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KOPPEJIHI_[I/IOHHI)IE/JI AHAJIN3 BIIMSTHAA KOMBUHAIIAM MY TAIIUIA
MHUTOXOHAPUAJBHOU JTHK HA TAPAMETPbBI COCTOSAHUSA KJIETOK

MUTOXOHAPHS — AWHAMHYHAs AByMEMOpaHHasi OpraHelia, Urpaolas KJIIUeBylo pojb B
MOJIIEP’)KAaHUH JKM3HECTIOCOOHOCTH KJICTKH U oOnaaaromias coocrBeHHbIM reHomoM (MTIHK), B
KOTOpPOM 3aKOJMpPOBaHbl HEKOTOpbIE Oenku nekrpoHTpaHcnopTHoi nenu (OTL) n anmapar ux
6uocunresa. OgHako u3-3a 6muzoctu k TL, KoTopas npoayUpyeT akTUBHBIE (POPMBI KMCIOPOAA
(ADK), mt/IHK xapakrepu3yercss BHICOKMM YPOBHEM MYyTallUi, KOTOPbIE 3aKPEIUISIOTCS BBUIY
CYILLIECTBOBaHUSl CPAaBHUTEIBHO NPUMHUTHUBHON CHCTEMBI penapanuud NoBpexaeHui [1].
Bcenencteue Oomprmoro umcna kormmidi MTHK kimeTkm xapakTepusyroTcsi reteporuiasMuei —
OJIHOBpEMEHHBIM cozepxkanueM mMyTaHnTHbIX MT/IHK u monekyn nukoro tuna. Bece 3to mMoxer
NPUBOIUTH K Pa3BUTHIO MUTOXOHAPHAIEHON TUCOYHKIIMH U CBI3aHHBIMU C HEH 3a00JI€BaHUSIMHU
[2]. Yka3aHHbIE BbIIIE 0COOEHHOCTH MUTOXOH/IPHAJIBHOIO T€HOMA YCIOXKHSAIOT BBISBICHUE CBSA3H
MEXJy MYTalUIMU M MEXaHM3MaMH pa3BUTHsI MATOJOTUH C MPUMEHEHHEM OTHOCUTEIBHO
MPOCTBIX METOJI0OB CTATUCTUYECKOH O0pabOTKM, 4YTO JIelaeT aKTyaldbHbIM IIOUCK HOBBIX
METO/0JIOIMUECKH MO/IX0/10B.

OObexkTaMu HACTOSIILIETO HMCCIEAOBAaHUSl BBICTYMAIOT HUOPHIIBI, CO3JAaHHBIE HAa OCHOBE
KJIETOYHOH JIMHUM OCTpOro MoHouuTtapHoro jeiikoza THP-1. Kaxxnas nunus conepxur ot 5 1o 10
mytanuii B reHax pPHK (m.del652G, m.1555A>G), TPHK (m.3256C>T, m.12315G>A),
kommuiekca III OTI[ (m.15059G>A, m.14846G>A) u xommekca [ OTI[ (m.3336T>C,
m.5178C>A, m.13513G>A, m.14459G>A). B uensx aHanuza COCTOSHUS KJIETOK ObUT M3ydeH
HIMPOKUI HaOOP mapaMeTPOB, BKIIOUAIOUINX BEIMYMHY MUTOXOHpUaIbHOro norennuana (A¥Ym),
cogepxkanue U penokc-unaekca HAJIH, ypoBeHb MHUTOXOHIPHAIBHOM MAacChl, CKOPOCThb
npoaykuuu 1uTo30ibHBIX ADPK (UTADK) u mutoxonapuanbHbix ADPK (MTADK), 6azoBoe
JBIXaHUE U JIBIXaHUE B IPUCYTCTBUH OJIMTOMHIIMHA A, a TaKXe COAEPKAHUE BOCCTAHOBIEHHOTO
rmytarnona (GSH) u ypoBenb Mutodaruu. AHaIU3 ¢ UCIOIB30BAHUEM MTapHOTO KOA(PPUIIUEHTA
koppemsaunn CrnupMeHa Mokas3all CBsI3b PAacCMaTpPUBAEMBIX IMapaMeTpOB JIMIIb C HEOOJBIINM
KonuuecTBoM myTtanwmii: conepxkanue GSH — m.del652G, m.1555A>G u m.3336T>C; BenuunnHa
A¥Ym - m.14846G>A u m.5178C>A; ckopocts mnpoxykuun MTADPK — m.14846G>A;
MUTOXOH/IpHaJIbHAas Macca U Jipixanue npu omokupoBanuu AT®-cunTtaszsl DT — m.12315G>A.
Onnako HaOmofaeMbple MEXIY JHMHUSAMH pa3iMyus [O3BOJISAIOT TPEANOJI0KUTh BIUSHHUE
pa3IMYHbIX KOMOMHAIUI TOBPEXACHUNH MUTOXOHPUATIHLHOTO FTeHOMA Ha KJIETOUHBIM METa0O0IN3M.
Jis  mpoBepkH 3TOro ObUI BBINOJHEH pacyeT 4YacTHBIX KO3(p(UIMEHTOB Koppensuui,
YUUTBHIBAIONIMX HAJIM4YUE JPYTrUX MyTalui ¢ (ukcanuei uX Ha MOCTOSIHHOM ypoBHe. [Ipu sTom
Obul BBHIOpaH TOAXON C ONpeAereHHeM KO3(D(UIIMEHTOB AEeTepPMUHALMU TIOJNHBIX JIMHEHHBIX
perpeccuil u 6e3 n3ydaemMoil MyTalMu. DTO MPHUBEJIO K YBEIMYEHUIO KOJIWYECTBA BBISBICHHBIX
Biaustonnx nospexaeHuit MtIHK: nns conepxxanust GSH 3HaunMbIMM OKa3aiuch BCE MyTalluu
kpome m.5178C>A; mia AYm — m.12315G>A u m.5178C>A; 1151 MUTOXOHIPHUATTBHON MacChl —
Bce MyTanuu, kpome m.14846G>A u m.5178C>A; nns cogepxxanust HAJ/IH — Bce myTanuu, a ans
penokc-unnekca HAJIH — Bce myraumum, kpome m.5178C>A; nnst ypoBHS MuUTOdaruu —
m.del652G, m.3256C>T, m.12315G>A, m.3336T>C u m.14459G>A.
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