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 Participation at scientific advisory boards for Biogen and Novartis Gene Therapies

 Received honoraria for lectures from Novartis Gene Therapies, Biogen, and Roche

 Travel support from Biogen and Roche

 Acting as a sub-investigator for Roche (for olesoxime and risdiplam trials for SMA)

Speaker Disclosures
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Poland

Current population: 37,600,000

272,000 live births/year (decreasing)

Current number of patients with SMA:

approx. 1300 patients 

~40 new SMA cases/year
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NBS in Poland 

 NBS in Poland is carried out under the 4-year 
health policy programs of the Ministry of 
Health 

 The Department of Newborn Screening and 
Metabolic Diagnostics of the Institute of 
Mother and Child in Warsaw organizes and 
coordinates all tasks within the NBS program 
in Poland

 Currently NBS in Poland covers 30 diseases: 
hypothyroidism, phenylketonuria, congenital 
adrenal hyperplasia, cystic fibrosis, 
congenital biotinidase deficiency and 
congenital metabolism defects (including 23 
diseases), and SMA

 SMA has been included in the existing NBS 
program

 Approximately 450 patients are diagnosed 
annually
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• Nusinersen accepted for financing from goverment funds for all SMA types

• First efforts for SMA NBS (medical specialists and SMA patient care organization - Fundacja SMA)
01.2019

• Application to Ministry of Health to include SMA NBS into the current NBS Programme in Poland (2017-2021); 

• Need of evaluation by the Agency for Health Technology Assessment and Tariff System

• First negative decision (lack of assessment of financial effectiveness of the treatment; appeal  positive decision
2020

• Final decision about the implementation of SMA to NBS Programme for 2017-2021 02.2021

• Tender and purchase of  reagents and laboratory equipment

• Official start of SMA NBS
04.2021

• All newborns are tested for SMA (opt-in for genetic testing)04.2022

• Onasemnogen abeparvovec and Risdiplam accepted for financing from goverment funds09.2022



The ERN EURO-NMD is funded by the European Commission under the EU4Health programme (EURO-NMD 23-27 — 101156434— EU4H-2023-ERN2-IBA)

NBS for SMA

 Implemented since April
2021

 NBS for SMA is currently 
underway 
in the whole country 
(since 04.2022)

Molecular tests performed 
in the Institute 
of Mother and Child 
in Warsaw
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Diagnostic and therapeutic algorithm
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Training/guides

 Guide for Parents of Children 
Diagnosed With SMA via NBS

 Educational Training for HCPs

“Dealing with crises during
communication with parents
of a child suffering from SMA allows 
shared responsibility”

HCPs face challenges in communicating 
with parents of patients with SMA 
regarding

 Results of screening tests

 Positive diagnosis of SMA

 Initiating treatment
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SMA NBS testing method – PCR-HRM 

(MC002 MRC Holland)

Melting curve
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NBS-SMA (16.02.2024)

Frequency: 1/7310 

STATISTICS

709069 newborns

97 positive result
(PCR-HRM + MLPA)

GENETIC RISK FAMILIES (GENETIC COUNSELLING, PRENATAL DIAGNOSIS)
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NBS-SMA –results
(16.02.2024)

97
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SMN2 copy number
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Time of screening/diagnostic result
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Treatment of patients from NBS
- only with info available
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 Implemented since April 2021

 709 069 of newborns screened; 97 positive results for SMA

 On average, the initial screening result was obtained at 8 days after birth 

 On average, diagnostic result was obtained at 14 days after birth 

 Diagnosis of SMA is reliable – in summary three genetic tests are performed 

(two from DBS and one from independent blood collection)

 Treatment can be started in the third/fourth week of newborn’s life (mediana 

22 days after birth)

NBS for SMA in Poland- summary
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Thanks to:

Monika Gos, PhD, Mariusz Ołtarzewski PhD, Jerzy Bal Prof

Joanna Wasiluk MSc, Magdalena Frączyk PhD, 

Aleksandra Landowska MSc, Mariola Jurzyk MSc, 

Katarzyna Durda MSc, Wioletta Wawer MSc, 

Joanna Gzowska MSc, Paulina Kubiszyn MSc, 

Jessica Wieczorek MSc, Liliia Nosarieva MSc

Department of Newborn Screening and Metabolic Diagnostic

Department of Medical Genetics

Institute of Mother and Child

Thank you!


