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VII HAYYHO-NPAKTUYECKAA KOHOEPEHLMA CTYOEHTOB M MONOAbIX YHEHbLIX « CTYAEHUKUHCKUE YTEHUS»
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HaunoHanbHbIN MEQULIMHCKUIA UCCRenoBaTENbCKUN LIEHTP
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KnioueBble crnoBa: demu; criuHasibHasi MblUeYHast
ampocpusi; duaeHoCMuUKa; 2eHbI-MOOUGUKamMopbI

AkTyanbHoCcTh. CrivHanbHas Mblednas arpogus (CMA) —
peaKoe MOHOTEHHOE HelpoereHepaTuBHOe 3a00JIeBaHne, Haclie-
JIyeMoe II0 ayTOCOMHO-periecCuBHOMY THIly. B ~95% ciydasx oo
BBI3BaHO MPOTSHKEHHBIMU TOMO3UTOTHBIMH JEJICLUSIMU, 3aTpari-
BaroMMU 5K30H 7 reHa SMNI. Manudecramust CMA 00b14HO
MIPOUCXOAUT A0 18 JIeT U B 3aBUCUMOCTH OT TSDKECTH 3a00JIeBaHUS
nenutest Ha 5 Tunos (¢popm). ITo TaHHBIM pacIMPEeHHOTO HEOHA-
TaNbHOTO CKPHHUHTA B Poccuu yactoTa 3a00ieBaHuUs COCTaBIIS-
et 1 ciyqait Ha 8439 HOBOpOXAEHHBIX. KonmuecTBo komuii TeHa
SMN?2 siBnsierTcst OIHUM U3 KITFOYEBBIX MOIM(HKATOPOB, BIHSIOIINX
Ha TSDKECTh CUMIITOMOB U BBIOOp Tepanuu (Kak IpaBuio, Oonpliee
YHCIIO KOTTMH F'eHa aCCOLIMMPOBAHO C MEHEe THKEIBIM (DEHOTHIIOM).
B nacrosiee BpeMst U3ydaroTcs Apyrue reHbl-MouguKaropsl (Ta-
kue kak NAIP), KOTopble MOT'YT BIHATH HA KIIMHHYIECKOE TIPOSIBIIE-
Hue 3a0oneBanus. Lleb: onpenenuTs BIMsHAE TeHOB-MOAN(BHKA-
TOPOB Ha TSHKECTh TeueHHs 3a0oseBaHus y nanueHToB co CMA.

MarepuaJibl 1 MeTOAbl. B paMKax MUIOTHOrO MPOEKTa
IO ONPEAEICHHIO TSHKECTH U IPOrHOCTHYECKOH 3HAYMMOCTH YnCiia
xoruii renHoB SMN2 u NAIP o6cnenosano 30 6ompHbIX co CMA.
Jlnst onpeienieH s Yruciia KO JaHHBIX TEHOB TIPUMEHSIICS METO
MYJIBTHUILICKCHOM aMITu(UKauy TurupoBanHbeix mpod (MLPA) ¢
ucnonszoBanueM Habopa «SALSA MLPA Probemix P021 SMA»
(«MRS Holland»).

PesyabTarbl. YcTaHOBIIEHO pacIipe/ie/IEHUE YKCla KoM reHa
SMN?2: 2 xonuu 66110 Y 7% manuentos; 3 konuu — y 43%; 4 ko-
mun — y 47%; 5 xonuit — y 3%. Pacnpenenenue no uuciy Ko-
nuii reHa NAIP 6but0 cnenyromuM: 3% 6onbHBIX uMenu 0 Ko-
muif; 13% — 1 xommmro; 51% — 2 xomuu; 33% — 3 xonuu rexa.
B nanHO# BBIOOpKE OOJBHBIX KOJIMYECTBO KOMUH reHoB SMN2
u NAIP npsiMO KOPPEIUPOBAIIO C TXKECTbIO TeUeHHs 3a001eBa-
HUSL: JIETH C OOJIBIIIMM KOJIMYECTBOM KOIHii reHoB SMN2 u NAIP
JIEMOHCTPHPOBAIM 0oJIee MO3AHUI Ne0I0T 3a00NIeBaHus H Oolee
nérkuit eHoTrun OOJe3HH.

3axmouenue. [lomydeHHble JaHHBIE CBHETENBCTBYIOT O MPsi-
MOM BIIMSIHUM 4uclia Konuid reHoB SMN2 u NAIP Ha TSKeCTb Te-
yeHus 3aboneBanus U ¢penorun 6oabHeIX CMA.
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