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SUMMARY A 29 year old black female with
delayed development and multiple congenital
anomalies showing a duplication of 14(q3l1->
qter) is presented. Although clinical features
associated with partial duplication of the distal
long arm of chromosome 14 are variable, there
are some features which are distinctive of this
chromosomal abnormality. The clinical findings
of 14 cases with duplication distal 14q are
compared in an effort to define a recognisable
syndrome.

Duplication of 14p, the centromeric region, and
various segments of proximal 14q, has been observed
in numerous patients with mental retardation and
multiple congenital anomalies. Duplication of distal
14q, however, has been observed in only a few
cases. The present paper reports a case of duplication
14(q3l1 --qter).

Case report

A 29 year old black female was referred to the King-
Drew Medical Center from a nursing home because
of vomiting and weight loss of five to six months'
duration. Weight loss was ascribed to decreased food
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intake. There were no other gastrointestinal symp-
toms. The patient had had a diagnosis of encephalo-
pathy due to unknown cause and defective fetal
development with multiple congenital anomalies. Her
IQ from a previous evaluation was at an 11 year old
level. She had been born prematurely at 7½/2 months'
gestation, the third child of a mother described as
being anaemic and having unspecified cardiac
problems. The patient had a history of frequent
upper respiratory infections and bilateral pneumonia.
She had had extensive dental surgery for multiple
caries and periodontitis.
Upon admission, the patient was afebrile with a

blood pressure of 100/70. She was poorly nourished
and underdeveloped with proportionately small

.45.
A .

FIGURE Chromosome ]4pairsfrom the proband showing
duplication of 14 (q31-qter).
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Case reports

head, trunk, and limbs. The skin was tight and
hairless over the upper and lower limbs. There was

hypertelorism and the fundi were normal. The
external ears showed poorly developed tragi and
helices. The large protruding tongue was in constant
motion and the oral cavity revealed multiple filled
teeth. The breasts were undeveloped with widely
spaced nipples and the chest revealed bilateral
rhonchi. The heart was unremarkable with no

murmurs. There was voluntary abdominal guarding.
The external genitalia revealed no lesions, but the
vagina was small and not easily examined. Digital
anomalies of the hands were observed but there was
no simian crease. There were flexion contractures at
the elbow, hip, and knee joints. Initial serum

electrolytes were consistent with dehydration. The
CBC was unremarkable and thyroid function tests
were normal. The chest x ray showed bilateral
pneumonic infiltrates thought to be consistent with
aspiration pneumonia. A CT scan of the head
revealed central cerebral atrophy with no mass

lesions. An attempted upper gastrointestinal series
was unsuccessful because of the patient's inability
to cooperate. An oesophagogastroduodenoscopy
revealed hiatus hernia and reflux, but a normal
oesophagus. The patient was discharged to the
nursing home in a stable condition and died a few
months later.

CYTOGENETIC STUDIES

Chromosomal analyses were performed on PHA
stimulated peripheral lymphocytes using trypsin-
Giemsa banding techniques. The karyotype was

46,XX,dup(14)(q31- -qter) (figure). The parents of
the proband were unavailable for chromosome
analyses.

Discussion

Phenotypic heterogeneity has been observed in

patients with partial duplication of various chromo-
somal segments. Unlike complete or mosaic triso-
mies, partial duplications of chromosome 14 are

fairly well tolerated and the severity of the anomaly
apparently depends on which segment of the long
arm is involved. Patients in whom only a small
proximal part of the chromosome is duplicated show
minor malformations and mild mental deficiency.
Whenever a larger or more distal part of the long

arm is involved, the malformations are more pro-
nounced and the mental deficiency is severe.'-11
As seen in the table, clinical findings associated

with partial duplication of distal 14q are variable but
some features remain characteristic of this chromo-
somal rearrangement. The condition is marked by
severe mental, motor, and growth retardation. The
neurological function, as seen in the case reported
here, seems to be profoundly affected. Other dis-
tinctive features shared by these patients include
malformed or low set auricles, antimongoloid slant,
hypertelorism, micrognathia, digital and cardio-
vascular anomalies, and low birth weight.

The secretarial assistance of Miss Jeraldine Brown is
gratefully acknowledged.
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