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Short reports

Three cases of 16q duplication

E R Maher, L Willatt, G Cuthbert, C Chapman, S V Hodgson

Comnplete or partial duplication of 16q has been
described in 20 cases.' We have recently diagnosed
a further three patients.

Case I was delivered by Caesarean section at 32
weeks' gestation because of intrauterine growth re-
tardation (< 3rd centile), oligohydramnios, and fetal
distress. Dysmorphic features included a high fore-
head, beaked nose, long philtrum, micrognathia,
simple ears, a simian crease on the right hand,
anteriorly placed anus, and micropenis. The infant
died on day 18. Necropsy findings were: head cir-
cumference 29 cm, crown-heel length 42 cm, absent
fontanelles, hydrocephalus with aqueduct stenosis,
bicuspid aortic and pulmonary valves, patent ductus
arteriosus, anomalous origin of the left subclavian
artery, absent gall bladder, and hydrocephalus
secondary to aqueduct stenosis. Chromosome
analysis showed a paternally derived unbalanced
10;16 translocation: 46,XY, -10, + der(10),t(10;16)
(q26.3;q21)pat (figure).

Case 2 was born to a 29 year old mother with one
previous normal child and four first trimester mis-
carriages. Birth weight was 1800 g and head circum-
ference 31 cm at 38 weeks' gestation. Low set ears,
choroidal coloboma, transposition of the great arter-
ies, ventricular septal defect, arthrogryposis, and
hypospadias were apparent. He died at 3 months of
age. Chromosome analysis showed a matemally de-
rived unbalanced 3;16 translocation: 46,XY, -3,
+ der(3),t(3;16) (p26;q23)mat (figure).
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Case 3 was referred at 19 years of age for fragile X
testing. He was severely retarded with no speech,
autistic features, large ears, large nose, and hyperex-
tensible joints. Head circumference was 55 cm (50th
centile). Chromosome analysis showed a maternally
derived unbalanced 16;22 translocation: 46,XY,
-22, + der(22),t(16;22) (q24;q13.3)mat (figure).

All reported cases of 16q duplication have resulted
from a parental translocation so that critical analysis
of the clinical features of 16q duplication is made
difficult by the concomitant autosomal monosomy.
Nevertheless, growth retardation and mental handi-
cap are inevitable and a high forehead, beaked nose,
long philtrum, and micropenis in males are frequent
findings. Hahm et all have proposed an association
between the extent of 16q reduplication and the
presence of visceral abnormalities such as congenital
heart disease and gastrointestinal defects, including
malrotation and anorectal abnormalities, and an in-
verse relationship between extent of reduplication
and longevity. Our data are broadly consistent with
this as case 3, who is the oldest patient yet reported,
had the smallest reduplication. However, severe
visceral abnormalities can occur in patients with
duplication of 16q21 -.qter, and the extent of the
concomitant monosomy is also relevant.

Parental translocations have most frequently
involved chromosomes 9 (n= 3), 11 (n= 2), 15
(n =4), 18 (n= 2), and 22 (n = 2).Y4 Chromosomes 3
(case 2) and 10 (case 1) have not been reported
previously. Francke5 described a patient with an
unbalanced 16;22 translocation with duplication of
the distal third of 16q and partial 22q monosomy.
Her patient, who had more extensive 16q duplica-
tion than case 3, had intrauterine growth retard-
ation, prominent forehead, generalised hypotonia,
and a large patent ductus arteriosus, and died during
the first year of life.
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GTG banded partial karyotypes observed in cases 1, 2, and 3 for balanced translocation carrier parent and unbalanced
translocation child. Full details of karyotypes are in the text. The ideogram of chromosome 16 shows the breakpoint on
chromosome 16q for each case.
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Correction

In the paper by Maher et al in the November 1991 issue of the Journal (J7 Med Genet
199 1;28:801-2), we regret that two chromosomes were missing from the partial
karyotype. The correct figure is reproduced below.
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GTG banded partial karyotypes observed in cases 1, 2, and 3 for balanced translocation carrier parent and
unbalanced translocation child. Full details of karyotypes are in the text. The ideogram of chromosome 16 shows the
breakpoint on chromosome 16q for each case.
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