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AKTyanbHOCTh. DpyKTO3eMHs — peAKoe TeHEeTHYecKoe 3a00JIeBaHue, BO3HHUKAIOIIEEe
BCIIeZICTBUE AeduIuTa anbaonassl B, o0yciosinennoro mytanusmu B rene ALDOB Ha xpomocome
9g22.3. Dro 3aboyieBaHHE NPEICTABISICT CEPHE3HYID MEIUIIMHCKYIO MpoOIeMy, TpeOYIOIIyIo
JONOJTHUTEbHBIX HCCIEAOBAHUM M3-3a €ro PeIKOCTH U MaloM3yyeHHOCTH. OcoOyro CI0XKHOCTb
IIPEJICTaBIsIET pa3HoOOpasue KIMHUYECKUX IHPOSBICHUHM, KOTOpPbIE MOIYT BapbHpOBAaThCsl OT
ey JOUYHO-KUIIEYHbIX PACCTPOMCTB U OTBpAILEHUS K CIAAOCTSIM [0 MEYEHOUYHBIX MPOSBICHUMH,
BKJIIOYAsi aCHUMIITOMHOE IIOBBIIIEHME TPAaHCAMHUHA3 U JaXe IE€YCHOYHYI0 HEJ0CTaTOYHOCTb.
CoOnronenue nuersl 6e3 (QpyKTO3bl OOBIYHO OOECIEeYMBAET XOPOLIMI MPOrHO3 U HOPMANIbHYIO
IPOJOJKUTEIBHOCTD JKU3HU, OJTHAKO JJIUTENIbHOE €€ BO3/IEHCTBUE MOKET MPUBECTH K CEPbE3HBIM
OCJIOKHEHUSIM B IlepcreKkTHBe. M3yueHue GpyKTo3eMun UMeeT KIIF0UeBOe 3HaYeHHE [Tl pa3paboTKu
3G (GEKTUBHBIX METOMOB JMATHOCTHUKU W JICUCHHS, a TaKKe JUI YIYYIICHHS KauecTBa >KU3HU
HAIEHTOB.

Heab: wu3yuyuTh OCHOBHbIE KIMHUYECKHE TMPOSIBICHHUS M TE€HETUYECKHE AacClEKThl
HACJIe/ICTBEHHOM HENEepeHOCUMOCTH (PYKTO3bl, MPEJOCTaBUTh BpayaM PpPEKOMEHJAIMU 110
3¢ (eKTHBHON JUAarHOCTUKE (PYKTO3EMHUU HA OCHOBE HAIMX HAOJIOJNCHUN M aHAN3a, 0OCYIUTh
BO3MOJKHBIE OCJIO)KHEHHS U IPOTHO3 pa3BUTHUS 3a00JI€BaHUSL.

Matepuanbl 1 MeTOABI. MBI CO001IaEM O KIIMHUYECKOM Cilydae y peOeHKa (JIeBOUKa),

y KOTOpO# Obl1a IMarHOCTUPOBaHa (PPYKTO3eMUsI TOCPEACTBOM CEKBEHUPOBAHMS ITOJTHOTO IK30MA.

Pe3yabTaTsl u MX 00cyxkaenue. PeOeHok Habmonancs y neauatpa ¢ 12 mecsiies ¢ xanodaMu
Ha aHeMMIo U JeguuuT Macchl Tena. [Tocne nepenecennoit OPU B Bo3pacre 3,5 netr —HampaBiieH B
cTalMoHap Juisi oOcnenoBaHus. bbuin TpoBeAeHbl J1abopaTOpHblE U HMHCTPYMEHTAJIbHbIE
UCCIIEIOBaHMsI, BKIIOYas OMOXMMHYECKUH aHaju3 KPOBH, KOAryJorpaMMy, HMMYHOTpaMMy,
CKPUHHUHI HACJEACTBEHHbIX Oosie3He oOmena, Y3M OBbIl, ¢ubposnacrorpapuio mneueHwu,
o0cieioBaHMs Ha UH(EKIMOHHbIE U ayTOMMMYHHbIe 3a0oneBanus. [Ipu moctynieHun B Bo3pacte
3,5 et ObUIM BBISBIIEHBI CIEIYIOIINE U3MEHEHHUS: MOBBIIIEHNE aKTUBHOCTH TpaHcamuHas (AJIT —
453 En/n, ACT — 378 En/n), a Taxke nu¢dy3Hble U3MEHEHUs B MapeHxuMme nedeHd Ha Y3U u
¢udposnacrorpadus (F1 mo mxame METAVIR — cmaleiit ¢ubpo3). B Bozpacte 7 ner ObLIO
IIPOBEJIEHO MOJIEKYJIIPHO-TEHETUYECKOE MCCIEA0BAHNE U BBIABIIEHBI MyTaluu B reHe ALDOB, uto
MOATBEPANIIO AuarHo3 (ppyxro3emuu. IlanuenTka Oblia HampaBlieHAa Ha TEPANMIO, BKIFOYAOIIYIO
UCKJIIOUeHHe (PPYKTO3bl U3 paIliOHA U MPUEM renaronporekropos. Habmonanace monoxxurenbHas
IUHAMHKA CHIDKEHUS aKTUBHOCTH TpaHCaMUHA3, a TakkKe yIydlleHUss B  KapTUHE
¢bubposnacrorpaduu Ha (OHE MPOBOTUMOI TEPATIUH.

BoiBoabl. [IpeacraBnenHbli KIMHUYECKUH ciiydail GpyKTO3eMUN MOTYEPKUBAET CIOXKHOCTU
JMAarHOCTHUKH 3TOTO PEIKOr0 B MEAMAaTPUYECKOM TMpakTUKe 3a00sieBaHUS M HEOOXOAUMOCTh
MOJIEKYJISIPHO-TEHETHYECKOI0 MCCIEI0BAHUS JJI MOITBEPKIEHUS IarHo3a. PaHHee BbIsBICHHE U
KOPPEKIMOHHAsI TUETOTEPaNusl UTPAIOT BaKHYIO POJIb B YIYULIEHUH MTPOTHO3a 3TOT0 3a00JIeBaHUS.
Takue ciayyan mo4epKUBAIOT BaXKHOCTh COBPEMEHHBIX METOJIOB IMATHOCTUKH U JICUEHUS, a TaKKe
HE00XO0IMMOCTh TOBBIIIEHHS OCBEIOMJICHHOCTH MEIUIIUHCKOT'O COOOIIECTBA O JaHHOW MaTOJIOTHH.
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