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Message from the Guest Editor

Rare anaemias (RAs), ORPHA108997, include up to 132 rare
and ultra-rare haematological conditions, representing a
highly heterogeneous group of disorders. These are
characterized by anaemia of variable degree, from mild
forms to life-threatening chronic  blood-transfusion
dependence, and by complex and often unexplained
genotype-phenotype correlations. More than 80% of RA are
genetic disorders caused by mutations in more than 70
genes controlling red blood cell (RBC) production and
structure. These mutations lead to alterations in
haemoglobin (Hb) structure or synthesis, RBC maturation
and differentiation, cell membrane structure, and enzyme
deficiencies. The balance between haemolysis (mainly in
the spleen) and erythropoiesis explains the severity of the
anaemia and the patient’s ability to respond to
treatment(s). In this context, differential diagnosis,
prognosis and patient stratification are often difficult.
Some studies have already demonstrated the usefulness of
the targeted-NGS (t-NGS) approach in the investigation of
specific subtypes of RA.
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Editors-in-Chief Message from the Editorial Board
Prof. Dr. Emmanuel Andrés There has been an explosion of gene and target based
Internal Medicine Department, research and therapeutics in the multitude of fields that

University Hospital Strasbourg,

compose clinical medicine. The Journal of Clinical
67081 Strasbourg, France

Medicine's (JCM) staff and editorial board are dedicated to
Prof. br. Kent Doi prov@ng cuttln.g edge, tlmely,' an.d peer—rgwevved arpc.les
Department of Emergency and covering the diverse subspecialties of clinical medicine.
Critical Care Medicine, The The journal publishes concise, innovative, and exciting
University of Tokyo, Tokyo, Japan  research articles as well as clinically significant articles and
reviews that are pertinent to the myriad of disciplines
within medicine. The articles published are relevant to both
primary care physicians and specialists. The journal’s full-
texts are archived in PubMed Central and indexed in
PubMed. Please consider submitting your manuscripts for
publication to ourjournal and check us out on-line!
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