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AHHoTaumMsi. B cratee mpencTaBieHB  Pe3yJbTaThl  HCCIICIOBAHMS
T€HETUYECKUX MOTMMOP(PU3MOB, ACCOLIMUPOBAHHBIX C PUCKOM TPOMOO(UINH, Yy IeTEeH
ot 1 roma go 17 ner, rocnuTanM3UPOBAHHBIX B oTAcieHUE Hedposoruu 'AY3 CO
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Annotation. The article presents the results of a study of genetic polymorphisms
associated with the risk of thrombophilia in children aged 1 to 17 years who were
hospitalized in the department of nephrology of the Regional children's clinical hospital
(Yekaterinburg) in 2020 with chronic kidney disease stage 5 (CKD Stage 5) for
hemodialysis.

KiaroueBblie cJIoBa: JE€TH, TpOM60(I)I/IJII/I}I, TCPpMHUHAJIbHAA IIo4Yc€4yHas
HEAOCTAaTOYHOCTD, ICMOAMAJIN3.
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Bsenenue

N3BecTHO, 4TO KaTeTep-acCOLMHPOBAHHBIE TPOMOO3bI SABISIOTCS OJHUM U3
CaMbIX YacCTbIX MO3JHUX OCJIOXKHEHUN OHKCIUTyaTallud IIEHTPAJIbHBIX BEHO3HBIX
karerepoB (LIBK) nHapsimy c¢ karerep - accOUMUpPOBAHHBIMM WHGOEKIUSIMU U
MEXaHUYECKUMHU TOBPEKICHUSMU, MPUBOSIIMMU K HApYIIEHUIO pabOThl KaTerepa.
Yame Bcero tpoM603 IIBK mporekaer OeccumTomHO. MMeroTcss paHHBIE, 4YTO
O6eccuMnTOMHBINA TpoMO03 uMmeercs: mpuMepHo B 30% cimydaeB ucnosib3oBanus [[BK,
a KIWHUYECKH TPOsBIAETCS JMIIb OKoido 5 % Ttpombo3oB I[IBK. Karerep -
aCCOIIMMPOBAHHBIE TPOMOO3bI YTPOXKAIOT MAIMEHTaM, IMPEXJIE BCETr0o, HApYIIEHHUEM
paboThl KaTeTepa U MOTEpPEe BEHO3HOIO JOCTyMa JJjisl 3aMECTHUTEIBHON MOYE€YHOM
Tepanuu [1].

[Ipobyiema MPOTrHOCTUYECKOM 3HAYMMOCTU HACJIEICTBEHHONU TPOMOO(DUINY ISt
OIIEHKM PHUCKOB pPa3BUTUS TPOMOO30B COCYAMCTOrO0 JOCTyNa MpHU MPOBEICHUU
reMoauanu3a y jnered ¢ tepmuHainbHOM XIIH, a Taxke mnociaeonepalmoOHHbBIX
OCJIO’)KHEHHM TOYEYHOM TPaHCIUIAHTALIMM, HA CETOAHSIIHUN JEHb OJHO3HAYHO HE
pemiera. Kpome Toro, He00X0JIMMO OTMETUTh, YTO T€HOTHUIIBI C MPOTPOMOOTUYECKUMHU
OJTHOHYKJICOTUJIHBIMU ~ TTOJIMMOp(GU3MaMU  TO0 BCEMY MHPY paclpoCTpaHEHbBI
HeoMHaKOBO. [Tpoduin MyTanuii HEOAMHAKOBBI JJISI PA3JIMYHBIX S THOCOB U PETHOHOB
Mupa. Takum 00pa3oM, MPOTHOCTUYECKHUN MOTEHITUAT TPOMOO(PUIBHBIX MyTallUl Yy
MaIlMEeHTOB U3 Pa3HbIX reorpaduueckux obdsacreit Mupa OyAeT pa3HbIM.

JlanHbIe O pacmpoCTpaHEHHOCTH MOJUMOpdU3Ma TeHOB TpoMOodUIMu cpeau
340pPOBOr0 JETCKOTO HACEJICHUS M JIETEU C MOYECYHOM marosioruerd B Poccuu Becbma
MaJIOYUCJICHHBI.

Heab nceieqoBanus - U3y4uTh Npoduib TPOMOOPHUIIBHBIX MyTallui y IeTel ¢
XBII 5 ctaguu, NOJIy4YarOmKuX reMOIUATHS.

MarepuaJjbl 1 METOAbI UCCIIET0BAHUS

Hccnenosanue npoBoauIochk Ha 6aze Hedposoruueckoro otaenenus 'AY3 CO
«OZIKb» r. EkatepunOypra (rnaBsiii Bpau O. HO. ABepbsHOB, U. 0. 3aB. OTJEJIECHUEM
H. IO. MuneeBa). PerpocnekTuBHO Oblla NpOaHAIM3UPOBAHA MEAUIIMHCKAS
nokymenTarus 12 manuentos ((§.003/y), rocnutanu3upoBaHHBIX B oTAeneHne B 2020
rony. KputepusiMu BKIIOUEHHST B MCCIEAYEMYIO TPYIIY SIBISJIMCH: HAJIUYHE
XPOHUYECKON OOJE3HM TMOYEK S5 CTaauu (TEPMUHAIBLHON XPOHUYECKOW MOYCYHOU
HEJIOCTATOYHOCTH), MOJYYEHHUE MAalMEHTOM 3aMECTUTEIbHOW MMOYEYHOU Tepanuu
METOJIOM MTPOTPAMMHOT0 T€MOIHAIIH3A.
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W3yyanuch [JaHHbIE aHaMHe3a, pe3yJbTaThl KJIMHUKO-IA00pATOPHBIX U
MHCTPYMEHTAJILHBIX METOIOB 00CIIeIOBaHUS, IPUHATHIX B COBPEMEHHOM HEDPOJIOTUH;
a TaKkKe HaIWYue CIEIYIOUX MOAUMOp(U3MOB: HMHIHOUTOpA aKTHUBATOpa
ma3MuHoreHa | Ttuma, Oera-cyObeauHUIIBI MHTErpuHa (perenrtopa (GpuOpuHOreHa
TPOMOOITMTOB), MHTErpuHa aib(da-2 (raukomnporenHa la/lla TpomOGoruToB), Gera-
noymnenTuaHoN 1enu  guOpuHoreHa, ¢aktopoB cBepThiBanusa XIILVILV,II,
METHOHUHCHUHTA3BI-PEIYKTa3bl, METUOHUHCUHTA3bl M JIBYX MOJUMOP()HU3MOB B TECHE
MetuneHTeTparuapodonarpenykrazsl (MTHFR) (3aB.1abopatopueit MoeKyIspHOMA
ouonorun, uMMmyHopeHoTrnIpoBanus u maromopdornoruu 'AY3 CO «OIKby, 1. m.
H. [Hayp I'.A.).

AHanmu3 pe3yiabTaTOB MPOBOAMIICS MPHU MoMoIny mporpammbl Microsoft Excel.
Hcnonb3oBanuch METOJbI OMUCATEILHOW CTATUCTUKHU: PACUUTHIBAIUCH MEPHI
HEHTPATILHON TEHCHIIUU (cpennee apupmMeTHIecKoe, MeIMaHa) u
CPEAHEKBAAPATUYHOE OTKIIOHEHHE.

Pe3yabTaThl HccieJ0BAHUS U UX 00CYXKICHHUE

Ha MoOMeHT uccnenoBaHus CpeIHHUM BO3pacT MAlMEHTOB cocTaBui 13,2442
roja (meauana - 14, 9 ner). CooTHOIIEHHE MAJIbYUKOB U JieBoYeK — 1:1.

OTSATOIIEHHBIN aKylIepCKUd aHamMHe3 (BKJIOYas AaHEMHUIO, TeCTallMOHHBIM
ueNoHePUT, MaJIOBONE U T.11.) uMed MecTo B 90% cirydaeB. Poauiauck oT nepBoi
oepemennoctu 60% nereld, octanbHbie 40 % - oT mocnenyromux. B paHHem
HeoHaTadbHOM TIepuojge y 60 % HOBOPOXIACHHBIX TSKECTh COCTOSHHS Oblia
0o0ycCIIOBJIEHAa 3a CYET JbIXaTeIbHOMW HEJOCTATOUYHOCTU, PA3IUYHBIX BPOKICHHBIX
MMOPOKOB Pa3BUTHUSI OPTaHOB MOUYEBBIICIUTEILHOM W HEPBHOM CUCTEMBI.

dusnyeckoe pa3BUTUE MO YPOBHIO OMOJIOTHYECKON 3pEJIOCTH 00CIeI0BaHHBIX
OOJIBHBIX OTCTAaBAJIO OT MACHOPTHOIO BO3pacTta (Mo ajvHe Tena) y 7 u3 12 nereit u
oTeperkano MacoPTHBIM BO3pacT B OJHOM ciydae. MopdhodyHKIIMOHATBHBINA CTaTyC
ObLT AUCrapMOHUYHBIM Y 63 % manuenToB. Jledurut maccer Tena ormeuancs B 27 %
CiTy4aeB; U30BITOK MAcChl TeJla — y KaXJI0ro TpeThero namuenta (36 %).

B cnektpe nepBuuHbIX 3a001€BaHUM, KOTOpbIe MpuBenu K pa3Butruio XbII B
HCCIIENYyEMOU rpyIIe, npeoOiananu JIBYCTOPOHHUU pedIOKCOTeHHBIH
ypetreporuaporedpo3 (33%) u IBYCTOPOHHSS THIOIUIA3Us TOYEK C JUCIIIa3uei
nouyeyHol TkaHu (25%). Y nBOMX MaIlMEHTOB JIWArHOCTUPOBAH JIBYCTOPOHHUM
MOJMKUCTO3 TMoYeK. Takxke HaOMIOJANNCh EAUHUYHBIE CIy4au XPOHUYECKOTO
OBICTPOINPOTPECCUPYIOIIETO TIIOMEPYI0oHEPPUTA, CMEIIAHHOTO MY3bIPHO-TOXaHOYHO-
MOYETOYHUKOBOTO peuitokca, a Takke S- oOpa3Hasi ovka ¢ ypeTeporuapoHedhpo3om
BEPXHET0 CErMEHTA U KAJIMKIKTa3uel HUKHETO CerMEHTA.

Ha mMomeHT mpoBenenust uccienoBanusa cpeaunit crax XbII B uccnexyemont
rpyirmne, 3aQUKCUPOBaHHBIM C MOMEHTA YCTAHOBJICHUSI Y peOCHKAa HaIW4us JH000H
rmouevyHor maronoruu, coctaBui 103+65 mecsma. Memmana craxka XbBIT - 94,5
MecsiieB. Crax TtepmuHanbHOM XIIH, ycTaHOBIEHHBIH C MOMEHTa Hauaja
3aMECTUTEJIbHOM MouYeuyHou Tepanuu, coctaBuin 30+24 Mecsaua. Meauana craxa
tepmuHanbHO XITH - 26,5 Mecsiies.
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B wuccrnenyemoil rpynmne HaOMIOAANMCh CIEAYIONIME 3HAYEHHUs MoKa3aresei
KOaryJsITMOHHOTO TeMocTasza: cpeaHee MnpoTpoMOuHOBoe Bpems- 11,08+0,3 cek,
cpeaHee 3HaueHue mporpoMOuHa o Keuky- 90,1+17 %, cpennee MHO — 1,08+0,15
y.e, cpeHee TpoMOMHOBOE BpeMs — 17,75+1,75 cek, cpeaHee 3HaucHUE GUOPUHOTCHA
— 3,35+0,94 1/n, cpennee 3uauenue AUTB — 27,05£3,44 cekx. Ilokasarenu
reMOCTa3Mu0JIOTMUECKOr0 00CIeI0BaHUsI MAIlUEHTOB, MOTYYaOIIUX 3aMECTUTEIIbHYIO
MOYEYHYI0 TEpanuio, MOCTOSHHO MOHUTOPUPOBAINCH B JUHAMHKE HAOIIOJICHUS C
MocaeAyoned KOPPEKTUPOBKOM 103bI HU3KOMOJIEKYJIIPHBIX T'€IapUHOB, BBOAUMBIX B
KOHTYp F€MOIHAIIN3aTopa.

B anmamnese y OonpmmHCTBa HccienyeMbix (91%) Obumn 3aduKCHpPOBaHbBI
smu3oae! auchynkimu [IBK. B momosune (50%) ciayyaes anu3oap! nucdynkium [[BK
OBLITM HEOTHOKPATHBIMH (110 3-X pa3).

V¥ Beex aereit (100%) ObLTH BBISBICHBI T€ WM UHBIE BApUAHTHI OIUMOpdu3mMa
Ir€HOB TPOMOO(UINM B TOMO3UTOTHOM WJIM TE€TEPO3UTOTHOM cocTosiHuu. B 66%
ciyyaeB y geteit ¢ XBII 5 cranuu BoisBien ITGA2 807 C807T - monmumopdusm
riukonpotenHa la/lla TpomMOOUIMTOB, TakXke HMMENIH MECTO MOIMMOP(U3MBI TeHa
daktopa cBeprhiBanus XIII. B cBoeir pabore Wei ¢ coaBropamu MOKa3ajid, 4TO
JAHHBIM MONMMMOP(GU3M JIOCTOBEPHO CBSI3aH C PHUCKOM Pa3BUTUA COCYIUCTBHIX
kaTactpod [4].

Y OonpmmHcTBa  (75%) mNalMEeHTOB MyTaluMd ObUIM  OOHApYXEHBI B
roMO3UroTHOM coctosinnu. Hanbonee yactoiit nonumopdusm (42%), BcTpeyarommiics
B roMo3urotHoM cocrosiuuu - MTRR A66G. Tlomumopdusm rena MTRR Ttaxxe
SIBJISIICS. HanOoJjiee 4acTor TpoMOohUIbHOM MyTaluei, B 1iej1oM. OH B TOM HIITM HHOM
BapuaHTe Bcrpeuancs y 91% nabmonaemsix nanueHToB. MTRR A66G npencrasisier
co00ll 3aMeHy aJileHMHa B MO3ULMU 60 Ha T'yaHWH B IeHe, KOAMPYIoWEeM (HepMEHT
METHOHUHCUHTA3a - peayKTasy, KOTOpbIi B HOpMe oOecreunBaer oOpaTHOE
MIPEBpAIllEHHE TOMOIMCTEHMHA B METHOHWH, NPEAOTBpAIlasi FOMOLUMCTEMHEMUIO H
TpomMOoTHUecKkue ocioxkHeHus. Hishida ¢ kommeramm B cBoeM HcClieIOBaHMHM Ha
B3POCIIBIX MAIMEHTAX MoKa3ajiu, 4To noaumopduzmMer MTRR nocToBepHO cBsizaHbI €
noBbiieHHBIM pruckoM XbBIT [3].

Bropeim 10 4Yactore TOIMMOPPU3MOM B TOMO3UTOTHOM COCTOSIHUH,
umerommiics y 25% nanuenrtos, seisutack PAI-1-675 5G/4G - uncepius ryaHuHa B
no3uuuu 675 B reHe MHruOMTopa akruBaTopa miasmuHoreHa | tuna (PAI-1). Ota
MyTalusl MPUBOJUT K OCTA0ICHUI0 (PUOPUHOIUTUYECKON aKTUBHOCTH KPOBH 3a CUET
MOBBIIEHNs KOHLEHTpauuu B 1iasme PAI-1, 4To moBBIIAET PHUCK COCYIMCTBIX
ocnoxxHeHuit. MccnenoBarenu moa pykoBoAcTBoM (GONQ B cBOEH paboTe MPHIILIU K
BBIBOJly O TOM, 4YTO JIaHHBIH MOJUMOP(HU3M TECHO CBS3aH C MHKPOTPOMOO30M
MOYEUYHBIX KJIyOOUYKOB NMpHU BOTYaHOYHOM Hedpute [2]. CBS3b HaHHBIX MyTallUi C
MHOW MOYEYHOUN NMATOJIOTUEN B IEAUATPUUECKON MPAKTUKE €I1I€ HE N3y4alach.

BuiBoabI

Taxkum o6pazom, Hanmuue y Bcex aerei ¢ XbIl 5 cragum TpoMOO(HIBHBIX
MyTalliii B TOMO3UTOTHOM WJIM T€TEPO3UTOTHOM COCTOSHHUM U BBICOKAsl 4acToTa
pacnpocTpaHeHHOCTH A1u3070B nuchynkmuu [[BK, maer ocHoBaHue MpeAnonoXuTh
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IMPOTrHOCTUYCCKYIO0 3HAYUMOCTL 3THUX HOJII/IMOP(I)I/ISMOB HJIsL Pa3sBUTHA Tp0M6030B
COCYyaAUCTOro JOCTyIIa IIpU IIPOBCACHHUHN I'CMOAHAIN34A.

Bompoc o xkoppensauuu 9acTtoThl TpoMOoTuyeckux auchyukiui [IBK ¢
npoduiaeM TPoMOOPMIBHBIX MyTalui, 0€3yCIIOBHO, BAXKEH C MPAKTUYECKOM TOUYKU
3peHHS U TPeOYeT NaabHEHUIIIero BCECTOPOHHET0 U3yUCHUS.
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