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Tpombodunus — 3To reTeporeHHas rpynna HACTEACTBEHHbIX U MPUOBPETEHHBIX 30601EBAHMI 1 CUHLPOMOB, XAPAKTEPU3YIOLLMXCS MO~
BbILUEHHOW CBEPTHIBAEMOCTbIO KPOBM 1 BBICOKUM PMCKOM PA3BUTHS TOOMB03IMBOMYECKMX OCTIOXHEHMUI. Tpombodunus He siBnsieTcs 6o-
NE3HBIO B OBLLENPUHSITOM 3HAYEHMM, MOCKOMBKY HE UMEET KITMHMYECKMX MPOSIBNIEHMI O PA3BUTUS NEPBOrO TPOMBO3Q, HTO U 3ATPYAHS-
€T ee AMArHOCTUKY. [1pyu STOM TPOMBO3bI BHOCST CyLLECTBEHHbIN BKIAA B 06LiLyto 3060/1€BAEMOCTb M CMEPTHOCTb Y IETEN BCEX BO3PACT-
HbIX rpynn. B Hacrosiee Bpems BbISBNIEHO MHOXECTBO FEHETUYECKMX MONMMOP(M3MOB, MOBLILLCIOWMX NPEAPACTONOXEHHOCTb K
TpomMbooBpasoBaHmio, BKIOYas MyTaumn paktopa V (mytaums JleraeHa) u npoTpombuHa, a Takke NOAMMOPdHU3MBI FEHOB CUCTEMI
CBEPTHIBAHMS KPOBM M ponaTHoro uukind. K dpakTopam pucka paseuTitst TPOMBOTUHECKMX OCNIOXKHEHWI TAKXE OTHOCSTCA fAepUUMT Npo-
tentos C u S 1 HepocTatok aHTUTpombuHa Ill. Y HOBOpOXAEHHBIX AeTel OT MATEPEN C HACIEACTBEHHOM TPOMBOdUNMEN 3HAUUTENLHO
MOBbILIEH PUCK PA3BUTUS TUMOKCHM MIOAA M PASNMUHBIX MATONOTMYECKMX COCTOSHUIA M 3abonesanuit. Hanmnuue u covetanme pasnmy-
HbIX TEHETUYECKUX MOPKEPOB TPOMBOGUIMM MPUBOAMT K PASBUTUIO TMNEPKOATYNSLMOHHOTO COCTOSIHUS, YTO YBESIMYMBAET PUCK TPOM-
6oreMopparniyeckmnx ocnoxHeHui. [uarHoctuka Tpombopumm BKIIOYAET ONpefesieHue B nepByto oyepeab GaKTopos TPOMBOreHHo-
rO PUCKA: MOCTOSRHHBIX (FEHETUYECKMX /UK KNMHMYECKNX) M BpemeHHbIX (kauHuyeckx n/mnm nabopatophbix). B ctatbe npueeaeHs:
OCHOBHbIE FEHETUYECKME MAPKEPbI TPOMBOMUIMM, MEXAHU3MbI €€ PA3BUTUSA M METOL! AUATHOCTUKM.

Kniouesble cnosa: Tpombodunms, Tpomb03, runepkoarynsiums, HOBOPOXAEHHbIE AETH, GAKTOPLI TPOMBOTEHHOTO PUCKA, MONUMOP-
br3Mbl reHOB, AHTUPOCHONMUMUAHDBIA CUHAPOM, FEMONIUTUKO-YPEMUYECKMIA CUHAPOM, TMIIEPTOMOLIMCTEMHEMMS
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Thrombophilia is a heterogeneous group of inherited and acquired diseases and syndromes characterized by increased blood clotting and a high risk of throm-
boembolic complications. Thrombophilia is not a disease in the generally accepted sense, since it has no clinical manifestations until the first thrombosis, which
complicates its diagnosis. At the same time, thromboses make a significant contribution to the overall morbidity and mortality in children of all age groups. Current-
ly, many genetic polymorphisms have been identified that increase the predisposition to thrombosis, including mutations of factor V (Leiden mutation) and pro-
thrombin, as well as polymorphisms of the genes of the blood coagulation system and folate cycle. Risk factors for the development of thrombotic complications al-
so include deficiency of proteins C and S and lack of antithrombin I1l. Newborns from mothers with hereditary thrombophilia have a significantly increased risk of
fetal hypoxia and various pathological conditions and diseases. The presence and combination of various genetic markers of thrombophilia leads to the develop-
ment of a hypercoagulable state, which increases the risk of thrombohemorrhagic complications. Diagnosis of thrombophilia includes, first of all, the determination
of thrombogenic risk factors: permanent (genetic and/or clinical) and temporary (clinical and/or laboratory). The article presents the main genetic markers of
thrombophilia, the mechanisms of its development and diagnostic methods.
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B HacToswee BpeMsi M3BECTHO MHOXECTBO MyTALMIA
NONMMOPPHU3IMOB FrEHOB CUCTEMbI FEMOCTA3A, MOBBILLCIOLLMX PUCK
TPOMBOTUYECKMX OCIIOXHEHMI, OTHOCSLUMXCS K PAKTOPAM TPOM-
6oreHHoro pucka. Tpombodunms, KAk NPABMIO, AMArHOCTUPYET-
S NULWb NPU HANMYUK KIIMHUYECKMX NPOSIBIEHUI B Buae TpoMbo-
30B M/MAM OKYLWEPCKMX OCIOXHEHMM Yy HOCHTENeH yKa3aHHbIX
dbakropoe [1,2,3]. Mpu 3ToM BAHHOE COCTOSHWE 3HAYMTENBHO
YBENMYMBAET BEPOATHOCTb PA3BMTHS TAKMX FECTALUOHHBIX OCIOX-
HEHWI, KOK EeTONNALEHTAPHAsS HEAOCTATOYHOCTb, MPEdKIaM-
CcHsl, 300ePXKA BHYTPUYTPOBHOIO pocTa v aHTeHaTansHas ruberb
nnoaa [4,5,6]. Takxe ycTaHOBAEHO, 4TO B NEAMATPUYECKOM
npakTuke Tpombo3bl Hanbonee YACTO PErncTpUpyIOTCs y HOBO-
poxnaeHHbIx aeten [7,8,9].

C y4eTOM COXPaHSIOWENCS COLMANBHOM 3HAYMMOCTU TPOM-
6opuaMM 1 TPOMBOreMOPPATUHECKMX OCIOXHEHMI B COBPEMEH-
HOM 30PABOOXPAHEHMM MPEACTABSETCS GKTYQsbHbIM MPOBECTH
0630p COBPEMEHHOM NNTEPATYpPbI MO AAHHOM TEME.

Llenb: npenctaBuTb CUMCTEMATM3UMPOBAHHBIA NIUTEPATYPHBbINA
0630p PaKTOPOB TPOMBOrEHHOrO PUCKA, OLEHUTb MX BIMSHWE HA
TeyeHne GEPEMEHHOCTH M 3[LOPOBbE HOBOPOXAEHHbIX. bbin npo-
BefeH 0630p COBPEMEHHOMN OTEYECTBEHHOM U 3apybexHOM nuTe-
patypel. [Touck ocywecTBasncs no kNoYeBbIM CIOBAM «TpoMbo-
bunus», «Tpombo3», «runepkoarynaums», «tpombodunum y ae-
TeM», «PAKTOPbl TPOMBOTEHHOrO PUCKA», «MONUMOPPU3MBI re-
HOB», C Mcnomnb3oBaHuem 6a3 aanHbix PubMed, NIH, Scopus,
ResearchGate, PLOS Medicine, Springer Science, HayuHoit 616-
nuoteku elibrary.RU.

Uctopus nsyuenus tpombodunuin. B 1965 rogy O. Sre-
6eprom (O. Egeberg) 6bin Bnepsbie ONMCaH HACTEACTBEHHbIN Ae-
$uumnt antutpombuha lll, 4to crano otnpasHoi Touko B U3yde-
HUM PONU TEHETUYECKON MPEAPACTONOXEHHOCTH K BO3HUKHOBE-
Huio Tpombo3os. OpHaKo TepMuH «Tpombodunmns» Bbin BBEAEH
BcemupHoit opranmsaumeit sppasooxparenus (BO3) u Mexay-
HapoaHbIM oblecTBom no Tpombosy u remoctasy (International
Society on Thrombosis and Haemostasis, ISTH) nuws cnycta
30 net, B 1995 rony. K ToMy Bpemeru k HacneacteeHHow Tpombodu-
UM yXe OTHOCWIM, MoMMMO aeduumra antutpombuHa I, myTaumm
V koarynsumonHoro ¢aktopa (Mytaums Jleraena, factor V Leiden)
reHa npoTpombuHa, aeduumtel npotentos C u S, a Takxe aHTH-
dochonmnmaHbIA CUHAPOM, KOTOPBIM CTANI PACCMATPUBATLCS KAK
npuobpetenHas dopma Tpombodunmumn [2, 3]. Ha ToT moment
TPOMBOPHUIUS BOCIPUHAMANACH KOK COCTOSIHME, XAPAKTEPU3YIO-
LLEECs MOBBILIEHHON CKJIOHHOCTbIO K TPOMBO3aM, KOTOpble BO3-
HWMKQIM B PAHHEM BO3PACTE Y JIIOAEN C OTSTOWEHHBIM CEMEMHBIM
OHOMHE3OM, O TOKXE Y TeX, KTO CTPOAAn PeLMamBUPYIOLLUMM
TPOMBO3AMM, TAXKECTb KOTOPHIX HE COOTBETCTBOBANA M3BECTHBIM
nposoumpytowmm dakropam [3,10].

Mocnenytowpme UCCNEAOBAHMS 3HAYMTENBHO PACLUIMPUIM 3HAYE-
HUE TEPMUHA «TPOMBOMUNHS», BKIKOYMB B HEFO HE TONBKO MHOTOYMC-
NeHHble NOMMMOPH3MBI FEHOB, PEryNHPYIOLLME CUCTEMY reMOCTasa,
HO M pa3nuuHble rPynMbl 3a60NEBAHMMA, YCUIMBAIOLLME CBEPTLIBA-
€MOCTb KPOBH, K KOTOPbIM OTHOCHNK COXAPHBIN AMABET, OXMpeHHe,
QYTOUMMYHHbIE M MHPEKLIMOHHbIE 3060NEBAHMS, O TAKKE NOCNEACT-
BMSI BO3LEMCTBUS STPOrEHHbIX PAKTOPOB M MEAMKOMEHTO3HOM Tepa-
nuu [2,10]. Sto npueeno k rmnepanarHoctike Tpombodunum, Bcnes-
CTBME OTCYTCTBMSI YETKOrO PASTPAHUYEHNS MEXTY MOHSITUSAMM «TPOM-
6odunus» u «baktopsl TpomboreHHoro puckan [2,3].

B HacTosiwee spems nog tpombodunment noHnmaetcs cove-
TaHWe $paKTOPOB TPOMBOrEHHOTO PUCKA, MPOSIBASIOWEECS B BUAE
TPOMBOreMoOppPAruYeckMx OCnoxHeHui. [lpu 3TOM BbisiBIEHO
60nbLIOe KOMMYECTBO KOK MOCTOSHHLIX (NepcucTUpytowmx), Tak 1
BpeMeHHbIX (TpaHauTopHbix) $akTopos TPOMBOreHHOro pucka.

K nepsoit rpynne oTHocsaTcs MyTAUMKM M NOAMMOPPH3MbI FEHOB
CBEPTLIBAIOLLEN CUCTEMbI KPOBU M PEPMEHTOB GONATHOTO LKA,
AHTUGOCHONUMUAHDIA CUHAPOM, OHKONOrMYecKUe 3a60NeBaHMS,
MMEeNonponnbePATUBHLIE CUHAPOMbI, HOYHAS NAPOKCM3MANbHAS
remornobunypus. K epemerHbim paktopam npuHaanexar bepe-
MEHHOCTb M MOCNEPOJOBON NEPMOf, BAPUKO3HOE PaCLIMpeHUe
BEH, WHPEKLMOHHbIE 3060MEBAHMS, TPABMbI M XUPyprudeckue
emeliatenscrea [2, 4,11].

Ewe B cepeanre XIX sexka P. Bupxoseim (R. Virchow) 6bina
cpOpMYNMPOBAHA TEOPUs, COTNACHO KOTOPOIt Ansi pOopMUpPOBa-
HWsi TPOMB03a HEOBXOAMMO COYETAHME TPEX PAKTOPOB: HAPYLUE-
HWE TOKA KPOBM, MOBPEXAEHME COCYAA M runepkoarynsaums. S1a
TEOPMs, U3BECTHAS KaK «Tpraaa Bupxosa» nossonser u no Hactos-
LM MOMEHT OBBACHUTL MEXQHU3MBI BIUSIHUS PA3NMUHBIX GAKTOPOB
TpomMboreHHoro pucka Ha passutie Tpombosa [8, 11].

Mexanusmel runepkoarynsumm, obycnosneHHble reHe-
TMYECKMMU GAKTOPAMMU, ABMISIIOTCS BAXHBIMU M 3ACTYXMBAIOT
6onee nogpobHoro paccmotpehms. CornacHo OTe4eCTBEHHBIM
30pYBEXHbIM JIMTEPATYPHBIM AAHHBIM HaMBONbLIEE BAMAHWE HQ
bopMHpoBaHME TPOMBOreMOPParnieckux OCIOXHEHMIM OKA3bI-
BAIOT Nonnmopdusmsl reHos |, Il n V koarynaunoHHeix ¢pakTopos,
MHIMBUTOPA OKTMBATOPA MNa3MuHoreHa (ydacteyowero B dpub-
puHonuae), TpombounTapHOro peuentopa GUEPUHOTEHA 1 METH-
newtetparngpodonatpenykrasbl [1,2,3,5]. Mexannsmsr natono-
MYEeCKOro AEeMCTBUS M YOCTOTA BCTPEYAEMOCTH AAHHBIX NONMMOP-
buamos npeacraenens B Tabamue 1[1,2,3,5,10—18].

TakXe 3HAYMMO MOBLILLAIOT PUCK PA3BUTUS TPOMBOTUHECKMX
OCIIOXHEHUI TeHeTudeckn oBycnoBneHHble AedUUUTE NPUPOA-
HBIX QHTMKOArynsaHTOB — npoTenHos C u S, a Takxe aHTUTPOMBM-
Ha lll, natodusmnonornyeckoe AeicTBMEe KOTOPLIX OTPOXEHO B
Tabnmue 2 [1,2,3,11,12,19].

Tpomboremopparnyeckne oCNIOXHEHUS B CUCTEME «KEH-
LMHO-MIOLEHTA-NOAY», KOTOPbIe UIPAIOT KIOYEBYIO POfb B M-
arHoctike Tpombodunun. M3sectHo, 4to gaxe Bo Bpems pu3amo-
nornyeckon HGepeMeHHOCTU CUCTEMA FTEMOCTA3A XEHLLWHbI NpeTep-
NeBAET M3MEHEHMs UMNEPKOAryaLMOHHOTO XAPAKTEPd, HAMPAB-
NIEHHbIE HO YMEHbLUEHWE KPOBOMOTEPU B POAAX M MOCNEPOLAOBOM
nepuoge. DTU U3MEHEHUs CBSI3AHbI C YBENMYEHMEM QKTUBHOCTM
$aKTOPOB CBEPTLIBAHMS KPOBU M TPOMBOLIMTOB, HO POHE CHUXKEHMS
akTMBHOCTH pubpuHonusa u antukoarynsHtoe [6,20]. Mpu stom
coyeTaHne GU3UONOrMYECcKON rMNepKoarynsaumn y 6GepemeHHbx
XEHLUMH C MOCTOSIHHBIMM PpAKTOPAMM TPOMBOTEHHOTO PUCKA YBENM-
YMBAET PUCK PA3BUTHS TPOMBO30B B 4,5 pas, a Takke 3HaYUTENb-
HO MOBbLILIAET BEPOATHOCTb KYLIEPCKMX ocnoxHerni [3,6,11].

Mo AOHHBIM OTEYECTBEHHBIX M 3aPYBEXHBIX ABTOPOB, HAMM-
4Me rEHETUYECKMX MOPKEPOB TPOMBOPUANM 3HAUNUTENBHO YBENH-
YMBAET PUCK PA3BUTHS TAKMX OKYLUEPCKMX OCTIOXHEHMM, KAK npe-
SKIIAMMCHS, 304ePXKA BHYTPUYTPOBHOrO PA3BUTUS, NaALEHTAp-
HQAS HEAOCTATOYHOCTb, NPEXAEBPEMEHHAS OTCIOMKA HOPMATbHO
PACMONOXEHHON MAALEHTbI, COMOMPOWU3BONbHBINA BEIKMABIL M QH-
TeHaTanbHas rmbens nnopa [5,6,11].

Mpu 3TOM 3HAYMMBIMKM HOKTOPAMM PUCKA PA3BUTHS MPESK-
NIAMICHM M 3AAEPXKKM BHYTPUYTPOBHOrO PA3BUTUS MIOAA ABMSIOT-
cs MyTauun npotpombuta u JleiaeHa, a Takke Hanuuue nomu-
MOPdH3MOB reHoB MHrMBUTOpa akTueaTopa nnasmuHoreHa (PAI-1),
meTunentetparnapodbonarpeayktassl (MTHFR) u antudocdonu-
nuaHOro cuHapoma. [lns niaueHTApHOM HEeBOCTATOMHOCTU M
NpexaeBpeMeHHON OTCNOMKM HOPMANIbHO PACMONOXEHHOW nna-
LEHTbI 3HAYMMbI FOMO3UTOTHbIE NonMmopduambl reHos MTHFR u
PAI-I, xoTopble Takke MOBLILLAIOT BEPOSTHOCTb QHTEHATALHOM
mbenn nnoga u 6ecnnogus [2,3,6]. Cnepyet otmeTuTs, YTO 3T
AKyLWepPCKUe OCNOXKHEHUS MPUBOAAT K HAPYLIEHUIO MATOYHO-MNA-
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Tabnuua 1. Matoduamonorus 1 snMAEMUONOMHS NOAMMOPGHU3MOB FEHOB CUCTEMbI FEMOCTA3A
Table 1. Pathophysiology and epidemiology of polymorphisms of genes of the hemostasis system [1—3, 5, 10—18]

Haseawue rena, mytaums /
Gene name, mutation

len dpakTopa V Jlerpen
GI691A

len npotpombuHa (baktop
1)
G20210A

leH nHrbutopa
aKTMBaATOPQ
nnasmuHorena-1 (PAI-1)
4G/5G

leH
MeTuneHTeTparMapodonar-
penyktassl (MTHFR)
C677T

e ¢pubpurorena FGB
G455A

len TpoMbouuTapHoro
peuentopa $pubprHOreHa
GPllla 1a/1b

Leu33Pro

Matodusronorus n anuaemuonorms /
Pathophysiology and epidemiology

3aMeHa ryaHuHa Ha aaeHmH B nosuupn 169 1 npuBoauT K 3aMeHe aprHMHA Ha myTaMuH B nosuummn 506 Genkosoit
Lenu. 3Ta MyTaumsi BbILIBAET PE3UCTEHTHOCTL GaKTopa V K aKTMBMPOBAHHOMY mpoTtenHy C, OfIHOMY M3 OCHOBHbIX
bM3MONOrMHECKMX QHTUKOQTYIISHTOB, YTO NPUBOZMT K MOBBILLIEHMIO TEHEPALAN TPOMOMHA M TMNEPKOArysIsILM.
Yacrora myraumm Jerpera 4—15% B nonynsiumu, a cpeay nuu, ¢ BeHo3HbIMM Tpombo3amn 6—20% HaceneHus.

3aMeHa ryaHWHa Ha apeHWH B 3'-HenmepeBoanmoit (HekopWpyowen) obnacTi He M3MeHseT CTPYKTypy
6enka, HO MOBHILIAET SKCMPECCHIO MEHA, YTO MPMBOAMT K YBENMYEHMIO KOHLEHTPALMM MPOTPOMOMHA B
nnasme kposu B 2—3 pasa.

Yacrota mytaumu npotpombuta 0,7—6,7% B nonynsumm, a cCpeam L, ¢ BeHo3HbiMK Tpomboszamu 1—20%.

3ameHa mocnesoBaTensHoOCTM M3 nat ryanmHos (5G) Ha uetbipe (4G). D10 MameHeHWe npuBOAMT K
MNOBBILIEHHON TPAHCKPUMUMOHHOM OKTMBHOCTM F€HA, B Pe3ynbTaTe Yero yBENMYMBAETCS Npopykuus 6enka
PAI-1. TloBblleHHbI ypOBEHb BbI3bIBAET 4Ype3MepHoe WHIMbUpoBaHue ¢ubpuHonusa, crnocobcerays
$OPMMPOBAHMIO TPOMBOTUHECKMX OCITOKHEHMH.

Yacrota retepoaunrotHoro nonmmopduama B nonynsaumn 43,3—46, 1%, a roMO3UroTHOro BOpUMAHTa —
28,7—33,3%

3aMEHA LMTO3MHA HA TUMMH CHMXAET OKTMBHOCTb GEPMEHTA, HAPYLIAs MPEBPALLEHME TOMOLMCTEMHA B
METMOHMH M MPMBOAS K €ro HOKOMIEHMIO B KPOBW. [MNEProMoLMCTEMHEMMS OKA3bIBOET TOKCMYECKOE
BO3[EMCTBME HA SHOOTENMI COCYAOB, YTO CMOCOBCTBYET PABUTMIO SHAOTENMANLHOM AMCPYHKLMA. MyTaums
TAKXE MOXET BbI3bIBATb PE3MCTEHTHOCTL daktopa V k akTuBMposaHHoMy mnpotenHy C  uepes
B3AMMOJEMCTBUE C AKTUBMPOBAHHOM popmoi pakTopa V.
Yacrorta mytaumm MTHFR C677T 8—44,3% B nonynaupmm.

3aMeHa ryaHMHa Ha afeHuH B nosuumm 455 crnocobCTByeT MOBBILEHMIO AKTMBHOCTM T€HA M PA3BUTUIO
rnepdubpuHoreHemnn. YposeHb dubpuHoreHa cebiwe 5 r/n NpUsHAH 3HAYMMBIM BAKTOPOM pMUcKa
BEHO3HOTO TPOMB03a, YBENMUMBAS €r0 BEPOSTHOCTL Gonee YeM B 4 pasa.

[OMOBUroTHBIM MoNMMopdH3mM BCTpedaeTcs B nonynsyu ¢ yactotoi 2,8—10%, a reteposurothbii 3 1,4—40,6%.

3aMeHa NnenuMHa HA NPOoAMH B Mo3uumn 33 M3MeHseT CTPYKTypy 6enka, 4TO MPUBOAMT K MOBbILIEHMIO
arperaumMoHHo cnocobHOCTH TPOMBOLMTOB.
YHacrora romoaurotHoro nonnmopdmrama e nonynsumn — 1—2%, reteposurotHoro nonmmopduama 20,2—32%.

Tabnuua 2. Matodusnonorus u snnaemmnonorus LedUUMTA eCTECTBEHHbIX AHTUKOATYISIHTOB
Table 2. Pathophysiology and epidemiology of natural anficoagulant deficiency [1, 2, 3, 11, 12, 19]

EcrecteeHHble aHTMkoarynsHTbl/

natural anticoagulant

Heduumt npotenHa C
Heduumt npotenHa S

Hedunupmt atntpombuta lll

Matoduanonorus u snmpemuonorus /
Pathophysiology and epidemiology

Mpotenn C yuacteyer B unrnbuposarmm daktopos koarynsumu Va u Villa, a takxe B aktmsaumm
dubpuHonmsa. Mpu peduupte npotenHa C unu ero KodakTopa NpoTEMHA S AAHHBIE NPOLECCH
HOPYLLAIOTCS, YTO WM NPUBOANT K M3BLITOYHOMY TPOMBOOBPA3OBAHMIO.

Yacrora peduumra npotenta C cocraensier 0,15—0,4% B nomynsumu, a cpemu nuL C BEHO3HLIMM
Tpombozamu 3—6%.

Yacrota pedpuumnta npotemHa S cocraensetr 0,03—0,1% B nonynsumu, a cpeau ML C BEHO3HbIMM
Tpombozamm 2%.

Deduumt antutpombua Il MoxeT nposenaTses nMbo cHuxeHnem ero cunTesa (tun 1), nMbo HapyweHem
byHKUMOHANBHOM akTMBHOCTH (T1n I1), 4TO MPMBOAMT K HEAOCTATOYHOM MHAKTMBALWMM TPOMBMHA U haKTOpPOB
ceeprbiabus [Xa, Xa, Xla, Xlla, sanyckas HeperynmupyeMmyio aKTMBALMIO CBEPTLIBAHMS M M3GbITOYHOE
TpoMboobpa3soBaAHMeE.

Yacrora peduyra antuipomdmHa Il 0,02—0,2% B nonynsiuyn, a cpenmt mL, ¢ BeHoaHbiMK Tpombozamn 0,5—1%.

LeHTAPHOrO KPOBOTOKQ, YTO, B CBOKO OYEpefb, BbI3biBAET BHYTPH-
YTPOGHYIO TMMOKCHIO NAOAA, KOTOPAs MPOSBASETCS Y HOBOPOX-
neHHoro pebeHka B Buae LepebpanbHOM MWEMUU PA3NUYHOM
ctenenu Taxectn [4,21].

Mo AAHHBIM NUTEPATYpEI, B AETCKOM NPAKTMKE TPOMBO3bI HAK-
Bornee 4aCTO BCTPEYAIOTC B MEPUOAE HOBOPOXAEHHOCTH, CO-
crasnas 1,4—25 cnyuaes Ha 100 000 geteit B rog [7,8,9,10].
Mpu 3Tom ot 12 go 33% BeHO3HbIX TPOMBO30B Yy HOBOPOXAEH-
HbIX pa3BuBatoTCs Ha poHe Tpombodunum [7,8,22].

Takxe M3BECTHO, YTO HANAMYME MHPEKLMOHHBIX 3060NEBAHMM
NOBLILLAET PUCK Pa3BuTHs Tpombo3a B 7,2 pas 3a cYeT pa3BUTHA
YPE3MEPHOM MMMYHHOM PeaKLmMM, MPUBOASALLEH K MOBPEXAEHMIO

AETCKUE MHOEKIIU. 2025; 24(3) * DETSKIE INFEKTSIIFCHILDREN INFECTIONS. 2025; 24(3)

SHAOTENMS, OKTMBALMM CMCTEMbI FEMOCTA3d, BA3OKOHCTPMKLMM,
CHUXXEHMIO OKTUBHOCTU GUBPUHONM3A M MOBBILIEHMIO Arperaumm
TpombouuTos [7,23].

Haubonblyto counanbHyio 3HQYMMOCTb MMEIOT LIEHTPAsIbHbIE
BEHO3Hble TPOMBO3bI, perncTpupyemsie ¢ yactotorn 3—12 Ha
100 000 xuBopoxaeHHbiX peTei. Mcxoaamm BAHHOM rpynmnbl
4ACTO BNSETCS PE3nAyasnbHAs HEBPONOTMYECKAs CUMMNTOMATH-
ka (snunencus, remunapes), a B 2—24% $ukcnpyetcs netans-
He ncxog [7,8]. Pexe BcTpeuaetcs TpombB03 MoveyHbIX BeH,
KoTopbii pernctpupyetcs ¢ yactotoit 0,5 va 1000 rocnuranu-
3MPOBAHHbIX B OTAENEHWE PEAHUMALMM M MHTEHCHBHOM TEPA-
nuu HoBOpOXAEHHbIX [7].

ol
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Tabnuua 3. Knacendukauns geduumta Mpotenta C Ha ocHOBAHMM NABOPATOPHBIX AAHHBIX
Table 3. Classification of protein C deficiency based on laboratory data [1, 31—33]

Tun |

DyHKUMOHANBHBIN AepeKT:
— aktueauum npotenHa C

KonuyectseHHbiM

Hedext

Tun lla

Tun llb

DyHKupoHanbHbIA AedekT:
— CBS3bIBAHMS C CyBCTPATOM
— CBSI3bIBAHKE KODAKTOPOB

— GKTMBHOTO LEEHTPA MOJIEKYJTbI
P 4 — dbocdonunun/Ca?*
AHQNM3 aKTUBHOCTH
ChimxeHue CHuxeHue ChimxeHune

CBEPTLIBAHMS KPOBM
XpoMoreHHble TeCTbl ChimxeHue ChuxeHue Hopma
AHTUreHHbIe TeCTbl ChimxeHue Hopma Hopma
Tabauua 4. Knaccudukaumns aedpuumnra npotenHa S Ha 0CHOBAHMM NABOPATOPHBIX AAHHBIX
Table 4. Classification of protein S deficiency based on laboratory data [34]

Tun | Tun lla Tun lIb

Hedekr
AHQNM3bI HO OB AHTUIEH NPOTEUHA S

AHanU3bl Ha CBOBOAHBINA AHTUIEH NPOTEMHA S

[eMOSIUTMKO-YPEMMYECKMIA CUHAPOM SBRSETCS BefyLen npu-
YMHOM OCTPOro MOBPEXAEHMS MOYEK, COMPOBOXAAETCS NOMMOpP-
FOHHBIMM MOPAXEHUSIMM U BBICOKMM PUCKOM XPOHMYeCcKoit bones-
Hu nouek. MMpu obcnepoBaHMM AeTeit C remMonUTUKO-ypemuye-
CKMM CMHAPOMOM MONMMOPdHU3MbI TEHOB CUCTEMBI FEMOCTA3A Bbl-
asneHbl y 40% o6cnefsoBaHHbIX fETEH, YaLLe BCEro reTepo3uroT-
Hble nonumopduamel reros PAI-I, FGB, GPllla [24,25,26].

OuarHoctuka Tpombodunuin. HeopHosnauHas TpakToBka
AMArHO3a «TPOMBOHUIUS» YUEHBIMK, O TAKKE OTKPbITME MHOXE-
CTBA MYTAUMI M NOMMMOPGU3MOB FEHOB, YYACTBYIOLWMX B CHCTE-
M€ remMoCTasd, NPUBENM K CIOXHOCTM B AMATHOCTUKE 3TOMO 3a-
6onesanus. B HacTosiwee Bpems He pa3paboTaHbl efuHble Kiu-
HMYEeCKMEe PEKOMEHAAUMM MO AMArHOCTUKE M NeyeHuio Tpombo-
bUANK KaK y B3POCTbIX, TAK U y AETEN.

Heobxoanmo otmetnts, yto obcneposaHue HA Tpombopu-
JIMIO BKIIOYEHO B HEKOTOPLIE POCCUICKME KIIMHUYECKME PEKOMEH-
naumu. Tak, obeneposanne Ha Hanmume Mytaummn G169 1A B re-
He ¢akropa V, onpepenenne nommmopdusma G20210A npo-
TPOMBHWHA, onpeaeneHue B KPoBK AKTUBHOCTM aHTMTpombuHa I,
ypoeHs npotenta C 1 akTMBHOCTM NpoTenHa S, a Takxe onpepe-
neHue coaepXaHus aHTUGOCHONUMUAHBIX aHTUTen (aHTUTen K
KAPAMOIUMMHY W K 6eTa-2-ruKonpoTenHy) B KPOBM MOKA3AHO
NAUMEHTKOM, MIAHUPYIOLMM BEepPEMEHHOCTb C BEHO3HBIMM TPOM-
603MBONMUECKUMM OCTIOXHEHUSIMM B QHOMHE3E MW Y NALMEHTOB
C NpuBbIYHBIM HeBbiHaWMBAHWeM [27,28]. Mpu 3Tom naumeHTs ¢
Hanuumem MmyTaumu JledpeHa u/wnm  antudocdonmnmaHoro
CMHOPOMGO OTHOCSTCS K TPYyMMe BbICOKOrO PUCKA MO PA3BUTHIO
npeaknamncuu [29].

B nemnatpuueckoit npaktuke 06CnefoBAHME HA HANMYME M-
Taunn JleipeHa, npotpoMbMHa, NONMMOPGHU3MA reHa MeTUEH-
TETPArMAPOPONATPEayKTA3bl, O TAKXE ONpefeneHne ypoBHeM
aHtrTpombuHa lll, nporenta C 1 S nokasaHo ¢ uenbto onpepene-
HWS STUONOTUM CBEPLUMBLIETOCS TPOMB0O3a A/1sl NPEAOTBPALLEHHS
nosTopHbix Tpombo3os [30].

B Hactosiwee Bpems ans Bepudukaumm Tpombodunmmn uc-
NONb3ylOTCS PA3NUYHBIE METOAbI NABOPATOPHOM AMATHOCTUKM.
OCHOBHbLIM METOROM OMpefeneHns NOIMMOPPUIMOB M MyTALMI
FEHOB CMCTEMbl FEMOCTA3A SBMSIETC MOAMMEPA3HAS LernHas pe-
akuus B peansHom spemern [10]. Ouarnoctnka gedbuumta ecre-
CTBEHHbBIX OHTUKOQrySHTOB, TAKMX KAK aHTUTPpombuH I, asnsetcs
CNOXHOM 3QAAYEN M3-3a MHOXECTBA M3BECTHBIX EHETUYECKMX
BAPMAHTOB 3TuX Benkos. B ceasu ¢ Hannumem 6onee 200 renetu-

62

KonuyecrseHHbii
CHUXEH

CHUXEH

DyHKUMOHANBHBIA KonunyecteeHHbii

Hopma Hopma

Hopma CHuxeH

YECKMX BAPWMAHTOB MOMEKYNSPHO-TEHETUYECKAS AMATHOCTMKA B
PYTMHHOW NPaKTUKE He npuMmeHsieTcs. B knuHMueckol npaktuke
neduupmt antntpombura lll onpepensietcss ¢ nomoLbio MMMyHO-
JIOTUMECKMX TECTOB C OMPEAENEHNMEM YPOBHS OHTUIEHA M Koary-
NIONIOTUYECKMX QHANM30B, OCHOBAHHBIX HO XPOMOrEHHOM MEeToae
ANst OLEHKM aKTMBHOCTM Benka B npoueHTax [31].

Ouarnoctuka pedpuumta npotemna C HaumMHaeTcs € PyHKUM-
OHOSbHBIX TECTOB, TOK KAK CHUXEHWe ero ypoeHs Habniopaetcs
npu Bcex noatunax gebuumta. [ina pasnuuenns tunos | (cHuxe-
HWe KoHLeHTpaumu 1 aktueHocTh) u |l (dyHkumoHanbHbIi pedekT
NP1 HOPMQNILHOM YPOBHE) MOTYT MPMMEHSTBC OHTUFEHHbIE TeC-
Tbl, npeacTtasnenHsie B Tabamue 3 [1,31,32,33]. Oanako mx uc-
NOMb30OBAHKME B KIIMHMYECKOW MPAKTMKE HE sBRseTcs obssarens-
HbIM, TOK KAK TUM fepUUMTA He BIMSET HA BbIGOp nevebHOM Tak-
™km [1,32].

CospemeHHble nabopaTopHbie NOAXOALI NO3BONAIOT ONpeae-
naTb Kak obLwmit, Tak 1 cBoboaHbIi npoTenH S. B nocneanue rops
TpapuumoHHbie MeTodbl (Meton Jlopenna u ummyHodmoopec-
LEHTHBIA OHANM3) MOCTENEHHO 3aMEHSIOTCS Bonee TOYHBIMU Me-
TOAOMM NIATEKC-ArTIOTUHALMK, KOTOPbIE TAKXE MO3BONSIOT ABTO-
MOTU3UMPOBATL Npouecc. AHTUrEHHbIE TECTbl MPUMEHSIOTCS ANs
anbdepeHumanmm Mnos | u ll, Ho ux ncnonbaosaHKe orpaHKUuM-
BAETCS HAYYHO-MCCNEAOBATENBCKMMM LIENSMU U HE BAMSIET HA Bbl-
6op nevenus. Mpu amarHocTrke pepuumnTa NpoTenHa S TaKxe mc-
NoMb3ytoTcst PYHKLMOHATbHbBIE TECTBI B KOYECTBE OCHOBHOTO Me-
TOAQ, NpeacTaeneHHsbie B Tabmmue 4 [34].

Jla6opatopHas auarHocTka TpombodUnmMm BKIKOUYAET OLEH-
Ky COCTOSIHMS CMCTEMbI FEMOCTA3d, KOTOPAs MPOBOAMTCS C WC-
NoNb30BAHMEM CTAHAAPTHOTO KOArynorpagpuyeckoro Metoad M
NPUMEHEHUEM CMELMANU3UPOBAHHBIX METOLOB AMATHOCTMKM, TA-
Kux kak Tpombosnactorpadus u arperatometpus (4,20, 35,36].
MokasaTenu KoarynorpamMmsl MO3BONSIOT OLEHWTL OBLLYIO AKTHB-
HOCTb pOKTOPOB CBEPTHIBAHMS KPOBM, OTPAXAS COCTOSHUE MNa3-
MEHHOTrO 3BeHa remocrtasa. Tpombosnactorpadpusi nossonset
OXAPAKTEPU3OBATh NAPAMETPLI O6LLEN CBEPTHIBAEMOCTU KPOBM,
TAKME KAK XPOHOMeTpuueckyto koarynaumio (r + k, mm) u ctpyk-
TYPHYIO Koarynsaumio (MHaekc TPoMBOAMHAMWUYECKOTO MOTEHLM-
ana), nockosbKy AGHHBIM METOR QHANM3MPYeT CBOWCTBA PpUBPU-
HOBOTO CrycTka oT ero obpasosanus go nuaunca [4,20,35]. B Ha-
cTosiLee Bpemsi ocoboe BHUMAHWE yaensieTcs TPOMBOLUTApHOMY
3BEHY CMCTeMbl remocTasa. Tpomboanacrorpadus Takxe nosso-
NSeT OLUEHWTb KOAryAsHTHYIO akTMBHOCTL Tpomboumtos (KAT),

AETCKUE MHOEKIIU. 2025; 24(3) * DETSKIE INFEKTSIIFCHILDREN INFECTIONS. 2025; 24(3)
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NpoBOAs CPABHEHWEe nnasmbl, Goratol Tpomboumtamu, u bec-
TpombouutapHoit nnasmel [4,35]. [ns oueHku PpyHKUMOHANBHOM
M ArperaumoHHoO aKTMBHOCTU TPOMBOLMTOB UCMONb3yeTCs arpe-
raTOMETPHSsI, KOTOPAsi AHANM3MPYET MX CBOMCTBA C NMPUMEHEHWEM
Pa3AMuHBIX CTUMYnSTOPOB (aaeHoanHandocdaT, aapeHanmH, Kon-
naren) [4,20,35]. Ans onpeaenetust GbyHKUMOHAABHBIX CBOMCTE SH-
AOTENMUS COCYAMCTON CTEHKM MPUMEHSETC METOR, OLIEHKM PUCTOMM-
LMH-KOAKTOPHOM OKTUBHOCTH, KOTOPQSs OTPOXAET QaKTUBHOCTb
dakropa Bunnebpanpa [20,35]. KomnnekcHoe ucnonbzosarmne
METOA0B OLEHKM OBLieN CBEPTHIBAEMOCTU KPOBWM M COCTOSHMS
TPOMBOLMTAPHOTO 3BEHA FeMOCTA3a (KOarynsiHTHAs QKTMBHOCTb
TPOMEOLMTOB, QrperaTorpamma, PUCTOMMLIMH-KOPAKTOPHAS aK-
TMBHOCTb) NO3BONSAET NPOBOAUTL PAHHIOI AUATHOCTUKY MPOTPOM-
BOTUYECKMX COCTOSIHUM B CUCTEME «KEHLLMHA-NIALEHTA-NNOAY.

3aknoyeHue

y‘{MTbIBGSl BbICOKMﬁ pMCK TpOM6OTM‘-IeCKMX OCJIOXHEe-
HUW KAK gns 6epeMeHHbIX XEHLLMH, TaK M a1 HOBOPOXAEHHbIX
peteit, TPoMBOPUNMM COXPAHSIOT CBOIO AKTYANbHOCTb M MO HA-
CTOALMMN MOMEHT. COBpeMeHHbIe noaxopabl K AMArHOCTMKE TPOM-
604)14]11414 B CUCTEME «XKEHLWMHA-NNAULEHTA-NN0A» 3AKIKYAOTCY,
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BO-MePBbIX, B ONPEAENEeHUM NOCTOSHHBIX M BPEMEHHBIX GAKTOPOB
TPOMBOTEHHOrO PUCKA W, BO-BTOPbIX, B KOMMIEKCHOM OLEHKE Mo-
KO3aTenei CUCTEMbI FeMOCTA3a, COCTOSILEN M3 onpeaeneHus ob-
el CBEPTLIBAEMOCTM KPOBM M COCTOSHUS TPOMBOLUTAPHOrO
3BEHA remMoCTA3d, O TAKXE OLEHKY PUCTOMULMH-KODAKTOPHOM
OKTMBHOCTH, onpeaenstoller GyHKLUMOHANBHOE COCTOsIHME SHO-
TENNs COCYAMCTOM cTeHkU. MHOoXecTBO MyTauMit M nonMMopdus-
MOB reHOB CUCTEMbI FEMOCTA30, MOBLILIAIOLMX PUCK TPOMBOTHYE-
CKMX OCNIOXHEHMM, OTHOCALMXCS K PAKTOPAM TPOMBOreHHOro
pucka obycnaBaMBaAIOT reHeTHYeckoe obCnefoBaHME NALMEHTOB
c Tpombodunuamu. HecMotps Ha npoBefeHne MHOMOUMCIEHHbIX
MCCNeaoBaHMi BO BCEM MMPE, KACAIOLMXCS BONPOCOB HE TONbKO
PAHHEN AMArHOCTUKM, HO U MPOPUIAKTUKM TPOMBO30B NPU TPOM-
60dunmnmn, B HacToswee Bpemsi ocTaeTcs BoMbLOe KONUYEeCTBO
BOMPOCOB MO MPEAOTBPALLEHMIO BO3HMKHOBEHUS TPOMBOTHYe-
CKMX OCJIOXHEHMIM KAK B CUCTEME «KEHLLUMHA-MIALEeHTA-MIoAY,
TAK M OCNOXHEHUI YXe Y HOBOPOXAEHHbIX AeTel. B ceasu c uem
eCTb HeoBXOAMMOCTb NPOBEAEHUS ACNBHEMLIMX WMCCIEAOBAHMUM
Anst pa3apaboTKK ONpeseneHHoOro anropuTMa PAaHHEN AMArHOCTH-
KM TPOMBOTUYECKMX OCIIOXHEHUI Y AETEN, POOMBLUMXCA Y XEH-
WKH ¢ Tpombodunmeit.
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