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Dear colleagues!
It has been more than fifty years since newborn screening allows for the first time to
detect and begin symptomatic treatment of severe inherited diseases. Thanks to
preclinical diagnosis and early intervention in the world today, for example, it is
almost impossible to find a patient with a manifest form of classical phenylketonuria.
During these fifty years, the development of diagnostic and therapeutic possibilities
has made newborn screening a truly revolutionary milestone in the public health
system, which has reduced infant disability and mortality. In recognition of this, the
international community annually, on June 28, the birthday of the "father" of
newborn screening, Robert Guthrie, celebrates the International Day of Newborn
Screening.
That is why, on June 28, 2022, for the first time in Ukraine, an international
conference on newborn screening will be held. On this day, Ukraine will become not
only a European but also a global center for discussing new progressive ideas and
breakthroughs in the field of presymptomatic diagnosis and treatment of rare
diseases.
This event is especially important because in 2021 the Ministry of Health of Ukraine
together with the Association of Medical and Laboratory Genetics Specialists
(VASMLG) developed a project and prepared the basis for the implementation of a
new system of expanded newborn screening, which includes detection of 21 rare
diseases. This project was supported by the top leadership of our state. The national
program had to start on June 1, 2022. Unfortunately, the terrible war that Russia has
started against our country has interfered in the implementation of this system but
has not stopped it.
We are very grateful to key European organizations - the European Society of Human
Genetics (ESHG) and the European Organization for Rare Diseases (EURORDIS - Rare
Diseases Europe), as well as leading scientists and clinicians from many countries
who kindly agreed to support our conference and share their knowledge. and
experience in the organization and effective functioning of newborn screening.
Despite the fact that registration for a conference of this level is usually paid, this
year's organizers found an opportunity to hold it free of charge.
The conference will be held online.
The language of the conference is Ukrainian, and English.
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and trained as a child neurologist at
Robert Debré Hospital (Paris) and as a myologist in the
Institute of Myology, in La Pitié
Salpétrière (Paris). His main research interests cover
innovative outcome measures and clinical trials design and
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the pioneering newborn screening program for spinal
muscular atrophy newborn screening in Belgium.

Prof. Amelia Morrone
Associate Professor (PA) of Pediatrics, Department of
Neuroscience, Psychology, Drug Research and
Child Health (NEUROFARBA), and Department of
Neuroscience, Meyer Children’s Hospital, Firenze.
Head of laboratory of Molecular Biology of Neurometabolic
diseases at AOU Meyer, Florence Research on molecular and
cell biology characterization of lysosomal storage diseases and
neurometabolic disorders. Main domain of research: Clinical
Genetics, Biochemistry, Molecular Biology, Cell Biology, and
Diagnosis of Metabolic Disorders including Lysosomal Storage
diseases. During the last 20 years we have developed a
comprehensive panel of biochemical and genetic methods for
the Diagnosis of Metabolic Disorders in Italy. Besides
diagnostic work, we focus on various projects initiated by
clinical cases (e.g Lysosomal Storage Disorders, Urea Cycle).
Projects on the diagnosis of Fabry disease and the relevance
of deep intronic mutations and functional studies have been
carried out. Over the past twenty years, the question of how a
single gene, GLB1, can cause two different lysosomal storage
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Pediatrics and Inherited Metabolic Disorders, General
University Hospital in Prague and Charles University-First
Faculty of Medicine, Prague, Czech Republic. Viktor Kožich
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management (including liver transplantation), new
technologies to improve diagnostic processes by
biomarkers analyses, newborn screening, and development of
guidelines. He actively participates in the MetabERN network
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She has ample experience in rare metabolic diseases,
including galactosemia, for which she has developed a multidisciplinary, interfaculty and
internationally acknowledged research line. This research line is embedded in the
international Galactosemia Network (GalNet) (www.galactosemianetwork.org) founded and
chaired by herself with close collaborations with other renown centers in this field and patient
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outcomes for infants with severe combined immunodeficiency
(SCID) after diagnosis and treatment early in life, Dr. Puck
conceived and developed a newbornmscreening test that uses the
universally collected dried blood spots to detect SCID.
This testing, now adopted in newborn screening panels throughout the USA and a growing
number of countries, allows infants affected with SCID and other conditions with insufficient
T cells to be detected early and treated. In addition to caring for patients as an immunologist
and teaching biomedical trainees at all levels, Dr. Puck has a basic and translational research
program that focuses on human immune disorders as well as mouse models of lymphocyte
development.

