.

11.	 Ralston SJ. Reflection from the trenches: one doctor’s 
encounter with disability rights arguments. In: Parens 
E, Asch A, (eds). Prenatal testing and disability rights. 
Washington, DC: Georgetown University Press; 2000.
Págs.335.

12.	 Dogan DG, Kutluturk Y, Kivilcim M, Canaloglu SK. 
Communication skills of residents to families with Down 
syndrome babies. Arch Argent Pediatr. 2016; 114(6):521-5.

13.	 Sheets KM, Baty BJ, Vázquez JC, Carey JC, et al. Breaking 
difficult news in a cross-cultural setting: a qualitative study 
about Latina mothers of children with Down syndrome. J 
Genet Couns. 2012; 21(4):582-90.

14.	 Jefferson L, Bloor K, Birks Y, Hewitt C, et al. Effect of 
physicians’ gender on communication and consultation 
length: a systematic review and meta-analysis. J Health 
Serv Res Policy. 2013; 18(4):242-8.

15.	 Roter DL, Hall JA, Aoki Y. Physician gender effects in 
medical communication: a meta-analytic review. JAMA. 
2002; 288(6):756-64.

16.	 Abdelmoktader AM, Abd Elhamed KA. Egyptian 
mothers’ preferences regarding how physicians break bad 
news about their child’s disability: A structured verbal 
questionnaire. BMC Med Ethics. 2012; 13:14.

17.	 Ahmed KJ, Ahmed M, Jafri HS, Raashid Y, et al. Pakistani 
mothers’ and fathers’ experiences and understandings of the 
diagnosis of Down syndrome for their child. J Community 
Genet. 2015; 6(1):47-53.

18.	 Gayton WF, Walker L. Down syndrome: informing the 
parents. A study of parental preferences. Am J Dis Child. 
1974; 127(4):510-2.

19.	 Skotko B, Bedia RC. Postnatal support for mothers of 
children with Down syndrome. Ment Retard. 2005; 43(3):196-
212.

20.	 Hedov G, Wikblad K, Annerén G. First information 
and support provided to parents of children with 
Down syndrome in Sweden: clinical goals and parental 
experiences. Acta Pædiatr. 2002; 91/12):1344-9.

21.	 Sheets KB, Best RG, Brasington CK, Will MC. Balanced 
information about Down syndrome: what is essential? Am 
J Med Genet A. 2011; 155A(6):1246-57.

22.	 Hodgson J, Spriggs M. A practical account of autonomy: 
why genetic counseling is especially well suited to the 
facilitation of informed autonomous decision making. 
J Genet Couns. 2005; 14(2):89-97.

23.	 Huiracocha L, Almeida C, Huiracocha K,  Arteaga J, et 
al. Parenting children with Down syndrome: Societal 
influences. J Child Health Care. 2017; 21(4):488-97.

24.	 Van Riper M, Ryff C, Pridham K. Parental and family 
well-being in families of children with Down syndrome: 
a comparative study. Res Nurs Health. 1992; 15(3):227-35.

25.	 Canbulat N, Demirgöz Bal M, Çoplu M. Emotional reactions 
of mothers who have babies who are diagnosed with Down 
syndrome. Int J Nurs Knowl. 2014; 25(3):147-53.

26.	 Ferguson JE 2nd, Kleinert HL, Lunney CA, Campbell 
LR. Resident physicians’ competencies and attitudes in 
delivering a postnatal diagnosis of Down syndrome. Obstet 
Gynecol. 2006; 108(4):898-905.



Experience of mothers with Down syndrome children at the time of diagnosis  /  119

APPENDIX: 
Interview Form for Mothers of Children with Down Syndrome

A.	 Demographic information		
1.	 Name of the child:	 Gender:
2.	 What is your name (Mother’s name):
3.	 How old are you? 	
4.	 How old were you at the time of your child’s birth?	
5.	 Child’s birthday/age:	
6.	 Do you have any children with other conditions [mental or physical problems]?	
7.	 Mother’s educational level?	

B.	 The experiences of the mothers at the time of diagnosis
8.	 When did you receive the diagnosis?	 Prenatal/postnatal
	 When is the best time to share the news?
9.	 Where did you receive the diagnosis?
	 Where is the best place or setting to deliver the news? 
10.	 Who deliver you the information?	 Doctor? Nurse? Other professional? 
	 Who is the best person to communicate the news? 
11.	 What information was given to you?
	 What information should be delivered? 
12.	 How was it told? (How was the attitude of the person giving the information?)
	 How should the news be communicated?
13.	 Who was with you?
14.	 Was your baby with you? 	 Yes/No	
15.	 Did they give you any printed information?	 Yes/No
16.	 How long was the interview?
17.	 When you received the diagnosis, how did it make you feel?
18.	 What did you do afterwards? 
19.	 Who did you tell?	
20.	 Did you know anyone with Down syndrome before then?	 Yes/No
21.	 Did you know much about Down syndrome?	 Yes/No
22.	 At the time, what did you believe caused the condition? 
23.	 What do you now believe caused the condition? 
24.	 What are your hopes and dreams for your child? 

C.	 The recommendations
25.	 Is there anything else you’d like to share or that I didn’t ask that is important to you or your family? 
26.	 What advice would you like to give health care professionals when they diagnose a child with Down 

syndrome? 
27.	 What advice would you like to give families that have recently had a child diagnosed with Down 

syndrome? 


