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Pe3lome. B wuccrienoBaHuM paccMaTrpUBaINCh MEXaHM3Mbl JEHCTBUS M HaJndyue (EpMEHTOB:
aleTagbAerIeTHIPOreHasbl-2, MII0K030-6-pocdaTneruaporenassl, JakTasbl y JIOJCH, POAMUBIIMXCS B
CMEIIaHHBIX Opakax, yToObl 1o pe3ynsratram [IL[P-TecToB 0Ka3aTh BO3MOXKHOCTH Pa3BUTHA y HHUX
SH3UMUHIyIMPOBAHHBIX 3200JICBaHUI.

Kirouesbie cJI0Ba: depmeHTOmATHH, aneTanbIerueruIporeHasa-2, IJIFOKO30-6-
docharaerunporenasa, JaKrasa.

Resume. The research examined the mechanisms of action and the presence of enzymes:
acetaldehyde dehydrogenase-2, glucose-6-phosphate dehydrogenase, lactase in people born in mixed
marriages in order to prove the possibility of developing enzyme-induced diseases based on the results of
PCR tests.

Keywords: enzymopathy, acetaldehyde dehydrogenase-2, glucose-6-phosphate dehydrogenase,
lactase.

AKTyaibHOCTh. @DEpMEHTONMAaTUM W WX POJb B MEXaHU3MaxX JCUCTBHUS
JEKAPCTBEHHBIX CPEACTB SBIAIOTCA aKTyaJdbHOM 3anadeil Qapmakonmoruu. bone3nu
(hepMEeHTAaTUBHOIN HEAOCTATOYHOCTH YaCTO HACIEAYIOTCS CIIETUICHO C ONPEIeIEHHON pacoi
JOAIEN WM UX HAMOHAIBHOCTHI0. Oc000€ BHUMAHUE MPUBJICKAIOT PUCKU UX Pa3BUTHUS B
CMEIIaHHBIX Opakax. depMeHTONAaTHH, oOycloBlIeHHBIE  JeduiuTom 15810
HenepeHocumocTeio ['6D/I, AJIJII' 2, HEOZOCTATOYHOCTHIO JAKTa3bl YacTO SIBIISIIOTCSA
ATUOJIOTUYECKUM (PAKTOpPOM psijia MATOJOTUM, TaKUX KaK THUIOXpPOMHAasi aHeMus, pak
MUIIEBOA, THUIIOKCHUS, a TaKXe MPUYMHOM HENEPEHOCHUMOCTH pPsAJa JIEKAPCTBEHHBIX
CPEACTB.

Hean: ompeaenuts cocrosiHue, poib u Haaumuue depmentoB AJIJIT 2, T6D/IL,
JIAKTa3bl B OPTAHU3ME JIOAEH, MPEIPACIION0KEHHBIX K SJH3UMOTIATUSAM.

3agaun:

1. ChopmupoBats moHnuManue GepMEHTO3aBUCUMBIX 3a00I€BaHUIA.

2. OueHnuTh 3aBUCMMOCTh HaJIMYWsl SH3UMONATUWA Yy JIIOACH, POAUBIIMXCS B
HaIlMOHAJIBHO CMEIIAaHHBIX Opakax.

3. IlpoBecTu OIIEHKY aHaidu3a COCTOSIHUS (PEPMEHTATUBHBIX CHUCTEM Yy JIIOJEH,
POJIUBIINXCS B HAIIMOHAJILHO CMEIIIAHHBIX OpaKax.

4. I3yunTh BIUSEHUE JICKAPCTBEHHBIX NPEMNAPATOB HAa COCTOSHUE JIIOIEH C

474



ISBN 978-985-21-1695-4 WNunoBaru B menumae U Gapmarun — 2024
VJIK [61+615.1]:001.895(06)(476)

BBK 53+52.82

1 66

(hepMeHTOTIATHUAMHU.

Marepuansl u MeToabl. B nccienoBanre ObUIO BKIIOYEHO 87 4ETOBEK B BO3pacTe
otT 18 10 43 neT, poAUBIINXCS B HAIIMOHATIBLHO CMENIAaHHBIX Opakax, U3 KOTOphIX 49 uenoBek
— 3TO MY>KYUHBI ¥ 38 KeHIIUH. Y 76 uccienyemMbiX ObUT YCTAaHOBIIEH MOIUMOP(U3M T'€HOB,
y 11 u3Menenuss B (pepMEHTATUBHBIX CHCTEMax He ObLIM OOHapyxkeHbl. B kadecTBe
KOHTPOJISL UCTIONIB30BAUCH peepEeHTHBIE MTOKA3aTEIN aKTUBHOCTH (DEPMEHTOB.

OOcnenyeMble ObUIM pa3liefieHbl HA TPYIIBI B COOTBETCTBUM C HAJIUYHEM U
aKTUBHOCTBIO (pepmeHTOB: B rpynne 1 (n=44) uzyuanu Hanuuue mytaunu A143G (A1048G)
B rene ADH1B (ADHIC) meronom aBroMaruueckoro cekBenupoBanus JIHK; B rpynme 2
(n=31) - aktuBHOCTH ['6D/] in Vitro B BeHO3HON KPOBU U OYKKaJIbHOM 3MUTEIHNH; B TPy
3 (n=12) nakra3zHytwo HegocTaTouyHOCTH 10 TeHy MCM6 nsyuanu meronom I1[P.

PesyabTarel u ux odcy:xnenue. B 1 rpynne (n=44) y AJIII" 2 ycraHOBIeHa HU3Kas
(dbepMeHTaTUBHASA aKTUBHOCTH Yy 94% 00cienyeMbIx K KOHTPOJIO (41 denoBek).

N pe3yJbTaThl HCCJIeJOBAHUS
B KOHTPOJIb

00111eMHPOBOIi IOKA3aTeIb CPeIH a3UATOB

43%

Juarp. 1 — CpaBHeHHE OIIBITA C KOHTPOJIEM U OOIIEMUPOBBIM TOKa3aTeneM nonumopdusma AJIJII2

[eHeTHueCcKUM MOTUMOP(PU3MOM, KOTOPBIN PE3KO CHUXKAET aKTUBHOCTH (pepMeHTa
AJIII'2 w BauseTr Ha pPEaKIUI0 aJKoroJys, sBisieTcs BapuanT amnens AJIAI2%2,
00yCJIOBIIEHHBI ONHOTOUEYHON MyTaruen (ot G Kk A) B 5k30HE 12, 4TO NMPUBOAUT K
aMUHOKHUCJIOTHOMY 3aMmelnieHuto ¢ mrytamuHa Ha Jm3uH (E487K). M3-3a TerpamepHoi
npupoasl pepmenta AJIJII'2 myrtamus E487K mposBisieT TOMUHAHTHBIM HETaTUBHBIN
(heHOTHII U TOPaXKaAET KaK FETEPO3UTOTHBIX, TAK U TOMO3UTOTHBIX HHAUBUIYYMOB, HECYIIIUX
ajyielb ~ BapuaHTa. Y  HOCHTEJIEH  TOMO3UTOTHOro  reHoTturnoB AJIJAI2*2/*2 u
reTepo3urotTHoro resorunoB AJIJII'2*1/*2 aktuBHOCTh pepMeHTa cocTaBiseT okoio 0% u
17-38% oT HOpManbHOW aKTUBHOCTH COOTBETCTBEHHO. TaKoe pe3Koe CHHKEHUE KIIMPEHCa
alneTanberujia NPUBOJUT K HAKOIUICHUIO alleTalIbJIeTH/Ia B LUPKYISALUUA Ja)Xe MOocie
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YMEPEHHOT0 npreMa ankorofs. Bapuant AJII[2*2 BeI3bIBaeT CHHIPOM MPUITMBA AJTKOTOJIS,
KOTOPBIA XapaKTePU3yETCs MOKPACHEHUEM JINLIA, TAXUKAPAUEH, TOLIHOTON U HENPUATHBIMU
OIYUIEHUSIMU TIPU YIOTPEOICHUH aJIKOToisl. MOXKHO MPEeanoiioKUTh, YTO OMOAKTUBAIIUS
JIEKapCTBEHHBIX CPEICTB, KOTOPBIE B3aUMOJAECHCTBYIOT ¢ MUTOXOHApHainbHOU AJIJII" 2,
OyneT CHUXaTbCsi (HUTPOMIUIIEPUH, OHTWIOBBIM ankoronb). JleiicTBue wu3ocopOuaa
MOHOHHUTpaTa, aKTUBHPYIOUIErocs oA JeWcTtBrueM uuto3oiabHOM AJIALT 1, mo3Bossier
000WTH MeXaHU3MBbI Tepefaun npemnapara yepe3 AJIALT 2, TeM caMbIM BbI3bIBasl MPAMYIO
Ba30/IMJIATAIIMI0, CHUYKEHUE YPOBHSI TUIOKCUU U OJOKUPYS aKTUBHOCTH PAKOBBIX KIIETOK,
KoTopeie npu nonumopduzme AJIJIIT 2 BIUSIOT HA KaHIIEPOTEHE3 KENyJIKa, BbI3BAHHBIN
aJKOrojieM. YUHUThIBasi CUJIBHYIO CBsI3b Mexay nonumopduzmom AJIIT 2 u HekoTOphIMU
BUJAMU paKa, CBA3aHHBIMH C aJKOTOjeM, CKpUHHHT Ha aymenb AJIJI2*2 MoxeT uMmeTh
BBICOKYIO 3()()EKTUBHOCTb.

Bo Bropoii rpynne (n=31) ananuz ['6D]] >puTporuTOB mNOKa3an BBIPAKEHHBIN
HEJI0CTaTOK NaHHOTO (hepMeHTa y 95% o0cneayeMbIX K KOHTPOJIbHBIM 3HAUCHUSIM, KOTOPBIT
SBJISIETCS KJIFOUEBBIM B MeHTO30(ochaTHOM My TH.

H pe3yJIbTaT HCCleJ0BaHuM

H KOHTPOJIb

CpeHeMHPOBOii YPOBEHb

Juarp. 2 — CpaBHEHHE PE3YyNbTAaTOB K CPETHEMUPOBOMY YPOBHIO HENOCTATOUHOCTH ['-6-DJ]

Henocrarounocts ['-6-®]] nopaxaeT okosio 400 MUIIIMOHOB YEJTOBEK BO BCEM MUPE,
YTO JenaeT ero Haubojee pacHpoCTpaHEHHOM SH3UMoMNaTHeW demoBeka. [-6-DJ]
o0ecrieurBaeT BOCCTAHOBUTEIBHYIO CIIOCOOHOCTh B 1uroriazmMe B popme HAJI®H. DOtot
npoIecc 0COOEHHO BakeH i spuTpouuToB, rae HAJIOH ciyxuT 70HOPOM 31EKTPOHOB
U1 JE€TOKCHKAlMM MEPEKUCH BOAOPOAA 4YEpPE3 BOCCTAHOBICHHBIA TIIyTaTUOH. ['-6-D/]
MMEET pElIAoNIee 3HAYCHUE I 3alUTHl KJIETOK OT OKHCIMTEIBHOIO CcTpecca. ITO
COCTOSIHUE CLEIUIEHO ¢ X-XpPOMOCOMOM U Yallle BCTPEYAETCA Cpeau MY 4uH U3 Adpukw,
Aszun, CpeauzemHoMopbs U bamwkaero Boctoka. KnuHuueckue mposiBaeHus aeduimra
['6®]] BappupytoT OT XpoHHUECKOi Hechepruueckoit remonutudeckort anemun (XHCXA) u
OCTPOU reMOJTUTHYECKON aHEMUH 0 TXKEN0oN OMmInpyOrMHOBOM 3HIE(anonaTu U CMEPTH.
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Hedunut I'-6-D/] 006ycnoBieH HACIEACTBEHHBIMU MYyTallUAMH X-CIEIUIEHHOTO TeHa
I'-6-®]1. I'en G6PD pacmonoxen B oomactu q28 X-XpOMOCOMBI YeJIOBEKa, OOIIEeH JITHHON
18,5 K6, 1 conepxut 13 3k30HOB ¥ 12 HHTPOHOB ¢ OOIITUM KOJIMYECTBOM 515 aMUHOKHUCIIOT.
[Ipenaparel, oOyciaBiuBarolKe TeMOJIW3 Yy TManueHToB ¢ jaedpuuurom [-6-D/I:
aHaJIbIETUKH, CyJIb(paHUIaMU/Ibl, TPOTUBOMAJIIPUIHBIE, TPOTUBOMUKPOOHBIE(PYypaIOHUH,
Herpam, JIEBOMHUIIETHH, Jancoy, MadeHUAOBBIM KpeMm) mpenaparbl, XWUHUH, (DIyTaMun,
BUTaMUH K, METWJICHOBBII CHUHMH — BBI3BIBAIOT OKHUCIHUTEIBHOE ITOBPEXKICHUE
SPUTPOLIUTOB, UX PA3PYIICHHUE, YTO SABIISIETCS ITUOJIOTUYECKUM (AKTOPOM BPOKIACHHBIX U
MPUOOPETEHHBIX TeMOJUTHYECKUX aHEMUH.

B 3 rpymnme (n=12) Obuta BbISIBIEHA JakTa3Has HEAOCTATOYHOCTL Yy 92%
o0clieryeMbIX K KOHTPOJIIO, B CBSI3U C 3TUM JICHCTBHE JIAKTO3bl YCUIIUBACTCHI.

B Pe3yabTaTt HCCJI€JOBAHUSA
= Konrpoin

CpennemMupoBoii ypoBeHb

Jmuarp. 3 — CpaBHEHUE PE3YABTATOB K CPETHEMUPOBOMY YPOBHIO HEMIEPEHOCUMOCTH JIAKTO3bI

JlakTo3a TpeOyeT (EepMEHTAaTUBHOTO THAPONW3a JakTa3od B D-mmokody u D-
TaJIaKTO3y, MPEXKIEe YeM OHa CMOXKET abcopOupoBarhbcs. ManeHbKHE JTETH HE YCBAaWBAIOT
BCIO TNOCTYIUICHHYIO JIAaKTO3y M3 TPYAHOTrO MoJioka ((pusnonoruueckas MaibabcopOius
7aKkTo3bl). ManbabcopOupoBaHHAs JlakTo3a (PEPMEHTUPYETCS B TOJCTOM KHUIIKE 0
kopoTkonenoueyHbix xkupHbix kuciaot (KLKK), Bogopona (Hz), ymekucnsiii raz (CO2) u
Metadn (CH4), Takke mpeoOpaszyeTcs B MOJIOYHYHO KHUCJIOTY KHIIEYHBIMU OaKTepUSIMHU.
JlakTymno3a, ucnonb3yeMasi B Ka94eCTBE CIa0UTEIHHOTO CPECTBA, U JTAKT03a, IPUMEHsIeMast
(dbapmarieBTUYEeCKOW TMPOMBIIIUICHHOCTRI0 B KadeCTBE apomaru3aropa, pa3OaBUTENs U
(hopMO0Opa3yIoIMEero BCOMOTaTeIbHOTO BEIIECTBA, BRI3BIBAIOT Y JIFOJEH, CTPATAIONINX €€
HEMEePEHOCUMOCTBIO, OOJIEBOI CHHAPOM B KHBOTE. 3aMEIIar0IIasi Teparus MpeICcTaBlIcHa B
BHJIC TIperaparoB, OJOKUPYIOMUX JEHCTBUE JIAKTO3Bl B JIEKAPCTBEHHBIX CPEACTBAX:
JaKTasap, Koaud.
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BoiBoabl. Takum 00pa3oM, B UCCIEAOBAHUSAX BBIIBUIN B3aUMOCBSI3b MOJUMOpGH3Ma
T€HOB U PUCKA pa3BUTHS (DEPMEHTOUHIYIIUPOBAHHBIX 3a00JI€BaHUN Y JIOJEH, POJUBIIUXCS
B HAaIlMOHAJIBHO CMEIIAHHBIX Opakax. B ombiTe HE BBISIBIIEHA 3aBUCUMOCTH ()EPMEHTHOU
HEJOCTAaTOYHOCTH OT TOJIA.
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