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ABSTRACT

PURPOSE Girls and women with Down syndrome (DS) and their caregivers may have more
difficulties in dealing with puberty, menstruation, and sexuality than those without DS. Our
aim was to understand the concerns of these caregivers about gynecological aspects, includ-
ing menstruation, contraception, and sexual practice.

METHODS We performed a cross-sectional study that included caregivers of females with DS
aged 9 years or older and both in pre- and post-menarche. The caregivers answered a ques-
tionnaire about their concerns regarding puberty, menstruation, sexuality, and contraception
methods.

RESULTS We enrolled 100 caregivers of females with DS. Caregivers’ major concern was
menstrual bleeding. Most caregivers (57%) would not prohibit romantic relationships,
including sexual relationships. Of the care recipients, 78 had reached menarche and their
most common complaints were pain and behavioral changes. Regarding sexual behavior,
2% had already had sexual intercourse. Contraception was used by 14 of the 78 (17.9%)
post-menarche females with weight gain as the most common side effect (43%).

CONCLUSIONS In our sample, females with DS had sexual development comparable to
those without the syndrome. As these females become increasingly independent, it is neces-
sary to guide caregivers and primary care physicians, especially gynecologists, about the dif-
ficulties related to the menstrual period.

Ann Fam Med 2023;21:322-326. https://doi.org/10.1370/afm.2993

INTRODUCTION

own syndrome (DS) is the most common aneuploidy in live births and the

most common genetic cause of cognitive impairment, affecting 1 in 319 to

1,000 live births.'? Some authors have stated that girls with DS have similar
pubertal development to their peers without the syndrome. The age at menarche,
menstrual cycles, genital anatomy, and sex hormone profiles are similar between
females with and without DS. However, menstrual hygiene, premenstrual disorders,
and contraception may be more difficult to manage in those with DS.?

Understanding the changes related to menstrual cycles and the use of contra-

ception may be difficult due to the cognitive deficit in girls and women with DS .3*
Females with DS may struggle using contraception methods because of communica-
tion and organizational difficulties native to this population. These issues make situa-
tions that require decision making, such as deciding to use oral contraception or even
barrier methods, difficult to navigate.® Side effects such as weight gain, drug interac-
tions, irregular bleeding, and risk of thromboembolism should be taken into account
when using contraception in this population. Patients with mild cognitive impairment
can manage and adapt to their sexual impulses and social relationships.* Females
with DS face barriers such as inadequate gynecological guidance, lack of sexual
education, and being considered by some parents and caregivers to be asexual.® This
occurs as a result of protection provided to girls considered incapable of dealing with
sexuality and also to the myth that they have increased sexuality.”® Functional and
physical limitations, medication, and comorbidities can also be limiting factors of
sexuality development in this population.® These girls need sexual education, espe-
cially from caregivers and family members, who also need to provide information
about their concerns to health professionals.
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There is insufficient medical knowledge about the gyne-
cological needs of patients with DS. Medical professionals
need to acquire more knowledge to provide proper care for
this population.®® Our aim was to understand the concerns of
the caregivers of Brazilian girls and women with DS-related
gynecological issues.

METHODS

Overview

This is a cross-sectional study of the caregivers of girls and
women (aged 9 years and older) diagnosed with DS who
brought their care recipients to the Outpatient Clinic of the
Hospital das Clinicas da Universidade Federal do Parana.
This multidisciplinary clinic was founded in 1997 and is
dedicated to care of patients with Down syndrome. It offers
consultations performed by a team of health professionals
with skills in pediatrics, odontology, nutrition, psychology,
nursing, and social work. All consultations and procedures are
free of charge under Brazil's public health system. Caregivers
of patients with primary genital and sexual development dis-

ethics committee, (following Brazilian national legislation)
did not allow it.

The questionnaire was administered face-to-face to care-
givers. Questions were asked orally and the interviewer wrote
down the answers. The caregivers' demographic details were
obtained, including date of birth, age, sex, kinship, education,
and occupation. For the patients with DS, age, weight, height,
and associated diseases were recorded from health records.

Data were analyzed using descriptive statistics including
medians and interquartile ranges (IQR), means and standard
deviations, or frequencies and percentages.

Ethical Approval

This study was approved by the local Committee of Ethics
in Research (number 1.598.369). All caregivers of girls and
woman with DS were informed about the study and signed
consent. All procedures performed involving participants
were in accordance with the ethical standards of the institu-
tional and/or national research committee and with the 1964
Helsinki declaration and its later amendments or comparable
ethical standards.

orders or deformities were excluded.

The patients with DS were not directly questioned as
recommended by the ethics committee; they could not
sign the consent form. Due to varying severity in cognitive
deficits, some patients with DS may have difficulty under-

standing changes related to menstrual
cycles and contraception and could be
embarrassed.

Questionnaire

A literature review did not yield studies
with validated questions that addressed
the gynecological aspects of DS.
Hence, the authors prepared the ques-
tionnaire in consultation with 3 parents
of females with DS who were also
health professionals and with expert
input from other members of the clinic

team (Table 1).

Recruitment

Caregivers attending the clinic with
their daughters or care recipients from
July 2018 to July 2019 were approached
about participating in a study. The
nature of the questionnaire (its focus
on gynecologic issues) was explained
and they were asked to participate. If
they agreed, informed written consent
was obtained. None of the patients
with DS were directly asked the ques-
tions as the authors were concerned
that many did not have the cognitive
ability to respond, and the research

RESULTS

During the study period, 100 caregivers of females with DS
were approached and all agreed to participate.

Table 1. Questions About Gynecological Care of Patients With Down Syndrome

How long does the caregiver stay with the patient?
What is your main concern or difficulty regarding puberty?

Have there been secondary sexual characteristics? (breasts, hair, vaginal bleeding) If yes, at
what age?

How often does menstruation occur?

Do you notice pain with menstruation? Changes in behavior?

Does the patient use any medication to delay the onset of menstruation?

Would you like some medication to be used to delay the onset of menstruation?

Does the patient use any medication to control menstrual symptoms?

Do you think it is necessary to use any method or medication to control bleeding/menstruation?

What type of treatment to prevent pregnancy and/or reduce/abolish menstrual bleeding would
you like the patient to use?

Does the patient use any method of contraception? If so which type? Did you notice side
effects? Have you had to stop using it? What reason?

Does the occurrence of menstruation make it impossible or has already made it impossible for
the patient to attend school, work, or other social activities?

Would you allow/not allow a loving relationship (dating, without sex)?

Would you allow/not allow intimate relationships, consensual sexual relations?

Do you think there is a need for guidance on STDs (sexually transmitted diseases)?
Do you agree to perform a surgical method to sterilize the patient?

Has the patient ever consulted with a doctor or gynecologist?

Has the patient ever had sexual intercourse in her life?

Has the patient ever had treatment for vaginal infection/discharge?

Does the patient perform personal hygiene alone?
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Caregiver Data

The mean age of caregivers was 50 years (SD =8.7), 89 were
mothers, 1 was a father, and 10 were other relatives. Care-
giver education level attained was college level for 34, high
school completion or partial attendance for 39, and primary
school level for 26. Nearly all (95%) caregivers lived with
their daughter or care recipient and had daily contact.

Patient Data

Among the 100 patients with DS, the mean age was 17 years
(SD = 8.4); 22 were children (aged less than 12 years old, 45
were adolescents (aged 13 to 17 years), and 33 were adults
(aged 18 years or older).

A majority of patients (60%) had other diagnosed diseases.
The most common were hypothyroidism (42%) and cardiac
disease (9%), with a low numbers having diabetes mellitus (3%),
depression (3%), rhinitis (2%), autism (2%), and lupus (1%).

Table 2 shows the demographic and clinical characteristics
of the patients with DS. Most (78%) had reached menarche.
Of those 78, 45% reported that menstruation had already
interfered with activities such as attending school, work, or
other social activities.

Table 3 shows the proportion of menstrual-related
symptoms reported, frequency of menstruation, and use of

Table 2. Characteristics of Patients (N = 100)

Characteristic (No.) Mean (SD) Range
Age (n = 100), y 17.4 (8.4) 9-47
Weight (n = 98), kg 50.5 (14.8) 28-88
Height (n = 95), m 1.42 (0.1) 1.1-1.6
Thelarche (n=77), y 11.1 (1.7) 8-15
Pubarche (n =82), y 10.9 (1.6) 7-15
Menarche (n = 78), y 11.8 (1.5) 9-15

Table 3. Characteristics Related to Menstruation (N = 78)

Symptoms related to menstruation, %

Behavior changes 74.0
Pain 62.3
Pain and behavior changes 441
Did not answer 6.0
Frequency of menstruation, %

Monthly 88.3
Unpredictable 9.1
Twice a month 2.6
Medications to control menstrual symptoms, %
Antispasmodics 13.0
NSAIDs 11.0
Hormones 7.0
Analgesics 4.0
Others 3.0

NSAID = nonsteroidal anti-inflammatory drug.

medications for control of symptoms. Pain was a common
complaint and when managed with drugs, antispasmodics and
nonsteroidal anti-inflammatory drugs were used most often.
Behavioral changes and bleeding were also troublesome. Per-
sonal hygiene was a concern for 12%, but caregivers reported
that 78% could manage their personal hygiene.

Figure 1 displays the caregiver's concerns related to the
monthly menstrual cycle in females with DS. All of the care-
givers of patients who had reach menarche had concerns
about menstruation, and the main concerns included men-
strual bleeds, mood changes, pain, and hygiene.

Further, regarding the use of methods to prevent or
reduce menstrual bleeding, 41% of caregivers were not inter-
ested in their care recipients using any method, 15% would
like methods that allow menstruation to occur at predictable
intervals, and 36% would like a non-surgical method to stop
menstruation. Most caregivers (78%) did not agree with use
of a surgical sterilization method, but 14% were in favor of
tubal ligation and 8% preferred hysterectomy.

Two caregivers reported that their care recipients who
had reached menarche had had sexual intercourse, while 94
denied any sexual intercourse and 4 did not respond. Most
caregivers (57%) reported that they would not prohibit
romantic relationships, including sexual relationships. It
should be noted that 33% of the patients were adults aged 18
or over. For 84%, caregivers felt it was necessary for patients
to be educated about sexually transmitted diseases.

Table 4 summarizes findings associated with use of contra-
ception. The use of contraception was reported for 14 patients;
4 used injectable medroxyprogesterone acetate (3 used it quar-
terly, 1 used it monthly), 9 used oral contraception, and 1 used
an intrauterine device. Weight gain was the most common side
effect, affecting 43% of patients using birth control.

Consultation with a gynecologist was reported for 52% of
patients. Caregivers reported that 4% of patients had had a
vaginal infection or vaginal discharge at least once.

DISCUSSION

This is the first study that addresses gynecological concerns
reported by caregivers of girls and women with DS in Latin
America. The caregivers interviewed were predominantly

Figure 1. Caregiver concerns about menstrual cycles.
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mothers with a mean age of 50 years who spent most of the
day with their daughters. This was a common finding in other

1011 and demonstrates that the caregivers were familiar

studies
with their daughter's daily routines and concerns.

The mean age at menarche, pubarche, and thelarche of
our DS women was similar to that reported in other studies
of women with developmental disabilities.”'3 Pain and sexual
behavior change were the most frequent complaints reported
in our study. The American College of Gynecologists have
opined behavioral changes in patients with cognitive impair-
ment may be an expression of pain.'* Thus, it is important
that behavioral changes are interpreted appropriately.

Most caregivers were concerned about menstrual bleeding
in patients with DS, followed by changes in behavior. This is
in line with other articles that reported the main complaints
of patients with DS and caregivers are related to menstrua-
tion."! Menarche imposes new care routines on caregivers,
as they help the adolescents manage their monthly cycles.
This raises the anxiety for both caregivers and the girls.
Health professionals must be encouraged to give adequate
guidance to both parties. Further work is needed to under-
stand if physicians and other health professionals have ade-
quate training to meet these needs.

Regarding associated diseases in our patients with DS,
hypothyroidism was the most common (42%) which is cor-
roborated in the literature.'”?° Hence, screening for thyroid
disorders is important in individuals with DS, especially in
girls, because thyroid dysfunction affects menses including
both oligomenorrhea and menorrhagia.?'??

We inquired about the ability of the girls and women with
DS to perform personal hygiene without the help of the care-
giver and tasks that require autonomy. While most patients
were reportedly able to perform their hygiene activities, it is
essential that health care professionals encourage caregivers
to help the girls to develop this capacity.®

Although 57% of caregivers reported that they allowed girls
with DS under their care to have romantic relationships, includ-
ing sexual intercourse, only 2% reported that this had actually
occurred. While parents and caregivers want their daughters
to have the greatest independence possible, they reported fear
about sexuality, a concern documented in other studies.?3?*

Table 4. Contraception Methods and Side Effects (N = 14)
Contraception Method No. (%) Side Effects No.
Oral pills
With interval 7 (50.0) Weight gain 4
Without interval 2 (14.4)  Skin changes? 1
Quarterly injectable (MPA) 3 (21.4)  Weight gain 1
Monthly injectable (MPA) 1(7.2) Did not answer 1
Intrauterine device 1(7.2) Weight gain 1
MPA = medroxyprogesterone acetate.
20ily, acne, spots on the skin.

Many caregivers and families of girls with DS treat their
girls as “eternal children,” without sexuality.'3?°2¢ There is
also the myth that sexuality in people with DS is exacer-
bated.?” In most cases this is due to parents or caregivers not
properly guiding their children on these topics, as sexuality
in girls with DS is thought to be similar to that of the general
population.?* Good guidance on the subject is essential so
that they can live with independence and fullness.?*?*

In our sample, about 18% of the girls who had already
had menarche used contraception, with 1 of them using an
intrauterine device. Caregivers often ask attending physi-
cians to control menstruation or even induce amenorrhea. It
is prudent to investigate the reason for requests to suppress
menstruation in patients with DS, particularly to determine
if the request comes directly from the patient or is demanded
by her caregivers.?? The reasons for this demand must be
documented (convenience, prevention of unwanted pregnan-
cies, control of menstrual bleeding).??

Of those using contraception, 4 patients used injectable
and 9 used oral. The contraception method's route of admin-
istration must be evaluated in the context of the patient's
cognitive ability.”® Other factors that may influence the type
of contraception method used are the potential side effects.
The most common side effect (weight gain) observed in our
study was the same as that found in the general population.?®
There were 3 patients using medroxyprogesterone acetate
(injectible) quarterly. Due to its potential side effects, such as
bone mineral density loss and weight gain in obese teens, this
medication should be used with caution in young girls.?

In our sample, 8% of caregivers would like the patients to
have a hysterectomy to eliminate vaginal bleeding. Hysterec-
tomy for the purpose of sterilization is inadequate, however,
and for elimination of bleeding it can only be considered as
a last resort and in cases of extreme necessity. The proce-
dure does not reduce the risk of sexual abuse and does not
improve the behavioral changes associated with monthly
hormonal cycles. It should be performed exclusively for medi-
cal reasons, after taking into account ethical and legal aspects
inherent to the issue.'” Brazil has specific legislation on this
subject, indicating that the sterilization of legally incapable
people can only be carried out with judicial authorization.?’
However, this law does not establish levels of disability. In
our understanding, it is necessary for the government to
potentially provide the most needy families with the hormone
implants free of charge, which we believe is the most suitable
solution for those women who need it.

It's possible that some patients with cognitive deficit have
greater difficulty understanding menarche and its symptoms,
so the patient's physician (gynecologist or not) must be able
to help the family. Most demands will be presented in their
offices, health centers, or even emergency services. The
education of health professionals involved in these services is
important. They must be aware of the peculiarities of gyne-
cological care for girls and women with DS and know how to
instruct the patient and her caregiver about these topics.
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The limitations of the present study are inherent to its
descriptive design and lack of comparison with a caregiver
group of females without DS. We believe that the people
who answered the questionnaire are well informed about
DS in general, since they attend our Outpatient Clinic
whose purpose is to assist people with DS. Possibly, caregiv-
ers who do not have such assistance find greater difficulty
in the gynecological care of patients with DS. Our study
was conducted in Brazil, with patients served by a public
health system, and some of our results may not be applicable
to other regions of the world, due to the cultural aspects,
particularly related to sexuality. Although some data about
gynecological issues found in our study certainly correspond
to those observed in girls and women with DS worldwide. In
addition, factors that could cause biases such as autonomy,
degree of cognition, and other associated gynecologi-
cal diseases such as myomatosis and endometriosis were
not evaluated.

In conclusion, our data may contribute to better under-
standing the needs of these patients regarding gynecological
care and the main concerns of the caregivers. Also, our study
serves to sensitize physicians, whether gynecologists or not,
who may at some point attend to a patient with DS and may
not be well equipped to answer the family's questions or
address their concerns.
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