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AHHoOTanms. B craThbe paccMOTpeH KIMHUYECKUN cy4yail 00JIbHOM C
HACJIeICTBEHHON MYJIbTUT€HHHON TpoMOoduineit ymepennoro pucka (PAIIL,
MTHFR 1298, F7), kotopas ne0roTrpoBaia ¢ COCyAUCTOM ONTUYECKOW HEUpONaTHH
UILIIEMUYECKOr0 reHe3a, aTpouu 3puTeabHOro HepBa. [Ipeacrapnser unTepec

270



1V Mescoynapoonas (74 Bcepoccuiickast) HayuHO-npakmuyeckas KoHpepenyus
«AxmyanvHvle 60NPOCHI COBPEMEHHOU MEOUYUHCKOU HAYKU U 30PABOOXPAHEHUSL)

pa3BuTHE TPOMOO(PHUINYU C U30JUPOBAHHBIM MOPAKEHUEM COCYJUCTON CETHU Iria3a u
3pUTENBHOr0 HEPBA, KOTOPOE MPHUBENO0 K 3HAYUTENILHON MOTEPE 3PEHHUS.

Annotation. The article describes a clinical case of a patient with moderate-
risk hereditary multigenic thrombophilia (PAIl, MTHFR 1298, F7), which debuted
with vascular optical neuropathy of ischemic genesis, optic nerve atrophy. Of interest
is the development of thrombophilia with an isolated lesion of the vascular network
of the eye and optic nerve, which led to a significant loss of vision.

KuaroueBsblie cioBa: mynbturennas tpomoodpunus (PAIL, MTHFR 1298, F7),
ornTUYecKas HelponaTus, aTpodus 3pUTEIBHOIO HEPBA, KIMHUYECKUNA CITydai.

Key words: multigenic thrombophilia (PAII, MTHFR 1298, F7), optic
neuropathy, optic nerve atrophy, clinical case.

BBenenue
AKTyaJIbHOM MPOOIEMOI METUIIUHBI OCTAETCS POCT YPOBHSI 3a0071€BA€MOCTH U
CMEpPTHOCTH OT Oose3Hel cepaeuno-cocyauctout cuctembl (CCC). D10 cBsizaHO ¢
YBEJIMUEHHUEM MPOIOTKUTENbHOCTH )KM3HU HACEJICHUS HaIlleil CTpaHbl,
HEOIaronpusaATHBIM «T'€HETUYECKUM T'Py30M», a TAKKe (paKToOpaMu BHEIIHEW CpPEbl.
[Ipnunnamu seranbHbIX cinydaeB npu natosoruu CCC npumepHo B 50% ciyyaes
asigercst tpomoodunusa. TpomOodpunus (TD) — rereporennas rpynmna
MyJIbTU(PAKTOPHBIX 3200JI€BAHUI U CUHIPOMOB, XapaKTEPHU3YIOUIUXCSI MOBBIIIIEHHOM
CBEPTHIBAEMOCTbIO KPOBU M BBICOKMM PUCKOM BO3HUKHOBEHHS TPOMOOIMOOINYECKHUX
ocnoxxHeHui [1]. YcraHoBieHa npsimMasi CBA3b MEX1y HACJIEeACTBEHHbIMU (popMaMu
tpoMOopunuu u UBC, nundapkrom Muokapia, 3a00JieBaHUSIMU IEpUPEPUUECKUX
cocyaoB. 1o JaHHBIM pa3IMYHBIX UCCIIEIOBATENEH, CPEIN EBPONEMCKOM YacTu
HAaCEJICHNs HACJIEACTBEHHbBIE BAPUAHTHI PUCYTCTBYIOT y 2-15% monen [2].

Heab uncciegoBaHusi — NpPEJCTABICHUE KIMHUYECKOro ciaydyas OONBHOW C
HACJIEJCTBEHHOW MYJIbTUT€HHHOW TpomOodunueld ymepeHHoro pucka (PAII,
MTHFR 1298, F7), neOroTupoBaBlIeil C COCYIHCTOH ONTHYECKON HeWpomaThu
UIIEMUYECKOr 0 TeHe3a, aTpopueil 3puTeaIbHOr0 HepBa.

MarepuaJibl 1 MEeTOAbI HCCJIEI0BAHUSA

[IpoBenen aHanu3 NUTEPATYPHBIX HCTOUHUKOB OTEYECTBEHHBIX U 3apyOeKHBIX
ucclenoBaTenell ¢ UCroib3oBaHueM MouckoBbix cucteM Pub Med, Google Scholar,
BioMed Central no npobGneme HacnencTBeHHbIX TpoMOopuauii. M3yueHsl xkano0sl,
KJIIMHUKO-aHAMHECTUYECKHUE, OOBEKTUBHBIE U JIa0OpAaTOpPHBIE JaHHbIE 00bHOM M., 50
net. JluHamuka 3a0osieBaHUSI HA OCHOBAaHUU MEJIMUMHCKON JTokyMeHTauuu u3 MHTK
«Mukpoxupyprust riaza», ogdraneMonoruueckoro otaeiaeHuss MBY HI'b Ne2,
remarosnioruyeckoro otraenenus MbBY III'b No7 wu nabGoparopum remocrtasa
«AHTHKOarynssHT» npogdeccopa CyxanoBa A.B. 3a mepuon c¢ asrycra 2017 r. mo
deBpanb 2019 1.
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Knuunueckoe HabmoneHue

VYV namuwentkun M., 50 ner BmepBbie BO3HUKIU >KalloObl HAa WHTEHCHUBHBIC
rOJIOBHBIE OOJIM, CHUKEHUE OCTPOTHI M YMEHbILIEHUE MOJISI 3pEHMs MPaBoro rias3a 3a
CYET BBINMAJICHUS €ro HUKHUX cerMeHTOB B aBrycte 2017 roma. YUepes Hemento OT
Hayasia 3a00jeBaHus 00paTuiiach K OPTanbMOJIOry, KOTOPbI AUArHOCTUPOBANI OTEK
3pUTENBHOrO JMCKA CIpaBa M BBINAJEHHE HIWKHEW 4dactu mons 3penus (Puc.l.).
[IpoBoguMmas Tepanusi aHTHOakTepuaibHbIM mpenaparoM (KceHakBuH per 0s),
nonuBuTaMUHHBIM KomIuiekcom, HIIBC (Bpokcunak mecTHO), (usmonporeaypsl
obutn  0e3 »sddekra. Yepes 2 Hemenu IMociae Hayajga JICYEHUS TOSBUIIUCH
MHO>XECTBEHHBIE MepLaTeJIbHble CKOTOMBI B IpaBoM TIia3y. B TeueHue Mecsia

SOHE
IS

S

HapacTaJld 3pUTENbHbIE HapylleHus crpaBa. becnokowiu rojioBHblE 0OJIM, CTasia
ormeuath mnoseiieHne AJl go 140/90 mm pr.ct., B BAK BnepBbie BblsiBlIeHa
runepxosiecrepuHemMus 6,4 MMonb/s. B vronie mosiBUIUCH 3pUTENbHbIE HAPYIIEHUS B
JIEBOM TJia3y, aHaJornyHble rpaBoMy. B aBrycre 2018 r. Oblia rocnuTaiIn3upOBaHA B
opranbmonornyeckoe ornenenue LI'b Ne 2. ¢ guarnozom: mepenHsisi UleMUYECKas
Helpomnartusa oboux rna3. [Ipu nocrymiennn: VOD=0,06 v/k (3kcu.), VOS=1,0. [Tone
3pEHHUs: MHOXECTBO MEPILAIOMIMX CKOTOM Ha MPaBOM IJla3y, HUXKHSS KBaJpaHTHas
reMUaHoIICHs JIeBoro riasa. [IpoBeneHo yieueHue: nekcameTa3oH /0 B JIEBbIM Tiias,
nasukc B/M, mwibramma 2,0 Ne 10 B/M, B/B kamenpbHO TpeHTan 5,0 Ne 10,
anektpodope3 I3HA0H03aTBHO ¢ dydmmmuHoM Ne7. C 25.10 mo 06.11.18r. moBTOpHAast
roCTUTANIN3alINsl B CBSI3U CO CHIKeHHeM 3penus (Puc.1.)
Puc.1. Ilons 3penus 6onpHoil M., 50 1. JluHamMuKa nmporpeccupoBaHus
0o(pTaTEMONIOTUYECKUX CUMIITOMOB. (A — 10JIe 3peHus MPaBOro riaza B
okTs10pe 2017 r.; b — B HOs1Ope 2017 r.; B u I' — mosnist 3peHust 1eBoro u nmpaBoro
IJ1a3 COOTBETCTBEHHO B aBrycre 2018 r.)
[IpoBeneHo neveHue: AeKcaMeTas3oH 11/0 B JEBbIH I71a3, JIa3UKC B/M, MUJIbraMMa
2,0Ne10 B/M, B/B kamenbHOTpeHTanm 5,0 No 10, snextpodope3 3HIOHO3AIBHO C
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sybummuaom Ne7. C 25.10 mo 06.11.18r. moBTOpHasi rocnuTaM3alus B CBS3U CO
cHmkeHueM 3peHusi. Ocmorpe Ha HeilpoodTansmonorom. O6bexktuBHO: VOD=0,04
H/k (9kci.), VOS=0,7 w/k. [lone 3peHus: ocTaToOuHOE U LIEHTpaJIbHAs CKOTOMa Ha
MIpaBOM TIJ1a3y, MapaleHTpalibHas CKOTOMa Ha JieBoM TIiazy. HuxHss remuaHorncus
oboux rna3. He pasnuyaer ueTHble 00beKThl. OOBEKTUBHO: MOTOPHBIX HapYILIEHUN
HeT. CHMKEHa peaklMs MpaBoro 3padka Ha cBer. Ha rmazHom nHe jaexosopanus
JI3H, KOHTYypbl MpaBOro AMCKa YETKHE, Jerkass HMCUepUYEHOCTbKpasl JIEBOTO JHCKa.
Pe3ko cyxxenbl aprepun (0COOEHHO apTEpPHUOJIbl) U BEHBI, XOJI COCYJI0B MPSIMOJIMHEEH.
BI'Jl mo MaknakoBy 16/17mMm pt. ct. Jlnarno3: YactuuHasi aTpodusi 3pUTEIBHOTO
HepBa 00oMX I1a3 Ha (OHE MIIEMUYECKONW HeMpomaTHUH B CBA3M C 3a00JI€BaHHEM
kpoBu? belia ocMoTpeHa TepaneBToM otaeneHus. JKainod comaTuueckoro xapakrepa
He npenbsBisia. [[aTonoruyeckux M3MEHEHUH CO CTOPOHBI BHYTPEHHHUX OPIaHOB
BbIsiBIIeHO He Obuo. AJ[= 120/80 mmpt. c1., YUCC= 76 ya/mun. B BAK: oOmuii
xonectepuH- 5,75 mmonw/n, XC-JITIBII- 1,28, mmons/n XC-JITTHIT 3,79 mMonw/n,
TI-1,5 mmonb/n, unaekc areporeHHoctu 3,49 y.e. IlpoBeneHo jedeHue: B/B Karl.
kaBuHTOH 4.0, nupaneram 10.0, npozepun 0.05% moxa KoKy BHCKa, B/M HUKOTUHOBAs
kuciora 1% 2.0, muneramma 2,0Nel10 B/M, mekcumon 5,0 B/M, aropBactatud 20 Mr.
W3 anaMHe3a ®U3HM MPEACTABIAECT UHTEPEC CIAEAYIOIIee: OTell ObLI CIen Ha IMpaBbli
rjia3, y CecTppl OTL[a B aHaMHE3€ HIIEMUYECKUH MHCYJIbT, y MaTepu OTuHa —
rUNepTOHNYECKass OOJe3Hb, HUIIEMUYECKUN HHCYJBT, CIENOTa Ha MpaBbld TJas.
[ToaToMy Heo0XoauMoO OBUIO HCKIIOYAaTh T'€HETUYECKYI0 MaTOJOTHI0 B CUCTEME
remoctaza. (OOcnenoBanach B Ja0OpaTopuu  TreMocTaza  «AHTHUKOATYJISTHT
npodeccopa CyxanoBa A.B., rne ObUIM BBISBIEHBI OTKJIOHEHUS B IOKa3aTENsX
reMOCTa3uorpaMMbl: HE3HAUUTENIbHOE YBEJIMYEHHE CKOpOCTH pocTa crycTtka (31,7
MKM/MHH) W  3HauyuUTEJIbHOE CHUXEHUE ypoBHS  puOpunonusza  (41%).
'enoTunupoBaHue BBISIBIIIO HACJICACTBEHHBIE W3MEHEHHMS] B T€HAaX CHUCTEMBI
remocta3za (PAI-1, F7) u ¢gepmentnoix cucrem obmena ¢onatroB (MTHFR 1298),
KOTOpPBbI€ OOBSICHSIIIU CHUKEHHBIN (PUOPUHOMN3 U MPEANONO0KUTEILHOE MOBBIIICHHUE
KOHLEHTpaIMU TPOIYyKTOB 0OMeHa (0oIaToB, B YACTHOCTU — F'OMOLMCTENHA, B KPOBH.
C nenbto eyeHuss U NpOPUIAKTUKNA OCIOKHEHUW ObUT Ha3HAY€H KOHTPOJIb YPOBHS
romouucTenHa u npemnapatr cyinogekcun (Beccen y» @), okasbiBaromuit
AHTUKOATyJISIHTHOE, AHTUTPOMOOTHYECKOE, npoUOPUHOIUTUYECKOE U
AHTUOTPOTEKTUBHOE jeiicTBue. [Ipu MOBBIIIEHHH YPOBHS MPOAYKTOB OOMEHa
dbonueBoit KUCIOTH - "AHTHOBUT", 00ECMEUMBAIOIINNA AKTUBU3AIMIO METa0O0IM3Ma
¢omaToB  3a  cYeT  yuyacTus B peakuusx  peMETUJIUPOBAHUS U
TpaHCCYIb(UPOBAHUATOMOIIMCTENHA, IPUBOSIINNA K CHUKEHUIO €r0 KOHIICHTPAIIUU
B KpoBu. bonbHas HaOmonaercs y o(TaibMOIOroB, reMarosiora. 3a MpouleAline
MecAllbl TOTepsi 3pEHHUs HE BOCCTAaHOBWJIACh, HaMeTWiach cialdas TEeHICHUHUS
CTaOMIIM3aIMK MPOLECCa O MOJISM 3PEHUSL.

Pe3yabTaThl HecJieJ0BAHUS M UX 00CYyK/IeHHE

Pe3ynpraThl  MccaeqoBaHUN — MOJEKYJISPHO-TEHETHYECKUX  MEXaHU3MOB
TpoMO0OOpa30BaHUsl M TPOTUBOCBEPTHIBAIOLIEH CUCTEMBI IMO3BOJWIM BBIABUTH Y
JAHHOW TMAUMEHTKH MYTalMi0 (QepMeHTa METHICHTEeTparuapoQoaaTpeayKTasbl
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(MTHFR), xoTOpblii OrpaHMYMBaeT TpaHC(HOPMALMIO TOMOLMCTEMHA B METHOHHH B
peakuusaxX peMEeTUINPOBaHUA(DOIATHOrO LIUKJIIA, YTO CIIOCOOCTBYET €r0 HAKOIUIEHHUIO.
Kak cnenctBue, BO3HMKAaEeT KOMIUIEKCHOE BO3/ICMCTBUE HAa CUCTEMY CBEPTHIBAHHS B
BUJIE TUIEparperamy TPOMOOIMTOB, Ba30KOHCTPUKIIMU U OTIOKEHHUM JIMIHIOB B

ctenke cocynoB [3] (Puc.2.).
Donnesan Kucnora

Aﬂfm‘t)’o"" * luneparperayma
\— Tpombouuros
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Puc. 2. CBa3b cuctembl reMocTasa ¢ (oJlaTHbIM HUKIOM U posib MTT'®P

MyTauusi B TreHe, KOJUPYIOIIEM HWHTHOUTOpP AaKTUBATOpa IUIa3MUHOIeHa-1
(PAI-1), Bemer K CHW)XEHHUIO YPOBHS TKAaHEBOI'O IUIa3MUHOI€HAa W YpPOKHUHA3bI,
KOTOpble 00EeClEeYMBaIOT AaKTUBALMIO IUIa3MHHOI€HAa C OOpa3oBaHUMEM ILJIa3MHUHA.
HIMeHHO mia3MHH SBISETCA TJaBHBIM 0€lIKOM (pUOPUHOIUTHYECKON CUCTEMBI KPOBH.
31 (HaKTOpBl OOBACHAIOT UIIEMUYECKUI TeHEe3 HEUPOATHH 3PUTEILHOTO.

WuTepec Hamero HaOMIOAEHMS 3aKIIOYAaeTCs B TOM, 4YTO B M3YyYEHHOH
JUTEpaType HaM HE BCTPETHIIMCH OMHCAHUS KIMHUYECKUX CIYy4YaeB M30JUPOBAHHOIO
MOPa)KEHUsI COCYAUCTOW CETH rja3a U 3pUTEIbHOrO HEpBa, KOTOPOE MPHUBEIO K
MOSIBJICHUIO paHHEro oTeka jaucka 3putenbHoro Hepsa (J3H) u ObicTphlil ucxon B
aTpo( U0 IpH HACIEICTBEHHOW TPOMOOPUINH. DTO ABISETCA 3HAUUMBIM MOMEHTOM,
TaK KaK 3pUTENbHbIE HapyIICHHs OOBIYHO CBS3BIBAIOT C HIIEMHUEH Ha QoHe
TUIEPTOHUYECKON O0JIe3HH, aTepoCKiepo3a WM HEBPUTA 3PUTENBHOIO HEpBa, U
pexke BCEro — € peojJOrnYecKUMH HapyuleHUus MU KpoBU. [loaToMy 10 ycTaHOBIIEHUS
OKOHYATEJIBbHOTO KJIMHUYECKOrOo JuarHos3a, auddepeHiuanbHas IUarHoCTUKA U
JeYeHre ObLIM HalpaBieHbl HA MAaTOrC€HETHYECKHE 3BEHbs 3a00JI€BaHMM, KOTOpHIE
Yalle BCEro BbI3BIBAIOT BBIIMICH3I0KEHHYIO MATOJOTMI0, a HE HAa OCHOBHYIO
HO30JIOTHIO.

BbiBOabBI:

1. B pgaHHOM KJIMHMYECKOM CJy4Yae HacleJCTBEHHAas MYyJbTUI€HHAs
TpoMOOGUINS TpHUBEJIa K COCYAMCTOM ONTHYECKOH HEHpONaThHh HILIEMHYECKOTro
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reHe3a ¢ pa3BUTUEM IPOTrPECCUPYIONIEH aTpohuu 3pUTENBHOrO HEPBA C YACTUUHOM
yTpaToil 3peHus Ha o0a riasa.

2. PaccMOTpeHHBIN KIMHUYECKUN Ciaydyall JE€MOHCTPUPYET HEOOXOAUMOCTh
MEXIUCIUIUIMHAPHOTO MOAX0/a K mpobiieme TpomOoduauu. Bpauy nepBHYHOIrO
3B€HAa HEOOXOAMMO 3HATh O HACIEJACTBEHHBIX ¢GopMax JaHHOrO 3a00JeBaHUS,
CBOEBPEMEHHO  HANpaBisATh  MAlMEHTOB K  y3KUM  CIEUUaJuUcTaM  —
reMaToJoraM/reMoCcTa3uoioraM, TreHEeTUKaM Uil MPOBEACHUS T€HETUYECKOro
TECTUPOBAHUS.

3. I'enetnueckass ~ MyJIbTUTe€HHass  TpoMOOUIUS  KOpPPEKTUPYETCH
KOHCEpBAaTUBHO IMpenaparoM cyinogekcunom (Beccen [lys @) moa KoHTpoJjieM
reMOCTa3noJiora, TpeOyeT KOHTPOJSI YpOBHS TOMOLIMCTEMHA W €ro KOPPEKIHH
AHTMOBUTOM.

4. 'Y G0JBbHBIX C UIIEMUYECKUM MOPAKEHUEM PA3JIMYHBIX OPTaHOB U CUCTEM B
KayecTBe U] PepeHIMalIbHON TUAarHOCTUKU HYXKHO HCHOJIb30BATh MOJIEKYJISPHO-
IreHEeTUYECKUI METO/ UCCIIE0BAHNSI © MOHUTOPUPOBATH YPOBEHb TOMOLICTEHHA.
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