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Short report
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Abstract
Terminal deletion of chromosome 3 from p25
A terminal deletion of chromosome 3 at to pter is a rare chromosome deletion associated
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in the phenotypically normal mother. The growth failure, psychomotor and mental redeletion was confirmed by FISH. The tardation, craniofacial anomalies, and postaxial
breakpoint is distal to the region re- polydactyly. ' 2
sponsible for the 3p- syndrome. A normal
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chromosome 3 is shown on the right.
one of the mother's chromosomes 3 (fig 2).
This means that she carries a deletion for this
terminal band.
Since the mother was phenotypically normal
with no physical or mental handicap, she was
advised to continue the pregnancy. The baby
was born healthy and physical examination
showed no structural abnormalities. A detailed
clinical examination was carried out on the
mother and child and none of the characteristic
features related to the 3p deletion syndrome
was observed.
The cytogenetic breakpoint of the deletion
associated with the 3p- syndrome has been
identified as 3p25. The variability in the phenotypic spectrum might be related to differences
in the extent of the deletion. Phipps et al
performed molecular genetic analysis in five
cases of 3p- syndrome and found that the
extent of the deletion was variable with
breakpoints between RAF1 and D3S 1317 in
four patients and telomeric to D3S1317 in
one patient. They concluded that the loss of
sequences centromeric to D3S 1317 is not required for expression of the characteristic 3psyndrome phenotype. Drumheller et al4 analysed the breakpoints of the deletion in three
3p- syndrome patients. They found the breakFigure 2 Metaphase from the mother after FISH with ONCOR Tel 3p DNA probe.
Arrows indicate chromosomes 3.
points to be localised distal to D3S1038 but
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Del(3) (p25.3) without phenotypic effect

Del(3) (p25.3) without phenotypic effect
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proximal to D3S18. The findings of these two
studies are concordant.
In the present family, the breakpoint of the
deletion has been identified as p25.3. Since
both the child and mother have a normal
phenotype, the breakpoint must be distal to
the genes responsible for the 3p- syndrome. As
evidenced by this family, a deletion distal to
3p25.3 has no apparent deleterious effect.
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