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u camkenue MKL. YpoBeHb cTBONOBBIX KiIeTOK B KM sBUJICS BaKHBIM MapKEpOM aruia3ui.
[maBHBIM KpHUTEpUEM nUAarHOCTUKH ObLTO MacuiTabHoe 3amenienne KKM xupoBoit TkaHbIo.

Bpoxaennyo AA oTinyano HaJluyue HU3KOPOCIOCTH, TOPOKOB Pa3BUTHUS (MOJIMIAKTU-
JMs1, BPO’KICHHBIN BBIBUX Oeapa, aruia3usi MOYKH, YePErHO-TULEBOH JTUCMOPhU3M).
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KJIMHYECKHWE NMPOSIBJEHUA JEMJIEHCKON MY TAIIAN

Beseoenue

TpombodmIns — 3TO NPenpacnoIoKEeHHOCTh K TPOMOO03yY, U €€ MOXKHO Pa3JeNIuTh Ha Ha-
CIIEICTBEHHBIE WM IpUOOpeTeHHbIe TpoMOoduinu. YHacienoBaHHas TPpoMOOpMiINs OTHO-
CHUTCS K BPOXKJIEHHBIM COCTOSHUSIM, B TO BpeMs Kak IIpUoOpeTeHHast TpPOMOO(UINS OTHOCUTCS
K COCTOSIHUSIM, KOTOpPBIE BO3HUKAIOT MO3XKE B *KU3HU. [IpenmyiiiecTBeHHO HaciaeyeMble TPOM-
6o¢unun BrroyaroT Gaxrop V Jleinena, mytauuu nporpom6buna G20210A; nepuuut 6enka C;
oenka S; antutpom6Ouna III [1, 2].

@akrop V urpaer BaxxHyIO poJib B Ipolecce cBepThiBaHus KpoBH. Haunbonee pacrpo-
CTPaHEHHOU NMPUYMHONHACIEICTBEHHON TpoMOodumun siBisiercs MmyTtanus ¢akropa V Jleiine-
Ha (G1691A), npu KOTOpOIl apruHUH 3aMEHEeHIIoTaMUHOM B no3uuuu 506 B (akrope Va. O1o
MIPUBOJUT K YCTOMYMBOCTU U3MEHEHHOTO (hakTtopa V k nHaktuBanuu 6enxom C. HacnenoBanue
myTanuu akropaV Jleiinena sBiseTcs ayToCOMHO-TOMHUHAHTHBIM. OTHOCHUTENbHBIN PUCK TPOM-
003a yBenuuuBaercs B 3—10 pa3 y rereposurot u B 80 pa3 y romo3zuror. Jleiinenckuit ¢pakrop V
otBeTcTBeHeH 3a 20—40% 1301MpoBaHHBIX TPOMOOTHUECKUX OcaokHeHuH u 40—45% cemeiinoit
TpoMOopumun. ¥ npeacraButenei eBponeickon nonynauuu serpeyaercsa y 8—15% [3, 2].

Henw

O1eHUTh KIIMHUYECKUE TIPOSIBIICHUS ¥ UX PUCKU IPU HACTEICTBEHHOUW TpoMOodumuu, 00-
yCIIOBIIEHHOU MyTarueit ¢pakropa V Jleinena.

Mamepuan u memoowl uccieoosanus
B mporiecce nccienoBanust ObIT MPOBEACH PETPOCIICKTUBHBIN aHATN3 METUIIMHCKUX KapT
53 NanuCeHTOB C YCTAHOBJIICHHBIM JUAIHO30M MYyTalUun .HeﬁlleHa, HaXOOUBIINXCA HA AUCIIAH-
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cepHoM yueTe B PecryOnnkaHCKOM Hay4HO-NIPAKTUYECKOM LIEHTPE pajlalliOHHON MEAUIIMHbI
u skonoruu yenoseka ¢ 2016 roma mo 2023 roga. MccnenyeMble manueHTsl ObUIA B BO3PAcTe
10—-62 net, cpeHUii BO3pACT — MY>KUMHBI — 19 manueHToB u xkeHIUHbI — 34.OCHOBAHUAMH TSI
HaIpaBJIE€HUS B3POCIBIX MAIlMEHTOB Ha MOJIEKYJSPHO-TE€HETUYECKOE HCCIIEIOBAaHUE CIIYKU-
JIM: IPUBBIYHOE HEBBIHAIIMBAHUE OEPEMEHHOCTH; OECIUIOINe HEeSICHOTO reHe3a; CIIOHTaHHbIE,
MIPEUMYIIECTBEHHO BEHO3HBIE, TPOMOO3bl Pa3IMYHON JIOKAJIU3AIMU, TOBTOPHBIC HAPYIICHHS
Mo3roBoro kpoBoobOpamenuss (HMK) no umemuueckomy Tumy y jiui B Bo3pacte 10 50 jer.
B rpyme naiueHToB JETCKOro BO3pacTa OCHOBAHUEM JIJISl MOJIEKY ISIPHO-TEHETHUECKOTO TECTU-
POBaHUS Ha HAJIMYHME HACJIEJICTBEHHON TPOMOODMINHY SBISITUCH BeHO3HBIE TpoM0O03b1 1 HMK.
Bcem mamueHTam BBINIOJHEH MOJIEKYJIspHO-TeHeTHueckuil aHanu3 reHos: F2 20210 G>A;
F5 1691 G>A (myrauus Jleiinena); F7 10976 G>A; F13 103G>T; FGB-455 G>A; ITGA2
807 C>T; ITGB3 1565 T>C; PAI-1 — 675 5G>4G; MTHFR 1298 A>C; MTR 2756A>G;
MTRR 66A>G. UccnenoBanue npoBoauinock Ha TecT-cucreme «JIHK-texnomnorusy (PD) mo-
cpenctBoM Real-Time PCR B ammnudukarope DTprime SM1. AHanu3 u craructudeckas 00-
paboTka ObUTH TIpoBeeHbI B iporpamme Microsoft Office Excel 2013.

Pe3ynomamul uccnedosanus u ux oocyyicoenue

bnaronapst mpoBeieHHBIM paHee MOMYJSIUOHHBIM HCCIIEOBAHUSIM B HACTOSIEE BpeMs
M3BECTHBI YaCTOThl BCTPEYAEMOCTH KJIMHUYECKH 3HAYUMBIX MYTAllMil U T€HETUYECKHX IO-
T-MOpP(U3MOB, HCIIONB3yEMBIX B Hallel paboTe, 1 eBporeiickoil momynsun. Tak, gacto-
Ta MyTaHTHOro ayuiens A rena F2 (20210 G>A) B oOmiel momyasiuu KojeOaeTcs, B 3aBU-
CUMOCTH OT HcclieoBaHus, B npeaenax 1-4%. [oMOo3UroTsl mo MyTaHTHOMY aJIJIENIO KpaiiHe
penku. «Mytanus Jleiinena» (F5 1691 G>A) B eBponeiickoil MOmy/Isiiuy pacnpoCcTpaHeHa
¢ yactotor 1-8%. I'omo3urors! Takxke penku. [lonmynsnuonHas pacnpoCTpaHEHHOCTh AJIJIENS
A rena F7 (10976 G>A) cocrapnsier 9%, amnens T (F13 103G>T) — 20%, annens A (FGB-455
G>A) — 10-15%, amnens T (ITGA2 807 C>T ) — 40%, annens C (ITGB3 ¢.176T>C), annens
4G (PAI-1 — 675 5G>4G) — 55-60%. Ilepeunciennpie MTOMUMOPPU3MBI T€HOB CUCTEMBI T'e-
MOCTa3a HacJIeAYIOTCs M0 ayTOCOMHO-JOMHUHAHTHOMY THUIly. YacToTa KIMHUYECKH 3HAYUMOIO
noaumop¢usmMa Juist resa ¢omnarHoro nukina MTHFR (677C>T) B eBpomnelickoil nomnyasuuu
cocraBinseT st romo3urotHoro renotuna T/T 10-12%. lanusiii nonumopdusM HacneayeTcs
10 ayTOCOMHO-PELIECCUBHOMY THUITY ¥ KIMHUYECKU 3HAYUMOM SIBJISIETCS TOJIBKO TOMO3UIOTa 110
myTtantHoMy ajiento. Asens C rena MTHFR (1298 A>C) B o0mieii eBporneiickoii nonyasuuu
BBISIBIIsIETCS ¢ yacToTol 23—29%, anmnens G rena MTR (2756 A>G) — 21-25%, annens G reHa
MTRR (66A>G) — 54%. Tpu nocneHUX U3 MEPEUUCICHHBIX TOTUMOPPHU3MA UMEIOT ayTOCOM-
HO-JIOMUHAHTHBIN TUIT HACTIEIOBAHMUS.

Hamu mpoananm3upoBaHbl PUCKH TPOMOOTHYECKUX COOBITHH y TallMEeHTOB ¢ JlekeH-
CKOM MyTaluen, 4acToTa BCTPEYaeMOCTH KOTOPOM B EBponenckor momyisiiui camasi BbICO-
Kasi U3 BCEX HACIEICTBEHHBIX (GopM TpoMOodmiamu. Y BCEX MAUEHTOB TUATHOCTUPOBAJICS
TETOPEPO3UTOTHBIN BapuaHT AaHHOW MyTauuu. Cpenu MaimueHToB ¢ JIeiaeHCckol MyTanuen
B HaIlIeM HaOIOJCHUU TpeobIaiany >KeHIIUHBI B cooTHomeHuu 1,8:1. Kinuanueckumu mpo-
SIBIICHUSIMU HACJICJICTBEHHOW TPOMOOMDUINY SBIISUTHCH: TPOMOO3 BEH HIKHUX KOHEYHOCTEH —
65,4% (n=34), 6ecruionue — 25% (n=13), Tpom603MO0Hs Nerounbix aprepui — 17,3% (n=9)
ny 2-x nanueHToB (3,8%)—TpoM0603 cenezeHouHOM BeHbI. [ [pu ananmze nHpopmanmu ykazaHHON
B MEAMLIMHCKOH KapTe ObLIO yCTaHOBJIEHO, YTO Y TPOUX HALIMEHTOB BCTPEUAETCS Cpasy JBa TPOM-
O6otndeckux smu3ona. Yame Bcero TpoMO003bl HAOMIONAIOTCSA B MY>KYHMH B Bo3pacte 15-20 ner,
a 'y keHUIuH — 3540 net. [TomydyeHHble pe3yabTaTbl IPEICTABICHBI HA pUCYHKE 1.
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ETEHK W EBecuiogee T3JTA W TpomBos ceneseHo9HON BeHE

3.8%

Pucynox 1 — Knunuueckue nposaenenus Jleiioenckoi mymayuu

[Ipu »TOM, CieyeT OTMETUTb, YTO OECIUIOINE HE SIBISIETCS] MPU3HAHHBIM M JOKa3aHHBIM
MPOsIBJICHHE BPOXKAECHHOM TpoMOodunuu. B HacTos1iee BpeMst pOoA0IKAeTCs TUCKY THPOBATh-
Csl BOIIPOC O CBSI3U aKyLIEPCKOM MaToyoruu (MIpUBBIYHOE HEBBIHAIIMBAHUE OEpEMEHHOCTH, Oec-
IJI0AME, TPEIKIAMIICUS U Ap.) C Pa3IMYHBIMU MOIUMOPPU3MaMHU B F€HAX CHUCTEMbI FeMOCTa-
3a. TeM He MeHee, B HaIlleM HaOIOACHUN Ha3HAuYE€HUE aHTUTPOMOOTHYECKOW MPODUIAKTUKU
HU3KOMOJIeKysspHbiMH renapuHamu (HMI') Ha sTane nmperpaBuaapHOi MOATOTOBKH, a TAKKe
KOHTpoJupyemoe Benenue oepemennoctu Ha porne HMI B 50% ciydaeB mpuBesio K yCTeIIHON
OCpEeMEHHOCTH.

OTnuauTensHON 0COOCHHOCTHIO TPOMOO030B y TAIMeHTOB ¢ JIeineHcKol MyTanuei Obuta
CIIOHTaHHOCTh MX BO3HUKHOBEHHUS. JleueHne TpPOMOOTHYECKUX OCIOKHEHHMH IMPOBOAUIIACH
B COOTBETCTBUU C KIIMHUYECKUMHU MPOTOKOJIAMU JieueHUus Tpom0Oo30B. Hamnuue Jleinenckou
MyTalllH JaBajio OCHOBaHME JJIsl POJIOHTMPOBAHUS Tepanuy aHTUKoaryinsHTaMmu. Kpome Toro,
MaUeHTaM pa3bsCHUINCH PUCKU TPOMOO30B MPHU HAJIMUUU TOTIOTHUTEIbHBIX (DAKTOPOB pUCKa,
TaKMX KaK KypeHH, TpaBMa, XUPYpPruueCcKHe BMEIIATEeNbCTBA, IPUEM OpaJbHBIX KOHTpALeNTH-
BOB, ITOCTEJIbHBIN peskuM (Oosiee 3 qHeil), BApUKO3HOE pacUIMPEHNE BEH HIDKHUX KOHEUHOCTEH,
JUITUTEIbHBIE Ty TELIECTBUSI.

Buoi6oon

[Tony4yeHHble HAMU PE3YNIBTATHI TTO3BOJIMIINA CJENIAaTh CIEMYIOIINE BBIBOABI. JleiineHckas
myTaus B 100% cinyuyaeB xapakrepu3oBaslach NeTepO3UIOTHBIM BapuaHToM. lIposBisuiack
BEHO3HBIMH TpoMOO3aMu paznuvHoi jokanusanuu (75%). TpomOO03bl UMENH CIIOHTaHHBIN
Xapakrep, Jamie MaHu(QeCTHpOBAIN y MyK4iH B Bo3pacte 15-20 net. Hamuume JlelineHckoi
MYTallud SBISETCS BBICOKUM PHCKOM BO3HHKHOBEHHSI TPOMOOTHYECKHX O3IH30I0B, TpeOy-
€T WHAMBHIYaJIH3UPOBAHHOTO TOAX0/A TIPU BHIOOPE PEeKMMa aHTUTPOMOOTHUECKON Teparuu
Y PO HUITAKTHKH.
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