AHAJIN3 PACIPOCTPAHEHHOCTH 3ABOJIEBAHHUHM XKEJYHOI'O IY3bIPS
Y MAIIMEHTOB C HEAJIKOTOJIbHOM )KUPOBOM BOJIE3HBIO TIEYEHU
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Bonpiryro poib B KOMOpPOUAHOM NATOJIOTHUH TTEYSHH UTPaeT aHATOMHUIECKast OJTM30CTh M CXOAHAs (PU3HOJIOTH-
YecKast poJIb TedeHH U xeraHoro my3sips (OKII) B perymsmumy mumuaHoro oOMeHa 1 MeTabonm3Ma KeTIHBIX KUCIIOT.

Hapymenust B pabote OnnnapHOTo TpakTa MOTYT CIIOCOOCTBOBATH MPOIPECCUPOBAHHIO MTOPAKEHUS TIede-
HOYHOHM TKaHU Yy TalKeHTa ¢ HealKoroasHOH >xupoBoi 6omesnsto nedenn (HAXKBIT). HAXKBII B cBoem 6oib-
IIMHCTBE MPOTEKaeT 6ECCUMITOMHO U HEPEIKO MIMEHHO ITaTOIOTHS KEITIHOTO ITy3bIPs yXY/AIIaeT KaueCTBO KU3HH,
BBI3bIBAET CYOBEKTUBHBIC )KaJI00BI, 110 MOBOJY KOTOPBIX MALMEHT 00paIiaeTcs K Bpady.

Cpenu maTonoruu >kequHoro my3eips y nanuentoB ¢ HAXKBIT nanbonee yacto BeTpeyaeTcs jKeIIHOKA-
MenHas 6one3Hb (JKKB), mepernobl )keraHOTO My3bIpsi, TIOJHUITEI )KETYHOTO My3bIps. [IpH BeIpakeHHBIX Ieperndax
JKEITYHOTO ITy3bIpsl HApYIIAeTCs HOPMAJIBHBII OTTOK JKEITUH, TIOBBIIIAETCS €€ JIMTOTEHHBIH IOTEHIIUAI, 3TO CII0CO0-
CTBYET HaKOILJICHUIO B3BecH U (opmuposanmio XKKB.

KKBb pazsuBaercst y 20% mui o01ieii HOMyI sy ¢ ONpeAeIeHHBIM IIpeodiagaHieM B HEKOTOPBIX STHH-
yeckux rpymmnax. Aranornano HAXBII, )KKbB acconmmpoBana ¢ uHCynuHOpe3ucTeHTHOCTRIO (MP) 1 koMmoHeH-
TamMH MeTabommieckoro cuaapoma (MC), TaKUMH Kak O)KHPEHHE, CaxapHbIM 1uadeT 2-ro THIa M aTepoCKIIepos.
Kax HAXBII, tak u )KKb comnpsikeHBI ¢ OBBIIIICHHONW KapIHOBACKYIIPHOI 32a0071€Ba€MOCTRIO U CMEPTHOCTBIO.

B paboTax mocienHux JIeT MOSBUIINCH JaHHBIE O CAMOCTOATENBHOM PONN XONEUCTIKTOMHUH KakK (hakTopa
pucka HAXKBII. B cBs3u ¢ 4eM cTaHOBUTCS aKTyaJIbHBIM BOIIPOC O CBOEBPEMEHHOM KIMHUYIECKOH 1 JTaOOpaTopHO-
WHCTPYMEHTAJIBHON TNAarHOCTHKE TaHHBIX 3a00JI€BaHUI U TIOAX0aX K Tepartu.

Ienp — mpoBecTH aHATU3 PACIIPOCTPAHEHHOCTH M OIICHKY KIMHUYECKUX JAHHBIX 3a00JIEBaHHUM KEITIHOTO
my3bIps cpeau nanueHToB ¢ HAXKBIT.

Iposeneno oocnenoBanue 90 maruentos ¢ HAXKBII 6e3 uppo3sa nevenu, u3 Hux 34,5% MyxuuH u 65,5%
JKEHILMH, MeJIMaHa Bo3pacTa JUlsi My>K4uH coctaBuia 52 [45; 60] rona, muis xeniuH 57 [52: 64] net. Bee nanuen-
ThI UMeNHU uHaeke Macehl Tena (MMT) Gosee 25 kr\M?, OKpy»KHOCTb TaJIMH AJIsl )KSHIIUH cocTaBisiia Oomnee 80 cw,
JUISL My>XK9nH — 6oree 94 cM. BceM mpoBezieHO KOMITIIEKCHOE KIIMHUYECKOE U JIAO0paTOPHO — HHCTPYMEHTAIILHOE
oocieqoBanue Ha 6ase I'Y «PHIIL] PMulUy.

Cpenn obcnemyemoit rpymmsl nanpertoB ¢ HAJKBII marororns skemqaHoro my3sips onpenemmiachk y 51 (57%)
narenTa. JKKb Berpedanacs y 19 (21%) denoek u3 HUX y 13 4enoBek npoBeneHa XoNeuCTIKTOMES. [1omunme! sxemd-
HOTO Ty3bIps Habmonamuck y 10 (11%) manmenToB. [lepernObr x&emqaHOTO My3bIpst onpeaeniics y 22 (24,4%) denosex.

ITo pesyneraram paccrpoca 6omu B obnacTtu nedeHn u/wim guckomoopt y 30 (33%) manueHToB ¢ 3a-
6oneBarmsimu JKI1.

ITpu aHanm3e xano0 TUCTIETICHYECKOTO XapakTepa, TAKUX KaK OTPhDKKA, TOPEYb BO PTY, B3AyTHE )KUBOTA, TOIII-
HOTa U PBOTA, Y MAIMEHTOB MPH HATWYKH 3a00J1€BaHUI KEITYHOTO My3bIpsi, OHU BeTpedaiuch y 36 (40%) manueHTos.
Hapymienue cryna (3anopsl H/UITH TOHOCH) BeTpedanuch y 16 (18%) maieHToB ¢ maToioriei xKeTaHoro My3bIps.

BeiBozbl. B rpynmne nHaomonenus nanmentos ¢ HAYKBIT Hanbornee 4acTo BCTpedaich nepernobl KeITIHoro Imy-
3b61ps (24,4%). I1pn aHanm3e TaHHbIX paccrpoca 60H B 001aCTH MEYSHHN H/UIIH AUCKOM(OPT, a TAKOKe KaI00bI JIHCIIeI-
CHYECKOTO XapaKTepa BCTpedalich 3HaYMTeNbHO vamie y nanueHToB ¢ HAYKBII, y KoTopbix HaOmonanach maroorust
JKEITTHOTO My3BIPsI, YTO CIIEYET YUUTHIBATH NP Ha3HAYEHUH UArHOCTHUECKHX MEPONIPHATHH U JICUCHUS.

POJIb IOJJUMOP®U3MA T'EHA PNPLA3 B PA3BBUTUUA
HEAJIKOT'OJIbHOM ’)KUPOBOWM BOJIE3HU MEYEHUA

E.H. Cuunapenko'?, H.C. BpanoBunkas’, A.JI. Kanunun?, A.10. CHunapesko>

TV « PHIIL] paduayuonnoti meduyunsl u 3k0102ull yenosexkay, 2. Lomenv, Benapycy,
2YO «l'omenvcrutl 2ocydapcmeennblil MeOuyuHcKull yrugepcumemy, 2. [omenn, Berapyce

HeankoronbHas sxupoBast 0one3ns neuenu (HAXKBIT) B mocnennee BpeMs SBISETCS CaMbIM PacipocTpa-
HEHHBIM 3a0oneBanueM neueHu B mupe. HAXKBII — 310 cocTosiHue, CBA3aHHOE, B IEPBYIO 0YePE/ib, C N30BITOYHBIM
HaKOIJIEHUEM KHpa B MEUYEHU, KOTOPOE MOXKET BapbUPOBaTh OT HE3HAUYUTEIbHBIX CTETIEHEN BBIPAXKEHHOCTU O
cTearo3a u creaTorenaruta. B Hacrosmee BpeMst cuntaetcs, uto HAXKBII siBisiercs medeHoYHOM MaHupecTarmen
MeTabOIMUECKOro CHHIpOMa. PoJTh B pa3BUTHH JAHHOTO COCTOSIHUS UTPAIOT HecOaaHCHPOBaHHAs TUeTa, boraras
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YIJIEBOJIAMU M HACBIIICHHBIMU JKHUPHBIMU KHCJIOTaMH, a TakKe HU3Kas (U3M4YecKas aKTHBHOCTb, CIIOCOOCTBYIO-
e Habopy M30BITOYHOTO Beca B a0IOMUHAIFHON 00IacTy.

OnHaxo nccnenoBanus nocienHux 10 JeT mokassIBaoT, YTO (PYHKIHOHAIFHOCTD OEIIKOB, OTBEHYAIOLIHNX 3a
MeTabOoJTH3M )KUPHBIX KUCIIOT, PABHO KaK M BBIPAXKEHHOCTh MX HKCIIPECCHH, MOTYT BHOCUTD OITPE/ICIICHHBIH BKIIa/
He ToJbKo B pazsutne camoir HAYKBII, HO U B JanpHEHIITYIO MPOTPECCHIO JAHHOTO COCTOSHUS 10 pudpo3a u nup-
po3a ¢ BO3MOXKHOM TenaToLEIIIIONIIPHOI KapIlIMHOMOIA.

[TomuMo ponn 06pa3a JKU3HU U XapaKTepa MUTAHUS, TOCIEIHNE UCCIICA0BaHNUS IOAYEPKUBAIOT POJb F'eHe-
THUYECKOTO 3BCHA B Pa3BUTHH U ITPOTPECCHPOBAHNH 3a00I€BaHNS.

[onumopduamsl renoB PNPLA3, Biusist Ha GyHKIIMOHAIBHOCTh 9KCIPECCUPYEMBIX HMH OEJIKOB, IPUBOST
K U3MEHEHHIO METa00IM3Ma JKUPHBIX KUCIIOT B MIEYEHH, YTO, B CBOIO OYEPEb, BEET K PA3BUTHIO HEATKOTOJILHOM
KHUPOBOH OOJIE3HN MEUCHHU U €€ MIPOTPECCHH.

I'en PNPLA3 xonupyet 6e10K aTuIoHyTPHH, KOTOPBI KpaiHe aKTHBHO JKCIIPECCUPYETCS B KJIETKaX CeT-
YaTKH TJ1a3a ¥ CTEIUIATHBIX KJIETKAX ITeUYeHH. DKCIpeccHsi OelIKa B CTEIUIATHBIX KJIETKAX 3HAYUTEIBHO TPEBOCXOANT
TaKOBYIO B T€MaTOLUTAaX.

AKTHBHOCTB JAHHOTO T€HA PETyIHUPYETCs] yPOBHEM PETHHOJA B KJIETKE: YEM BBIIIIE €T0 COJIEpKaHNE B KIIET-
Ke, TeM HW)KE 3KCIpECCHsl JaHHOTO T€Ha, MHCYJIMH, HAIPOTUB, 00NagaeT akTHBHPYIOIIMM BO3JCHCTBHEM. DKC-
MIPEeCCUpYEMBIN OEJIOK aJUITOHYTPHH B CTEJUIATHBIX KIIETKAX 00Ja/lacT BHIPaKEHHOH THPOIUTHYECKON aKTHBHO-
CTBIO TI0 OTHOLIECHHIO K PETHHOIY | JIn30(ocdaTiaHOI KUCIOTE U y4acTByeT B 00pa30BaHHUM JIMMUAHBIX Kalleb.

[Ipn myranmmun PNPLA3 rs738409 (1148M) 3amena u3onedMHa Ha METHOHHMH NMPUBOAWT K M3MEHEHHUIO
KOH(OpPMAIIMU aKTUBHOTO IIEHTPa TAKKMM 00pa3oM, 4To CyocTpar 0ojiee He CITOCOOEH CBS3aThCs ¢ HUM. BeposTHO,
BBIIIECONMCAaHHBIC N3MEHEHUSI ¥ IPUBOZST K H30BITOYHOMY HAKOIUICHUIO KUPOB B KJIETKAX MEYCHH.

deHoTHIMYECKHE TPOSBICHHS TaHHOTO ITOTMMOpP(H3Ma CBSI3BIBAIOTCS C MTOBBIIICHHBIM HH/IEKCOM MACChI TEJa,
MIEYEHOYHBIM OKUPEHUEM U CT€aTO30M U MOBBIIICHUEM YPOBHS OHMOXUMHUYECKHX TIOKa3aTeleH, HalpuMep ajJaHMHAMH-
HoTpancdepassl (AJIT) u acnapraramuroTpanchepasza (ACT). Y myxunH ormedaercs 6onee BeipakerHass HAXKBII,
T.K. 3CTPOTeH Yy JKEHIIMH OKa3bIBACT MPOTEKTHBHBIA d((EKT N CHMUKAeT HEraTHBHOE BIIMSIHUE JAHHON MYyTallWH.

Homumopdmsm rs738409 crocobeH BIMATH HAa Pa3BUTHE HEATKOTOJIBHOTO cTearoremarnta u ¢uoposa, a
B JanbHelmeM u nupposa y nanueHtoB ¢ HAXKBII. OTMedaroTcsi MOBBIIEHHBI PUCK Pa3BUTUSI MEUEHOYHOM
JEKOMIIEHCAIUH U TeNaToLeIUTIONIPHON KapIIMHOMBI, a TakXKe IMOBBIIICHUE PUCKa CMEPTH OT OoJe3Hell meueHH.
Hammune ¢ubposa B cramuu F3-F4 B couerannu ¢ 1aHHBIM TOMUMOP(HU3MOM MOXKET OBITh €IMHCTBEHHBIM HE3a-
BHCUMBIM NIPEIUKTOPOM IeNaToOLe/UTIOIIPHON KapLIUHOMBI.

Buusare nomumopdusma rena PNPLA3 Ha passutre u nporpeccupoanne HAXBII uccnenosanu B psze
CTpaH MHpPa U B Pa3IMIHBIX monysisix. [Tomumopdusm 15738409 sBisieTcss OMHUM U3 CaMBIX N3yUCHHBIX B KOH-
TEKCTe BIWSHUS HA Bo3HUKHOBeHHe 1 pasButue HAXKBII. ¥V nereit Hammune monumopdusma PNPLA3 rakxke cBs-
3aHo ¢ pa3sutreM HAXXBII u moBpexxieHreM reueHn B paHHeM Bo3pacTe. Takxke H3BECTHBI M KOH()OPMAIIMOHHEIE
M3MEHEHHS B CaMOM aJMIIOHYTPUHE, TIPUBO/AIIIE K HAPYIICHNIO €T0 pabOoTHI B IIEYCHHU.

Lenp uccnenoBanus: OUEHUTH BiusiHKE noauMopdu3ma reHa PNPLA3 Ha TedeHUe HeaaKorolbHOM KHPO-
Boit 6one3nu neuenn (HAXKBIT) y mannenToB rpynms! Habmonerns HAXKBIT.

B nccnenoBanue BriroueHo 70 manueHToB (keHIMH — 41, MmyxunH — 29) B Bo3pacte ot 19 1o 76 ner ¢ ycra-
HOBIIeHHBIM quarHo3oM HAJKBII. TTanueHtam BBINONHSIIM CTaHJAPTHBIC 1Ja0OPAaTOPHBIE 1 HHCTPYMEHTANIBHbIC HC-
CIIEIOBAHMS, @ TAKXKE MPOBOAWIIN OIICHKY CTPYKTYPHBIX H3MEHEHUH TTEYSHH TIPH ITOMOIIH 3TACTOMETPHH CABUTOBBIX
BoitH (YOCB). Onpenensun monumopdu3m rera PNPLA3 1148M (rs738409 C>G) B 00pa3iiax KpoBH MAIMCHTOB.

Pesynbrarsl ncciiegoBaHuA: TOMO3UTOTHBIN THIl MyTarmu TeHa PNPLA3 (1-s rpymma) BeIsIBIICH y 25 geno-
Bek (36,6%), 13 Hux >xeHnmH 15 (60%), reTepo3uroTHsIN BapuaHT (2-s rpynma) —y 12 genosek (17,2%), He 00-
HapyxeHo MyTauuu (3-a rpymnmna) y 33 uenoBek (47,2%). 3Ha4MMBIX pazIHuUil MKy UCCIIEAyeMbIMH B TpyIIax
TIPY OIICHKE OCHOBHBIX MTapaMeTPOB METa0O0INIECKOTO CHHPOMA HE BEISBIICHO.

Y HOcuTesel TOMO3UIOTHOTO BapHaHTa MyTallii OTMedascst bonee BrICOKUi ypoBeHb AJIT 1o cpaBHEHUIO
C HOCHUTEJISIMU T'€TE€PO3UTOTHOTO BapHaHTa MyTaliu 1 0e3 Hee. Takke Ipy TOMO3UTOTHOM BapHaHTE MyTalluy reHa
PNPLA3 BrIsiBIeHBI O0Jice BEICOKHE TTOKA3aTENN CTEaro3a NeUeHH, YeM y TTalueHTOB 0e3 MyTanui. D¢ GeKTHB-
HOCTb JICYECHUS TaK)Ke HUXKE y MAI[IeHTOB HOCUTENIEeH TOMO3UTOTHOTO BapHaHTa MyTalllH.

3aximouenue: y manueHaToB ¢ HAXKBII rpynmer Habmonenust nonmumopgusm reaa PNPLA3 onpenensier 60-
JIee arpecCUBHOE TeueHne 3a00IeBaHus, IPOSIBIIONIEECs Pa3BUTHEM J1a0OPaTOPHOTO CHHAPOMA IIUTOJIN3A U BhI-
PaKEHHOT'0 CTeaTo3a Me4eHH, 0COOEHHO B CIy4ae TOMO3MIOTHOTO BapHaHTa MyTalluK ¥ 3aTPYJHEHHUSIM B TEPAITHH.

HanbHeiimee u3ydyenue nonumopdusma reHos y narpeHtos ¢ HAXKBIT mo3BoiuT cCBOSBPEMEHHO BBISBIISTH
JIUI] ¢ BBICOKUM prickoM HeOnaronpusitHoro Teduenns HAJKBII u pazpaboraTs METOIbI CKPHHHUHTA U JICUCHHS.
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