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Hanbonee u3yyeHbl MNpu  Me3eHXMMarbHOM
avcnnasum (M) HapylleHuss B cucTemMe remocTa-
3a B BMAe remopparmyeckoro cuHgpoma. [okasa-
HO, YTO KpPOBOTOYMBOCTb OOYCMNOBMEHa He TOMNbKO
HapyweHnem QYHKLMM  COCYOUCTOM CTEHKM W
ONcyHKUMEN TPOMOOLUUTOB, HO U HEKOTOPbIMU
KOarynsiymoHHbIMW CABUraMu. YCTaHOBIEHa TpPOM-
dountonatma npu cuHapome Jnepca—[aHnoca,
cuHapome MapdbaHa, Ilyn-bap, 6onesHn BuckotTa
—Ongpwuya, TAP-cuHgpowme, HEeCOBEPLLUEHHOM
ocTeoreHese, [AWCMNAcTUYECKOM CKONWO3e, BpPO-
XOEHHbIX MOpoKax cepAua u psge opyrux gucnna-
3usAX Koxu n ckeneta. OTMeyeHa CBA3b TeneaHrun-
3KTa3uu 1 Apyrux CMHAPOMOB Aucnnasvu ¢ gedu-
uutom daktopa BunnebpaHga.

O,ElHaKO 3TUM He ucyepnbiBaeTCcA BCE€ MHOIo-
obpasve HapylweHui remocTasa npu Me3eHXM-
ManbHbIX gucnnasusax. BaxHo, 4To coyeTaHne me-
3eHXUMarbHbIX AMCNNAasvi C HapyleHUsMU remMo-
CTa3a BbICTYNaeT 4YacTblM U 3aKOHOMEPHbLIM SIBIIEHU-
em. bonbluas rpynna coeanHUTesNlbHO-TKaHHbIX aHO-
Manuin 6bina getanbHO U3yvyeHa B UCCnegoBaHUsX
nog pykoBOACTBOM urieHa-koppecnoHgeHta PAMH
3.C. bapkaraHa. BbisBneHbl coyeTaHuss pucnna-
CTMYECKMX CUHOPOMOB C PELMAMBUPYIOLLUMN TPOM-
603aMM KPOBEHOCHbLIX COCYAOB U ULLEMUAMWU opra-
HOB, CBfA3aHHble Kak C pJedhekramm cocyamcTon
CTEHKM M CHWXKEHVEeM ee TPOMOOPE3NCTEHTHOCTH,

Tak U C remaToreHHbiMM TpoMOodunuamMu, vaile —
C PE3UCTEHTHOCTbIO hakTopa va K akTUBMPOBAHHO-
My npoteuHy C, runepromouucTeMHEMUEN U TUNe-
parperauMoHHbIM CUHOPOMOM.

B nuTtepaTtype vmeloTca oTAEnNbHblE AaHHbIE O
BO3HWKHOBEHWM apTepuanbHblX TPOMOO30B Mpu
aHeBpU3Max BHYTPWOPraHHbIX apTepuil, Hepeako
coyeTalowmxcs € cuHgpomamu Onepca—[aHnoca
unun MapcdaHa, onucaHbl cnyvyam TpoMOO30B Liepe-
OpanbHbIX CUHYCOB K TpPOMOO3MOGONUU neroyHomn
apTepun y OOMbHBIX C 3TOW NaTONOrMEN.

Haunbonee pacwudppoBaH naTtoreHe3 Tpombo-
30B MNPV HACNeACTBEHHOW rMNeproMoLucTENHEMUN.
MHorne aBTOpbl yKa3biBalOT Ha CBA3b FOMOLMCTM-
HypUM C pasBUTMEM apTepuanbHbIX U BEHO3HbIX
TPOMOO30B.

Bmecte ¢ Tem Gonee yrnybneHHoe obcneno-
BaHMe OonbHbix ¢ MO un TpomBoamMbonMyecknm
CMHOPOMOM MO3BOMWMO  BbISIBUTb B OTAENbHbIX
crnydvasix Hapsgy ¢ TpomM6oambBonuyeckMm aHamHe-
30M Hanuume KpPOBOTOYMBOCTWU. Y 3TUX OOMbHbIX
OOHapyXeHbl CMOXHble HapyleHust remocTasa —
KOMOMHaUMa remopparm4eckoro amaresa u rema-
TOreHHon Tpombodmnun. B nutepaTtype onucaHbl
€OUHNYHbIE crnyvan nofobHbIX KOMOWHMPOBAHHBLIX
HapyLlleHnin remocTasa npu FOMOLUCTUHYPUU. WH-
TepeceH cry4van codeTaHusi KOMOMHMPOBAHHOIO Ae-
dekta — roMouncTUHYpun, aeduuyuta nnasMeHHoro
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aHTMTpomMbuHa 11 u dhaktopa vii 'y 6onbHOro c
TpombO30OM carutTanbHoOro cuHyca. Ha codeTtaHue
roMOUMCTUHYpUN 1 geduumTa haktopa vi 'y 6onb-
HbIX C Tpombo3amu ykasbiBalOT U Apyrue aBTopbl.
3OT0 0COBGEHHO MHTEpEecHOo, Tak Kak B MocrnegHue
rogbl yCTaHOBMEHa reHeTMyeckas CBsi3b CUHTE3a
OBYX BWOOB KomfareHa M ButamuH K-3aBucuMbIx
¢akTopoB CBepTbIBaHUA KpoBU (hakTopbl vii U X),
pacnonoXeHHblX B GNU3KMX Opyr K Apyry Nokycax
13g34 Xpomocombl. OnucaH cny4arn codveTaHust ro-
MOUUCTUHYpUN C  geduuymtom daktopa Bwunne-
OpaHda n ABNEHUSMU KPOBOTOYMBOCTMW.

BbisBneHa CBA3b rOMOLUMCTMHYPUM C MyTauuen
JlengeH, aHoManuen NpoTpPoOMOMHA 20210G/A, TUMeE-
parperauMoHHbIM CUHAPOMOM UM AeuLMTOM aH-
TUTPOMOBUHA 1l

B HacTosiee Bpems nosiBuNacb BO3MOXHOCTb
Gonee gertanbHOro MCCNegoBaHWS HapyLUEHUR re-
MOCTa3a Ha FeHeTUYeCKOM YPOBHE MO MOMEKynsap-
HO-reHeTuyeckomy TectupoBaHuio [OHK metogom
nonmmepasHon uenHon peakuwmn (MNUP) n nonu-
Mopdu3ama MsaTH reHoB: aktopa v (Arg50Gin, UMK
MYyTauUWsl FV Leiden), MPOTPOMOMHA — Fil (20210 G/A),
MeTuneHTeTparngpodanaTpeaykrasbl — MTHFR  (Ala
222Val), MPOKOPBEHTMHA — FVII (Arg353GIn), MHIMOUTO-
pa akTmBaTopa MNasMMHOreHa — PAI-I (675 4G/5G).

Llenb HacTosiwer paboTbl — U3y4uTb 4acToTy
BCTPEYAEMOCTU TeHeTUYeCckMx AedeKkToB — MyTa-
UMM n nonumopdumsama B reHax CUCTEMbl CBEepTbl-
BaHUS KpPOBM Yy MaUUEHTOB C ME3eHXMMaribHON
avncnnasmerin M MNpeMMyLLeCTBEHHLIM MOPaXEHUEM
opraHa-mMuLLIEeHM — FOMOBHOrO Mo3ra.

lMpoBeaeHo KOMMNMEKCHoe obcnegoBaHue
3 TbiC. BONBHBLIX C HEBPONOrMYECKOW CUMNTOMATU-
KON MpU Me3eHXUMarnbHOW Aucnnasuun. Y eoo (20%)
GOoNbHbIX BbISIBNIEHA BeHO3HasdA AucdyHkums. Hapy-
WeHnst aHrmo- n dneboremMogMHaMnKM B CUCTEME
NMO3BOHOYHbLIX BEH MOATBEPXAEHbl AYNMEeKCHbIM UC-
cnefjoBaHMeM MO3FOBbIX M MO3BOHOYHBLIX COCYAOB.
[aHHbin meTon Obin MCMOMb30BaH Kak 3KCrnpecc-
ONarHocTuka MCXOOHOr0 COCTOSHUSA aHrno- u re-
GoremognHamuki. B rpynny oGcrnegoBaHHbIX BO-
WM nuua B Bo3pacTe OT 4 A0 25 NneT. CpegHun
BO3pacT NaumMeHTOB COCTaBnAn (14,5 * s,6) roaa.

O6cnepoBaHue nNauMeHTOB MNpPOBOAMMAOCHL MO
€[VHOW Cxeme, KOTOpas BKMKYana Knaccudeckoe
uccrnegoBaHue cucTeMbl remocTtasa, Hanvume -

Fenemuuyeckuli noslUMOp@uU3M cucmembl 2eMoCcmasa...

NeproMoUNCTEMHEMUA W  COCTOSHME COCYAUCTOMN
CTEHKWN (MO 3HAOTENUHY-1, UTepnenkmHy-s, C-peak-
TMBHOMY O€enKy KOMMYeCcTBEHHbIM METOAOM) U MO-
nekynsipHo-reHeTnyeckoe TectuposaHme [OHK wme-
Togom TMUP.

B pesynbtate uccnepoBaHus B rpynne 0onb-
HbIX ME3eHXMMAanbHOW Aucnnasven B COYETaHUW C
KMMHUYECKOW BEHO3HOW LepebpanbHON aHrmoam-
CTOHMEN BbISIBMEHO HanuuMe reHeTU4Yeckom MyTa-
UMM MeTuneHTeTpa C TUMNeproMoLuCcTEMHEMUEN Y
545 (90,8%) MAUMEHTOB, YTO BbIe AaHHbIX BbIGOpP-
KA Hanuuusa 3TOM MyTaumu B MONynauMu (OT 52 A0
72%) (MaTtpywes J1.W., 2002; KanyctuH C.W., 2007; 1
ap.). Hapsgy ¢ aTum y 18 (3%) NauMeHTOB Hapy-
LWeHMa B remocTtase npeacrtaBneHbl B Buae aedu-
uMta MM aHomanuu CTPyKTypbl aktopa Bunne-
OpaHaa, y 160 (26,7%) — OMCAHYHKLUN TPOMOOLMTOB.
Y 422 GONbHBIX BbIPAXEHHbIX HapyLUEHUA CO CTO-
POHbI KOArynsiuMoOHHOrO U TpoMOOLMTapHOro 3BeHa
remoctasa He BbiBreHo. Kpome TOro, ycraHoBne-
Hbl MyTauuu, Hapywawwme QyHKUMOHMPOBaHWE
(haKTOpPOB CBEPTbIBAHUS, @HTUKOArynsaHTHbIX ¢ak-
TOPOB M  cuctembl  UOPUHONU3A: FV  Leiden
(Arg506GIn) — 3,8% (23 Y4enoBeKa), FiI (20210G/A) —
3,3% (20 9venoBek), MTHFR (Ala222val) 677cT — 75,5%
(453 YenoBeKa), 677TT — 3,2% (19 YenoBeK), Fvi —
5,7% (34 Jenoseka), PAI-I (675 4G/5G) 675 4G/5G —
62% (372 yenoeka), PAI-I (675 4G/5G) 675 4G/4G —
44% (264 JeroBeka). XoTenocb Obl OTMETUTb, YTO
ONs JaHHOMW MaTonorMmM xapakTtepHo 6onblioe 4yuc-
N0 coYeTaHHbIX POpM MONUMMOpPEU3MOB nccrnenye-
MbIX reHoB. CoueTaHve AByx K Gonee myTauumi
obHapyxeHo y rpynnbl obcrnefoBaHHbIX C ME3EeH-
XUManbHOW Aucnnasver U BeHO3HOW uepebparnb-
HOM aHITMOAUCTOHUEN — 92,8%.

CnegyeT OTMETUTb CLEMIIEHHOCTb KOMOBWHMPO-
BaHHbIX HapyLIEHUA, nepedarwlmnxca no Hacneg-
CTBY, @ He Cny4YalHblX NEepPeKpecToB WU30NUPOBaH-
HbIX HacneacTBEHHbIX Ae(EeKTOB, UMEKLNXCa Yy
poautenen.

Takum obpasom, B naToreHese KIMHUYECKOro
TEYEHUs] BEHO3HOW LiepebpanbHOW aHrMoauCTOHUN Y
NaumneHToB C Me3eHXUMarbHOW Aucnnasven urpa-
0T pOfb HapyLleHWs B pPasHbIX 3BEHbSX CUCTEMbI
remocrtasa, codeTalwluecs C reHeTU4eckumMmn ae-
dektamn meTunTeTparmgpodanaTpeaykrassl (MTH-
FR) W wuHrMbuTOpa aktuBaTopa nnasMuMHOreHa
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(PAI-1), reHeTu4eckon MyTauuen Fii U reHeTmye-
CKUM MONUMOPEU3MOM FVil.

lMpn wnccnegoBaHMM  MapkepoB  3HAOTENUO3a
CTaTUCTUYECKN OOCTOBEPHbIM SBNSETCA TOMbKO MO-

BblLUEHNE SHAOTENMHa-1 — (1,53 * 0,14) PMOMb/MI,
yTO 3Ha4MTENBHO npesbllaeT nokasartenu
KOHTPOMbHOW rpynnbl — (0,26 * 0,06) PMOMb/MI.

BnepBble 3T nonyyeHHble OaHHble 0GOCHOBbLI-
BalOT HeobXoOMMOCTb KOppPeKUMW remoctasa B
KOMMMEKCHOM NeYeHUn BOMbHbIX Me3eHXUMarbHOW

ancnnasmen ¢ KIMHUKOW BEHO3HOW LepebpanbHomn
aHrMoaNCTOHMN U TpebytloT AanbHEMWero yTovHe-
HUS N OCMBbICINIEHMS.

Hanuuve reHHbIX MyTauuin B AaHHOW rpynne
NauMeHTOB MOTyT CBUOETENbCTBOBATb O THAXKECTU
naTonormm n HeobXxoOUMOCTU y4yeTa FeHEeTUYECKON
npeapacrnonoXeHHoCTn Ans  obocHoBaHUSA  anu-
TENbHOr0 U MOCTOSIHHOTO HabnioaeHWs U neveHus,
a Takke noucka nyTerh KOPPEeKUUM reHeTndeckux
HapyLleHWA.
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