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VI HAYYHO-MPAKTUYECKOWN KOHOEPEHLINW CTYOEHTOB M MONOAbIX YUEHBLIX «CTYLEHUKUHCKUE YTEHUA»

CINYYAU CNMUHATIBHOW MBILLEYHON ATPO®UMN,
BbIABNEHHbIE B XOOE PACLUMPEHHOIO
HEOHATAJIbHOIO CKPUHUHIA

BopoBukoBa A.H., XXaHuH U.C.

Hay4HbI pykoBoguTenb: QOKTOP 6Mon. Hayk
K.B. CaBocTbsiHOB

HaunoHanbHbI MEQUUUHCKMIA UCCNeqoBaTeNbCKUA LIEHTP
3pnopoBbs aeten MuHsgpasa Poccuun, Mocksa, Poccus

Knroyeenle crioea: 0emu; criuHarbHasl MbILUEYHas!
ampogusi; HeoHamarsbHbIl CKPUHUHE

Axmyansnocms. C 2023 1. HeoHaTaabHBIA CKPUHUHT B Poc-
cuu ObUT pacuIMpeH 70 36 rpyIin HO30JIOTHIA, BKIKOYAst CITUHAIb-
HyI0 Mblleunyto arpoduto (CMA) — HellpoaereHepaTuBHOE
ayToCcOMHO-peneccuBHoe 3aboneBanue. [lo 95% cinyyaes CMA
BBI3BAHO TOMO3UTOTHOM JENIeNUE, 3aTparuBaroIle 7K30H 7 re-
Ha SMNI. Yactora CMA B OONBIIMHCTBE NOMYJISIUI COCTABIS-
et 1 cimyyvaii Ha 6000—10 000 >kuBBIX HOBOPOXKAEHHBIX. B 00Ib-
mMHCTBE citydaeB Manugectauuss CMA npoucxXonuT B paHHEM
nerckoM Bozpacte. Ilo Tsxectu TeueHus CMA monpasiensor
Ha 5 TunoB. OIUH U3 KITFOYEBBIX (PaKTOPOB, ONPEACISIONINX TS~
s)kecth CMA u BbIOOp Tepanuu, — dncio konuii reHa SMN2 (uem
OobIle KOMUI JAHHOTO TeHA, TEM JIerye IpoTeKaeT 3a00JIeBaHue).

Llens pabompi: onipeenUTh PAaCIPOCTPAHEHHOCTD U TEHOTHUIT
OonbHBIX CMA, BBISIBICHHBIX B IEHTPAJIBHBIX U J1aJIbHEBOCTOY-
HOM perroHax Poccuu npu pacHMpeHHOM HEOHAaTalbHOM CKpH-
HuHre ¢ 01.01.2023 o 24.10.2024.

Mamepuanst u memoowt. 1111 nuarnoctukun CMA B paMkax
PacIIMPEHHOT0 HEOHATAIEHOTO CKPUHUHTA IPUMEHSETCS TTI0JINMe-
pa3Hasi IIeIHasl peaKys B PeKUME PEalIbHOIO BpeMEH! Ha MaTpH-
e JIHK, BeIeeHHOM U3 CyXuX ISITeH KpoBU. B pabote ucrnomns-
30BaId HA0OPBI PEareHTOB, 3aPErUCTPUPOBAHHbIE HA TEPPUTOPUH
Poccun: «HeoCkpra SMA/TREC/KREC» («IHK-TexHomorus»)
u «TK-SMA» («['ernepuym»). KonmitHocts rena SMN2 onpene-
JISUTH METOZIOM MYNBTUILIEKCHOHM aMIITH(UKAIINH JTUTHPOBAHHBIX
npo0 ¢ ucrnosb3oBanueM Habopa «SALSA MLPA Probemix P021
SMA» («MRC Holland»).

Pesynomamut. TIpoBenén ckpuHuHT 295 916 HOBOPOXIEH-
HBIX, BbIsiBIIeHO 40 nmereir ¢ CMA (1 : 7398). B LlenTpansHOoM
dbenepanbaom okpyre (LIPO) yucino HoBopoxkaAEHHBIX ¢ CMA
coctaBuiio 32 (1 : 6936), B lanbHEBOCTOYHOM (eiepaabHOM
okpyre (JJ®O) — 8 (1 : 9247). Bonpmee uncno cinyyaece CMA
(5 6ombHBIX) ObUTO BBIABIEHO B Kamysxckoit obnactu. IIpu sTom
1o yactore pacnpoctpanéHHoctd CMA nunupyrot Espeiickas
aBToHOMHas obnacts (1 : 1923), Kanyxckas (1 : 2670) u Ps-
3anckast oonactu (1 : 3848). 5 xonuit rena SMN2 Gwuto ompe-
nerneHo y 2 HoBopoxaéuusix u3 [P0, 4 xonun — y 14 (11
u3 PO, 3 uz ID0), 3 xonuu — y 11 (7 uz PO, 4 uz JOO)
u 2 xoruu — y 12 (11 u3 OO, 1 u3 JPO).

3aknwuenue. 3a 1 rox u Henonusle 10 Mec pU CKPUHUH-
re 29 5916 HoBopoxIEHHBIX BbsBIEHBI 40 ciiyuaeB CMA, 4ro
coctamisieT | ciaydait Ha 7398 KUBBIX HOBOPOXAEHHBIX, U3 KO-
TophIX 31 OONMBHOI Ha HACTOSIINI MOMEHT ITOJTYYaeT TAPTETHYIO
Tepanuro.
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