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1OIrbY «HaumoHabHbIf MeaUUMHCKWI MCCIeRoBaTENbCKUI LIEHTP JETCKOM reMaToiornm, OHKOIOruu Y UMMYHO-
norvm um. [imutpusi Porayesa>» MuHsapasa Poccun, Mocksa
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KoMbuHVpoBaHHbIA aeduunt BUTaMUH K-3aBUCUMbIX (DaKTOPOB SABMSETCHA KpaiHe penkon
naTosiornen CMCTEMbl CBEPTbIBAHUSA, OMMCaHbl EAMHWYHbIE Crydan B Mupe. [laHHas koarynonatus
TpebyeT audpdpepeHumanbHOro guarHosa ¢ reMopparmyeckor 60nesHbi0 HOBOPOMKAEHHbIX U
BTOPMYHOM Koarynonatuein Ha dhoHe maTonorun neyeHn. MMpoBOI NPaKTUKOWM NeyYeHns [aHHOro
reMopparuyeckoro COCTOSHWA SBASETCH MpUMeHeHWe BuTaMuHa K, (He 3aperucTpupoBaH Ha
TeppuTopun Poccuiickoit defepauuun), a Takke KOHLeHTpaTa npoTpoMOMHOBOrO KoMmmrekca. B
HacTosLen paboTe onmncaHbl KMMHUYECKWE MPOSABEHNUs, AMArHOCTVKa M cneuudmnyeckas Tepanus y
2 NauMeHTOB C laHHbIM ANarHo3oM. PoanTenu naumeHToB fav coracue Ha UCrosib3oBaHve MHopMaLmm,
B TOM umncne dpotorpachuin ieTel, B HayUHbIX MCCENOBaHUAX 1 NyBrMKaLmsX.

Kniouesble cnosa: peakue koarynonatm, KOMOMHUPOBaHHbIN AeuunT BuTammH K-3aBucmumbix
GPaKTOPOB, KOHUEHTPAT MPOTPOMBMHOBOI0 KOMISIEKCa, BUTaMuH K|

®ropuHckuin [.6. n coasT. Bonpochkl reMaTonorum/oHKonorum n uMMyHonatonoruu B neguatpun. 2022; 21 (1):
104-109. DOI: 10.24287/1726-1708-2022-21-1-104-109

Congenital combined vitamin K-dependent clotting factors deficiency:
case reports
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Congenital combined vitamin K-dependent clotting factors deficiency is an extremely rare bleeding disorder, a few cases have
been described worldwide. This coagulopathy requires a differential diagnosis with vitamin K deficiency bleeding of the newborn
and coagulopathy, associated with different liver disease. The world practice of treating this hemorrhagic condition is the use
of vitamin K, (not registered in the Russian Federation), as well as a prothrombin complex concentrate. This article describes
the clinical manifestations, diagnosis and specific treatment in 2 patients with this bleeding disorder. The patients' parents gave
their consent to the use of their child's data, including photographs, for research purposes and in publications.
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OMBUHMPOBaHHbIN feduunTt BUTaMnH K-3aBu-

CUMBbIX (PaKTOPOB ABAAETCH OAHWM U3 CaMbIX

penko BCTPEYaIoLLIMXCA reMopparnyeckux 3abo-
neBaHu — onucaHo He bonee 30 cnyyaeB Mo Bcemy
mupy [1]. [aHHbi gedmumuT XapakTepusyeTcsl CHuKe-
HueM akTmsHocTH I, VII, IX n X dbakTopoB cBepTbiBaHMS,
a Takxe npoTenHoB Z, C u S [2]. Bce aTu hakTopsbl
TpebytoT y-kapboKCMIMpPOBaHNSA OCTATKOB rMyTaMWHOBOW
KMCnoTbl Ana obecneyenHns CBA3bIBaHWA C KasbLMEM
M npucoegnHeHnsa kK docdonunuaHsiM MeMbpaHaM.
lMpouecc y-kapbokcunuposaHua KaTanuanpyeTcs neve-
HOYHOM y-rnyTamunkapbokcunason, TpebyoLlen peny-
LMpoBaHHOro BUTaMuHa K B KauecTBe KodpakTopa. Bo
BpeMsa y-kapbokcunuposaHua KH2 npespaliaertcs B
3MOKCUA BUTaMMHa K, KOTOpbIV BOCCTaHaBMMBaETCA A0
KH2 npu nomMowum ButamunH K-3anokcuapenyktTasHoro

KoMMnekca. HacnencTeeHHas AUCAIYHKLMA y-rnyTamMun-
kapbokcunasbl Unn BUTaMUH K-3MOKCMAPEnyKTa3Horo
KOMMMeKca NpuBOANT K CekpeLmn criabokapbokeunmpo-
BaHHbIX BUTaMWH K-3aBUCKMbIX (DaKTOPOB CBEPTLIBaHWS,
a Takxke npoTtenHoB C, S, Z u benkos, yyacTByOLUMX B
NMOCTPOEHUW CKeneTa: ocTeoKaslbLMHa U MaTpUYHOMO
Gla-6enka [3]. Bnepsble naHHoe 3abonesaHue Bbino
onuncaHo B 1966 r. B CeBepHo KaponvHe y ManeHbKom
OEeBOYKM, KOTOpas cTpafana OT MOBTOPHbIX KPOBO-
TEYEHWN C NepBON HEJENMN KU3HWU W Y KOTOPOW bbino
BbISIBNIEHO CHUeHne aktueHocTw II, VI, IX, X chakTopos
CBEpTbIBaHWs, HE CBA3aHHOE C BOMe3HbIO NeYeHn unm
Manbabcopbumeit [4]. Ha gaHHbIA MOMEHT M3BECTHO
2 reHa, KoTopble OTBETCTBEHHbI 33 AeUUMUT BUTaMUH
K-3aBMCUMBbIX (haKTOPOB: reH, KOQUPYIOLLMA y-riyTa-
Munkapbokcunasy (CGCX), pacrnonoseH Ha XpoMocoMe
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2pl2 v reH, OTBETCTBEHHbIV 3a BUTaMuH K-anokcuape-
nyktasy (VKORC1), pacrionoskeH Ha xpomocome 16p11.2
[5].

KnuHuueckas kapTuHa KoMbuHupoBaHHOro fedom-
uMTa BUTaMUH K-3aBUCUMBIX (DAKTOPOB LOCTATOYHO
BapuabesibHa ¥ 3aBUCUT OT aKTUBHOCTU AeULNTHBIX
hakTOpOB, UTO, B CBOK O4Yepedb, HaXOLMTCH NOL BUsA-
HMEM MOCTynneHna BuTammHa K ¢ nuiLen, cocTosHus
MUKPOCDIOPbI KULLEYHWKA U NEHETPAHTHOCTMU fedheKT-
Horo reHa [1]. Kak npaBuso, y NauMeHToB C aKTUBHO-
CTblo hakTopoB HUKe 5% remopparvyeckuin CUHLPOM
BbIPa)KEH AOCTATOYHO CUIBbHO M MOXKET MPOSIBUTLCS Y3Ke
Ha NepBON HEOENe XM3HU B BUOE XKU3IHEYIPOXKaIOLLMX
KPOBOTEUEHU B LIEHTPasIbHYI0 HEPBHYIO CUCTEMY WK
KPOBOTEUEHWIA U3 MYMOBUHHOIO ocTaTKa [6, 7]. Haubonee
4acTo BCTPEYAIOTCH KPOBOTEYEHUS U3 CIU3UCTBIX,
KOKHbI reMOpparnyecknini CUHAPOM, TaKKe OMnucaHbl
CInyYau reMapTpPO30B, ENYAOYHO-KULLEYHbIX KPOBOTE-
uenuin [3]. Ins nauneHToB Bonee cTapLuero Bo3pacrta
XapaKTepHbl KPOBOTEYEHUS BO BPEMSA ONEpPaTMBHbIX
BMELLATeNbCTB, a TaKKe npuemMa aHTMbakTepuasbHbIX
npenapaToB M3-3a CHUKEHHOW MPOAYKUMKM BUTaMUHa K
MUKPOBKOTON KuLeuHnKka [8]. HeremaTonornueckumu
MPOSIBIEHNAMM LaHHOT 0 fechuumTa ABNAIOTCSA CKENETHbIE
aHOManuu, TakMe Kak runonnasvsa Hoca, AMCnnasus
3NMM30B KOCTEN, CBSA3AHHbIE C TEM, YTO AUCCYHKLMA
y-rnyTamunkapbokcunassl NpuBOAMT K CEKpeuun
cnabokapbokcunupoBaHHbIX BEMKOB 0CTEOKanbUMHa U
mMaTpuuHoro Gla-6enka, Bbi3biBas CKENETHbIE aHOManmum
[9], Takse coobLuanock o criyyasx anacTUYecKon Nces-
[OKCaHTOMbI 1 ocTeornoposa [10].

IuarHocTuka gaHHOro KoMbuHMpoBaHHOMO pedu-
LUMTa LOCTAaTOYHO TPyAOeMKa v obbeMHa. [0 AaHHbIM
KoarynorpamMbl HabniogaeTca coyeTaHHoe yANMHeHue
aKTMBMPOBAHHOIO YacTWYHOro TpoMbonnacTUHOBOMO
BpeMeHn (AYTB) u npoTpombuHoBOrO BpeMeHu. Mpu
[anbHeWLIeM UCCMefoBaHUN aKTUBHOCTU OTAENbHbIX
dhakTopoB HabnopaeTcst cHuweHne aktueHocTu I, VII, IX,
X chakTopos. B nepsyio ouepenb TpebyeTca UCKNIOUNTL
3aboneBaHus, NPMBOAALLME K HapyLLEHWIO BCACbIBaHWS
BUTaMWHa K, Takune Kak BocrnanuTenbHble 3abonesaHus
KULLIEYHMKA, Lienuakus 1 6onesHu nedvexu (ecnu Habnio-
[AEeTCA TaKKe CHWKEeHWe akTuBHocTU V hakTopa, To
3TO YKa3sblBaeT Ha MOPasKeHMe MeyeHu, Tak Kak LaHHbIN
chakTop BbipabaTbiBaeTCA B MEYEHU, HO He SBNSAETCS
BuTaMuH K-3aBucuMbiM). B LienTpe uM. Omutpus Pora-
yeBa Habnioganucb NauMeHTbl CO BTOPUYHOWM BUTaMUH
K-3aBucuMon koarynonaTuem, OCOKHUBLLENCS BHYTPU-
YepenHbIM KPOBOU3MMSHWMEM, CBSI3aHHBIM C CMHOPOMOM
CEeMeWHOro BHYTPUMEYEHOYHOr0 XofecTasa 2-ro Tvna
[11]. Cxoxas KnMHUUeCKas KapTuHa HabriopaeTcs npu
TEYEeHUM remMopparmyeckon 60nesHN HOBOPOMAEHHbIX,
aMnupuyeckan Tepanua sutamuHoM K, (npenapat He
3aperucTpuMpoBaH Ha Tepputopun Poccuiickon ®epne-
pauuun) nossosisieT MOATBEPAWUTL UMM OMPOBEPrHYTH
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[aHHbli guarHos [12]. [Ins OKoHYaTenbHOro yCTaHoB-
NEHMA QMarHo3a PEKOMEHAYETCS MOUCK MyTaLMi B reHax
VKORCI1 v GGCX [13].

OcHoBOIN neyeHusa SBNAETCHA MepopasibHas Umnu
napeHTepanbHas 3aMecTuTenbHaa Tepanusa BuUTa-
MuHoM K, (npenapaT He 3aperucTpupoBaH Ha Teppu-
Topuu Poccuiickoit ®epepauun) [14]. Y 6onblumHcTBa
nauveHToB HabnogaeTcs xoTa bbl NapuManbHbIA OTBET
Ha [laHHYyl0 Tepanuio B BUAE MOBbLILLIEHUS aKTUBHOCTU
haKTOpOB ¥ NpekpaLleHns KposoTeueHuit [15]. AnbTep-
HaTWBOM, AOCTYMHOM Ha AaHHbIA MOMEHT B HaLLIen CTpaHe,
SBNAETCA NMPUMEHEeHe MeHagnoHa HaTpusa brucynbduTa
(cBemeHwit 06 achdeKTMBHOCTM 3TOMO Mpenaparta npu
[aHHOM 3ab0neBaHUM He MomnyyeHo) Mo KoHLeHTpaTa
NpoTpOoMBMHOBOrO KOMMfekca, copepskawero I, VII, IX,
X dhaktopbl B po3e 20-30 ME/Kr unu ceeske3amopo-
sEeHHyI0 nnasmy B gose 15-25 mn/kr [16].

Llenb paHHoM paboTbl — NpoaEMOHCTPUPOBATHL reTe-
POrEHHOCTb KIMTMHUYECKMX MPOSBIIEHUN Y NALMEHTOB C
KOMBWHMPOBaHHbLIM LedULMTOM BUTaMUH K-3aBUCUMBbIX
haKTOpOB, ANIUTESILHOCTb M TPYAHOCTb AMArHOCTMKM, a
TaKXe CMOXHbIN Nopbop TepaneBTUUECKUX OMNLUIA.

KIMMUHUYECKUE CITYYHAU

Ha 6ase LleHTpa uM. [IMutpua Porayesa Habnio-
palTca 2 naumeHTa-cubnuHra C yCTaHOBMEHHbIM
OMArHO30M: KOMBMHUPOBaHHbIN AedULUT BUTAMUH
K-3aBucuMbix hbakTopoB. Poautenu nauvMeHToB Aanu
corfacve Ha MCNofb3oBaHWe nHAOpMauuu, B TOM
uucne dpoTorpachuii feTen, B HayUHbIX UCCNEefOBaHUSAX
1 nybnmkaumsx.

KnuHnueckui cnyuan Nel

Manbuuk, 15 net, Bnepsble obpaTtuncs B Haw LleHTp
B 2017 r. B Bo3pacTe 11 net c xanobamu Ha NoBbI-
LUEHHYIO KPOBOTOYMBOCTb, MPOSABASIOLYIOCH NErKUM
BO3HMKHOBEHMEM 3KXMMO30B, HOCOBbIMW KpOBOTEYE-
HUAMU WU AUTENbHLIM KPOBOTEUEHMEM MOCHE yaareHus
3yba.

AHaMHes kunsHu: pebeHok oT 6-1 BepeMeHHOCTH,
npoTekaBLleh Ha POHe TOKCWMKo3a B | TpumecTpe,
obocTpeHusi NnuenoHedpuTa, HedponTo3a, poLbl 5-e Ha
42-1 Hepene, caMocTosTeNbHbIE, Be3 ocnoHeHnn. Poc
¥ pa3BMBancs COOTBETCTBEHHO BO3PacTy.

AHaMHe3 3aboneBaHuWA: C paHHero Bo3pacTa y
MarnbyMKa 0TMeyYaeTCs NEerkoe nosiBfieHne 3KXMMO30B
M remMaToM Ha poHe He3HauuTenNbHbIX TpaeM, ¢ 2016 T.
HabnopaeTca remaTypus, Takxe cTanu becno-
KOWUTb HOCOBblE KPOBOTEYEHUSI C MHTEHCMBHOCTLIO A0
HECKOSbKMX pa3 B Mecsl, MaKCUManbHOW ANWUTeNb-
HocTblo 0o 20 MuH — He Tpebosanu Bbi3oBa bpuragl
CKOPOWA MEOMLMHCKON MOMOLLM WM He MPUBOLAMMU K
aHemuu. B 2017 r. nocne camMonpov3BOSbHOrO yaaneHus
3yba Habniopanock anutensHoe (okono 12 u) KposoTe-
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yeHue 13 NyHkM 3yba, TakKe CTan HapacTaTb KOMHbIN
reMopparuyeckuii CUHAPOM: YBEMUYMIOCH KONIMYECTBO
3KXMMO30B, CTanu BO3HWKAaTb FreMaTOMbl, YTO 3aCTaBMUSIO0
poauTtenen obpaTtuTbCs B Haw LleHTp.
HacnepncTBeHHbIN aHaMHe3: faHHas CeMbsi ABMSA-
€TCA MHOrofeTHOW. eHeanormyeckoe APEBO CEMbM
npencTaBneHo Ha pucyHke 1. B ceMbe norubna cectpa
(6-11 pebeHok) B BospacTe 9 net (remodparounTapHbIit
nuMmdporucTmoumnTos, normbna ot BHYTpUUYEpPenHoro
KpoBouanuaHua). [lo 3aboneBaHns HeMlb3d UCKMIOUYUTD
peunavBupyloLLMe reMaTypum, nonyyana Tepanuio no
noBogy rrioMepynoHedppuTa, Ha dbOHe KOTOpOo 0TMeYa-
FIMCb KOXHasA Nyprypa v sKeJlyAoYHO-KULLEYHOE KPOBOT-
eyenue. Y ctapuieit cecTpsl (1-i pebeHoK) — nerkoe
NOSAIBNEHNE 3KXMMO30B, AJIUTENbHbIE KPOBOTEYEHUS
npu ccaguHax ¢ 4eTcTBa, y ee goyepu (nnemsHHMUA no
OTHOLLIEHMIO K NaLMEeHTy) — NOBTOPHbIE HOCOBbIE KPOBOT-
€UeHusl, Nnerkoe nosiBNeHMe 3KkxuMo3oB. [lBa cubca
MysCKoro nona (2-i u 3-it) — 3agoposbl. ¥ cecTpbl (4-i
pebeHok) ¢ 9-neTHero Bo3pacTa HabsloaaloTca NpoTeu-
HYpUWsi U reMaTypus, BbICTABMEH AMArHO3: XPOHUYECKUN
rnoMepynoHedpuT, TakKe CTpagaeT NnonnMeHopeen,
OPYrux NPOSIBNIEHUA reMopparMyecKoro CUHApoOMa He
0TMeyaeTcsi. Y MaTepu HabniopaloTcs NONUMMEHOpes,
NErkoe MosiBfieHNe 3KXMMO30B, 0BUbHOE KPOBOTEYEHWE
BO BpeEMS 6-X POAOB, KPOBOTEUEHWE U3 A3BbI sKENYOKa,
MOBbILLEHHAs KOMKHas KPOBOTOYMBOCTb, HEChpONTO3,
HapacTaloLlas noteps 3peHus Ha oba rnasa, HapacTa-

PucyHok 1

loLLlast noTeps cryxa cnpaga. Y npababyLuky no nuHum
MaTepu — NoBTOpHble rnbenu aeteit (6 ManbuMKkoB) Ao
Bo3pacTa 1 MecsAua. Takxe Mo NUHUKM MaTepu: aTepo-
CKIepos, caxapHbli onabert, y aaam — Tyroyxoctb. OTey
nauueHTa nornb (BHelwHWe npuumHbl). Y 6abylikm no
NWHWW OTLLA OTMEUYEHbI 3KXMMO3bl, PEKTasbHble KPOBOT-
EUEHUsI, HOCOBbIE KPOBOTEUEHMUSI.

[Mpn ocMoTpe nauueHTa obpawano Ha cebs
BHMMaHWe HanuuvMe CTUIrM OM33MBpuoreHesa, Takux
KaK MakpoTWs, LUMPOKO PaccTaBreHHble rNa3a, a TaKke
MHOMKECTBEHHbIE 9KXMMO3bl HA KOME HUKHMUX KOHEUYHO-
creit (pucyHok 2).

Mpu obcneposanmn B HMULL OFON vM. OMuTpus
Porauesa 6binu nonyueHsl cnepylowme nabopa-
TOpHble faHHble: B 06LLEM aHanM3e KpoBM y BOMbHOro:
remornobun — 115 r/n, aputpountsl — 4,26 x 10%%/n,
TpomBoumTbl — 353 x 10°/n1, neikoumtsl — 5,15 x 10°/n,
B Koarynorpamme: AYTB — 52,6 ¢ (Hopma 25,1-36,5 c),
dhunbpuHoreH — 2,37 r/n (Hopma 2—3,93 r/n), NpoTPOMBUH
no Keuky — 12% (Hopma 70-120%), npoTpoMbuHoBoe
Bpems — 65,8 ¢ (Hopma 9,4-13,7 c), TpoMbuHOBOE
Bpemsa — 22,9 ¢ (Hopma 15,8-24,9 c), MexnyHapoaHoe
HOpManu3oBaHHoe oTHoweHne — 5 (Hopma 0,8-1,2),
FIl - 12% (Hopma 79-131%), FIX — 30,4% (HopMa
65-150%), FV — 85,4% (Hopma 62-139%), FVII — 4,8%
(Hopma 50-129%), FX — 12,5% (HopMa 77-131%), FXI -
93,4% (HopMa 65-150%), FXIl — 83,8% (HopMa
50-150%), arperaums TpoMBOLMTOB C PUCTOLETUHOM —

"eHeanornyeckoe opeBo ceMbm BonbHoro. M3 nnuHoro apxumea I1.A. XKapkosa

Figure 1
Family tree of patient. From personal files of P.A. Zharkov
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PucyHok 2
TeMopparuuyeckve nposierexns (A, B) 1 BHeLLHWI BUA ManbumKa (B) ¢ KOMBUHMPOBAHHBIM NECOMLIMTOM BUTaMUH K-3aB1CH-
MbIx dhakTopos. POTO M3 NuHoro apxmea MN.A. Mapkosa
Figure 2

Bleeding symptoms (A, B) and general appearance by the boy (B) with congenital combined vitamin K-dependent clotting
factors deficiency Photo from personal files of P.A. Zharkov

78% (Hopma 55-100%), arperauus TpoMbouMTOB C
konnareHoM — 81% (Hopma 50-70%), arperauums TpoM-
bounToB Cc agpeHanuHoM — 63% (Hopma 50-85%),
arperauust TpombounToB ¢ apeHosuHandocgaTom —
49% (Hopma 25-65%), arperaumns TpoMBOUMTOB C
TpoMbuHOM — 79% (HopMa 50-100%), arperaums TpoMm-
BoUMTOB C HM3KOW KOHLeHTpauuen puctoueTnHa — 4%
(Hopma 0-10%), akTuBHOCTL chakTopa BunnebpaHpa —
115% (Hopma 50-150%), aHTureH dpaktopa Bunne-
6panga — 167% (Hopma 50-150%). Ons ncknioyeHus
npuobpeTeHHoro peduumnta BuTamMmHa K nposeaeHa
Tepanua MeHaguoHOM HaTpus BucynbdutoM. Mocne
[aHHOro Kypca B NMOBTOPHOM aHanu3e He Habnioganoch
MOBbILLEHWE aKTUBHOCTU AeduLMTHBIX dhakTopos: FIl —
7,9% (Hopma 79-131%), FIX — 16,6% (Hopma 65-150%),
FV — 75,1% (Hopma 62-139%), FVII — 1,3% (HopMa
50-129%), FX = 6,7% (Hopma 77-131%), FXI — 96,6%
(Hopma 65-150%), FXIl — 96,8% (HopMa 50-150%). Mo
AaHHbIM BUOXMMWYECKOro aHanmn3a KpoBw, UCCIEoBaHNUS
Kana Ha anacTasy, ynbTpasBYKOBOro WCCrefoBaHus
BpIOLLHOM NOIOCTM — AaHHbIX 33 MOPaXKEHWE NeYeHM Nosy-
yeHo He bbino, pebeHky bbin yCTaHOBMEH AMarHO3: KOMBU-
HMPOBaHHbIN feduUMT BUTaMWH K-3aBMCUMBIX (haKTOpOB.
B cBA3n ¢ HeaheKTUBHOCTLIO TepanMn MeHagMoHOM
HaTpus bucynbdoutoM B LleHTpe um. [IMnuTpusa Porauesa
Bbina cobpaHa BpauebHas KOMUCCHS, HA KOTOPOW MPUHATO
peLLeHve 0 MpPoBeAeHnn Buonornyeckon Npodbel ¢ yTunmn-
3aumeit BuTaMuHa K, (He 3aperucTpupoBaH Ha Teppu-
Topuu Poccuitckoin deaepaumnn) — UTOMEHaAMOH B 03e
10 Mr NoaKoskHO C nocnenyioLien OLEHKOW aKTUBHOCTH
chbaxTopoB uepes 6, 24 v 48 u (tabmmua).

Mpu npoBeneHnn faHHon Npobbl 0BHapYKEHO NOBbI-
LLUEeHMEe aKTUBHOCTU haKTopoB yepe3 24 y ¢ boicTpol
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Tabnuua
Mpoba ¢ BuTamMuHom K, 10 mr [1]

Table
Assay with Vitamin K, 10 mg [1]

Yepes Yepes Yepes

Mapametp by 244y 484y Pedepenc

Parameter After After After  Reference
6h 24 h 48 h

MpoTpoMbuHOBOE BpeMs, C o

Pr%th?ombin time, s P 67.1 217 32,6 9.1-121

MpoTpoMbuHOBbLIN MHAEKC, % _

Pr%th?ombin index, % 17,59 54,38 36,20 77-120

MesknyHapogHoe

HOpManu3oBaHHOe 5 68 1.86 278 0.7-1.3

OTHOLLIEHWE ’ ’ ’ T

International normalized ratio

AYTB, ¢

Activated partial thromboplastin 46,5 32,4 34,1 24,3-35

time, s

®unbpuHoreH, r/n o
Fibrinogen o/l 275 299 263 2040

yTpaTol oTBETa YsKe uepes 48 U OT MOMeHTa BBELEHUS.
MauneHTy bblna pekoMeH[OBaHa Tepanus KOHLEH-
TPaTOM NPOTPOMBMHOBOro KOMMJekca M3 pacuyeTa
1200 ME, BHYTpUBEHHO CTPYWHO, 3 BBEEHWS Ha 3NN30f,
n3 pacyeta 1 anu3opn B MecaAu. [Ins novcka Kaysa-
TUBHOW MyTauuu bbina B3sTa KPOBb Af1 UCCMEA0BaHUSA
C nomoLubio NnaHenu «fatonorus reMocTasa» MeTOAOM
NGS — MyTaumin He obHapysKeHo. 3annaHupoBaHo fasnb-
Helllee reHeTUYeckoe UCCreloBaHMe, HO OHO orpa-
HMYeHo MobunbHOCTbIO cembu. B mocrepyioweMm y
nauveHTa Habniofanuch BbIPaXXEHHbIN KOXHbIA FreMoppa-
FMYECKUN CUHAPOM, NMOBTOPHbIE reMapTPO3bl, 0bWIbHbIE
HOCOBbIe KpPOBOTEYEHWA, 3nu3odbl rematypuun. Ha
OaHHbIA MOMEHT MaLMeHT nonyyaeT NpodnIaKTUYeCKyIo
Tepanuio KOHLEHTPaTOM MPOTPOMBMHOBOro KOMMeKca
3 pasa B Hefdesio, Ha 3TOM (POHe KOIMYECTBO KPOBOTE-
YEHWI 3HAUUTENBHO COKPaTMIIOCh.
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KIIWHUYECKWUE HABNNIOAEHUA

Knunnueckumn cnyuan Ne2

[eBouka, 17 net, sBNsieTCA CECTPOM NEPBOro naum-
€HTa, Brepsable obpaTunack K rematosnory 8 HMULL IFOU
uM. [IMnTpusa Porauesa B 2018 r. ¢ skanobamu Ha rema-
TYPUIO 1 0BUNbHbIE MEHCTPYALIMM.

AHaMHe3 3aboneBaHusA: nNpu rocnuTanusauuu B
Hedoponoruyeckuit ctaumoHap B Bo3pacte 10 net B
MMaHOBOW KoarynorpamMMe Bbifio BbISSBIEHO CHUKEHME
npoTpoMbBuHoBoro nHaekca oo 21%, yonuHenve AYTB
0o 69 c. 13 npoaBneHnii KPOBOTOUMBOCTM B TEYEHUE
JKU3HW: C MOMEHTa MeHapXxe — 0bubHble MEHCTPYarbHble
KPOBOTEUEHUS!, TaKKe HEMOCTOSHHAsA remMaTypusi, B CBA3M
¢ yeM HabnogaeTcA HedpponoroM Mo NMoBOAY Hacnen-
CTBEHHOro HedppuTa (remMaTypuueckas dopma).

Mpn obcnepoBaHnM B remMaToflOrMYECKOM cTauu-
oHape no MecTy sutenbctea (2017 r.): HemocTosiHHOE
yMepeHHoe yanuHenne AYTB po 40,2 ¢, MexpyHaponHoe
HOpManu3oBaHHOe OTHOLLeHne — 2,52-5,63, npoTpom-
BuHoBoe BpeMsi — 28-64 c, chubpuHoreH — B npefenax
HopMbl. 1o gaHHbIM yNbTPa3BYyKOBOro MCCllefoBaHUA
BploLwHOM NOMOCTHU, BUOXMMUYECKOrO aHanu3a KpoBu:
OTKIMOHEHUI He BbISBIIEHO, 32 UCKITIOYEHNEM MOBbILLEHNS
KoHLeHTpauuu C-peakTneHoro benka (MakcMMarbHoO [0
undop 48 mr/n). B ceasm ¢ TeM, uto BpaT AaHHON Nauu-
EHTKM HabropaeTcs ¢ KOMBMHMPOBaHHBIM JeULMTOM
BUTaMUH K-3aBUCUMbIX (DaKTOPOB, LEBOYKE NPOBEAEHO
obcnenosanve 8 HMUL OMOWN um. IMutpua Porauesa:
AYTB - 42,2 ¢ (HopMa 25,1-36,5 c), npoTpoMbuHoBOE
Bpema — 37,9 ¢ (Hopma 9,4-13,7 c), npoTpoMBuH no
Keuky — 22% (Hopma 70-120%), TpombuHoBOE BpeMs —
24,8 ¢ (HopMa 15,8-24,9 c), dubpuHoren — 2,41 r/n
(HopMma 2-3,93 r/n), aktusHocTb FVII — 11,4% (HopMa
50-129%), aktueHocTb FIl — 13% (Hopma 79-131%),
akTMBHOCTb FIX 24,2% (HopMa 65-150%), aKTMBHOCTb
FX 8% (Hopma 77-131%). C y4eToM CEeMeiHOro aHam-
Hesa (TAmenblt KOMBMHMPOBAHHDIA AePUUNT BUTAMUH
K-3aBUCKMBIX (DaKTOPOB CBepThiBaHUsA y bpaTa) rexHes
3aboneBaHust paclLeHeH Kak HacneAcTBeHHbIN. [ns
MOWMCKa Kay3aTUBHOM MyTauuum bBbina B3sATa KPoBb ANA
MccrnenoBaHns C NOMOLLbIO NaHenu «flaTtonorus remo-
ctasa» metogoM NGS — myTauuii He obHapy»eHo. [pu
Pa3sBUTUM BbIPAXKEHHBIX KPOBOTEUEHWI MaLIMEHTKE TaKsKe
PEeKOMeH0BaHa Tepanus KOHLEeHTPaToM NpoTpoMbnHo-
BOIO KOMIJIEKCA — TSKECTb KPOBOTEUeHUI He TpeboBana
NPVUMEHEHNS AaHHOMO KOHLIEHTpaTa.

OBCYXXIAEHUE PE3YJIbTATOB UCCITELOBAHUSA

Ha npumMepe 3Tux 2 KNMHUYECKMUX clyvaeB bbina
NMPOAEMOHCTPUPOBAHA FETEPOrEHHOCTb KITMHUYECKUX
NPOSIBIIEHUIA FeMOpPParnyeckoro CMHAPOMa Mpu faHHOM
neduumnTe, a TakKe TPYLOEMKas U AUTeNbHasA AnarHo-
CTUKa. YunTbIBasi KpailHe pedKylo BCTPeYaeMoCTb 3TOro
HacneLCTBEHHOro peduunTa, He MpencTaBnseTcs
BO3MOKHbBIM BbIAE/IMTb KOHKPETHbIE CUMMTOMBI, YKa3bl-

BalolLMe Ha AaHHylo naTtonoruio. eMopparmyeckum
CMHOPOM MOXeT DbiTb BblpaMeH AOCTATOYHO CUIIbHO,
KaK B NMEPBOM KIIMHUYECKOM Cllyyae, — OLEHKa no
wkane Pediatric Bleeding Questionnaire — 19 6annos,
n TpeboBaTb aKTMBHOM remMoCTaTUYECKON Tepanuu
KOHLIEHTPaTOM (haKTOpOB, @ MOKET bbITb MeHee Bbipa-
YKEHHbIM, KaK y CMBfIMHra nepBoro nauueHTa, — OLEHKa
no wkane Pediatric Bleeding Questionnaire — 5 bannos,
n He TpeboBaTb NPOHUNAKTUYECKON 3aMECTUTENBHOM
Tepanuu. C KIMHUYECKOW TOUYKM 3pEeHUss OOQHWUM W3
MPU3HAKOB, KOTOPbIV MOXKET NMOMOYb 3aM0f03PUTb KOMBM-
HUPOBaHHbIN fechnumnT BUTaMuH K-3aBUCUMbIX (DaKTOPOB
CBEPTbIBAHWSA, SBMAETCA HaMMUME BO3MOMKHbBIX KOCTHBIX
aHOMasui, Bbl3BaHHbIX CMHTE30M fedhekTHOro Beska
ocTeokasnbunHa. OueHb BasKHbIM MOMEHTOM AWarHo-
CTUKM SIBMAETCA UCKIIOYeHne 3abonesaHnii neyeHn u
COOTBETCTBEHHO NpuobpeTeHHOro gedmunta BUTaMUH
K-3aBucuMbix pakTopoB. B onmcaHHbIX HaMu criyyasx
3TO MO3BONUNW CAeNaTb HOpPMalnbHble MOKasaTenu
BMOXMMMYECKOr0 aHanM3a KpoBWU MauUMEHTOB, OTCYT-
CTBUE CTPYKTYPHbIX U3MEHEHUM B MEYEHW NO [aHHbIM
YnbTPa3ByKOBOIrO UCC/IEA0BaHUSA, a TaKkKe HopMaribHas
aKkTMBHOCTb V dhakTopa, KOTOPbIM Takske BblpabaTbiBa-
€TCS B MEYEHH, HO He ABMAETCS BUTaMUH K-3aBUCUMBIM.
Takxe B Uensx BepudMKauUMM OMarHo3a PEeKOMEH-
LOBaHO MpoBefeHve Npobbl C MEHaHLWMOHOM HaTpus
bucynbcoutom 1 BuTaMuHoM K, (He 3apeructpuposaH
Ha TeppuTopun Poccuitckoin ®epepaumnn), B HalleM
cny4ae npoba ¢ BuTaMuHOM K, Bbinia nonoxuTesbHas,
YTO NMO3BOJIAET UCNONL30BaTh AaHHbIV MpenapaT B kaye-
CTBE reMocTaTuyeckoin Tepanuu. [laHHbIM npenapaT
KpaiiHe NpOCT B WCMOSb30BaHWU, UMEET HU3KYIO CTOM-
MOCTb 1 ero 3heKTUBHOCTb AOKa3aHa MHOMONETHUM
OMbITOM 3anapHbIX CTPaH B KayecTse MPOUNaKTKM
remMopparuueckoin 6onesHn HoBopoAeHHbIX [12], Ho
OH [0 CWX MOP He 3aperucTpvMpoBaH Ha TeppUTOpUM
Poccuiickoin ®enepaumu. lNpenapaTtom Beibopa ocTaeTcs
KOHLIeHTpaT NPOTPOMOMHOBOrO KOMMIIEKCA, B KOTOPbIM
BX0AAT Bce aecbmumntHble doakTtopsl: I, VII, IX, X. Mpu
ero NPUMEHEHUN HYXKHO YYUTbIBaTb KOPOTKUIA NEPUOA
nonyskunsuu VIl chakTopa, coctaBnsiowmin 4—6 4, uto npm
aKTVBHOM KPOBOTEUYEHUM MOXKET NoTpeboBaTh NOBTOPHbIX
BBELEHWI, @ TaKkKe BO3MOXXHOW TEPanUM KOHLEHTPaTOM
VIl dhakTopa.

3AKJTIOYEHUE

[na Bonee rnyboKoro NMOHWMaHUA TaKUX PEOKMX
Koarynonatuii u BbipaboTKM afeKBaTHbIX MOAXOLOB
K Tepanuu TpebyloTcA MHorofnieTHee HabniogeHne u
MesKk[lyHapofHas Koonepauusl B CBA3W C OYEHb HWU3KOM
BCTPEYaAEMOCTbI0 U FeTEPOreHHOCTbIO KITMHUYECKUX
nposienexHunit. OToenbHbIM acnekToM CTOMT BOMPOC peru-
CTpauuu Ha TeppuTtopumn Poccuinckon ®epepaumnm BuTa-
MuHa K 1 ero BHeApeHUs B PYTUHHYIO KIUHUYECKYIO
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MPaKTUKY B KauyecTBe NPOIMIIaKTUKN FreMOopparnyeckon
601€3HM BCEM HOBOPOXAEHHBIM, @ TaKKe BO3MOMKHOCTb
MCMNONb30BaHUS MPU BTOPUYHOM M HACMELCTBEHHOM
nedouumTe BUTAMUH K-3aBUCKUMBIX GHaKTOPOB.

UCTOYHUK ®UHAHCUPOBAHUSA
He ykasaH.

KOH®JIUKT MUHTEPECOB
ABTOpbI CTaTbW MOATBEPAUM OTCYTCTBUE KOHCDIIMKTA MHTEPECOB, O
KOTOPOM HeobXxoanMo COoobLLUTL.
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