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Beeoenue

HecmoTtpst Ha MHOTONETHIOI HCTOPHIO A3BeHHOro KonuTa (SIK) sTnonorus u marorenes 3abosieBaHUS
JI0 HACTOSIILET0 MOMEHTa OOJIBIIMHCTBOM aBTOPOB PaCcLIEHUBAIOTCS KaK Majlou3ydeHHbIE. TeM He MeHee, He-
OCIIOPUMEIM SIBIISIETCS MHOTO(AKTOPHBIN XapakTep sTHomnarorene3a K, KOTOpbIA pa3BuBaeTcs MpU HaIU-
YUH OIpENeNICHHOM KOMOMHALMU SK30T€HHBIX M HAOTEHHBIX (akTopoB. B Hacrosiiee BpeMs BBISBICHBI
MHOT'OYHCIICHHBIE (DaKTOPbI, MOATBEPKIAIOIINE POJIb TeHETHYECKUX MexaHu3MoB B passutuu SK. Ilpone-
MOHCTPUPOBAHO, 4TO 3a00JieBaHME IPEJCTaBIsieT cOO0OH MOJENb HEMEHIIENIEBCKOTO THMA HacjeIOBaHUs M
SIBJIICTCS] TCHETUYECKU T'€TEPOTCHHBIM 3a0oseBanueM [ 1, 2]. Bo3M0xHO, 4TO T€TepOreHHOCTh TaHHOW 1MaTo-
JIOTMM JETEPMUHHUPYETCS accoLUanyeil 1eioro psaa reHeTHYecKux MapkepoB. OHAaKO, HECMOTPSl Ha J0C-
TUTHYTHIN IPOTPecC B U3yUCHUH HACIeACTBEHHBIX (hakTopoB AK, monck reHoB, onpenensomux npeapacio-
JIO’)KEHHOCTH K IaHHOM MaTOJIOTHH, MPOAO0IKAETCS U B HACTOALIEE BpeMsI.

B cBs3u ¢ 3TMM NEpCHEKTUBHBIM OOBEKTOM HCCIEHOBAHMS MPEACTABISIIOTCS TeHbl (epMEHTOB OHO-
TpaHC(HOPMALUUKCEHOONOTHUKOB, KOTOPhIe OTBETCTBEHHBI 3a MPOLECCHl TOKCU(UKALMH U JEeTOKCUPHUKALUT
Yy»XEPOJHBbIX coeuHeHui [3]. B aToM 1mutane unTepec Bhi3biBaeT reH N-aretuintpandepassl 2, ¢ y4acTHeM KO-
TOPOH B IIEYEHN META0OIM3UPYIOTCS HE TOIBKO MHOTHE JIEKAPCTBEHHbIE CPEICTBA (M30HUA3UA, CYIb(paHMIaMH-
Ibl, THApalia3uH, HOBOKaWHaMK[, aMpHUHOH, KO)eHH, HUTpa3enaM M JIp.), HO ¥ IIHPOKO paclipocTpaHEHHbIE 3a-
TPSI3HUTENN OKPY>KalolIei cpenbl (0eH3nIuH, aMuHO(II0OpeH, 4-amuHoOnbeHm, B-HaQTUIaMIH, apoMaTH-
YecKHe aMUHBI U Jp.), KaHIIEpPOT€HHBIE BEIIECTBA, COJEP KAIIIMECs B MUILE M TADAYHOM JIbIME, a TaKXKe HEeKOTO-
PpbI€ BHIOTEHHbIE COeAMHEH s (CEPOTOHMH, TUCTaMuH, 1odamuH) [4].

Ienw

Nzyunts nonumopdusm rena NAT2 y 3m0poBbix 100poBoiblieB W nanueHToB ¢ K u ycTaHOBHUTH
B3aMMOCBS3b U3ydaeMbIx mosumopdusmonsresa NAT2 ¢ SK.

Mamepuan u memoowt uccnedosanus

B uccnenoBannm npuHsin yuactre 30 310poBbIX 100poBobieB ['oMenbeckoro pernoHa u 46 marueH-
toB ¢ K. Y3 HUX cpemu 310poBEIX n00poBobieB 0buto 13 (43,33 %) myxumH u 17 (56,67 %) KeHIMH B
Bo3pacte oT 22 10 55 net (M = 40,50; 95 % JIU1: 35,00-46,00), cpenu 6ompHBIX AK — 22 (48 %) My)4uHbBI
1 24 (52 %) XeHIIMHBI, BO3pAcT KOTOPHIX BapbupoBai ot 18 mxo 77 setr (M = 39,00; 95 % JIU: 32,12-46,00).
Huarno3 K Bo Bcex ciryyasx umen Mopdonornieckoe noarsepxkiaeHue. Bee 3] He mMenn KIMHUYECKHX
CHUMIITOMOB 3a00JIEBaHHUS JKEITyJOYHO-KHIIIEYHOTO TPAKTa, HE TIOABEPrajCh a0IOMUHAIBHBIM XUPYPTHUECKUM
BMEMIATEILCTBAM M He MPUHIMAITH JIEKAPCTBEHHBIX CPEACTB B TEUCHNE HE MEHEE TPEX MECSIIEB J0 BKIIOUYEHHS B
uccrnenosanue. Bee 00ciienoBaHHbIe HHAMBUBI SIBJSUIMCH €BPOIIEOMIaMHU 1 HE COCTOSUIN B POJICTBE.

Uccnenopanne monmumopdubix BapuantoBT341C, G590A, G857A, C282T, C481T rena NAT?2 Bhimon-
HSJIOCH C TIOMOIIBIO METOZA MOJIMMEPA3HOH IIEMHOM PEaKINK MTyTeM aHaJIH3a MOJMMOpQH3MAa JTHH PECTPHUKIIU-
OHHBIX (hparmenToB aMIuMKOHOB ([1/IP®-ananu3). Beinenenne [THK u3 00pa3iioB 1eiabHOI KPOBH TPOBOAMIIOCH
C MOMOILBI0 KoMMepueckoro Habopa «Genomic DNA PurificationKi» ¢upmsr «Fermentasy, Jlutsa. [lonnmepas-
Has LelHas peakysl BBIIOMHAIACH pH ucnoib3oBaHnu cMecu «DreamTaqTGreen PCR MasterMix (2X)» ¢up-
Mbl «Fermentasy, JIutBa. Bce pectpukrasbl mpomsBeneHsl ¢upmoii «Fermentasy, Jluta. O603HaueHNE OIHO-
HYKJICOTHTHBIX 3aMeH (SNP) Hconb30Baioch B COOTBETCTBHE ¢ HOMEHKIIaTypoit I enroro banka NCBI.

Cratuctiueckas o0pabOTKa pe3yJbTaTOB HCCIICAOBAHUS TPOBOJWIACH B OIEPAlMOHHON cpeje
«Windows-XP» ¢ ucronp30BaHHEM NakKeTa NPUKIAJHBIX porpamm «Statisticay 6.0 u «Popgen 32», CILA,
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«Medcalcy, benbrus. CooTBeTCTBHE pacIipeieNieHNs] KOIMYSCTBEHHBIX PU3HAKOB 3aKOHY HOPMAJIBHOTO pac-
npeeNieHus OLEHUBAIOCH ¢ TToMouIbio TecToB lamnpo — Yuka n Konmmoroposa — CmupHOBa. 3HaueHUs HO-
Kazareneil mpeacraBieHsl kak Menuana (Me) u 95 % noBepurenbHblil nHTEpBan (95 % [AW). Ilpn anamuze
NEPBUYHBIX JaHHBIX CPAaBHEHHE HE3aBUCHMBIX BBHIOOPOK IO KauyeCTBEHHOMY (OMHApHOMY) MPHU3HAKY IIPOU3-
BOJIMIIOCH C IIOMOIIBIO JBYCTOPOHHETrO TecTa TOYHOTro Kpurepus ®umepa, ¥* u ¥ ¢ nompaskoii Merca Ha
HETNPEPHIBHOCTD Bapuanuu [5]. CTaTucTuyeckr 3HaUMMBIMU CUATAIIUCH pa3nuyus npu yposHe p < 0,05.

Pezynvmamot uccieoosanus u ux oocyxncoenue

[Tpu npoBenenny reHOTUNHPOBaHUS 110 TeHy NAT2 BBISABICHO OTCYTCTBUE acCOLMAIMU HOIUMOP(QHBIX
BapuanToB T341C, G590A, G857A, C282T, C481T c npenpacnonokeHHOCThIo K pasutuio K (tadnmma 1).

Tabnmumna 1 — Pacnpenenenue rerotunos nmomuMopdubix BapuanToB reHa NAT2 y manmentos ¢ SIK u 3mo-
POBBIX JOOPOBOJIBIIEB

R — SIK 310pOBBIE TOOPOBOJIBIIBI 20
KOJIMYECTBO |  YacToTa KOJINYECTBO | 4acToTa
G857A
GG 44 0,957 28 0,933 0,005; 0,95
GA 2 0,043 2 0,067 0,005; 0,95
C481T
CC 20 0,435 10 0,333 0,421;0,52
CT 18 0,391 15 0,500 0,491; 0,48
TT 8 0,174 5 0,167 0,054; 0,82
C282T
CC 21 0,456 15 0,500 0,20; 0,89
CT 21 0,456 12 0,400 0,06; 0,81
TT 4 0,088 3 0,100 0,052; 0,82
T341C
TT 17 0,370 10 0,333 0,007; 0,93
TC 22 0,478 15 0,500 0,002; 0,96
CcC 7 0,152 5 0,167 0,021; 0,88
G590A
GG 23 0,500 16 0,533 0,002; 0,96
GA 19 0,413 12 0,400 0,016; 0,90
AA 4 0,087 2 0,067 0,014; 0,91
3axknrouenue

Takum 00pazom, NPOBEICHHOE UCCIIEIOBAHNE TIO3BOIMIIO OIYUUTh CICIYIOLINE 6b1600bL:

1. Homumopdusie Bapuantsl 1341C, G590A, G857A, C282T, C481T rena NAT2 He BIUSIOT HA TeHe-
THYECKYIO ITPEAPACIONIOKEHHOCTh K pa3BuTHio K.

2. llpu npoBeneHnn (hapMaKOreHETHUECKUX HCCIIeIOBAaHUI TeHOTHIMpoBaHue 1o momuMopdmmy NAT2
HA/IJISKUT UCTIONB30BATh IS BRISIBICHUS ITPEJUKTOPOB PA3IMUHbIX 32a00JIeBaHNH.
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Beeoenue
HeGnaronpusiTHoe BO3IEHCTBUE IKOJOTHYECKOro (JakTopa Ha OpraHM3M 4YesIOBeKa IPOI0JDKAeT OcTa-
BaTbCA OCTpO HpOGHeMaTI/IT-IHBIM, HeCMOTpr Ha COXpaHeHI/Ie / y_IIyT-IIHeHI/Ie COIII/IaHLHO-MaTepI/IaHLHOFO CTaTy-
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