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Notice to Contributors
Papers, which should be in triplicate and in the Vancouver
style (Br Med J 1982;284:1766-70), should be sent to the
Editor, Journal of Medical Genetics, BMA House, Tavistock
Square, London WC1H 9JR. Papers from the USA can be
submitted to the North American Editor, Dr P M Conneally,
Department of Medical Genetics, James Whitcomb Riley
Hospital for Children RR129, Indiana University Medical
Center, Indianapolis, Indiana 46223, USA. Submission of a
paper will be held to imply that it contains original work
which has not been previously published. The signature of
eacii author is required on the covering letter. Permission to
republish must be obtained from the Editor. Identifiable
photographs of patients must be accompanied by written
consent.

Papers should conform to one of the following categories.
Original contributions on clinical or laboratory aspects of
medical genetics in man and on related animal studies.
Case reports or family reports with particularly instructive
clinical or genetic features: to be no longer than 1000 words,
with no more than three figures, one table, and eight references.
Short reports: to be no longer than 500 words with a clinical
photograph and partial karyotype, if appropriate, and no more
than three references.
Review articles will generally be by invitation, but suggestions
from authors wishing to prepare a review article will be
welcomed.
Short cormnunications and Technical notes will also be con-
sidered.
Letters to the Editor in relation to papers and to other relevant
topics will be welcomed.

Publication of papers thought to be of special importance
may be expedited.

SI units should be used. All contributions should be
accompanied by an abstract or structured abstract giving the
main results and conclusions. Typescripts should be double
spaced with wide margins. One page proof will be sent to the
author submitting the paper and alterations on the proof,
apart from printer's errors, are not permitted. Reprints may
be ordered when the proof is returned.

Figures should be kept to a minimum and should be
numbered consecutively in Arabic numerals. Legends should
be typed on a separate sheet. Photographs should be on glossy
paper and diagrams should be drawn on stout white paper.
Photographs of karyotypes do not reproduce well. Chromo-
somes should be cut out and stuck onto stout paper. Any

lettering should be indicated on a separate transparent over-
lay. Colour printing can be undertaken.

Tables should not be included in the body of the text, but
should be typed on separate pages and numbered with Arabic
numerals. A legend should be provided.

References should conform precisely to the style current in
this Journal. Authors are responsible for the accuracy and
completeness of their references as these will not be checked by
the Editorial Office.
Some notes on nomenclature can be found in J Med Genet

1991; 28:72.
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Letters to the Editor

Nilbert et al3 reported a uterine leio-
myosarcoma with a t(8;13). In addi-
tion, several uterine leiomyomas with
structural or numerical abnormalities
of chromosome 8 were reported by
Mark et a14 and Teyssier and Ferre.5
Especially interesting in relation to
the case under discussion is the latter
authors' report of trisomy 8 in another
gastrointestinal smooth muscle tu-
mour, an oesophageal leiomyoma.
Thus, the abnormalities in chromo-

some 8 in smooth muscle tumours
described so far involve both numer-
ical and structural abnormalities and
concern both benign and malignant
tumours. We think that these data
give a different perspectiVe to the dis-
cussion of the case reported by Les-
sick et al.'
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Department of Pathology,
University of Groningen,
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Further evidence for the location
of the BPES gene at 3q2

We read the paper of Smith et all in
this journal with interest. They sug-
gested that blepharophimosis plus
ovarian failure is a likely candidate for
a contiguous gene syndrome, and
recommended cytogenetic investiga-
tion of all cases of blepharophimosis,
ptosis, epicanthus inversus syndrome
(BPES). We would like to report a
family with autosomal dominant
BPES syndrome and a chromosomal
abnormality. A father and his 6 month
old son were referred for genetic
counselling. Both showed the typical

signs of BPES: blepharophimosis,
ptosis, telecanthus, and epicanthus
inversus. The father had no other
dysmorphic features and was of nor-
mal intelligence. The son had a small
nose with anteverted nostrils and cup
shaped ears. His height, length, and
head circumference were in the nor-
mal range and his mental develop-
ment was normal. The father had two
sons from a previous marriage who
had the same eye anomalies. Unfortu-
nately, they were not available for
further investigations. Chromosomal
examination on cultured lymphocytes
of the father and son showed an
apparently balanced translocation
between the long arms of chromo-
somes 3 and 11, with respective
breakpoints at 3q21 and 11q23. The
karyotype was 46,XY,t(3;l1)(q21;q23)
(figure).

Recently, Fukishima et a12 reported
a newbom infant with BPES and a de
novo balanced 3q23;4pl5 reciprocal
translocation. These findings strongly
indicate that the gene for BPES is
located in the 3q2 region. Further-
more, blepharophimosis, ptosis, and
microphthalmia are consistent fea-
tures in patients with an interstitial
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Karyotype of the proband.

deletion of band 3q2,' reinforcing the
location of the BPES gene at 3q2.
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BOOK
REVIEWS

All titles reviewed here are available
from the BMJ Bookshop, PO Box
295, London WC1H 9TE. Prices in-
clude postage in the UK and for mem-
bers of the British Forces Overseas,
but overseas customers should add £2
per item for postage and packing. Pay-
ment can be made by cheque in sterl-
ing drawn on a UK bank, or by credit
card (MASTERCARD, VISA, or
AMERICAN EXPRESS) stating
card number, expiry date, and your
full name.

Pathology of the Human Embryo
and Previable Fetus. An Atlas.
D K Kalousek,N Fitch, B A Paradice.
(Pp 230; DM248.) Berlin: Springer-
Verlag, 1990.

This is a beautifully produced book
by experts for experts. There are not
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