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Anb”oranus

Benok NBAS sBnsiercst yactbto komruiekca curtakcuta 18 (STX18), Hapyiienne GyHKUMM KOTOPOTO MPUBOLUT K PA3IMUHBIM
MaTOJIOTMYECKMM COCTOSIHUSIM, OfHO 13 KoTopbix — SOPH-cuuapom. MccienoBanne 6enka NBAS 6yneT BecbMa akTyaJbHbIM U CITO-
COOCTBYET PACKPHITHIO MOJIEKY/ISIPHBIX MEXaHM3MOB TMaToreHesa u HyHAaMeHTaIbHbIM MCC/IEMOBAHVSIM C 1IE/IbIO BBISBIEHWSI TEpANeB-
TUYECKUX TAPTeTOB JAHHOTO 3a60JIeBaHsl.

Abstract

The NBAS protein is part of the syntaxin 18 (STX18) complex and its dysfunction leads to various pathological conditions, one
of which is SOPH syndrome. The study of the NBAS protein will be very relevant and will contribute to the disclosure of the molecular
mechanisms of pathogenesis and fundamental research to identify therapeutic targets for this disease.

SOPH-cuHIpoM — MOHOreHHOe 3a60jieBaHMe C ayTOCOMHO-PELIECCMBHBIM TUIIOM HACIeIOBAaHMS, /11 KOTOPOT'O
XapaKTepHbI HUSKMI POCT, aTpodust 3pUTETbHBIX HEPBOB, MEJIbI€POBCKAst aHOMAaJTVS JIEMKOIMTOB. B momyssiimm KyTOB
Pecrry6mmku Caxa (SAkytust) Berpeuaercs ¢ yacroroit 18 : 100 000. BeisbiBaeTcst MmyTalmei, JJokaansoBaHHou B G5741 —
— A (R1914H) C-trepmunase rena NBAS. Bestok NBAS siBnisteTcst uacTbio komiuiekca cuatakcua 18 (STX18), koTopsiit
Y4YacCTBYeT B PEeTpPOrpaJHOM TPaHCIIOPTe Be3uKkysa u3 arnmapara [onbasku (al’) go sHAomIa3MaTu4eckoro peTuKyIyma.

Herexuns 6enka NBAS nukoro Tumna B pubpobiacrax
KOXXU: a — M3MepeHye 0011Iel KOHIeHTpaluy GeJika
B JIM3are KJeTok 1o bpandopny, 6 — anekTpodopes
Ha MOVAaKPUIAMUIHOM Tejie, 86 — UMMYHOBIOTTUHT
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Llenbio paborsl siBisteTcst onpenesieHe 6emka NBAS B pubpobiactax KoKM yesioBeKa 1 KJIeTOUHbIX JnHUsSX Hela.
[TepBuuHbIE KY/IBTYPbI (pUOPOGIACTOB KOXKM ObLIM MOTYUEHbI Ha 14-e CyTKM MOCJIe TTOCagKy OMorTara Ha Jyally neTpu.
51 KyJIbTUBMPOBAHMS UCIIOJIb30Basiach cpefa DMEM ¢ BBICOKMM COfepsKaHMeM TJTIOKO3bI M MUpyBaTa HaTpus (¢ mo6aB-
JieHueM 6bIubeii CBIBOPOTKM M CMECH aHTUOMOTMKOB), MHKY6a1ms mpoBoawiack B 37 °C comepskanmem CO 5 %. s sn-
31ca KJIeTOK 6bUI ucrosb3oBaH 6ydep RIPA. Murnburop mporeassl PMSF mo6aBnsiics HEMOCpenCTBEHHO Tepe JIU3u-
coMm. [IJiT KOMYeCcTBEHHOTO aHaM3a ob1iero 6eka 6bu1 MpuMeHeH Metop 1o bpandopny. [Ty u3 BbieIeHHbIX GETKOB
ObLT pasmesied Ha 7,5%-M rmosmakpmiIaMuIHOM rejie ImyTeM aekTpodopesa. IlepeBon 6GeskoB ¢ resis Ha MeMOpaHy 6buT
MIPOBEEeH MOKPBIM METOIOM C MCIob3oBanuem PVDF-mem6pansi. 11 MMMYHOGIOTTMHTA MCIIOIb30BAIMCh TEPBUYHbBIE
anturesna Anti-NBAS nmonmkionanbhbie, Kposnubi, Abcam (CLLIA), BropuuHble aHTUTEIA IPOTUB KPoJnKa, Servicebio.
Ha pucyHke BugHO paspmesieHue GesikoB pasHOro pasmepa. Ha yposHe Bbiire 260 k/la BusyanmsupoBascst 6emok NBAS,
YTO CBUAIETEJIbCTBYET O €I0 XOPOILIEH SKCIIPECCHM B KIETKAX Y 3[0POBOr0 MHAMBMAA. TakyKke OH ONpeesisyiCs U B KJIeTKaxX
Hela, uTo roBOpuT 0O 3HAUMMOCTY HAHHOTO GeJiKa B PasHbIX TUIAX KJIETOK. [IpOmo/sKaroTCs MCCaenoBanusl, TOCBSIIEH-
Hble aHam3y akcnpeccun 6enka NBAS B ¢mbpobaacTax Kosku, moaydeHHbIX OT 60mbHbIX SOPH-cuHgpomomMm, 1 BRiIaga
myTaiyn c.5741G>A B ren NBAS, skcripeccupyrommii JaHHbIN 6€JI0K.

[Mocnenyoiiiee nsyueHne qaHHOrO Gesika M B3aMMOAEHCTBYIONIMX B KOMILIEKCE C HUM GEJIKOB B I1aTOJIOTMYECKUX
COCTOSIHUSIX, HarpuMep Y 60sibHbIX ¢ SOPH-cuHapomoM, 6yaeT BecbMa aKTyajJbHbIM M CIIOCOOCTBYET PaCKPbITHIO MOJIe-
KY/ISIDHBIX MEXaHU3MOB MaToreHesa u (GpyHJaMeHTabHbIM MCCIENOBAHNSIM C [€JIbIO BbISIBJIEHUS] TEPANIEBTUUECKUX Tap-
reTOB JAHHOTO 3a60/IeBaHMS.
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