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Takxe ypoHeM OB:Ag u Tixecteio I'C (r, = 0,568) noxasbisa-
I0T, UTO HapylleHus cBepThiBanus kpoBu pu OJUI peanusyrorces
C aKTHBHBIM YYacTHEM DHAOTEIHSL.

3akmouenue. Takum ob6pazom, npu OJIJI neiko3HbIi TIpO-
LIECC BO3JIEHCTBYET HA reMOCTa3: TPOMOOLUTONEHNS, BbI3BaHHAS
YTHETEHHEM HOPMaJIbHOTO KPOBETBOPEHUS, IPUBOAUT K HECOCTO-
ATETBHOCTH €r0 COCYIUCTO-TPOMOOIIMTAPHOIO 3BEHA U reMoppa-
THYECKUM OCIOXKHEHUsIM. OIHOBPEMEHHO C 9TUM YMEHBIIACTCS
TPOMOOPE3UCTEHTHOCTD SHI0TENUS], BEIPAXKAIOIIASACS B CHHXKEHUH
(YHKLHOHAIBHOW aKTMBHOCTH cHCTeMbl TM, a TaikKe IpOHC-
XOANT aKTHBALUS €TO MPOKOATYISTHTHBIX CBOMCTB — YCHIIMBAETCS
cekpenust OB sunoremmonmramu. Benencteue storo 3amyckaercst
BHYTPHCOCYIUCTOE TpoMOOOOPa30BaHUE, KOTOPOE B KOMILIEKCE C
JIeQUIMTOM TPOMOOLIMTOB BIIYET 3a OO0 emie OOIbLIyIO pas-
0aaHCHPOBKY CBEPTBHIBAIOIINX M IPOTUBOCBEPTHIBAIOIINX MeXa-
HU3MOB. DTO MPUBOIHT K Pa3BUTHIO TEMOPParndeckoro CHHAPOMa
IIOYTH Y HOJIOBUHBI OONBHBIX yxke B nepuo] Manudecranuu OJIJL
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E. ®. KoToBwMKOBa, E. U. ByeBuny, E. B. lNeHbkoBa, B. 1. Kynnkos, B. @. Yygumos, E. H. CionbxuHa, . B. borgaHosa,

A.T. boukapes

MYTALIUA TEHOB CUCTEMbI TEMOCTA3A Y BOJIbHbIX C BEHO3HOW LLEPEEPAJIbHON
AHTMOANCTOHUEN HA ®OHE AUCMJIA3UN COEAVNHUTENDbHON TKAHU

Kadenpa nponeneBTUKM BHyTpeHHMX 6onesHeln um. npood. 3. C. bapkaraHa AnTainckoro rocyAapCTBEHHOMO MeAULIMHCKOIO

yHuBepcuTeTa, bapHayn

Komnnexcro obcredosano 238 nayuenmos mMono0020 603pacma ¢ HEGPOLOSULECKOU CUMAMOMAMUKOU NPU OUCTIA3UU COCOUHUMENb-
nou mranu (J[CT) u 46 300poswvix nooeir. ¥ 153 (64,3%) bonvuvix ¢ JJCT svisignena 6eHosHas yepedpanvHas aHeuoOucmonus, noo-
MBEPAHCOCHHAS OYNIACKCHIM UCCIO08AHUCM MO3208bLX U NO360HOUHBIX COCYI08.

Buissnenvt mymayuu cenos cucmemul ceepmuiéanusi kposu (FV Leiden, FII, MTHFR, FVII, PAI-1): couemannvle — 61,4%, camocmo-

samenvHble 2pynnol mymayuti — 23,5%.

Hapsoy ¢ smum y 23 (19,6%) nayuenmos napywenus 6 eemocmase npeocmasiensvl 6 gude oeuyuma gpakmopa Bunnedbpanoa, y
105 (89,7%) — cnudicenust azpe2ayuonnoi QynKyuu mpomooyumos u HapyueHuil KOHeUH020 KOA2YIAYUOHHO20 IMANd C8epmbleanus

Kposu.

P€3y/lbmambl uccned08anus yKaseliearom Ha 00UHAKOBO YACMbII puck mpom60multecxux u cemoppacudecKkux OCJZOJICHBHUIZ)/ nayuen-

moe ¢ J|CT.

KnwueBbie clioBa: ducniazus coeOUHUmMenbHou mMKaHu, cucmema cemocmasd, 6€HO3HbIE Oua])yl-muuu, ceHemuyecKkue

Odeghexmot, OuazHocmuKa, npohuiaKmuxka
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Ye.F. Kotovschikova, Ye.l. Buyevitch, Ye.V. Penkova, V.P. Kulikov, V.F. Tchudimov, Ye.N. Syuldjina, 1.V. Bogdanova, A.P. Bochkarev

THE MUTATION OF GENES OF HEMOSTASIS SYSTEM IN PATIENTS WITH VENOUS CEREBRAL AN-
GIODYSTONIA AGAINST THE BACKGROUND OF CONNECTIVE TISSUE DYSPLASIA

The examination was applied to sampling of 238 patients of younger age with neu-rologic symptomatology under connective tissue
dysplasia and 46 healthy persons. The venous cerebral angiodystonia was diagnosed in 153 (64.3%) patients with connective tissue
dysplasia. The results are confirmed by duplex analysis of cere-bral and vertebral vessels. The mutations of genes of blood coagulation
system (FV Leiden, FII, MTHFR, FVII and PAI-1) are established. They include combined (61.4%) and independent (23.5%) groups
of mutation. Alongside with it, in 23 (19.6%) patients disorders of hemostasis are presented as von Willebrand factor deficiency
and in 105 (89.7%) patients as decrease of aggregation function of thrombocytes and disorders of final coagulation stage of blood
coagulation. The results of study indicate the equally frequent risk of thrombotic and hemorrhagic complications in patients with

connective tissue dysplasia.

Key words: connective tissue dysplasia, hemostasis system, venous functions, ge-netic defect, diagnostics, prevention

[po6nema aucmnasun coequuutenbHoi Tkanu (JICT), a umeH-
HO He(epeHIINPOBAHHBIX BAPHAHTOB, B TIOCIIEIHEE BPEMSI BBI3bI-
BaeT OOJIBIION MHTEPEC MPAKTHYECKUX Bpaveil B CBSA3M C HMIMPOKOM
PacpoOCTPaHEHHOCTBIO OT/EIBHBIX €€ IPOSIBICHUI B ITOIYIISINH H,
T10 TaHHBIM Pa3HBIX aBTOPOB, cocTasisteT ot 26 10 80% [4, 10-12].

ITon TepmMuHOM "nmUCIUTA3USI COCAMHHUTEIHHON TKaHHU'" TOJ-
pa3ymeBaeTcsi TeHEeTHYeCKH OOYCIIOBJICHHBIH CHCTEMHBINH IpO-
LIECC, XapaKTEPU3YIOLIHIACS MOPaKEHHEM BOJIOKOH ¥ OCHOBHOT'O
BEILECTBA COCAMHUTEILHOM TKaHH, YTO IPUBOJANUT K HAPYIICHHUIO
(bopMBI 1 QYHKIIMOHUPOBAHHMS PA3IIMYHBIX OPTAHOB M CHCTEM Op-
ranu3ma yenoseka [4, 10, 11].

Oco6oe BHuManue cpeau nposinennid JICT mo uacrore u
3HAUMMOCTH TpHUBIIEKaeT KpaHnoBepreOpanbHas oonacts (KBO)
Y IEeWHBIH OT/IeN MO3BOHOYHUKA, YTO CO34AeT MPEANOChUIKH JUTS
pa3BUTHA IUCHMPKYIISLUHA B cocyaax BepTeOpodasuisipHoro dac-
ceiina 2, 5, 8, 9].

KBO sBisieTcst Haubonee CIOKHBIM IO aHATOMUYECKOMY
CTPOEHHIO OTIENIOM ITO3BOHOYHUKA YeJIOBEKa, YTO OOBSCHSET
00JIBLIOE KOJMYECTBO AHATOMUYECKHUX BapHalHii B 3TOH o0nacTi
(OasunspHas MMIIpeccusi, BPOXKACHHAs y30CTh IO3BOHOYHOTO
KaHasa, "3y0OBHHAs KOCTB", POTAIlMOHHBIH WM KOMOHHHPO-
BaHHBIA noaBeiBuX C,, anomanus Kummepnu, HecTabMIbHOCTE
B LICHHOM OT/IeJIe TIO3BOHOYHKKA, cycTaBe KproBenbe u ap.) U,
I10 IaHHBIM HEKOTOPBIX aBTOPOB, BBIABIAETCS B 28% cirydaes [2,
8, 9]. Ilo mannbM 2kcniepToB BO3, pacmpocTpaHeHHOCTh BepTe-
OpanpHbIX nedopmaruii y nereii cocrasisier 5-9%, a y B3pociio-
ro Hacenenus gocruraet 40-80% [5].

Knunnueckue nposiBIeHUsl BPOXKAEHHBIX nopaxeHuit KBO
BEChbMa Pa3HOOOPA3HBI. 3HAUYUTENFHOE MECTO B KIMHHUKE 3aHU-
MAroT COCYIMCTBIE HAPYIIEHHUs B BEpTeOpOOa3MIIsIpHOM OacceiiHe
BCJIEZICTBUE TECHOW B3aUMOCBSI3U 3KCTPAKPAHUAJIBHBIX OT/IEJIOB
M03BOHOYHOM apTepUM C BEPXHEUIEHHON YacThiO MO3BOHOYHUKA
1 OOJIBIIMM 3aTBUIOYHBIM OTBEPCTUEM, B CBS3H C UEM IIOJIOXKEHHE
TOJIOBBI OKa3bIBAET 3HAYHMTEIHHOE BIMSHUE Ha KPOBOTOK B ITOM
obmnacTtu (CMHAPOM ITO3BOHOYHOM aprepun) [2, 5].

CB0€0Opa3HbIl OTTCHOK KJIMHUYECKUM IPOSBICHHAM CHH-
JpoMa MO3BOHOYHOM apTepHu MPHIAIOT HAPYIICHUS] BEHO3HOTO
KPOBOOOPAILEHHUS BCIISICTBUE AHATOMIYECKOTO ¥ (DYHKIIMOHAITb-
HOTO €JMHCTBA CUMIIATUYECKOTO CIUIETEHUs II03BOHOYHOMN apre-
pUM ¥ MTO3BOHOYHOH BeHbl. K HMM cliefyeT OTHECTH TOJIOBHbBIE
00T, TIOCTOSTHHOE YYBCTBO TSKECTH B TOJIOBE, YBEINIMBAIOIINE-
Cs1 TIOCJIE CHA WITH JUTUTEIBHOTO BBIHYKIEHHOTO TIOJIOXKEHHSI IIIeH,
KOTOpBbIE CHOCOOCTBYIOT BEHO3HOMY 3aCTOI0 M MOTYT CIIYKHTb
MPEANOCHUIKOM Il HAPYIICHUSI MO3TOBOTO KPOBOOOpAILICHHS Y
JIeTel 1 JUII MOJIO0TO Bo3pacTa [5].

Cpenn knuanIeckux nposieiernit JJCT ogHuMy n3 Hanboree
Ba)KHBIX SIBJISIIOTCS. CUMIITOMBI, 00YCJIOBIIEHHbBIE HAPYILICHUSIMH B
cucteme remocrasa [4, 5, 13—-15].
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JlaBHO monmeuena cBsi3b HekoTopbix BunoB JICT c pasBu-
THEM T'eMOPPAarudeckoro CHHAPOMA, PEaU3yIOIerocss 0ObIYHO
B MOJIOJIOM Bo3pacte. B psje paboT ObUIO MOKa3aHO, YTO IMpH
JaHHOM TAaTOJOTHH KPOBOTOYMBOCTH OOYCIIOBJIEHA HE TOJBKO
HapyIIEHHEM CTPYKTYpbl M QYHKIIMU COCYITUCTON CTEHKH, HO H
JuchyHKIMEeH TPOMOOLUTOB, a TAKKe HEKOTOPBIMU KOATyJIsILU-
OHHBIMU HapyueHusMH [3, 6, 13, 14].

B nccnenosanmsx Hamero LlenTpa mox pykoBoACTBOM WieHa-
xoppecnonaenta PAMH 3. C. bapkarana Obls10 yCcTaHOBJIEHO, YTO
B OCHOBE IaroreHesa kposorounsoctu mpu JCT sexar reHetu-
4ecKU 00YCIIOBJICHHBIC HApPYILCHUS B Pa3HBIX 3BEHBSX FeMOCTa-
3a, BKIIOYas TUCHYHKIMIO SHAOTENHS, Te(HUIUT WIIK aHOMAIIHIO
CTPYKTYpHI (hakTopa BuieOpaHna, HapylIeHHe arperaioHHON
CIIOCOOHOCTH TPOMOOLIUTOB U IATOJIOIUI0 KOHEUHOH a3kl cBEp-
TBIBaHUS KPOBH, Yallle CBI3aHHYIO C 3aMEAJICHHEM IOIMMepu3a-
UK MOHOMEpOB GubpuHa [3, 6, 13, 14].

B npyrux myOnukanusx NpUBOISATCS CBEICHUS O COYCTAHUU
JCT ¢ penuIuBUpyOIUME TPOMOO3aMU KPOBEHOCHBIX COCY/IOB
U UIIEMHUAMHA OpraHOB Y JIMI] MOJIOAOTO BO3pacTa, CBA3aHHBIMU
Kak ¢ Ie(exkTaMu COCYIHCTOM CTEHKH M CHIDKCHHEM €€ TPOM-
OOpPE3UCTEHTHOCTH, TaK M C TeMAaTOTeHHBIMH TPOMOOMIIIHIMHU.
VY 52% 6onbubix ¢ JICT 1 noBbILIEHHOH arperanuei Tpomoouu-
TOB BBISIBIICHA PE3UCTEHTHOCTh (hakTopa Va K aKkTHBUPOBAaHHOMY
nporenny C, a'y 24% OONBHBIX — ¢ TUIIEPTOMOLIUCTEHHEMUEH [3,
7, 15]. Ilo MHeHUIO psiga aBTOPOB, AeHUIUT HUIHOIOTUIESCKUX
AQHTUKOAr'YJSIHTOB U TUIEPrOMOLIUCTEHMHEMUS SIBIISIIOTCS. Haubo-
JIe€ BaXKHBIMU (paKTOpaMI/I PasBUTHA UIIEMUYCCKUX UHCYJIBTOB B
MomoaoM Bo3pacrte [1, 3, 7, 15].

Jucnnmactideckre CHHIPOMBI M COITYTCTBYIOIIAS KPOBOTO-
YMBOCTb YAaCTO IIPOCMATPUBAIOTCS Yy OOJIBHBIX C PELUAUBHPYIO-
UM TPOMOOIMOOINUECKIM CHHAPOMOM, 4TO BEJIET K OIIHOKaM
BesieHust OonbHBIX [3, 6, 15]. [ToaToMy ommcaHHe ciy4aeB Io-
JOOHBIX COYETAHMH TOMOXET BpadaM pa3o0paTbCsi B CIIOXKHBIX
JUAarHOCTHUYECKUX CUTYyaLUsIX U 0COOCHHOCTIX AuGdepeHIupo-
BaHHON MeJMKAMEHTO3HON KOPPEKLHUH 3TUX HapylCHUH. Yuu-
TBIBasI BO3PACTAIOIINI MPOLIEHT HACENIeHUsI MOJIOZOTO BO3pacTa,
BKUTrOUast aerei, ¢ aucrasueit KBO [2, 5, 8, 9, 12], noreHrm-
aJIbHO BXOJUIILETO B IPYIILY PUCKA IO HAPyLIEHUSIM MO3TOBOIO
KPOBOOOPAIIEHHUS OT NPEXOIIeH 10 CTOHKONH HEBPOIOTUUECKOH
CHMIITOMAaTHKH, HAMH OBUIO POBEICHO CKPHHUHTOBOE UCCIIEN0-
BaHHE HapyLICHHH TeMoCTasa.

Iens pabGoThl — U3YUUTh YACTOTY BCTPEUAEMOCTH FEHETHYE-
CKHX }quleKTOB B BUJIC MyTaLII/Iﬁ B I'cHaX CUCTEMBbI CBCPTBIBAHUS
kpoBu y nanueHToB ¢ JICT u npuzHakaMu BEHO3HOU 1iepeOpaib-
HOU aHTHOANCTOHUH.

Mamepuanst u memoovl. B Hactosiliee BpeMsi HUMeeTCs
OTPOMHBIH apceHas BO3MOXKHOCTEH 0ojee IeTalbHOTO UCCIeao-
BaHMUS TeMOCTa3a Ha TEHETHUECKOM YPOBHE, YeM MBI U BOCIIOJb-
30BaJIHCh.

OOciieoBaHKE MAIMEHTOB MPOBOAUIOCH IO €IUHON CXeMe,
KOTOpasi BKJIIOYajia KJIACCHUECKOE MCCIIEJOBAaHUE CHUCTEMBI Te-
MOCTa3a, YPOBHS FOMOLMCTEHHA M MOJIEKYISIPHO-TEHETHYECKOEe
tectupoBanue JIHK meromom I11IP, koTopoe BriIouano ucciesmo-
BaHue noauMopdusMa nstu reHos: dakropa V (Arg506Gln unn
mytauust FV Leiden), nporpomOuna — FII (20210 G/A), metu-
nenrerparuapodonarpenykrazst MTHFR (Ala 222 Val), npokoH-
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BepruHa — F VII (Arg353GlIn), uHruduropa akTuBaropa Iia3Mu-
HoreHa — PAI-1 (675 4G/5G).

Hapymennst ¢ne6oreMoANHAMUKH B CHCTEME IO3BOHOYHBIX
BEH MOATBEPKICHO TYIUIEKCHBIM HCCIIEIOBAHIEM MO3TOBBIX H IO-
3BOHOYHBIX COCY/OB. [IaHHBIA MeTOZ ObLI UCIIONB30BaH KakK "IKC-
MPECC TMarHOCTHUKA" MCXOHOTO COCTOSIHUSL (hrie00reMOIMHAMUKH.

ITon Habnronenuem 3a nepuon ¢ 2005 no 2010 r. HaxXoIUIUCh
284 manueHTa MOJIOZIOTO BO3pacTa, Cpeid KOTOPhIX ObLIN BbIjIC-
neHsl 153 6osbHbIX (79 MyxunH U 74 sxenmunsl) ¢ JICT u BeHO3-
HOU 11epeOpaIbHON aHTMOAUCTOHUEH, 85 OONBHBIX (44 MYXKUYMH
u 41 xenuwnbl) ¢ JICT Ge3 BeHO3HOH LiepeOpaibHOW aHTHO/TH-
CTOHHMHU U 46 3710pOBBIX Jitoziel (21 MykuuHa 1 25 KeHIuH) 0e3
npusHakoB JICT u BeHO3HOH LepeOpantbHON aHTHOAUCTOHUH, a
TaKXKe He MMEIOUIMX B aHAMHe3€ yKa3aHUil Ha TPOMOOTHUYECKUE
W/WIIM TeMopparuyeckue nposiieHus (tadm. 1).

Haubonee 3naunmbivMu nipusHakamu JICT cpenn 1-it rpymmbt
HaOMOMaeMbIX OBUIH: BEPTEOPOTeHHBIH CHHIPOM (HecTaOWITb-
HOCTh LICHHO-IBUIaTeNIbHOTO CerMeHTa, aHomainus Kummepiu,
pacmmpenue menu cycrasa Kpiosesbe, CIIOHIMIONNCTES, I0BE-
HWIBHBIA OCTEOXOHIPO3 IIEHHOro OTAeNa MO3BOHOYHHUKA, TPHI-
xu LImoprs, spina bifida) — y 100,0%); KOCTHO-MBIIIEUHBIE JAHC-
IU1a3UU (HapyIIeHUe OCaHKHU, c1a00CTh MBI IIEYEBOTO 1105ICa,
CKOJIMO3bl MO3BOHOYHMKA) — y 91,5%; remarome3eHXxUMabHbIE
mucruiasun — y 85,3% remopparndeckuii CHHIPOM (KpoBOTede-
HUSl HOCOBBIE, JIECHEBBIC, TIPH II0PE3ax M IMOCIe SKCKPELUUH 3y-
00B, MEHOpparuu, CHHIYKOBOCTh) — Yy 83,0%); TpomOoaMOoIH-
YeCKUH CHHAPOM (paHHME UIIEMHUYECKUE MHCYABTH) — Yy 2,3%);
ACTEHWYECKOE TEJIOCIOKEHNE C apaxHONAKTUIINEH, KPBLIOBHI-
HBIMH JIOTIaTKaMH, AedunuToM Maccsl tena —y 70,0%; cuaapom
THIIEPMOOMIIBHOCTH CYCTaBOB C IPUBBIYHBIMH BBIBHXaMH H
noxBeiBuxamu — y 40,5%, nucriasun 3y00uentoCTHON CHCTEMBI
(aHOManmMU TIPUKYCa, HEMPAaBWIBLHBI POCT 3y0OB, TOTHYECKOE
HEOO) 1 runepanacTo3 Koxku — 1o 34,0%; aHruomucIIazuu — y
32,7%; mposiarnc KiarnaHoB Ceplla, aHOMaJIbHOE PACHOIOKEHHUE
xopn —y 24,2%, He(hponTo3 U JUCTONHUS MOYEK, AUCMETa00InYe-
ckas Hedponarus — y 20,3%; muonus — y 13,1%; npononsHoe 1

Tabnuma 1
Pacnipenenenune 00ciie10BaHHBIX IPYIII 10 BO3PACTY

Bos- Yucio o6cie1oBaHHbIX (1 = 284)

pacr

Gob- ¢ JICT u BeHo3HOIM ¢ JICT Ge3 BeHo3HOM KOHTPOJIb-

HBIX, | yiepeOpanbHOli aHrno- | 1epeOpaibHON aHrHo- | Has TpyIa

TOBI ncTonueit (n = 153) qucToHuu (n = 85) (n=46)
3-9 26 11 2
1015 58 23 9
16-20 42 27 22
21-30 27 24 13

Bo 2-i1 rpymne HaGmogaeMbIX BEAYIIYIO POJIb UTPAIU Clie-
nytorue npusHaku JJCT: remarome3eHXUMaNbHbIE TACIIIA3HH
B BHJIE TEMOPPArn4ecKoro CHHIpoma (KpoBOTEUYEHHUSI HOCOBEIE,
JIECHEBbIE, IIPU 1Ope3ax U I0Cie YKCKpeluu 3y0oB, MEHOppa-
THH, CHHSYKOBOCTB) — Yy 78,8%); acTEeHHYECKOe TEIIOCIOKEHHE
C apaxHOMAKTWIINEH, KPBUIOBHIHBIMH JIONATKaMH, Ae(QUIIITOM
Maccel Tena — y 53,0%; KOCTHO-MBbIIIEUHble AUCILIA3UU (Hapy-
LIEHHE OCAHKH, cIa00CTh MBI [UIEYEBOrO MOSICA, CKOIMO3BI
MI03BOHOYHUKA) — y 45,6%; cHHIPOM THIEpMOOMIBHOCTH Cy-
ctaBoB — y 41,2%; Tunepanacto3 KOKU M JUCILIA3UH 3yOode-
JIIOCTHOW CHUCTEMBI (aHOMAJHMM TPUKYyCa, HENPaBUWIIBHBIN POCT
3y00B, rorudeckoe HEOO) — mo 27,1%, mponarncel KiarnaHoB
cepJla, aHoMalbHOe pacrnosiokenue xopa — y 23,5%, aHruo-
JUCIUIa3uKu U HedporTo3, AUCTonus moyek — mo 16,5%; muo-
must — y 14,1%; BepTeOporeHHbli cUHAPOM (HECTaOUIBHOCTD
HICHHO-/IBUTaTEIbHOTO CETMEHTA, IOBEHUIBHBII OCTEOXOHIIPO3
HIeHHOT0 OT/eNa MOo3BOHOYHUKA) —y 10,6%; mpoaonsHoe U 1o-
nepevyHoe miockocronue —y 8,2%.

Cpenu HeBpojoruueckoil cumnromMaTuku y OonpHbix JACT
4acTO HAOMIONAIHMCh: CHUHIPOM BETeTOCOCYIUCTOH NUCTOHUH,

OTIEPEYHOE TIOCKOCTOMHE — Y 7,8%. LIEPBUKOKPAHUAITHH, JTUCIHUPKYJISATOPHBIC HHIEC(ATONaTHH,
TaGnuuma 2
Pacnpenenenue noauvopgusmos JIHK y o6c1e10BaHHBIX rPyNI NALHEHTOB
I'enetnueckue neheKTs Yacrota BcTpedaemMoctu renotuna cpeau 0ompHeIx JCT (7 = 238) YacToTa BCTPe4acMOCTH
TIOJTUMOD- TeHOTHIT C BEHO3HOU 1iepeOpanbHOM 0e3 BeHO3HOI 11epedpaibHON reHolT-g;IilfeIz(:,Hip:g)LHOﬁ
M aHruoaucronueit (n = 153) AHTHOAUCTOHUH (n = 85)

abc. % abc. % abc. %

F1I 20210 (G/A)* 34 22,2 9 10,6 2 43
20210 G/A 20210 (A/A)* 0 0,0 0 0,0 0 0,0
20210 (G/G) 119 77,8 76 89,4 44 96,7

FV Leiden 1691 (G/A)* 34 22,2 6 7,0 1 2,2
1691 G/A 1691 (A/A)* 2 1,3 1 1,2 0 0,0
1691 (G/G) 117 76,5 8 91,8 45 97,8

PAI-1 -675 (4G/4G)* 37 24,2 14 16,5 3 6,5
-675 4G/5G -675 (4G/5G) 56 36,6 52 61,2 19 41,3
-675 (5G/5G) 60 39,2 19 22,3 24 52,2

MTHFR 677 (T/T)* 10 6,5 1 1,2 1 2,2
677 C/T 677 (C/T) 85 55,5 51 60,0 17 37,0
677 (C/C) 58 38,0 34 40,0 29 63,0

FVII 10976 (G/A)* 42 27,5 15 17,6 5 10,9
10976 G/A 10976 (G/G)** 1 0,6 2 2,4 0 0,0
10976 (A/A) 110 71,9 68 80,0 41 89,1

IIpumMeuanue. * — r€HOTHUI, ABIAIOIIMICS NOTEHIIMAIBHBIM (AKTOPOM pUCKA TPOMOO30B; ** — reHOTHII, SBISIONMNACS 3aIUTHBIM (AKTOPOM B Pa3BUTHU

TpoMOO030B.
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BECTHOYIOMATAU ¥ JIp., PeXKe — HapyLICHHs MO3TOBOTO KpO-
BooOpameHust (0T MPEeXOAsIIeH 0 CTOMKOM HEBPOJIOTHYECKOH
CUMNTOMATHKN).

Tpoe (2,3%) 6onbubIX ¢ ICT 1 BeHO3HOM 1epedpaibHON aH-
THOJIMCTOHHUEH MePEeHeCIIA 0CTPOe HApyIIEHHEe MO3TOBOTO KPOBO-
oOpallleHus, y IBYX U3 HUX MOCTIE TePEHECEHHBIX HIIIEMHYSCKUX
WHCYJIBTOB OTMEUAJICS CTOWKUI HEBPOJIOTHYECKHUN 1e(DUITHT.

Pezynomamol u obcyscoenue. B pesynbrare McCIeI0BaHUS
6onbHBIX ¢ JICT ¥ Il KOHTPOJIBHOM IPYIIIBI HAPSTY C U3MEHe-
HUSIMH B CHCTEME T€MOCTa3a BBISIBIICHBI MyTAIMH, HAPYIIAIOIIHE
(GyHKIIMOHUpPOBaHUE (PAKTOPOB CBEPTHIBAHMS, PU3HOIOTHUYECKUX
AHTHKOATYJISTHTOB 1 (puOpuHOIM3a (Tad. 2).

W3 Tabn. 2 BUIHO, YTO YacTOTa BCTPEYAEMOCTH T€HOTHUIIOB,
SIBJISTIOIIMAXCS TIOTEHIMABHBIMU (DaKTopaMu prcka TPOoMOO30B,
npeobnanana y 6onbubix ¢ JICT 1 BeHO3HOU LiepeOpasibHON aH-
THOJIUCTOHHUEH.

Cremyer OTMETHTh, YTO JJIsl IJAHHOW MATOJIOTHU XapaKTepPHO
OO0JIBILIOE YMCIIO COYETaHHBIX (POpM MOIMMOP(U3MOB UCCIENO-
BaHHBIX reHOB ("accouuanuu nedextHeix renos"). Tak, codera-
HUE IBYyX MyTaLuii u 6onee oOHapyxeHo y 94 (61,4%) O0IbHBIX ¢
JCT u BeHO3HO#T iepeOpanbHOil aHrnomuctonueit, y 52 (61,2%)
6osbHbIX ¢ JICT 6e3 BeHO3HOH LepeOpaibHOM aHTMOJUCTOHUU U
y 19 (41,3%) 4enoBexk KOHTPOIBHOH IpymIibl. CaMOCTOSTENbHbIE
rpymmsl MyTaiui y 6oneHbIX ¢ JICT 1 BeHO3HO#H 11epeOpanbHOit
aHTUOAMCTOHUEH cocTaBuin 36 (23,5%), y 6onbHbIX ¢ JICT 6e3
BEHO3HOH LiepedpanbHol anruoauctonuu — 28 (32,9%), B koH-
TponsHO rpymme — 8 (17,4%).

Hawubonee 4acTbIMU acCOMHUPYEMBIMH T€HETHYECKHUMH Map-
kepamu, y 6onbHbIX ¢ JICT 1 BeHO3HOH LiepeOpatbHON aHTHOTH-
cronuneld, seisinc MTHFR (Ala 222Val) — 35,3%, F V Leiden
(Arg506Gln) — 14,3%, pexe PAI-1 (675 4G/5G) u FII (20210
G/A) — o 5,9% ciyyaeB. Y Bcex OOJNBHBIX C TOMO3UTOTHOM
¢dopmoit momumopdusma rera MTHFR oTmeyanoch moBbIiieHHE
YPOBHsI roMoLcTerHa B KpoBH (21,4 + 0,12 MKMOJIB/11 IpU HOP-
Mme meHee 11,0 MKMOITB/I).

Hapsny ¢ atum y 23 (19,6%) mammentos ¢ JJCT u BeHO3HOIT
uepebpanbHOl aHruonucronueit u y 12 (20,7%) manueHToB c
JCT 0e3 BeHO3HOH LiepeOpaIbHON aHTMOAUCTOHUM HapyLIEHUs
B reMocTa3e ObUIM IMpPEACTaBICHBbl B BUjae Aeduuunta (akropa
Bunnebpanna, y 105 (89,7%) u 49 (84,5%) mauneHTOB COOTBET-
CTBEHHO B BHJIE CHI)KEHHS arperallMOHHON (DYHKIIUH TPOMOOIIH-
TOB, y 57 (48,7%) 1 26 (44,8%) — B Buie HAPYIICHUI1 KOHEUHOTO
KOATyJSILMOHHOTO 3Tala CBEPTHIBAHMS KPOBH (TIOIMMEPH3ALNH
¢ubpun-MoHOMepa). HapyiieHuit B cucreme remMocrasa Cpeiu
JIML KOHTPOJIBHOW TPYIIIBI HE BBISBICHO.

DT NaHHBIC UMEIOT CYIICCTBEHHOE 3HAYCHHE IUIs BbIOOpA
MeToAa NpOoQUIAKTHKU U JICYSHUsI TeMOPParnieckux 1 TpoMoOo-
TUYECKHUX OCIIOKHEHUH.
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PesynprarThl McCIeIOBaHHS YKa3bIBAIOT HAa OAWHAKOBO Ya-
CTBI PUCK TPOMOOTHYECKHUX U TEMOPPArNIECKUX OCIOKHEHHN
y nmanuentos ¢ J{CT.

BreiBonpl. Y 60mbHbIX ¢ JICT BhIsIBIEHA BHICOKAS YacTOTa I'e-
HETUYECKUX MYTalHUi U MOIUMOp(HU3Ma KOMIIOHEHTOB CHCTEMBI
remMocTaza. Hepenku koMOMHanuu HapylieHWil TpomOouuTap-
HOT'O U KOaryJsiHOHHOTO 3BEHbEB I'€MOCTa3a, YTO OTPaXKaeT Bce
MHOTOOOpa3ue 3TOH MaTONOTHH. DTH JaHHBIE OOOCHOBBIBAIOT
HEOOXOIMMOCTD ydeTa TeHETHYECKON MPeIpacioIoKeHHOCTH K
CTIOHTAHHOW W/WJIM MPU MEIUIIMHCKUX BMENIATEIbCTBAX KPOBO-
TOYMBOCTH W/UiK TpoMbo3am. TpeOyeTcs mocTossHHOE Halkozie-
HHUE, a TaK)Ke KOPPEKIHUs HApyIIEeHUH CUCTEMBI reMocTasa IpH
KOMILJICKCHOM JICUCHUH MAUEHTOB C JJaHHOW MaTOIOTUeH.
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