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Turner Syndrome; A Case Report With Growth

Failure
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Tumer syndrome which afflicts approximately 50 per 100000 females is charac teri-
zed by retarded growth, gonadal dysgenesis, and infertility. Growth failure is a con-
sistent finding at birth in infants with Turner's syndrome. Turner syndrome was di-
agnosed in a two-month-old female infant with intrauterine frowth retardation. She
had thriving problems, atypical appearance, and coarctation of the aorta. Her kar-
yotype was 45,X, classic for Turner syndrome. With this case, we emphasized the ne-
cessity to investigate female infants born with low birtweight and growth failure du-

ring the first year of life.
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Introduction

Turner’s syndrome is a relatively common dis-
order occuring in 1 in 2000 live female births (1).
Mode-rate intrauterine growth retardation results
in birtweight and length below the mean in
Turner’s syndrome (2). Growth failure is a
consistent finding at birth in infants with Turner’s
syndrome. However, the time of onset and pattern
of growth deficiency in unknown (3). This disease
can be detected before birth through chromosame
analyses on cells from amniotic fluid (4).

X monosomy is the most commonly occuring sex
choromosome anomaly, but the vast majority of
Turner conceptuses are spontaneously aborted (1).
We reported this fact to emphasize the necessity to
investigate and to be careful with female infants
born with low birtweight and having thriving prob-
lems during the first year of life for Turner syn-
drome.

Case Report

A two-month-old female patient was admitted to
our hospital with weight loss and failure to thrive.
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She was born weighing 1750 g at term with :
spontaneous vaginal delivery. Her birth length is
not known. She lived in the inubator for two days.
Although she was fed with breast milk for two
weeks, thereafter she could not get it (Thereupon,
the breast milk was taken by breast pumps anc
given to her for one week). After the third week, she
was fed with formula milk which was given wit-
hout diluting in suitable amounts. The infant’s
mother had used 4-5 analgesics due to tooth-ache
during the pregnancy and she had had high feve:
for 3 days in the 31 month, but did not receive any
drugs. During her pregnancy, she had a weight
gain of 15-16 kg and also she was not seen by ar
obstetrician.

The baby was born of nonconsanguineous parents.
The mother’s first five-year-old child was healthy
at birth whereas the second pregnancy resulted ir
an abortion. Our patient was the last child.

There was a problem in gaining weight, with loss
of the turgor a skin with a loose subcutaneous fat.
She had micrognathia, a high-arched palate and
prominent ears (Fig. 1). On physical examination,
her height and weight were below the third per-
centile (44 cm and 2100 g respectively).

Hypochrome microcytic anemia was found in our
patient. Liver and renal function tests, electrolytes,
and blood glucose were all normal. Abdominal
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Fig. 1. The patient with Turner syndrome.

ultrasonography was normal. In pelvic ultrasono-
graphy, although a uterus was found, ovaries were
not seen.

Plasma levels of gonadotropins, particularly FSH
were markedly elevated above those of age-
matched controls during infancy (FSH: 5.2 mlU/ml,
LH: 4.1 mlU/ml, and estradiol: < 20 pgml). Thy-
roid functions tests were found normal.

Two-dimensional color-Doppler, M Mode ech-
ocardigraphic examination revealed dimensions
and wall thickness of right and left ventricle ap-
propriate for her age. It was observed that lumen of
aorta in the origin of the left subclavian artery just
in distal was narrower as to her age in suprasternal
notch sagittal view the distal of stenosis. Maxi-
mum pressure gradient was 25 mm Hg continuous
wave Doppler made (Fig. 2).

Fig. 2. Echocardiographic findings show coarctation of aorta

A peripheral blood culture technique modified in
our cytogenetic laboratory was used in order to
prepare the preparations. Giemsa-Trypsin-Giemsa
band technique was used used for the preparation.
Twenty five metaphase plates were investigated
microscopically and the chromosome analysis of
the patient was diagnosed as 45,X (Fig. 3).
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Fig. 3. A 45,X karyotype

Discussion

In Turner syndrome, the most commonly observed
karyotype is 45,X, followed by 45,X/46,XX mosa-
icism. Patients with 45,X karyotype are diagnosed at
a younger age with mean adult height than those with
45,X/46,XX mosaicism (5). In another study, the
highest somatic scores and the most severe clinical
manifestation were noted in cases of pure 45X, Tur-
ner syndrome (6). 45,X embryos and fetuses are lost
much more frequently (95%) (7). Our patient had the
typical somatic features and the karyotype was 45,X
in the examined cells.

Cardiac disorders especially aortic coarctation,
should be mentioned. Echocardiography shortly after
birth will show if there is any heart disorder. Twenty
six % of Turner syndrome cases have congenital
heart disease, whereas this is 2-3 % in the general
population (8). In another study, cardiovascular
anomalies are found in 45 % of patients with Turner
syndrome. The most frequently associated cardiac
anomalies are coarctation of the aorta and bicuspid
aortic valve. A high absolute prevalance of bicuspid
aortic valve (17.5 %) and aortic coarctation were ob-
served relative to comparable series (9). Hyperthropic
cardiomyopathy has been reported only in one case
with this syndrome, but it is frequent in Noonan syn-
drome (10). A 23 -year-old female with Turner syn-
drome with a horse-shoe kidney had coarctation of
the aorta with the thoracic aortic aneurysm (11). The
only cardiac anomaly we determined in our patient is
the coarctation of the aorta.

In one study, left renal agenesis and right hydro-
nephrosis due to functional ureteropelvic junction ob-
struction was determined in an infant with Turner
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Syndrome (12). This conditbn emphasizes the im-
portance of routine imaging for early identification of
potentially serious renal anomalies in patients being
evaluated for short satature and possible Turner syn-
drome. Renal anomalies were not found in our pa-
tient.

In an investigation it is shown that by measuring the
footlength and six long bones, fetuses with 45X/
46,XX mosaic Turner syndrome may demonstrate a
lasser degree of growth retardation at least for foot-
length than those with a 45X, karyotype. In this
study, they showed that growth failure beginnig early
in gestation is well-established by mid-pregnancy (3).
In our patient with 45X, karyotype the growh re-
tardation probably started in the early periods of preg-
nancy and became more evident in late pregnancy.

In one study, all cases with a positive fetal screening
test or a positive screening obtained before an am-
niocestesis for other reasons were included. Serum
marker levels and ultrasonographic findings were re-
viewed. The multiple-marker screening test appeared
to detect Turner syndrome, as well as trisomies 21
and 18 (13). In our patient, if the periodical ultra-
sonographic examinations had been made, the growth
retardation would have been established and the mul-
tiple marker tests should have been done during preg-
nancy. Moreover, the abortion in the second preg-
nancy of the mother is an important factor in the
consideration of multiple marker tests. If our case had
been seen by an obstetrician during her pregnancy the
fetuses’s growth retardation could have been de-
termined by ultrasound and if her mother’s abortus in
her previous pregrancy could have been taken into
consideration the multiple marker tests could have
been done.

Temporary thriving problems during the first year of
life should be mentioned. These problems usually
disappear during the second year of life (14). The
most outstanding finding in our patient was the prob-
lem of growth. The majority of infants with Turner
syndrome have feeding problems. The reason for
feeding problems, are oral anomalies, high arched
palate, hypotonia in mandibular muscles, disfunc-
tional tongue movements and disfunctional chewing
skills. Their meal-times are significantly shorter than
those of healthy infants (15). Our patient also had
feeding problems and she had a high arched palate.

Genetic counsellng must be given to parents with ¢
suspicion of Turner syndrome in pregnancy. When
counselling parents of a fetus with Turner’s syn-
drome, they should be encouraged to ask questions
and should be given sufficient time to ask these ques-
tions as often as they wish. There was an agreement
that the frequency of prospective Turner parents in-
duced abortion among was high in Denmark and
most probably would be reduced if all parents were
given prenatal counselling (14). We agree that more
information about Turner’s syndrome in general is
needed in all countries.

In conclusion, genetic counselling should be given to
parents with suspicion of Turner syndrome with in-
trauterine growth retardation during pregnancy with
the help of ultrasonography and multiple markes
tests. Also in female infants with intrauterine growth
retardation and a problem of weight gain during the
fist months of life an investigation should be per-
formed for Turner syndrome.
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