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HM3yyaanch 4acTOThl BCTPEYAEMOCTH NOJUMOP(PHU3MOB reHOB remocrasa u (oJiat-
HOr0 HMKJA y NAUMEHTOK U ¢ BepUGUUUPOBAHHBIM JUATHO30M TPOMOO30B PA3JMYHOI
JIOKAJTU3alNU, U NMPAKTHYECKH 310POBbIX, NPokUBaOMuX B 3anagHo-CuOMpPCKOM peru-
oHe. OCO0EHHOCTBIO KEHIIMH PeNMPOAYKTHBHOIO BO3pacTa ¢ pa3BUBIINMCH TPOMOO30M B
MOJIOJOM BO3pacTe IBMJIOCH HAJTHYHEe MYJIbTHTEHHOT0 XapakTepa Tpomooguann B 100 %
cJlyyaeB NPH HU3KOM NMPOLEHTe BCTpeyaeMocTH MyTanuii renos ¢pakropa V (Jleiigena) u
¢paxtopa II (mporpomoOunHa). Ilokasano, 4To BeJeHHe GepeMeHHbIX KeHIIHH, pelleHne Bo-
npoca o npuemiieMoctTd KOK u 3I'T He Mo:xeT pemiaTbcsl NpH TeCTAPOBAHUYN OTPaHNYEH-
HOT'0 YyKcja HauboJslee N3YYEeHHBIX TeHOB, CYMTAIOIMNXCH 0e3yCJOBHBIMH H CTPOrHMHU Map-
Kepamu HacJeAcTBeHHO# TpoMOoduanu (FV, F II, MTHFR C677T).

Karouessle ciaoBa: Ilpeapacno/ioxkeHHOCTh K TPOM003aM, 'KeHIIMHbI PeNPOAYKTHB-

HOIr'o Bo3pacra, l'lOJ'IPIMOp(l)HbIe F€HETHIECKHNE MapKePLbI.

B ocHOoBe MHOrMX BHAOB aKyIIEPCKOW BBIBIEHHS MapKepoB TPOMOMHEMHH, He

MaToJIOruy JIC)KUT Pa3BUTUC TCHECPAIN30BaH-

HOW MMKPOQHTMONATMH U  TpOoMOOGHIHH,
CBSI3aHHBIX C ayTOMMMYHHBIMH HapylICHHSMH,
THITEPTOMOIMCTENHEMHUEH, HAaCIeICTBEHHBIMU
nedeKTaMi CHCTeMBI TeMocTasza. CyIecTBeHHO
BO3pacTaeT pPHUCK pa3BUTHS TpPOMOO30B Yy
JKEHIIIMH TIPW HACJIEACTBEHHON Mpeapacroo-
JKEHHOCTH K JaHHOH TaTONOTHH B pe3yibTare
MPOBOIMPYIOIINX BO3/IEHCTBHIA, TaKHX Kak
MpUeM OpallbHBIX KOHTPALETITUBOB, Oepe-
MEHHOCTh, XMPYpIHYecKHe BMellaTellbcTBa. B
TO  XKe W3BECTHO, o0rmmme

BpEeMsL qTo

CKPUHHUHIOBBIC TECTbl, HCHOJIB3YEMbIC JIid

MO3BOJISIIOT MACHTU(QUIMPOBATh TY WIM HWHYIO
IPUYMHY CKJIIOHHOCTH K BHYTPHCOCYAUCTOMY
CBECPTBIBAHWIO U, CJI€AOBATCJIbHO, 3TOT IMPUEM
HEJIOCTaTOYeH JUIs BBIOOpA MATOTeHETHYECKON
Teparmuu [3, 5, 6, 8]. B a0l cBs3M ocoboro
BHUMAHUSI  Y4EHBIX

3aCIy’>KUBalOT  HacCJIC-

CTBCHHBIC HEOOCTAaTOYHOCTH  HHI'HU-

thopmbI

6I/ITOpOB CBEPThIBAHUA i aHOMaJIMH
KOaryJsiMOHHBbIX IPOTEUHOB, O6YCJ'IOBJ'II/IB3.I-O-
X COCTOSAHUC Hpe,[[TpOM6033 " npeapacriosio-
JKCHHOCTH K TpOM603y, IMOCKOJIBKY BCTPEYAKOTCA
Yy Jii MOJOAOro BO3pacCTa M 3a4aCTyro MpPOTe-

KaloT 6e3 KIMHIYEeCKUX NposiBieHui [1, 4, 9].
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B 3amaum naHHOW pabOTBHl  BXOMAWIIO

H3YyUYCHUEC YaCTOTbl BCTPEYACMOCTH  IIOJIH-

MOP(hHBIX BapHaHTOB psina T'E€HOB,
KOJUPYIOIMX MPOTEHHBI CUCTEMBI TEMOCTa3a
(¢onaTHOrOo 1MKIa y MALUEHTOK 3amaaHo-
Cubupckoro pernoHa — MpakTHYECKU 310POBBIX
U C BepUPHUIMPOBAHHBIM TMATHO30M TPOMOO30B
pazmuuHoi  yokamu3ary. C  3TOM  1enbio

MPOBEZEHO  KOMIUIEKCHOE  HCCJIEOBaHHe
BEHO3HON KpOBH, BKJIIOUMBLIEE TECTHPOBAHHE
TEHOB-KaHMJATOB IIPEIPACIIONIOKEHHOCTH K
Pa3BUTHIO TPOMOOTHYECKUX COCTOSHUI.

Marepuaa u MeTobl

Jng u3yueHus: pacnpoCTpaHEHHOCTH IO-
JUMOP(HU3MOB T€HOB CHCTEMBI I'eMocTa3a M
thomarroro nwmkina ObuTM oOcnemoBaHbl 290
KEeHIIMH—KUTenbHUL T. HoBocuOupcka u
HoBocubupckoii obmactu B Bo3pacte oT 16
no 43 net. ['eneTnyeckoe TecTupoBaHue 00-
pa3lLoB BEHO3HON KpOBU MPOBOJWIOCH IO
HaIpaBJIEHUsIM OT TMHEKOJIOTOB, TEPareBTOB
U Y JKEHIIMH, CaMOCTOSITENbHO 00paTHBLINX-
cs B nabopatoputo reHoanarnoctuku [{THMT
B Akagemropoake UXb®M CO PAH c tewm,
YyTOOBI MPOWTH TECT Ha MPUEMIIEMOCTHh KOH-
Tpaleniuy, TOPMOHAIbHO-3aMECTUTENbHOMN
tepanuu (I'3T) unm ans BeisBIeHUs (akTo-
POB, CIIOCOOHBIX OCIIOXKHSITH T€UEHHE Ipel-
crosmeld  OEpeMEHHOCTH.  BONBIIMHCTBO
JKCHIIMH OBLIM HalpaBieHbl Ha TECTUPOBA-
Hue 4-x reHoB — FV G1691A, FII G20210A,
MTHFRC677T, MTRRA66G. Ilpoananu3su-
POBaHbI 2 TpyNNbl MaLUEHTOK — B 1-10 rpyn-

my BOIITH 265 >KeHIMUH 0e3 KIWHUYECKUX

NposiBJICHUN TpomMOodmIny, 2-10 TPYIIy co-

CTaBWIM 25 TalUMEeHTOK C pPa3IuYHBIMU
TPOMOOTHYECKUMH OCIOKHEHUsAMU. Y 4-X
MalueHToK pas3Bujack MmaccuBHas TOJIA B
Bo3pacte 21 rona, 22, 36 u 43-x neT Ha QoHe
npuema opanbHbIX KoHTpauentuBoB (OK) u
I'3T, y Tpex mHamMeHTOK IWarHOCTUPOBAH
WIIEMUYECKUH MHCYIbT B Bo3pacTe 21 rof,
30 et 1 42 ronga, ocTallbHBIE HAOJIIOJAINCE C
TPOMOOTHYECKUMH 3MH30JaMU B aHAMHE3E —
Tpombo30M Tiy6okmx BeH (TI'B), Tpombo-
(71eOUTOM TOBEPXHOCTHBIX BeH. CpemHwmit
BO3pacT MAIMEHTOK B 00emX Trpymnmax ObLI
COTIOCTaBMM H coctaBuil 32,5+8,5 B 1-oi
rpynne u 30,3+10 Bo 2-oit rpynmne. B uccine-
IOBaHWE BOIUIM 19 TeHOB-KaHAMIATOB (25
aJUIeTbHBIX BapUAaHTOB), TPOJIYKTHl KOTOPBIX
Y4acTBYIOT B KOAryJIIlIHOHHOM KacKajne, Ch-
creme (HUOPUHOIN3A, IONJEP)KAHUN COCYIH-
CTOTO TOHYycCa, MeTaboJM3Me METHOHWHA U
¢donueBoli kucnotThel. ['eHOTUIIUPOBAHUE MPO-
Boausiock MetoaoM [P ¢ ucnonpzoBaHnem
KoHKypupyromux TagMan-30H10B, KOMILIE-
MEHTapHbIX nmoauMophHomy yuactky JJHK.
CraTtucTuyeckasi 00padoTka pe3yJibTaToOB
TecTsl Ha coOnrofeHNEe paBHOBECHs Xap-
nu-BaiiHOepra v BEISBICHUE acCOLMALIMNA Me-
TOOM > TIPOBOJIMIIH C TOMOIIBIO MPOrPAMMbI
DeFinetti [13]. [ BceX CTaTHCTHYECKHX
pacdetoB mpHu p-value <0,05 pe3ymasTaT cuu-
TaJH CTAaTHCTUYECKH 3HAYUMBIM.
Pe3yabTaTthl n ux odcy:kaenue
Pesynprarel ompeneneHuss HaMU YacTOT
BCTPEUaEMOCTH

NoaUMOp(GU3MOB  T'€HOB

NPEApacloNio)KeHHOCTH K TpoMOopuInu

MNpeaACTaBJICHBI B Ta6J'II/II_IC.
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YacToTa BCTpe4aeMOCTH ajjieneil, TeHOTUIIOB TTONUMOPQHBIX JIOKYCOB UCCIIELYEMbIX
TeHOB B 1-0ii 1 2-0ii rpynnax K€HIIWH PernpoayKTHUBHOTO BO3pacTa U UX aCCOLMALIMS
¢ TpomOo03amu pazianuHoii Jokanuzanuu (OR)

I'pynna| Yactota Yacrota BcTpeuaeMocT reHotuna | CoorBerctBue | BrisBneHHas
BCTpEYaeMo- (n) 3aKOHY XapAu- | accoUraIus
¢ty ayens (n) Baiin6epra, OR, C.I.,
(?*, df=1), p chi2, p
[Monumopdusiid tokyc G1691A rena V dakropa cBepThIBaHHs KPOBH (JIeHiIeHCKAs MyTalus)
G A G/G G/A A/A IS amtens A
Nel 0,99 0,01 0,98(247) 0,02(5) 0 p=0,874 OR =4
No 2 0,96 0,04 0,92(24) 0,08(2) 0 p=0,838 [0,76-21,1]
chi2=3,09
p=0,257
[Tonmumopdusii tokyc G20210A rena nporpoMO1Ha
G A G/G G/A A/A uIg annens A
Ne 1 0,99 0,01 0,98(249) 0,02(5) 0 p=0,858 OR =2.5
Ne 2 1 0 1(26) 0 0 chi2=0,42
p=0,52
[omumop¢usiii nokyc C677 rera MTHFR
C T C/C C/T T/T s amnenst T
Nel 0,71 0,29 | 0,48(122) | 0,46(114) | 0,06(16) p=0,115 OR =1
No 2 0,72 0,27 0,55(15) 0,33(9) 0,11(3) p=0,379 chi2=0,04
p=0,84878
ITommmopduErit mokyc A66G rera MTRR
A G A/A G/A G/G s amnens G
OR =4,8
No 1 0,45 0,55 0,21(45) | 0,48(102) | 0,3 (65) p=0,671 [2,4-9,9]
Ne 2 0,2 0,8 0,04 (1) 0,32(8) 0,64 (16) p=1,00 chi2=21,57
p=3.4e-06
[Moanmopduslit mokyc G1258A rena MTHFD
G A G/G G/A A/A JUIs amtens A
Nel 0,57 0,42 0,34(18) 0,47(25) 0,19(10) p=0,801 OR =4
No 2 0,25 0,75 0,13(3) 0,25(6) 0,62 (15) p=0,102 [1,9-8,6]
chi2=14,04
p=0,00018
[omumopdusii tokyc 675 4G/5G rena PAI
5G 4G 5G/5G 4G/5G 4G/4G g annens 4G
No 1 0,52 0,47 0,24 (19) | 0,57(46) | 0,18 (15) p=0,171 OR =2,6
Ne 2 0,29 0,7 0,13(3) 0,32 (7) 0,54 (12) p=0,268 [1,3-5,4]
chi2=7,29,
p=0,007
[Monumop¢usiit nokyc T1565C rena GPllla
T C T/T C/T C/C g amnens C
No 1 0,89 0,11 0,82(86) 0,15(16) 0,03(3) p=0,079 OR =2,7
No 2 0,73 0,27 0,63(7) 0,18(2) 0,18(2) p=0,108 chi2=4,2
p=0,04

Tpumeuanue: * kKpumepuii x* UCNOTL306aGH OIS OYEHKU COOMEEMCMBUSL HADTIO0AEMO20 pacnpede-

JIeHUs1 2eHOMUNO0G odicudaeMomy npu pagrosecuu Xapou-Baiinbepea. Pacnpedenenue uacmom zeno-

munos coomeemcmeyem 3axony Xapou-Baiinbepea 60 6cex spynnax 0iist cex Ucciedyemulx 2eHO8
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[To maHHBIM HamlIero uccieAOBaHMs, pac-
MPOCTPAaHEHHOCTh JIEWJICHCKOH MYTalHUU B
reHe FV y JKeHIIUH penpoayKTHBHOTO BO3-
pacra, mpoXXuBaroIKUX Ha Teppuropuu r. Ho-
BocuOupcka u HoBocubupckol obnactu, B
[IeJIOM TI0 Tpymme coctaBmia 3,3 % u mpakTu-
YeCKH HE OTJIMYAETCS OT YacCTOTHI BCTpedae-
MOCTH JTaHHOW MyTalluM B €BPONENCKOW Mo-
MyJsaiud. Y SKeHIIUH 0e3 KIMHUYECKUX MpPo-
SBJICHWA TPOMOO(GWIMKM TPOLEHT BCTpeUa-
emocTH nosmmMopdusma FV 6p11 pasen 1,97.
B rpynme OONBHBIX C BEPUPHUITMPOBAHHBEIM
IMarHo3oM Tpom003 Tiayookmx BeH (TI'B),
UIMEMUIEeCKUH HHCYIBT, TPOMOOIMOOHS Jie-
roynoit aprepun (TDJIA) wacrora rereposu-
roTHOro Bapuanta reia FV cocrasuna 4,7 %,
Y HU B OJIHOM CJIy4ae He Obljia 3aperucTpupo-
BaHa TOMO3WTOTHas ¢opMma reHa. DTOT (QakT
YKa3bIBa€T Ha HEKOTOPHIE OTIUYMS OT YacTOT
MyTalMii NaHHOTO T'eHa Yy MAlUEHTOK €BPO-
MEHCKOW TMOMYJSIUN C TPOMOOTHYECKUMHU
SMHK30[aMU B aHamHe3e. Tak, Mo JaHHbIM [1]
4acToTa TOMO3UTOTHOW (GopMbl MyTanuu FV
Leiden mpu Tpombo3ax BoisiBieHa B 17,6 %
0o0CNeIOBaHHBIX W TETEPO3UTOTHOM — B
35,3 %. 3acimyXuBaroIM BHAMAaHUS, Ha HAIIl
B3TJISAT, SIBJSIETCSl (paKT OTCYTCTBUS MYTaIldU
B reHe mpoTtpomOmHa G20210A y obcaemo-
BaHHBIX HaMH TAIMEHTOK C BepHU(HUIIMPOBaH-
HBIM AWar{o3oM Tpom0Oo30B. M3BecTHO, YTO
3Ta MyTalus JOCTATOYHO PEAKO BCTPEYAETCS
B nomyJisitud (1 — 4 %), HO cpean OONBHBIX C
BEHO3HBIMU TpoMmOo3amu nmocturaet 17-20 %
[1, 2, 9]. MBI He BBIABWIM TaKK€ Pa3livudid B

PacrpoCTpaHeHHOCTH MyTalMid B TEHE Mpo-

tpombuna (FII), cBsa3anHoO# ¢ 3amenoit G A
CpeaM >KEHIUWH IPaKTUYEeCKH 3A0POBBIX H
MAaIMEHTOK ¢ TPOMOOTHYECKUMH OCIIOKHEHU-
aMu. B menom anst obuiero yucia obcneno-
BaHHBIX YacCTOTa TE€TEPO3UTOTHOIO BapHaHTa
GA 20210 rena mnpoTpoMOMHa cocTaBUIa
1,75. TomozuroTHas gopma He ObLIa BBISBIIE-
Ha HH Y OJHOH U3 0OCIIeIOBAaHHBIX JKEHIIVH.
VY 0GonpHBIX C 3MHM304aMH TpoMmO030B (2-as
rpynma) B 100 % crmydaeB perucTpupoBaics
«nukuity tam rera (Bapuant G/G).

Paboramy MHOTOUYMCIIEHHBIX aBTOPOB ITOKa-
3aHO, YTO BEIYIIMMH NMPHUYMHAME B TeHE3€ Be-
HO3HBIX TPOMOO3IMOOJ WA SBIISIOTCS MYTAIFOH-
HBle TIOBpEXX/IeHHs TeHa (hakTopa V CBepThIBa-
HUA KpoBH (NleliieHcKas MyTamus) W TeHa
nporpombuHa (amens 20210A). Puck pazButus
TPOMOOTHYECKNX OCTIOKHEHHUH 0COOEHHO BBICOK
NpH COYETaHWH MYTallWii B Te€HE MPOTPOMOWHA
GA 20210 ¢ FV (dakrop Jletinena) [3, 10].

YacTtoTy «MYTHpPOBaHHBIX» I'eHOB FV u
FII B oOweit cTpykType moiumMopdu3MoB y
JKEHUIMH C Tpom0o03aMHM, BBISBICHHYIO B
HaIlleM UCCJIeIOBaHWUU, MOXKHO OBLIO OBI pac-
CMaTpHBaTh KaK TMOKa3aTellb JOCTATOYHO OJia-
TONPHUATHON CUTyallMd B IUIAHE PacHpocTpa-
HEHHOCTH HACIIEJICTBEHHOW TPOMOOQUINH
Cpenu JKEHINWH, MPOXHUBAOIINAX B 3amaiHo-
Cubupckom permone. OpHako, Ha HATUINE
TeHEeTHYECKH OOYCIOBIIEHHON TpoMOOGUINI
YKa3pIBaIOT HAXOJKH TPH CKPUHUHTE Oolee
IIMPOKOTO CIIEKTpa TeHOB CHCTEMBI TeMOCTa3a
1 doraTHOTO IUKIA (CM. TabIL.).

N3ydyeHne TeHOB CHCTEMBI

(domaTHOTO

OUKIa OBLIO O6y0J’IOBJ’IeH0 HUX BBICOKOM IaTo-
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TEHETUYECKOW 3HAYMMOCTBIO B  Pa3BUTUH
tpomOodunuu. [IpuzHanHeiM (akTopom puc-
Ka Pa3BUTHUS CEPAEYHO-COCYIUCTHIX 3aboie-
BaHMH M (DaKTOPOM pHUCKa Pa3BUTUS BEHO3-
HBIX M apTepUalbHBIX TPOMOO30B Ha MPOTH-
KEHUM — psAAa  JECATHISTHH  CUMTaeTcs
TUrepromMouucTenHeMus. B nutepatype npu-
BOJIATCS JaHHBIE 00 acCOIMAIK TPOMOO30B C
myTarueit rena MTHFR C677, mpuBonsieit
K cHmwxkeHuro aktuBHocth MTHFR u Hakon-
nenuto I'T] [2, 12].

Kak BugHO M3 Tabmuibl, cpeau KEHITIMH
3anagHo-CHOUPCKOTO pEerHoHa BBIABIEH J0-
BOJIbHO BBICOKHMU MPOILIEHT MyTaluuid B 3THUX
reHax. Myrtauuu B rene MTI'®P C677T BbI-
aBieHsl B 51,4 %, npu 3TOM pacrpeneneHue
BapHaHTOB TE€Ha HE MOKa3aJo IOCTOBEPHBIX
paznuuuii s 1-of m 2-oit rpynn. B To xe
BpeMsi HEOOXOJTUMO OTMETUTH, YTO Y JKEHILIUH
2-0if Tpynmel ¢ TPOMOOTHYECKMMHU 3a00JeBa-
HUsMU B 55,6 % cioydaeB OTCYTCTBOBal Jie-
¢ext B rene MTI'OP C677T. [dpyras cutya-
1Us BBISBICHA IMpPU aHAJIW3€ BCTPEYAEMOCTH
MyTalMii B TeHaX METHJIEHTEeTparuapodoiar-
neruaporeHazsl — MTHFD (1958A->G), me-
THOHWH CHHTa3bl WM METHOHHMH CHHTa3bl-
peaykrazsiIMTRR (66A > G). B rpynmne xeH-
IIMH ¢ TPOMOO3aMH Pa3IMYHON JOKATU3aIlul
penKue ajuleny 3THX TeHOB OOHapYXHBAITHCH
nmoctoBepHo dyamre. Ammens 1258A  reHa
MTHFD sBnsercst pakTopom prcka pa3BUTHSI
TpoM0O3a, MPH €r0 HOCUTEIHCTBE PUCK BO3-
pactaer B 4 paza (OR = 4,0 C.I. [1,9-8,6]
p=0,00018). Ilpu HOCHUTenbcTBe amens 66G

reHa MTRR Ttaxxe MOBBIILIAETCS PUCK TPOM-

b6oza (OR =4,8 C.I. [2.4-9.9] chi2=21,57
p=3,4e-06) (Tabi.).

CymiectByeT MHeHue [12], uTo HapyleHue
JIF000TO M3 3BEHBEB KaK METHOHMHOBOTO, TaK U
(hoNaTHOTO IUKIA MOXET MPHUBECTH K IOBBI-
IIEHUIO OOIIEro COoJepKaHMs TOMOIMCTEHHA B
ma3Me KpoBU. MBI 1ojlaraeM BBICOKO BEpOSIT-
HbeIM, uTO nedext rena MTHFD, xotopsrit ko-
mupyeT (hepMEHT, OCYIIECTBIAIONIMN MpeBpa-
IIEHNE OTHOYTIIEPOAHBIX MPOU3BOTHBIX TETpa-
rugpodonata W y4acTBYeT B CHHTE3e
METHOHHMHA, THMUAWJIATA U IypuHa B cOoYeTa-
Huu ¢ myTanusmu B reHax MTR u MTRR, ko-
TOpBIE KOAWPYIOT aMHHOKHCIOTHYIO TTOCIIE0-
BaTeNbHOCTh (DEPMEHTOB, YYACTBYIOIIMX B
mpolieccax PeMeTHINPOBAaHUS TOMOIIMCTENHA B
METHOHHMH, MOXXET TPHBOIWTH K THUIEPrOMO-
IUCTENHEMUN W CIYXHUTh (PAKTOpOM pHUCKa
TPOMOOTHYECKUX 3a00JCBAHUN Y MOJIOMBIX
MAlUEHTOK Jaxe MpU HOPMAIBHOM (JIUKOM)
turne reia MTHFR(C677T).

Hapsiny ¢ BBICOKON 4acTOTOH BCTpeuae-
TOMO3HUTOTHBIX

MOCTH TCHOB

MTHFD, MTRR Bo 2-0if rpymnme >XeHIIHUH,

BapHaHTOB

KaK MpaBWJIO, UIMENI0 MECTO cOYeTaHHe TOMO —
U TETePO3UTOTHBIX MYTalliii HECKONBKUX Te-
HOB (omatHoro nukia. KoMOuHaims u3 Tpex
TeHHBIX TONUMOP(HU3MOB BCTPETHIIACH Y
84,2 % OONBHBIX, TPUCYTCTBHE TOMO3UTOTHO-
TO BapHaHTa OJHOTO WJIW ABYX MOIUMOPQU3-
MOB BBISIBIIEHO B ATOW TpyMIE MalMEHTOK B
95,3 % cmyuaes. llo-BuamMomMy, UMEHHO CO-
YeTaHWS TEHETHYECKUX MOJUMOP(PU3IMOB SIB-

JSIFOTCSL  CePhe3HBIM (aKTOPOM pHUCKa Hapy-

meHnii B pabote epMeHTOB (PONATHOTO IUK-
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Ja, TPUBOAAIIMX K HW30BITOYHOMY HAKOII-
JICHUIO TOMOLIMCTENHA B IJIa3Me KPOBH.

Ocoboro BHMUMaHHMS 3acily’KMBaeT OOHa-
pyXeHHass HamMH KOMOWHAIMs MYTHPOBaH-
HBIX TE€HOB (HOJATHOTO LHKJIA C HaJIUYUEM
nosuMopdHoii 3amensl 675 5G -> 4G rena
MHTUOUTOpa  aKTHBaTOpa  IJIa3MHHOTeHa
(PAI1). HocutenbctBo amnenst 4G, KOTOpPHIi
COIPOBOXK/IAETCA MOBBILIEHHOMN 3KCIpeccuei
TreHa W TPUBOAMUT K TOBBIIMIEHHUIO B KPOBHU
PAI-1, 3apeructpupoBan Hamu B 86 % ciy-
yaeB 00CJIeIOBaHHBIX MAI[MEHTOB. Y HOCHTe-
neit amnens 4G675 rena PAI-1 puck Tpom60-
30B moBHIIeH B 2,6 pa3 (OR =2,6 C.L
[1,3-5,4] chi2=7,29 p=0,007). ['omo3uroTHas
¢opma 4G/4G rena PAIl Bo 2-o0if rpynme
B 3 pasa mpeBbIlIalia TAKOBYIO M0 CPaBHEHUIO
C JKeHIMWHaMHu Oe3 MpOsBICHHWI MPU3HAKOB
Tpombo¢punuu. Ecnu B mepBoii rpymnme o6-
CJIeJOBaHHBIX KEHLIMH TOMO3UTOTHas Gopma
BhIsiBIeHAa B 17,5 % ciyuaeB, TO B IpyIlne ¢
TpoM003aMHU 3TOT MPOIEHT cocTaBul 54,5. B
45 % ciy4yaeB MMeEJIO0 MECTO COYEeTaHHE MO-
mumoppusma PAI-1 ¢ mpucyTrcTBuemM mosu-
MOp(GHOTO BapuaHTa TKAHEBOTO aKTHUBATOPa
mnasmuHorena (PLAT- 7351 C->T, 4to Tak-
Ke SIBISIETCS TPEJAUKTOM CHIDKEHHS BBICBO-
OOXIeHNsT TKaHEeBOTO aKTHBaTopa IUIa3MU-
HOTE€HA, NPHUBOIIIMKMM K Hed(DPEKTHBHOMY
(hudprHOIN3Y.

OCOOEHHOCTHIO KEHIMH PENPOIYKTHBHO-
ro BO3pacTa C Pa3BUBIIAMCS TPOMOO30M B
MOJIOJIOM BO3pacTe SBUJIOCh HAIWYHE MYIIb-
TUTE€HHOTO XapakTepa Tpomoodunnu B 100 %

CJIy4acB. O‘iCBHZ[HLIM OBLIO U npeo6na;[aH1/Ie

COUETaHMI TOMO3UTOTHBIX (OpM HCclieaye-
Mbix teHoB (MTHFD (1958A->G), MTRR
(66A > @), PAIl (675 5G -> 4G ), GPllla
(1565 T- C), NSO3 (Glu298Asp) B aToit
rpyIIe, 4TO paccMaTpUBaeTCs HaMU B Kaue-
CTBE TPEIUKTOB CKPBITHIX (popM Tpombodu-
muu. Tak, 3amena T Ha C B 1565 nonoxeHnun
rena GPIlla npuBogWT K aMHMHOKHCIOTHOM
3ameHe JeinuHa (Leu) Ha nponuH (Pro) B 33-m
nooxkeHun. Tpomborntel, Hecymme GPIIla
Pro33, uMmetor Ooyiee HU3KHU IOPOT aKTHBa-
MU, TO €CTh OHW Ooyiee CKIOHHBI K arpera-
nuu. Y Hocutener 1565C rena GPllla puck
TpoMb030B TOBEIIEH B 2,7 pa3 (OR =2,7
chi2=4,2 p=0,04).

KomOunanmu u3 2-x, 3-x u Ooyee «MyTH-
POBaHHBIX» TEHOB (Yalle TeTePO3UTOTHBIX
(hopM) UMENIN MECTO U 'y KEHIIUH 0e3 KINHU-
YeCKMX TNpU3HAKOB TpoMmbOodwmmuu  (1-as
rpynma). Takue Haxonakw, Aaxe Oe3 W3MeHe-
Huil B redax FV u F II, no Hamiemy MHeHwuto,
JIOJDKHBI HACTOPaXMBaTh Bpaya, MOCKOJIBKY
MpH  ONpeeNieHHbIX ycloBusx (OepeMeH-
HOCTh, ONEPAIMOHHOE BMENIATEIhCTBO, WC-
nonp3oBanue KOK u I'3T) moxeT umers Me-
CTO pealu3aluil MPEAPACTIONI0KEHHOCTH K
TpoM0O3aM B MATOJOTHYECKUN Tporecc. ITH
MAIMEeHTHl JOJDKHBI OBITh BKIIOYEHBI B TPYII-
MBI PHCKA Pa3BUTHUS TPOMOOTHYECKUX OCIIOXK-
HEHHH, XOTS Ha MOMEHT OOCIleZlOBaHUS JaH-
HBIX 32 HaJHM4We TPOMOMHEMHH y HUX HE BBI-
SIBIISIETCSL.

3akiouenne

HecmoTpss Ha TO, 4YTO B MUPOBOH Mpak-

THUKEC MOJ'ICKy.HSIpHO-FCHeTI/ILICCKI/Iﬁ aHaJIn3
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HE HCIOJb3YeTCs] B KaUeCTBE CKPUHUHTOBO-
ro, NeMCTBUTENBLHOCTh MOKAa3bIBaET, YTO BO-
MpoC O TMPHEMJIEMOCTH KOHTpAleNuu Hu
3aMECTUTEIIbHOW TOPMOHAJIBHOW T€paluu HE
MOXET peniaThcs 0e3 reHeTUYECKOTO TeCTH-
pOBaHMs TAIMEHTOK C IIEJIbI0 BBISBICHUS
HacJIeJICTBEHHON MPepacroloKeHHOCThIO K
TpoMOo3aM. Hamu mokazaHo, 4TO 3TH BO-
MPOCHl HE MOTYT OBITh PEIICHBI U MPU Te-
CTHPOBAHWU OTPAHWYEHHOTO YHCIIa HamOo-
Jiee W3y4YeHHBIX TE€HOB, CUUTAIOIMUXCS Oe3-
YCIOBHBIMH H  CTPOTHMH  MapKepamu
HaciencTBerHoi Tpombodmmuu (F.V, F II,
MTHFR- C677T).

Bpaun-runekonoru, ¢paebGonoTH AOIKHBI
UMeTh JlaHHble O JedeKTax B TeHaX, KOH-
TPOJIMPYIOIIUX Pa3TUYHBIC 3BEHbS CIOXKHOU
CHUCTEeMBl TreMocTaza M (OJaTHOTO IUKIIA,
MOCKOJBKY 3TO MOXET OBITh OCHOBOH s
BBISIBJIEHUS CKPBITBIX (OpM TpoMOODUINM y
JKEHIUH PeNnpoAyKTUBHOTO BO3pacTa, a
TaKXke NpeaynpexacHuss TpoMOO30B M Ky-
MUPOBAHUS TMOBTOPHBIX 3MHU30J0B 3aboie-
BaHus. [IpuMeHEHUE MOJIEKYJIApHO-O0HOJI0-
THYECKUX METOJNOB JaeT BO3MOXXHOCTH
OmpenesaTh 3HauUMMble (aKTOPBI, OKa3bIBa-
IOIMe BJIMSHUE HAa Pa3BUTHE MATOJIOTHYE-
CKOTO TIpollecca, BBIABIATH MATOJOTHIO Ha
CTaauu Mpendoiie3HH, OCYIMIECTBIATh MOUCK
MaTOTeHETHYECKH OOOCHOBAaHHBIX METOIIOB
MpOQUIAKTAKA ¥ JIEYEHHUS W, TEM CaMBIM,
CHIKaTh PHUCK TPOMOOTHYECKHX OCIOXKHE-
HUN. DPPEKTUBHOCTh JTUATHOCTHKU U Jede-
HUS BO MHOTOM 3aBHCHT OT MOHUMaHUA
BO3MOXKHOCTEN

BpadyoM HUCITIOJIb30BaHUs

JaHHBIX TEHETUYECKOTO aHaiau3a s BbIsC-
HEHUsI MEXaHU3MOB Pa3BUTHUs HACJIEICTBEH-
HO# TpoMOopuIHH.
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GENETIC RISK FACTORS OF THROMBOPHILIA
FOR WOPMEN OF CHILDBEARING AGE
IN WEST-SIBERIAN REGION

Tsvetovskaja G.A.!, Chikova E.D.!, Lifshits G.I.', Kokh N.V.%, Shevela A.L', Voro-
nina E.N.!, Novikova Y.V.%, Makhotina N.A.>

!Institute of chemical biology and fundamental medicine
Center of new medical technology in Akademgorodok
Novosibirsk, Russia, cvetgalina@ mail.ru

Frequency of polymorphism of hemostasis genes and folate cycle of almost healthy
patients and patients with verified diagnosis of thrombosis of different location from
Western Siberia was studied. The feature of women of childbearing age with thrombosis
developed in youth was combination of various polymorphous versions of genes-
candidates of thrombosis susceptibility (detected in 100 % of cases) with low frequency of
gene mutations of factor V Leiden and factor II (prothrombin). It is shown that prenatal
care and decision concerning the prescription of combined oral contraceptives and substi-
tutive hormonal therapy can not be taken by testing of the limited number of most studied
genes considered as the unconditioned and strict markers of inherited thrombophilia (fac-
tor V, factor II, MTHFR (C677T)).

Keywords: women of childbearing age, susceptibility for thrombosis, polymorphic

genetic markers.
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