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A new centromeric
heteromorphism in the
short arm of chromosome 20

An apparently new type of 20ph+ centromeric hetero-
morphism was detected in two unrelated patients. It
segregated within the families of both index patients
without any harmful phenotypic effect.
The index patient in the first family was a dysmorphic

male neonate born after a 32 week pregnancy complicated
by polyhydramnios. Birth weight was 1600 g (25th centile);
length and head circumference were 46 cm and 32-5 cm
respectively (both 90th centile). Extreme hypotonia re-
sulted in severe perinatal problems, and feeding difficulties
with poor sucking persist up to the present. At the age of
11 months his mental and motor development were at the
level of five months and three months, respectively.
Craniofacial dysmorphism included a prominent forehead,
high nasal bridge, and posteriorly rotated ears. There was
camptodactyly of all fingers and overriding of the second,
third, and fourth fingers. Extensive laboratory and neuro-
technical examinations, including CT scan and electro-
myography, were normal. At the birth of this child, the
mother and father were 39 and 34 years old, respectively.
Two previous pregnancies ended in spontaneous first
trimester abortions. After the third pregnancy an apparently
normal looking girl died of perinatal asphyxia. No necropsy
was performed. Further family history is negative. Both
parents are phenotypically normal and unrelated.

Sixty-eight prometaphases from two different peripheral
lymphocyte cultures were analysed with G, C, and R
banding. One of the chromosomes 20 showed a distinct C
positive heterochromatic block in the juxtacentromeric
region of its short arm (figure (a)). The karyotype was
otherwise normal and, more particularly, the hetero-
chromatic blocks of chromosomes 1, 9, and 16 were within
the limits of normal population variability. The karyotype
of the child was thus interpreted as being: 46,XY,20ph+.
The identical variant of chromosome 20 was present in the
karyotype of the father and paternal grandfather, both of
whom were phenotypically normal.

Cytogenetic examination in a couple with two spon-
taneous first trimester abortions revealed a heterochromatic
heteromorphism in the short arm ofone of the chromosomes
20 in the husband (figure (b)). The size and the position of
the C positive material in the short arm of chromosome 20
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(46,XY,20ph+) was identical to that found in the first
family. Recently, we had the opportunity to karyotype the
proband's father who also appeared to be a carrier of the
same chromosome variant. As far as we could investigate,
both families were unrelated.
Human C heteromorphism is one of the best classified

human chromosome polymorphismst 2and the mechanism
of its duplication/deficiency process is well explained.3
Rare chromosomal heteromorphisms inherited as a
Mendelian trait have been described several times. The
juxtacentromeric accumulation of a C positive hetero-
chromatin block in the short arm of chromosome 20 in the
two index patients of this report is apparently another
example of a rare polymorphic variant in human constitutive
heterochromatin. The first index patient presented a
MCA/MR syndrome with severe hypotonia and cranio-
facial dysmorphism, but the 20ph+ morphology was also
found in the normal father and grandfather. In the second
index patient, the indication for chromosomal analysis was
recurrent early fetal wastage but his parents' reproduction
was normal. The heterochromatic blocks of the 20ph+
variant were stable in size in all five persons under
investigation, as were the qh regions of chromosomes I
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FIGURE The 2Oph + morphology in the first patient (a) and
the second patient (b).
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and 9. Only the heterochromatic blocks of chromosome 16
showed a slight variability from cell to cell. At present,
scanty data exist about the structure and function of
constitutive heterochromatin in the human genome. 1-3 The
20ph+ variant segregated in three generations of the first
family and in two generations of the second family. This
finding indicates that this new 20ph+ constitutive hetero-
morphism has no harmful phenotypic effects.
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Announcements

UNDER THE VOLCANO: BIOMEDICAL SCIENCE AND THE
THIRD WORLD
This conference, sponsored by The New York
Academy of Sciences, will be held on 18 to 20
October 1988 at the Caspary Auditorium, The
Rockefeller University, New York. For further
information, contact: Conference Department, The
New York Academy of Sciences, 2 East 63rd Street,
New York, NY 10021, USA. Tel: (212) 838-0230.

THE JOINT CONVENTION OF THE FIFTH INTERNATIONAL
CHILD NEUROLOGY CONGRESS AND THE THIRD ASIAN
AND OCEANANIC CONGRESS OF CHILD NEUROLOGY
This congress will be held on 4 to 10 November 1990
in Chiba, Japan. For further details contact The

Secretariat of the Joint Convention of 5th ICNC and
3rd AOCCN, c/o Simul International Inc, Kowa
Building No 9, 8-10, Akasaka 1-chome, Minato-Ku,
Tokyo 107, Japan. Tel: (03) 586-8691.

THE EIGHTH INTERNATIONAL CONGRESS OF HUMAN
GENETICS
This congress, sponsored by the American Society
of Human Genetics (ASHG), will be held in
Washington DC, USA on 6 to 11 October 1991. For
further information contact Dr John J Mulvihill,
Secretary-General, ASHG, 9650 Rockville Pike,
Bethesda, Maryland 20814, USA. Tel: (301) 571-
1825.
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