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Funepzomoyucmeunemus Kak ¢pakmop pucka mpom603a cocyooe 20/108H020 M032d
y pebeHKa c YepenHo-mo32080l mpaemoli. KnuHuyeckoe HabnooeHue
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MprBOAATCA KNMHMYECKOE HabnoAeHVe NaLMeHTa C T’MNeproMoLMCTEMHEMIEN 1 KPATKMIA 0630p NMTepaTypbl, MOCBALEHHbIN JaHHO
npobneme (anarHocTuKa u neyexre). Tpomb603 COCYAOB rOIOBHOTO MO3ra — OfjHa U3 Hanbosiee YacTbiX MPUYVH JIETANIbHOrO MCXoda.
BbifiBneHne 3Tronorny 3aboneBaHuns ABNAETCA akTyasbHbIM A1l TAKTUKM NIeYeHrs U NpodunakTuky Tpom6030B. MpuurHamm TpomM60308
COCYZ0B rO/IOBHOIO MO3ra, B TOM YMCsie y ieTell, MOryT ObITb r’MNeproMoLmcTeEMHEMIA, MyTaLUy B reHax TpoM6odunmu. OnucbiBaeTtcs
KnunHnYeckoe HabnogeHne pebeHKa 15 neT ¢ TPOM6030M rMyOGOKNX BEH MO3ra, BEHO3HbIX CUHYCOB. [TpoBefieHbl TaHAEMHasA Macc-
CMEKTPOMETPUSA 1 TapreTHOe CeKBeHMpoBaHye. OnpepeneHo ABYKPaTHOE NMOBbILLEHVE YPOBHS FOMOLMCTEVIHA Y METUOHMHA B CbIBOPOTKE
KpoBwu. MNpu cekBeHMpoBaHUU reHa CBS (reH uMCcTaTMOHVH 6eTa-C1MHTa3bl) BbisiBIeHa MyTaLus, ONUCaHHasA B MeXayHapoaHou 6ase
naHHbIXx HGMD(CM970234) NM_000071:¢c.785 C>T (p.T262M) B reTepo3nMroTHOM COCTOAHUN. Tak»Ke BbIAB/IEHA paHee He OnMcaHHasA
3ameHa B reHe CBS NM_000071:c. 352 G>A (p.V118M), nporpaMmMamu oLeHKN NaTOreHHOCTU reHeTUYEeCKNX BapUaHTOB pacLieHeHHas
KaK BbICOKOBEPOATHO MaToreHHas.
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Hyperhomocysteinemia as a risk factor for cerebral vascular thrombosis
in a child with a traumatic brain injury. Clinical observation
Kotov S.V., Sidorova O.P., Kotov A.S., Proskurina E.V., Solovova O.A.
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61/2 Shchepkina st., Moscow, 129110, Russian Federation

The clinical observation of the patient and a brief review of the literature on this problem (diagnosis and treatment) are given.
Cerebral vascular thrombosis is one of the most common causes of death. The identification of the etiology of the disease is relevant
for the tactics of treatment and prevention of thrombosis. The causes of cerebral vascular thrombosis, including in children, may
be hyperhomocysteinemia, mutations in the genes of thrombophilia. The clinical observation of a 15-year-old child with deep
vein thrombosis of the brain, venous sinuses is described. Tandem mass spectrometry and targeted sequencing were performed.
A twofold increase in the level of homocysteine and methionine in the blood serum was determined. When sequencing the CBS gene
(cystathionine beta-synthase gene) a mutation described in the international mutation database HGMD(CM970234) NM_000071 has been
identified:c.785 C>T (p.T262M) in a heterozygous state. A replacement in the CBS gene NM_000071:c. 352 G>A (p.V118M), undescribed
in the international database for HGMD mutations and dbSNP polymorphism, was also identified, but according to pathogenicity
programs it is highly likely pathogenic. Conclusion: cerebral vascular thrombosis in children is a rare condition, so it is important to search
for the genetic cause of the disease.
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BeBepgeHune

HCYJIBT SIBJISIETCSI HAanboJiee YacTol MPUIYMHOM Jie-

TaJbHOTO MCXOMA Y B3POC/bIX, PEIKO — Y JACTEH.

OnHoI U3 MPUYMH UHCYJIbTA SIBJISIETCS TPOMOO3
1epebdpaibHbIX apTepuii. @akTophl, MPUBOISIIKME K TPOM-
003y, MOTYT SIBUTbCSI IPUYMHOI HE TOJBKO apTePUAIbHbIX,
HO U BEHO3HBIX TPOMOO30B COCYIOB rOJJIOBHOTO Mo3ra. ¥
JeTell MPUYUHBI TPOMOO030B 1IepEOPATBHBIX COCY/IOB Yallle
SIBJISIFOTCSI HACJIEACTBEHHBIMU. K HUM OTHOCSITCSI TOMOLIU-
CTEMHEMMUSI U MyTallM1 B FeHaX TPOMOOMWINU, SIBJISTIOIIM -
ecs (hakTopaMM MpeapacriofoXeHHOCTH K TpoMbooopa-
30BaHMIO [1-8].

PacnpocTpaHeHHOCTb LIEHTPaJbHOTO BEHO3HOTO
TpoM003a MPU BCKPBITUM COCTABIsIET 4 ciaydyas Ha 1 MJIH
Y B3pOCJIbIX M 7 — y IeTeit, OMHAKO MPY KIIMHUYECKUX 00-
cJenoBaHUsIX 3Ta U@ pa HamHoro 6osbiie. B Mpane naH-
Hasl TIaTOJIOTUU €XEeTroIHO BhisiByIsieTcs y 12,3% HaceleHusI.
B 3% ciyyaeB LieHTpaIbHBII BEHO3HBII TPOMOO3 SIBJISUI-
Csl 9TUOJIOTUYECKON MPUUMHON pa3BUTUSI UHCYJIbTA [9].
ITpuoGpeTeHHbIE COCTOSIHUS BKIIIOUAIOT MMPUEM aHIpOre-
HOB, INE€POPATBLHBIX KOHTPALIENTUBOB, IPENAPaTOB 3aMe-
CTUTEJIbHOI rOpMOHAIbHOM Tepanuu. ¥ AeTeil BEeHO3HbIe
TPOMOO3bI FOJJOBHOTO MO3ra pa3BUBAIOTCS MPU THOMHBIX
npolieccax B 00J1acTU JIM1Aa, BHYTPEHHETO yxa, OCTeoOMue-
JIUTE KOCTEl yeperna Wik CeNTUKOIMUEMUM, ITPU BPOXKIEH-
HBIX IIOPOKAX CEPIlia «CUHETO TUIa», IPK 3a00JIeBaHMSIX
KPOBHU (MOJULIUTEMMUSI, TPOMOOILIMTO3, CEPIIOBUIHO-KIIE-
TouyHas aHeMMUs1). OIMyXoJiu, pacroyoKeHHbIE HA OCHOBA-
HUU Yeperna, KOCTHbIE BBIPOCTHI (KpaHUOMeTadu3apHbie
JNUCIUIa3MK) TaKXKe MOTYT IIPUBOIUTD K TpoMOO3aM 13-3a
CHABJICHMS COCYIOB U 3aMeJIEHUsI KPOBOTOKA.

Y 20—30% mnanueHToB MPUYUHON TPOMOO30B SIBJISI-
[0TCs TeHeThYecKue pakTopsl. B 15-20% ciyyaeB MyTaiyst
(hakTopa V JleligeH siBisieTCsl IPUUYMHON LEHTPaIbHOIO Be-
HO3HOTro TpoMbo03a. Takke UrparoT poJib BApUaHThl TEHOB
aHntutpom6buHa III, mporpomouHa (20210 G>A), npoTteu-
HoB C 1 S, HeAOCTaTOYHOCTh MHTMOUTOPHBIX OETKOB CBEp-
TBIBAEMOCTH, aHTU(DOCHOTUTTUAHBIA CUHIPOM U TUIIEPro-
MouuctenHemus. ['MnepromonucTenHEMUs AMArHOCTH -
pyetcst y 27-43% maldeHTOB ¢ LIEHTPaJbHBIM BEHO3HBIM
TpoM0030M U TOJIBKO y 8-10% B rpyrine KoHTposs [9].

T'omonuctenH npeacrasisieT coboil OMoIOTrMYecKu
aKTHMBHOE BEIIECTBO, KOTOPOE 00pa3yeTcsl U3 METUOHUHA
B opraHu3me yesioBeka. I1py MOBbIIEHUH YPOBHS TOMO-
LIMCTeMHAa B KPOBU (TOMOILIMCTEMHEMUSI) BOSHUKAIOT Ta-
KMe MaTOJOTUYECKUEe COCTOSIHUS, KaK MOTepsl 3J1acThy-
HOCTU apTepuii (aTepocKJIepo3), MPUBOISIIAS K UILIEMU-
YyecKoit 601e3HU cep/ilia U UHCYJIBbTY, a TakKe K TPOMOO03y
apTEpUl U BEH.
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I1pu HapylieHM 0OMeHa 1 MOBBILIEHHOM 00pa30Ba-
HUY TOMOIIMCTEHA U3 HETO 00pa3yeTcsl TOMOIIMCTHH, KO-
TOPBIA BbIAESIETCS ¢ MOUYOI (roMoLMCTUHYpUs). Pacmipo-
CTPaHEHHOCTb I'MIIEPrOMOIIMCTEMHEMUN COCTaBIISIET 5-7%
B o01Iei monyysiuuu U 25% cpeau JIMIL ¢ COCYIUCTOI a-
tojorueii [10].

CylIecTBYIOT pa3JIMuHbIe IPUYMHBI TOMOIIUCTUHY-
pUM, B TOM YMCJIe HACIeACTBEHHbIE: MyTalluu B reHe CBS,
OTBETCTBEHHOM 3a (DYHKIIMIO (DepMeHTa LIMCTAaTUOH Oe-
Ta-CUHTAa3bl; MOJUMOP(MU3MBI B FeHaX, OTBETCTBEHHBIX
3a CMHTE3 MeTWJIeHTeTparuapodoirarpeaykKTassl u (ep-
MEHTOB, METa0OJIM3UPYIOLINX (DOJIMEBYIO KUCIOTY, HEO0-
XOIMMYIO JUISl TIepepabOTKU FOMOLIMCTEMHA B METUOHWH
(bonaTHbIN LUKIT).

IMomumopdu3Mbl B TeHaX, Y4aCTBYIOIIUX B PETyJISIIMA
TPOMO0OOOPa30BaHMS, TAKKE MOTYT IIPUBOIUTH TPOMOO3aM
apTepuabHbIX M BEHO3HBIX cocynoB. K Hum otHocsTCs FV
Leiden (BapuaHT B reHe pakTopa V), monumMophUu3Mbl B re-
HaxX MpPOTpoMOMHa, ramMmma-¢pudpuHoreHa u ap. Hanuuue
MOJIMMOP(GU3MOB B 3THX TeHaX OIpeesiseT Mpeapacioo-
JKEHHOCTh K TpoMO03aM. [1pu ux BBISIBICHUN HEOOXOIMMO
JabopaTopHOe 00CIeI0BaHUE TTAllMEHTa: IIPOBEICHUE KOa-
TyJIOrpaMMBI [UIsI OLIEHKY CBEPTHIBAOILEH CUCTEMBbI KPOBHU.

CorlacHO POCCUICKUM PEKOMEHIALIMSIM T10 JICUCHHIO
TpOMOOGUINN, 00YCIIOBJICHHOM TMIIEPrOMOLIMCTEMHEMM -
eif, HeoOXOIMMO Ha3HavYeHue (HOIUEBOIl KMCIIOThI, BUTA-
MuHOB B12 u B6. Eciin yepe3 4-6 Henelb ypOBEHb TOMO-
LIMCTEMHA HEe CHIKAETCS, TO UCITOJIB3YIOT 00Jiee BBICOKME
JIO3UPOBKU 3TUX BUTAMUHOB [11]. B K1uHn4yeckux pexko-
MeHpauysx M3 P® Coro3a nenuatpos Poccum (2016 1) pe-
KOMEHJIyeTCs Iepesl Ha3HauYeHUEeM JIeYeHUsI TOMOLIUCTH -
HYpMU y IeTeld TPOBOIUTH NPOOYy Ha YYBCTBUTEIHLHOCTD
K BUTaMMHY B6 ¢ omnpeneieHneM ypoBHsS TOMOLIMCTEMHA
B KpOBHU /10 1 uepe3 24 yaca nocie npuema 100 Mr BuTa-
muHa B6. [Ipu MooXUTEIbHOM TECTE MPOBOAMUTCS Tepa-
st ButamMmuHoM B6 [12]. I1pu B6-pesuctenTHOI popme
3a00JIeBaHUST Ha3HAYAIOTCSI CIIEIMAIM3UPOBAHHBIE TTPO-
JIYKTHI TUTAHUST HA OCHOBE CUHTETMYECKUX aMIHOKKCIIOT
0e3 MeTMOHMHA. BOJIbHBIM peKOMEHIyeTCsl COOTIOAATD AM-
€Ty C UCKJTIOUEHHMEM U3 PallMOHA ITPOAYKTOB, OOTaThIX Me-
TUOHMHOM (TBOPOT, ChIp, TOBSIIMHA, SIiIIa, COsl, KPOJIUK,
KypHbl, pbl0a, Myka nieHn4Has ). [1pu HemocTaTouHO 3h-
(beKTUBHOCTH ceAyeT J00aBIsITh B ieueHUe O0etauH [12].
AHaJIOTMYHOE JIeUeHUe MPOBOAUTCS JaHHOM KaTeropuu
0OMBHBIX 3a pyoeskoM [13-15].

Takum 06pa3oM, BBISIBICHUE TeHETMUECKUX (haKTOPOB
MPEIPacIoN0oKEHHOCTU K TPOMO03aM COCY/IOB FOJIOBHOTO
MoO3ra sSIBJISIETCS aKTyaJIbHbIM B IETCKOM Bo3pacte. Heoob-
XOIMMO 0OoJiee IMPOKOe MPUMEHEeHUE JJaboPaTOPHBIX Me-
TOJIOB TUArHOCTUKU 3TUX COCTOSTHUIA.
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Ieab uccaenoBanus: MpoaHaIu3UPOBaTh MPUIMHBI
TpoM0O0OOpa3oBaHUs y pedbeHKa ¢ TPOMOO30M TIIyOOKHUX
BEH MO3Ta, BEHO3HBIX CUHYCOB.

Martepuan n metoppl

OO06cnenoBaH O0JIBHOM ¢ HACIEICTBEHHO# (hOPMOIi T~
nepromMouucTenHeMun. KilmHUu4YecKuii METo1 BKJII0YaJl UC-
cleIoBaHNe HEBPOJIOTMYECKOTO CTaTyca, OLIEHKY Hapylle-
HUSI CO3HAaHMS o 1Kaie [nasro. JlabopaTopHbie METOIbI
BKJTIOYAJI UCCIEIOBaHNE IIPOTPOMOMHOBOIO BpeMEHM,
AUYTB, MHO, antu-Xa-akTUBHOCTH, OTIpeIeSIieH e YPOB-
HSI METHOHMHA B KPOBU METOJIOM TaHIEMHOI MacC-CITeK-
TPOMETPUH ¥ TOMOLIMCTEHMHA B KPOBU METOIOM XEMUJIIO-
MHWHHCILIEHTHOTO (PepMEHTHOTO aHaIn3a. PeHTreHonorn-
yeckuii Meton BKitovyasr PKT u MPT rosoBHoro moara.

B ®TI'BHY «Menuko-reHeTM4eCK1ii Hay4YHBII LEHTP
uMmenn akagemuka H.I1. boukoBa» MeTomoM TaHaeMHON
MaccC-CIeKTPOMETPUN aHATU3UPOBATIN CIICKTP OpraHu-
YeCKMX KMCJIOT 1 aMUHOKMCJIOT B KPOoBU. Tam ke OBLIO
MPOBEIEHO TapreTHOEe CeKBEHMpOBaHME Ha mpuodope lon
Torrent S5.

Pesynbrartbl

bosbHoit 15 net. TTocTynum ¢ AMarHo30M ymmo rojaoB-
Horo mo3ra. Yepe3s 2 nHs mocjie TpaBMbl TOSIBUTUCH TOJIOB-
Hast 60JTb, MHOTOKpAaTHast pBoTa. B HeBpostornmaeckoM cratyce
110 1IKaste [71a3ro co3HaHuMe SICHOe, HUCTaTM, CYXOXWTbHBIE
W TIEPUOCTAIbHBIE PehIEKChI C BEPXHUX W HIDKHUX KOHEU-
HocTel crpasa Bbile. [laTonornueckuii pediekc badbuH-
ckoro crnpaga. [Tanble-HocoByI0 Mpody crpaBa BBITOJIHSIT
C JIETKM TIpoMaxvBaHueM. B comatnueckom cratyce — co-
cTostHUE cpemHeit Tsokectr, AL 110/70 MM p.CT., 9rCIo cep-
neyHbIX cokpartienuii 70 B 1 munHyTy. TOHBI cepiia 3ByYHbIE,
puUTMUYHBIE. [[pIxaHue B JIETKUX Be3UKYJIsIpHOE. 2KUBOT MsIT-
Kuit 6e300e3HeHHbIN. [Tepudeprnyeckue numparnyeckue
Y3JI6I MEJIKME eMHUYHBIE, MSITKO-3JTaCTUIECKON KOHCUCTEH-
1uu. [edyeHs y Kpast pedepHoit myru. Cenie3eHKa He TaibIu-
pyetcst. Ctyn opopMIIeHHbIN, perysipHblii. Modeucycka-
Hue cBoboaHoe, Moya cBetiast. Ha PKT rogosHoro mosra
BBISIBJIEH YIIMO BUCOYHOM 1 TEMEHHON A0Jielt, cydbapaxHo-
WIaTbHOE KPOBOMBITUSTHYE.

Ha 4-i1 nenpb ot Havana 3abojieBaHUs B aHAJIU3e KPO-
BM 3pUTPOLIUTHI — 4,66x10'2/71, nevikormtel — 3,3x10°/71,
tpomOoLuTel — 233x10°/1, COD — 3 Mm/u. O6Lnii Ge-
J0K — 68 r/n. [IporpomGuHOBOE Bpemst — 11,5 cex (mpu
HOpMaJiIbHOM 3HaueHuH 11-16 cek), TPOMGUHOBOE BpeMst
— 51,2 cex (B HOopMe 15-20 cek). AYTB — 4,2 cex (ipu HOp-
MaJibHOM 3HayeHuu 24-35 cex), MHO 1,05 (mpu HopMasib-
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HoM 3HayeHuu 0,8-1,2), antu-Xa-aktuBHocTh — 0,41 E/mn
(ripu HopMajbHOM 3HaueHuu 1-1,5 E/mi), dudbpuHoreH
miasmel — 2,45 r/a (B Hopme 1,8-3,5 /7).

Ha 8-e cyrku oT Hauasa 3ab60j1eBaHusI pPa3BUIICS reHe-
pPaJIM30BaHHBIN CYTOPOKHBIN ITPUCTYIT, KOTOPHIA ITOBTO-
puJicst uepes 2 yaca. [IpoBeneH 0oCMOTp HEMpPOXUPYProM
1 0(bTaTbMOJIOTOM (BBISIBJICHO paclIMpeHre BeH Ha IJ1a3-
HOM nHe). bojibHO# ObLT MepeBeneH B peaHUMallMOHHOE
OTIeJIeHUEe U MUHTYOUPOBAH B CBSI3U C MTPOIOIKAIOIIMMCS
CYIOPOXXHBIM IPUCTYIIOM. B CBSI3U ¢ yXy/IIlIeHHEM COCTOS -
HMSI Ha 9-€ CyTKU OT Havajia 3a00JieBaHMsI IIOBTOPHO ObLIa
npoBeneHa PKT rosoBHOro Mo3ra, mosiBUJIMCh MPU3HAKU
TpoM003a BEHO3HBIX CUHYCOB, ITyOOKMX BEH MO3ra BO BCEX
OTJeJIax C IBYX CTOPOH, UIIEMUYECKIE U3MEHEHUST, MHO-
JKECTBEHHbIC BEHO3HbIE MH(MAPKTHI B 000MX TOJIYIIAPUSIX
TOJIOBHOTO Mo3ra. JInarHo3 ObLIT MOATBEPKIEH IPU TIPO-
BeneHun MPT ronoBHoro mosra. PazBuicst paedur mo-
cJie yCTaHOBKM Tiepudepruyeckux karetepoB. C 3-ro mHs
3a00JIeBaHUS TTALIMEHT T0JTyYall HehpaKIIMOHUPOBAHHBII
renapuH (7500 Ex 2 paza B cyTKM MOIKOXKHO J10 LIEJE€BBIX
3HaueHui aHTU-Xa-akTuBHOCcTU 0,7-0,9 E/MiT) B TeueHUne
10 oHeit, TUTpoBaHHBIE 403kl BapdapuHa 1o MHO 2,5-3,5,
CBEXXe3aMOPOKEHHYIO IJIa3My.

Yepes 6 qHel OT Havasia JIeYeHUsI OTMEeUeHa TTOJIOXKM -
TeJbHasl TMHAMMUKa B BUJE perpecca HeBpPOJOrM4eCcKoi
cumnToMatuku. Ha MPT roigoBHOoro mosra KpoBOTOK
10 CUHYCaM TIPOC/IeXUBaJICs Oe3 IIpephIBaHUSI TTPOCBETA.

YuutbiBas pa3BuTHE LEHTPATLHOIO BEHO3HOIO TPOMO03a
y pebeHKa, MalyeHT ObUT 00C/IeNoBaH Ha HAJTMYME Y HETO Th-
riepromorcTenHeMun. ITpu o0ciienoBaHuy BBISIBIIEHO T10-
BBILIICHKE YPOBHSI TOMOLIMCTeHa B KpoBH 110 20,66% (B HOp-
Mme 4,3-11,1%), metuonuHa ao 275,838 MM/ (B HOpMme
6-110 MaM/m). B MOYe roMOLIICTEMH M METMOHWMH HeE BBISIB-
JieHsl. B mocnenyroiem npu cekBeHrposaHuu reHa CBS (reH
LIMCTAaTUOHMH OeTa-CUHTa3bl) BBISIBJICHA MyTallMsl, OIIMCaH-
Has B 6a3e nanHbix HGMD (CM970234), NM_000071:c.785
C>T (p.T262M) B reTepO3UTOTHOM COCTOSTHUU. TakKe BbISIB-
JieHa 3ameHa B reHe CBS NM_000071:c. 352 G>A (p.V118M),
He onucaHHasg B 6a3zax 1aHHbIX HGMD u dbSNP, Ho ipo-
rpaMMaMu OLICHKM MaTOT€HHOCTH TeHEeTUYECKMX BapyUaH-
TOB paclieHeHHasl KakK BbICOKOBEPOSITHO TaToreHHast. Kpo-
M€ TOT0, ObLIM BBISIBJICHBI TOMO3UTOTHBIE TIOJTMMOPGhU3MBI
B TeHaX METUJICHTeTparuapodoaTpeayKTa3bl, THTMOMTOpa
aKTHBaTOpa IIa3MUHOIeHa- 1, aHrMOTeH3MHKOHBETUPYIO-
1ero (hepMeHTa, TeTePO3UTOTHBIE TTOJMMOP(MU3MBI B TeHaX
ramMmma-cdudpuHoreHa, uuroxpoma P450/2C9*. B cembe UH-
¢opmaiu o TpoMb03ax He OBLIO.

B pesyabrate obcienoBaHus y 00JIbHOIO TUArHOCTUPO-
BaHbI TPOMOO3 TJTyOOKMX BEH MO3ra, BEHO3HBIX CUHYCOB. Co-
CTOSTHUE TTOCJIe 3aKPBITOI YePEITHO-MO3TOBOM TPaBMBbI, YIITH-
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0a roJIoBHOro Mo3ra. MHOXeCTBeHHbIe MH(MAPKThI TOJIOBHO-
ro Mo3ra B 000uX noJyiapusix. ['emMatoreHHast TpoMOOpuIs,
TUIIEPrOMOIMCTEMHEMYSI, HOCUTETLCTBO TeHETUIECKMX IO -
MOP(MU3MOB CHCTEMbI T'eMOCTa3a (FOMO3UTOTHBIE TIOJIMMOP-
(bu3Mbl B reHaxX MeTUIIEHTeTparuapodoaTpeayKTa3bl, MH-
rMouTOpa aKTUBaTOpa Ila3MUHOIeHa- 1, aHTMOTeH3MHKOH-
BETUpYIOIIEro (hepMEHTa, FeTePO3UTOTHBIE TTOTMMOPMU3MBI
B reHax raMma-guopuHoreHa, uuroxpoma P450/2C9*/). Ha-
3HaYeHbl BUTaMUH B6 110 100 MT B cyTKH, (homreBast KUCIoTa
no 10 mr B cytku, BuTamuH B12 no 100 mr B cytku. B mocre-
JyIOILeM OTMedaJlach IOJIOXKUTe IbHAST AMHaMUKa. [Tpr KoH-
TposnbHOit MPT mpocnexuBacst KpOBOTOK IO cMHycaM. bbin
BBIMKCAH ¢ peKOMeH/Ialel premMa ButaMuHoB B6, B12, 6e-
TauHa. B mocsienyroieM ypoBeHb TOMOIMCTEMHA B KPOBU CHU-
swicst 1o 14,46%.

O6cyxpaeHne

BBumy oTCyTCTBUSI CKPpUHUHTA HOBOPOXICHHBIX Ha
TOMOIIMCTEMHEMHIO TOYHBIC TaHHBIC O YaCTOTE STOM I1a-
Tosjorun He m3BecTHBI. C 2023 1. HaYaT HEOHATAIbHBIN
ckpuHUHT B Poccuiickoit denepaini METOIOM TaHICM-
HOI Macc-CIIeKTPOMETPUH, BKIIFOYAIOIINI OIIpeaeIcHIe
YPOBHSI METMOHWHA B KpoBH. [lpu m3MeHEHUH ypOBHS
3TOTO ITOKAa3aTesIsI MOKHO KOCBEHHO CYIMTH O TOBHIIIC-
HUM YPOBHSI TOMOIIMCTENHA, IPOBOANUTH 00CICIOBAHUE
IUIST TIONTBEP-KICHUS AUAarH03a TOMOIIMCTEMHEMUH U Ha-
YUHATH JICUCHUE 3TON MaTOJIOTUH €Ille IO Pa3BUTHS KII-
HUYECKUX CUMIITOMOB (TPOMOO30B).

st craHmapTHOM AMarHOCTUKY TPOMOO30B ONPEeAesISIOT
TpoMOMHOBOE, TIpoTpoMOrHOBOe Bpemsi, AUTB, nporpom-
OMH, KOIMYECTBO TPOMOOILIMTOB B TIeprhepHUECKOIA KPOBH.
K crienigudaecknM aHaam3aM OTHOCSITCS KOJIMYECTBEHHOE
nccienoBanre D-mrMepa, orpeieieHre ypoBHSI TOMOILIMCTe-
WHa B KPOBU, TMAarHOCTHKA aHTU-(POCHOIUTIIHOTO CHHIAPO-
Ma, 1ccliegoBaHue TeHoB TpoMbodwiuu, K pacimpeHHbIM
metogaM oTHocsaTcst MPT u PKT mist amarHocTUKu Tpom-
0030B COCYIIOB TOJIOBHOTO MO3TA.

B nipeacraBneHHOM HAOIIONEHUM TUTICPTOMOIIMCTE-
WHEMUs SBUJIACh IPUUYMHON Pa3BUTHSI TPOMOO30B COCY-
IIOB TOJIOBHOTO MO3ra y 00JbHOTO. ['nIepromoncrenHe-
MUs y TIaIlMeHTa BO3HUKJIA BCIACACTBUE MyTallMii B TeHE
CBS (OMIM 236200). TpaBMa roI0BbI CIIPOBOLIMPOBA-
Jla TpoMO000Opa3oBaHue. B Hauale 3a00J1eBaHUSI BBISIBJICH
yImob roJJOBHOTO MO3Ta U Cy0apaXHOMIAIBHOE KPOBOU3IIH-
sHue. ['eMopparndeckue mapeHXMMaTO3HbIC OYard pa3BH-
BaroTcs y 35—39% mnauueHToB ¢ eHTPaIbHBIM BEHO3HBIM
TpoMb030M. U3 Hux y 24% orMevaeTcs cybapaxHOUIAIb-
Hoe kpoBoususiHue [16]. CuHyc TpoMOO3bI pa3BUBaIOT-
cs mocste TpaBM rosioBbl B 0,9% [17].
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Y onuckiBaeMOro nalreHTa OTMEYeHO U3MEHEHME T0-
KazaTeJieil CBepPThIBAIOILIE CHUCTeMbl KDOBU — CHIDKEHUE
aHTU-Xa-aKTUBHOCTU U HeKoTopoe TnoBbilieHue AUTB.
Bbutu ipoBeneHbI crieliuduieckre TeHeTUIeCKKe uccie-
JIOBaHMSI, YIUTHIBAs TO, YTO TPOMOO3 COCYIIOB TOJIOBHOTO
MoO3ra BO3HUK Yy peOeHKa.

CraHpapTHas Tepanusi epedpaibHOro BEHO3HOIO TPOM-
003a BKJIIOYAaeT Ha3HAUYeHME aHTUKOATYJISTHTOB, B TIEPBYIO
ouepenb HedpaKIIMOHUPOBAHHOIO TefapyuHa, 4YTo U ObLIO
IIPOBENICHO MPEICTAaBIEHHOMY MALIMEHTY C TIEPBBIX JHE 3a-
0oseBaHusl. BoaMoxHO, MpoBeaeH1e TPOMOOIUTUYECKOM Te-
panuuu [18, 19]. Femopparnyeckue mposiBIEHUS SIBIISTIOTCS
ITPOTUBOIIOKA3aHUSIMU K 3TOMY METOIy JieueHMsl. OnchiBae-
MOMY TALIMEHTY TAKKe BBOIVJIM CBEXE3aMOPOKEHHYIO Tl1a3-
My, cozepKariyio (hakTopbl CBEPThIBAIOIIEH CUCTEMBI KPO-
BU, YIUTHIBasi HAJTMUME Y HETO TeMOPParmIecKoro CHHApoMa
Hapsiay ¢ 1iepeOpaJbHbIM BEHO3HBIM TPOM0O030M. JlonomHu-
TeJIbHO ObLT Ha3HAYeH aHTUKOATYJISTHT HETPSIMOTO JeVCTBYSI.
TTocne yrouHeHus criennpUUecKuii MPUUMHBI 3a00J1€BaHUST
OBIJIO peKOMEHIOBAHO HaJaTh IpreM BUTaMiuHOB B6, B12,
(bonmeBoil KUCITOTHI U GeTarHa, YTO MPUBEJIO K CHIKEHUIO
YPOBHSI TOMOILIMCTEMHA B KPOBU.

VY naimeHTa nepBoHayaJIbHO ObLT BBISIBJIEH FeMOpparu-
YeCKMii yIIb 1 TpooMOMpPOBaHKUE COCYIOB FOJIOBHOTO MO3-
ra. B arom ciydae, BepossTHO, 000CHOBaHO Ha3HauYeHUE
CBEXXe3aMOPOXKEHHOU JOHOPCKOM MJ1a3Mbl, KOPPETUPYIO-
el MpollecC CBePThIBaHUS Y MalMeHTa. Takke ciaemyer
OPMEHTHUPOBAThCS Ha JTJAOOPATOPHbBIE MOKA3aTEeIM CBEPThI-
BalolIe CUCTEMbl KPOBU OOJIBLHOTO.

Ha doHe neyeHuss mpomoXKUTEIbHOCTh 3a00J1eBa-
HMSI B IPUBEIEHHOM KIIMHUYECKOM ClIydae He OTJInJaiach
OT JIUTePATYPHBIX JaHHBIX, COTIIACHO KOTOPBIM BEHO3Hasl
peKaHajau3alus HauMHaeTcsl B repBble 8 qHell Tepanes-
TUYECKON aHTUKOATYJISIIIMK Y OOJIBIIMHCTBA MAllMEHTOB
C LIEHTPaJIbHBIM BEHO3HBIM TpoMOO30M [6, 16].

Takum obpa3oM, peacTaBlIeHHOE HaOII0AeHUE ITOKa-
3bIBACT AKTYaIbHOCTh OOCIIEIOBAHUS IETEM JJIsI BBISIBIIE-
HMSI TTPEIPACIIONOXEHHOCTU K TPOMOOMDWINK. DTU Ucce-
JIOBaHUs BKJIIOYAIOT OMpeeieHe YPOBHS TOMOIIMCTEHA
B KPOBU C TOCJICAYIOIIUM OIpeie/ieHUeM MyTalllii B re-
He CBS. B rabnuue npeacranieH aJropuTM IMarHOCTUKHU
1 JIEUeHUsI TUTIEPrOMOLMCTEMHEMUU.

3ak/ouyeHne

CKIIOHHOCTh K TPOMOOOOPa30BaHUIO Y JETE TIpe-
MMYIIECTBEHHO CBSI3aHA C TCHETUICCKUMU (paKTOpaMH.
Jl1st mpeayrpexaeHust TpoMo0o0opa3oBaHusl, 00YCIOBIICH-
HOTO TMIIepProMOLCTENHEMUEN OOJIbIIOE 3HAYEHUE UMEET
pacIIMpeHHbII MACCOBBIN CKPMHIUHT HOBOPOXKICHHBIX Me-
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WccnenoBaHue roMOLMCTEMHA B KpoBu1

HpI/I IIOBBINICHUH YPOBHSA TOMOLIMCTEMHA B KPOBU

! ! |
Onpenenenue ypoBHst B12 | OnpeneneHue ypoBHs (hoMeBOi OrnpenesieHue ypoBHSI METUOHUHA B KPOBU METOIOM TaHJIEMHOM
B KPOBU KHUCJIOTHI B KPOBU Macc-CMeKTPOMETPUU
[Tpu necdunure [Mpu nedumre honuesoit [Tpu noBbILIEHNN YPOBHS [1py HOpMaTbHOM UJIM HU3KOM YPOBHE
BuTamuHa B12 KUCJIOTBI HA3HAYAIOT (DOJINEBYIO METHOHWHA METMOHMHA HazHavaloT bertauH getsim
Ha3HayaeTcst KHUCJIOTY 110 1—3 MT B CyTKM B to3e 100 Mr Ha KT Macchl Tejia
nperiapar B12 IO HOpMAaJTM3alluY TIOKa3aTest B CyTKH C BUTaMUHOM B6 1 dhosmeBoit
KUCJIOTOMN
Amnanus reHa CBS

[1pu BBISIBJIEHMM MYTaLlUN
B reHe CBS Ha3HA4alOT BU-
TaMuH B6 B BEICOKMX 10-
3ax (100 mMr B cyTK1

[Tpu HeaddekTuBHOCTU
ButamuHa B6 (B6-pe3u-
cTeHTHas (hopma) Ha3Ha-
YaloT CIelUaJIbHOE JIeued-
Hoe nuTaHue (OeJKOBbIe
cMmecu 6e3 METUOHKMHA)

TOIOM TaHAEMHOM MaCC-CIIEKTPOMETPHUHU C OIIPEACTICHUEM
YPOBHA METUOHMHA KaK ITPEAIIECCTBEHHNKA TOMOILIMCTECHA.
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