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The 11 months experience in neonatal screening of SWA in Ukraine

N Olkhowyeh', . Makuk, O. Grechanings M. Yeropotvelyant, N. Samonenkss, .
Mytsyi, O: Barvirskaya', N. Pokaziy, Y. ogulay', 5. Kooz, T. Shkyarskaya?, K.
Goroverkat

"Expert Centre of Neonatal Screening, National Chidren's Specialized Hospital
ORMATYT™ Nok, Kyi; “Luv Regional Centre of Neonatal Screening, Ly Regional
Climcal Perinatal Centie, Lviv; ‘Krarkv Regional Centre of Neontal Screening,
Interregional Specialized Nedical, and Genetic Center - centerof rare (orphan) disease,
Kharkiv: Knyoys Rin Regional Céntre of Neonatal Screening, Multregional Centre of
Medical Genetics and renatal Diagnostics named after PN deropotuelyan, Krywyi R
Center of Orphan Diseases and Gene Therapy; National Children's Speciaized Hospital
OHMATONT™ Mol, Ky; Wationl niversity of ealt Cae named aiter L Shupka,
Ky Ukraine

Spinal muscular atrophy (SWA) s an autosomal recessive inherted disease characterized
by rogressve muscle atraphy and weakness cue o the degeneration of Sinal motor
nerons, The main cause of SAA 1 3 deletin i the SHNT gene. The SHIE i 2 ighly
homologous copy of the SMNT gene and produces a small amount of functional
AN protein. An increase i the number of copis of the SN modifes the disease
phenaitype. Without treatment, children with A type 1 do ot survive (o two years
5f'age. The mplementation of neonatal screening (NBS) for SIth s already spreacing
2rouind the wortd. n October 2023, expanded neonatal screening for 21 rare iseases,
inclucing metabalic disorders, WA, and SCID, began in Ukraine,

The 11-month resits of NBS for WA in Usraine were analyzed

The seonatal screning or S fn o was perfarmed b the TPCR arlys of

the SHNT gene (“Biocores SWA/TKD pus-, Ukraie). 7 and § exans copy mumbers of
the SHNT and SHN2 gene were analyzed by MLPA method (HRC Holland)

During 11 months of work, 127,400 newbarrs were screened, a a resl 17 children with
SHA were identifed. The common frequency of SAA s T t 7500 newborns in Ukiaine
i established. The analyis of resional diersity of SWA frecuency i complicated now
becauseof the ntensive relocation of invabitant in Ukraine due  the war The argest
S70up o patients (7 patients, 41%) had 3 copies of 7.8 exons of the SMNZ, 5 patients
ac 2 coptes, 3 patients had 4 Copies and ane paent each had 1 3nd 5 copiesof 7-8
xons o the SH.

The newborn screening s free fo all babies bom i Ukraine. The entie process of
neonatal screening i manitored and recorded i the elactronic health care system:
from the registration of the newborn and the taking o blood sampies by the doctor
0 the processing of the referal by the laboratory technician and the recording of the
diagnostic report based on the reséarch resuls. Today, Ewo drugs for the treatment of
Siikare availabe i Ukraine - Risdipam, and Nisinersen.

The expansion of the neonata screening program and digitalzation of processes il
make it possible to identiy the riks, begin-tmely treatment of SHA i inants for
prevention o their clinical manifestations 25 s00n 5 possble, and creating conditions
for  long and fulfilng e for patients.
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Impact of document sharing and training program in the field of SHA Newborn
seraening

T Dangouloft, L. Servais*

“Division of Child Nerology, Reference Center for Neuromuscular Diseases, Deot
of Pacdlatrics, Uniersity-Hospial Liége @ University of Lisge, Belgium; “NDUK
Neuromuscular Centre, Dept. of Pacdatrics, University of Oxford, UK

Treatmentsfor spinal muscular atrophy (SHA) have changed the course o the disase,
especially i patients reated before the symptoms appear. Newborn screening (NBS)
allows the earlies possible identification of affected children. Several studies have
Gemonstrated the dramatic effect of trestment delvered in the first days of lfe
NBS programmes are doveloping rapidly around the world. We set up a plot project
in Southern Belgium (Varch 2018 - Harch 2021), which allowed us to gain hands.on
xperience on the organization and the clmcal and pychological manssement of
atients dentified by NBS

Since the start of this pilot project, we have shared all the implementation tools
in open access. The entire Belgian application was shared with 34 teams from 24
Countries between Harsh 2018 and June 2023, We.alo developed the NES Acadermy,
Which was designed to enable to share NES experiance of st plot programs and 16
promote direct exchange and discussion about dificult cases. The two sessions were
Sitended by 106 participants (45 on site and 61 online) rom 42 countries, Satstaction
GQuestionnaires were carred cut afier ach session of NBS Academy; revealing the
xcelent level of saistacton of the particpants: averal, 921 of particpants rated
he event a: “excellent® and &5 31 “very good

The objective of this research s to evaluate the real impact of data and knowledge
sharing of the pilot through direct application sharing and educative events on the
‘expansion of nowborn screening worldwids. Inthis am, we created two questionnaires
o find out i the sharing o the pilot appication and/or the attendance to the NBS
Acadery had any impact on the development of plt projects worldwide. The surveys
Were distributed (o the 34 s who requested access o the pilt applicaton and to the
106 attendants of the NBS academy. We wil present the results o these surveys during
the meeting,
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