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A liveborn case of 49,XXXY,+18
SUMMARY The first case of a liveborn male
infant trisomic for both the X and the No 18
chromosome is presented. The patient had
multiple congenital anomalies many of which
were similar in appearance to patients withtrisomy
18. The proband died after 2 days. Both maternal
and paternal karyotypes were normal.

Double aneuploidy has been described earlier.'
Most reported cases involve trisomy for a sex
chromosome as well as a classical autosomal
trisomy syndrome.2-4 To our knowledge this is the
first case of a liveborn male infant with a chromo-
somal complement of 49,XXXY, + 18.

Case report

The proband, a male, was born to a 19-year-old
primagravida mother and a 24-year-old father.
Pregnancy was normal except for a urinary tract
infection during the 5th month of gestation. Labour
occurred spontaneously at 36 weeks and delivery
was complicated by placenta abruptio. Poly-
hydramnios was noted. Apgar scores were 3 at I
minute and 4 at 5 minutes.

Physical examination showed a small premature
male infant with several congenital anomalies. The
birthweight was 1130 g and the length 40 cm. The
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FIG 1 Proband at 24 hours of age. Note unilateral
microtia.

head appeared elongated with a circumference of
28 cm. There was hypertelorism. The ears were low
set in position and only a rudimentary auricular
appendage was present on the left (fig 1). The
mouth was very small and micrognathia was
apparent. Examination of the chest revealed a 2/6
holosystolic murmur along the left sternal border.
The penis was small and the testes were palpable in
the inguinal canal. Rockerbottom feet were present
bilaterally. The hands had flexion contractures with
overlapping of the second and third fingers and
clinodactyly was present. The palmar ridge creases
were normal, but the dermal ridge patterns were
not recorded.
The infant's hospital course was brief. Marked

respiratory distress persisted despite vigorous
resuscitation efforts and he died at 48 hours of age.
Permission for a necropsy examination was not
granted.
Metaphase preparations from short term lympho-

cyte cultures and skin fibroblast cultures showed a
consistent karyotype (fig 2) of 49,XXXY, + 18
(GTG). Fifty cells were analysed from cultures of
each tissue. Normal karyotypes were found in
short term lymphocyte cultures from both parents.

Discussion

Double aneuploidy involving trisomy for an auto-
some and a sex chromosome has been described by

FIG 2 Karyotype of the proband: 49,XXXY, -V18 (GTG).
(Original magnification x 1600).
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several investigators.'-3 The modal chromosomal
number reported in all cases has been 48. This is the
first case in which 49 chromosomes were found in a
patient with double aneuploidy.
The phenotypic characteristics of this patient

most closely resemble those of trisomy 18. This
observation is consistent with those described in
other cases of double aneuploidy involving chromo-
some 18 and sex chromosomes.44 One explanation
for this is that there are no specific phenotypic
findings in the sex chromosome syndromes in the
newborn period.4

It is of interest to note the presence of unilateral
microtia in our patient. This is not a characteristic
finding in trisomy 18. Unilateral malformed ears
have been reported in other cases of double aneu-
ploidy with karyotypes of 48,XXY, + 132 and
48,XXY, +18.3 5 This might be a reflection of the
major chromosomal imbalance present since it is
not syndrome specific.
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Proximal femoral focal deficiency
associated with the Robin anomalad

SUMMARY A case of unilateral proximal femoral
focal deficiency (PFFD) and the Robin anomalad
is reported. Since bilateral PFFD and unusual
facies have been reported before, we suggest an
association between the Robin anomalad and
PFFD.

The purpose of this report is to describe a patient
with unilateral proximal femoral focal deficiency
(PFFD) and coexisting Robin anomalad. Daentl and
associates reported the occurrence of PFFD with
unusual facies.1 In each of their cases the femoral
defects were bilateral. The unusual facies described
by Daentl, including micrognathia and cleft palate,
would seem to be representative of the Robin
anomalad.2 3

Case report

A male term infant was born to a 22-year-old
gravida 1 para 1 aborta 0 female after an uncom-
plicated gestation. The patient was delivered by
caesarian section because of breech presentation.
The Apgar scores at 1 and 5 minutes were 8 and 8,
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FIG 1 Pr-ofile ofproband showing the pronounced
mandibular hypoplasia that is seen with the Robin
anomalad.

390


