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DESCRIPTION
.

The European Journal of Medical Genetics (EJMG) is a peer-reviewed journal that publishes articles in
English on various aspects of human and medical genetics, the genetics of experimental models
and developmental anomalies.
Original clinical and experimental research articles, short clinical reports and review articles are
welcome on topics such as:
Clinical genetics and genomics, including neurodevelopmental disorders and single or multiple
malformations syndromes and dysmorphology; Inherited predisposition to cancer: rare inherited
cancer predisposition syndromes and biology and pathophysiology of inherited cancers; Fetal
medicine and prenatal diagnosis, including prenatal diagnosis, prenatal screening, fetal therapies
and teratology; Diagnostic methods including sequencing studies (gene level), transcriptome
studies, methylome and other Omics technologies, variant interpretation and functional validation;
Bioinformatics and statistical methods in genetics; Personalized Medicine and therapies, including
gene therapy and gene editing, non-genetic treatment of genetic disease, pharmacogenetics and
genomics, theranostics and clinical trials; Molecular biology and pathophysiology of genetic and
genomic diseases: biology of cell, pathways and systems, epigenetics and gene regulation, biology
and pathophysiology of specific genes and non-coding DNA; Genetics and variants in populations:
carrier screening, population genetics, evolutionary genetics, genetic epidemiology of diseases,
genome variation and architecture in normal population; Formal genetics: Mendelian and nonMendelian inheritance; Polygenic/ multifactorial disorders: association studies in large cohorts and
risk evaluation in polygenic disorders; Genetics and society: ethical aspects in genetics, impact of
genomic medicine on public and patients, legal and reglementary aspects in genetics and clinical
research, psychosocial aspects, rare diseases and genetics; Teaching and training in genetics;Genetic
counselling; Internet resources in Genetics.Please note: tumor genetics and studies focusing on
multifactorial diseases are not in the scope of the Journal.

AUDIENCE
.

Researchers, Geneticists, Cytogeneticists.

IMPACT FACTOR
.

2021: 2.465 © Clarivate Analytics Journal Citation Reports 2022
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ABSTRACTING AND INDEXING
.

Current Contents
Scopus
Embase
PubMed/Medline
EMBiology

EDITORIAL BOARD
.

Editor in Chief
Alain Verloes, Robert-Debré Hospital Functional Unit of Clinical Genetics, 48 Boulevard Sérurier, 75019, Paris,
France, Fax: +33 1 40 03 22 77
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GUIDE FOR AUTHORS
.

Free Text
INTRODUCTION

BEFORE YOU BEGIN
Ethics in Publishing
Studies on patients or volunteers require ethics committee approval and informed consent, which
should be documented in the paper. Please see our information pages on Ethics in publishing and
Ethical guidelines for journal publication.
If the work involves the use of human subjects, the author should ensure that the work described
has been carried out in accordance with The Code of Ethics of the World Medical Association
(Declaration of Helsinki) for experiments involving humans. The manuscript should be in line with the
Recommendations for the Conduct, Reporting, Editing and Publication of Scholarly Work in Medical
Journals and aim for the inclusion of representative human populations (sex, age and ethnicity) as per
those recommendations. The terms sex and gender should be used correctly. Authors should include
a statement in the manuscript that informed consent was obtained for experimentation with human
subjects. The privacy rights of human subjects must always be observed.

Protection of privacy
Appropriate consents, permissions and releases must be obtained where an author wishes to include
case details or other personal information or images of patients and any other individuals in an
Elsevier publication. If your submission contains ANY identifiable patient images or other protected
health information, a written statement signed by the corresponding author and/or the first author
MUST be provided, indicating that you have collected permission from the patient (or a patient's
parent or guardian) for the material to be published unmasked. Written consents must be retained
by the author and copies of the consents or evidence that such consents have been obtained must be
provided to Elsevier on request. A template form can be downloaded HERE. The statement must be
supplied as supplementary material and uploaded with the submission. In the absence of documented
permission, the patient's identity must be protected by blocking out facial features appropriate to the
submission. For more information, please review the Elsevier Policy on the Use of Images or Personal
Information of Patients or other Individuals. Unless you have written permission from the patient (or,
where applicable, the next of kin), the personal details of any patient included in any part of the
article and in any supplementary materials (including all illustrations and videos) must be removed
before submission.

Conflict of interest
European Journal of Medical Genetics follows the ICMJE recommendations regarding conflict of interest
disclosures. All authors are required to report the following information with each submission: (1) All
third-party financial support for the work in the submitted manuscript. (2) All financial relationships
with any entities that could be viewed as relevant to the general area of the submitted manuscript.
(3) All sources of revenue with relevance to the submitted work who made payments to you, or
to your institution on your behalf, in the 36 months prior to submission. (4) Any other interactions
with the sponsor of outside of the submitted work should also be reported. (5) Any relevant patents
or copyrights (planned, pending, or issued). (6) Any other relationships or affiliations that may be
perceived by readers to have influenced, or give the appearance of potentially influencing, what you
wrote in the submitted work. As a general guideline, it is usually better to disclose a relationship than
not. This information will be acknowledged at publication in a Transparency Document link directly in
the article. The form for conflict of interest disclosure can be downloaded here.

Role of the funding source
You are requested to identify who provided financial support for the conduct of the research and/or
preparation of the article and to briefly describe the role of the sponsor(s), if any, in study design; in
the collection, analysis and interpretation of data; in the writing of the report; and in the decision to
submit the article for publication. If the funding source(s) had no such involvement then this should
be stated.
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Language (usage and editing services)
Please write your text in good English (American or British usage is accepted, but not a mixture of
these). Authors who feel their English language manuscript may require editing to eliminate possible
grammatical or spelling errors and to conform to correct scientific English may wish to use the English
Language Editing service available from Elsevier's WebShop.

Peer Review
This journal operates a single blind review process. All contributions will be initially assessed by the
editor for suitability for the journal. Papers deemed suitable are then typically sent to a minimum of
two independent expert reviewers to assess the scientific quality of the paper. The Editor is responsible
for the final decision regarding acceptance or rejection of articles. The Editor's decision is final. More
information on types of peer review.

Elsevier Publishing Campus
The Elsevier Publishing Campus () is an online platform offering free lectures, interactive training and
professional advice to support you in publishing your research. The College of Skills training offers
modules on how to prepare, write and structure your article and explains how editors will look at
your paper when it is submitted for publication. Use these resources, and more, to ensure that your
submission will be the best that you can make it.

Creative Commons Attribution (CC BY)
Lets others distribute and copy the article, create extracts, abstracts, and other revised versions,
adaptations or derivative works of or from an article (such as a translation), include in a collective
work (such as an anthology), text or data mine the article, even for commercial purposes, as long
as they credit the author(s), do not represent the author as endorsing their adaptation of the article,
and do not modify the article in such a way as to damage the author's honor or reputation.

Creative Commons Attribution-NonCommercial-NoDerivs (CC BY-NC-ND)
For non-commercial purposes, lets others distribute and copy the article, and to include in a collective
work (such as an anthology), as long as they credit the author(s) and provided they do not alter or
modify the article.

Green open access
Authors can share their research in a variety of different ways and Elsevier has a number of
green open access options available. We recommend authors see our green open access page for
further information. Authors can also self-archive their manuscripts immediately and enable public
access from their institution's repository after an embargo period. This is the version that has been
accepted for publication and which typically includes author-incorporated changes suggested during
submission, peer review and in editor-author communications. Embargo period: For subscription
articles, an appropriate amount of time is needed for journals to deliver value to subscribing customers
before an article becomes freely available to the public. This is the embargo period and it begins from
the date the article is formally published online in its final and fully citable form. This journal has an
embargo period of 12 months.

New submissions
Online submission Manuscripts should be submitted via the journals online submission page. at
https://www.editorialmanager.com/EJMG. All correspondence, including notification of the Editor's
decision and requests for revision, is sent by e-mail. Submission to this journal proceeds totally online
and you will be guided stepwise through the creation and uploading of your files. It is important that
the file be saved in the native, editable format of the word processor used. The system automatically
converts your files to a single PDF file, which is used in the peer-review process. The electronic text
should be prepared in a way very similar to that of conventional manuscripts (see also the Guide to
Publishing with Elsevier: https://www.elsevier.com/guidepublication).
We recommend to use whenever possible the formatting rules that are described below. To avoid
unnecessary errors, you are strongly advised to use the 'spell-check' and 'grammar-check' functions
of your word processor. Tables may be included in the manuscript of submitted in separate files.
Figures are submitted as separate files. Captions of Tables and Figures are included in the main file.

Submission declaration and verification
Submission of an article implies that the work described has not been published previously (except in
the form of an abstract, a published lecture or academic thesis, see 'Multiple, redundant or concurrent
publication' for more information), that it is not under consideration for publication elsewhere, that
its publication is approved by all authors and tacitly or explicitly by the responsible authorities where
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the work was carried out, and that, if accepted, it will not be published elsewhere in the same form, in
English or in any other language, including electronically without the written consent of the copyrightholder. To verify compliance, your article may be checked by Crossref Similarity Check and other
originality or duplicate checking software.
Preprints
Please note that preprints can be shared anywhere at any time, in line with Elsevier's sharing policy.
Sharing your preprints e.g. on a preprint server will not count as prior publication (see 'Multiple,
redundant or concurrent publication' for more information).

Preprint posting on SSRN
In support of Open Science, this journal offers its authors a free preprint posting service. Preprints
provide early registration and dissemination of your research, which facilitates early citations and
collaboration.
During submission to Editorial Manager, you can choose to release your manuscript publicly as a
preprint on the preprint server SSRN once it enters peer-review with the journal. Your choice will have
no effect on the editorial process or outcome with the journal. Please note that the corresponding
author is expected to seek approval from all co-authors before agreeing to release the manuscript
publicly on SSRN.
You will be notified via email when your preprint is posted online and a Digital Object Identifier (DOI)
is assigned. Your preprint will remain globally available free to read whether the journal accepts or
rejects your manuscript.
For more information about posting to SSRN, please consult the SSRN Terms of Use and FAQs.

Use of inclusive language
Inclusive language acknowledges diversity, conveys respect to all people, is sensitive to differences,
and promotes equal opportunities. Content should make no assumptions about the beliefs or
commitments of any reader; contain nothing which might imply that one individual is superior to
another on the grounds of age, gender, race, ethnicity, culture, sexual orientation, disability or health
condition; and use inclusive language throughout. Authors should ensure that writing is free from bias,
stereotypes, slang, reference to dominant culture and/or cultural assumptions. We advise to seek
gender neutrality by using plural nouns ("clinicians, patients/clients") as default/wherever possible
to avoid using "he, she," or "he/she." We recommend avoiding the use of descriptors that refer
to personal attributes such as age, gender, race, ethnicity, culture, sexual orientation, disability or
health condition unless they are relevant and valid. When coding terminology is used, we recommend
to avoid offensive or exclusionary terms such as "master", "slave", "blacklist" and "whitelist". We
suggest using alternatives that are more appropriate and (self-) explanatory such as "primary",
"secondary", "blocklist" and "allowlist". These guidelines are meant as a point of reference to help
identify appropriate language but are by no means exhaustive or definitive.

Reporting sex- and gender-based analyses
Reporting guidance
For research involving or pertaining to humans, animals or eukaryotic cells, investigators should
integrate sex and gender-based analyses (SGBA) into their research design according to funder/
sponsor requirements and best practices within a field. Authors should address the sex and/or gender
dimensions of their research in their article. In cases where they cannot, they should discuss this
as a limitation to their research's generalizability. Importantly, authors should explicitly state what
definitions of sex and/or gender they are applying to enhance the precision, rigor and reproducibility
of their research and to avoid ambiguity or conflation of terms and the constructs to which they
refer (see Definitions section below). Authors can refer to the Sex and Gender Equity in Research
(SAGER) guidelines and the SAGER guidelines checklist. These offer systematic approaches to the use
and editorial review of sex and gender information in study design, data analysis, outcome reporting
and research interpretation - however, please note there is no single, universally agreed-upon set of
guidelines for defining sex and gender.
Definitions
Sex generally refers to a set of biological attributes that are associated with physical and physiological
features (e.g., chromosomal genotype, hormonal levels, internal and external anatomy). A binary sex
categorization (male/female) is usually designated at birth ("sex assigned at birth"), most often based
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solely on the visible external anatomy of a newborn. Gender generally refers to socially constructed
roles, behaviors, and identities of women, men and gender-diverse people that occur in a historical
and cultural context and may vary across societies and over time. Gender influences how people view
themselves and each other, how they behave and interact and how power is distributed in society. Sex
and gender are often incorrectly portrayed as binary (female/male or woman/man) and unchanging
whereas these constructs actually exist along a spectrum and include additional sex categorizations
and gender identities such as people who are intersex/have differences of sex development (DSD) or
identify as non-binary. Moreover, the terms "sex" and "gender" can be ambiguous—thus it is important
for authors to define the manner in which they are used. In addition to this definition guidance and
the SAGER guidelines, the resources on this page offer further insight around sex and gender in
research studies.

CRediT Author Statement
For transparency, we encourage authors to submit an author statement file outlining their individual
contributions to the paper using the relevant CRediT roles: Conceptualization; Formal analysis;
Funding acquisition; Investigation; Methodology; Supervision; Writing - original draft; Writing review & editing. Authorship statements should be formatted with the names of authors first
and CRediT role(s) following: https://casrai.org/credit/ Conceptualization - Ideas; formulation or
evolution of overarching research goals and aims. Formal analysis - Application of statistical,
mathematical, computational, or other formal techniques such as bioinformatics to analyze or
synthesize study data. Funding acquisition - Acquisition of the financial support for the project
leading to this publication. Investigation - Conducting a research and investigation process,
specifically performing the experiments, or data/evidence collection, including collecting clinical,
paraclinical, neuropsychological? data of individual patient(s) Methodology - Development or design
of methodology; creation of models. Supervision - Oversight and leadership responsibility for the
research activity planning and execution, including mentorship external to the core team. Writing
- original draft - Preparation, creation and/or presentation of the published work, or a part of it,
specifically writing the initial draft (including substantive translation), including writing of clinical
reports. Writing - review & editing - Preparation, creation and/or presentation of the published
work by those from the original research group, specifically critical review, commentary or revision
- including pre- or post-publication stages.
Article transfer service
This journal uses the Elsevier Article Transfer Service to find the best home for your manuscript. This
means that if an editor feels your manuscript is more suitable for an alternative journal, you might
be asked to consider transferring the manuscript to such a journal. The recommendation might be
provided by a Journal Editor, a dedicated Scientific Managing Editor, a tool assisted recommendation,
or a combination. If you agree, your manuscript will be transferred, though you will have the
opportunity to make changes to the manuscript before the submission is complete. Please note that
your manuscript will be independently reviewed by the new journal. More information.

Copyright
Upon acceptance of an article, authors will be asked to complete a 'Journal Publishing Agreement' (see
more information on this). An e-mail will be sent to the corresponding author confirming receipt of
the manuscript together with a 'Journal Publishing Agreement' form or a link to the online version
of this agreement.
Subscribers may reproduce tables of contents or prepare lists of articles including abstracts for internal
circulation within their institutions. Permission of the Publisher is required for resale or distribution
outside the institution and for all other derivative works, including compilations and translations. If
excerpts from other copyrighted works are included, the author(s) must obtain written permission
from the copyright owners and credit the source(s) in the article. Elsevier has preprinted forms for
use by authors in these cases.
For gold open access articles: Upon acceptance of an article, authors will be asked to complete a
'License Agreement' (more information). Permitted third party reuse of gold open access articles is
determined by the author's choice of user license.
Author rights
As an author you (or your employer or institution) have certain rights to reuse your work. More
information.
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Elsevier supports responsible sharing
Find out how you can share your research published in Elsevier journals.

Open access
Please visit our Open Access page for more information.

Submission
Our online submission system guides you stepwise through the process of entering your article details
and uploading your files. The system converts your article files to a single PDF file used in the
peer-review process. Editable files (e.g., Word, LaTeX) are required to typeset your article for final
publication

Authorship and authors order
Authorship should be limited to those who have made a significant contribution to the conception,
design, execution, or interpretation of the reported study. All those who have made substantial
contributions should be listed as co-authors.
Where there are others who have participated in certain substantive aspects of the paper (e.g.
language editing or medical writing), they should be recognised in the acknowledgements section.
The corresponding author should ensure that all appropriate co-authors and no inappropriate coauthors are included on the paper and cited in a convenient order, and that all co-authors have seen
and approved the final version of the paper and have agreed to its submission for publication.
Authors are expected to consider carefully the list and order of authors before submitting their
manuscript and provide the definitive list of authors at the time of the original submission. Only
in exceptional circumstances will the Editor consider (at their discretion) the addition, deletion or
rearrangement of authors after the manuscript has been submitted and the author must clearly
flag any such request to the Editor. All authors must agree with any such addition, removal or
rearrangement.
Referees
Please submit the names and institutional e-mail addresses of at least 2 potential referees (not from
your institution). For more details, visit our Support site. Note that the editor retains the sole right
to decide whether or not the suggested reviewers are used.

PREPARATION
Clinical description of patients
The term "case report" is not accepted, and patient should not be identified by their initials or file
number. Patients described in a manuscript should be regarded with sensitivity. Stigmatizing terms
should be avoided. As often as possible, refer to pictures with relevant features : facial dysmorphism is
better illustrated by a picture than by an extensive description. Please provide sex, ethnicity, parental
age, biometry at birth and gestational age, biometry at last investigation. For each biometric value,
give the correspondant z-score in standard deviations give pertinent family information.

Nomenclature and terminology
Genetic nomenclature:
Description of genes and proteins must fit with to the official HGNC (HUGO nomenclature committee)
gene symbols. Typographic rules for gene and protein symbols: human gene symbols are italicized,
with all letters in uppercase (e.g., SHH, for sonic hedgehog) and follow the HUGO Gene Nomenclature
Committee guidelines. Protein designations are not italicized and all letters are in uppercase (SHH).
For other model organisms, refer to species-specific nomenclature standards. See Wain HM et al.
Guidelines for Human Gene Nomenclature. Genomics 2002, 79:464- 470. Cytogenetic variations are
reported following the most recent International System for Human Cytogenetic Nomenclature (ISCN
2013). Always mention the reference genome when reporting array data with nucleotide positions. All
mutations and variations must be described at DNA-level. When descriptions at RNA or protein level
are given in the text, including Title and Abstract. All mutations and variations must be reported in
accordance with the online recommendations of the Human Genome Variation Society(HGVS: http://
varnomen.hgvs.org/). You may use the free access Mutalyzer website(https://www.mutalyzer.nl) to
check the syntax you used for variant description.
Nucleotide-level: The DNA reference sequence from the RefSeq or LRG database must be mentioned
with both database accession and version number (example: NM_001199954.1, NC_000012.12,...)
Protein level: Always use the p. prefix and three letters AA code (example: p.Lys76Asn).Descriptions
at protein level may only be given in addition to a description at DNA level. Genbank protein reference
sequence must be mentioned (example: AAA51567.1 or NP_001186883.1 ) Mention clearly in the
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text when the description at protein level is given without any experimental evidence ( i.e. no
RNA nor protein analysis). Alternatively, in absence of experimental evidence, you may use HGVS
recommendation and describe protein variation between brackets, for example: p.(Arg22Ser). See
detailed recommendations in Taschner and Den Dunnen, Hum Mutat 2011 32:507-511. and the
updates on HGVS website.
Descriptive terminology for dysmorphology: If the manuscript reports specific morphological
features of human subjects or other developemental anomalies, authors should use the Human
Phenotype Ontology (HPO) which provides a structured, comprehensive and well-defined set of
descriptors. Alternatively, for craniofacial features, hands and/or feet, the authors may use the
Elements of Morphology: Standard Terminology.
Growth parameters. Please add head circumference, height/length and weight for your patients,
at birth and at last examination, if available with z-scores in standard deviations (SD) and not in
percentiles.
Note: in the absence of regional data, you can use the WHO or CDC global references as a substitute.
WHO and CDC tables do not cover the head circumference beyond 5 years, but recent standards
from birth to 21 years have been published for the American population (Rollins. J. Pediatr. 2010,
156 : 907-913). Data from the International Consortium for Fetal and Newborn Growth in the 21st
Century (Intergrowth-21st project) for ultrasound measurements (Papageorghiou. Lancet 2014, 384:
869-879) and premature babies (Villar. Lancet Glob. Health 2015, 3: e681-691). NB: When the
percentile values are known, the SD can be easily calculated (assuming a Gaussian distribution): the
3rd and 97th percentiles correspond to ?1.881 SD and the 5th and 95th percentiles to ?1.645 SD

Dissemination of information
Rare/unreported genomic aberrations. Rare variants detected by array technologies, should be
entered whenever possible in one of the existing databases for chromosomal aberrations. Please
mention the accession number in your manuscript. Entering gene variations in one of the existing
databases prior to acceptance is mandatory. Most database include a possibility to submit result and
to keep them hidden till publication of the article, allowing variation to remain confidential during
reviewing process.
Rare/unreported sequence variations. All sequence variations should be submitted to a general
database (for example: ClinVar or to a locus-specific database. Directories of locus-specific databases
are available at HGVS or LSDB).This submission is necessary for novel and for confirmatory data : it is
important that all unpublished data is submitted to public databases. The manuscript should indicate
to which public database the data of the study were submitted, and include, when possible, the
accession numbers. The information must be inserted in the Results section. When accession numbers
for large number of variations must be listed, this information should be added as Supplementary
online material.

Formatting requirements
The electronic text should be prepared in a way very similar to that of conventional manuscripts (see
also the Guide to Publishing with Elsevier). Note that source files of figures, tables and text graphics
will be required whether you embed your figures in the text or not. See also the section on Electronic
artwork.
There are no strict formatting requirements, but we recommend using whenever possible the
formatting rules that are described below. To avoid unnecessary errors, you are strongly advised to
use the 'spell-check' and 'grammar-check' functions of your word processor.
Layout. Keep the layout of the text as simple as possible. Most formatting codes will be removed
and replaced on processing the article. The electronic text should be prepared in a way very similar
to that of conventional manuscripts (see also the Guide to Publishing with Elsevier). See also the
section on Electronic artwork.
Typing. Manuscript are typed with 11 or 12 fonts, with double spaced lines. The text should be
in single-column format. Pages must be numbered. Lines are not numbered (this will be done
automatically when the pdf submission is created).
Headings and subheadings. Use caps letters only when necessary (first letter of the title, first letter
of family names, acronyms and other commonly accepted abbreviations). Headings and subheadings
are not numbered.
Figures and Tables. They are consecutively numbered in Arabic numerals, following the order of
appearance in the text, and should be referred to in the text by their number (Fig. 1; Table 1).
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Style preferences. The preferred spelling for a word is its American usage. English usage is
acceptable but must be consistent in the manuscript.
Units of measurement. All measurements should be in metric or other internationally accepted
units. Leave a space between numbers and units (10 cm, not 10cm).
Abbreviations. Define any abbreviations that are not standard in this field in the text, by putting
abbreviation between brackets after the first occurrence of the full text in the main section of the
MS (example: ?. In autism spectrum defect (ASD)? Noonan syndrome (NS) ?). Ensure consistency of
abbreviations throughout the article. Do not use abbreviation in the abstract.
Math formulae. Present simple formulae in the line of normal text where possible and use the solidus
(/) instead of a horizontal line for small fractional terms, e.g., X/Y. In principle, variables are to be
presented in italics. Powers of e are often more conveniently denoted by exp. Number consecutively
any equations that must be displayed separately from the text (if referred to explicitly in the text).
Footnotes. Footnotes should be used sparingly. Number them consecutively throughout the article,
using superscript Arabic numbers. Many wordprocessors build footnotes into the text, and this feature
may be used. Should this not be the case, indicate the position of footnotes in the text and present the
footnotes themselves separately at the end of the article. Do not include footnotes in the Reference
list.
Table footnotes. Indicate each footnote in a table with a superscript lowercase letter.
Figures and tables embedded in text. Please ensure the figures and the tables included in the
single file are placed next to the relevant text in the manuscript, rather than at the bottom or the top
of the file. The corresponding caption should be placed directly below the figure or table.

General organization of a manuscript
Layout. A manuscript must be provided to EJMG as one single word processor document. Figures
are submitted separately. Each manuscript generally contains the following sections, in this order.
Title page. Includes title, authors, affiliation, corresponding author.
Abstract
Keywords
Main Text. In articles, the main text is divided by several headings and subheadings: see Preparation
section for templates and size limitations for each type of manuscript.
Accession numbers (if any)
Acknowledgments
Funding sources
Disclosure of conflict of interest
Figure Titles and Legends
Tables (with a title and legend for each)
References
Supplemental data (if any). A list of the titles of each file included submitted as Supplemental Data
(this section do not include the supplemental data themselves).

Essential title page information
Title. Concise and informative. Titles are often used in information-retrieval systems. Avoid
abbreviations and formulae where possible.
Authors and affiliation. First forename is given in extenso, followed if necessary by the initials of
other forenames, and by the family name. When there is more than one affiliation, the author's family
name is followed by one or several superscript letters indicating their affiliation (John R. Doea,b ).
Degrees or titles are not mentioned. The superscript letters do not have to be sequentially ordered,
to allow more structured affiliation section (see next paragraph).
The affiliation of the first author (where the actual work was done) is always the first to appear. To
reduce localization redundancies, when several affiliations are mentioned, they can be grouped and
ordered on a topographic basis and then numbered sequentially with superscript letters (exemple :
aDepartments of genetics, bobstetrics and ccytogenetics units, University Hospital HHH, City YYY ;
Departments of dgenetics and epediatrics, Regional General Hospital XYZ, City ZZZ, [State or Region],
Country AAA; etc. Each affiliation appears on a separate line. When successive lines refer to affiliations
in the same city, or the same region/country, the city and the region/country are mentioned only
in the last line.
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Present/permanent address. If an author has moved since the work described in the article was
done, or was visiting at the time, a 'Present address' (or 'Permanent address') may be indicated as
a footnote to that author's name. The address at which the author did the work must be retained
as the main, affiliation address.
Corresponding author. Clearly indicate who will handle correspondence at all stages of refereeing
and publication, also post-publication. Ensure that telephone and fax numbers (with country and area
code) are provided in addition to the e-mail address and the complete postal address. Contact details
must be kept up to date by the corresponding author.
Abstract. The abstract presents the summary of the article. It is made of a single paragraph, and
do not contain abbreviations (except for those of common and generalized use: CGH, PCR, DNA ?).
An abstract is often presented separately from the article, so it must be able to stand alone. For this
reason, References should be avoided, but if essential, then cite the author(s) and year(s). Abstract
should not exceed 500 words. The authors must ensure that relevant key words are present in the
abstract, as its content can be searched by PubMed and other reference softwares. The abstract should
present the essential points made in the article, the purpose of the research, a coherent summary of
the findings, and a concise presentation of the conclusions.
Keywords. Up to 6 keywords are given. They should reflect the central topic of the article. Key
words should be typed on the page following the abstract and labeled as such. Since the key words
will be used for indexing, they should be specific and avoid terms that may be broadly interpreted.
Authors are strongly encouraged to use MeSH terms for indexing (http://www.ncbi.nlm.nih.gov/
entrez/query.fcgi?db=mesh). Use American spelling and avoid general and plural terms and multiple
concepts (avoid, for example, 'and', 'of'). Be sparing with abbreviations: only abbreviations firmly
established in the field may be eligible.

Main manuscript section template and size
Review. There is no specific format for reviews. Main body of text (including Abstract, Main section,
legends and References) not to exceed 12.000?words, 4 tables, 4 figures and 50 references. Any
additional illustrations will need to be submitted as Supplemental Material for the online publication
only. Large tables should always be published as online only material.
Research Reports. Research manuscript must be kept concise. Main body of text (including abstract,
main section, legends and references) should not exceed 8,000 words, 4 tables, 4 figures and 30
references. Any additional illustrations will need to be submitted as Supplemental Material for the
online publication only. Large tables should always be published as online only material. Research
manuscript have the following sections:
Introduction. This section contains general information about the topics addressed by the research.
If a general review of the literature is necessary, it should be set in the Introduction, to separate
it clearly from the Discussion itself. There is no subheadings in the introduction. Patient Data /
Material. Patient data heading is used to describe the human subjects under study. It can be
subdivided in several subheadings: ascertainment of patients, patient reports, family reports, patient
1, patient 2? For large series of patients, use Tables instead of text as often as possible. Keep only
the most pertinent points in the main text and avoid duplication in the main text of information that
are shown in the table. Material section replaces the Patient Data section when the research is not
focalized on direct observation human beings, but (for instance) on the analysis of large populations
with no description of individuals (such as studies based on cohorts or registries), or experimental
models. Methods. This section describes procedures (in conjunction with appropriate references) to
allow readers to understand how the experiments were performed, with sufficient details to allow
all procedures to be repeated. This heading can be further subdivided per manuscript specificities.
Statistical methods deserve a specific paragraph, or a subheading. The description of the methods
can be kept very short when they are well established (DNA extraction, PCR, Sanger, CGH array, SNP
array, WES...) and in common use. If necessary, a reference can be added to focus on a specific
protocol. Only keep in the manuscripts in silico pathogenicity assessment, and any other non-classic
approach, and the databases accessed with their URL (ExAC, gnomAD...). Results. The section
may be divided with subheadings. As a rule, the results should not be commented or discussed in
this section. Discussion. The discussion section should be focused on the discussion of the results,
perspectives and hypotheses, and ends with a paragraph of conclusion. The section may be divided
with subheadings. It should not be redundant with the Results section. Usually, a general introductive
review of should not be presented in this section, but rather in the introduction.
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Clinical Reports
Main body of text (including abstract, main section, legends and references) cannot exceed 6,000
words, 2 tables, 2 figures and 20 references. Any additional illustrations will need to be submitted
as Supplemental Material for the online publication only. Large tables should always be published as
online only material.
Introduction. (see Research article template) Clinical report. This heading is used to describe
the human subjects under study and the results of the investigations. It can be subdivided if
necessary in several subheadings (Family 1, Patient 1). Only relevant (normal and abnormal) results
needs reporting. The can be presented in a paragraph at the end of the clinical report, or below a
separate subheading when several patients have the same anomaly. Widely used methods are not
described, except for the aspects that are specific to the addressed problem (see Method in Research
Reports). Discussion. See Research report. Do not repeat the phenotypic description but indicate
most characteristic feature(s).
Genetic forum. There is no specific format for a Forum paper. Main body of text (including abstract,
main section, legends and references) not to exceed 8,000 words, 2 tables, 2 figures and 20
references. Any additional illustrations will need to be submitted as Supplemental Material for the
online publication only. Large tables should always be published as online only material.
Letters. There is no specific format for a Letter. The manuscript is not subdivided into sections and
do not include an abstract. Key words are required for indexing purposes. The title must include
the first author, title and year of publication of the paper that is commented. Main body of text
(including main section, legends and references) does not exceed 2,000 words, 1 table, 1 figure and
10 references. Any additional illustrations will need to be submitted as Supplemental Material for the
online publication only. Large tables should always be published as online only material.
Acknowledgements
Collate acknowledgements in a separate section at the end of the article before the references and do
not, therefore, include them on the title page, as a footnote to the title or otherwise. List here those
individuals who provided help during the research (e.g., providing language help, writing assistance
or proof reading the article, etc.).
Funding sources
List funding sources in this standard way to facilitate compliance to funder's requirements. IIt is not
necessary to include detailed descriptions on the program or type of grants and awards. When funding
is from a block grant or other resources available to a university, college, or other research institution,
submit the name of the institute or organization that provided the funding. Use the following format:
Funding: This work was supported by the National Institutes of Health [grant numbers XXXX, yyyy];
the Bill and Melinda Gates Foundation, Seattle, WA [grant number ZZZZ]; and the United States
Institutes of Peace [grant number aaaa].

Highlights
Highlights are optional yet highly encouraged for this journal, as they increase the discoverability of
your article via search engines. They consist of a short collection of bullet points that capture the
novel results of your research as well as new methods that were used during the study (if any). Please
have a look at the examples here: example Highlights.
Highlights should be submitted in a separate editable file in the online submission system. Please
use 'Highlights' in the file name and include 3 to 5 bullet points (maximum 85 characters, including
spaces, per bullet point).
Artwork
Electronic artwork
The digital image files are entered separately from the manuscript text file in the web site (do NOT
include the images with the manuscript text file). Image sizes for review purposes should be sufficient
to allow reviewers to clearly see the elements of the figure. Color images and figures are strongly
encouraged, as they are published online at no cost to the authors. Color images are placed against
a white background wherever possible. For each figure, an individual high resolution digital files must
be uploaded.
A detailed guide on electronic artwork is available. You are urged to visit this site; some excerpts
from the detailed information are given here.
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Formats
Regardless of the application used, when your electronic artwork is finalized, please 'save as' or
convert the images to one of the following formats: EPS, TIFF or JPG. Note the resolution requirements
for line drawings, halftones, and line/halftone combinations given below:
EPS(or PDF):Vector drawings. Embed the font or save the text as 'graphics'.
TIFF(or JPG):Color or grayscale photographs (halftones): always use a minimum of 300 dpi.
TIFF (or JPG): Bitmapped line drawings: use a minimum of 1000 dpi.
TIFF (or JPG): Combinations bitmapped line/half-tone (color or grayscale): a minimum of 500 dpi
is required.
Figure and picture captions:Ensure that each illustration has a caption presented on a separate
page of the main text file (see general organization of a manuscript). A caption should comprise a brief
title (not on the figure itself) and a description of the illustration. The legend should explain what is
being illustrated without the need to refer to the text. Authors should describe the abnormal findings
illustrated by the figure and not mention (for instance) "abnormal aspect of the X rays of patient
1". White or black arrows can be added on the pics for sake of clarity. Keep text in the illustrations
themselves to a minimum but explain all symbols and abbreviations used.
Labels on figure:Keep text in the illustrations themselves to a minimum but explain all symbols and
abbreviations used in the caption. White or black arrows can be added on the pics for sake of clarity.
Micrographs should be provided with a scale bar, if appropriate. Magnification can be added in the
caption. If references are embedded within a figure, they must also be cited within the figure legend.
For figures that have multiple panels, the labels should be set in uppercase letters in Arial font, taking
the scale reduction in account for the font size. Do not include separate panels on multiple pages.
Pedigrees should be drawn according to the published standards of Am J Human Genetics 1995
56:745-752.
Tables
Tables are self-explanatory and do not duplicate information present in the text. Each table must have
a title. If necessary, place footnotes to tables below the table body and indicate them with superscript
lowercase letters. Avoid vertical rules. Any symbols and abbreviations used in the table body must
be defined in a footnote to the table. Each Table is presented on a separate page in the manuscript,
followed by its legend. The legend should explain the Table without the need to refer back to the text.
References
Citation in text:
Please ensure that every reference cited in the text is also present in the reference list (and vice
versa). Any references cited in the abstract must be given in full. Unpublished results and personal
communications are not recommended in the reference list, but may be mentioned in the text. If these
references are included in the reference list they should follow the standard reference style of the
journal and should include a substitution of the publication date with either 'Unpublished results' or
'Personal communication'. Citation of a reference as 'in press' implies that the item has been accepted
for publication.
Data references
This journal encourages you to cite underlying or relevant datasets in your manuscript by citing them
in your text and including a data reference in your Reference List. Data references should include the
following elements: author name(s), dataset title, data repository, version (where available), year,
and global persistent identifier. Add [dataset] immediately before the reference so we can properly
identify it as a data reference. The [dataset] identifier will not appear in your published article.
References in a special issue
Please ensure that the words 'this issue' are added to any references in the list (and any citations in
the text) to other articles in the same Special Issue.
Reference management software
Most Elsevier journals have their reference template available in many of the most popular reference
management software products. These include all products that support Citation Style Language
styles, such as Mendeley and Zotero, as well as EndNote. Using the word processor plug-ins from
these products, authors only need to select the appropriate journal template when preparing their
article, after which citations and bibliographies will be automatically formatted in the journal's style.
Most Elsevier journals have their reference template available in many of the most popular reference
management software products. These include all products that support Citation Style Language
styles, such as Mendeley and Zotero, as well as EndNote. Using the word processor plug-ins from
these products, authors only need to select the appropriate journal template when preparing their
article, after which citations and bibliographies will be automatically formatted in the journal's style.
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Reference formatting
There are no strict requirements on reference formatting at submission. References can be in any
style or format as long as the style is consistent. Use of DOI is highly encouraged. The reference style
used by the journal will be applied to the accepted article by Elsevier at the proof stage. Note that
missing data will be highlighted at proof stage for the author to correct.
Electronic artwork
General points
• Make sure you use uniform lettering and sizing of your original artwork.
• Preferred fonts: Arial (or Helvetica), Times New Roman (or Times), Symbol, Courier.
• Number the illustrations according to their sequence in the text.
• Use a logical naming convention for your artwork files.
• Indicate per figure if it is a single, 1.5 or 2-column fitting image.
• For Word submissions only, you may still provide figures and their captions, and tables within a
single file at the revision stage.
• Please note that individual figure files larger than 10 MB must be provided in separate source files.
A detailed guide on electronic artwork is available.
You are urged to visit this site; some excerpts from the detailed information are given here.
Formats
Regardless of the application used, when your electronic artwork is finalized, please 'save as' or
convert the images to one of the following formats (note the resolution requirements for line drawings,
halftones, and line/halftone combinations given below):
EPS (or PDF): Vector drawings. Embed the font or save the text as 'graphics'.
TIFF (or JPG): Color or grayscale photographs (halftones): always use a minimum of 300 dpi.
TIFF (or JPG): Bitmapped line drawings: use a minimum of 1000 dpi.
TIFF (or JPG): Combinations bitmapped line/half-tone (color or grayscale): a minimum of 500 dpi
is required.
Please do not:
• Supply files that are optimized for screen use (e.g., GIF, BMP, PICT, WPG); the resolution is too low.
• Supply files that are too low in resolution.
• Submit graphics that are disproportionately large for the content.
Figure captions
The digital image files are entered separately from the manuscript text file in the web site (do NOT
include the images with the manuscript text file). Image sizes for review purposes should be sufficient
to allow reviewers to clearly see the elements of the figure. Color images and figures are strongly
encouraged, as they are published online at no cost to the authors. Color images are placed against
a white background wherever possible. For each figure, an individual high resolution digital files must
be uploaded.
For figures that have multiple panels, the labels should be set in uppercase letters in Arial font, taking
the scale reduction in account for the font size. Do not include separate panels on multiple pages.
White or black arrows can be added on the pics for sake of clarity. Micrographs should be provided
with a scale bar, if appropriate. Magnification can be added in the caption. Pedigrees should be drawn
according to the published standards of Am J Human Genetics 1995 56:745-752)
Legend of figures. A caption should comprise a brief title (not on the figure itself) and a description
of the illustration. Legends are presented on a separate page of the main text file. The legend should
explain what is being illustrated without the need to refer back to the text. Authors should describe
the abnormal findings illustrated by the figure and not mention only (for instance) "abnormal aspect
of the X rays of patient 1". White or black arrows can be added on the pics for sake of clarity. If
references are embedded within a figure, they must also be cited within the figure legend. Keep text
in the illustrations themselves to a minimum but explain all symbols and abbreviations used.
Preprint references
Where a preprint has subsequently become available as a peer-reviewed publication, the formal
publication should be used as the reference. If there are preprints that are central to your work or that
cover crucial developments in the topic, but are not yet formally published, these may be referenced.
Preprints should be clearly marked as such, for example by including the word preprint, or the name
of the preprint server, as part of the reference. The preprint DOI should also be provided.

AUTHOR INFORMATION PACK 7 Jan 2023

www.elsevier.com/locate/ejmg

13

Video
Elsevier accepts video material and animation sequences to support and enhance your scientific
research. Authors who have video or animation files that they wish to submit with their article are
strongly encouraged to include links to these within the body of the article. This can be done in the
same way as a figure or table by referring to the video or animation content and noting in the body
text where it should be placed. All submitted files should be properly labeled so that they directly
relate to the video file's content. In order to ensure that your video or animation material is directly
usable, please provide the file in one of our recommended file formats with a preferred maximum
size of 150 MB per file, 1 GB in total. Video and animation files supplied will be published online in
the electronic version of your article in Elsevier Web products, including ScienceDirect. Please supply
'stills' with your files: you can choose any frame from the video or animation or make a separate
image. These will be used instead of standard icons and will personalize the link to your video data. For
more detailed instructions please visit our video instruction pages. Note: since video and animation
cannot be embedded in the print version of the journal, please provide text for both the electronic
and the print version for the portions of the article that refer to this content.

Data visualization
Include interactive data visualizations in your publication and let your readers interact and engage
more closely with your research. Follow the instructions here to find out about available data
visualization options and how to include them with your article.

Supplementary material
Supplementary material such as applications, images and sound clips, can be published with your
article to enhance it. Submitted supplementary items are published exactly as they are received (Excel
or PowerPoint files will appear as such online). Please submit your material together with the article
and supply a concise, descriptive caption for each supplementary file. If you wish to make changes to
supplementary material during any stage of the process, please make sure to provide an updated file.
Do not annotate any corrections on a previous version. Please switch off the 'Track Changes' option
in Microsoft Office files as these will appear in the published version.
Alternatively, authors may convert any or all parts of their supplementary data into one or multiple
Data in Brief articles, a new kind of article that houses and describes their data. Data in Brief articles
ensure that your data, which is normally buried in supplementary material, is actively reviewed,
curated, formatted, indexed, given a DOI and publicly available to all upon publication. You can submit
your Data in Brief directly alongside your research article submission (either initially or at the revision
stage). If your research article is accepted, your Data in Brief article will be editorially reviewed and
published in the new, Open Access journal, Data in Brief. Your Data in Brief and research article will
directly cite and link to each other (see published examples). The open access fees will be waived if
your article is submitted by December 31, 2014.
Please use the following template to write your Data in Brief.

Research data
This journal requires and enables you to share data that supports your research publication where
appropriate, and enables you to interlink the data with your published articles. Research data
refers to the results of observations or experimentation that validate research findings. To facilitate
reproducibility and data reuse, this journal also encourages you to share your software, code, models,
algorithms, protocols, methods and other useful materials related to the project.
Below are a number of ways in which you can associate data with your article or make a statement
about the availability of your data when submitting your manuscript. When sharing data in one of
these ways, you are expected to cite the data in your manuscript and reference list. Please refer to the
"References" section for more information about data citation. For more information on depositing,
sharing and using research data and other relevant research materials, visit the research data page.
Data linking
If you have made your research data available in a data repository, you can link your article directly to
the dataset. Elsevier collaborates with a number of repositories to link articles on ScienceDirect with
relevant repositories, giving readers access to underlying data that gives them a better understanding
of the research described.
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There are different ways to link your datasets to your article. When available, you can directly link
your dataset to your article by providing the relevant information in the submission system. For more
information, visit the database linking page.
For supported data repositories a repository banner will automatically appear next to your published
article on ScienceDirect.
In addition, you can link to relevant data or entities through identifiers within the text of your
manuscript, using the following format: Database: xxxx (e.g., TAIR: AT1G01020; CCDC: 734053;
PDB: 1XFN).

Research Elements
This journal enables you to publish research objects related to your original research – such as data,
methods, protocols, software and hardware – as an additional paper in Research Elements.
Research Elements is a suite of peer-reviewed, open access journals which make your research objects
findable, accessible and reusable. Articles place research objects into context by providing detailed
descriptions of objects and their application, and linking to the associated original research articles.
Research Elements articles can be prepared by you, or by one of your collaborators.
During submission, you will be alerted to the opportunity to prepare and submit a Research Elements
article.
More information can be found on the Research Elements page.
Data statement
To foster transparency, we require you to state the availability of your data in your submission if
your data is unavailable to access or unsuitable to post. This may also be a requirement of your
funding body or institution. You will have the opportunity to provide a data statement during the
submission process. The statement will appear with your published article on ScienceDirect. For more
information, visit the Data Statement page..

Full Online Submission
The following list will be useful during the final checking of an article prior to sending it to the journal
for review. Please consult this Guide for Authors for further details of any item.
Ensure that the following items are present:
One Author designated as corresponding Author:
• E-mail address
• Full postal address
• Telephone and fax numbers
All necessary files have been uploaded
• Keywords
• All figure captions
• All tables (including title, description, footnotes)
Further considerations
• Manuscript has been "spellchecked" and "grammar-checked"
• References are in the correct format for this journal
• All references mentioned in the Reference list are cited in the text, and vice versa
• Permission has been obtained for use of copyrighted material from other sources (including the Web)
• Color figures are clearly marked as being intended for color reproduction on the Web (free of charge)
and in print or to be reproduced in color on the Web (free of charge) and in black-and-white in print
• Patient figures must have the accompanying permission form.
• If only color on the Web is required, black and white versions of the figures are also supplied for
printing purposes
For any further information please visit our customer support site at https://service.elsevier.com.

AFTER ACCEPTANCE
Online proof correction
To ensure a fast publication process of the article, we kindly ask authors to provide us with their proof
corrections within two days. Corresponding authors will receive an e-mail with a link to our online
proofing system, allowing annotation and correction of proofs online. The environment is similar to
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MS Word: in addition to editing text, you can also comment on figures/tables and answer questions
from the Copy Editor. Web-based proofing provides a faster and less error-prone process by allowing
you to directly type your corrections, eliminating the potential introduction of errors.
If preferred, you can still choose to annotate and upload your edits on the PDF version. All instructions
for proofing will be given in the e-mail we send to authors, including alternative methods to the online
version and PDF.
We will do everything possible to get your article published quickly and accurately. Please use this
proof only for checking the typesetting, editing, completeness and correctness of the text, tables and
figures. Significant changes to the article as accepted for publication will only be considered at this
stage with permission from the Editor. It is important to ensure that all corrections are sent back
to us in one communication. Please check carefully before replying, as inclusion of any subsequent
corrections cannot be guaranteed. Proofreading is solely your responsibility.

Offprints
The corresponding author will, at no cost, receive a customized Share Link providing 50 days free
access to the final published version of the article on ScienceDirect. The Share Link can be used for
sharing the article via any communication channel, including email and social media. For an extra
charge, paper offprints can be ordered via the offprint order form which is sent once the article is
accepted for publication. Both corresponding and co-authors may order offprints at any time via
Elsevier's Author Services. Corresponding authors who have published their article gold open access
do not receive a Share Link as their final published version of the article is available open access on
ScienceDirect and can be shared through the article DOI link.

AUTHOR INQUIRIES
Visit the Elsevier Support Center to find the answers you need. Here you will find everything from
Frequently Asked Questions to ways to get in touch.
You can also check the status of your submitted article or find out when your accepted article will
be published.
© Copyright 2018 Elsevier | https://www.elsevier.com
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