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"MepBbIi MOCKOBCKUIA rOCYAapCTBEHHbIN MEAULIMHCKAN
yHusepcuteT umenn .M. CeueHosa MuHsgpasa Poccumn
(CeuveHoBckun yHuBepcuteT), Mockea, Poccus;
2HaumoHarnbHbI MeauUMHCKMI NCCrieqoBaTenbCKUM LIEeHTP
3nopoBbs aetert Munsgpasa Poceun, Mocksa, Poccus

Knrouesnie criosa: knuHu4eckull criyqal, cuHOpom Kaponu,
MonuKkuCmMo3 rnovek, duaeHocmuka

Axmyanvrocms. Cunapom Kaponu u ayTocOMHO-peLieccuB-
HBIH MOJMKKCTO3 MOYEK — pPEAKHE reHeTH4ecKrue (opMbl maro-
J0ruH, 00yCIIOBJIEHHbIE Pa3IMYHON CTENEHH SKCIIPECCUE OHOM
U TOM xe MyTanuu B reHe PKHD], 4To BIUET HA UX H30JIHUPO-
BaHHOE WJIM COYeTaHHOEe TeueHne. OTCYyTCTBHE Crenn(pHIECKO-
TO JIEYEHUs] © MOHUTOPHUHI'A COCTOSIHUS IPUBOAUT K HEYKJIOHHO-
MY IPOTpEeCcCUPOBAHUIO 3a00ICBaHUH ¢ (HOPMUPOBAHHEM JKU3HE-
YTPOXKAIOMIUX OCIIOAKHEHUI.

Onucanue kaunuyeckoeo cayuas. bonbHas Jl., 6onbHa ¢ 1 ro-
na 10 mec, koraa Ha GOoHE pa3IMIHBIX OCTPHIX UHOEKIHOHHBIX
cocrostauit pu Y3U Oblia BBISIBIEHA TeNaTOCINICHOMETaus, B
CBSI3M C YeM HaOII0anach ¢ AUarHo3oM: [ enaTuT HeyTOYHEHHBI.
B Bo3pacte 5 net npu npoBeIeHUN MarHUTHO-PE30HAHCHON TOMO-
rpadun opraHoB OPIOLIHOM HOMOCTH OBUIO BHISBIECHO BAPUKO3HOE
pacuupenue BeH (BPB) numeBona 1 creneHn — cUHIpOM IOp-
tanpHOl runeprensuu CIII'), npu Y3U noyek — MUKPOIMTHL B
MOYKax, 1o nopoay 4yero HanpasieHa B HMULL 3nopoBes nereit,
7€ 10 JaHHBIM HHCTPYMEHTAJIBHOTO 00CIeIOBaHUS YCTaHOBIICH
nuarnos: Luppos neuenn, ocnoxuénnpiii CIII, monukucros mo-
yek. JIJ1 yTouHeHust 1uarHo3a ObL10 IPOBEICHO FeHETUIeCcKoe 00-
cliefioBaHre, 0OHapyKeH OuasuieNbHbIi BapuaHT B rene PKHD].
Jo 18 net GonbHas peryaspHo HabIroAanach B CTallUOHApE, I1e
TIPOBOAMIIACH CBOEBPEMEHHAs KOPPEKIIMS JICUCHHS, YTO [TO3BOJIU-
JIO OTCPOYMTH MPOBEJCHNE TPAHCIUIAHTALIMU TIEYEHU B JAETCKOM
Bo3pacte. Hanmuue y crapiiero peOEHKa reHeTHUECKO# aToIio-
TUU JaJ0 BO3MOXKHOCTb B PAaHHEM BO3PacTe NMPOBECTH 00CIEN0-
BaHUE U IOCTaBUTh AUATHO3 MIaJIeMy Opary u cécTpaMm (MOHO-
3UTOTHBIM ONU3HEIaM), KIIMHUKO-WHCTPYMEHTAJILHBIE IIPOsIBIIE-
HUSI Y KOTOPBIX OBUTH CXOXKH C TAKOBBIMH Y Ipobanaa. HecMmotps

Ha PaHHIOIO TMarHOCTHKY, BceM 3 cubcaM B T€UEHUE HECKOJIBKUX
JIeT HEe MPOBOIMJINCH MOHUTOPUHI COCTOSTHUS Y KOPPEKIH JIede-
HUS, 9TO TPUBEJIO K 3HaunMomy nporpeccuposanuio CIII, B oc-
HOBHOM 3a cuéT BPB B xeistynke u pucka yrposbl KpOBOTE€UEHHUS,
a TaKXKe XPOHUUECKOH O0JIE3HU MOYEK C IUI0XO KOHTPOIUPYEMOMH
BTOPUYHOI apTepuaibHOil runeprensueii. OTCyTCTBHE CBOEBpE-
MEHHOM AMAarHOCTUKY ITPUBEIIO K OTPAaHUYCHUIO IPUMEHEHHUS H-
nockonnaeckux metonoB neuenus CIII, yxyammenuro mporHosa 3a-
OoneBaHMs U YBEIHMUYCHHUIO PUCKa HEOOXOAUMOCTH TPaHCIUIAHTa-
1K1 B paHHEM BO3pacTe.

3axniouenue. IIpencTaBIeHHbIH KIMHUYECKUN coydail ui-
JIOCTPUPYET 3HAUUMOCTb UHCTPYMEHTAIBHOIO U T€HETUYECKOTO
CKPUHHUHTA BceX CHOCOB BHE 3aBUCHMOCTH OT THIIA HACJIEHOBAHHS
3a00JieBaHus, & TAKkKe HEOOXOMUMOCTh PErYJISIPHOTO UX 00CIeno-
BaHUA B YCJIOBUSX CTAal[MOHApA C IPUMEHEHUEM MYJIBTUIUCLIUILIN-
HApHOTO MOAXOMa JUISI CBOEBPEMEHHON NUAarHOCTUKH U KOPPEK-
LM OCJIOXKHEHUH, YIIyUllIeHUs IPOTrHO3a U UCX0/1a 3a00JIeBaHUsL.



