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MN3YYEHHUE YYACTHUA TOJIUMOP®HOI'O BAPUAHTA I'EHA MTR
(A2756G) B MEXAHU3MAX PA3BUTHUSA BPOXJIEHHBIX IIOPOKOB
YEJIOCTHO-JIUIEBOM OBJIACTU
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Beenenne. Cpeau Bcero paznooOpasus mpeapacnoiararimmux (akTopoB, 0codoe
MecTo B pucke popmupoBanus BITUJIO oTBoauTcs reHETHYECKUM KOMIIOHEHTAM, B
OCHOBE KOTOPBIX JiexkKaT MoIuMopdHOCTh psifa reHoB [3,7,9]. B aTom miiane, corinacHo
JUTEpaTypHbIM JIAHHBIM, HEMAJIOBA)XHOE 3HAYEHUE B MHUIMAUuM pazsutus BITYIIO
OTBOJUTCS TeHaMm (hOJIATHOTO IHMKIIA, 3aHUMAIONIUX KIIOYEBOE MECTO B PEryJslUU
KACKaJHOr0 TMpOLECcCca, I'JI€ OCHOBHBIM 3TallOM SIBJIETCS CHUHTE3 METMOHUHA U3
roMouucrtenHa [1,4,6]. JlaHHBINA CHHTE3 JOCTUTAETCS HEMOCPEACTBEHHO NP y4acTUU
dbepmenTa MerueHTeTparuapodoIaTpenykraspl 3a cuer BoccTaHoBieHus 35,10-
MeTHIeHTeTparuapodonara 10 S-metunrerparuapodonara. Jlanee MeTuapHas Tpyimna
u3 S-Mmerunterparuapodonara NMEepeHOCUTCS Ha LMAHKOOOJIAMHH, OTHAIOIIUN ee
TOMOILIMCTEUHY, B pe3yJbTaTe 4ero npu yyactuu pepmenTa metuoHuHcunTassl (MTR)
oOpasyercs metuonumH [2,5,8,10]. Hapymenuss B 3TuX mporeccax NPUBOASAT K
HAKOIUICHUIO TOMOIIMUCTEMHA, YTO IO JIUTEPATypPHBIM JAaHHBIM TOBBIIIAIOT PUCK
Pa3BUTHS PA3IMYHBIX NaTONOrui, B ToM unciie u BITYJIO [11,12].

Heab. N3yuuts yuactue nomumopdubeix JokycoB reHa MTR (A2756G) B
MEXaHU3Max WHUIIMAIUU BPOKACHHBIX MTOPOKOB YEIIOCTHO-TUIIEBOI 00JACTH.

Marepuan u meroasl. MccienoBanue reaernueckoro nonumoppuzma MTR
(A2756G) mposeneno y 105 (menmana Bo3pacta 6,5+1,8 J51eT) HEpPOACTBEHHBIX
narueHToB ¢ BepuduiupoBandbiM BITYJIO Cormacao MKbB 10 u3 105 mereii (I-s
OCHOBHas rpymnmna) y 35 ycTaHOBJIeHa U30JMpoBaHHas paciieinuna Héba (1I-s rpynma ¢
Q35), y 33 ycranosiieHa uzoiaupoBaHHas paciuienuda ryosl (I11-a rpynmna ¢ Q36) u 37
— coderaHHas pacmenuHa Tyoel u HEOa (IV-a rpymma ¢ Q37). Bce OGonbHbIE
HAOMIOAAIMCh B KIMHHUKE TallKeHTCKOro TOCyIapCTBEHHOI'O CTOMATOJIOTHYECKOIO
uncturyta (1. Tamkent) B nepuoa ¢ 2019 mo 2022 rr. Kontponbsuyto rpynny (V-s
rpynna) coctaBwio 103 370poBBIX JIUI, HE HMMEBIIMX B aHAMHE3€ BPOXKIECHHBIX
MIOPOKOB Pa3BUTHUSA, COOTBETCTBOBABIIMX IO MOy M BO3pPACTy C 0OCIIE€IOBaHHOM
ocHOBHOMU rpynmoi gerei ¢ BITYJIO.

TectupoBanne  nomumoppuzma MTR  (A2756G)  npoBogwioch  Ha
nporpaMMmupyemMoM Tepmonukiepe ¢upmer «Applied Biosystemsy» 2720 (CIIIA), ¢
MCIOJIb30BaHUEM TecT-cucTeM komnanuu «Jlutex» (Poccust), cormacHo MHCTPYKIUU
npousBoauTenss. CTaATUCTUUECKUI aHAIU3 Pe3yIbTaTOB MPOBEAEH C UCIOIb30BAHUEM
makera craructuueckux nporpamm «OpenEpi, Version 9.3».
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Pe3yabTarbl. B Hammx wucciegoBaHUSX paclpeiesieHHe YacTOT BapHaHTOB
TeHOTUIIOB H3ydeHHoro mnonuMmoppuoro rena MTR (A2756(G) coorBeTcTBOBaNO
paBHOBecuto Xapau-Baiin6epra (PXB) (p>0.05).

B orHomieHuu noneil HOCUTENHCTBA ajlieNeld M TeHOTHUIIOB 1O MOIUMOpPHU3IMY
reia MTR (A2756G) B ocHoBHo#i rpymnme ¢ BITYJIO mo cpaBHEHHIO C TPYIITON
3JIOPOBBIX, OOHAPYKEHO CTATUCTHUYECKH HE3HAYMMOE CHW)XCHHE BCTPEUAEMOCTHU
muHOpHOro amens G menee ueM B oxuH pas (16.2% nportus 18.4%; y*=0.4; P=0.6;
OR=0.9; 95%CI: 0.51-1.42). BmecTe ¢ Tem, Cpear OCHOBHOH T'pymmbl OOIbHBIX
HAIPOTUB PErUCTPUPOBATACH HECKOJIBKO OO0JIbIIas YaCTOTa OCHOBHOIO reHotuna A/A
B 1.2 pasza (71.4% nporus 68.0%; ¥?>=0.3; P=0.6; OR=1.2; 95%CI: 0.65-2.13) npu
MeHbIIel peructpanuu nonei rereposurornoro A/G (24.8% nporus 27.2%; ¥?=0.2;
P=0.7; OR=0.9; 95%CI: 0.47-1.64) u romo3urotHoro myrantooro G/G reHoTumnoB
(3.8% mporuB 4.9%; x*=0.1; P=0.8; OR=0.8; 95%Cl: 0.2-2.97) me npocruras
CTaTHUCTUYECKU 3HAUUMOTO YPOBHSI.

PesynbpraTel npoBeneHHOro ananusa B rpyie ¢ Q35 Takxke XapaKTepu30BaIKChH
aOCONIOTHBIM OTCYTCTBHEM KaKUX-TUOO CTATUCTHUYECKH JOCTOBEPHBIX Ppa3IUIHiA
MEXJy MCCIIEIOBAaHHBIMM TMOKa3aTessamMu: aid amiens G - y><3.84; P=0.7; OR=0.8;
95%CI: 0.4-1.72; nnsa resoruna A/A - ¥?<3.84; P=0.8; OR=1.2; 95%Cl: 0.51-2.73; nns
reroruna A/G - y?<3.84; P=0.9; OR=0.9; 95%Cl: 0.39-2.22 u mns renoruna G/G -
v?<3.84; P=0.7; OR=0.6; 95%CI: 0.07-4.98.

HccnenoBanusi, mpoBeAeHHbIE MeXAy rpynnamMu ¢ Q36 u 310poBBIMH HE
OTJIUYAIUCHh HAIMYUEM CTAaTUCTHUYECKU 3HAYUMBIM Pa3JIMuUi B HOCUTEIIbCTBE aJUIeNs
G B CBA3M C UX MOYTH OJJMHAKOBOW 4YAaCTOTOM B 00emx M3yudeHHbIX rpymmax (18.2%
npotus 18.4%; y?<3.84; P=0.98; OR=1.0; 95%CI: 0.48-2.01). IIpu 53TOM, XOTEI0CH ObI
OTMETHTh, UYTO B paclpeeeHuu 4acToThl reHoTuna A/G 0OHapyXeHO €€ yBeInYCHHE
cpenu 6obHBIX ¢ Q36 o cpaBHEHUIO ¢ KOHTposieM B 1.5 pa3 (36.4% npotus 27.2%;
v*=1.0; P=0.4; OR=1.5; 95%Cl: 0.67-3.5), HO C OTCYICTBHEM JOCTOBEPHOMH
3HaunMocTu (Tabn. 4). B aroit cBA3u, oueBHIHO, uyTO HoauMopdHbii reH MTR
(A2756G) He nMeeT BKIIaJa B MOBBIIIEHUHU prucka Gopmupoanus Q36.

Pe3ynbraTel uccnenoBanus, Mexxay rpynnamu ¢ Q37 U KOHTPOJIEM MOKa3bIBAIOT
CHIDKEHHE CITy4aeB HOCUTEIhCTBA MUHOPHOTO awiens G cpenu O0IbHBIX MEHEE YEM B
onuH pa3 (14.9% nportus 18.4%; ¥?=0.5; P=0.5; OR=0.8; 95%CI: 0.37-1.6). Toraa kax,
B paclpeleNeHuH 9acToThl aukoro renoruna A/A (78.4% mporus 68.0%; y?=1.4;
p=0.3; OR=1.7; 95%CI: 0.71-4.12) 3ameueHa cinabas TCHACHIUSA K €TI0 IOBHIIICHUIO,
Y, HAIIPOTHUB, TEHACHIINS K CHUKEHUIO YACTOThI T€TEPO3UTOTHOIO BApUAHTA T€HOTHUIIA
A/G (13.5% mporus 27.2%; y>=2.8; P=0.1; OR=0.4; 95%CI: 0.15-1.16) B rpymme
oonpHBIX ¢ Q37 mo cpaBHEHHIO C KOHTpojeMm. [loMHMO 3TOro, B OTHOIIECHUU
MYTaHTHOTO BapuaHTa reHoTuna G/G BBISBICHO €ro MOBBIINICHUE Cpear OOJMBHBIX C
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Q37 B 1.7 pa3 (8.1% nporus 4.9%; ¥*=0.5; P=0.5; OR=1.7; 95%CIl: 0.4-7.51) Ge3
JOCTHYKEHUS 3HAYUMOCTH 10 CPABHEHHIO C TAKOBBIM B KOHTPOIJIE.

BoiBoa. Pe3ynbTaThl HAIIMX UCCIENOBAHUN IO MCCIEIOBAHUIO OCOOEHHOCTEM
pacripeienieHus: ajieiaed u reHotunoB no nonumopdusmy rema MTR (A2756G)
MEXAy W3ydeHHbIMU rpymnnamMu OonbHBIX ¢ BIIYJIO u koHTponem mnokazanu
OTCYTCTBHE CTAaTUCTUYECKH JIOCTOBEPHBIX pa3innyuii B ux nojsax. ClenoBaTenbHO,

nosuMop@Heiii reH MTR (A2756(G) He npUHUMAET ydyacTUE B MEXaHU3MaxX Pa3BUTHS
BITWIO B V36ekucrane.
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