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reMOJ'll/ITl/lKO-ypeMl/l‘leCKI/lﬁ CHHIPOM KaK pe3yjabTaT HEA0CTATOYHOCTH TrOMO3UTOTHOIO H-q)aKTO]la

Hemolytic uremic syndrome due to homozygous factor H deficiency
S.K. Sethi, D.D. Marie-Agnes, N. Thaker, P. Hari, A. Bagga
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Ha ceromHsmamii 1eHb TOCTOBEPHO M3BECTHO, YTO OOJIBIIMHCTBO KOMIUIEMEHTapHBIX MyTanmii H-dakropa, accomumpo-
BaHHBIX C TeMOJIMTUKO-YPEMUIECKUM CUHIPOMOM, SIBJISIFOTCSI TETEPO3UTOTHBIMU. [OMO3UTOTHBIE MYTALIMK, BbI3bIBAIOILINE
ATUIMUYHBIA BapuaHT CUHIPOMA, BCTPEUYAIOTCS TOBOJILHO PEAKO. B NaHHOI cTaThe ONMUCHIBACTCS KIMHUYECKMIA Ciiydait
Yy MaJIbuMKa B BO3pacTe 7 MeC C TeMOJTUTUKO-yPEMUIECKUM CTHIPOMOM, BBIPAXKEHHOM TUTIOKOMIUIEMEHTEMUEH (CHIKeHNE
ypoBHs1 C3 1 HOpMasIbHBIN ypoBeHb C4), KpUTUYECKM HU3KUM ypoBHeM H-cdakTopa B KpoBOTOKe. [eHeTHUYECKUI aHATU3
BBISIBUJI Jieielinio 4bp B reHe, KonupytonieM H-dakTop B roMo3UroTHoM coctosiHuu. PoauTenu pebeHKa — reTepo3uroTHbie
HOCHUTEJI MyTaHTHOTO TeHa. Y MalieHTa OTMEYeHO IMPOTPECCUPOBAHNE 3a00I€BAHNS IO TEPMUHAIBHON CTAIUN MTOPAKEHUS
mouek. Ha naHHBIi MOMEHT MajbuMK HaXOMUTCSI TIOJ MOCTOSTHHBIM aMOYJIaTOPHBIM HAOJIOIEHUEM W Ha TIEPUTOHEATbHOM
Juanmse.
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