
Partial monosomy of the long arm of chromosome

10 is an uncommon chromosomal abnormality ac-

companied with microcephaly, characteristic fa-

cial features, and mental retardation. Some cases

of this chromosomal defect have been reported to

be accompanied by other chromosomal abnormal-

ities (Shapiro et al. 1985; Tsukada et al. 1996).

In this report, a male infant with partial

monosomy 10q and partial trisomy 11q is de-

scribed. He was born after a first pregnancy of a

healthy woman. His father and mother were then

aged 34 and 27 years, respectively. He was deliv-

ered by caesarean section at full term. His birth

weight was 2350 g (< 10th percentile), length was

46.0 cm (10th–25th percentile), and head circum-

ference was 33.0 cm (25th–50th percentile).

Apgar scores were 8 and 10 at 1 and 5 min after

birth. He presented with seizures at the age of 4

months, and was referred to our department at the

age of 6 months. On physical examination, growth

parameters were as follows: weight 6kg (–2 stan-

dard deviations), height 63 cm (–1.5 standard de-

viations), and head circumference: 41 cm

(–2 standard deviations). Significant physical fea-

tures included: micrognathia, low-set ears,

hypertelorism, long philtrum, a prominent upper

lip, glossoptosis, a high-arched palate, an

overdevelopment of a subcutaneous venule in the

forehead, occipital and lumbosacral angiomas,

and cryptorchidia. He had severe developmental

delay. He could not hold his head up, laugh, or re-

spond to a voice. The cerebral magnetic resonance

imaging showed brain atrophy and hypoplasia of

the corpus callosum. Cardiac ultrasonography re-

vealed a pulmonary stenosis with an interauricular

communication. The abdominal ultrasonography

showed a left renal agenesis. He had

vesicoureteral reflux on renal scintigraphy.

R-banded chromosome studies on the patient and

his parents were performed with peripheral leuko-

cyte culture. The patient had unbalanced

translocation between the long arm of chromo-

some 10 and the long arm of chromosome 11,

leading to partial monosomy of the long arm of

chromosome 10 (q26-qter) and partial trisomy of

the long arm of chromosome 11 (q13-qter): 46,

XY, der(10)t(10;11)(q26;q13) (Figure 1). The par-

ent’s karyotypes were normal; therefore the

translocation occurred de novo. On the follow up,

this patient subsequently underwent surgery to

correct the cardiac defect. He had swallowing dis-

orders and was hospitalized several times for

J Appl Genet 50(3), 2009, pp. 289–291

Case report

Monosomy 10q26-qter and trisomy 11q13-qter as a result of de

novo unbalanced translocation

F. Tinsa1, Y. Chebbi1, M. Meddeb2, D. Bousnina1, K. Boussetta1, S. Bousnina1

1Department of Paediatrics B of the Children’s Hospital of Tunis, Jabbary, Bab Saadoun, Tunis, Tunisia
2Laboratory of Genetics, Tunisia

Abstract. A male infant with partial monosomy 10 q and partial trisomy 11q as a result of de novo unbalanced

translocation between the long arms of chromosomes 10 and 11: der(10)t(10;11)(q26;q13) is described. He had

craniofacial dysmorphy, congenital heart defects, urogenital and cerebral anomalies, and severe developmental

delay. To the best of our knowledge, this is the first report of this combination of chromosomal abnormalities.

Keywords: child, monosomy 10q, trisomy 11q.

Received: May 6, 2008. Accepted: February 6, 2009.

Correspondence: F. Tinsa, Department of Paediatrics of the Children’s Hospital of Tunis, Boulevard 9 avril, 1007 Jabbary, Bab

Saadoun, Tunis, Tunisia ; e-mail: faten.tinsa@hotmail.fr



pneumonia. At the time of publication he was

5 years old and had severe psychomotor retarda-

tion.
Our patient had partial monosomy 10q with

partial trisomy 11q as a result of de novo unbal-
anced translocation; parental chromosomes were
normal. In the literature only one report of this
combination of chromosomal abnormalities was
found. However, the segments of chromosomes
involved were different. The patient reported by
Maruyama et al. (2001) had a low birth weight,
dysmorphic features, hypoplasia of the cerebellum
and olfactory lobe, cardiovascular defects, duode-
nal atresia, and imperforate anus. His chromo-
somes were identified as 46, XY,
der(10),t(10;11)(q26.3;q14.2). Studies of parental
chromosomes showed a karyotype of 46, XY,
t(10;11)(q26; q14) in the father and a normal one
in the mother (Maruyama et al. 2001). Most cases
of partial monosomy 10q syndromes had chromo-
some breakpoints in 10q25 or 10q26 (Kogasaka
et al. 1990; Sugliano et al. 2006). Terminal dele-
tions with a more distal breakpoint in band 10q26
are more frequent. In the partial trisomy 11q syn-
drome, the following segments were reported to be
duplicated: 11q13 11qter, 11q14 11qter, 11q21
11qter, 11q22 11qter, and 11q23 11qter
(Maruyama et al. 2001). Our patient had a terminal
deletion of chromosome 10 (q26-qter) and a par-

tial trisomy of chromosome 11 (q13-qter). To the
best of our knowledge, this combination of chro-
mosomal abnormalities has never been reported.

Prenatal and postnatal growth retardation, de-

velopmental delay and hypotonia are common

findings to partial monosomy 10q and partial

trisomy 11q (De France et al. 1884; Waggoner

et al. 1999). Main surface anomalies in partial

monosomy 10q are: microcephaly, prominent or

broad nasal bridge, hypertelorism, strabismus, tri-

angular face with micrognathia, malformed and/or

posteriorly rotated and/or low-set ears,

bow-shaped and thin upper lip, downslanting

palpebral fissures, short neck, clinodactyly, and

syndactyly (Sugliano et al. 2004; Tanabe et al.

1999; Waggoner et al. 1999). Those of partial

trisomy of 11q are: microcephaly, hypertelorism,

downslanting palpebral fissures, short nose, long

philtrum, micrognathia, retracted lower lip,

low-set ears, high-arched palate, and short neck

(De France et al. 1984; Waggoner et al. 1999).

The craniofacial features in our patient included

those of both the chromosomal abnormalities. Ce-

rebral nervous system anomalies, such as

craniorachischisis and meningocele, are docu-

mented in partial trisomy 11q (Kogasaka et al.

1990), and agenesis of the corpus callosum is re-

ported in partial monosomy 10 q and partial
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Figure 1. (A) Unbalanced karyotype of the patient, showing a partial monosomy 10 and a partial trisomy 11: 46, XY,

der(10)t(10;11)(q26;q13). (B) Partial karyotype of the patient. The arrow indicates a derivative chromosome 10 resulting

from a translocation between chromosomes 10 and 11, and leading to a partial monosomy of the long arm of

chromosome 10 (q26-qter) and a partial trisomy of the long arm of chromosome 11 (q13-qter).



trisomy 11q (Pihko et al. 1981; Wegner et al.

1981). Pihko et al. (1981) presented a case of par-

tial trisomy 11q with arrhinencephaly, whereas

Maruyama et al. (2001) presented a case of

hypoplasia of the cerebellum and olfactory lobe.

Our patient had brain atrophy with hypoplasia of

the corpus callosum. In regard of the visceral

anomalies, one third to half of the patients with the

partial monosomy 10q syndrome have congenital

heart disease, such as ventricular septal defect,

patent ductus arteriosus, pulmonary stenosis or a

coarctation of the aorta (Tanabe et al. 1999;

Waggoner et al. 1999). Most of those with partial

trisomy 11q also have congenital heart defects

(De France et al. 1984). Our patient had pulmo-

nary stenosis and interauricular communication.

As urogenital anomalies, which are often seen in

these syndromes (Tanabe et al. 1999), our patient

had a left renal agenesis and cryptorchidia. The

patient described by Maruyama et al. (2001) had

duodenal atresia and an imperforate anus, and al-

though there are some cases of partial monosomy

10q with an imperforate anus in other reports

(Pihko et al. 1981; Wegner et al. 1981), other gas-

trointestinal defects have rarely been described in

partial monosomy 10q or partial trisomy 11q. Our

patient did not have gastrointestinal defects. Fur-

ther cases should be analysed to elucidate the rela-

tionship between the different clinical features and

the chromosomal abnormalities. Molecular

cytogenetic techniques, like BAC-FISH or

mCGH, define precisely the breakage points.

They would have been interesting in our case and

they would have shown us a better geno-

type-phenotype correlation. Unfortunately, we

have no site-specific DNA probes to perform these

techniques.
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