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M3yuyeHue 4acToThI BbISIBJIEHUSI OCHOBHBIX IPOTPOMOOTHYECKHX TEHOTHIIOB Y 60JIbHBIX C BEHO3HBIM TPOMO0IMO0JIH3-
MoM (BTJ) B CeBepo-3anaqnoM pernone u oeHKa BJIUSIHUS OTAEJIbHBIX ()OPM reHeTHYeCKOH MpeApacioI0KeHHOCTH
K TpoM0000pa30BaHMIO HA XapaKTep TedeHHs TPoMO0IMOoaun Jierounoii aprepun (TIJIA).

O6caenoBanbl 165 601bHBIX ¢ TAJIA (16 — ¢ XxpoHHYecKoi TPoMO0IMOOIHYECKON JIeroOUHO runeprensueii, 149
— ¢ octpoii TAJIA: 15 — ¢ maccuBHOIi, 134 — ¢ HemaccuBHoI). [TyTem aHaau3a moauMopdusMa JJIMH PeCTPHKIU-
oHHbIX (pparmenTtoB IIIP-npoxykra onpenenasiin myrauuu 1691 G—A B rene ¢axropa V (FV Leiden), 20210 G—-A
B rene nporpomoduna, noaumopdusm 677 C—T B rene meruienterparuapodonarpenykrazsi MTHFR, -455 G—A
B rere ¢axropa I, PIA1/A2 B rene GP Illa peuentopoB TpoM0ouuTOB, -675 4G/5G B reHe HHruOUTOpPa aKTHBATOPA
miaasmuuorena PAI-1. YeranoBiieno, 4ro 96,0 % 00JbHBIX ¢ ocTpoii TOJIA SIBJIAIOTCS HOCUTEISIMU TeHETHYECKH
onocpeaoBaHHBIX (opM TpoMOOopuINK. JINIUPYIOIIMM N0 YacTOTe BhISIBIeHUs oka3ajcs noaumopdusm 4G/5G B
reHe MHruOuTOpa akTHBaTOopa MmiIasMuHorena 1 tuna PAI-1 (3aperucrpupoBan y 79,2 % 060JibHbIX). CKJIIOHHOCTb K
NOBBILICHHOMY TPOM0000pa30BaHNI0 JIMIIb Y 17,4 % NanMeHTOB CONPSKEHA C HOCHTE/ILCTBOM OTACJIBLHONH MyTALUH,
B OCTAJbHBIX CJIy4YasiX HMeeT MeCTO coueTaHue JABYX M Oosiee reHeTuyeckux ¢gaxkropos pucka. Ilpu oOcienoBanuu
60abHBIX ¢ MaccuBHON TIJIA B 26,7 % nporpomMGoTHYecKHii reHOTUNI He ObL1 00Hapy:keH. IIpu cpaBHeHnu rpynn
060.1bHBIX ¢ ocTpoif TAJIA u XxpoHuyeckoii TpoMo0oIMGoayeckoii jerounoii runeprensueii (XTIJII) paznuuus Ob1IH
3a()MKCHPOBaHBI B YacTOTe BbIsIBJIeHUS NouMopdusma -455 G—A B rene gakropa I (45,0 n 12,5 % cooTBeTCcTBEHHO)
u (paxtopa V Jleiigen (12,1 % B mepBoii rpynie u oTCyTcTBHE BO BTOPOIi).

Boicokasi yacToTa BBIABJICHHS NPOTPOMOOTHYECKHX IeHOTHIIOB Yy 601bHBIX ¢ TIJIA moaTBep#xkaaeT 3HAYMMOCTH
HacJeACTBeHHBIX (hopm TpomOoduaiun B reneze BTI. BoibHble ¢ pa3HpIME KIHHHYecKHMHU Bapuantamu TIJIA umerot
OTJIMYHS B CTPYKTYpe reHeTHYeCKHX (PAKTOPOB PHCKA TPOMOO0OPa30BaHMsI.

Knrouesvie cnosa: senosmnviii mpomboamoonusm, mpomooomMoonuss 1e204Hol apmepuu, Hacie0CmeeHHast mpomooguius,
Gaxmopol pucka.
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Abstract

To study periodicity detection of main prothrombotic genotypes in patients with venous thromboembolism (VTE)
in the North-West region and impact assessment of special forms of thrombogenesis genetic disposition at the course
of the pulmonary embolism (PE).

There examined 165 patients suffered from PE (16 — with chronic thromboembolic pulmonary hypertension
(CTEPH), 149 — with acute PE: 15 — massive, 134 — nonmassive). Mutations1691 G—A in the gene of coagulation
factor V (FV Leiden), 20210 G—A in the gene of coagulation factor II and polymorphisms 677 C—T in the gene of met
hylentetrahydrofolatereductase MTHFR, -455 G— A in the gene of coagulation factor I, PIA1/A2 in the GP IIla platelet
receptors gene, -675 4G/5G in the gene of plasminogen activator inhibitor PAI-1 were studied with polymerase chain
reaction and restriction analysis of DNA amplified sites.

There established that 96,0 % patients with acute PE have genetic-determined forms of thrombophilia. Polymorphism
4G/5G in the gene of PAI-1 is ahead of periodicity detection (79,2%). Only 17,4 % of patients have tendency to higher
thrombogenesis associated with carriage of several mutations otherwise there is the combination of more than one genetic
risk factors. In 26,7 % patients suffered from massive PE prothrombotic state were not detected. By comparison groups
of patients with acute PE and CTEPH there noted differences in periodicity detection of polymorphism -455 G—A in
the gene of coagulation factor I (45,0 and 12,5 %) and FV Leiden (12,1 % in the first group vs nothing in the second).

High periodicity detection of prothrombotic genotypes in patients with PE confirms inherited forms of thrombophilia
importance in the VTE genesis. Patients with different variants of PE have disparity in the structure of VTE genetic
risk factors.

Keywords: venous thromboembolism, pulmonary embolism, inherited thrombophilia, risk factors.
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OPUTUHAABHBLIE CTATbU
BBenenne

IToz TepMHHOM «BEHO3HBIH TpOoMO03MO0TI3MY) (BTD)
B HACTOAIIEE BPeMA IOHHMAOT IIOIHITHOIOIHYIECKOE
3a00J1€BaHHE, XapaKTEPH3YIOIEECsd BEICOKHM YPOBHEM
JIETAIBHOCTH, B OCHOBE KOTOPOT'O JIEKUT 00pa30BaHHE
TPOMOOB B BEHO3HOH CHCTEME H PHCK IOCIEAYIOIIETO
OTpBIBA YaCTH TPoMOa H 3MOOIH3AIHH COCYI0B Malo-
ro Kpyra KpoBooOpameHus. B KIMHHYECKOH IIpaKTHKe
BTD mposieisieTcs TpoM6o3amu Iiry0okux BeH (TI'B)
HW/HIH TpoMOo3MOoIuel nerounoi aprepuu (TOJIA).
3a6oneBaeMocTh BTD B Mupe coctaBmsaer 1-2 % [12].
B PoccHH €XerofHo perucTpHpyercs 6ojee MoIyMHII-
nmuoHa caydaeB TOJIA [10].

Takue coCTOAHHSA, KaK THIIEPTOHHYECKas 0ONIE3Hb,
IHa0eT, O)KHUPEHHE, HEKOTOPHIE ayTONMMYHHEBIE H FeMa-
TOJIOTHUECKHE OOJIE3HH, XHPYPIrHUECKOE BMEMIATENb-
CTBO, TPaBMa, GEPEMEHHOCTh H POIBI H T. J., IPHHATO
OTHOCHTB K IIPHOOPETEHHBIM (pakTopam pucka. Ho ¢ ux
IIOMOIIBIO MOT'YT ObITH OOBACHEHEI MeHee ueM 50 % Bcex
crygaeB BTD [5]. Cpenu dakropoB pucka BT ocoGoe
3HAYEHHE NPHAACTCA TPOMOOPHIHH, T. €. COCTOSHHIO
IIOBBINIEHHOH CKJIOHHOCTH K TPOMGOOOPa30BaHHUIO,
CBA3aHHOMY C HapylIeHHEeM 0allaHca MEXIYy CBEPTHI-
BAIOIIEH H IPOTHBOCBEPTHIBAIONIEH CHCTEMAMH KPOBH.
K unciny BpoxIeHHBIX ()aKTOPOB pHCKA (TEHETHYECKH
JIETEPMHUHHPOBAHHBIX (JOPM TPOMOO(PHIHH) OTHOCATCS
CIIEYIOIIHE BapHAHTH: MyTanusa (axropa V JleHeH,
nonuMop¢u3M reHa nporpom6uHa G20210A, nepuuuT
agTuTpoMOuHa III, neduuut nporenHa C, AeQHUIHUT
IIPOTEHHA S, MOTHUMOP(H3M reHa METHIEHTETParuipo-
(donarpenykrazsl C677T, momumopdpmm —675 4G/5G
reHa HHTHOHTOpa aKTHBaTopa InasMHHoreHa PAI-I,
IHc(UOPHHOTEHEMHS, aCCOMHPOBAHHAA C IIOTHMOp-
¢u3MoM rena ¢puOpuHOreHa —455 G/A H HEKOTOPEHIE
Ipyrue. HecMOTps Ha TO, 9TO H3yYEHHIO TeHETHYECKHUX
OCHOB TPOMOO(HINH MOCBAMIEHE! MHOTOUHCJIEHHBIE
OTEYECTBEHHBIE H 3apyOeikKHbIE HCCIIEN0BAHHA, HA Ce-
TO/IHA HET €INHOTO MHEHHS B OIIPE/ICICHAH 3HAYUMOCTH
OTZAETBHBIX BHJOB IOTHMOP(QH3MOB B pa3BUTHH BTD.
[To naHHBIM COBPEMEHHOH JIUTEPATYPHI, YaCTOTA FEHe-
THYECKHX (JOPM CKIIOHHOCTH K TPOMGOOGPA30BAHHIO Y
6ompHBIX BT Bapeupyer ot 8 10 96,3 % [3, 7. 8, 11].

Ileab HCCTe0BAHASA

V3y4uTh 9acTOTY BBIABICHHSA OCHOBHBIX IIPOTPOM-
0OTHYECKHX T'eHOTHIIOB Y O0iIbHEIX ¢ BTD B CeBepo-
3amaZlHOM PErHOHE H OLEHHTH BIHSAHHE OTJAEIbHBIX
(OpM reHeTHYECKOH IPEAPACIIONOKEHHOCTH K TPOMGO-
00pa30BaHHIO Ha XapakKTep TeYEeHHS TPOMOOIMOOIHH
JIETOYHOH apTEepHH.

MarepHaJ H MeTOAbI HCCI€A0BAHHSA

IIpou3BeneHo oGciaegoBanue 165 6oapHBEIX (81
MYKYHHBI H 84 JKEHIIHH) C TPOMO03MOOIHEH TETOYHOH
apTepud, HaOmoxaBmuxcs B nepuox ¢ 2004 mo 2011
IT. J/ITnarso3 MoATBEPIKAICA 10 JAHHBIM OJHOIO HIIH
HECKOIIPKUX CIIEAYIOINHX METOIOB HCCIENOBAHHA: IIEP-
¢y3nonHas cuuHTUrpadus nerkux, CKT-anruorpadus
OpPraHoOB TPYAHOH KIETKH, aHTHONYIbMOHOIPa(HH,
5XO-kapauorpadusa. XpoHudeckas TpoMO0IMO0THYE-
cKkas JierogHas runepren3us (XTOJIT) BeiABIAIach y 16
gernoBeK (7 MyKYHH H 9 JKEHIIUH), 0CTpas TPOMO03MG0-
IS IETOYHOM apTepud — y 149 denoBek (74 MyKIHUHBI
U 75 XKEHIHH) B Bo3pacTe oT 24 10 77 1eT (cpeaHuii Bo3-
pact — 51 rox). MaccuBHas TOJIA quarHocTHpoBalach
y 15 genoBek (7 MyX4HH H 8 JKEHIHH), HEMaCCHBHAsA
—y 134 genoBek (67 MyK9HH H 67 KEHIIHH).

BceM GOIBHEIM IIPOU3BOAHIOCH MOIEKYISIPHO-
TEHETHYECKOE HCCIIEIOBAHHE [ BBIABICHHA MyTallHH
1691 G—A B rene ¢akropa V (FV Leiden), 20210
G—A B rese nporpoMOuHa, nonuMopduzma 677 C—T
B IreHe MeTHiIeHTeTparuapodonarpenykrassl MTHFR,
-455 G—A B rene ¢akropa I, PIA1/A2 B rere GP Illa
PeUenTopoB TpoMGOIHUTOB, —675 4G/5G B reHe HHIH-
outopa axkrtuBaropa IutasMuHoreHa PAI-1. ITockonbky
YKa3aHHBIE alUIEIbHbIE BAPHAHTEI 00YCIOBIEHE! TOUEY-
HBIMH HYKJICOTHHBIMH 3aMEHAMH, HX HICHTH(HKAIHIO
OCYIIECTBILIN IIyTEM aHANIH3a MOTHMOp(H3Ma JIHH
PpeCTpUKIHOHHEIX PparmenToB ITIIP-ipoxykra (ITLIP-
[TI]TP®). MarepuanoM A HCCIEJOBAaHUA CIYXHIH
o6pa3nuel reHomHo# [THK, momydeHHOH U3 nepudepu-
YECKOH KpOBH OONBHBIX.

CrarucTaueckas 00pa0doTKa JaHHBIX IIPOH3BOAMIACH
C HCIIONIb30BaHHEM IporpamMmsel R-2.13.1. JlocToBep-
HOCTB IIOJTyYEHHBIX Pe3ylIbTaToB IOATBEPXKAANach IpH
HCIIO/IB30BAHUH TOYHOTO MeToAa Dumepa.

YacToTa BEIIBICHH] TeHETHIECKH 00y CIOBIEHHOH TPOMGOGHIHE
y GOIBHEIX C OCTPOH MacCHBHOH H HeMaccHBHOH TOJIA

i e BonbHbEIE ¢ MACCHBHOH BonpHBIE ¢ HEMAacCHBHOH VporeHB crammqecfoﬁ

TOJIA (%) TIJIA (%) 3HATHMOCTH Pa3IHYHH, P
PAI-I -675 4G/5G 60,0 81,3 0,086
MTHER 77C—T 40,0 56,7 0,277
@aktop I -455 G—A 26,7 47,0 0,174
Gp IITa PIA1/A2 20,0 29,1 0,558
®@aktop V 1691 G—A 6,7 12,7 0,696
@akrop I 20210 G—A 6,7 3,7 0,477
Bcero 73.3 98.5 0,001
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Pe3yabTarhl HCCJI€I0BAHASA H HX 00CYXKIeHHE

[Ipu anamu3e pe3ynbTaToB EHETHYECKOTO 00Cie-
JI0BaHHUA OONBHBIX € ocTpoil TOJIA yCcTaHOBIEHO, 4TO
HOCHTEIMH HOPMAJIBbHOIO I'€HOTHIIA ABJIUIHCH JIHIIb
4,0 % manueHToB. Y 96,0 % 00cIIe10BaHHEIX BEIABICHEI
TeHETHIECKH OIOCPEOBaHHEIE (POPMBI TPOMOO(HIHH.
IIpu 3ToM MyTaHTHBIH awiens 20210A reHa IpoTpoM-
OuHa ObLI BEIABIEH Y 4,0 % 00CIeI0BaHHBIX H TOJIBKO
B F€TEPO3UTOTHOM BapHaHTe reHoTna — 20210 (G/A).
Mytanus B reHe ¢axropa V oGHapyxkeHa y 12,1 %
601bHBIX (10,7 % — reTepo3UroTHBIE HOCHTENH, 1.4
% — rOMO3HIOTHEIE). UyTh MEHBILIE TPETH [IALIHEHTOB
¢ octpoii TOJIA (28,2 %) GbUIH HOCHTEIAMH IIOTHMOP-
¢u3ma PIA1/A2 B rere GP IIla penentopoB TpoMGo-
IUTOB. Y 24.2 % GOIBHBIX YKa3aHHBIH MOTHMOP(HH3M
OOGHApyXKEH B I'eTEPO3UTOTHOM BapHaHTe, ¥ 4.0 % — B
TOMO3HTOTHOM. [IpOoTpOoMGOTHYECKHI TOTHMOPPHIM—
455 G—ABreHe ¢axropa [ BELABIEH Y 34,9 % GOIBHBIX
B IE€TEPO3UTOTHOM, a y 10,1 % — B TOMO3HIOTHOM CO-
CTOSTHHH (BCEr0 HOCHTEIIAMH OKa3aauch 45,0 %). ITomm-
MOp(H3M B reHe METHIIEHTETParuipodonarpeayKra3sl
MTHEFR C677—T BreLaBieH y 55,0 % 06CIe10BaHHBIX
[IalMUEHTOB ¢ ocTpoil TOJIA, mpH 3TOM TOMO3HIOTaMH
677 (T/T) oxazanuchk 12,7 %, a HOCUTEIAMH Te€TEPO3H-
rotHoro reroruna 677 (T/C) — 42,3 %. JIugupyromum
110 9acTOTE BBIABICHHS OKazalcs nomuMoppuzMm 4G/5G
B I'eHE HHIHOHMTOpA aKTHBATOpa IUIa3MHHOIeHa 1 THIa
PAI-1. AccOnMHPOBaHHEINH ¢ HUM BapHAHT TPOMOO(H-
JIMH THaTHOCTHPOBAH y 79.2 % GONbHEIX: ¥ 46,3 % BTe-
TEPO3HIOTHOM, Y 32,9 % B TOMO3UTOTHOM COCTOSHHH.

Cpenu NanHeHTOB, IepeHecuX ocTpyr TOJIA,
HOCHTEJIMH IIPOTPOMOOTHYECKOTO TEHOTHIIA II0 OTHOMY
U3 HCCIeayeMbIX (pakTopoB GbUTH 17,4 %. CoueTaHHe
JBYX (aKTOpoB BRIABIAIOCH Y 40,3 %. CKIOHHOCTB K
TpoMG00OPa30BaHHIO, O0YCIOBIEHHAA IIPHCYTCTBHEM
Tpex H 6ojee reHeTHYECKUX JIE(PEKTOB, 3apETHCTPHPO-
BaHa y 38,3 %.

BonbHeie ¢ ocTpoii TOJIA GLIH pa3[eleHsl Ha JIBE
TPYIIBL: ¢ MacCHBHOH (15 4enoBeK) H HEMACCHBHOM
(134 genoBeka) TOJIA (tabm. 1). CTaTHCTHYECKH J0O-
CTOBEPHBIM pA3/IMUHEM B HHUX OKa3allach 4acTOTa BbI-
ABIICHUS T€HETHUECKH 00YCIOBIEHHOH TPOMGO(HIHH.
B mepBoii rpynne HOCHTEIAMH IPOTPOMOOTHUECKHX
TEHOTHIIOB OKa3alnuch 73,3 % OOJIBHBIX, BO BTOPOH —
98.5 % (p<0,01). IIpu onpeAeeHHH 9aCcTOT BBIABICHAS
OTJIETbHBIX MyTallHi H IOTHMOP()H3MOB JOCTOBEPHBIX
a4l BBIABIEHO He ObU10. OTMEYEHO, UTO HECKOIIBKO
gaiie BO BTOPOH IPyIIEe PErHCTPHPOBATHCH IIOTHMOP-
¢u3mel 4G/5G B rene PAI-I (81,3 % mnpu HeMacCHBHOM
TOJIA npotuB 60,0 % mpu MaccHBHOMH), 455 G—A B

reHe (uopunorena (47,0 u 26,7 % COOTBETCTBEHHO),
JletineHckas myTtanus gakropa V (12,7 u 6,7 % coot-
BETCTBEHHO). MyTanus 20210 G — A reHa mpoTpoMOHHa
y OONBHBIX ¢ HeMaccHBHOH TOJIAperucrpupoBanach
pexe, 9eM y 601pHBIX ¢ MaccuBHOH TOJIA (3,71 6,7 %
COOTBETCTBEHHO). YKa3aHHBIE PA3IHYUA HE ABILAIOTCA
CTaTHCTHYECKH JIOCTOBEPHBIMH U BBIABILAIOTCS JIUINE HA
YPOBHE CTaTHCTHYECKOH TeHIeHIHH (p>0,05).

ITpu aHaTH3€E KOMAYECTBA My TaLHH/ IOTHMOP(H3MOB,
ABJIAIOIMUXCA (PaKTOpOM pHCKa TPoMOOOOpa30BaHus, B
00€HX Ipymax OTMeYeHa TEHACHIHA K 60JIee 4acTOMy
HX COYETAHHIO. M30/IMPOBAHHOE HOCHTEIBCTBO OJHOIO
U3 TeHETHYECKHX (PaKTOPOB pHCKa TPOMOO0GPa30BaHUSA
00HapyxeHO UG Y 17,2 % GOIBHBIX C HEMACCHBHBIM
BapuaHTOM ocTpoil TOJIA u 'y 20,0 % GONBHEIX ¢ KIIH-
HAYECKOH KapTHHOH MaccHBHOH TOJIA (Tadm. 2).

BonbHBIE ¢ XpOHHYECKOH TPoMOO3IMOOIHUECKOH
JIETOYHOH THIIEPTEH3HEH UMEIH CXOAHOE C OONBHBIMU
¢ ocTpoil TDOJIA paclpeneleHle 4acTOT BHIABICHHUS
TpOoMGOGHIHH. 3HAYUMOE OTIIHYHE 3apPETHCTPHPOBAHO
B 4acTOTE OIpeAeneHus momuMoppusma 455 G—A B
rese (pakropa I. ITpu XTOJIT 3TOT OKa3aTeIh COCTABHI
12.5 %, B TO BpeMs Kak npu ocTpoil TOJIA — 45,0 %
(p=0,01). O6pamaer Ha ce0s1 BHUMAHHE (PAaKT OTCYTCTBHA
GONBHBIX C HOPMAIBHBIM reHoTHIIOM Ipu X TOJIT.

[TomyueHHEBIE B pe3ylnbrare MPEeIIpPHHATOTO0 HAMH
HCCIIEIOBAHHS JJaHHBIE CBHIETENBCTBYIOT, YTO TPOMOO-
(HUIHYECKHE COCTOSHHA, HMEIOIHE B CBOEH OCHOBE
TEHETHYECKHE NPHYHHEI, BEIABIAIOTCA ¥ OONBHBIX C
TpoMOO03MOOIHEH JIETOYHOH apTEPHH Jallle, 4YeM B HC-
CIIEZIOBAHUSAX IPYTHX aBTOPOB: B 96,0 % ciIyyaeB ocTpoi
TOJIA u B 100 % ciiy4aeB XpOHHUECKOH TPOMOOIM-
GONMHYECKOH JIETOUHON THIlepTeH3ud. [Ipu 3ToM BKIIaj
reHeTudeckux GopM TpomOGodumuu B pazpurue BTD,
BEPOATHO, B OOMBIIEH CTENEHH 3HaYUM IIPH HEMACCHB-
Hoil TOJIA, Tak Kak IpH BapHaHTe MaccHBHOH TOJIA
B 26,7 % cny4aeB IeHETHYECKHE IPEAUKTOPEI HE BEI-
ABIIAIOTCSA. Pa3/INuusA 3aTparuBaroT YacTOTHI BBIABICHUA
nommopu3MoB 4G/5G Brene PAI-1,-455 G—ABTeHe
¢ubpuHoreHa u Mmyranuu 1691 G—A ¢akropa V.

bonee ueMm y 80,0 % GonpHEIX ¢ ocTpoil TOJIA
CKIIOHHOCTH K IIOBBIIIEHHOMY TPOMOOOOpPa30BaHHIO
OIIpeeNAeTCAd HEe HAIUYHEM OTAEIBHOH MyTalluH, a
OJTHOBPEMEHHBIM HOCHTENBCTBOM COUETAHHSA ABYX HIIH
6oree reHeTHYECKUX (PAKTOPOB PHCKA.

Myrtanus ¢akropa V JleliaeH U moauMop(Hu3M
G20210A B reHe npoTpoMOHHA TPAJUIHOHHO IPH-
3HalTCA Haubolee 3HAYHUMBIMH (OpPMaMH I€H-
acCOIIMHPOBAHHOH TpoMOO(UIHH. [€Tepo3UroTHOE
HOCHTENIBCTBO MyTaluH (akropa V JIei1eH OBBIIAET

YacToTa BEIIBICHHS H30IHPOBAHHEIX H COYETAHHEIX IPOTPOMOOTHIECKHX
TEHOTHIIOB Y GONBHEIX ¢ ocTpot TOJIA

Tabmuna 2

KonadecTBO reHeTHIECKHX BonpHBIE BonsHbIE
nedeKToB ¢ maccuBHo#H TOJIA (%) ¢ HemaccHBHOH TOJIA (%)
1 20,0 17,2
2 26,7 41,8
3 u Gomee 26,7 39,6
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MTHFR

677C—T sl

Gp Ia PIA1/
A2

®Daxrop II
20210 G—A

BEPOATHOCTH TpOMO03a B 5—10 pa3, a rOMO3UTOTHOE — B
50-80 pa3 [3]. B uccieqoBaHHAX POCCHHCKHX YUEHBIX
[1, 4] HOCHTEIAMH aficHHHA B IOJIOKEHHH 1691 B momy-
X LentpansHoro U CeBepo-3anaHoro perHOHOB
Poccuu oxazamuck 3.6 1 3.2 %, a cpeau GONBHBIX C
TI'B — 19.6 u 19.1 % cooTtBeTcTBEHHO. Il0ny4eHHEIE
HaMH JIaHHBIE O 6OJIee PEIKOM BBIABICHHH YKa3aHHOH
MyTanuH y GoapHBEIX ¢ TOJIA (12,1 % mpH ocTpoi
TOJIA u orcyTcTBHE HOCHTENEH NaHHOrO Buaa APC-
pe3ucteHTHOCTH IpH X TOJII) cormacyroTcs ¢ JaHHBIMA
JIUTEPATYPhI O TOM, YTO HOCHTEIBCTBO MyTallHH (pakTopa
V JlelifeH aBigeTca (aKTOpOM PHCKA Pa3BUTHA BEHO3-
HBEIX TPOMOO30B H IIOCTTPOMOOTHYECKOH OO0JIE€3HH, HO
He TOJIA [4].

HocurensctBo amnens 20210A rera nporpoMOuHa
[IOBBINIAET YPOBEHB IOCIEHETO B KPOBH Ha 30 %, pHCK
BEHO3HBIX TPoMG030B — B 3—6 pa3 [9], a, mo JaHHEIM
AnueBa M. A., puck pa3surus BTD Bo3pacraer npu
TakoM cocTosgHHH B 10 pa3 [2]. M3o1upoBaHHOE HO-
carenscTBO awnens 20210A ¢akropa II cBA3bIBaIOT ¢
HeOnaronpuATHEIM TeueHHueM TOJIA: penuaussl TT'B
u TOJIA, TpomMG03bl KaBa-QuiasTpoB [8]. IToBbIIIEHHE
ypoBHA nporpomOuHa pH G20210A cuuTaercsa 10-
Ka3aHHBIM (pakTopoMm pucka TI'B. OmgHako ocTaercs
CIIOPHBIM BOIIPOC O 3HAYHMOCTH JAHHOIO Je(eKTa B
passutuu TOJIA. B MHOTOIIEHTPOBOM PETPOCIEKTHBHOM
HCCIIEI0BaHHH, IPOBEICHHOM B MTanmiu Ha GOJIBIIOHN BEI-
G0pKe GOMBHBIX, YKa3aHHBIH IOTAMOP()H3M BEIABIIAICA C
COIOCTABHMOM 9aCTOTOH IIPH H30IHPOBAaHHOM TPOoMO03e
IITyOOKHX BEH M IIPH TPoMO03aX, OCIOXKHEHHEIX TOJIA
(14,2 %u 12,6 % cootBeTcTBeHHO) [ 13]. B LIeHTpamsHOM
pernone Poccuy GBLIH IIOTyUYEHB] CXOAHBIE PE3YIIBTATh
[1]. UccnenoBanue, npoBeieHHOE B CeBepo-3anaaHoM
perunone Poccun KamyctuneiM C. U. U coasr. [4, 5],
II03BOJIHJIO ABTOPAM IIPH3HATh HOCHTEIBCTBO BapHAHTa
IPOTPOMOHHA C PacCMaTPHBAEMBIM IIOTHMOP(HH3IMOM
CyIIECTBEHHBIM (pakTopoM pHcka TOJIA y GOIBHBIX €

TpOoMGO(IEGHTOM H/HIH TPOMGO30M IOBEPXHOCTHBIX
BEeH H/WiH TpoMGo3a ry6okux BeH (TI'B) HHKHHX
KoHeyHocTeH. Onpenemnsica norumopdusm y 10,3 %
60nbHEIX ¢ TOJIA, UTO IpEBHIIIAET II0KA3aTeNb, 3ape-
THCTPHPOBAHHBIH B HameM HcciaeqoBaHuH (4,0 % mpu
octpoii TOJIA u 6,3 % npu XTIJIT).

He 10 XoHIIa H3y4eH BOIIPOC O 3HAYEHHH IIOJTHMOP-
¢u3Ma B reHe METHIEHTETPAaruapodoIaTpeyKTa3sl
MTHFR C677—T B pa3sutuu BTO. Ilo cBepeHHAM
POCCHHCKOTO 3MHAEMHOIOTHYECKOTO HCCIEN0BAaHHA,
npoBeieHHOro B 2006 1. [1], y manuenToB ¢ TI' B HOCH-
TENbCTBO auiels 677T moBeImaeT puck pazsutas TOJIA
B 3.1 paza. B 10 ke BpeMsa 00HApYXHUTh CBA3b MEXIY
3THM I'€HETHYECKHM Je()€KTOM H BO3HHKHOBEHHEM Ca-
Mux TT'B HccnenoparensaM He yaanocsk. OGHapyKeHHas
HaMH BBICOKAs 4acTOTA BBIABICHHA HOCHTENEH yKa3aH-
Horo nomuMopgm3Ma cpear 60mpHbIX ¢ TOJIA (10 55,0
%) MOXKET KOCBEHHO YKa3bIBaTh Ha 3HAYHMOCTH JaHHOTO
NIPOTPOMOOTHYECKOTO COCTOSHHUSA B reHeze BTD.

JIMIUPYIOMHM 110 9aCTOTE BBIABICHHA IIOTHMOP-
(Gu3MOM, IOBBINIAIONIHNM PHCK TPOMGOOOpa30BaHHUSA
npu TOJIA, o HamuM JaHHBIM, ABIAeTcI 4G/5G B reHe
HHTHOHTOpA aKTHBAaTOpa IUa3MHuHOreHa 1 tuma (79,2
% npu octpoit TOJIA u 87,5 % mpu XTOJIT) (Tadm.
3). JlaHHBIH BHJ TPOMOGO(HIHH CONPSIKEH C IOBHIIIE-
HHEeM aKTHBHOCTH PAI-1 ¥ IOBEIIIEHHEM €T0 YPOBHS B
IU1a3Me KPOBH (IIpH BapHaHTe reHoTHna —675 4G/4G)
Ha 25 % [6]. CneacTBHEM 3TOTO SBIAETCS YPE3MEPHOE
I[10/1aBJICHHE aKTHBAaTOPHOI'O JAEHCTBHSA YPOKHHA3HOIO H
TKAHEBOI'0 aKTHBATOPOB ILIa3MHHOI€HA, UTO IIPHBOJUT K
CHHJKEHHIO (PHOPHHOIH3A KaK B IPOCBETE KPOBEHOCHBIX
COCYIOB, TaK H Ha IOBEPXHOCTH KIETOK. B 10Ib3y BEHI-
COKOH 3HAYHMOCTH JIaHHOTO IIOTTHMOP(H3Ma B Pa3BHTHH
TOJIA cBHAETENBCTBYET TOT (PakKT, YTO OOHApPYKEHHE
reHotuna 4G/4G y nun ¢ TpoMG03aMH ITy0OKHX BEH
HIDKHHX KOHEUYHOCTEH H/HIH TPoMOO(IEGHTOM IIOBHI-
mIaeT puck pa3surus TOJIA B 2,6 paza [8].
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