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"Pure" partial trisomy 4q25-qter owing to a

de novo 4;22 translocation

Ruth V Mikelsaar, I W Lurie, Tiiu E Ilus

Abstract
A girl with a new de novo translocation of
4q onto the short arm of acrocentric 22 is
reported as a case of "pure" partial tri-
somy 4q. Her karyotype was 46,XX, -22,
+mar, t(4;22)(q25--qter;pll) identifiedby
Giemsa staining and FISH. Comparison
of the proband with previously reported
cases of "pure" partial trisomy 4q showed
the main clinical features to be growth
retardation, psychomotor retardation,
microcephaly, large, low set, malformed
ears, prominent nasal bridge, ptosis and
epicanthus.
(JMed Genet 1996;33:344-345)

truding upper lip with short philtrum formed
a "carp mouth". She had large, low set, mal-
formed ears and a short neck. There were
shortened fingers and bilateral simian creases.
Her psychomotor and mental development was
delayed. At the age of 7 years she was severely
mentally retarded. Her height was 105 cm,
weight 14 kg, head circumference 47 cm, and
she had bilateral partial ptosis. CT scan of the
brain and ultrasound examinations ofthe heart,
urinary system, and other internal organs
showed no congenital anomalies. An x ray
examination showed an extra cervical rib and
spina bifida occulta of the 10th and 11th thor-
acic vertebrae.
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At present, only three cases of "pure" partial
trisomy 4q have been reported where a 4q
segment is translocated onto an acrocentric:
two were de novo'2 and one was inherited.3 In
addition, there are six cases of partial trisomy
4q owing to de novo duplications.4 The present
report describes a new case of "pure" partial
trisomy 4q owing to a de novo t(4;22)(q25;
p 1 1) translocation.
The proband, a girl, was the second child of

healthy and unrelated parents. At the child's
birth, her mother was 32 and her father was
39 years old. The mother had a history of two
induced abortions and one healthy girl. At 3
months, the pregnancy was complicated by a
virus infection and fever. The delivery was
uneventful and the child was born at 38 weeks.
The birth weight was 1850 g, length 42 cm,
and head circumference 29 cm. Examination
at the age of 18 months showed a girl with short
stature (76 cm), mild microcephaly (43 cm),
muscular hypotonia, and a small umbilical her-
nia (fig 1). She had epicanthus, slightly down-
ward slanting palpebral fissures, left sided
ptosis, and a prominent nasal bridge. The pro-

Clinical features of "pure" partial trisomy 4q

Nine "pure" cases"A Our proband

Growth retardation 8/8 +
Psychomotor retardation 8/8 +
Microcephaly 7/9 +
Large, low set ears 6/8 +
Prominent nasal bridge 7/8 +
Ptosis/narrow palpebral fissures 5/6 +
Epicanthus 5/6 +
Downward slanting eyes 1/3 +
Short philtrum 5/8 +
"Carp mouth" 5/8 +
Retromicrognathia 5/8
Thumb anomalies 2/9
Vertebral anomalies 3/8 ±
Congenital heart disease 3/8
Renal anomalies 2/7
Epilepsy 3/8 Figure 1 Proband at 12 years old.
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Chromosome analysis on cultured lym-
phocytes using GTG banding and fluorescence
in situ hybridisation (FISH) with whole chro-
mosome 4 painting probe showed that the
enlarged short arm of the chromosome 22 con-
sisted of 4q25-qter material. The proband's
karyotype (fig 2) was 46,XX, -22, + der(22),
t(4;22)(q25;pll). The karyotypes of her
mother, father, and sister were normal.
The clinical features of our proband and

previously reported cases of "pure" partial tri-

somy 4q are quite similar (table). The constant
15.3 - features include growth retardation, psy-

-15.1 chomotor retardation, microcephaly, large low-13
__ set, malformed ears, prominent nasal bridge,
13.1 ptosis or narrow palpebral fissures or both, and

21.2 epicanthus. Short philtrum, "carp mouth",
-- 22 _ and retromicrognathia are relatively common.
- 26 These features can be considered char-
28--- acteristics of the partial trisomy 4q syndrome.t - 31.2--- - Major congenital anomalies are not very fre-
32 quent: congenital heart disease in 30% and

-34 renal malformations in 20% of the reported
cases.4 No malformations of these organs or
the brain were observed in our patient; how-

4 ever, she had vertebral anomalies. Differences
in the phenotype of the reported cases might
be related to the different segment of 4q in-
volved or the parental origin of the aberration.
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Figure 2 Partial karyotype of the proband.
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