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HACAEACTBEHHASI TPOMBOOUAUSA KAK ®AKTOP PUCKA
TSIOKEAOTO TEUEHUSI TEMOANTHUKO-YPEMUYECKOTO CMHAPOMA
Y AETEN

Kadeapa neanarpuu '6OY BITO MI'MCY um. A.U. EBpokumoBa M3 PD, MockBa

Oo6caenorans 47 nmanmentos ¢ TunnuHoii ¢opmoit I'YC (cpexnuii Bospact 19,3+2,1 mec). MeTtomom
IITTP-mace-cnekTpomerpuu u IIT[P-pecTpuKIIIOHHOTO aHAIN3a HCCIEOBAHBI TeHeTHYECKHE MapKePhI
TpoMOoduauu: nmoxumopchusmsl renos ¢puépunoresa (FGBG455A), mporpomouna (PTGG20210A),
metuiaenterparuapodoaarpenykrassl (MTHFR C677T), uaru6uropa axKTuBaTOpa ILIa3MUHOTEHA
(PAI-1 4G/5G675), dhakxtopa V Jleiigen (FV Leiden G1691A), TpomGoniuTapHOro penentopa puocpu-
HoreHa (ITGB3 T176CL33P). IIpoegeHa oljeHKa BINSIHUS MOJINMOP(hHU3Ma N3yYeHHBIX T€HOB CHCTe-

MBI CBEPTHIBAHHUSA HAa KINMHNYecKue mpossieHns I'YC (IauTeIbHOCTh aHYypHH, aHEMUM, OJUTYPHH,
TUIePa30TeMUuH, TUAJTUIHON Tepamun, BEIPasKeHHOCTh TpoMOouuTonennu). ¥ nereii ¢ 'VC B cpaBHe-
HUM C pacipeejieHueM B IMOIMyJIANHNY B 2 pa3a yanre BCTPeYaJjicsi FOMO3UTOTHBIN IIOJUMOP(U3M reHOB
MTHFR u ITGB, cymecrBenHO uamnie — retepo3uroTHslii moaumopcgusm reaos FGB u PAI-1. [letu ¢
myTaHTHBIM nosaumopdusmom reaa MTHFR C677T nmpenctaBiasior co6oil rpyniry ¢ 0osiee TAKeIbIM
TeueHueM I'YC. ¥ manueHToB ¢ «IIPOTPOMOOTeHHBIM reHoTuIoM» reHa FGB Takike orMeuaaach 060Jb-

bIE CTATHU

masa JIUuTeJIbHOCTh aHeMUH, aHypUuHu, rumnepasoreMuu, nuannanoif[ Tepamnuu. Haauuue reTepo3uroT-
HBIX ¥ TOMO3UTOTHHIX MoauMopdu3moB reHa PAI-1 4G (675) 5G u ITGB3 C176T Bausiao Ha qinTesb-
HOCTHh aHYPHHU, JUATU3HON MOANEPKKH U IEepHOoJa BOCCTAHOBJIEHHUS MoueuHbIX (yHKIMii. Tsaxects
TeueHud 'Y C onpenensieTcs He TOJBKO KOJIHYECTBOM MYTAIMii, HO ¥ «IIPOTPOMOOT€HHBIM» IIOTEHI[HA-
JIOM, YTO KJIMHUYECKHN OTPA’KAETCS B FeTePOT€HHOCTH, OPTaHHOM AUCHYHKINH, TIKECTH MOUEUHOTO
moBpeskaeHus. BoipaskeHHOCTh KIMHUYecKuX npoasiennii ['YC onpemensierca «IpoTPOMOOreHHbIM
resotuniom» reaoB MTHFR C677T, ITGB3 C176T, FGBG455A u PAI-1 4G/5G 675.

Kntoueevle cnosa: HacaedcmeeHHas mpomboQuaus, 2eMOLUMUKO-YpeMuLecKuil cuHOPOM, NOJLUMOD-
Qu3m 2eH06 cucmemvL C6ePMBLEAHUSL KPOBU, Oemu.

47 patients (average age 19,3+2,1 months) with the typical form of HUS were examined.
Polymorphism of the following genetic markers for thrombophilia was analyzed using the PCR mass
spectrometry and the PCR restriction analysis: the genes of fibrinogen (FGBG455A), prothrombin
(PTGG20210A), methylenetetrahydrofolate reductase (MTHFR C677T), plasminogen activator
inhibitor (PAI-1 4G/5G 675), factor V Leiden (FV Leiden G1691A), platelet fibrinogen receptor
(ITGB3 T176CL33P). The influence of polymorphism of studied coagulation system genes on HUS
clinical aspects is assessed (the duration of anuria, anaemia, oliguria, hyperazotemia, dialysis
treatment, the intensity of thrombocytopenia). The homozygous polymorphism of MTHFR and
ITGB genes occurs at almost twice the rate in children with HUS compared to a reference distribu-
tion, the heterozygous polymorphism of FGB and PAI-1 occurs even more often. The children with
MTHFR C677T gene mutant polymorphism are a group where the illness tends to be more severe.
The patients with «protrombogenic genotype» of FGB gene have also long-term anaemia, anuria,
hyperazotemia, dialysis treatment. The presence of hetero- and homozygous polymorphism of PAI-1
4G (675) 5G and ITGB3 C17T influences on the duration of anuria, dialysis therapy and recovery of
renal function. The severity of HUS is determined not only by the number of mutations, but also by
«protrombogenic» potential, that is reflected in the heterogeneity, the dysfunction of organs, the
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