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Cunnpombel  Kpurnepa-Hasipa, XKunbbepa wu JlaOuna-/[KOHCOHa OTHOCSTCS K Tak
Ha3bIBAEMBIM  JTOOPOKAYECTBEHHBIM TUrepOmwInpyonHemMussMm. OHH  TPEACTaBISAIOT — cOOOH
HACJIEICTBEHHBIE  SH3MMOIIATUM, [POTEKAIOIIME €  pa3BUTHEM JKEINTYXH, OJIHAKO HeE
COIPOBOXKAAIOIINECS CTPYKTYPHBIMU U3MEHEHHUSIMH B TIEUCHHU.

['unepbunupyOuHemMusi, B LEJIOM, 3TO JTa0OPAaTOPHBIM CHHAPOM, KOTOPBIH COMPOBOKIACT
MHOTHE MaTOJIOTHU, K KOTOPBIM MOKHO OTHECTH OOJIE3HU MeUYeHH, 3a00JIeBaHUS JKETUEBbIBOIALINX
IyTeH, FeMOJUTHYECKUE AHEMHUHU, HACJIEICTBEHHbIE SH3UMonaTuu U Ap. E€ pazButue cBs3aHO C
HapylieHrneM oOMeHa OmrpyOrHa, 00pa3yIoerocs B pe3yJibTaTe pacmaaa remoriaoouHa. [Ipu stom
CHauyaja NoJ JeHCTBUEM I'€éMOKCUI€Ha3bl, a 3aTeM OWIMBEpAMHPEIyKTa3bl 00pa3yercs HenpsiMon
OunupyOrH, KOTOPBI C MOMOIIBI0 aTbOyYMHUHOB TPAHCIIOPTUPYETCS B MEUYEHb, TJe MOJABEpraercs
KoHbloranuu ¢ Y JD-rimokypoHoBoi kuciaoToi moj aerictBueM Y JID-rmrokypoHuntpanchepassl
(YAD-I'T). B pesynbrare B remnarouurax oOpaszyercss NpsMoW OWIUpyOMH, KOTOPBIM 3aTeMm
BBIJICJISIETCS C KEIMYbIO B MPOCBET 12-TIepCTHON KUILIKH.

Cunapomsl Kpurnepa-Hasipa | u |l Tuma — 910 HaciaeacTBeHHBIE ayTOCOMHO-PEIIECCUBHBIC
3abosieBaHus, cBsi3aHHbIe ¢ oTcyTcTBHEM (I Trm) wiu HemocTarouHocThio (Il Tum) dhepmenta VD-
I'T, obycnoBiaenHoro nedekroM reHa, koaupytomiero nanubiii ¢pepmeHT — UGT1AL. Teuenwue
cuHapoma | Thma conpoBoKAAETCA 3HAYUTEIBHBIM MOBBIIICHUEM YPOBHS HEMPSMOTo OUIMpyOrHa B
KpPOBH 3a CYET MOJHOCThIO HEAKTUBHOI'O (DEPMEHTA U IMPOSIBISIETCA BBIPAKEHHOM CUMITOMATHKOM
BILJIOTh /10 Pa3BUTHUS SIAEPHON JKENTYXH U HEBPOJIOTMYECKUX HAPYIICHUN: CYyAOPOrH, ONMCTOTOHYC,
HHUCTarM, aTeTo3 u T.1. B cinydae cungpoma |l Tuna cumnromatuka umeer Oosiee JIETKUM, MATKUI
XapakTep — XKeITyXa, IPOXkKb U roJ0BHAs OO0JIb.

Cunnpom Kuisbepa — 370 100poKayecTBEHHAs THIEPOMIMpPYOMHEMHUS, MEepearouascs Mo
ayTOCOMHO-JIOMHHAHTHOMY THILy M CBsi3aHHas CO CHIDKEHHWEM akTuBHOCTH (epmenra Y ID-I'T.
W3menenne akTuBHOCTH (pepMeHTa Takxke cBs3aHo ¢ nedexkrom rena UGT1AL, omHako B OTimume OT
cuapoma Kpurnepa-Haspa, momoMka pacriosaraercsi B IPOMOTOPHOM YacTH, TIJ€ OTMEYarOTCs
MHorouucieHsusle TA (TaHIeMHbIE TOBTOPHI) MOBTOPHKL. [IposiBisaThest cunapom XKunbOepa HaunHaeT B
IIOJPOCTKOBOM BO3pacTe M XapaKTepU3YEeTCs EPEMEKAIOIIEHCS JKENTYX0M, pa3BUTUEM aCTEHUYECKOTO
CHH/IpOMA. PeruIBbI JKeNITYXH MOTYT ObITh aCCOLMUPOBAHBI C TSXKEIBIMU (PU3MUECKUMU Harpy3KaMH,
CHI)KEHHEM UMMYHUTETA, MOTYT BO3HUKATh B PE3YJIbTaTe TOJI0JIaHNs, OECCOHHMUIIBI, IPHEMa aJIKOTOJIs,
00€3BOKHMBAHUS, a TAKKE B PE3yJIbTaTe MpHeMa HEKOTOPBIX JIEKAPCTBEHHBIX MPENapaToB.

B omimmume ot mnpenmectBoBaBIIMX JBYX 3a0oneBaHuii cunapoM [laOuna-/[)xoHCOHa
IpeAcTaBIsieT Cco0OM OYeHb pPEOKyld C ayTOCOMHO-JIOMUHAHTHBIM THIIOM HAacjeJOBaHMS
JI0OpPOKAaYEeCTBEHHYI0 TUNEepOMINpyOMHEMHUIO, PA3BUBAIOIIYIOCS B pe3yJbTaTe MyTallud B TEHE
ABCC?2, xoTopblit KoaupyeT 0eJIOK MHOKECTBEHHOH JiekapcTBeHHOU ycToiunBoctd 2 (MRP2). DtoT
oenok (MRP2) obecrieunBaeT TpaHCIOPT BEIIECTBA M3 KJIETKH, B TOM YHCJIE U MPsAMOil Ommupyoun. B
pe3yabTare MyTtanuu B reHe ABCC2 cHmxaercst sxcripeccuss MRP2, 9To puBOAMT K HAKOTUICHHUEO
KOHBIOTMPOBAaHHOTO OWIMpYyOMHA B TeNaToluTax, a 3aTeM M B KpoBU. KIMHHYECKH oTMedaercs
MIOCTOSTHHASL JKENITYXa, MOBBIIICHHAS YTOMIISEMOCTb, IUIOXOW alleTUT, NUCIENTHYECKUE SBJICHUS,
6o5u B IpaBOM Moipedepbe BIUIOTH J0 KOJIHK, CBSI3aHHBIE C TeNaToOMeraanei.

Takum 00pazoM, MOXKHO 3aKJIIOYUTh, YTO BCE THNEPOMIIMPYOMHEMUH COMPOBOKIAIOTCS €TUHOM
CUMIITOMAaTUKON — pa3BUTHEM >XenTyxu. OHa XapakTepHa W Uil JPYTUX COCTOSHHN: MOBPEXKICHUMN
MIEUEHU, TIOPAKEHUH JKEITYEBBIBOSIINX Ty TEH, TEMOJIMTUYECKUX aHeMUi 1 Jip. YTOObI MUHUMHU3UPOBATh
BEPOSITHOCTb ITIOCTAHOBKM HEBEPHOI'O MarHo3a M, COOTBETCTBEHHO, HA3HAYEHUsI HEBEPHOTO JIEUECHUS,
KOTOpoe He Oyaer [aBaTh HYXHOro, OnarompusiTHOro A>@Qekra, HE0OXOIUMO TOCTOSHHO
COBEpILEHCTBOBATH U YIITyOJIATh 3HAHUS B 00JIACTH IAHHOW MaTOJIOTHH.
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