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Pe3ynbTaTthl uccneaoBaHum

MauneHT [Non »xeHckun Bospact
3akas
MokasaTenb PesynbTat PedepeHcHbIN MHTepBan

MOHEKyﬂﬂpHO-FEHETVI‘-IECKMe unccnengoBaHus

[00823] CnuHanbHaa Mbiwe4vHasa atpodus (CMA): onpeneneHue konuyectBa konun 7,8 ak3oHa B reHax SMN1/SMN2 -
KpPOBb
[MpoBeneHoO uccnegoBaHme KonMYecTBa KOnuii 3k3oHoB 7-8 reHoB SMN1 n
3aknoyeHne SMN2 meTtogom MLPA. B pesynbTarte 3aperncTpupoBaHo 2 konuu
9K30HOB 7-8 reHa SMN1 1 1 konus 3k30HOB 7-8 reHa SMN2
Hanwnuune 2-x konuii ak3oHa 7 reHa SMN1 siBnseTcst Hopmow. OHako, B peakux criydasix, npy Hanuymm 2-x konui ak3oHa 7 reHa SMN1 cywiectByeT BepOATHOCTb 5-
8%, 4to 06e konun reHa SMN1 HaxoasTca Ha ogHON XpomMocoMme. [1nst KOPPEKTHOWM UHTeprpeTaLumMy AaHHbIX He06X0aAMMa KOHCYNbTauus Bpaya-reHeTuka.

PesynbTaThl UCCNefoBaHWi He SBNSIOTCS AXArHO30M W MHTEPNPEeTUPYIOTCS Nevalumm
BPa4YOM C Y4ETOM BCEX [AaHHbIX O naLueHTe (nabopaTopHbIX, UHCTPYMEHTaNbHbIX 1
KITMHUYECKNX).

3anucatbest Ha Npuém K Bpady: cironline.ru

Bpay KOJ1: Apsiesa [.A.,
MeuépuHa E.1O.
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