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“There is a need to expand the current panel of diseases included in the
screening programs to achieve a national improvement in the quality of
life for newborns at risk and to achieve a better use of financial
resources within the Romanian health system.
The costs for carrying out national screening programs have proven to be
considerably lower than those for late treatment of the conditions
included in the screening.”
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De ce administram acid folic antenantal?

Folic Acid and the Prevention of Birth Worldwide more than
Defects: 30 Years of Opportunity and 300,000

C O n t rove rS | eS babies are born with a neural tube defect each year.
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Global folic acid fortification can help prevent

or more neural tube defects.
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Utilizarea acidului folic in perioada preconceptionala si in sarcina

Doza recomandata in Femeile cu sarcini
primele luni de sarcina anterioare cu DTN
5 mg/zi 4000 pg/zi

Doza recomandata in
perioada
preconceptionala
400 pg/zi

Gravide cu epilepsie, pe
tot parcursul sarcinii
primesc
0,4 mg/zi

Viswanathan M, Treiman KA, Doto JK, Middleton JC, Coker-Schwimmer EJL, Nicholson WK. Folic Acid Supplementation: An Evidence Review for the U.S. Preventive Services Task Force
[Internet]. Rockville (MD): Agency for Healthcare Research and Quality (US); 2017 Jan. Report No.: 14-05214-EF-1. PMID: 28151610.



De ce administram corticosteroizi antenantal?
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Utilizarea antenatala a corticosteroizilor

OcuradeCSla
VG= 24s -33s6z pt.
gravidele cu risc de
nastere prematura

Se poate repeta cura
daca se mentine
amenintarea de nastere
prematura (>14 zile)

O singura cura se va
efectua in cazul
aparitiei PROM

Betametazona
2 doze
12mgiMla 24 h

Dexametazona
4 doze
6mgiMlial2h

In cazul RCIU dozele
raman aceleasi

Pentru VG=34s — 36562

NU

se recomanda o cura de

CS

NU se recommenda
pentru op cezariana
electiva, la termen

(corect >39 sapt.)

La gravidele obeze, la
cele cu diabet si in
sarcinile multiple NU se
fac doze suplimentare

Dagklis T, Sen C, Tsakiridis I, Villalain C, Allegaert K, Wellmann S, Kusuda S, Serra B, Sanchez Luna M, Huertas E, Volpe N, Ayala R, Jekova N, Grunebaum A, Stanojevic M. The use of antenatal corticosteroids for fetal maturation: clinical
practice guideline by the WAPM-World Association of Perinatal Medicine and the PMF-Perinatal Medicine foundation. J Perinat Med. 2022 Mar 11;50(4):375-385. doi: 10.1515/jpm-2022-0066. PMID: 35285217.



Screening si preventie in Neonatologie

PREZENT

Prevenirea sdr. hemoragic al nou-nascutului (vit K)

Prevenirea infectiei cu HVB
(vaccin AHB + imunoglobulina umana specifica unde e cazul)

Vaccinare impotriva tuberculozei (vaccin BCG)
Prevenirea infectiei cu VSR (prematuri, MCC, BDP) — anticorpi monoclonali (palivizumab)
Screening metabolic (PKU, HTC, FC + AMS )

Screening hipoacuzie congenitala

Testare AMS doar in 7 maternitati in prezent
Ecografie de sold — recomandare in

. : e prezent; nu exista program de screening
Screening luxatie congenitala de sold ol

Screening ROP (prematuri)
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ACTUALITIES IN MEDICINE

ACTUALITIES IN NEONATAL ENDOCRINE AND METABOLIC SCREENING

V. Dima*

“Filantropia” Clinical Hospital of Obstetrics and Gynecology, Bucharest, Romania

Abstract

Neonatal metabolic screening has proven to be an
important tool for the early detection of innate metabolic
emrors. Despite the fact that simple and effective methods
of testing for metabolic diseases have been identified since
the middle of the twentieth century, no consensus has been
reached so far on the content of neonatal metabolic screening
panels. There are large differences between countries in the
number of metabolic diseases identified through national
metabolic screening programs, ranging from zero to several
tens, the most common testing being for phenylketonuria and
congenital hypothyroidism (including in Romania). Given
the fact that rare but treatable diseases have been identified
in recent decades, reducing the financial burden on the health
system, it would be useful to include them in the national
neonatal metabolic screening program.

Keywords: neonatal metabolic screening, innate
metabolic errors, costs, consensus, expansion.

INTRODUCTION

Inborn errors of metabolism (IEM) are a
category of inherited diseases caused mainly by genetic
defects, which conduct to functional defects of some
enzymes and other proteins necessary to maintain
normal metabolism. IEM results in disruption of
biochemical pathways, accumulation of intermediate
metabolites, or lack of terminal metabolites. There
are several forms of IEM, including disorders of
amino acid metabolism (sulfur amino acid metabolism
disorders, urea cycle disorders, branched-chain amino
acid metabolism abnormalities), organic acidemia, fatty
acid oxidation disorders, glucose metabolism disorders,
and other conditions. Many genetic metabolic diseases,
such as amino acid metabolic disorders, organic acid
metabolic disorders. and fatty acid oxidation disorders
can be simultaneously detected with high accuracy by
determining the amino acid and acylcarnitine content of
dried blood on filter paper. A large number of genetic

metabolic diseases can be detected at an early stage in
newborns due to the widespread popularity of tandem
mass spectrometry (MS/MS). The incidence rate of
IEM varies between different countries and populations
around the world (1).

Hereditary metabolic diseases have high
morbidity and mortality, a high risk of recurrence
in affected families, but there is the possibility of
detecting asymptomatic newbomns through neonatal
metabolic screening (NBS) programs. NBS programs
are internationally recognized secondary prevention
interventions that would have a positive impact in the
“field of public health”. These screening programs
aim at the precocious detection of asymptomatic
newboms suffering from certain rare diseases, to find
a final diagnosis and apply the appropriate treatment to
prevent further complications and sequelae.

History of neonatal metabolic tests

The most significant finding in the history
of neonatal metabolic screening was the discovery
of phenylketonuria (PKU) by Dr. Asbjern Folling in
1934 (2). The discovery of phenylketonuria marked the
first finding of a biochemical explanation for mental
retardation (3).

Guthrie and Susi (4) developed a simple,
inexpensive, and effective metabolic test to determine
if newborns have phenylketonuria (PKU) in the mid-
20" century. To define the requirements for additional
diseases to be included in screening programs, the
World Health Organization published the Wilson and
Jungner screening criteria in the Disease Screening
Principles and Practices in 1968. These criteria were
intended to ensure that these programs meet the main
objective: maximum benefit with minimum cost. A
screening test is cost-effective when it reduces costs
or when the cost of the test, lifelong treatment, and
follow-up is offset by the health benefits for the patient
(5).

*Correspondence to: Vlad Dima MD, “Filantropia” Clinical Hospital of Obstetrics and Gynecology, 11-13 Ion Mihalache Blvd., Bucharest,

011171, Romania, E-mail: dima.vlad@ yahoo.com
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Newborn screening in Romania -

present and future

Vlad Dima

Department of Neonatology, Filantropia Clinical Hospital, Bucharest, Romania;
Correspondence to: Vlad Dima, MD, Ph.D., Neonatology, dimavlad@vahoo.com

Abstract

Neonatal screening has proven its usefulness over
time by discovering conditions that can profoundly
affect the quality of life and the incidence of mortal-
ity and morbidity in the pediatric age. Current neo-
natal screening in Romania consists of metabolic
screening (congenital hypothyroidism, phenylke-
tonuria, and mucoviscidosis), screening for hearing
loss, and screening for congenital hip dislocation. A
separate category is represented by premature new-
borns who were admitted to the neonatal intensive
care unit and subjected to retinopathy screening.
Neonatal metabolic sereening has helped in the ear-
ly detection of inborn errors of metabolism.

Since the middle of the 20% century, even though
simple and effective test methods for the detection
of metabolic diseases have been identified, currently
no worldwide consensus has been found regarding
the content of neonatal metabolic screening pan-
els. There are vast differences between countries in
terms of the number of metabolic diseases identified
through the national metabolic screening programs,
the number varying from zero to several dozen, the
most frequent testing being done for phenylketonu-
ria and congenital hypothyroidism (including in
Romania). Given that rare diseases recently identi-
fied can be treated effectively, reducing the financial
burden on the health system, we can count on their
introduction into the national neonatal metabolic
screening program.

Keywords: neonatal screening, hearing loss,
retinopathy, congenital dislocation of the hip, in-
born errors of metabolism, costs, consensus, exten-
sion

History of neonatal screening

Metabolic tests - The most significant event in the
history of neonatal screening was the discovery of
phenylketonuria (PKU) by Dr. Asbjern Folling in
1934. The discovery of phenylketonuria was the
first biochemical explanation for mental retarda-
tion 2, Guthrie and Susi developed a simple, inex-
pensive, and effective metabolic test to determine
whether newborns have phenylketonuria (PKU) in
the mid-20th century. Over time, new laboratory
tests have been developed for the detection of ad-
ditional diseases, among which we should empha-
size congenital hypothyroidism (ChT). Phenylke-
tonuria and congenital hypothyroidism are the
diseases most commonly tested in neonatal meta-
bolic screening programs, and there is substantial
variation in the other diseases that are included in
national screening programs 34,

Screening for Congenital Hearing Loss - The use
of some form of hearing testing as a screening for
all newhorns was first pioneered by Larry Fisch in
1957, and by the end of the 20th century hearing
loss screening had become standard in most coun-
tries ¥,

Hearing loss has been recognized as a factor indue-
ing significant morbidity, which has prevented af-
fected children from reaching their full social, cog-
nitive and economic potential. The effect of early
hearing loss was documented in the Ebers papyrus
around 1534 BC. Deafness is described as follows:
“When deaf, the mouth cannot be opened, that is,
it cannot speak” ¥, In the 16th and 17th centuries,
in monasteries and later in the secular world there
were developed various forms of sign language as
instructional methods for the severely deaf child.

OPINION




Screening si preventie in Neonatologie

Propuneri pentru viitor

Screening MCC prin pulsoximetrie
Screening AMS la nivel national

Introducerea de noi boli in panelul de screening metabolic
national (pdna la un total de maxim 15)

Reactivarea Registrului National al Nou-Nascutilor Prematur
(cu obligativitatea inrolarii tuturor prematurilor)

Infiintarea unui program national de follow-up pentru nou-
nascutii prematur

YES

WE
CAN




Propunere panel screening metabolic
(utilizand datele obtinute in perioada 2012-2022 de la Cytogenomic Medical Laboratory)

| Congenital Hypothyroidism (TSH)
Methylmalonic acidemia
Congenital adrenal hyperplasia (17-
OHProgesterone)

PKU

Galactosemia (Tgal)

Cystic Fibrosis (IRT)

SMA

Non-Ketotic Hyperglycinemia
LCHAD

Hyperornithinemia
MethylcrotonylCoA carboxylase Defficiency
Biotinidase Defficiency

SCAD

G6PD deficiency

Tyrosinemia




Dar de ce este atat de importanta preventia?
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FOR HEALTH EQUITY

Productivi

Imbunititirea echitatii in domeniul sanatatii prin actiuni

pe parcursul vietii
Rezumatul privind statisticile si recomandirile din proiectul DRIVERS

https:/leurohealthnet.eu/wp-content/uploadsipublications/before-2016/drivers_recommendations_romanian.pdf

https://preventioncentre.org.au/resources/the-value-of-prevention/




Va multumesc!

THANKYOU!
j*

MEME CIEatorary




	Screeningul neonatal și prevenția din primele zile de viață
	“There is a need to expand the current panel of diseases included in the screening programs to achieve a national improvement in the quality of life for newborns at risk and to achieve a better use of financial resources within the Romanian health system.�The costs for carrying out national screening programs have proven to be considerably lower than those for late treatment of the conditions included in the screening.”
	De ce administrăm acid folic antenantal?
	Utilizarea acidului folic în perioada preconcepțională și în sarcină
	De ce administrăm corticosteroizi antenantal?
	Utilizarea antenatală a corticosteroizilor
	��Prevenirea sdr. hemoragic al nou-născutului (vit K)��Prevenirea infecției cu HVB �(vaccin AHB + imunoglobulină umană specifică unde e cazul)��Vaccinare împotriva tuberculozei (vaccin BCG)��Prevenirea infecției cu VSR (prematuri, MCC, BDP) – anticorpi monoclonali (palivizumab)��Screening metabolic (PKU, HTC, FC + AMS*)��Screening hipoacuzie congenitală��Screening ROP (prematuri)��Screening luxație congenitală de șold**�
	Slide Number 8
	Slide Number 9
	Screening și prevenție în Neonatologie
	Slide Number 11
	Dar de ce este atât de importantă prevenția?
	Slide Number 13
	Vă mulțumesc!

