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KupoBast 60Jie3Hb TIeYeHU Yy JeTeil, CBsI3aHHas ¢ MeTabOJIMUEeCKOMi
nuchyukuuein (MAXKBIT), sBaseTcs Beayiieil IpUIMHON XPOHUUECKUX
3a00JIeBaHUM NTeYeHU y AeTeil. Pacpo-cTpaHeHHOCTD XKUPOBOIi AUCTpodur
MEeYeHU C OIPaBKOil Ha BO3PACT, pacy, MoJI M STHUYECKYIO MPUHALIECKHOCTh
oueHuBaercsi B9,6% [Schwimmer J.B. et al., 2006]. Ierckuit HACT (Heanko-
TOJILHBIN cTeaTorenaTuT) MoxXHo oTIMYuTh oT HACT y B3pocibix 1 03HavYaeT
cTeaTo3 IeYeHHU ¢ BOCaJIeHEM, C 0aJUIOHHBIM ITOBPEXIECHUEM TeIaTOLUTOB
nnm 6e3 Hero [Schwimmer J.B. et al., 2005]. DTo MoXeT BKJIIoUaTh B ce0sI TUTT
MOBPEXICHMS, COCPENOTOUCHHBIN B 30HE 3 (BEHYJbI), UM CIMBAIOIINAICS
TUI, OOBIYHO ¢ pa3ayBaHUEM, WX MPe00Jiaaaroliyil OpTaabHbIIA TUII T10-
BpexnaeHus (3oHa 1), yacro 6e3 pasnyBanust [Vos M.B. et al., 2017]. VY neteit
CO CTeaTo30M 30HBI | yale pa3BuBaeTcs GUOPO3, BKIIIOUYAs BhIpasKeHHbIN
npoliecc, Mo CpaBHEHUIO ¢ AETHMU CO cTeaTo30M 30HHI 3 [Africa J.A. et al.,
2017]. Tsxenblii puOPO3 ¥ LIMPPO3 MeUeHU HAOIIONAI0TCS Y HEKOTOPBIX IeTei
¢ MAXBIT u B HanboJIee TSKENbIX CaydastX MOTYT BOBHUKHYTh B TeUCHUE
HECKOJIbKHUX JIET Tocyie noctaHoBkM nuarHosa [Goyal N.P., Schwimmer
J.B.,2016]. et c HACT monBepratorcs 60s1ee BHICOKOMY PHUCKY CEPbE3HBIX
COMYTCTBYIOIIMX 3a00JIeBaHU, TaKMX KaK IMa0eT 2 TUIA U apTepuaabHas
runeptensust [Newton K.P. et al., 2016]. MAXKBII B Hacrosiiee BpeMst
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SIBJISIETCSI OCHOBHOM IMPUYMHO TPaHCIIAHTALIMY TIEYEHH Y MOJIOIBIX JIIOIEH.
3Hanus o reHeTrke MAXKBIT y neteit MOTyT yIydIIMTh KaK AMarHOCTUKY, TaK
M JieueHue. Ananralys Teparuy K FeHeTHUeCKOM MPepaciooXeHHOCTH —
3TO MyTh, KOTOPBIH e1lie MPEeACTOUT U3YIUTh [JIs JIeUSHUsI TOM MaTOJOTUM.

PesynbraThl mpoBeneHHBIX UCCAEA0BAHUN MTO3BOJISIIOT CYUTATh, YTO
MAZKBITnmeeT BbIpaske HHYIO reHeTUYeCKy1o KoMoHeHTy. [TonTBepxkaeHrueM
CKa3aHHOTO SIBJISTIOTCS JAHHBIE O PACOBBIX M STHUYECKMX Pa3INIUsIX B pac-
npoctpaHeHHocTu MAZKBII. Kpome aToro, obpanaet Ha ceds1 BHUMaHUE
cemeitHoe HakoruieHue ciydaeB MAXBII [Goyal N.P., Schwimmer J.B.,
2018]. O6HapyKeHO, UTO y JaTUHOAMEPUKAHCKUX IeTeit UMeeT MECTO caMmast
BbICOKasl pacrnpoctpaHeH-HocTh MAZKBII, a y uepHOKOXMX AeTeii camast
Hu3Kas. Tak, B UCCIIeI0BaHUM SITMACMUOIOIMY IIEYSHU Y IETeH U TTOAPOCTKOB
(SCALE), B KOTOpOM AMarHO3 OCHOBBIBAJICS Ha I'MCTOMNATOJOTUM MEYEHMU,
MAXBIT npucyrcrBoBana y 11,8% narmHoamepukaHckux aeteit, 10,2%
a3MaTCKUX aeTei, 8,6% Oembix neteit 1 1,5% dyepHoKoXUX AeTeit [Schwimmer
J.B. et al., 2006]. [TomoGHast 3aKOHOMEPHOCTh HAOIIONAIACh M Y B3POCIBIX
nauueHToB [Lazo M. et al., 2013].

YKa3zaHHbIE 0COOEHHOCTH, 10 MHEHMIO psila aBTOPOB, MO3BOJISIOT
MPEIOJ0XUTh, YTO TeHETUYECKas: KOMITIOHEHTa MOXET ObITh CHJIbHBIM
MOIUGUIMPYIONIUM (DAaKTOPOM B IPOSIBIIEHUH, TSKECTU U €CTECTBEHHOM
TedyeHUU 3abosieBaHusl. Hanbonee n3ydeHHbIM reHoM y aeTeit ¢ MAXKBII
apasiercss PNPLA3 . B HacTosiliee BpeMst yCTaHOBJIEHO, 4To ayienb [148M
PNPLA3 cBs3aH ¢ 6ojiee BoicokuM ypoBHeM AJIT y neteit ¢ oxkxupeHueM.
Taxke nmeroTcd nokasarejibcTBa Toro, yto PNPLA3 cBsi3aH co cTeato3oMm.
TMommopdusm TM6SF2 Takke MOXeT OBITh CBSI3aH C pa3BUTHEM CTeaTo3a
neueHu y gereit. C mpakTUYECKUX MO3UIIMIA BO3pacTaeT MoTpeOHOCTh K
OITPEIEICHHIO TPYIIIT PUCKA HA OCHOBE TEHETUKH B HAJIEXK1€ HAlTU TCHOTHITHI,
Koppenupywoue ¢ peHorunom MAXKDBIT.

Knacrepuzauus MAXKDBII BHyTpu ceMeii Oblia OlLieHeHa B X0 UCCeI0-
BaHMSI HACJIEACTBEHHOCTH, MMpoBeaeHHoro Schwimmer J.B. 1 ero konneramu
eme B 2009 romy. B aToM ucciaenosanuu 66111 M3ydeHsl 33 mpobaHaa (neteit
¢ oXupeHueM ¢ noaTBepxkaeHHoM ouoncueii MAXKDBIT), 11 gereit ¢ oxu-
peruneM 6e3 MAZKBIT u 152 uneHa ux cemeit (poauTesun, 6paThsl U CECTPHI,
pPOICTBEHHUKU 2-1 nnu 3-ii crenienu ponctsa. Hammune MAXKBIT y uneHnos
CeMbH OLIEHUBAJIOCH ¢ momolibio MPT dpakiiuy NpoToHHOH! MJIOTHOCTU
xupa (PDFF). Y nereit 6e3 MAXKBII 17% 6patheB u cectep u 37 % ponuteneit
umenn MAZKBII o cpaBHeHUIO ¢ 59% OpaTheB U cectep (cubcamu) u 78%
ponutesei mpobaHaoB ¢ noaTrBepxkaeHHoI ouoncueit MAXKDBII. Ouenku
HacjencTBeHHocTH (e 0 03HavYaeT OTCYTCTBHME HACASACTBEHHOCTH, a 1 Tipe-
CTaBJIsIeT IIPU3HAK, KOTOPBII MOJHOCTHIO HacsemyeTcst) coctaBuiu 0,85 mist
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HECKOPPEKTUPOBAHHOI AuxoToMuYecKoii nepemeHHoit wist MAXKBIT u 1,0
rocJjie monpaBKu Ha Bo3pacT, o1, pacy ¥ UMT [SchwimmerJ.B. et al., 2009].
bynymue nccnenoBanus reHetuk MAKBIT y neTeit momKHBI OLIEHUTh He-
CKOJIbKO T€HOB B Pa3HOO0OPAa3HOIM ITOMYJISIIMY IAIUEHTOB C THCTOJIOTMYECKOM
MAZKDBII, 4To0bI onpeneanTh, UMEIOT JI1 OIpeAeeHHbIE TeHOTUIIBI 0oJiee
BBICOKMIT PUCK MPOrpeccupoBaHus 3abojeBaHust. OCHOBHOM 3amaveil mpu
5TOM SIBJISIETCS TIEPCOHM3ALIMS IIPOBOIMMOTO JICYSHUSI C aarnTalieil Tepanum
K TEHETMYECKOM XapaKTepUCTUKE MAallMeHTOB (CTpaTeTysl MPEelU3nOHHOMN
MEIUIIMHBI) C L0 ONTUMM3AMM TePaeBTUUECKUX ITPOrpaMM y eTel ¢
MAXBII. I'eHOMHBIIT aHaIU3 KpaitHUX (DEHOTUITOB, BKJIIOUasl MALIMEHTOB C
MAZKBIT 6e3 BUucLEepaibHOIo 0XKUPEHUsT, MOXET BBISIBUTH PEIKME MOHOTEH-
HbIE PacCTPOICTBA C TATOTEHHBIMU 1 TePAIIeBTUUECKUMU TTOCICACTBUSIMM,
a cTpaTeruu nojamjieHUs1 reHoB, HaleneHHble Ha HSD17B13 u PNPLA3,
MpeaBapUTeIbHO OLIEHUBAIOTCS Ha COBPEMEHHOM 3Talle B KayecTBe Tepa-
nepTuueckoii MuiieHu jgedyeHnuss MAZKDBII. JanbHelinume ucciegoBaHus U
yIIyOJIeHYe UMEIOLLIMXCS ITpeacTaBiaeHUit B moHuMaHuu reHeTuku MAKBIT
MO3BOJIAT CTPATU(UIIMPOBATh KIIMHUYECKUM PUCK U ONTUMU3UPOBATh MO-
TeHLIMaJIbHbIe TeparneBTuUeckue 1eau [Ajmera V. , Loomba R., 2023].



Marepuans
XXXII Koxrpecca peTckux
racTpoIHTeponoros Poccuu
u crpax CHT

«AKTyanbHbIe MPOGIEMDI
a6J0MUHANbHOW MATOIOTUN Y AETENY

Mocksa, 18-20 mapta 2025 .

ITon o6uieit penakiueii npod. C.B.benbmepa

Mockaa, 2025



