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WccnepoBaHue PesynbTaT KoMMeHTapuit
leH SCN4A m. CM.KOMM.

MpoBOANNIOCh UCCNEAOBAHME Ha NPEAMET BbISIB/IEHUS
HopMoKanmeM14yeckoro NepUoaNYECKoro napanvya B ak3oHe 13.
Pe3ynbTaT NpunaraeTcs Ha OTAeNbHOM 6/1aHKe.

BHuMaHne! B a3neKTpOHHOM aK3eMnnsipe 6/1aHKa Ha3BaHUE UCCeN0BaHNS COAEPXMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/c onucaHnem nccneaoBaHus.

PesynbTaTbl NCCnenoBaHnii He SBNSOTCS AVMarHo3oMm, Heobxoamma KOHCY/1bTalua cneunasancra.

M.IM. / MNoanuck Bpaya
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https://www.invitro.ru/analizes/for-doctors/1042/7667/

Onucanue pe3yJibTaTOB HCCJIEIOBAHUS

MH3 999999999

®.1.0., 1993 r.p., obcnenoBanace B OO0 «HezaBucumas nmaboparopus MHBUTPO» C IeNbIO
noucka Myrtauuii B 9k30He 12, 18, 19 rema SCN4A, npuBoAsSIIMX K BO3HUKHOBEHUIO
HOPMOKAJIMEMHUYECKOTO Teproandeckoro mapaimmda (mpodumib Ne 7997SCN4A).

Hopmoxkanuemuueckuii nepuoouueckuil napanuy — 3a001e8aHue, Xapakmepusyloujeecsi Nepuooudecku no8MmMopAUWUMUC

npucmynamu pe3kou ciabocmu Molidly myiosuya U KoneuHocmetl (RapoKCUMAIbHOU MUONLE2UL) NPU HOPMATLHOU KOHYEHMPAYUU Kaaus
68 CbIBOPOMKE KPOBU.

K pazeumuro oannozo 3abonesanus npusoosm mymayuu ¢ cenax KCNE3, CACNL1A3 u SCN4A.

B o6pasue JIHK ob6cnenyemoit mpoBeA€H mouck myrtaiui B 5k30He 13 rena SCN4A metogom
MPSIMOTO0 AaBTOMATUYECKOTO CEKBEHUPOBAHMS.

MyTanuu He BbIsiBJeHbI (BapuaHT N/N).

AOHK ®.1.0. reH SCN4A, 3k30H 13
205 c.[=];[=]

[lony4yeHHblii pe3yabTaT HE MCKIOYACT TMOJIHOCTHIO JIMAaTHO3 «HOPMOKAJIMEMUYECKHM
NEPUOANYECKUAN Mapainyay y 00cieayeMoil, Tak KaK TEOPETHUECKH BO3MOXKHO Hailugue Oonee
penkux mytanuii B reHe SCN4A (B npyrux sk30Hax — cM. npoduiia NeNe 7898 u 7603), a Takxke —
mytanuu B Apyrux renax — KCNE3 u CACNL1A3.

PexoMeH1I0BaHO pemuTh, BOMPOC € JIeYaIlldM BpadyoM O I€JeCO00pa3HOCTH MPOIOJDKCHUS
oOciiemoBaHusl.

[lenecooOpa3Ho Takke pPEHIMTh BOMPOC O TMPOBEAECHUU DK30MHOTO CEKBEHUPOBAHMS,
MO3BOJISIONIETO MPOBECTH OJHOBPEMEHHBIN MOUCK MyTaluil B OoJbiiom yucie reHoB. B OO0
«HezaBucumas nmaboparopuss MHBUTPO» nannoe wuccnegoBaHWe B HACTOSIIEE BpEMsl HE
MPOBOJAUTCH.

[Tpu HEOOXOIUMOCTH TIOJTYYESHUS JOTIOTHUTENILHON MH(OpMAIuu 1o pe3yibTaTaM 00CiIeIOBaHUS
PEKOMEHIYeTCSl KOHCYJIbTAlMSI Bpauya-TeHETHKA.
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