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Bonesnp Ilapkuncona (BII) — HeliponmerenepaTuBHOE 3a00JeBaHME, CBSI3aHHOE C MYTAlUsAMHU B
paznuyuHbIX reHax. OJJHUM U3 TaKUX T€HOB MOXKET ObITh reH GLUD2, nokanu30BaHHbIN Ha X-XpOMOCOMeE
U KOJMPYIOIIUIT MUTOXOHApUANIBHBIN (hepMEHT TTyTamataeruaporeHasy 2. Bapuanr c. /4927>G rena
GLUD?2 moxert ObITh cBsizaH ¢ pazButueM bII [1], HO ero pons B maToreHes3e BhI3BIBACT IUCKYCCUH B
HAy4YHOM COOOIIECTBE.

B nanHOil paboTe HCHONB30BaIMCh HMHIYLHWPOBAHHBIE IUIIOPUIIOTEHTHBIE CTBOJOBBIE KJIETKH
(UIICK), moiy4eHHbIe OT ManueHTa sxeHckoro noma ¢ bI1, rerepo3urorHoro no Bapuanry c./4927>G
rera GLUD2. UIICK Obutn pasneneHbl HAa JBE TPYIIIBI, OTIHYAIONIMECS aKTHBHBIM TOMOJIOTOM
X-xpomocomsl — X1 u X2. B pesynsrare HanpasienHo# quddepenipoku UIICK nByx u30reHHbIX
rpymn nanuedTa (X1 u X2) ¥ KOHTPOIBHOW THHAH B TO(paMUHEPTHUECKUE HEUPOHBI OBLTH MTOTYICHBI
peneBaHTHBIE KIeTKH i u3ydeHust BII. IlomyueHHbIE KydbTyphl KIETOK XapaKTCPH30BAIUChH
HanmureM cnenupuaHoro Mapkepa TH (THpO3HHTHAPOKCHIA3HI).

C noMoIbi0 MPHMKU3HEHHOW KOH(OKATbHOW MHUKPOCKOIHHU PEJICBAHTHBIX KJIETOK ObLTAa MPOBEICHA
OIlCHKa AKTHBHOCTH MHUTOXOHApHH. B KymbTypax modaMuHEeprudecKux HEWpoHOB rpymisl X1
HaOJIO/IaJIOCh CHIKEHHOE KOJIMYECTBO AKTHBHBIX MHUTOXOHJPHUI IO CpaBHEHHUIO C rpymmnoi X2 u
KOHTPOJBHBIMU KynbTypamu. C momomipio mpubopa Seahorse (Agilent) Oputa oleHEHa CKOPOCTH
norpedienust kuciopoaa (OCR) MUTOXOHIpHSIMHU, a TaKKe pe3epBHas JIbIXaTelbHas CIIOCOOHOCTH
(SRC). B rpynne X1 HaOmromannuch CHU)KEHHBIC MOKa3arenu 0azanbHOW M MakcumanbHOoW OCR m
SRC 1o cpaBHeHUIO ¢ rpynnoil X2 1 KOHTPOJIEM.

Takum o0paszom, BapuaHT c./4927>G rena GLUD2 nokanu3oBaH Ha aKTUBHOW X-XpoMocoMe B
rpynmne aMHui X1 ¥ accolMUpOBaH CO CHUYKEHUEM MUTOXOHIPHAJIBHON aKTUBHOCTU U HapylIEHUEM
OKHCIIHTEIFHOTO (pocHOpHIHPOBaHIS B TO(haMHHEPTHISCKIX HEHPOHAX, YTO MOXKET OBITh TPUIHHON
passutus BII.

Dunancuposanue: Viccnenosanue nojyiepxano rpantom PH®, Ne 23-15-00224.
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