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A Newborn with Klinefelter and
Trisomy 18 Syndrome: Case Report

Klinefelter ve Trizomi 18 Birlikteligi
Olan Bir Yenidogan Olgusu

ABSTRACT Double trisomy may occur as autosomal with sex chromosome trisomy or double au-
tosomal trisomy. This coincidence is very rare. Trisomy 18, that is first recognized as a specific en-
tity in 1960 by discovery of the extra 18 chromosome, is characterized by intrauterine growth
retardation, prominent occiput, micrognathia, rocker-bottom feet. Klinefelter’s syndrome, that is
described in 1942, is the most common single cause of hypogonadism and infertility. Paternal meio-
sis errors account for about one half of Klinefelter syndrome while remainder are mostly due to ma-
ternal meiosis errors. Here, we present a newborn with trisomy 18 with Klinefelter syndrome (48
XXY, 18+), showing the clinical features of trisomy 18.
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OZET Gift trizomi, otozomal ve seks kromozom trizomi olarak ya da ¢ift otozomal trizomi olarak or-
taya cikabilir. Birlikteligi oldukca nadirdir. ilk defa 1960 yilinda fazla bir 18 kromozomun gosteril-
mesi ile tarif edilmis olan Trizomi 18 intrauterin gelisme geriligi, belirgin oksiput, mikrognati, ¢ikik
topuk ile karakterizedir. 1942’de tarif edilen Klinefelter sendromu hipogonadiz ve infertilitenin en
sik tek nedenidir. Paternal mayoz hatalar1 Klinefelter sendromunun yarisimi olustururken, kalan
kismin ¢ogundan maternal mayoz boliinme hatalar1 sorumludur. Burada trizomi 18 ve klinefelter
sendromu birlikteligi olan trizomi 18 klinik bulgular1 gosteren bir yenidogan olgusu sunulmustur.
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Turkiye Klinikleri ] Pediatr 2012;21(3):173-4

he occurrence of double aneuploidy; existence of two chromosomal

anomalies in the same individual, is an uncommon phenomenon.

Double trisomy may occur as autosomal and sex chromosome tri-
somy or double autosomal trisomy.! The occurrence of double trisomy in
the same individual is relatively rare. Trisomy 18, that is first recognized as
a specific entity in 1960 by discovery of the extra 18 chromosome and char-
acterized by intrauterine growth retardation, prominent occiput, microg-
nathia, rocker-bottom feet is the second most common trisomy and has an
incidence of 3/1000 newborn.?

On the other hand Klinefelter’s syndrome is the most common single
cause of hypogonadism and infertility affecting 1/600 males.? Paternal meio-
sis errors account for about one half of Klinefelter syndrome while re-
mainder are due to maternal meiosis errors The co occurrence of these two
anomalies is very rare and to our knowledge only 8 cases of XXY and tri-
somy 18 have been reported."*®

Here we present a newborn with trisomy 18 with Klinefelter syndrome
after having permission from parents.
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CASE REPORT

The vaginally delivered term male patient was the
first child of congansinous 17 years old mother and
26 years old father. He admitted to the hospital due
to cyanosis on the second day of birth. His weight
was 2010 gr (<10 percentile) and height was 43 cm
(<10 percentile). On physical examination he
showed characteristics of trisomy 18 syndrome: he
had a prominent occiput, micrognathia, rocker-bot-
tom feet and overlapping of index fingers on second
fingers, 4°/6° pan systolic murmur with thrill was
detected. His both testes were palpated in the scro-
tum, He was hypoactive, newborn reflexes were
normal. On echocardiographic examination, secun-
dum atrial septal defect (6 mm), subaortic ventric-
ular septal defect (3.5 mm), pulmonary atresia,
patent ductus arteriosus (3 mm) were detected. On
3 day of hospitalization he deteriorated and on the
5% day he died due to Klebsiella pneumonia sepsis in
spite of intensive treatment. Chromosome analysis
showed 48 XXY, 18+ (G banding), Figure 1. Parents
have been informed about prenatal diagnosis, they
did not give permission for autopsy.

FIGURE 1: The chromosome analysis of the patient showing additional
X chromosome and 18" chromosome; 48 XXY, 18+.
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DISCUSSION

Chromosome analysis of the patient who has the
clinical features of trisomy 18 showed double tri-
somy of chromosomes X and 18. Autosomal abnor-
mality predominates in clinical findings in double
trisomy of sex and autosomal trisomy, as charac-
teristic findings of sex chromosome abnormalities
might not manifest themselves till puberty. In
Klinefelter’s syndrome, maternal and paternal
mieotic nondisjunction were contributed equally
as an underlying mechanism.

This cooccurence is very rare. For the first time,
in 1963, Haylock et al. described the double trisomy
of 48 XXY,18+ with failure to thrive, malformed ears,
flexion deformities of extremities, congenital heart
disease.* In 1967, Zellweger and Abbo, and Cohen
and Bumbalo described two different patients of 48
XXY,18+.>% In a literature survey of Taylor,” he re-
ported 3 out of 153 cases of trisomy 18 also had
Klinefelter’s syndrome. Jia-Woei et al described a
case with the longest survival of >15 months.'* All
these cases had clinical manifestations typical for tri-
somy 18. Begam et al described another case diag-
nosed prenatally with amniocentesis and cytogenetic
analysis due to prenatal abnormal ultrasonography
findings."! Only two of the defined cases till now
were diagnosed prenatally. The mean maternal age
at diagnosis was 31.4 + 9.8 years.! Although an asso-
ciation between maternal age and double trisomy
was not observed in the review of the cases, our case
was the youngest mother in all of them.

In conclusion, other chromosomal anomalies
can accompany to trisomy 18 and chromosome
analysis should be done even though phenotype is

(See for colored form http://pediatri.turkiyeklinikleri.com/) typical.
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