Instructions to Authors

Please read these instructions carefully and follow them strictly to ensure that
the review and publication of your paper is as efficient and quick as possible.
The Editors reserve the right to return manuscripts that are not in accordance
with these instructions. Please note that all submissions should be accompanied
by a manuscript submittal form, a copy of which can be found at the back of
these instructions.

SCOPE

Human Molecular Genetics publishes papers of excellence, wide interest and broad
significance in all aspects of human molecular genetics. Areas of interest include
the molecular basis of human genetic disease, developmental genetics, chromosome
structure and function, molecular aspects of cancer genetics, gene therapy,
biochemical genetics and advances in gene mapping and understanding of genome
organization. In general, mapping papers will be considered when they are of
functional sigmficance for the field of molecular human geretics. The molecular
analysis of other species is also of interest where such studies are relevant to
the understanding of the function of human genes.

REVIEW OF MANUSCRIPTS

Papers will normally be reviewed within two to three weeks of submission and
will be published within six to ten weeks of acceptance. Due to space restrictions
and to the volume of high quality papers submitted, the Editors reserve the right
to return immediately those papers which are unlikely to be competitive for space
m the journal and/or those which do not conform to the general editorial philosophy
and standards of Human Molecular Genetics.

Type of Manuscript

The emphasis of the journal is on full research papers which may be of any length
required for concise presentation and discussion of the data. Succinct and carefully
prepared papers are favoured in terms of impact as well as readability. Several
different categories of paper are published. While authors are invited to submit
manuscripts 1n particular categories, the Editors reserve the right to determine
in which category a paper is ultimately published, according to the criteria below.
Articles

Articles are definitive and comprehensive descriptions of major research findings
of broad significance for readers of Human Molecular Genetics. The results

described should be both novel and of wide interest. Articles may be of any length
and may contain as many display items as appropriate for the subject matter.

Reports

Reports are descriptions of complete studies detailing results in areas of interest
to readers of Human Molecular Genetics. Reports are typically less comprehensive
than Articles and present data that are generally of narrower interest within the
field of human molecular genetics. Reports may be of any length, although they
are typically shorter than Articles.

Mutation Reports

Analyses of mutations underlying human disease can be presented in a 1 —2 page
short report. The description of the disease, case and documentation of the mutation
should be given. Evidence indicating that the mutation actually causes the disease
should be included.

Commentaries and Mini-Reviews

Commentaries and Mini-Reviews are published by invitation only. However,
proposals may be submitted in the form of a brief letter to the Editors at any
time. The letter should state the topics and authors of the proposed review, and
why the topic is of particular interest in the field.

DNA Markers and Polymorphisms

Reports of human DNA polymorphisms, sequence tagged sites and sequence
variants will be published and will be restricted in length to half a page. Preference
will be given to reports on new methods and/or DNA segments with a PIC value
generally >0.7 unless they are biologically important loci or in a partially mapped
region of the genome. For further details on submission of these reports, please
refer to the end of these instructions.

PREPARATION OF MANUSCRIPTS

Three hard copies including all figures and tables should be submitted. Mini Review
papers and full research papers will be automnatically typeset from author-supplied
word-processing disk. However, three hard copies should still be supplied.

Mutation Reports and DNA Marker and Polymorphism papers will be typeset
manually and should be submitied in hard copy form. Proofs of these papers
will be sent to the corresponding author by fax.

Full research manuscripts (Articles and Reports) should be subdivided into the
following sequence of sections: Title page, Abstract, Introduction, Results,
Discussion, Materials and Methods, Acknowledgements, Abbreviations,
References, Tables, Legends to Figures.

Mutation Reports do not have abstracts and should not be divided into headed
sections; present the text in a single section. The Acknowledgements and
References should be presented as in full research papers.

Mutation Reports are restricted in length to 1 —2 printed pages. One printed
page corresponds to approximately 1000 words without allowance for figures
or tables.

General Format

The hard copies should be typed on A4 or American quarto (215mm X 228mm).
Dot matrix print or any print that is difficult to read is generally unscceptable.
Please avoid the use of footnotes; use instead, and as sparingly as possible,
parentheses within brackets. Underline only words or letters to appear in italics.
Clearly identify unusual or handwritten symbols and Greek letters. Differentiate
between the letter 0 and zero, and the letters I and 1 and the number 1. Mark
the position of each figure and table in the margin.

Title page

The title should be short, specific and informative. The first name, initial(s), and
surname of each author should be followed by his or her department, institution,
city with postcode, and country. The fax and phone number of the corresponding
author should also be provided. Any changes of address may be given in footnotes.
The author(s) to whom reprints should be addressed should be indicated.

Abstract

The second page of every full research manuscript must contain the Abstract,
which should not exceed 250 words. The Abstract should be comprehensible to
readers before they have read the paper, and abbreviations and reference citations
should be avoided. It is essential that the Abstract clearly states the biological
importance of the work described in the paper.

Acknowledgements
These should be included at the end of the text and not in footnotes. Personal
acknowledgements should precede those of institutions and agencies.

References

These should be numbered in order of appearance in the text and must be listed

mumerically. The citation of Journals, books and multi-author books and sequence

data not published should conform with the following examples:
1. Huynh,T.V., Young,R.A. and Davis,R.W. (1988) In Glover,D.M. (ed.),
DNA Cloning—A Practical Approach. IRL Press, Oxford, Vol.1, pp. 49~78.
2. Goérecki,D.C., Monaco,A.P., Derry J.M.J., Walker,A P., Bamard,E.A. and
Barnard,P.J. (1992) Expression of four alternative dystrophin transcripts in
brain regions regulated by different promoters. Hum. Mol. Genet., 1,
505-510.

. Smith,A. and White,B. (1991) Nucleic Acids Res. In Press.

4. Maniatis,T., Fritsch,E.F. and Sambrook,J. (1982) Molecular Cloning: A
Laboratory Manual. Cold Spring Harbour.

. Muller,S.J. and Caradonna,S. (EMBL X52486).

. Fairweather,N., Bell,C., Cochrane,S., Chelly,]J., Wang,S.,
Mostacciuolo,M.L., Monaco,A.P. and Haites,N.E. (1994) Mutations in the
connexin 32 gene in X-linked dominant Charcot —Marie—Tooth disease
(CMTX1) Hum. Mol. Gener., 3, 29-34.

References of the type Smith et al. (1989) should not be used.

Personal communications (J.Jones, personal comm.) must be authorized in writing
by those invotved, and unpublished data should be cited in the text as (unpublished
data). References to manuscripts submitted, but not yet accepted should be cited
in the text as (B.Jones and L.Smith, in preparation) and should not be included
in the list of references.

Iltustrations

Wherever possible, figures should be submitted in their desired final size, to fit
the width of a single column of text (88mm) or a double column of text (184mm).
Any lettering should be approximately 2mm in height and should be in proportion
to the overall dimensions of the figure. On the back of each figure, mark the
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number of the figure and the name of the first author, and also indicate the top
margin.

Photographs should be of sufficiemt high quality with respect to detail, contrast
and fineness of grain to withstand the inevitable loss of contrast and detail inherent
in the printing process. When several prints of the same figure are provided,
please indicate which print should be used for reproduction in the Journal.

There is a special charge for the inclusion of colour plates. Please contact the
Publisher for further details. .

Line drawings should have clear and sharp lines. No additional artwork,
redrawing or typesetting will be done. Therefore all labelling should be on the
original line drawing. Faint shading or stippling will be lost upon reproduction
and should be avoided.

Figure legends should be included on the disk where appropriate and also on
a separately numbered manuscript sheet. Define all symbols and abbreviations
used in the figure. Figures and legends should be intelligible without reading the
text of the manuscript.

Abbreviations

Try to restrict the use of abbreviations to SI symbols and those recommended
by the JIUPAC. Abbreviations should be defined and listed on a separate page
with the footnotes. Standard units of measurement and chemical symbols of
elements may be used without definition within the body of the paper. Acronyms
formed from phrases are unacceptable.

Conventions

In general, the Journal follows the conventions of the CBE Style Manual (Council
of Biology Editors, Bethesda, MD, 1983, 5th edn). Follow Chemical Abstracts
and its indexes for chemical names. For guidance in the case of biochemical
terminology follow the recommendations issued by the [UPAC-IUB Commission
on Biochemical Nomenclature, as given Biochemical Nomenclature, published
by the Biochemical Society, UK. Authors must follow the accepted nomenclature
for human genes, as determined by the Nomenclature Committee of the Human
Gene Mapping Workshops. See McAlpine,P. er al., Cytogenet. Cell Gener., 55,
5—76 (1990).

SUBMISSION TO THE EDITORS

Three hard copies of the manuscript including all figures and tables, disk if
appropriate, and a completed manuscript submittal form should be submitted as
follows:

From the Americas, the Pacific and Australia to:
The Editor, Human Molecular Genetics, Oxford University Press, PO Box Q,
McLean, VA 22101, USA

Tel: (703) 356 4301 Fax: (703) 356 4303

Address for all courier mail:

The Editor, Human Molecular Genetics, Oxford University Press, 6819 Elm Street,
McLean, VA 22101, USA

Please note ALL DNA Markers and Polymorphisms should be submitted to
McLean.

From the Rest of the World t0:

The Editor, Human Molecular Genetics, Molecular Genetics Group, Institute of
Molecular Medicine, John Radcliffe Hospital, Headington, Oxford OX3 9DU, UK
Tel: (4865) 222397 Fax: (+865) 65493

If a customs declaration is required, it is essential that the contents be listed as
OF NO COMMERCIAL VALUE. Bills for Customs or VAT will be returned
to the author.

If the manuscript is rejected, normally only the original figures are returned to
the author. Submission of a paper implies that it reports unpublished work and
that it is not under consideration for publication elsewhere. If previously published
tables, illustrations or more than 200 words of text are to be included, then the
copyright holder’s permission must be obtained. Copies of any such permission
letters should be included with the paper.

DISK SUBMISSION

To assist rapid publication, Articles, Reports, Commentaries and Mini-Reviews
should be submitted on disk. The computer format and word processor used must
be clearly marked on the disk and on the manuscript submittal form. It is important
to note that material submitted to the Editors in disk form must also be accompanied
by three hard copices as above. See opposite for notes on disk preparation.

ACCESSION NUMBERS

Authors should be aware that all new sequence information, including that which
extends a previously determined sequence already present in the database (and

which already has an accession number) must be submitted to the Data Library
for a new accession number. This number must be provided before acceptance
of the manuscript.

REPRINTS

The Journal will provide 30 free reprints of all articles (with the exception of
DNA marker/polymorphism reports) to authors. Reprint order forms are sent
out with notification of acceptance and must be retumned to Oxford University
Press, Walton Street, Oxford OX2 6DP, UK if additional reprints are required.
Late orders submitted after the Journal has been printed are subject to increased
prices. Authors of DNA marker papers will not receive offprint order forms.
If they wish to place an order for offprints they should contact the Production
Editor, Journals Department, Oxford University Press, Walton Street, Oxford
0X2 6DP, UK.

POLICY

It is understood that by publishing a paper in Human Molecular Genetics, the
authors agree to make available to colleagues in academrc (non-profit) research
any of the cells, mucleic acids, antibodies etc. that are not available from commercial
suppliers and are required to substantiate the scientific conclusions of the paper.

REVISION OF MANUSCRIPTS

When a manuscript is returned to the authors for revision prior to final acceptance,
the revised version must be submitted within 1 month of the author’s receipt of
the referees’ reports. Revised manuscripts returned after 1 moath will be considered
as pew submissions subject to re-review.

PUBLICATION
Manuscripts will usually be published within two months of acceptance.

PAGE CHARGES
Page charges are NOT levied.

PROOFS

Disc edited proofs will be faxed to authors before typesetting translation. In the
interest of speed, corrections should be returned within 24 hours. It is recommended
that authors should spell-check their files before submission.

For papers that are manually typeset, proofs will also be sent by fax and should
be returned within 48 hours. Changes will be limited to the correction of
typographical errors.

DNA MARKERS: polymorphisms, sequence tagged sites and
sequence variants

Only DNA polymorphisms, sequence tagged sites and sequence variants will be
published, unless there is a special argument based upon homology or clinical
relevance. Sequence variant reports must include sufficient information to
demonstrate that the variation occurs in several tissues and/or individuals and
is not confined to one biological source. Known gene sequences must be referred
to by their accepted HGM Workshop name and symbol. For listing see
nomenclature report in Human Gene Mapping 11, Cytogenetic Cell Genetic 58,
5—103 (1991), or for the latest information, or by logging on to the Genome
Database (GDB), Johns Hopkins, Baltimore. If you do not already have log-on
privileges please apply to GDB by calling (410) 955 9705. Any anonymous
sequence must be assigned a provisional HGM Workshop number (unless a number
has already been assigned) by the GDB at Johns Hopkins, Baltimore at the above
telephone number. DNA databank accession numbers are required for new DNA
sequences. In addition, every probe must have a laboratory acronym by which
it is known. A copy of each accepted DNA sequence polymorphism and sequence
tagged site report is sent to the GDB at Johns Hopkins, Baltimore.

It is necessary to include a sufficient description of the DNA polymorphism,
sequence tagged site and sequence variant so that it can be adequately evaluated
and reproduced by other scientists in the field. In particular the following should
be included:

DESCRIPTION, SOURCE AND METHOD (The type of variation such as RFLP,
VNTR, point mutation, other, unkown, etc. The clinical or biological relevance
of the variation. The source of the reagents used including biological origin of
sequences, clones, etc. The methods used to analyze the variation such as PCR,
sequencing, etc. The method description should include essential details such as
PCR primer sequences, amplicon length, amplification and hybridization
conditions, etc.) ’

VARIATION (Polymorphism or variant distinction such as molecular weight,
migration, sequence differences, etc. For polymorphisms, the frequency of alleles,



mumber of independent chromosomes investigated and ethnic origin of sample.
The total information content of the marker expressed as heterozygosity and/or
PIC values. Independence of segregation or linkage of sequence variants, the
origin and number of independent sequences analyzed must be clearly stated.)
OTHER ENZYMES TESTED AND NEGATIVE (for RFLP type
polymorphisms. )

CHROMOSOMAL LOCALIZATION

MENDELIAN INHERITANCE (The number of families and meioses scored.)
PROBE AVAILABILITY (Sec the Journal policy stating that probes must be
available without restriction.)

OTHER COMMENTS (Such as ease of digestion or repetitive sequences.)

ACKNOWLEDGEMENTS

PHOTOGRAPH OF AUTORADIOGRAPH OR GEL SHOWING DNA
POLYMORPHISM, SEQUENCE TAGGED SITE OR SEQUENCE VARIANT
The DNA polymorphism, sequence tagged site and sequence variant reports will
be processed by the Editor. The Editor reserves the right to decide whether the
photograph will be included in the report. Where several reports are being
submitted simultaneously from one centre and information such as description,
source, methods, etc. is standard to all, authors are encouraged to combine the
information in a single manuscript. In this case, the length restriction of half a
page will not apply. Preference will be given to reports where information on
biologically important loci, new methods and/or markers with high heterozygosity
or PIC values is provided.

Guide for authors preparing

DO
Enter text in the style and order of the journal.

Insert figure captions and tables at the end of the file.

Save any tables, diagrams, figures, graphs or
illustrations generated electronically as separate files
and not embedded into the text file.

Type references in the correct order and style of the
journal.

Type unjustified, without hyphenation, except for
compound words.

Type headings in the style of the journal.
Use the TAB key once for paragraph indents.

Where possible use Times for the text font and
Symbol for the Greek and special characters.

Use the word processing formatting features to
indicate Bold, Iralic, Greek, Maths, S*%"iP and
subscripe Characters.

Indicate clearly any special characters that you have
drawn by hand.

Check the final copy of your paper carefully, as any
spelling mistakes and errors will be faithfully
translated into the typeset version. In the case of a
mismatch between disk and hard copy, the hard copy
will be taken as the definitive version.

Indicate on the form overleaf the contents of each
file.
Supply three hard copy printouts of the paper.

For further information contact:
Journals Department

electronic documents
DO NOT

Enter carriage returns to obtain spacing between lines,
paragraphs, references etc. The space required is
generated automatically by the typesetters.

Use double spaces after each sentence within a
paragraph.

Use the automatic page numbering, running titles and
footnote features of your word processing programme.
Number the hard copies by hand at the bottom of the

page.

Include any copyright material (e.g. word processor
software or operating system files) on the disk.

DISK SUBMITTAL

After the manuscript has gone through all the review
and editing stages, copy the data on to a clean newly
formatted disk. To avoid confusion do not copy any
irrelevant files and/or back-up files onto the disk.

Apple Mac users should ensure the disk wastebasket
is empty before submitting the disk.

Use the first-named author’s name or manuscript
number for the disk label and the file name.

To avoid loss or damage in transit ensure that the
disk is adequately protected and always keep a copy
of the data on your computer and/or back-up disk.

OUP does not intend to return the disk to the
originator.

Science, Medical & Journals Division, Oxford University Press

Walton Street, Oxford OX2 6DP, UK

Telephone: (+44 865 or 0865) 56767 Telefax: (+44 865 or 0865) 267773



OUP Journals Manuscript/Disk Submittal Form

EDITORIAL OFFICE USE
Completion of all the relevant sections of this form will assist in the swift and

efficient publication of your paper. MS Number:
Received:
Paper Type (Category):
Revised:
Title:
Accepted:
Author(s):
Corresponding Author:
Address:
Telephone: _ Fax: ' Email:
Number of Pages: _ ~_ Numberof Tables: _ __ Number of Figures:
Data Bank No:
Signature:

(This is on behalf of all authors and signifies that they are in complete agreement with the contents of the paper
and are prepared to abide by the policies of the journal.)

Disk Information

Whilst we can accept most computer and word processor disks, the preferred combinations are either

MS-DOS Word and WordPerfect 5.1; WINDOWS Word 2 and WordPerfect 5.2; APPLE MAC Word 5 and
WordPerfect 2. If you are using newer versions of the software, before you submit your disk you must save the
file as either of the above versions.

File Names/Contents:

Computer Make/Maodel: Format: MS-DOS/Windows/Apple Mac

Word Processor Software: Version Number:

Please list any special characters used:

Key/character used

Denoting







