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INTRODUCTION

TT
risomies are the most frequent chromosomal
anomalies encountered. These appear when
three copies of the same chromosome exist

instead of two. Trisomies are usually caused by a meiotic
non-disjunction and can be present in all cells or only in a
percentage of cells (mosaic) (1).

Most individuals with trisomy have specific characteris-
tics depending on the affected chromosome. The most 
frequent trisomy in man is Down’s Syndrome – up to 14
cases in 10000 births  (2). Other relatively frequent trisomies
include Patau Syndrome or Trisomy 13 and Edwards 
Syndrome or Trisomy 18 which are characterized by 
congenital anomalies and mental retardation.  

CASE REPORT

A 42-year-old Caucasian female, pregnant for the first
time, with positive triple test (AFP, uE3, hCG) for Down‘s
syndrome (1:50 risk), was referred at 16 weeks' gestation
for prenatal ultrasound and amniocentesis. The couple had
normal general health and was not consanguineous and
there was no family history of genetic disorders. 

The ultrasonography performed immediately before
the amniocentesis revealed normal amniotic fluid 
measurements (AFI = 13 cm)  and a single fetus with cleft
palate (fig. 1 and 2). Other measurements including nasal
bone, femur length and nuchal fold were in limits and
according to the gestational age. The decision was taken to
perform amniocentesis in order to establish if the fetus had
Down’s syndrome or Patau syndrome.

CASE REPORT

A RARE CASE OF CHROMOSOME 13Q DUPLICATION

MIHAI DUMITRESCU1, CRISTINA-CRENGUÅA ALBU2, DINU-FLORIN ALB3, EMILIA SEVERIN2

1Thoracic Surgery Department, "Marius Nasta" National Institute of Pneumology, Bucharest, Romania
2Department of Genetics, University of Medicine and Pharmacy Carol Davila, Bucharest, Romania
3Department of Obstetrics and Gynecology, University of Medicine and Pharmacy Carol Davila, Bucharest, Romani

SUMMARY

We present the rare case of a 42-year-old Caucasian female which
was investigated in our service at 16 weeks of gestation for high
risk of Down’s syndrome following a prenatal screening test.
Before amniocentesis, the control ultrasound discovered the 
presence of a cleft palate. Samples of maternal blood and 
amniotic fluid were obtained in order to determine if the fetus
had Down’s syndrome or another genetic disorder.  Analysis of
the amniotic fluid trough amniocyte cultures identified the 
presence of a chromosome 13 duplication and established the
diagnosis of Patau syndrome.
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RÉSUMÉ

Un cas rare de duplication du chromosome 13q

Nous présentons le cas rare d'une femme de 42 années, de race
blanche, qui a été admise dans notre service à 16 semaines de 
gestation, après un test de dépistage génétique, pour risque élevé
de syndrome de Down. Avant l’amniocentèse, nous avons 
découvert par échographie fœtale l’existence d’une division labio-
palatine.  Des échantillons de sang maternel et de liquide amnio-
tique (obtenus par amniocentèse) ont été analysés  pour établir la
cause génétique – syndrome de Down ou peut-être une outre 
maladie génétique. L'analyse de liquide amniotique (QF -PCR et
cultures des amniocytes) a établi le diagnostic de syndrome de
Patau par duplication du chromosome 13q. 
Mots-cles: amniocentèse, syndrome de Down, syndrome de
Patau, caryotype, division labio-palatine
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From the maternal blood acute phase titers were
checked for syphilis, rubella parvovirus, toxoplasmosis,
cytomegalovirus, rubella and antibody screening thorough
indirect Coombs was performed. 

The amniotic fluid (sample of 40 ml) was tested for
possible infection with parvovirus B19, toxoplasma,
cytomegalovirus by use of PCR, while amniocyte cultures
and QF-PCR were conducted in order to detect a possible
genetic disorders. 

RESULTS

The QF-PCR test for chromosomes 13, 18, 21, X and Y
from the amniotic fluid did not discover any anomalies. The
Karyotype from the amniotic fluid indicated the presence of
13q duplication and a translocation between chromosomes 5
and 16 (fig. 3). Karyotype from blood samples obtained from
the parents indicated the presence of a translocation between
the maternal chromosomes 5 and 16 which was most likely
passed down to the fetus. The genetic diagnosis was 46,XX,
t(5,16),dup(13q). Postoperative period was uneventful. 

DISCUSSION

Although extremely rare, 13q duplications can be passed
down by parents (3), but in this case the duplication was de
novo and thus considered as a 13q partial trisomy. 

13q duplication syndrome or 13q partial trisomy is a rare
condition accompanied by dysmorphia, malformations of
the nervous system and development problems. The most
frequent characteristics encountered in this syndrome are
microcephaly, microstomia, malformed ears, micro-
phthalmia, cleft palate, epicanthic fold, polydactyly, simian
fold, hemangioma, Fallot tetralogy, convulsions  and mental
retardation (4–6).

CONCLUSION

The severity of this chromosomal anomaly depends on

the size and location of the duplicated chromosome 
segment, while the prognosis is difficult to assess even  in
the presence of an apparently normal 2D ultrasound. In the
majority of the cases facial dysmorphia, low birth weight,
malformed organs and hypoxemic encephalopathy compli-
cated by sleep apnea, convulsions and exitus occurs in the
first 3-5 days (7–9). 
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Figure 1 - 2D ultrasound showing 16 weeks fetus with cleft
palate

Figure 2 - 4D ultrasound showing 16 weeks fetus with cleft
palate  

Figure 3 - Karyotype showing chromosome 13 duplication 
and translocation between chromosomes 5 and 16
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