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daza: (HE YKA3AHA) (ipu 28-10 nukie)

UccnepoBaHue TapreTHOW naHenu reHoB AN ANarHOCTUKU HacneaCcTBEeHHbIX
apuTMOreHHbIX 3aboneBaHU cepaLua MeToaoM CEKBEHMpPOBaHUA cnepyowero nokoneHusi (NGS)

lMokaszartensb PesynbTtar PedepeHcHble 3Ha4YeHns
WccnepoBaHne TapreTHon
naHenv reHoB Ans AMarHOCTUKM He obHapyxeHo

HacneACTBEHHbIX MaToreHHbIX U BEePOSTHO
He obHapy>XeHO NaToreHHbIX 1 BEPOSITHO NaTOreHHbIX

APUTMOreHHbIX 3aboneBaHui NnaToOreHHbIX BapnaHToB, a
BapnaHTOB, a TakKe BapMaHTOB HeonpeaeneHoro aHa4yeHna
cepaua metTogom TakXe BapnaHToB

CEKBEHMPOBaHUSA crieayoLlero HeonpeaeneHoro aHa4yeHus
nokorneHuns (NGS)
3akntodeHne: Metogom NGS npoaHanuanpoBaHbl nocregosatenbHocT reHoB ACTC1, ACTN2, BAG3, CSRP3, DES, DSC2,
DSG2, DSP, FHOD3, FLNC, HCN4, JPH2, JUP, LDB3, LMNA, MYBPC3, MYH7, MYL2, MYL3, NEXN, NKX2-5, PKP2, PLN,
PRDM16, RBM20, RYR2, SCN5A, TAZ, TBX5, TMEM43, TNNC1, TNNI3, TNNT2, TPM1, TTN, TTR, VCL. B aaHHbIX reHax
naToreHHbIX M BEPOSITHO MNaTOreHHbIX BApUAHTOB He BbISIBIIEHO, YTO CYLLECTBEHHO CHMXXaAET pUCK pasBuUTMS y NaumneHTa
acCoLMMPOBAaHHbIX C JAHHBbIMY reHaMn HECUHAPOManbHOW rMnepTpodmnYeckon kapauomMmmonaTumn, annaTalMoHHOM
KapauomuonaTtum, pecTpUKTUBHON kapanoMuMonaTum, apuTMOFreHHOM KapauoMmMonaTiii NpaBoro Kenyao4ka, HEKOMMNaKTHOW
KapauMmuonaTum nesoro xenyaoyka. OgHako, AaHHbIN OTpULaTeNbHbIN pe3ynbTaT He UCKNioYaeT y 6onbHOro AnarHosa
kapamomuonatum. OKoHYaTemNbHbIV AMarHo3 yCTaHaBNMBAETCS HA OCHOBaHUM KITMHUYECKNX, UHCTPYMEHTanbHbIX U
nabopaTopHbIX AaHHbIX; pe3ynbTaTbl FEHETUYECKOro NCCef0BaHUSA TPeOYOT KIMHNKO-NabopaToOpHOro cConocTaBneHus.

3akntoyeHue:

I[aTa BBITNTIOJIHCHUSA UCCICAOBAHUA Hccnenopanue BBIOJIHUI:
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