INVITRO

®PNo
Mon: My
Bospacr: 15 ner
NH3: 999999999
[aTa B3aTus1 obpasua: 09.08.2021
[JaTta noctynneHuns obpasua: 10.08.2021
Bpau: 23.09.2021
[aTa neyaTtu pesynbTaTa: 25.09.2021
NccnepoBaHue PesynbTaT KoMMeHTapuit
eH SCN4A m. CM.KOMM MpoBoANNOCh UCCNefoBaHME Ha NPeaMET BblSIB/IEHNUS

rMnepkanMeMmMyeckoro nepuoanYecKoro napanmya B ak3oHax 13 u 24.
Pe3ynbTaT npuniaraeTcs Ha OTAENbHOM B/1aHKe.

BHuMaHne! B a3neKTpOHHOM 3K3eMnnsipe 6/1aHKa Ha3BaHUE UCCef0BaHNS COAEPXMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/c onucaHnem nccnenoBaHms.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJIAKOTCA ANArHO30M, Heobxoanma KOHCYJ/1bTauus Crieunasincra.

M.M. / Nognuck Bpaya
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Onncanue pe3yJibTaTOB UCCJIET0OBAHUSA
VIH3 999999999

®.1.0., 2006 r. p., oocnenoBainca B OO0 «HezaBucumas naboparopus MHBUTPO» c uensio
noucka Myrtauuid B 3k30Hax 13 um 24 rena SCN4A, mnpuBOoAsIIMX K BO3HUKHOBEHUIO
THIEPKATMEMUIECKOT0 TTeproarndeckoro napanuyia (mpopuias Ne 7898SCN4A).

T'unepxanuemuueckuii nepuooutecKuil RAPAIUY - NEPUOOUYECKU BOSHUKAIOWULL NAPATIUY, CONPOBOHCOAWUTICA NOBBIUEHUEM YPOSHS
KAaaus 6 Kposu 60 8peMs npucmynd.

Knaccuueckue eapuanmul 3a601e6aHus OMHOCAMCA K epynne 00Ne3Hell UOHHBIX KAHAN08 CKENIeMHbIX MblilYy U 00YCL081eHbl HAPYUEeHUEeM
DYHKYUOHUPOBAHUS HAMPUEBHIX, KATLYUEBBIX U KATUESHIX KAHAN08. Hmo2om 3mux HapyuleHutl A61s1emcsa u3MeHeHue mpancnopma ux
UOHO8 Uepe3 MbIUEUHYIO MEMOPAHY U YOTUHEHUEeM Npoyecca ee OenoaApU3AYUL.

IIpu 6uoxumuyeckom ananuse Kpogu 6 MOMEHmM NPUCHYNa ommeyaemcs nosvluenue yposus kanus. Hapsaoy c smum 6o3modrcnsvl ayuoos,
eunepxiopemus u cuudxcenus pH mouu. B meuenue amaxu modxcem 6vims HeKOmopoe ygenuyenue yposusa kpeamun@ocpoxunazel. Tun
Haciedoganus 3a001e6anus - AyMoCOMHO-OOMUHAHMHBIL, M.e. Ol B03HUKHOBEHUS KAUHUYECKUX CUMNIMOMOS OOCHAMOUHO HANUYUL
Mymayuu 6 00HOM 2eHe U3 napbl.

K pazeumuro dannozo 3abonesanusn npusoosm mymayuu 6 2cenax KCNE3, CACNLIA3 u SCN4A.

B o6paszue JIHK oGcinemyemoro mpoBenéH MOMCK MyTaluid B 3k30HaX 13 m 24 rena SCN4A
METOJIOM MPSIMOT0 aBTOMATUUYECKOIO0 CEKBEHUPOBAHMUS.

BoisiBiiena myranum ¢.(2111C>T) (BapuanT mut/N) B rerepo3uroTHoM

COCTOSAHHUMU.
AHK ®.N.0. reH SCN4A reH SCN4A
3K30H 13 3K30H 24
160.1 c.[2111C>T;[=] | c.[=];[=]

[Tomy4deHHBIN pe3ynbTaT MOATBEPKIAACT IUATHO3 «TUNIEPKATUEMUYECKUIN IEPUOAUIECKUI
napainy» y oocneayemoro. Tuil Haciaen0BaHMs 3a00JIEBaHUS — AyTOCOMHO-IOMUHAHTHBIH.
BrisiBJieHHas MyTaiusi MOXKET ObITh YHACJIEIOBaHA OT OJHOTO U3 POAUTENIEH, TaK U BHOBb
Bo3HUKIIAs (de novo) y o0cieayemoro.

PexoMeH0BaHO KOHCYIbTALMS Bpaya-T€HETUKA [IJI PEIICHUS BOIIPOCa O TOM, KOMY €lIE U3
POJICTBEHHUKOB MOXXET OBbITh OKa3aHO aHAJIOTMYHOE 00CIeJOBaHHE.

[Tpu HEOOXOMMOCTH TOTYUCHHUSI TOTIOTHUTEIHFHOM MHPOPMAIIUHU IO pe3yJIbTaTaM 00CIIeTIOBaHUS
PEKOMEHIYeTCSl KOHCYJIbTALHMS Bpauya-TeHETHKA.

K.M.H., Bpau-reHeTnK ML.IL. / Ioanuck Bpaua



