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Translocation 19;Y in a child with Bannayan-Zonana
phenotype

Jeannette Israel, Mira Lessick, Katarina Szego, Paul Wong

The Bannayan-Zonana syndrome (BZS) is a distinct
genetic disorder consisting of macrocephaly, multiple
lipomas, and haemangiomas. An 11 year old male
with features of this syndrome was found to have a

19;Y translocation in lymphocytes: 46,X,t(Y; 19)(ql 1;
q13) (figure). Karyotypes of other family members
were normal. Chromosome abnormalities in BZS have
not been previously reported.
The proband was born after an uncomplicated 38

week gestation. Birth weight was 4250 g (95th centile)
and length was 55-2 cm (>95th centile). He was the
fourth child of unrelated parents. The sibs were
reported to be healthy and the family history was
negative. During infancy the patient had laryngo-
malacia which resolved spontaneously. A large head
was noted at 2 years of age. Developmental testing at
4 years showed mild gross and fine motor delay,
attention deficit, speech delay, and lisping. There was
a history of drooling, bronchial asthma, and strabis-

mus which was surgically treated at 5 years. Two
lipomas of the lower abdomen appeared at the age of 7
and were removed.
At 11 years of age, the patient had macrocephaly

(OFC=61 cm, >98th centile), general macrosomia
(height= 150 cm, 90th centile; weight 58-6 kg, >97th
centile), scaphocephaly with frontal bossing, high
arched palate, and pectus excavatum. Lipomas were
present on the chest, abdomen, back, and left thigh
and knee. There were no haemangiomas. CT scan,
EEG, and skeletal surveys were normal with bone age
equivalent to chronological age. He had hyperopia
and attended special education classes for a learning
disability. Physical examination of the parents and
sibs was normal.
BZS is a rare hamartomatous disorder inherited

as an autosomal dominant trait with a male pre-
dominance.1 Besides macrocephaly and mesodermal
hamartomas, common features of this syndrome
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G banded partial karyotype showing chromosomes 19, 20,
andXYfrom (A) the patient'sfather and (B) the patient.
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Features of reported cases of
compared with the present case.

Bannayan-Zonana syndrome

Present No of
case reported cases*

Growvth
Macrocephaly + 19/19
Normal ventricles + 12/12
Overgrowth + 6/14
Postnatal growth deceleration - 10/11

Neurological
Motor delay + 10/13
Speech delay + 11/18
Mental retardation/learning

disability + 3/19
Seizures - 3/19
Strabismus/amblyopia + 3/19

Phenotypic features
Downward slanting palpebral

fissures - 8/13
High palate + 7/10
Joint hyperextensibility - 5/10
Pectus excavatum + 3/10
Hypotonia - 3/10
Drooling + 5/10
Delayed bone age - 5/7

7Tumours
Lipoma + 15/19
Haemangioma - 8/19
Other (eg lymphangioma) -- 6/19

':Denominator includes only those cases where feature is specificallv
known.
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include postnatal growth deceleration and mild neuro-

logical impairment. Downward slanting palpebral
fissures, strabismus, high arched palate, pectus
excavatum, and drooling are other frequent mani-
festations. The clinical features of our patient and
those previously described are summarised in the
table. Our patient differs from those reported in that
he had no deceleration of growth or failure to thrive,
delayed bone age, or hyperextensible joints. His only
tumours were lipomas. Despite this, his findings fit
the phenotype of BZS.
At least 19 cases of BZS have been reported, 16

from seven families and three ofsporadic occurrence. 1-3
It has been suggested that interfamilial variability
observed in this disorder might represent different
allelic mutations or genetic heterogeneity.3 Our case
appears to be sporadic. The phenotype in sporadic
cases varies from severe to mild.3
Few cases ofBZS have been studied chromosomally.

The chromosome abnormality in this patient is of

particular interest. It may be a coincidental finding,
but given the normal chromosomes in the other
unaffected family members, the translocation could
have resulted in a small deletion or position effect of
chromosome 19q and the manifestations of BZS.
Cytogenetic studies of other BZS cases, particularly
sporadic ones, are needed to substantiate this possi-
bility. Ultimately DNA studies will be required to
clarify this situation in BZS.
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