94 | SHpoKpuHHaa xupyprua / Endocrine Surgery SHAOKPMHHAA OHKOJ10T A

BJIMAHUE TEHETUYECKOIO NOJIMMOP®U3MA MO RS662 rEHA

NMAPAOKCOHA3bI-1 HA YPOBEHb AAUMNOKNHOB U MMOKVUHOB B KPOBU Y AETEUN @

Check for
updates

C OXXUPEHUEM

© I.L. Tymanan'*, A.B. Wectonanos??, B.B. laBbigos?

'®IbOY BO «PocToBCKUI rocyfapCTBEHHbIN MEAULIMHCKII YHUBepcuTeT» MuH3gpasa Poccun, PocToB-Ha-[loHy
2QreY «HMUL sHaokpuHonorum» Munsgpasa Poccum, MockBa

3OrAQY BO «Poccuincknii HaLMoHanbHbI MccneqoBaTeNbCKUN MeAULIMHCKIIA YHUBepcuTeT um. H.M. NMuporosa»
Mwun3gpaa Poccnn, Mocksa

AKTYAJIbHOCTDb. K HacToswweMy BpemeHn ycTaHOBNeHO 6onee 100 reHOB, KOTopble CBA3aHbl C oXMpeHrem. OueBugHas posib
Cpeay HUX NPUHAJIEXXUT reHeTUYECKOMY NONMMOpdU3My GepMeHTOB, y4acTBYIOLLMX B METAOONM3ME NMUAOB, K YNCTY KOTOPbIX
OTHOCKTCA NapaokcoHasa-1 (PON-1) nmetowan TkaHecneLmdrueckyto nokanvsaLumio B opraHnu3me. JKCNPeccus pasfimyHbiX Bapu-
aHToB reHa PON-1 (nonnmopdn3am rs662) ConpoBoXxgaeTcA M3MeHEHEM aKTVBHOCTM NapaokcoHasbl B Kpou. DepmeHT nposasnset
NaKTOHA3HY10, MEPOKCMAA3HYI0 Y apuaCTepPasHyto akTMBHOCTb. OH NPYHUMAET yyacTre B pacrafe nepekmcei IMnmnaos, B TOM YNC-
ne copeprkatumxcs B coctase JIMBI. MapaokcoHasa Katanusupyet rugponus Tpuauunruueponos (TAT) B coctase JIMHI. C nogo6-
HbIMW CBONCTBaMM CBA3aHbl €r0 aHTVOKCUAAHTHbIN 3bPEKT, a Takke NPOTVBOBOCMANTENIbHOE 1 aHTUCKIIEPOTUYECKOe AeCTBYE.
OpHako 10 HacTOALLEero BPeMeHH BCe elle OCTaeTcA He ACHbIM XapaKTep B3aMMOOTHoLeHNA nonumopdrama PON-1 ¢ nokasate-
NISIMY IMNMAHOTO OOMeHa 1 SHAOKPUHHON GYHKLMM Me3eHXMMAJbHbIX TKAHEN B AETCKOM U MOAPOCTKOBOM BO3pacTe. B 3Tol cBA3n
Liefiblo AHHOTO UCCNef0BaHNA ABUIIOCh M3yUeHne B3aumocBasm nonumopdusma PON-T (rs662) c xapakTepom CABUroB B cofep-
»KaHuM aAnMNoKNHOB, MUOKMHOB U MOKa3aTenen nMnuaHoro obmeHa B KPOBU Y ieTell 1 NOAPOCTKOB Pa3HOro Mofa C OXMpPeHNEM.
MATEPWUAJIbl U METO/AbI. Y 100 300p0oBbIX AeTel 1 NOAPOCTKOB pa3HOro nosa u 100 nx CBEPCTHUKOB C OXKMPeHUeM 6bino
NpoBeAeHO reHeTMYeCcKoe 1CCeoBaHMe MO OLEHKe OfHOHYKNeoTuaHoro nonmmopdusma reHa PON-1 (rs662). B cbiBopoTke
KPOBY NPOBOAMSIOCH ONPEAENIEHNE NOKa3aTese IMNMAHOrO OOMeHa, akTUBHOCTM aMUHOTPaHCchepa3s (anaHMHamMMHOTpaHCde-
pa3bl U acnapTaTaMUHOTpaHchepasbl), a Tak»Ke NeNTUHA, aAUNOHEKTVIHA, PE3NCTUHA, anesiHa, UPUCKHA, aAUNCUHA, MUOCTATUHA,
FGF21, ocTeoKkpurHa 1 OHKOCTaT1Ha MeTogom MynbtunnekcHoro OA, a Takxke acnpocriHa — MMMYHOGEPMEHTHBIM METOLOM.
PE3VYJIbTATbI. ¥ romo3urot no annenn Arg192 orpaHMunBaeTCA pa3BuTMe OCNOXKHEHUI OXMPEHUA Y ManbUunKoB 1 Npeay-
NPeXXaaeTca NX BOSHNKHOBEHWE y feBoyek. [Mpu agpyrux BapraHTax reHotmna PON-1 (reHotunbl GIn192/GIn u GIn192/Arg)
B OpraHu3me aeBouek GopMUPYOTCA 3alUUTHbIE MeXaHM3Mbl, HarnpaBfieHHble Ha NPeayrnpeXXaeHne OCOKHEHUN NPU OXK-
PEHUU U NX BbIPaXKEHHOCTU. Y ManbunkoB ¢ reHoTnnom GIn192/GIn npu oxunpeHnn BbiaBNAOTCA Oonee BbiparkeHHble CABUMA
CO CTOPOHbI MOKa3zaTenen MMNMAHOrO 0OMeHa, NPOABEHUS afbTepaLun 1 YBEIMYEHNE MACChl >KUPOBOI TKaHW, a y AeTel
1 NOAPOCTKOB C reTePO3UroTHbIM reHoTunom GIn192/Arg, ycnnmnBaroTca NpoLieccbl ateporeHesa.

3AKJTIOMEHUE. Pe3ynbTaThl MpoBeAeHHbIX NCCeAoBaHUM NO3BONAIOT NPUNTA K 3aKTIOUYEHWIO O TOM, YTO Y AeTel 1 NOAPOCTKOB
¢ reHoTunom Arg192/Arg orpaHMuMBaETCA Pa3BUTVE OCSIOXKHEHWI OXMPEHVA Y MaNbuyMKOB 1 NpeaynpexaaeTca Nx BOSHUKHOBE-
Hue y feBoyek. OLeHMBasA BO3MOXKHbIE NMPUYMHbI flaHHOTO GeHOMEHa, CrieflyeT 3aMeTUTb, YTO NOABEHVE B reHOTUMNE ABYX ajnesnei,
KOAVpYOLWMX NONMNENTUAHYIO Lienb GpepMeHTa C aprHHOM B 192 MONOXeHUr, CoCOOCTBYET MOBBILIEHMIO aKTUBHOCTY Mapa-
OKCOHa3bl. [MpUHMManA BO BHYMaHWe COBPEMEHHbIE NPeACTaBEHNSA O POAY 3TOro pepMeHTa B MNNUAHOM 0OMeHe, MeTabonmsme
NUMNONPOTENHOB KPOBW 1 PErynAaLMmN CKOPOCT CBOOOAHOPaAMKabHbIX MPOLECCOB B HUX, CTAHOBUTCA MOHATHOW NpUYKHa obHa-
py>keHHOro ¢peHomeHa. BMmecTe ¢ Tem, cneflyeT 0co60 OTMETUTD, UTO aHHbIN FEHOTWMN BCTPEYAETCA 3HAUNTENbHO PEXKe APYTYX.
Mpwn opyrx BapuvaHTax reHoTvna no nonumopdusmy rs662 PON-1 (reHotunbl GIn192/GIn n GIn192/Arg) B opraHr3me geBoyek
bopMUpyoTCA 3aLLMTHBIE MEXaHW3MbI, HAMPaBNIEHHbIE Ha NPefyNpPeXaeHe OCIOKHEHUI MPY OXKUPEHNU, @ TaKXKe UX BbIpaXKeH-
HOCTW. Y ManburKkoB ¢ reHoTunom GIn192/Gln npu oxupeHun BbisBnAoTCA bonee BbipaykeHHble CABUM CO CTOPOHbI NOKasaTenen
nunugHoro obmeHa, GopmMMpyIOTCA NPEANOCHINIKA AJIA CHUXKEHUA akTMBHOCTU PON-1, MMEoT MecTo NposBneHns anstepauum
1 yBENUYEHWE MaCcChl XKMPOBOW TKaHW, OLieHBaemol no BennurHe SDS-UIMT. XapakTepHol 0CO6eHHOCTbIO MaIbUYMKOB C OXKupe-
HVIEM, UMEIOLLMX FETEPO3UTOTHBIN reHoTvn GIN192/Arg, ABNAETCA YCUNeHWe NpoLIeCcCOB aTEPOreHe3a B OpraHr3mMe.
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