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HacnepcteeHHble TpomBodmnum ABNATCA 06LLENPU3HAHHBIM BarHbIM (DaKTOPOM pUCKa PasBUTWUA CUCTEMHbIX U NOKanbHbIX TPOMBO-
ambonunyeckux cobbiTuii. B cTaTbe NPoAEMOHCTPUPOBaH Cryyai CeMenHoro HacnepoBaHuA Tpombodunum JlenneHa, conpoBoMaatoLLmi-
CA pPa3BUTUEM 3pUTENbHbIX HapyLLeHui. HavbBonee YacTo npu HacnefAcTBeHHbIX TPOMBodMnAX BO3HMKAIOT BeHO3Hble TpoMBoambonuu,
pere BCTPEYaloTCA apTepuanbHble OKHIIO3VW, KOTOPLIE OMMcaHbl B NIUTEPAType MOCMefHUX NeT NULb KaK OTAeNbHbIE KIMHUYECKUE
cny4aun. HacnepcreeHHble TpomBodunim B eBponerickomn nonynAumy B BonbLUeR CTENEHN acCoLMMpoBaHLI C Hanu41emM npoTpomboTuye-
CKOM MyTauumn B reHe harTtopa Koarynauum V (darTop JlegeHa), npy 8ToM pucK TPOMBOTUYECKNX OCINIOMHEHUIA CYLLIECTBEHHO BO3Pac-
TaeT NpV roMO3UroTHLIX hopMax monuvopduama. Hanvuve KoMBUHMPOBaHHbLIX MyTaLMiA B HECHOMbKUX hakTopax KoarynAaLun TaKHe
NMpVBOAUT K BO3pacTaHuio pucka TpombBoamBonui. CnefcTBMeM NEnMpeHOBCKOW MyTauvy ABNAETCA YCTOMHYMBOCTb aKTVBUMPOBAHHOMO
tharTopa V K pacluennAlLeMy [eiCTBUI0 aKTYBMPOBaHHOro npoTenHa C, ABNAIOLLEroCA eCTECTBEHHBIM 3HAOMEHHLIM aHTUKOArynAHT-
HbiM BenKom. PasBuTve pesncTeHTHOCTU MPUBOAUT K 3aMefNeHuio MHaKkT1BaLmm taxTopa V v Bo3pacTaHvio KonvdecTsa TpomBuHa.
B npepcTaBneHHon paboTe MHTEPEC BbI3LIBAET PasBuUTVE NocnefoBaTensHon BunaTepanbHOM OKKIO3WY LEHTPanNbHOM apTepumn ceT4aT
kv (LIAC) y naumeHTa cpegHero Bo3pacTa C reteposunroTHoi dopmoi Tpombodmnum JlegeHa. MNoMumo HacnefcTBEHHOro HapyLLeHUsA
CUCTEMbI FEMOCTa3a Yy MaLueHTa MMENWChb 1 KapAMOBacKyNAPHbIE (haKkTopbl pucka (rvnepToHuyecKan BonesHb, aTepocKNepos), YTo
0Ka3ano NoTeHUMpYLLMIA 3theRT B OTHOLLEHUN PasBUTUA OKKMIO3WW. YHWUTLIBAA ayTOCOMHO-AOMUHAHTHBLIN XapaKTep HacnefoBaHuA
nepeHoBCHKoM MyTauum, Beina obcnenoBaHa efUMHCTBEHHAA [0O4b NauMeHTa, M3 0TanbMONOrMYEeCKUX HapyLLEHU Y KOTOPOV onpefe-
NANUCL KPaTHOBPEMEHHLIE 3NN30ALI amaurosis fugax Ha hoHe MUrpeHenofoBHLIX ronoBHbIX Gonen. [nA BeputrKaumm guarHosa TpoM-
Bochunuu JlenpeHa oboum nauveHTam Bbina npoBepeHa MONERYNAPHO-TEHETVYECKAA AMarHocTuKa. B HacToALLee BpemA OTCyTCTBYIOT
KpYrHble MPOCMERTUBHbIE UCCNEA0BaHNA, AEMOHCTPUPYIOLLVE ONTUMASLHBIA U SKOHOMUYECKN 3(ERTUBHBIA NOAXOA K BbIABNEHWIO re-
HETUYECKUX NONMMOPGU3MOB TPOMBOUNK Y NALMEHTOB C PETUHANBHBIMU COCYAMCTLIMW OKKMNIO3UAMU B NMOBCEAHEBHON KMMHUYECKON
npaKTuHe. B ctatbe 0B6CyHOal0TCA BO3MOMHHBIE AOMONHUTENbHbIE (haKTOPbl pUcKa passBuTWA TpomboamBonuii, Mepbl NPOUNaKTUKK
MaHUECTHBLIX M PELWANBUPYIOLLIMX COCYAUCTLIX OKKMIO3UA Y NaLWMEHTOB C HACNEeACTBEHHBIMU HAPYLUEHVAMW CUCTEMbI CBEPThIBAHUA
KPOBW U NX POACTBEHHWKOB.

KnioueBble cnoBa: Tpombocunua, daxtop JlengeHa, Tpombo3 LeHTpanbHON BeHbl CETHATKW, OKKMIO3UA LieHTPanbHOM apTepum
CEeTHaTKU, NepepHAA ULLEMUYECKan HEMpPoONaTWA, amaurosis fugax
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ABSTRACT Ophthalmology in Russia. 2019;16(4):487-493

The hereditary thrombophilias is a well-recognized important risk factor for a systemic and local thromboembolic events development.
The case of Leiden thrombophilia family inheritance concomitant by the visual disturbances development are shown in this article.
Most commonly in hereditary thrombophilias, venous thrombembolias occur, arterial occlusions which have been reported in the re-
cent literature only as individual clinical cases occur more rarely. In the European population hereditary thrombophilias are associated
with a prothrombotic mutation in the coagulation factor V gene (Leiden factor) in a greater degree; herewith the risk of thrombotic
complications is increasing significantly in homozygous polymorphism forms. Presence of combined mutations in several clotting fac-
tors also leads to risk of thrombembolias increase. Consequence of the Leiden mutation is a V activator resistance to the resolving
action of the activated protein C which is a natural endogenous anticoagulant protein. Resistance development leads to a deceleration
of V factor inactivation and to increasing of the thrombin amount. In the work presented here, development of the consistent bilateral
occlusion of the central retinal artery (CRA) in a middle-aged patient with a heterozygous form of Leiden thrombophilia is the subject
of interest. Along with the hereditary hemostatic system abnormality, the patient also had cardiovascular risk factors (hypertensive
disease, atherosclerosis) which had a potentiating effect on the occlusion development. Taking into account the autosomal dominant
nature of the Leiden mutation inheritance, the patient’s only daughter was examined; brief episodes of amaurosis fugax against the
background of headaches similar to migraine were detected due to ophthalmological abnormalities. For verification of the Leiden
thrombophilia diagnosis, both patients underwent molecular genetic diagnostics. Currently there are no large prospective studies
showing the optimal and economically viable approach for identification of thrombophilia genetic polymorphisms in patients with retinal
vascular occlusions in daily clinical experience. Possible additional risk factors for thrombembolias development, prevention services
for manifest and recurrent vascular occlusions in patients with hereditary blood coagulation system abnormalities and their relatives
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are discussed in this article.
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AKTYAIbHOCTb

OO61ienpi3HaHHO, YTO PasBUTHE PETUHAIBHBIX COCYRNU-
CTBIX OKKJIIO3MIil ¥IMeeT MHOroaKTOpHbII XapakTep. Ham-
6ojee 3HAYMMBIMY B MATOTEHE3e PETMHABHBIX OKKIIO3MIL
SIBISIIOTCST CEPAEYHO-COCYANCTBIE (AKTOPbI PUCKA, TaKue
KaK TMIepTOHNYECKasd 60He3Hb, TMnepamnnuaeMns, caxap-
HbliT Anaber, aTepockiepos u kypenue [1, 2]. OgHaxo B psae
CIy4a€B BO3HMKHOBEHME PE€TNHA/IbHbIX OKKJTIO3UII Heb3s
00DBACHUTD HAIMYMEM KapAUOBACKY/LIPHBIX (AaKTOPOB pH-
CKa, B OCOOEHHOCTH Y MALIMEHTOB MOJIOf{OTO BO3PACTa, B CBsI-
311 C 3TUM BHJMAaHUE UCCIEHOBATeNell B IIOC/IENHIE TOMbI
OBIIO HANpaB/IEHO Ha U3YYeHMe MaTO(U3NOIOTIIECKOI
pommn AaHOMA/NI CUCTEMBI CBEPTHIBAHNA KPOBU B pa3BUTUN
[Ta3HBIX TPOMOOTHYECKUX COOBITHMI [3, 4].

Tpom6odumun mpescTapsgoT IPYNIY HACTEACTBEHHBIX
3a60HeBaHI/II/“I, CBsA3aHHBIX C IIOBINIEHHBIM PVICKOM pa3BUTNUA
Tpomboambonuii [5]. Hanbomee dacToit mpuanHoit TpoM60-
(I)I/UII/H/I SB/IAETCA TOYE€YHAss MyTallliA IeHa FS, M3BECTHOTO
Kak akrop JleiimeHa, KoTopast BCTpedaercss y 5 % 6Georo
HacenieHus [6]. B cy4ae cemeitroit TpoMbodunu MyTaryn
B dakrope JleiineHa o6HapyxxuBatotcs o 50 % cnydaes [7].

IIpyumHON BO3SHMKHOBEHMA MyTanuu B reHe F5 cmyxur
aMMHOKMCIOTHAS 3aMeHa I'yaHJMHa Ha aJileHNH B HYK/IeoTu e
1691 rena F5, pe3ynbTaToM 9TOTO ABIAETCA PE3UCTEHTHOCTD
IIPOKOATry/IsIHTHOTO (akTopa V K [IefICTBMIO aKTMBMPOBAH-
Horo nporenHa C (AIIC), o6nmagaroliero aHTUKOATry/IAHTHOM
aKTMBHOCTBIO, YTO IIPUBOIMT K 3aMe/JICHUIO MHAKTVBALVIN
¢axropa V u yBenudueHuio revepannu rpombuna [7]. Boree
90 % cny4aeB ycroiranBoct K AIIC 06ycnoBneHbl Hamu-
4yeM TOYeqHOI MyTanuy B reHe ¢akropa V [8]. Myrauns
B reHe F5 HaceyeTcs Mo ayTOCOMHO-/JOMUHAHTHOMY TUITY
[9]. I3BecTHO, YTO PUCK pa3BUTH BEHO3HOI TPOMO0IMOO-
muu (BT3) y reTeposuroT yeenuausaeTcs B 7 pas, a y TOMO-
surot — B 20 [10]. Puck cucremHOro TpoM603a mpu TpoM-
6odunuy BospacTaeT IpM HAOMOTHUTENBHOM BO3JECTBUN
IpHOOPETEHHBIX IPOTPOMOOTHYECKUX (DAKTOPOB pUCKa,
BK/IIOYAIOIMX IIPMeM FOPMOHA/IbHBIX IIPeNapaToB (3cTpore-
Ha ¥ TeCTOCTEpOHa), 6epeMeHHOCTD, OIlepaTMBHbIE BMeIlla-
TE/IBCTBA, [UIUTENbHYI0 NMMOOMIN3anmo u Kypenue [5].
OCHOBHBIM K/IMHUYECKUM HPOsIBIeHNEM TPOMOObuInm
Jleitnena siBnsietcsa passutre BTO, Haubonee yacto mopa-
Kaolelt ITyboKye BeHbl HYDKHUX KOHeYHOCTelt. TpoM603bI
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B CHCTeMe LepeOpajbHbIX, PeTVHAIbHBIX, II€Y€HOYHBIX,
SVYHMKOBBIX U IIOYEYHbIX BEH BCTpevaroTcs pexe [7]. B oT-
HOILIEHNUY apTEPUAIbHBIX OKK/IIO3UIl IIpU TPoMOOQuInm
JleiiieHa moMy4YeHsl IPOTUBOPEYNBbIE NaHHbIE, B HACTOS-
Ijee BpeMsl HEM3BECTEH PUCK UX BO3HUKHOBEHMS Y TOMO-
VM TETEPO3NUTOT C MyTauueil JleiifleHa B CBA3M C Mol BbI-
OOpKOJI TALMEeHTOB, BKIIOYaeMbIX B MCCIefoBaHuA [7].
OpHako B psifie paboT IOIy4eHbl yOenuTeIbHble CBEeHNS
006 yBe/IMYeHNN PUCKA Pa3BUTUS UIIEMIYECKOTO NHCY/IbTa
M OCTpOIT MILIEMMM MUOKApAA IpY KOMOMHALIMY MyTalyn
JleiieHa X0Tst GBI C OLHUM CEPHEYHO-COCYAUCTHIM (PaKTO-
pom pucka [11-13].

NALUUEHTBI U METOAbI

B pamxax maHHOIT paboThl OpIMM 06CTETOBAHBL [BA IIa-
LMeHTa — oTel 58 jeT u foub 32 jieT. Bbpulo mpoBeneHo
cTaHgaptHoe odrambmonorndeckoe obcenoBanne (Bu3o-
MeTpusi, THEBMOTOHOMETPIsI, IEPUMETPHsi, OUOMMUKPOCKO-
must, oprampmockonusi). PoToperncTpanyo u3o6parkeHmit
[JIA3HOTO [HA BBLIIONHAIM C NCIONb30BaHMEM aIIapaTa
Visucam 500 (Carl Zeiss Meditec, CIIIA). [JomMOMHATEIBHO
Obla BBIMO/IHEHA CIIEKTPA/IbHAs ONTUYECKas KOT€PeHTHas
tomorpagust (OKT) MakynsapHOI 06/1acTu ceTIaTKM U A1C-
Ka 3putenbHoro Hepsa ([J3H) c momompio anmapara RT Vue
XR Avanti (Optovue, CIIIA). CkaHnpoBaHMe MaKy/IApHOI
0671acTy OCYIIeCTBIAIN IO IPOTOKONY Line, ckaHupoBaHue
o6mactu [I3H — 1o mpoTOKONy MCC/IefOBaHMs TapaMeTPOB
ronoBky 3putenbHoro Hepsa (ONH). B mpotoxone ONH
aHa/IM3MPOBAIN TONIIVHY C/I0A HEPBHBIX BOJIOKOH CeTYaT-
ku (RNFL) mo cekropam. Ilomnmo o¢TampbMONIOrnIecKoro
06C/IenoBaHNs MAlMEeHTaM [IPOBOAWIN TeMOCTAa31OIOrnYe-
ckoe uccefoBanye (mporpombus, a4TB, MHO, ¢pubpuno-
ret, anturpombun III, D-gumep, mma3MuHOTeH, IPOTENH
C, mporenH S, pesucteHTHOCTh K AIIC) M MonexynapHo-
TeHeTM4YecKoe JCCaefoBaHue mnomumopdusama c.1601G>A
reHa F5 («myranus JlefifeHa»).

PE3VIIbTATbI

B 2017 rogy B MHTK MI' 6511 06cCiefoBaH NaIyeHT
58 et ¢ >kamobaMy Ha CHYDKEHMe 3pEeHMA U Cy>KeHMe Toreit
3peHNs 060uX Imas. /I3 aHaMHe3a M3BeCTHO, YTO 8 MecAIeB
Hasajl y MalyeHTa BHEe3aIlHO BO3HMK/IM XKaoObl Ha pe3koe
6e3607e3HEHHOE CHIDKEHNE 3PeHNUsA JIEBOTO I7Ia3a, a TakKe
Ha TOJIOBHYI0 6OTb U IOBBINIEHME apTEePUaTbHOTO JaBle-
HuA o 220/110 MM pt. cT. IlanmeHT OoTMevaeT, YTO paHee
BO3HUKAJIO Ipexofsdliee HapylleHMe 3peHMA oOoMx Imas
B BIJIe «ABIMKI», «TyMaHa» Ha (oHe TOMOBHBIX O07Ielt, mpo-
XofAllee CaMOCTOATENbHO B TE€UeHUe HECKONbKUX MMHYT.
[TameHT OBIT HOCTAaBIEH B HEBPONOTMYECKOE OT/eNeHue
6OBbHUIIBI ITO MECTY >KUTENbCTBA C TIOO3PEHMEM Ha OCTpOoe
HapyllleHie MO3TOBOro KpoBoobpamenns. [Ipu obcnenona-
HMJ BpPadyoM-HEBPOJIOTOM WM3MEHEHMII HeBPOITOTUYECKOTO
cTaTyca He BbIABIEHO. IIpy KOHCYymbTauy manueHTa Bpa-
JOM-0(TaNTbMONIOTOM OBIT TOCTaBIE€H AMArHO3 OKKITIO3VM
neHTpanbHou aprepun cerdatku (IJAC) nesoro rmasa, ma-
IIMeHT ObIT MepeBefileH B 0PTamTbMONOINYecKoe OT/eNeHNeE.
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Octporta sperns OD cocrasuna 0,7 v/K, OS — 0,01 H/K ex.
IMpu o¢ransmockomun OS onpenensincs 6IefHbI NIIEMU-
YeCKUIT OTeK CeTYATKM, CUMIITOM «BUIIHEBO KOCTOYKII»,
BHyTpurnasHoe gasnenrue (BIT) OD — 18 mm pr. cT., OS —
16 MM pr. c1. [Ipn mabopaTopHBIX UCCIEHOBAHIX B 001IeM
aHajM3e KpPOBM [TOKa3aTeNy ObUIM B Ipefenax pedepeHCHBIX
3HaveHnit. IIpy aHamuse KoarynorpaMmbl (IpOTpOMOMH,
a4TB, MHO) usmeHeHMit He BBIABIEHO, B TUINMIHOM IIPO-
¢une — runepxonecrepunemus (7,2 Mmonb/n). ITo faHHBIM
axXoKapauorpadun OIpenensanach IUIepTpodus MUOKapaa
JIEBOTO JKENYI0UKa, aTePOCK/IEPO3UPOBaHNe KOPHA a0PThI
U CTBOPOK K/aIaHOB. [Ipy BBHINOTHEHMM MarHMTHO-pPe30-
HaHcHoit Tomorpaduu (MPT) romoBHOro Mo3sra mepuBEH-
TPUKYIAPHO U B 06macTy 6a3anbHBIX Afep OIpeeNInch
IJIMO3HbIE OYary, COOTBETCTBYIOIME OOIACTAM IepeHeceH-
HBIX JIAKYHAapPHBIX MHCYILTOB. 110 JaHHBIM KOMIIBIOTEPHOI
tomorpa¢un (KT) romoBHoro Mosra HaHHBIX 3a Hanudue
CBEXXIUX OYAaroBBIX M OObEeMHBIX M3MEHEHMII BellecTBa ro-
JIOBHOT'O MO3Ta Y1 110 XOf[y 000/I0YeYHBIX IIPOCTPAHCTB IIOTY-
4eHO He ObITIO, OTMeYasNCh OC/IEeNCTBIUA TaKyHaPHBIX UH-
CY/IBTOB IepUBEHTPUKY/sIpHOIT obmactu. ITo pesympratam
RYIUIEKCHOTO CKaHMpOBaHUA OpaxuoliedanbHbIX apTepuii
(BLIA) 6bu1 BbIsIBNIEH aTepockiepo3 BIIA: mupkymspHbie
aTepOCKIepOTNYecKye OJIAIKY B yCTbe BHYTPEHHEN COH-
HoIt apTepun creBa — 48 %, cipaBa — 25 %, B o6macTu 61-
¢dypkaunu obiueit connoit aprepun — 35 %. ITanueHt 6b11
KOHCY/IbTVPOBaH BpadyOM-TEPAINleBTOM: Ha3HA4eHBI TIUIIO-
TEH3UBHbIEe IpeNapaThl A KOPPEKLUU apTepUaabHOI TH-
MepTeH3UM, TUIIONMUINIeMUIeCKIe CPEICTBA 110 TIOBOAY TH-
IIepXo/ecTepyHEeMIN. B cTanyoHape NMpUMEHANN MECTHYIO
TOPMOHA/IbHYIO M TMIIOTEH3VMBHYIO Tepalllio, BHYTPUBEH-
Hble MHQY3uU NeHTOKcupwuInHa. [Ipu BbIMMCKe MalVeHT
He OTMeTII y/Ty4lIeHNA 3peHus eBoro rmasa. Yepes 1 me-
ALl y TIAIMeHTa IPOMUSOLIIO pe3Koe 6e360/I1e3HeHHOe CHI-
JKeHUe 3peHMs Ha IIPaBOM I7Ia3y, OH BHOBb OBUI JOCTaB/IeH
B OQTaNbMOTIOTNYECKOe OT/eNeHe OONMbHULBI 10 MECTY
JKUTENbCTBA. 110 JAHHBIM BBIMUCKY MALMEHT ObUI TOCIH-
TanM3UpOBaH C AuarHo3oM okkmosua [JAC npasoro rmasa.
Ocrpora 3penust OD coctaBuma — pr. luc. c., OS — 0,01 H/k
ex, BI'/l: OD — 15 MM pr. cT., OS — 16 MM pT. cT. [Taunenty
BHOBb ObI/Ia TIPOBefleHa MECTHAs TUIIOTEH3UBHASA U TOPMO-
HaJIbHaA, COCYAUCTasA M HOOTPOIIHAA TepalMsd, IO UTOraM
KOTOPOJ TALMeHT OTMEeTWI He3HAauMTeNTbHOe YIydlleHye
spennda Ha OD. Octpora sperns OD mpu BoIIUCKe MallyieH-
Ta cocrasuna 0,01 H/K ex.

Ipu obpamennu naurenra 8 MHTK MI octpora 3pe-
Husa cocrapnana OU — 0,01 v/k ex. B[] OU — 16 MM prT.
ct. ITpu 6uoMukpockommy: 06a rIasa CIOKOHBI, KOHBIOH-
KTVUBa OJIeTHO-PO30Basi, pOrOBUIIA NPO3payHasdi, IepelHssa
KaMepa cpefHeil IIy6uHbl, (akockiaepos. [Ipu odrampmo-
ckormu oboux rma3: [I3H ¢ 6/egHbIM OTTEHKOM, IpaHUIIbI
JeTKNe, apTepyuy Pe3Ko CY>KeHBI, 3aIlyCTeBILNe, B MaKy/IAp-
HOIT obacT — oTcyTcTBUe pedrexca. IIpu mepumerpu:
a0bCoMIOTHAsA LIeHTpalbHas CKOTOMa, KOHLIEHTpUYecKoe Cy-
>KeHMe HOJIA 3peHus oboux ras. [Ipu mpoBegeHnu onTude-
ckoit korepertHoit Tomorpadun (OKT) makynspHOit 30HBI

E.E. loyleva, A.V. Zinov’eva

Contact information: Zinov'eva Aleksandra V. aleksandra.r@live.ru

489

Clinical Features of Visual Disturbances in Leiden Thrombophilia



Odpransmonorua/Ophthalmology in Russia

OU otmeyanoch crinaxuBaHyue (OBeaabHON elpeccui,
pe3Koe MICTOHYeHNe BHYTPEHHIX C/I0eB ceT4aTku (puc. 1, 2).
ITo parnubiM OKT JJ3H OU — ncroH4YeHne nepunanmuisap-
HOTO CJI0S1 HEPBHBIX BOJIOKOH CETYAaTKM BO BCEX CEKTOpax.
Taxum ob6pasom, pu o6cnegoBanny nanyesta Ha OU ompe-
Jensnach arpo¢us 3pUTENbHOTO HepBa KaK MCXOJ, OKKITIO-
sum [JAC.

ITpy aHamuse BaHHBIX OOC/IENOBAaHWMII MalMeHTa OBITO
OTMEUYEHO Ha/lN4yie MHOXXECTBEHHBIX COCYUCTBIX MOpaKe-
HUJT MIIEeMUYecKOro XapakTepa B CUCTeMe liepeOpanbHOro
KPOBOCHA0XeHs Y MallieHTa CPefHero Bo3pacTa, 6bicTpoe
HIOCTIefOBaTe/IbHOE OpaXKeH)e 000MX I71a3, OTCYTCTBME M3-
MEHEeHUII CKPMHVHIOBOI KOaryJorpaMMel (IpoTpoMOuH,
a4TB, MHO), B cBs3u ¢ 9TuM OblIa 3aII0f03peHa HaC/Iel-
cTBeHHas Gpopma TpoMO0GIIVIM U BBIIIOTHEHA pacIipeHHas
remMocTasyorpamma (mporpom6ms, a4TB, MHO, ¢ubpuno-
reH, aHTuTpoM6uH III, D-guMep, asmMuHoreH, mpotens C,
npoTeuH S, pesucteHTHOCTD K AIIC) /141 HeTaIbHOI OLieHKM
CHCTEMBI CBEpTBHIBAaHNA KPOBI. B pesynbrare nccnenoBanns
pesucteHTHOCTY K AIIC 6BLTO BBIABIEHO CHVDKEHUE MH-
JeKca pesMCTEHTHOCTHU < 2. YUMTBIBasA, YTO IMOAABJIAIOLIEe
OOBUIMHCTBO cny4YaeB ycToiumBocTu K ATIC cBsizaHO ¢ Ha-
nv4veM MyTanuu B rede F5 [8], nns Bepudukanym Tpom6o-
¢umun JleiieHa ObUIO BBIIOMHEHO MOJIEKY/ISIpHOE TeHeTH-
yeckoe uccnefoanme. Pesynbrarel JHK-ananusa nokasanmu,
YTO MAlMeHT FeTePO3UTOTEH M0 KOATYIALMOHHOMY (hakTopy
V (G1691A; Arg506Gln), 4yTo mpenpacionarano K reHeTude-
CKJ YHAc/lIelOBaHHOMY HapyLIEHNIO CBEPTBIBAHUA KPOBIU.
[TarueHTy ObI/Ta peKOMeHJ0BaHa KOHCY/IbTALIMsI FeMaToIora
U reHeTuKa. IIpy KOHCY/IbTAIMM TeMaToIora NalMeHTy ObIt
HasHa4eH IIOCTOSIHHBIN IIpYeM aHTHarperaHTHOTO IIperapa-
Ta U3 TPYIIBI 6JI0KATOPOB INIMKOIPOTEMHOBLIX PELleITOPOB
(IIs/IIIa) TpOMOOLIUTOB.

YuuThiBass ayTOCOMHO-JZOMMHAHTHBINI XapaKTep Ha-
clefoBaHMs 3abojleBaHuA, Le/IeCOOOpPasHO IPOBOJUTD
o6crefloBaHMe YWIEHOB CeMb) MALMEHTOB ¢ TpoMbodumm-
eit JleiimeHa. B pamMkax gaHHOI paboThl OblIa 06cIenoBaHa
eVHCTBEeHHas N0Yb MalyieHTa 32 JIeT Ha IIpefiMeT BbIABIIe-
HIA 0TanbMONOTMYECKMX HapylleHmil. VI3 aHaMHesa u3-
BECTHO, YTO IIaLlMeHTKa IIUTe/IbHOE BpeMs He MOXeT 3abe-
peMeHeTh, HaOMOaNach y aKylllepa-THeKoI0ra 0 MeCTy
JKUTENbCTBA C [UArHO30M TPYOHO-IIepUTOHeabHOro Oec-
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IUIOAMA, TpPU STOM MUCCIENOBAHUA CUCTEMBI T'eMOCTasa
He TIPOBOAMINCD. VI3 Ka106 >KeHIMHa OTMedaeT KPaTKo-
BpeMeHHOe IIpeXofsiiiee YXy/AIIeHe 3peHNs B BUJE 3aTy-
MaHUBaHMsA Ha (oHe rooBHbIX Ooneit. OcTpora 3peHus
OU — 1,0. llpu 6uommkpockomnmu: 06a rmasa CIIOKOIHBI,
KOHBIOHKTVBA OJIeHO-pO30Basi, POTOBMI[A IIpO3padHasd,
HepefHss KaMepa CpefHeil ITTyOMHBI, Bara Ipo3padHasi,
XPYCTAIMK IPO3padeH, pO30BBII pedrieKC C ITa3HOTO JHA.
ITpu odranbmockonuu oboux riaas: JJ3H pososblit, rpa-
HUIBI YeTKIE, COOTHOLIEHNE Kamubpa apTepuu : BeHBI =
1 : 3, MmakynsApHas 06/1acTh B IpefieNlax BO3PACTHOI HOP-
meL. IIpn mposepenun OKT MaxynApHON 30HBI — CIOU
ceTyaTKM JudQepeHIMPOBaHHbI, NPOGUIb ILEHTpPasb-
Holl ssMKy coxpaneH. IIpn nposegenun OKT JI3H oboux
rma3 — Mopdomerpudeckue napamerpst JJ3H B npepenax
pedepencHbix 3HaveHmit. Pesynprarer JHK-ananusa mo-
Kasanu, 4TO MAIMEeHTKa, KaK U ee OTell, FeTePO3UTrOTHa
o koarynanuoHHomy ¢dakropy V (G1691A; Arg506Gln).
IMaruenTKa 65112 IPONHGOPMUPOBAHA O BO3PACTAHNUN PU-
CKa TpPOM6O030B BO BpeMsi 6epeMEHHOCTY, HEOOXOIMMOCTI
KOHCY/IbTALlN! TeMOCTA31O0JI0Ta Ilepefi INTaHNPOBaHueM be-
PEMEHHOCTH, a TAK)Ke O IIOTEHIMPYOINX PaKTopax pucka
TpoM603MbONUIT (KypeHe, TOpPMOHAIbHAs TePANNs, AIN-
Te/lbHasi UMMOOUIM3aLsA).

OBCYHOEHUE

MsBecTHO, YTO Ha/MM4Me HAPYLIEHUII B CUCTEME KOAryid-
IIVIOHHBIX PaKTOPOB B COYETAHNN C CEPAETHO-COCYAUCTBIMMI
(dakTopamMy prcKa acCOUMMPOBAHO C HMOBBIIIEHHON YaCTOl
PEeTUMHAIIBHBIX COCYAVCTBIX OKKIIO3MI (TaK Ha3bIBaeMbli
cuHeprudeckuit agdexr) [20]. B mpencraBneHHOM Crydae
y manumeHTa, moMmumo Tpomboduu JleiigeHa, IpuCyTCTBO-
BaJla HEKOHTPONMpyeMas IUIepTOHNYecKass 60/Ie3Hb BBICO-
KOJi CTeIIeHM M aTePOCK/IEPO3, YTO OKa3alo IOTEHIVPYIO-
muii 3¢ ekt Ha pasBuTHe OutarepanbHoi okkaroduu [TAC.
IToMumo TpoM6030B B CHCTeMe BeTBeil ITIA3HON apTepun
y TMaIMeHTa UMeNNCh MIleMUYecKie HapyIleHns B CHCTeMe
Hepe6panbHOTO KPOBOOOpAIleHNA, O YeM CBUAETETbCTBYET
Ha/ln4ye MHOTOYMC/IEHHBIX OYaroB I7MO03a B BellleCTBe Io-
JIOBHOTO MO3r4, Bu3yanmmsupyeMbix o faHaeiM MPT n KT.
Hannume MHOXECTBEHHBIX peUMUAUBUPYOLINX TPOMOO-
9MO60/MIT TT03BOMN/IO TIPEIIONIOKNUTD Y MallieHTa Hamdme

Puc. 1. OKT maKynApHOM 30HbI NpaBoro rnasa B perume Line Ha
annapate RTVue XR Avanti (Optovue, CLLIA)

Fig. 1. OCT of the right eye macular zone in the “Line” mode performed
on the “RTVue XR Avanti” (Optovue, USA) apparatus

Puc. 2. OKT marynApHoW 30HbI NEBOro rnasa B perume Line Ha anna-
pate RTVue XR Avanti (Optovue, CLLIA)

Fig. 2. OCT of the left eye macular zone in the “Line” mode performed
on the “RTVue XR Avanti” (Optovue, USA) apparatus
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TpoMOOpUINY, YTO OBUIO MOATBEPXK/EHO IIPU MOJNEKYIAP-
HO-TEHETNYEeCKOM TeCTMPOBAHMM. De3yClIOBHO, JjaHHbBIE
0 Ha/lINYUM OTSATOLIEHHON CeMeIHOl Hac/lIeICTBEHHOCTU
o TpoM6odMIMU TaxKe JODKHBI YUMTBHIBATHCA IIPU II0-
CTaHOBKe JIMarHo3a. Tak, B IIpeJiCTaBIEHHOM CITyJae B CeMbe
reHbl TONMOp¢duU3Ma TpoMOOUINY OBV BBIABIEHBI Y KO-
Jepy MaliieHTa.

B nuteparype 3a mocnenHue rofbl ObUIM OMMCAHBI eNU-
HUYHBIE CTTy4Yau apTepManbHO OKKITI03MM Ha (OHe TPOM-
6odunuu JlelimeHa, KaKk ¢ HaaM4MeM, TaK M OTCYTCTBMEM
noTeHUMpYyoIuX pakropos pucka [10-13,15-19]. B nacto-
sAllee BpeMs OTCYTCTBYIOT KPYITHbIE MICC/IEOBaHMA IO OMpe-
TeNIeHNIO PUCKOB ¥ BEPOATHOCTY PasBUTUA HaPYIIEHMIT ap-
TepUaIbHOTO KPOBOOOPAIeHNS Y TAKMX MAIl[IeHTOB.

MHOrOUNCIeHHbIe MCCIefloBaHNA IIPOJIeMOHCTPUPO-
Ba/lM 3HAUUTE/IbHOE YBeNMYEHMEe PacIpOCTPAHEHHOCTU
tpoMbodunun JleiifeHa y NalyMeHTOB C TPOMOO30M LieH-
TpPa/IbHOI BEHbI CETYATKM M ee BeTBeil [5], B yacTHOCTH,
0 JaHHBIM Larson u coaBT., y 26 % IaIlIeHTOB B BO3pacTe
7o 50 jleT MpUYMHON OKK/IIO3UM LIEHTPA/NbHONM BEHBI CET-
YaTKM MOCTYXXMIO Haaudue MyTauuu B dpaxrope V [14].
Pexxe BcTpedaeTcss OKKITIO3MA LEHTPANbHON apTepum ceT-
JaTKU 1 ee BeTBell. Tak, B pAfe KIMHINYECKUX CTydaes OBUIO
MOKa3aHo, YTO JaHHOE COCTOsHNE acCOLMMPOBAHO C Ha-
AM4MeM KOMOWHMPOBaHHBIX MYTaluii B TPOMOOTEHHBIX
¢dakropax [10, 15]. Ognako R. Tayyanipour u coaBT. ommu-
ChIBAIM CITy4Yail OKK/IIO3MM BETBU ILIEHTPANbHON apTepun
CeTYaTKM Y MOJIOHOJ XKEHIVHBI, TeTePO3UTOTHOI TOMBKO
no Tpombodunuu Jleitmena [16]. A. Bessero Taxke c006-
I[aJT O IBYX Mall¥eHTaX, MMeBIINX MYTalMIO TOBKO B (aK-
Tope JlelineHa, ¢ feeKTaMu IO 3peHMsA, PasBUBIIMMUCA
BCJIefICTBYE apTepuanbHOil okkmosuu [17]. B murteparype
ObUIM OIMCAHBI CTy4ay TPaH3UTOPHBIX 3MM30[0B IOTEPU
3peHNUsA y NMalMeHTOB C IMIEePKOary/IANMOHHBIM CTaTyCOM
npu tpoMbodumuu JlelineHa, ABIAIOMUXCA CIEfCTBUEM
HapylIeHUs KpoBOOOpalleHNs B CUCTeMe BeTBeil ITTa3HoIt
VM 3aJHell MO3TOBOJ apTepyuM ¥ MPUBOAALINM K PasBU-
THUIO peTMHANbHON WM KopkoBoii umemnuu [18]. Haubo-
Jlee 9acTO SMM3OABI Amaurosis fugax BO3HMKanu Ha (oHe
MUTPEHENO0OHBIX TOMOBHBIX 0OIell, a Takke HpPU OT-
MeHe aHTUKOATy/IAHTHBIX IIperapaToB HmanmeHTamu [18].
C. Cursiefen 1 coaBT. cOOOIMIN O CTy4ae BOSHUKHOBEHUS
OmmaTepanbHBIX PEIVAMBUPYOIIUX MH(APKTOB TOMOBKU
3PUTETBHOIO HepBa, aCCOLMMPOBAHHBIX C OTHOBPEMEHHOI
TpoMboreHHoI MyTanueil ¢pakropa V u ¢axropa II [19].
Beimu 3aperncTpupoBaHBl MHOXKECTBEHHBIE CITy4au pas-
BUTUsA HEAPTEPUUTHON IepeJHeil MIIeMIUYECKOM HeMpo-
natuy npu tpombodunnu Jleiifena [20]. B uccnegoBanun
V. Nagy u coaBT. TOKa3aHO, YTO y MaI[IeHTOB C TPOMOO-
¢dunmert JleiiieHa 3HAYUTENBHO IOBBINIEH PUCK Pa3BUTHUA
nepesHel ueMn4eckon Heiiponatuu: y 24 % malueHToB
C IlepefiHel NIIeMUYeCKON HelIpoaTuel onpeensanach pe-
sucteHTHOCTh K AIIC no cpasHeHumo c 5,9 % manueHToB
B KOHTPOJIbHON rpymme [8].

[Ipn mpepmomoxeHMM y manmeHTa Tpombodumun
JleiimeHa AMarHOCTMKa 3aboneBaHMsA BKIIIOYAeT aHANIU3
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pesucrentHoct K AIIC u ompepeneHne reHeTMYECKOTO
Mmapkepa — JJHK-ananusa rena F5 pna upentudukanum
MyTaunu JleiieHa u moncka crenunyecKoi 3aMeHBI Iy-
aHVHa Ha aJileHuH B HykaeoTupe 1691 [7]. Ananus pesu-
crentHocTH K ATIC BKmrowaer onpenenenne a4TB B mas-
Me IpM HAaINMYUMU M OTCYTCTBUM CTaHAPTU3MPOBAHHOTO
KonmudectBa sk3oreHHoro AIIC. AHanus ocCHOBBIBaeTcCA
Ha ClIefyolleM IPYHIUIE: Ipu fo6aBIeHNY B HOPMajb-
Hyto mnasmy AIIC muaktuBupyer ¢akropsr Va u Vlla,
YTO 3aMeJyIAeT KoarynAauuio 1 mpognesaeT a4TB. enorum,
ycroituuBbill K AIIC, xapakTepusyeTcd MMHMMAalIbHBIM
npoxnnerreM a4TB B orBer Ha AIIC 1, COOTBETCTBEHHO,
HU3KUM COOTHOLIeHVeM [7]. YyBCTBUTENTBHOCTb JaHHOTO
aHanmusa cocrasnsetT 85 %, cnenupuynocts — 90 %. Ox-
HaKo K 3TOMY MCCIeJOBAHUIO MOKHO IPUCTYIATh He paHee
4yeM depes 2 Hefle/lu IOC/Ie 3aBepUIeHNs aHTMKOATYIIAHT-
HOJI Tepamuu Tpom6o3a [21]. B crydae monydenus maru-
€HTOM aHTUKOATY/ISAHTHOI Tepalyuy MOXKHO MCIIO/b30BaTh
MORMOUIIPOBaHHbI aHamu3 pesucTeHTHOCTH K AIIC,
OCHOBAaHHBINl Ha IpefBapUTETbHOM [OOaBIeHMM K UC-
HO/Ib3yeMOJ TeCT-CUCTeMe IIasMbl ¢ AeduuntoM dakropa
V, 4TO MPUBOFUT K HOpManusauuu GakTopos, BINAIOMINX
Ha cooTHouteHue pesucteHTHOCTH ATIC (6enox S u gpyrue
¢dakTopsl CBepThIBaHMs, 3aBucamme oT Butamuua K) [7].
MonndnunpoBaHHBIl aHAIN3 MMeET YYBCTBUTENBHOCTD
u creuupuIHOCTD, mpubmokaouyocs kK 100 % [22]. Cro-
UT OTMETUTb, YTO IIPOBefleHMEe MOJIEKY/IApHO-TeHeTnye-
CKOTO TeCTMpPOBaHUA OyfleT JOCTOBEPHO Jaxke IPpU IMpueMe
BapdapuHa WM TelapyHa B Te4eHMEe BCETO OCTPOTO SIM-
3opma Tpombo3a. Ilposenenne [JHK-ananusa pexomeHAy-
eTCA y HNallMeHTOB C HOBLIIIEHHBIM TUTPOM BOTYaHOUHBIX
aHTUTeI, IPOTIOHTMPOBAHHBIM MICXOAHBIM ypoBHeM a4dTB,
a TaK>Ke ¢ HU3KMMU WIM NTOTPAaHMYHBIMYU 3HAUYEHUAMHU pe-
suctentHoCcT AIIC. Ilpu obcnenoBannu pOfCTBEHHUKOB
nanueHTa ¢ TpoMbodunueit JlelineHa A HOATBEPXKICHNA
IMaTHO3a TaKXKe PeKOMEeH/YeTCs BBIIIOTHeHMe MOJIeKYIAp-
HO-TeHeTU4eCKOTro TeCTUpoBaHu [23].

TpoMmbodumuyu OCTaIOTCI CIOXKHBIM  3ab0JIeBaHNEM
B JIMaTHOCTMKeE, TaK KaK OCHOBHBIM VX KIMHMYECKUM IPO-
sBJIEHMEM SIBJIsAeTCA pasBuTUe TpoMboambonmit. K coxare-
HMIO, B HacTosAllee BpeMs OOLIETPUHATHIX PeKOMEHIAINI
I/ TIPOBEJieHNs IMarHOCTUYECKUX MCCIEIOBAHNIA C IIe/IbIO
BBIAB/ICHUS] BO3MOXKHBIX IIPUYMH TpoM600OpasoBaHM:A
He cymecTByeT. COITTACHO SKCIIEPTHOMY JIMTepaTypHOMY
0630py R.D. Press u coaBT. 10 AMarHOCTMKE U YIIPABICHUIO
TpoMboduINel, TeCTUPOBaHNe UIA ONpeNe/NeHNs Jeiifie-
HOBCKOJ MYTal[u}l peKOMEHJYeTCA BBIIOMHATb IIPpU Haju-
YMM y HaLMeHTa OHOTO U3 CTIeYIOLIMX KPUTepyeB: peLluiu-
Bupyouieit BT9; mannudectroit BT B Bospacte no 50 jeT;
BT3 B mo60oM Bo3pacTe pu OTCYTCTBUM IPOBOLVPYIOLINX
¢daxTopoB pucka; meppoit BTO B arummyHoM aHaToMmde-
CKOM y4YacTKe (HaIpuMep, B CHCTeMe IiepeOpanbHbIX BeH,
OpBLKeeYHOIT, MOPTAIBbHOI MIU TIe4eHOYHOII BeHe); IIepBOil
BT9, cBsA3aHHOI ¢ 6epeMEeHHOCTDIO, TOC/IEPOTOBBIM TIepH-
OfIOM WIM HeOODBACHUMBIM HpepblBaHUEeM OepeMeHHOCTH
BO BTOPOM WM TpeTbeM ceMecTpe; BTO Ha ¢one mpuema
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Opa/IbHBIX KOHTPAIIENTUBHBIX CPEJCTB MU 3aMeCTUTETBHOI
TOpMOHA/IbHOM Tepanuu [24]. B HacTosee Bpems HeT ybe-
IUTENbHBIX JJOKa3aTeNbCTB TOTO, YTO IPOJODKUTETBHOCTD
Y MHTEHCUBHOCTb aHTVMATPETaHTHON MM aHTUKOATy/IAHT-
HOIT Teparuu B nedeHnu BT y maunenToB ¢ TpoMbodummm-
ei1 JleiineHa mo/mKHA oTM4arbcs oT Tepanuyu BT mpyroi
stuonorun [24].

3AKNIOYEHUE

VuurbiBas 00/IbIIOE KOMMYECTBO BOSMOKHBIX ITTa3HBIX
NIPOSABJIEHNUI, CBSI3AHHBIX C HAac/IeOBaHMEM JIENEHOBCKOM
MyTallXM, TaKUX Kak TPOMOO3 BeH M OKKJIIO3Us apTepuil
CeT4YaTKM, pa3BUTHeE IepefHEN NIIeMUYeCKOil HelIponaTun,
TPAH3UTOPHBIE 3MM30MAbI OTEPU 3pEHUs], [/ Bpada-od-
TA/IbMOJIOTA IPY 00 C/TefOBAHMY TAKMX [TAIIIEHTOB BaXKHBIM
CTAaHOBUTCSA NPEAIIONOXEeHNEe O PAacCMOTPEHNUM IpefcTaB-
JICHHBIX HapyIIeHMI KaK MaHU(PECTHBIX TPOMOOTUIECKNX
COOBITHIT, BO3MOXKHO, COIPSDKEHHBIX C HAIMYINEM TPOM-
6odunnn, 0cO6eHHO eCit TaKye HAPYLIEHNS COYeTaIoTCs
C KIVMHNYECKUMU KPUTEPUAMU, MPeACTaBIeHHLIMY BBIIIE.
Bonbiioe 3HaueHme mmeeT o6CHAEfOBaHME YIEHOB CeMEN
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HAalMeHTOB C HACAe[CTBEHHBIMU HapyLICHMAMHU CHUCTe-
MBI CBEPTBIBaHMS KPOBU 6e3 COMAaTUYeCKOTO OTATOLIeHNUS
U IIPU OTCYTCTBUYU TPOMOO30B B CBSI3Y C HEOOXO[UMOCTHIO
PaHHEro Havajla aHTMArperaHTHOM MM aHTUKOATY/IAHTHOM
Teparuim B Clrydae pasBuTys Tpomboambonmii. Begenue ma-
LIIEHTOB ¢ TPOMOOGUINAMY IIpefonaraeT o6cnefoBaHue
U HaOJNIofleHMe pPasIMYHBIMU CIeUVaaNCTaMy [ TINa-
TE/IbHOTO BBIABICHUS ¥ MOHUTOPUPOBAHUA CEPHEYHO-
COCYAMCTBIX (DAKTOPOB pUCKa. PaHHsIA MaeHTUUKALUA
TpoM6O(DIIPHOTO COCTOSHYS y TMALEHTa U ero O/vKaii-
MINX POJCTBEHHMKOB IIOMOTAET VICK/IIOYUTh BO3MOXKHBIE
TpoMOOTreHHbIe (PAKTOPhI PMUCKA, CIIOCOOCTBYIOLINE pa3-
BUTMIO JIOKaJIbHBIX U CUCTEMHBIX TPOMO03aMbommit (mpueM
OpaJIbHbIX KOHTPALEIITUBOB, IpMMeHEHNe TOPMOHATbHOII
3aMeCTUTENbHON Tepamuy, [JINTeNbHble aBUallepeIeTdl,
XUPypPrudecKue BMEIIATeNbCTBA), a TaKXKe 00ecIednTsb
TII[ATe/IbHBIII MOHITOPYHT TAKUX HAI[MEHTOB B Iepunof Oe-
PEMEHHOCTIL.

YYACTUE ABTOPOB:

Voitnesa E.D. — upest u KOHIeNys My6IMKaLui, pefaKTUPOBaHMe;
3uHoBbeBa A.B. — c60p 1 06paboTKa MaTepuaa, HAIMCAHNE TEKCTA.
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