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BJIMSHUE I'EHA PNPLA3 HA BUOXUMHUYECKHE IIOKA3ATEJIX KPOBHU
Y HAIIMEHTOB C HEAJIKOT'OJbHOM ’)KUPOBOM BOJIE3HBIO IEYEHU

Beeoenue

Heankoronbnas sxxupoBas 6one3np nedeHn (HAXKDBII) sBusieTcst oqHUM U3 caMBbIX pac-
IIPOCTpaHEHHbIX 3a00JIeBaHUI ITe4eHn B MUpe. Ero yactoTa cpeau B3pocioro HaceaeHus o
nanubiM Teng MLT ¢ coaBrt. (2023) [1] coctaBnsier 47 cinyuyaeB Ha 1000 nacenenus.

I'ereporennocts denorunor namueHToB ¢ HAXKBII 060cHOBBIBaeT HEOOXOIUMOCTH
norcka (pakTopoB, OKa3bIBAIOIINX BIUSHUE Ha OCOOCHHOCTU TEUCHHS JAaHHOW MAaTOJIOTUU Y
pa3HbIX nanueHToB. Cpeau IpoYero paccMaTpuBalOTCsl U TeHETUYECKUE MPEANOCHUIKH K pa3-
Butuio HAXBIT [2].

OpHa W3 3HAaYMMBIX accolManuii OblIa BhIsABICHA Mexay HammuneM HAXBII w/unu
HeankoroyibHbIM creatorenatutoM (HACI') u nanuuuem SNP B rene PNPLA3 (naratunomno-
JIOOHBIN JIOMEH, coaepanuii ¢pocdonumazy-3; ren aaunonytpuHa). Hanbonee yoenurens-
HbIE JAHHBIC B PA3IMUHBIX MOMYJLIUAX MMOMY4YEeHBI 00 accouuanuy noimmmopdusma rs738409
B rene PNPLA3 ¢ nporpeccupytonum teuenrnem HACI (pa3Butuem crearosa, ¢pubposa u
renarouesunonaspaoi kapuuaomsl (I'LP) [3].

brino ycranosneno, uro myrtanus 1148M, koqupyemas amiensio G (B 1s738409) B rene
PNPLA3, TecHO CBfi3aHa ¢ NOBBILIEHHBIM YPOBHEM JKHpa B KJIETKaX [I€YEHU U BOCIAJIEHUEM
oprana [4].

Boigenstor cnenyromue Bubl reHotunos reHa PNPLA3: renorun GG — red B roMmo3u-
rotHoM coctosinuu, GC — reH B retepo3urotHoM coctosiunu, CC — monmuMopdusMa HerT.

Henv

W3yunuth B3auMOCBSA3b MOMUMOPQHBIX BapuaHTOB reHa PNPLA3 ¢ ¢pyHKIMOHANBHBIMU
poOamMu MEYCHH Y MAIMEHTOB ¢ HEaJKOTOJIbHON KHPOBOW OOJIE3HBIO TIEUCHH, MPOKUBAIO-
IIMX Ha TeppuTopuun ['omMenbckoit 0baacTu.

Mamepuan u memoowvt uccnedoeanusn

[Tpu uccnenoanuu nonmumopdusma rena PNPLA3 Obuto obcnenoBano 152 manuenTa
¢ HAXKBII 6e3 nuppo3sa neuenu, u3 Hux 58 (38%) myxuun u 94 (62 %) KeHUIMH, MelMaHa
Bo3pacta 56 [48; 63] ner. Bce manuenTsl uMenu unaeke maceol tea (MMT) Oonee 25 kr\m?,
OKPYXKHOCTh TaJIMH JIJIs1 )KESHIIMH cocTaBisiia 6onee 80 cM, 1yia My 4uH — 6onee 94 cm.

Bcem yuacTHMKaMm HccieoBaHUS MPOBEICHO KOMIUIEKCHOE KIIMHUYECKoe U Jabopa-
TOPHO-UHCTPYMEHTAJIbHOE 00CIIeIOBaHUE IS TOATBEPKACHUS IMarHo3a.
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Bce ucnbiTyemblie Obutd MPOUH(DOPMHUPOBAHBI O LEJIAX UCCIETOBAHUS U MPEACTOSIINX
npoleaypax, OblI0 MOIy4eHO MHOOPMUPOBAHHOE NMMCHbMEHHOE COINIacHe HA Yy4acTHE B HC-
cie0BaHuU. MOJEeKyIsIpHO-TeHETUYECKHUI aHallu3 MPOBOAMIICS Ha 0a3e HayyHO-UCCIIE0Ba-
tenbekoit tadoparopun YO «T'oM[ M V. Bastue kpoBu IpOU3BOAMIN B BAKYYMHYIO CUCTEMY
tumna «Vacuette» ¢ JITA B coorBeTcTBHM cO cTaHmapTHOU Metonukoi. JIHK skctparuposa-
1 Habopom «ApTPHK» (mpousBonutens « AprbuoTex», PB) cormacHo HHCTpyKIUU TPOU3-
Boautensa. Omnpenenenre GyHKIMOHATIBHBIX TPOO TIEUSHU — OO OUIupyOrH, allaHuH- U
acrapraramuHorpancdepaza (AJIT, ACT), ramma-rmyramunrpancnentuaaza (I'TTII), mre-
noyHast pocdaraza (IL{P) npoBonunocs Ha 0aze ['Y «PHIIL u DY» Ha GnoxumMuyeckoM aHa-
mu3arope Architest c8000 (Abbott Laboratories, CIIIA)

[TonydenHsle B X0/€ MCCIEA0BaHUS PE3YJIBTATH AHAJTU3UPOBATUCH IPU IOMOIIHN IIPO-
rpammbl STATISTICA 10.0. HopmanbHOCTb paclpenesieHust Onpenessaachk ¢ MOMOUIIbIO
tecta [Hlanupo — Yunka. it cpaBHEHUS IByX HE3aBUCUMBIX I'PYIII, paclpeiesIeHHe B KO-
TOPBIX OTVIMYAJIOCh OT HOPMAJIBHOTO IMpUMeEHsICA TecT MaHHa — YuTHU. CTaTUCTUYECKH
3HAYUMBIMH PE3YJIBTATHI IpU3HaBaIUCh IpHu p<0,05.

Pe3ynomamul uccnedoseanusn u ux oocyrycoenue

[Ipu ananuze B3amMocBs3zu noaumopdusma rena PNPLA3 ¢ dyHKIMOHATBHBIMU
npobaMu TIEUeHU CpaBHEHHUE MPOBOAWIOCH Mexay marueHTamu ¢ HAXBII, umeromumu
roMo3uroTHbeIi BapuanT GG u retepo3uroTHeiii BapuadnT GC ¢ manmeHTamMu 0e3 MyTaiuu
(renorun CC).

B3anmocss3b nonmumopdusma rena PNPLA3 (renotun GG) ¢ GpyHKIIMOHATBLHBIME MTPO-
Oamu MeYeHU TpeIcTaBIeHa B Tadmuie 1.

Tabnuna 1 — B3anmocssa3p nomumopduszma rena PNPLA3 ¢ ¢yHKunOHaIBHBIMU MpoOamMu
nedenu y nanueHToB ¢ HAXBII (renotunst GG u CC)

DyHKIMOHAIIbHbBIE GG (n=60) CC(n=170)

HpoGE! HedeHn Me | 95% M | Q25:Q75 | Me | 95% U | Q25;Q75 ’
AJIT (ex/n) 60,5 | 459-804 | 30;108 41 33-55.4 27,63 | 0,0253
ACT (en/n) 38,5 | 33-47,1 22; 56 30 25-353 | 21;43,5 | 0,0748

OOuwiii OWMHPYOHE | 157 | 5580 | 114,193 | 15 83-11,7 | 11,8;22,5 | 0,6872
(MKMOIT/T)

ITTII (ex/) 48 | 38,0620 | 285,68 | 42 | 37,7-55.1 | 29,576 | 0,8892

LD (/) 90,5 | 85,0-108,0 | 71;126,5 | 76 | 66,6-83,0 | 57;101 | 0,0029

ITo nanupM Tabnuiel 1 MOXKHO BUIETH, UTO Y oOcieayeMbix ¢ reHotunoM GG ypos-
Hu AJIT u 1@ Opimu BeIe IO cpaBHEHUIO ¢ maruentamu ¢ renoturnom CC (p = 0,0253
u p = 0,0029 cooTBEeTCTBEHHO). DTO MOXXET TOBOPUTH O TOM, uTO Hajuuue reHoruna GG
SIBJIIETCS IOTIOJTHUTEIbHBIM (PaKTOPOM, BIUSIOLIMM Ha BBIPAKEHHOCTh CUHAPOMA LIUTOJIN3A
u xonecta3a cpenu nauuetoB ¢ HAXBII.

JlaHHbBIE CPAaBHUTENBHOIO aHaiu3a B3auMocBsa3u reHotuna GC ¢ ypoBHSIMH ME€YEHOU-
HBIX (DEpMEHTOB MPUBECHBI B TaOIHILIE 2.
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Tabmuua 2 — B3aumocssasp nonumopdusma rena PNPLA3 ¢ pynkumonansubiMu npobaMu
nedenu y nanueHToB ¢ HAXBII (renotunst GC u CC)

chHKHI/IOHa.TILHLIe GC (Il - 22) CC (Il - 70) p
npo6sI eweHH Me | 95%J1 | Q25;Q75 | Me | 95% U | Q25;Q75
AJIT (en/) 555 | 30,0-77.5 30: 80 41 33-55,4 27: 63 0,2640
ACT (e/n) 33 | 250-43,1 | 24:45,1 30 25-353 21:435 | 03504
OOt GumpyOun | 1) 5 | 56104 | 96:18.6 15 83-11,7 | 11,8:22.5 | 0,8793
(MKMOIT/TT)
TTTII (ex/n) 505 | 27.0-58.5 27: 68 42 | 378551 | 295:76 | 0938
1D (en/) 81,5 | 6681132 | 62;118 76 | 66.6-83,0 | 57101 | 0,2883

Kak BUIHO M3 JaHHBIX TaOMUIBI 2, Y HOCHTENEW I'eTepO3UTOTHOTO BapHaHTA TeHa
PNPLA3 cratrcTH4ecKH 3HaYUMBIX PA3IU4Ui B YPOBHSX MEYEHOYHBIX ()EPMEHTOB B CpPaB-
HEHHH C JTUI[aMH 0€3 MyTallly BBISIBICHO HE OBLIO.

Buoieoon

B pesynbrare npoBeaeHHOTO UCCIIEIOBAaHUS ObUIO BBISIBICHO, YTO MPU HAJIMYUU TTOJH-
Mopdusma rena PNPLA3 y nanmenTtoB ¢ reHotuniom GG yposau AJIT u I[® Obuti BEITIIE 11O
cpaBHeHuto ¢ nmanueHTamu ¢ renotunom CC (p = 0,0253 u p = 0,0029 cOOTBETCTBEHHO), YTO
MOKET CBUAETEIHCTBOBATEH O O0Jiee aKTUBHOM ITUTONIN3E U XojecTase. [lomyueHHbie naHHbIE
CBUJIETEIBCTBYIOT O TOM, 4TO MyTaius reHa PNPLA3 oka3biBaeT cyliecTBEHHOE BIUSIHUE HA
HAKOIIJICHHUE KUPOB B MIEUYCHHU, CIIOCOOCTBYSI BOCIIATUTEILHOMY TIOPAXKEHUIO OpraHa.
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POJIb DHJIOTEJIMAJIBHOM JJUC®YHKIIUA B PA3BUTHH
APTEPUAJIBHOM T'MITEPTEH3UN

Beeoenue
AprepuaiibHasi TUNEPTEH3US SIBJISAETCS OCHOBHOM MPUYMHON CEPAEYHO-COCYIUCTHIX
OCIJIO)KHEHUH, MPUBOIAIMIMX K YBEIMUYEHUIO WHBAJIUIHOCTH U CMEPTHOCTH. OTKPBITUS TO-
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