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SUMMARY An interstitial deletion (5)
(pl3p15-1) was found in a mentally retarded
woman and three of her four children. The
variable manifestation of this chromosomal
defect and the relevance of this particular
deletion to the cri du chat syndrome are
discussed. To our knowledge the only other
reported case of inherited Sp deletion from an
affected parent involved the terminal segment
of the 5pl5-3 band.'

Case report

Chromosome analysis of amniotic fluid cells was
requested because of advanced maternal age (38
years). An interstitial deletion of band p14 in the
short arm of chromosome 5 was identified, suggest-
ing a possible clinical diagnosis of the cri du chat
syndrome. The parental karyotypes showed that the
mother had the same chromosome abnormality as
the fetus: del(5)(pter-*p15. 1::pl3-+qter). This dele-
tion was also identified in two of her children (fig 1).
The father's karyotype was normal. The mother and
the two chromosomally abnormal children showed
dysmorphic features and moderate mental retarda-
tion. Termination of pregnancy was declined and
the child was born in June 1982. The karyotype of
the fetus was confirmed after birth. No other family
members were available for investigation.

Clinical features

The mother (fig 2, table) has a long face and marked
microcephaly. She had attended a school for the
educationally subnormal (ESN(M)) but remained
illiterate. The eldest (II. 1) has an unremarkable
face, is of short stature, and has a normal head
circumference. He attends a school for the educa-
tionally subnormal (ESN(M)). 11.3 is also short, has
a normal head size but, unlike her brother, she has
dysmorphic facial features (fig 2, table) which are

often seen in the cri du chat syndrome. At 7 weeks
of age 11.4 has no dysmorphic features nor micro-
cephaly. She is, however, very short. The head
circumference, although small for her age, is pro-
portionate to her stature. Her cry is normal. No
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FIG 1 Family pedigree.
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FIG 2 Mother and children. From left to right 11.3, 11.1,
L.2, 11.4, and 1L2.
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TABLE Main features ofclinical interest.

Age Height Head circumference Facial dysmorphism Marked Cry
(cm) (cm) development

I.2 Adult 158 51-5 A 'long' face ESN(M) Not
(25th centile) (less than 2nd centile) peculiar

IL.1 8 y 120 51-5 Forward slanting upper ESN(M) Not
(10th to 25th (50th centile) incisors. Irregular teeth peculiar*
centile)

II.2 6½12 y 115 52-5 None Normal
(25th to 50th (75th centile)
centile)

I1.3 41½ y 100 49-5 Epicanthic folds. ESN(M) Not
(10th to 25th (25th centile) Moderately wide set eyes. peculiar*
centile) Irregular teeth. Thickened

helixes

11.4 7 wkt 50 36 None - Not
(3rd centile) (3rd centile) peculiar

*Not noted as peculiar in the postnatal period by experienced paediatrician.
tBirth weight 2-15 kg (3rd centile); head circumference 31 cm (2nd centile); gestation 37 weeks. At 11 months: height 68 cm (3rd centile); head circumference 43
cm (2nd centile).

peculiar cry was noted in the two other affected
children, nor was the cri du chat syndrome consi-
dered when seen as infants by experienced
paediatricians. The chromosomally normal child
(II.2) is only remarkable in that his mental agility
clearly contrasts with that of his sibs. He attends a
normal school.
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FIG 3 Deletion in this case compared with suggested
localisations ofthe critical region in the cri du chat
syndrome.

Discussion

It is interesting to note that an apparently identical
chromosome abnormality has variable manifesta-
tion. The single consistent feature is moderate
mental subnormality. Only one member (II.3) has a
significantly dysmorphic face. The others are of
short stature which is very marked in II.4. Signifi-
cant microcephaly is present only in the mother
(I.2).

Partial deletion of the short arm of chromosome 5
is usually associated with the cri du chat
syndrome.2 3 The 'characteristic' clinical features of
this syndrome are especially obvious in the
newborn.3 4 The distinctive mewing cry becomes
less striking after the first year although an abnor-
mal cry may be noted even in adult life. The facial
features suggestive of this clinical diagnosis become
less obvious in late childhood.3 5 In the neonate, the
characteristic cry, the striking craniofacial dys-
morphism, and low birth weight allow a confident
diagnosis of the cri du chat syndrome.3 11.4 had a
low birth weight (3rd centile) but did not have an
odd cry and the facies was unremarkable. Crown-
heel length, not severely impaired in the cri du chat
syndrome, was markedly abnormal (3rd centile). A
diagnosis of cri du chat syndrome would not have
been considered had the karyotype not already been
known. No history of a peculiar cry and only
moderate subnormality in the other affected family
members are also against a diagnosis of this syn-
drome. Furthermore, significant microcephaly, a
feature present in most persons with cri du chat
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syndrome, was observed in the mother alone. Only
one member (11.3) had obvious facial dysmorphism
which is compatible with, but not specific for, the cri
du chat syndrome. In at least three reports68
attempts were made to locate the 'critical' region in
the cri du chat syndrome. They are compared in fig 3
with the deletion of band 5pl4 observed in our
family. The authors of these reports analysed over
40 cases with acceptable features of 'cri du chat
syndrome, and located the phenotypically relevant
site as distal to the deletion we report, although
there could be a marginal overlap with our case.
This may explain the minimal features of cri du chat
syndrome noted in our family. However, the lack of
consistency in the clinical features observed remains
unexplained.
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A live infant with trisomy 14 mosaicism and nuclear
abnormalities of the neutrophils
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SUMMARY Mosaic trisomy 14 is described in a
patient with severe developmental retardation
and congenital malformations. Together with a
few previous reports, this case suggests the
existence of a syndrome associated with this
chromosome imbalance. Hitherto unrecog-
nised manifestations of trisomy 14 mosaicism
were, in our patient, abnormalities of the
neutrophil nuclei, which consisted of multiple
pedunculated or sessile projections, similar to
those characteristically associated with trisomy
13 syndrome.

Trisomy 14 accounts for less than 1% of chromo-
somal aberrations observed in spontaneous
abortions.t The lethality of this aneuploidy is
attested by its almost complete absence among
liveborn infants and by the observation that trisomy
14 mosaicism was invariably present in the few living
subjects with this imbalance.2-7
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We describe a new case of trisomy 14 mosaicism
that supports the existence of a characteristic clinical
condition associated with this aneuploidy and sug-
gests that nuclear abnormalities of the neutrophils
could be an additional feature of the syndrome.

Case report

The proband was born in 1983 after a 40 week
pregnancy complicated by threatened abortion dur-
ing the second month and by polyhydramnios. He
was the only child of healthy, unrelated parents. At
birth the mother was 33 years old and the father 32.
Birth weight was 2400 g (<3rd centile; 50th centile
for 34 weeks) and length 48 cm (3rd to 10th centile).
At 24 hours the patient had a seizure. During the
first months he stayed in hospital because of feeding
difficulties and delayed growth resulting from bi-
lateral cleft lip and palate and a congenital heart
defect (tetralogy of Fallot), which was operated on
at 3 months of age.
He was seen by us at 6 months (fig 1). At that time

his weight was 3800 g (<3rd centile; 50th centile for
3 weeks), length 52 cm (<3rd centile; 50th centile
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