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Zdravotni politiky zalozené na védeckych poznatcich
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Cross-cutting activities Principles

- Continuous communication
- Capacity building

- Systematic and transparent processes
« Continuous improvement processes

» Needs-based approaches

- Inclusiveness

- Integration

« Equity

Guidelines

Scoping
reviews

Evidence
and gap maps

Burden of
disease study

Implementation
research

Behavioural
research

Monitoring
& evaluation

adapted from Reveiz 2020

Evidence, policy, impact. WHO guide for evidence-informed decision-making. Geneva: World

Health Organization; 2021. Licence: CC BY-NC-SA 3.0 IGO.
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Datova zakladna screeningovych programt NSC

Analyza dat — informacni systém hodnoceni kvality
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Novorozenecky screening by mél byt navrzen jako integrovany systém

* Prvky efektivniho provozu programu novorozeneckého laboratorniho
screeningu (NLS)

— Vybér (novych) onemocnéni v panelech NLS by mél byt zalozen na
publikovanych kritériich, procedury by meély byt standardizovany, otevrené pro
verejnou oponenturu vysledky projednani by mely byt publikovany

— Laboratore a programy by mély byt schopny produkovat data o klicovych
indikatorech kvality, které se vztahuji k celému procesu NLS, véetné odbérd,
transportu, kvality vzorku, ¢asu do ziskani [aboratorniho vysledku a zahajeni péce
0 pozitivne testované pacienty

— Mély by byt vytvoreny plany pro hodnoceni dlouhodobych vysledku

Scarpa, M., Bonham, J.R., Dionisi-Vici, C., Prevot, J., Pergent, M., Meyts, |., Mahlaoui, N. and Schielen, P.C., 2022. Newborn screening as a fully integrated system
to stimulate equity in neonatal screening in Europe. The Lancet Regional Health—Europe, 13.

Adaten Evropska unie NARODNi . =
RN . opsky sociain fond SCREENINGOVE m‘
* Operacni program Zaméstnanost CENTRUM



Planovani, monitoring a evaluace novorozeneckého screeningu
v mezinarodnim kontextu

INDIKATORY PRO PLANOVANIi PROGRAMU
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Cisty pfinos programu? Mozné vysledky u ucastnik
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Screening programmes: a short guide. Increase effectiveness, maximize benefits and minimize harm.
Copenhagen: WHO Regional Office for Europe; 2020. Licence: CC BY-NC-SA 3.0 IGO.
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Ramce pro rozhodovani

PRINCIPLES AND PRACTICE

* PFinosy vs. rizika OF SCREENING FOR

DISEASE
— Tradicni kritéria: Wilson a Jungner
J. M. G. WILSON
— Specifika novorozeneckého screeningu: poznatky i s 7 "

z randomizovanych studii ne vzdy dostupné, testovani vice r ot
onemocneéni najednou

Gothenburg, Sweden

(1) The condition sought should be an important health prablem.

* Ruzné pristupy v ruznych zemich i o s o e g

*(3) Facilities for diagnosis and treatment should be available.
P v h . . d . - (4) There should be a recognizable latent or early symptomatic
f— ° _stage.
ros pec Ze screenl ngu - novorozen CI’ rodi ny (5) There should be a suitable test or examination.
. . . . . (6) The test should be acceptable to the population.
7 7 N4 4
—_ DEfl nice kr|te ril: W&J a d (@) pl N ky p ra kt IC ke as pe kty (7) The natural history of the condition, including development from
/ latent to declared disease, should be adequately understood,

’ 7 e 7 v ’ v/ . ° (8) There should be an agreed policy on whom to treat as patients.
— Posouzeni: skdrovaci systémy, Cisty prinos, postoje expert( (9) The cost of case-finding (including diagnosis and freatment of
patients diagnosed) should be economically balanced in relation to

possible expenditurc on medical care as a whole.

— Pozadovana uroven poznatkd: randomizované studie, nizsi 1o 10 Csinding shold e & conining procss and ot & “once
uroven

— Zavér: ano/ne, pilotni studie, vylepsit proveditelnost

Jansen, M.E., Metternick-Jones, S.C. and Lister, K.J., 2017. International differences in the evaluation of conditions for newborn bloodspot screening: a review of
scientific literature and policy documents. European Journal of Human Genetics, 25(1), pp.10-16.
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US uniform screening panel

Combined criteria and distribution of scores in the data collection instrument(Highest possible score: 2100)

Table 2

L. Condition/Disorder (subtotal score 700)

Table 2
Continued
11. Screening Test (subtotal score 700)

Criterion Categories in criterion Score

Criterion Categories in criterion Score
Incidence of condition >1:5x000 100
>1:25,000 75
>1:50,000 50
=>1:75,000 25
<1:100,000 0
Signs and symptoms clinically Never 100
identifiable in the first 48 hours
<25% of cases 75
<50% of cases 50
<75% of cases 25
Always 0
Burden of disease (natural history if Profound 100
untreated)
Severe 75
Moderate 50
Mild 25
Minimal 0
Individual benefits of early intervention Clear scientific evidence that early intervention resulting 200
from screening optimizes outcome
Some scientific evidence that early intervention resulting 100
from screening optimizes outcome
No scientific evidence that early intervention resulting 0
from screening optimizes outcome
Familial and societal benefits of early Early identification provides clear benefits to family and 100
intervention society (education, understanding prevalence and
natural history, cost effectiveness)
Farly identification provides some benefits to family and 50
society
No evidence of benefits 0
Early diagnosis and treatment prevent Yes 100
mortality
No 0

Does a sensitive AND specific screening test Yes 200
algorithm currently exist?

No 0
Test characteristics (Yes = apply score; No = 0) Doable in neonatal bloodspots OR by a simple, in-nursery physical method 100
High throughput (>200/day/FTE) 50
Overall analytical cost << 1§ per test per condition 50
Multiple analytes relevant to one condition are detected in same run 50

Other conditions identified by same analytes 50

Multiple conditions detected by same test (multiplex platform) 200

I11. Treatment & Management (subtotal score 700)

Criterion Categories in criterion Score

Newborn screening: toward a uniform screening panel and system. Genet Med. 2006
May;8 Suppl 1(Suppl 1):1S-252S. doi: 10.1097/01.gim.0000223891.82390.ad. PMID:

16783161; PMCID: PMC3111605.

Availability of treatment (*) Treatment exists and is widely available in most 50

communities

Treatment exists but availability is limited 25

No treatment available or necessary 0
Cost of treatment (*) Inexpensive 50
Expensive (>$50,000/patient/year) 0

Potential efficacy of existing treatment To prevent ALL negative consequences 200
To prevent MOST negative consequences 100
To prevent SOME negative consequences 50
Treatment efficacy not proven 0
Diagnostic confirmation Providers of diagnostic confirmation are widely available 100
Limited availability of providers of diagnostic confirmation 50

Diagnostic confirmation is available only in a few centers 0

Acute management Providers of acute management are widely available 100
Limited availability of providers of acute management 50
Acute management is available only in a few centers 0
Simplicity of therapy Management at the primary care or family level 200

Requires periodic involvement of a specialist 100

Requires regular involvement of a specialist 0

NOTE: The two criteria marked with (*) above were combined in the data collection instrument, a score of 100 was attributed to a treatment that is inexpensive and
widely available, 50 if expensive or limited availability, 0 if expensive and limited availability. The final version was prompted by feedback from several survey
respondents who felt that not all options were actually considered (e.g., no treatment necessary).
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Model posouzeni potencialniho programu:
Populacni pilotni program SMA/SCID

Cilové Cile a

. . Strategie pro . v .
onemocnéni . . zdtvodnéni o .. Implementace a
screeningovy v o Prinosy a rizika ..
prinosu monitoring

proces

pro ¢asny
zachyt programu

Pripravné prace zacaly v roce 2020
» Zapojeni vSech aktért

* Rozhodovaci model: zatéz onemocnénim, jednotkové naklady na
onemocnéni, jednotkové naklady na screening, charakteristiky
screeningového procesu

* Strategie a metodika pro populacni pilotni projekt
Dalsi poznatky budou ziskany v pribéhu programu: mozna tprava HTA shrnuti
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Planovani, monitoring a evaluace novorozeneckého screeningu
v mezinarodnim kontextu

INDIKATORY PRO MONITORING A EVALUACI
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Soucasti programu novorozeneckého laboratorniho screeningu

1. Laboratorni testovani (sbér, transport, testovani vzorku)
. Kontaktovani pozitivne testovanych
. Diagnoza (skutecné pozitivni nebo falesné pozitivni vysledek)

2

3

4. Lécba a management onemocnéni

5. Evaluace pro nalezeni prilezitosti pro zlepsovani kvality
6

. Edukace rodicu, zdravotniku, a dalSich aktéru

Yusuf, C., Sontag, M.K., Miller, J., Kellar-Guenther, Y., McKasson, S., Shone, S., Singh, S. and Ojodu, J., 2019. Development of national newborn screening quality
indicators in the United States. International journal of neonatal screening, 5(3), p.34.
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Vykonnostni cile

e Zvysovani pokryti

e Zvysovani pozitivni prediktivni hodnoty

* Optimalizace ¢asu vyhodnoceni vysledk
 Minimalizace administrativnich chyb

» Zajisténi follow-up pacientu

Loeber, J.G., Platis, D., Zetterstrom, R.H., Almashanu, S., Boemer, F., Bonham, J.R., Borde, P, Brincat, I., Cheillan, D., Dekkers, E. and Dimitrov, D., 2021. Neonatal
screening in Europe revisited: an ISNS perspective on the current state and developments since 2010. International journal of neonatal screening, 7(1), p.15.
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Informacni systémy pro screening

* Multidisciplinarni

— Zameéstnanci laboratori

— Specializovani pediatri

— Poskytovatelé primarni péce

— Epidemiologové
* Vysledky screeningu, kratkodobé a dlouhodobé vysledky péce
* Prehled falesSné pozitivnich a falesné negativnich vysledku

Loeber, J.G., Platis, D., Zetterstrom, R.H., Almashanu, S., Boemer, F., Bonham, J.R., Borde, P, Brincat, I., Cheillan, D., Dekkers, E. and Dimitrov, D., 2021. Neonatal
screening in Europe revisited: an ISNS perspective on the current state and developments since 2010. International journal of neonatal screening, 7(1), p.15.
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Reserse indikatorovych systému: priklad — Spojené staty

Quality Indicator 1

Quality Indicator 2

Quality Indicator 3

Quality Indicator 4

Quality Indicator 5

Quality Indicator 6

Quality Indicator 7

Quality Indicator 8

Percent of dried blood spot specimens that were unacceptable due to
improper collection and/or transport

Percent of dried blood spot specimens with at least one missing state-
defined essential data field upon receipt at the lab

Percent of eligible newborns not receiving a newborn screen, reported by
dried blood spot or point-of-care screen(s)

Percent of infants that have no recorded final resolution (confirmed
diagnosis or diagnosis ruled out by an appropriate medical professional)
with the newhorn screening program

Timeliness of newborn screening activities

Percent of infants with an out-of-range newborn screen result requiring
clinical diagnostic workup reported by disorder category

NEWBORN SCREENING
QUALITY INDICATORS

NewSTEPs

A Program of the Association of Public Health L

Proportion of specimens/screens that were obtained during the following process intervals:

Percent of disorders detected by newborn screening with a confirmec
diagnosis by an appropriate medical professional

Percent of missed cases, reported by disorder

a)
b)
c)

d)
e)

Time from birth to specimen collection/ point-of-care testing.

Time from specimen collection to receipt at your state’s newborn screening laboratory.?
Time from specimen receipt at your state’s newborn screening laboratory to reporting out
specimen results.

Time from birth to reporting out specimen results.

Time from reporting out-of-range results to medical intervention by an appropriate
medical professional for infants with a confirmed clinical diagnosis.

Time from birth to confirmation of clinical diagnosis by an appropriate medical professional.
For infants with an out-of-range newborn screen result requiring a clinical diagnostic
workup by an appropriate medical professional, time from birth to determining if a result
was a false positive.

Evropskd unie
Evropsky socidlni fond

Operacéni program Zaméstnanost

NARODNI

NEC

CENTRUM

SCREENINGOVE

UZIS




Dalsi kroky: mezinarodni pruzkum

* Indikatory kvality nebyly zahrnuty v recentnim priuzkumu (Loeber et
al., 2021)

* Specifictéjsi pruzkum zaméreny na vyuzité informacni systémy by byl
prinosny pro diskusi mezinarodniho doporuceni

 Mozny obsah dotazniku
— Rizeni a pravni rdmec
— Soucasti centralniho informacniho systému (databaze, proménné)
— Pouzité indikatory kvality

Identifikace potenciadlnich indikatoru je pouze prvni krok: dalsi vybér a diskuse

nezbytna s ohledem na vyznam, vhodnost definice a proveditelnost
(Yusuf, 2019)
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Planovani, monitoring a evaluace novorozeneckého screeningu
v mezinarodnim kontextu

PRIKLAD MEZINARODNI ZDRAVOTNI POLITIKY:
SCREENING NADORU
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Doporuceni Rady EU o screeningovych programech

L 327/34 Ofticial Journal of the European Union 16.12.2003

COUNCIL RECOMMENDATION
of 2 December 2003
on cancer screening
ANNEX
(2003/878/EC)
————————————————————————y SCREENING TESTS WHICH FULFIL THE REQUIREMENTS OF THE RECOMMENDATION (*):

— pap smear screening for cervical cancer precursors starting not before the age of 20 and not later than the age of
3l

— mammography screening for breast cancer in women aged 50 to 69 in accordance with European guidelines on
quality assurance in mammography;

— faecal occult blood screening for colorectal cancer in men and women aged 50 to 74.

THE COUNCIL OF THE EUROPEAN UNION

HEREBY RECOMMENDS THAT MEMBER STATES

offer evidence-based cancer screening through a systematic population-
based approach with quality assurance at all appropriate levels. The tests
which should be considered in this context are listed in the Annex;

Aktualné probiha aktualizace...
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European Guidelines pro zajisténi kvality
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European guidelines for quality assurance in

Breast cancer gui

European guidelines on
screening and diagnosis

Evidence-based guidelines developed by the

European Commission

breast cancer screening and diagnosis

Breast cancer

delines and quality assurance

AT E

Collection of guidelines on European quality assurance
breast cancer care scheme

Guidelines on treatment, rehabilitation, follow-
up and palliative care.

Quality assurance for breast cancer services
covering the entire breast cancer pathway.

European Guidelines for QA in
colorectal cancer screening
and diagnosis

European guidelines for quality assurance
in cervical cancer screening

European Guidelines for QA in
cervical cancer screening +
supplements
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Mezinarodni report o screeningu v zemich EU

Cancer Screening in
the European Union (2017)

Report on the implementation of the Council

on cancer

———

Breast cancer screening coverage,
women aged 50-69, year 2013

Source: Cancer Screening in the European Union, Report
on the implementation of the Council Recommendation
on cancer screening. 2017.

B 79%-100%

B s906-79%

B 575-68%

B 46°-56%

B 35%-45%

P 24%-34%
12%-23%
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No data

Il Pianning population-based programme/
non-population based programme/
no programme

Extra EU countries

Evropskd unie
Evropsky socialni fond
Operacni program Zaméstnanost

NARODNI 3
SCREENINGOVE
CENTRUM




Planovani, monitoring a evaluace novorozeneckého screeningu
v mezinarodnim kontextu

SHRNUTI
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Shrnuti
* Zdravotni politika by mela byt zalozena na védeckych
poznatcich, véetné narodnich a lokdlnich indikatoru

* Rozhodnuti o zdravotnich politikach by meéla byt zalozena na
nalezitych informacich a kritériich

* VVybér programu, jejich monitoring, evaluace a upravy
vyzaduji relevantni indikatory

* Mezinarodni spoluprace muze byt velmi prospésna diky
sdileni spolecnych standardu a priklad( spravné praxe

T Evropskd unie NARODNi .
RN . ropsk sociin fond SCREENINGOVE m‘
N Operacni program Zaméstnanost CENTRUM



Dékuji za pozornost!

Podékovani pocetnym spolupracovnikiim
v NSC a UzZIS

NATIONAL
NG SCREENING
Y CENTRE
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