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YACTOTA BCTPEYAEMOCTU TEHETHYECKUX JTE®EKTOB CUCTEMbI
TEMOCTA3A Y HAIITMEHTOB C JUCILJIABUEN COEIUHUTEJIBHOMN
TKAHM U TIPU3HAKAMHJ BEHO3HOM JUC®YHKIIAH
HEPEBPAJIBHBIX COCYIOB
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VY 153 6onbubIx (64,3 %) JICT BeIsiBIeHa BeHO3Has TUCHYHKIHS [epeOpaIbHBIX COCYIOB, IOATBEP KIACHHAS
JQYTICKCHBIM HCCIIEI0BAHIEM MO3TOBBIX U IIO3BOHOYHBIX COCYIOB. BBIBICHBI MyTalluy TEHOB CHCTEMbI CBEPTHIBA-
uust kpoBu (FV Leiden, FII, MTHFR, FVII, PAI-1): couerannsie — 61,4 %, caMoCTOSTEIbHbIC TPYIITBI MyTalUi —
23,5%. Hapsimy ¢ otum y 23 nanuentos (19,6 %) HapylieHHs B TeMOCTa3e IPeACTaBIeHb B Bue nedunura pak-
Topa Bunne6panna, y 105 (89,7 %) — cHmkenus arperaiiioHHON QyHKIMU TPOMOOIIMTOB M HAPYIICHUH KOHEYHOTO
KOaryJIslIMOHHOTO 3Tana CBEPThIBAHMs KPOBHU. Pe3ynbrarhl Mcciae10BaH s yKa3bIBaIOT Ha OJMHAKOBO YaCThIH pHUCK
TPOMOOTHYECKUX M FeMOpparn4ecKux ocnoxHeHuit y manuentos ¢ JICT.

KuioueBble cjioBa: I1MCIUIA3US COCIMHUTEIBHOM TKAaHH, CHCTEeMAa reMoCcTa3a, BEHO3HbI¢ )Il/lc(l)yl-llﬂll/ll/l, TeHEeTUYEeCKHue

nedexThl, THATHOCTHKA

OCCURRENCE OF GENETIC DEFECTS OF HEMOSTASIS SYSTEM
AT PATIENTS WITH CONNECTIVE TISSUE DYSPLASIA AGAINST
A CEREBRAL VENOUS DYSFUNCTION
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Cerebral venous dysfunction confirmed with duplex research of brain and vertebral vessels is revealed at
153 patients (64,3%) CTD. Gene mutations of coagulation system (FV Leiden, FII, MTHFR, FVII, PAI-1): a
combined — 61,4 %, independent groups of mutations — 23,5 % are revealed. Along with it hemostasis disorders are
presented in the form of Will brand factor's insufficiency at 23 patients (19,6 %), decrease of platelets aggregative
function and disorder of final coagulatory phase of fibrillation at 105 (89,7 %) patients. The research results point out
the equal risk of thrombotic and hemorrhagic complications at patients with CTD.
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[To TEepMUHOM «UCIUTIA3Hs COSTUHUTEb-
Hoii Tkaum» (JICT) monpasymeBaercst reHeTH-
4yeckr OOYCIIOBIICHHBIH CHCTEMHBIH Mpoliecc,
XapaKTePU3YIOMIHIAC TOPAKEHUEM BOJIOKOH
Y OCHOBHOTO  BEIIECTBA  COCIMHHUTEIHHOMN
TKaHW, YTO TPHUBOIUT K HAPYIICHHIO (POPMBI
1 QYHKIIMOHUPOBAHUS PA3JIMYHBIX OPIaHOB
U CHUCTEM OpTraHu3Ma uesioBeka [8, 9].

Ocoboe BHHMMaHHE CpPEAM MPOSIBICHUN
ACT no yacToTe W 3HaYMMOCTHU MPUBJICKA-
eT KpaHuoBepteOpanbHas obmacts (KBO)
1 LICHHBIA OTJEN MO3BOHOYHUKA, YTO CO3JaET
MPEANOCHUIKH IS Pa3BUTHUS JUCLIUPKYIIALUN
B cOoCylax BepTreOpobasmisspHoro Oaccelina
y AeTel U JUI MOJOJA0ro Bo3pacta [2, 5, 7].
[To mannbM 3kcnieproB BO3, pacnpocrpanen-
HOCTh BepTeOpaibHBIX AehopManuil y aereit
cocrasisieT 5-9%, a y B3pOCIIOro HaceIeHHs
nocturaet 40—-80 %.

Cpenn knunHuuyeckux mnposieaenuit [ICT
OJJHUMH W3 HauOOJIee BAXKHBIX SBISIFOTCS
CUMITOMBI, OOYCJIOBJICHHBIC HapyIICHUSIMHU
B pa3HBIX 3BEHBAX reMocTasa. Tak, HambOoee
mydens! npu ACT HapymieHus B cUCTEME Te-

MOCTa3a B BHJIE TEMOPPArHYeCKOTO CHHPOMA,
OOYCIIOBIICHHOTO ~ HapylIEHHEM CTPYKTYpHI
U QYHKIIUU COCYIUCTON CTEHKH, TUCQYHKIIHU-
el TPOMOOIIMTOB, a TaK)Ke HEKOTOPBIMHU KOary-
JALMOHHBIMM ciBuramu [3, 4, 10, 11].

BrisiBlIeHBI coYeTaHMs TUCTLIACTHYECKUX
CHUHJIPOMOB C PEIUJINBUPYIONUMH TPOMO03a-
MU KPOBEHOCHBIX COCY/IOB M HIIEMHSIMU OpTa-
HOB, CBSI3aHHBIC KaK C Ie()eKTaMU COCYIUCTOM
CTCHKU U CHIDKEHHEM €€ TPOMOOpPE3UCTEHT-
HOCTH, TaK ¥ C TeMaTOTeHHBIMH TPOMOO(HITH-
SIMH, Yallle — C PE3UCTEHTHOCTHIO (hakTopa Va
K aKTUBUPOBaHHOMY nporeuHy C, rurepromo-
IUCTCMHEMHUEH W TUIeparperaiuoHHbIM CHH-
apomoM [1, 6, 12]. bonpmas rpynna coeau-
HUTEILHOTKAHHBIX aHOMAJIMK ObLIA JIETAIBHO
W3ydYeHa B MCCIIEIOBAHUAX ITOJI PyKOBOICTBOM
gneHa-koppecronaeara PAMH 3.C. bapkara-
Ha (1980-1988 rr.).

Bwmecte ¢ Tem Ooree yrityOieHHOE 00Cieno-
Banue 00ibHBIX ¢ JICT u TpoMO03IMO0IMIeCKUM
CHHIPOMOM TIO3BOJIWJIM  BBISIBUTH B OT/IEINb-
HBIX CIydYasx Hapsimy ¢ TpoMO0IMOOIHMIECKUM
aHAMHE30M Haluuue KpoBoTtoumBocTH [3].
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ITosToMy ommcaHue TOAOOHBIX COYETAHUH,
YYHTBIBas BO3PACTAIOIINN TPOLIEHT HACEIEHUS
MOJIOZIOTO BO3PACTa € HAJIUMYHUEM JUCIUIA3UU
KBO, noreHuuaibHO BXOMASILIEIO B IPYIILY
pHCKa 10 HapyIIEHUSIM MO3TOBOTO KPOBOOOpa-
IIEHHS, TTOMOXKET pa300parbecsl B CIIOKHBIX JIH-
AarHOCTHYECKHUX CHUTyallHsIX M 0COOEHHOCTSIX
nddepeHmpoBaHHON MEJMKaMEHTO3HOU
KOPPEKLMH 3TUX HAPYILIECHUI.

B HacTosimee BpeMsl MOSIBUJIACh BO3MOXK-
HOCTh OoOJiee JEeTallbHOTO HWCCIICOBAaHUS Ha-
PpYLIECHUI reMocTa3a Ha TEHETUYECKOM YPOBHE
110 MOJIEKYJISIPHO-T€HETUYECKOMY TECTHUPOBa-
nuto JJHK metomom TTLP.

Leab padoThl: U3yYUTH YAaCTOTY BCTpeyYa-
€MOCTH TEHETHYECKUX Ne(PEeKTOB B BHIEC MY-
TallUid B F€HAX CUCTEMbl CBEPTHIBAHUS KPOBU
y naruerToB ¢ JICT u nmpu3HakaMu BEHO3HOM
nuc(yHKIIUN TiepeOpaTbHBIX COCYIOB.

MarepuaJjibl U MeTOAbI HCCJIETOBAHUS

[IpoBeneno xoMIUIeKCHOE HccienoBanue 238 0omb-
HBIX c Heponorudeckoir cumnromarukod npu JCT.
B rpynmy o6cnenoBaHus BOLUIM JIMLA MOJOJOTO BO3pac-

ta ot 7 10 30 net. Cpennuii Bozpact coctasuia 18,6 + 1,0.
V 153 6onpubIX (64,3 %) OblIa BEISIBICHA BEHO3HAS THC-
¢yHkums 1epebpaibHbBIX cocynoB. Hapymenue duie-
GOFGMOJII/IHaMHKI/I B CUCTEMEC IIO3BOHOYHBIX BCH IIO/-
TBEP)KAANOCH TYMJIEKCHBIM HCCIIEOBAaHUEM MO3TOBBIX
Y TTO3BOHOYHBIX COCY/OB. JlaHHBIN MeTO/ OBLT HCTIONIH30-
BaH KaK «IKCIIPECC-ANarHOCTUKA» UCXOTHOTO COCTOSHHS
(hreboreMOTHHAMHUKH.

O0cnenoBaHne MAIMEHTOB MTPOBOAMIOCH IO €TUHOM
cxeMe, KOTopasl BKIIIoJalia: KJIACCHYEeCKOe MCCIIe/JOBaHUe
CHCTEMBI TeMOCTa3a, YPOBHS T'OMOIMCTEHHA M MOJIEKY-
nsipHo-reHeTnyeckoe recrupoBanue JJHK metomom TTLIP.

Pesyabrarsl uccjienoBaHns
U UX 00Cy:K/IeHue

B pesynbrare uccienoBanus 60bHbIX ¢ JJCT
Hapsily C M3MEHEHMSIMH B CHCTEME TI'eMOCTa3a
BBISIBIICHBI MyTaIlHH, HApyIIatome (pyHKIMOHH-
poBaHue (HaKTOPOB CBEPTHIBAHUS, (PU3HOIIOTHHYEC-
CKUX aHTHUKOArYJITHTOB U (PHOPHHOIH3A.

W3 TaOnuibl BUIHO, YTO YaCTOTa BCTpE-
Ya€MOCTH TC€HOTHUIIOB, SBIAIOHOINXCSA IIOTCH-
OUaTbHBIME  (DaKTOpaMU pHCKa TPOMOO30B,
npeobnaznana y 6onbHbeix ¢ JICT 1 BeHO3HOM
nmuchyHKIHEH 1iepedpatbHBIX COCYIO0B.

Pacnipenenenue monmmmoppuzmon JJHK y o6cnenoBaHHBIX TpyTIIT NAIIHEHTOB

Tenetudeckue nAedeKThl YactoTa BcTpeyaemocTtu reHorumna cpeau 6onpHbix JICT (n = 238)
C BeHO3HOM AuchyHKIHMEH be3 BeHo3HO AuchyHKIMN
Tomavopdusm Tenorun 1epedpaibHbIX cocyoB (1 = 153) | nepe6panbHbIX cocy0B (11 = 85)
FII 20210 (G/A)* 34 (22,2%) 9 (10,6 %)
20210 G/A 20210 (A/A)* 0 (0,0%) 0 (0,0%)
20210 (G/G) 119 (77,8 %) 76 (89,4 %)
FV Leiden 1691 (G/A)* 34 (22,2%) 6 (7,0%)
1691 G/A 1691 (A/A)* 2 (1,3%) 1(1,2%)
1691 (G/G) 117 (76,5 %) 8 (91,8%)
PAI-1 -675 (4G/4G)* 37 (24,2%) 14 (16,5 %)
-675 4G/5G -675 (4G/5G) 56 (36,6 %) 52 (61,2%)
-675 (5G/5G) 60 (39,2%) 19 (22,3 %)
MTHFR 677 (T/T)* 10 (6,5%) 1(1,2%)
677 C/T 677 (C/T) 85 (55,5%) 51 (60,0%)
677 (C/C) 58 (38,0%) 34 (40,0%)
F VIl 10976 (G/A)** 42 (27,5%) 15 (17,6 %)
10976 G/A 10976 (G/G)** 1 (0,6 %) 2 (2,4 %)
10976 (A/A) 110 (71,9 %) 68 (80,0%)

IIpumeyanus:

* FeHOTHII, SIBIISIFOIMICS MOTEHIMATBHBIM (PaKTOPOM pHCKa TPOMOO30B;
** PEHOTHII, SIBJISIIOIINICS 3aIUTHBIM (DAKTOPOM B Pa3BUTHUHU TPOMOO30B.

Tak, camocTosTENIbHBIE TPYMITBI MyTalui
oOHapyxeHbl y 36 OombHBIX (23,5%) ¢ ACT
1 BEHO3HOH JucdyHKuMeil nepedpanbHbIX CO-
cynoB Uy 28 (32,9%) — ¢ ICT 6e3 BeHO3HOI
mucyHKIMNA 1iepeOpanbHbIX  cocynoB. Co-
yeTaHUe JBYX M Oojiee MyTaluil y OONBHBIX
¢ JACT u Beno3Ho#t qucdyHkuueil nepedpas-
HBIX COCYJIOB cocTaBUIHN 94 GonbHBIX (61,4 %),
¢ JICT Ge3 BeHO3HOH qUCPYHKIINH LIepeOpab-
HBIX cocynoB — 52 (61,2 %).

Haubonee yacThIMU acCOIMUPYEMBIMU T'e-
HeTHYeCKUMHU Mapkepamu y 6onbHbIX ¢ JACT

Y BEHO3HOH jauchyHKUMend LepedpalibHbIX
cocynoB sismce MTHFR (Ala222Val) —
35,3%, F.V.Leiden (Arg506Gln) — 14,3%,
pexe PAI-1 (675 4G/5G) u FII (20210 G/A) —
o 5,9 % ciydaeB. Y Bcex OOMBHBIX ¢ TOMO3HU-
roTHOM (opmoit nonmumopdusma rerka MTHFR
(Ala222Val) ormeyanoch HOBBILICHUE YPOBHS
romMonucTenHa B kposu (21,4 + 0,12 MkMoIb/a
nipu HopMme MeHee 11,0 MKMoub/m).

Hapsiny c atum y 23 (19,6 %) manneHToB
¢ ACT u BeHo3HOM auchyHKINEH mepedpas-
HbIX cocymoB U y 12 (20,7%) — ¢ ACT 0Oe3
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BEHO3HOU MUCPYHKIIUH TIEPeOPATBHBIX COCY-
JIOB HapyIIeHUs B TeMOCTa3e ObLIN MpeJICTaB-
JeHsl B BUe Aeduuunta Gaxropa Bumiedpan-
na, y 105 (89,7%) u 49 (84,5%) nmanueHToB
COOTBETCTBCHHO — CHUIKCHHUS arperarioH-
HOU ¢yHKIMH TpomboruToB, y 57 (48,7 %)
n 26 (44,8%) — HapymeHUil KOHEYHOTO KO-
aryJIsiqUOHHOTO JTara CBEPTHIBAHHS KPOBH
(monumepusanuu GuOPUH-MOHOMEDA).

PesynbraThl  HMCCEOBaHUS — YKa3bIBAIOT
Ha OTMHAKOBO YAaCThId PUCK TPOMOOTHUECCKHX
Y TEeMOPParuuecKux OCIOXKHEHUH Y MaIfieH-
toB ¢ JICT.

BriBoanI

B nartoreHese KJIMHUYECKOTO TCUCHHSI Be-
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