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CIIMHAJIBHAS MBIITEYHASA ATPO®US | TUIIA: OT ®PATAJIBHOT'O
ITPOI'HO3A K BOSBMOXHOCTHU JOCTHKEHUSA
BO3PACTHBIX IBUT'ATEJIbHBIX HABBIKOB
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CrmnanpHas mbimedHas arpodus (CMA) — Tshkelnoe ayToCOMHO-PEIIECCHBHOE HEPBHO-
MBIIIEYHOE 3a00JIeBaHue, MPHUBOJIAIIEEe K Mporpeccupyromeii cnaboctu u rudeam MOTOHEHpo-
HOB. PaHHss nuarHocTuka 10 MaHu(ecTauu CHMIITOMOB KPUTHYECKY Ba)kKHA JIJISl HaYaJla Tepa-
MUY B MaKCUMaJbHO COXPAaHHOM (YHKIIMOHAIBHOM COCTOSIHMM. Hamu mpencTaBieH KIWHUYe-
CKHil cirydail panHeit quarnoctukn CMA | Tuna ¢ mocienyronmM naroreHeTHYeCKuM JiedeHuEM
y peOEHKa, BBISIBICHHOTO C TOMOIIBIO IPOrpaMMbl HEOHATATILHOTO CKPUHUHTA.

Knrouesvie cnosa: CnuHanbHas MbllliedHas aTpodus, HEOHATAIbHBIA CKPUHUHT, T€HO3a-
MECTUTEIbHAs TepaIusl.
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SPINAL MUSCULAR ATROPHY TYPE I: FROM A FATAL PROGNOSIS TO THE
ACHIEVEMENT OF AGE-APPROPRIATE MOTOR SKILLS
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Spinal muscular atrophy (SMA) is a severe autosomal recessive neuromuscular disorder
leading to progressive weakness and death of motor neurons. Early diagnosis prior to the mani-
festation of symptoms is critical for initiating therapy at the maximum possible functional state.
We present a clinical case of ultra-early diagnosis of type | SMA with subsequent pathogenetic
treatment in an infant identified through the neonatal screening program.
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