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Newborn Screening Parameters (P) to be collected by each country (or region)

Contents lists available at ScienceDirect e =
Journal of
Cystic Fibrosis

Journal of Cystic Fibrosis Number of live births per year

Number of infants screened per year

journal homepage: www.elsevier.com/locate/jcf

Mumber of infants with an inadequate dried blood sample per year

Short Communication Number of infants with positive tier 1 test (IRT or IRT/PAP) per year

Defining key outcomes to evaluate performance of newborn screening
programmes for cystic fibrosis

LA A

Number of infants with a positive NBS result (NBS+) with 2 CFTR variant or 1 CFTR variant referred
for diagnostic assessment (including sweat testing)

K

Anne Munck? Kevin W Southern®, Carlo Castellani¢, Karin M de Winter-de Groot?

Silvia Gartner®, Nataliya Kashirskaya’, Barry Linnane®, Sarah | Mayell", 6.  Number of infants NBS+ with 0 CFTR variant and a positive IRT safety net (if applicable)
Marijke Proesmans’, Dorota Sands/, Olaf Sommerburg¥, Jiirg Barben'*, For the European
CF Society Neonatal Screening Working Group (ECFS NSWG)

referred for diagnostic assessment (including sweat testing)
7. Mumber of infants NB5+ with a confirmed CF diagnosis per year

8. Number of infants NB5+ with a confirmed CF diagnosis and 2 CFTR variants identified from the NBS

protocol’

8.  Number of infants NB5+ with a confirmed CF diagnosis and 1 CFTR variant identified from the NBS
protocol’

10. Number of infants NB5+ with a confirmed CF diagnosis and 0 CFTR variants identified from the NBS
protocol’

11. Number of infants NBS+ with a CRMS/CFSPID designation per year
12. Number of infants NBS+ with a pending conclusion per year *
13. MNumber of infants who did not complete the NBS algorithm per year

14. Number of infants NBS+ with one CFTR variant * and sweat chloride <30mmol/L if required by
the protocol (reported as a carrier)

15. MNumber of false negatives without MI: cases clinically diagnosed with CF based on symptoms,
family history and without M|, born in the previous year (affected but not detected by NBS)

16. MNumber of false negatives including MI: cases clinically diagnosed with CF based on symptoms,
family history and including M, born in the previous year (affected but not detected by NBS)*

17. Total number of infants diagnosed with CF during this year (True+ and False-)*
18. MNumber of infants with a true negative NBS result
19. MNumber of infants NBS+ result but not diagnosed as CF or CRMS/CFSPID

20. Mean age (median, min and max) in days, where date of birth is day 0 and when the newborn

is first assessed by a CF specialist team
SlF‘ 0 0 0000000 00
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Silvia Gartner®, Natgliya Kashirskaya f Barry Linnane®, Sarah | Mayell“,
Marijke Proesmans', Dorota Sands/, Olaf Sommerburg¥, Jiirg Barben'*, For the European . . . . . 1| PRPT
CF Society Neonatal Screening Working Group (ECFS NSWG) Propcetion of infants crrving 2 CFTR varimnls within the programme protocs!

Proportion of infonts carrng 1 CFTR varizat within the pragramme arotacal® | "7

. . . N P10/FT
ortian t5 OCFTR t withi th rofocal 4
b) CRMS/CFSPID {number (51) Froparttan of fants carrying varine WIEHT e pragramime
b} CRAMEACFAPIO: An infomt with o positeee MBS reswht and
) SO0 <30mmoalfl and 2 CFTR varisals (mutoiions), el fas! one of
uncienr phenotypls consequenoes OR
2V interemediate 500 (30-F0runall] ood 1 ar O CFcousing
variants fmutation) <!
Propartion af infants with & CFSPI disgnasis per vear PLLPS
) Pending conclusian, infamls scresned pasitive lor
wham tlhrl;:ll-:?hl,s. Zl:ncnﬁﬁxcnpﬁténral Infurnl:';;lm &) et yet with & cometeision
Lo eonch na 1D [numier "
- : Froportien of infarits with a pending conclusian per year
[La, walting far 5T or garstic result] PLZ/PS+RE
d) Lost to follow-up (number %)
&) Coses streened positive on ART thit ool nat fallpw the migorith
(including deatfis)
Propartion of infarts whae did niot complete the MBS algarithm JEN
4. Carrlers |if apalicable}, numbar (%)) infants carnpying one CFTR vanmar with @ S0 <30mmald If required by
e prodocal
Proportion af afants with ane CFTR variant and S0C <30mmelf Livear if reguired by PLd/Py
tha pratecol
5. CF capes rissed by MBS without MI [number, (%) Cases dhagnosed CF hased on symproms o family history who were screenad
CF cases missed by NES incuding M1 {number, [%]] negotive
(Please record babies born in the index year and then Praportion of CF cases cinically diagnesed an symptams or famdy history born PIS/PT and
diagrased within two years, For example, for the 7019 during the intended analysis P1S BT

data callection include diagnioses subsequertly made in
1020} Please cutling on the first page o vou have
collecied these data

E. Perfarmances for CF
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ECFS Participating Countries

4,443,036

screened \

\

4,326,588 true
negatives
= 97.4% of all
children
screened

https://mapchart.net/europe.html

[l Responded

£

26 false negatives




ECFS Participating Countries

4,443,036
screened

[l Responded

0

1112 carriers identifed

NN

981 lost to

pendln

2.}, o

follow up

https://mapchart.net/europe.html




Region Sensitivity without Ml

Puglia, Italy 90%
Abruzzo, Italy 75%
Lombardia, Italy 88,9%
Marche, Italy 100%
Piemonte, ltaly 10%
Calabria, Italy No FC
. Campania, Italy 88,9%
Screen I ng East Sicily, Italy 100%
algonth ms Emilia Romagna, Italy 100%
Lazio, Italy 100%
West Sicily, Italy 100%
Liguria, Italy 100%
Toscana, ltaly 100%
Veneto, ltaly 92,3%




Median age at
time of review
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4,443,036
screened

\

ECFS Participating Countries

[l Responded

To diagnose
CFSPID in
178 children

https://mapchart.net/europe.html




Age in days when seen by CF specialist for children ith CFSPID and CF
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Considerazioni

| dati sono da verificare con un terzo round di consultazioni

Incongruenze Centri / Laboratori

Un anno fornisce un quadro parziale

Progettualita

Collaborazione con SIMMESN a lungo termine
Collaborazione con RIFC

Confronto pannelli mutazionali

\9 Per info e supporto tecnico contattare: +39 02 4775 7712 (Telefono e @WhatsApp) SOCIETA ITALIANA
PER LO STUDIO DELLA FIBROSI CISTICA




Ringraziamo

Presidente e Direttivo SIMMESN

Direttori Centri Fibrosi Cistica

Laboratori Regionali Screening Neonatale

S”:C .........

@ Per info e supporto tecnico contattare: +39 02 4775 7712 (Telefono e @WhatsApp) SOCIETA ITALIANA
PER LO STUDIO DELLA FIBROSI CISTICA




