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Beeoenue

Auetwistopusiii monumopdusm pepmenta N-aueruntpancdepassl 2 (NAT 2) ouens BakeH s dap-
MaKOTEpaIuy S3BEHHOTO KOIUTA. DTOT SH3UM WUTpaeT BEAYIIYyIO poiib B Onorpanchopmanuu cyibdacana3u-
Ha, ABJISIOIIETOcs 0a3MCHBIM JIEKaPCTBEHHBIM CPEJCTBOM IPH JICUCHUU AaHHOTO 3aboneBanus. DeHOTHUIN-
yecku noiauMopousm NAT?2 nposeisercs HATMYUEM B IIOMYJSALUHN OBICTPBIX U MEIJICHHBIX alleTUIATOpoB. C
pa3IyreM CKOPOCTH MPOIECCOB AlETHIIMPOBAHMS YAaCTO CBS3BIBAIOT Pa3BUTHE IMOOOYHBIX peakunii M He-
JOCTaTOYHYIO 3P (PeKTUBHOCTD JIEKApCTBEHHON TEepaIni.

Ilenw

M3y4enne 4acToThl BCTPEYAEMOCTH PA3IMYHBIX AllCTWISATOPHBIX (DEHOTHIIOB CPEIH TAIMEHTOB C SI3BCHHBIM
KOJIUTOM U BIIUSIHUE CKOPOCTH PEAKLIUI alleTUITMPOBAHMsI Ha OE30MacHOCTh MX TEpaItii Cylb(acana3snHoM.

Mamepuan u memoowt ucciiedoeanus

Beuto uccnenoraHo 79 manuMeHTOB ¢ S3BEHHBIM KOJUTOM (35 MykuuH U 44 KCHIMHBI) B BO3pacTe OT
18 mo 78 ner (Me = 42 rona; 95 % JIW: 38-46,56) u maccoii tena ot 46 no 117 kr (Me = 73 kr; 95 % JIU:
67,44—79,56), KOTOpbIC HAXOIMIKNCh HA JICYCHUH B FACTPOIHTEPOIOTHUECKOM OTACIICHUH yupekaeHus «[ o-
MeJbCcKas 001acTHas KIIMHUYECKast 0OJbHUIA». Bee 00sIbHBIE MTOIBEPTaIMCh CTaHAAPTHOMY O0CIIE0BaHUIO,
BKITFOUAroIeMy cOop kajio0 M aHaMHe3a, OLleHKY OOBEKTUBHOTO CTaTyCa, IMPOBeIeHUE Ta00PATOPHBIX, HH-
CTPYMEHTAJbHBIX (CHTMO- WM KOJOHOCKOIIHS) W MOP(OJIOTHYECKUX HCCIEOBaHWN (OIEHKa OMONTATOB
CIIM3UCTOM 000JIOYKH TOJICTOM KHIIKH).

Bce GonbHbIE SI3BEeHHBIM KOJMTOM HAaXOMWINCH HA JICYEHHH CyNb(hacara3nHOM B CTaHAAPTHOH /103e HEe
MeHee 2-X HeJlesb 10 MOMEHTa BKITIOUEHUS! B UCCIIEI0OBAHUE.

Onpenenenne penoruna N-aneTnupoBaHus TPOBOAMIOCH C MOMOIIBIO METOA BBICOKOA(PPEKTHBHOM
KUJKOCTHOU XpoMaTorpaduu ¢ yapTpadroiaeToBsiM oOHapyxkeHieM Ha ammapare «Agelent 1100». B kaue-
CTBE TECTOBOT'O IMpemnapara UCTONb30BAIM M30HUA3HI B Jo3e 10 Mr/kr macchl Tena. 3a0op KpoBH IPOH3BO-
WM 9epe3 3 Jaca mociie mpremMa npernapara. AUSTHISTOPHBINA (PEHOTHUIT ONPEessUTH KaK CKOPOCTh alleTH-
mupoBanus u3oHnasuaa (INH) u paccunThiBamm Kak OTHOIICHHE KOHIICHTPALUH B CHIBOPOTKE KPOBH aI[ETH-
3onnaszuaa (ACINH) k usonunasumy.

CratucTiueckyto 00paboTKy MOJIyYEHHBIX Pe3Yy/IbTAaTOB IPOBOAWIM C HCIIOJIB30BAaHHMEM MaKeTa Hpu-
KJIaJIHBIX CTATUCTUYECKHX mporpamm «Statistica» 6.0 u MeToaa paciierieH s CMEeCH MaKeTa mporpaMmm MHO-
TOMEPHOTO U oHOMepHoro aHanmm3a JaHHeiXx MOHAJIA [1]. Jlns aHanu3a pa3audus 9acTOT 3HAYCHUS Kade-
CTBEHHOI'O NPH3HAKa B JBYX BBIOOPKAX HMCIIOJL30BAJICS ABYCTOPOHHHUI TeCT TOUHOrO Kputepus Puiepa.
CrarucTruecKy 3HaYMMBIMU CUUTANIN pa3auuus npu yposHe p < 0,05.

Pezynomamut uccnedosanus u ux oocysicoenue

y MAlMEHTOB C S3BEHHBIM KOJIWTOM YCTAHOBJICHO HaIWYME OMMOIAIBLHOTO paclpelesieHHus aueTHis-
TOpHOTO (peHOTHIIA, XapaKTepusymomieecs: AByMsi nHtepBanamu otHomenus: R: (0-0,27]; [0,27-1). JleBsrit
WHTEPBaJl COOTBETCTBOBAJl MEUICHHBIM, a MPaBblii HHTEpBaJl — OBICTPBIM aneTunaropaMm. Ctatyc MeasieH-
HOro (heHOTHUIA aueTUIsATopa uMea Mecto y 63 (79,7 %) GONBHBIX C S3BEHHBIM KOJHUTOM, CTaTyC OBICTPOTO
anetwsitopa — y 16 (20,3 %) manueHTos.

HexenarenbHble siBICHUS OBUIM MPEACTABICHBI TAKUM KIMHUYECKUMH HPOSIBICHUSMH, KaK TOJOBHAs
00J1b, FOJIOBOKPYI)KEHHUE, TOIIHOTA, pBOTA U T. 1. OHU uMenu y 30 MalueHToB ¢ sI3BEHHBIM KoJuToM. CTaTyc
MEAJICHHOT0 (JEHOTHUIIA ALETHIISTOPAa UMEN MeCTO y 29 OONBHBIX, CTaTyc ObICTporo anerwistopa — y 1 ma-
IMEHTKH. Paznuums Mexy rpynmnamu cratuctudecku gocrosepHsl (p = 0,003).

[Monmy4yeHHbIe pe3ynbTaThl COTIACYIOTCS C JaHHBIMH, MOJNyYEHHBIMU JPYTUMH HCCiefoBaTensiMu. Ha-
npumep, A. K. Azad Khan ¢ coaBropamu [2] u K. M. Das ¢ coaBropamu [3] B CBOMX HCCIICIOBAHUSIX TaKIKE
MOKa3alli HaJM4Yhe acCOIMallii MEJUIEHHOTO ()eHOTHIIA aleTHIIUPOBAHUS Y MAIMEHTOB C SI3BEHHBIM KOJIH-
TOM C BO3HHKHOBEHHEM MOOOUHBIX 3(h(hekToB Ha (poHe mprema cyibdacanasuna (p < 0,05).

Buoieoowt

1. CooTHOILIEHUE MEAJICHHBIX U OBICTPBIX aLETHISITOPOB y MAIEHTOB C SI3BEHHBIM KOJIMTOM COCTABHUIIO
79,7 u 20,3 %.

2. HexenarenbHble siBiieHHs: HAa QOHE MpreMa cyib(acana3uHa Jailie BCTPEUaroTCs Y TeX MaIlMeHTOB C
SI3BEHHBIM KOJIMTOM, KOTOpbIe 001a1a10T (heHOTUIIOM MeuteHHoro aneTmwistopa (p = 0,003).
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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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