ISSN 2073-7998 MeouyuHckasa 2zeHemuka 2025. Tom 24. Homep 6

https://doi.org/10.25557/2073-7998.2025.06.57-58 Medical genetics 2025.Vol. 24. Issue 6

https://doi.org/10.25557/2073-7998.2025.06.57-58

CKpuHuUH2 Hosopok0eHHbIx Ha CMA 8 KpacHodapckom Kpae. [lepabie umoau
3uHueHko J1.B., NMceyw C.10., lawesnu MN.4., MatyneBuy C.A., CeHbKuHa M.B., Bposko E.A.

I'bY3 HayuHo-nccnefoBatenbckuii MHCTUTYT — KpaeBas kKnnHuyeckas 6onbHuua N1 umermn npodeccopa C.B. Ouanosckoro
MwuHwcTepcTBa 3apaBooxpaHeHns KpacHogapcKkoro Kpas
350086, r. KpacHogap, Poccua, yn.1 Mas, a.167
C anBapsa 2023 r. B Poccuiickon Oepepanum B paMkax pacliMpeHHOro HeoHaTanbHoro ckpuruHra (PHC) nposogmtca obcnenosaHue
BCEX HOBOPOXAEHHbIX Ha CNUHANbHYO MbleyHyto atpoduio 5q (CMA). Ha Tepputopun KpacHogapcKkoro Kpas LIeHTPOM peanusaunm
nporpammbl aensetca NBY3 HAW KKBEN?1. Lienb HacToswwero nccneaoBaHnsa — OLEHUTb YacToTy Y MOJeKynspHble ocobeHHocT CMA
Cpeav HoBopoXaeHHbIX KpacHopapckoro Kpas B pamkax PHC 3a nepuop 2023-2024 rr. MaTepurasiom NCCeAoBaHUs CTYKuim obpasLibl
CYXVX NATEH KPOBW. MiccnegoBaHma NPOBOAMAN METOAOM NOAMMEPA3HON LEeNHOW peakunn B pexxkmme peanbHoro spemenn. C 1 aAHBapA
2023 . no 31 pekabpsa 2024 r. B KpacHopapckom Kpae obcnegosaHo 103513 peteir, cpean KoTopbix AnarHo3 CMA noaTeBep»kaeH
14 petam. PacnpepeneHvie cpefiv HAX KonmMyecTBa Konuin reHa SMN2: 2 konum — 3 pebeHka, 3 konuu — 7 geten, 4 konun — 4 pebeHkKa.
Takum obpasom, yactota CMA B KpacHopapckom Kpae coctaBnset 1:7394.
KnioueBble C10Ba: CMviHaNIbHAA MbllLEYHAsA aTpodus, paclUMPEHHbI HEOHATASbHbIA CKPUHWHT.
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Screening of newborns for SMA in the Krasnodar region. First results

Zinchenko L.V., Pseush S.Yu., Lashevich P.D., Matulevich S.A., Senkina M.V., Brovko E.A.
Scientific Research Institute - Ochapovsky Regional Clinical Hospital No. 1 of the Ministry of Health of the Krasnodar Territory
167, 1 Maya st., Krasnodar, 350086, Russian Federation
Since January 2023, in the Russian Federation, as part of a newborn screening (NBS), all newborns have been examined for spinal
muscular atrophy 5q (SMA). In the Krasnodar region, the center for the implementation of this program is the Scientific Research
Institute — Ochapovsky Regional Clinical Hospital No. 1. The purpose of this study is to evaluate the frequency and molecular features
of SMA identified in newborns of the Krasnodar region as part of the NBS for the period 2023-2024.The research material was samples
of dried blood spots. The studies were carried out using the polymerase chain reaction method in real time. From January 1, 2023
to December 31, 2024, 103,513 children were examined in the Krasnodar region, among whom the diagnosis of SMA was confirmed
in 14 children. The distribution of the number of copies of the SMN2: 2 copies — 3 children, 3 copies - 7 children, 4 copies — 4 children.
Thus, the frequency of SMA in the Krasnodar region is 1:7394.
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BBepgeHue ruoHe 5q12.2—13.3, KapTupoBaHHbIE HA JJIMHHOM Iieue
xpomocomkl 5 [1]. Haubonee pacrnpocTpaHeHHasI MPOKCU-

nuHanbHasg MeregHas arpodus 5q (CMA) — ta-  ManbHas dopma CMA B 95% BbI3BaHa NeelUsIMU 9K30-
XKeJIoe ayTOCOMHO-peEIleCCUBHOE 3aboeBanne, HOB 7 u/wiu 8 reHa SMN1, B 5% — koMnayHI-reTepo3u-
MpUBOALIEE K IToTepe (YHKLIMOHAIBHOCTU (i-MO- TOTHOW JeJieliiell 5K30HOB 7 U/Wiu 8 B OAHOUN KOIHMU re-
TOHEUPOHOB U Iocienyoleit arpoduu mprd. [Ipuun- Ha SMNI u ToukoBOW MyTauueil B apyroin [2].
HOI BO3HUKHOBEHUSI TTATOJIOTMH SIBJISIFOTCSI MyTalluu B pe-  OCOOEHHOCTBIO JAaHHOTO I'eHa SBJISETCS HAJIMUME €ro LieH-
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TpOMepHOI Konmuu — reHa SMN2, oTnuyalouierocs ot
SMNI nThio HYyKJIEOTUAAMU, HauboJIee BaXXHbIMU U3 KO-
TOPBIX SIBJISIIOTCS IBA HYKJICOTHIA B 3K30HaxX 7 1 8.

CMA, aBnsisick oppaHHBIM 3200JI€BaHEM, UMEET BbI-
COKYIO pPacrpoCTpaHeHHOCTh Cpea NeTeil U 1OCTUTaeT ya-
crotsl 1:11000 B CIIA, ot 1:4000 mo 1:20000 B EBporne
u Benuko6putanuu [3]. OueHka pacnpocTpaHEHHOCTU
CMA Ha tepputopuut PD Obl1a 3aTpyIHEHA B CBSI3U C OT-
CYTCTBMEM CKPMHUHTOBBIX IIPOTPAMM JIJISI BBISIBJICHUS Ta-
TOJIOTUU. B CBSI3U ¢ 9TUM, TaHHAs! HO30JI0THsI ObLIa BKITIO-
YyeHa B IIPOrpaMMy paclIMpeHHOIo HEOHATaIbHOTO CKPU-
nunra (PHC), craprosasiiero B PO ¢ 2023 roga. I1epBbie
pe3yJIbTaThl CKpUHUHTA B pa3InIHbIX cyobekTax PD cBu-
JETEeJILCTBYIOT O HEOTHOPOAHOCTH PACIIPOCTPAHEHUS Je-
Jeuuit 7 u/vnu 8 ak3oHa reHa SMN 1 B monyassuuu. [1oa-
TOMY aKTyaJIbHbIM SIBJISIETCSI BBISICHEHME YaCTOThl BCTPE-
yaemoctu CMA Ha tepputopuun KpacHomapckoro kpas,
a Tak>Xe BBISIBIIEHME KOJMYecTBa Konuit reHa SMN2 st
JaJIbHEMIIEro UCIOIb30BaHMUs B OLleHKE Ha3HAYaeMOI Te-
parnyu HOBOPOXICHHBIM.

Ilenb: OLIEHUTH YaCTOTY U MOJIEKYJISIPHBIE OCOOEHHO-
ctu CMA 5q cpenu HoBopoxaeHHbIX KpacHomapckoro
Kkpas B pamkax PHC 3a nepuon 2023-2024 rr.

MeToabi

Marepuanom nocinyxwia JAHK, BeineneHHast u3 cy-
XUX IATeH KpoBH. OmpenesieHNe moKa3aTeei IIpon3Be-
neHo meronom ITLP B pexxrme peaibHOro BpeMeHH ¢ T0-
mobto HabopoB «HeoCkpra SMA/TREC/KREC» (Poc-
cust) u «TK-SMA» (Poccust).

PesynbraTthbl

3a Bpems nposeaeHusi PHC Ha Hanuuue roMo3u-
TOTHOW nejsenuu B 3K30He 7 reHa SMN 1 o6cnenoBaHO
103513 neteii, ponuBIIKUXCs Ha Tepputopuun KpacHo-
Japckoro Kpas. Ha mepBoM 3Tane CKpMHWHTA BBISIBJIC-
HO 19 (0,02%) meTeii ¢ TTOJNIOXUTEIBHBIM PE3YJIbTATOM.
Cpenu HUX 15 HOBOPOXIEHHBIX POAUINCH B CPOK, YET-
Bepo ObLIM pa3HOM CTeNeHU HeloHOoleHHOoCcTU. OauH
pebeHOK yMep M0 MPOBEASHUS MOATBEPKAAIOIIETO UC-
ciaenoBaHusd B LieHTpe 3b.

Ha nonrBepxnamoliyio IUarHOCTUKY OTIIPaBJIEHO
18 (94,7%) oGpasLoB cyxux nateH Kposu. 1o pesyibra-
taM 1eHTpa 3b muarno3 CMA noctasieH 14 (73,7%) ne-
TsIM, U3 HUX 13 (92,8 %) nmanimeHTOB ObLIN MOHOIIIEHHBIMU
co cpemauM BecoMm 3690 (3022,5; 4037,5), omuH — HEIO-
HoueHHbIH ¢ Becom 1830 r. Bee ciryyan moyioKUTeIbHOTO
pe3ysibTaTa Ha HaJIM4Ke TOMO3UTOTHOM eIeu, He oI~
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TBep>KAeHHbIE B LIeHTpe 3B, coueTanch co CHUXKEHHBIMU
konmnyectBamMu TREC/KREC, uTo MoXeT ObITh aCCOLIMU-
POBAHO C OCOOEHHOCTSIMM TECT-CUCTEMbI I HApYILIEHM -
SIMU TIpeaHaJIMTUYECKOTO 3Tarla NCCIeI0BaHus.

V Bcex HoBopoxxaeHHbIX co CMA ObL10 orpeaeaeHo
KoJinuecTBO Konuit reHa SMN2 metonom MLPA. Yae
BCEro IeTeKTupoBaioch 3 Konuu reHa SMN2 (7 nereir —
50%), npu aT0M 4 (4 peberka — 28,6%) 1 2 KOIUU TICEB-
noreHa (3 pebenka — 21,4%) BcTpeyaauch MpakTUYeCKn
C OIMHAKOBOM YaCTOTOM.

ITo utoram aByx et ckpuHuHra yacrora CMA B Kpac-
HOIApCKOM Kpae coctaBuia 1:7394 HOBOPOXKAEHHBIX, YTO
COTIOCTaBMMO C MUPOBBIMU TaHHBIMU. PacueTHast yactora
TeTepO3UTOTHBIX HocuTeNel B mormystuyu — 2,3% (1:43,5).

3ak/lo4yeHne

ITo nToram nmpoBeneHNsT CKPUHWHTA YCTAHOBJICHBI Ya-
cToTa 1 MoseKyIsipHble ocobeHHocTn CMA B KpacHomap-
CKOM Kpae, a TAKKe 4acToTa MPEeaIioIaraeMoro reTeposu-
TOTHOTO HOCHUTEJIbCTBA ACJICIMU 3K30Ha 7 B reHe SMNI.
O6cnenoBaHre HOBOPOXKIeHHBIX B pamkax PHC saBnsiet-
cs 3(p(peKTUBHBIM METOIOM pPaHHEN AUATHOCTUKMU 3200-
JIEBaHUSI, YTO CITOCOOCTBYET CBOCBPEMEHHOI ITOCTAHOBKE
MarHo3a, Ha3HAUYCHUIO JICUCHUS U YIYJIICHHS TTIPOTHO3a
IS 3M0POBBs AeTeit co CMA.
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