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TpoMbouMTONEHMA SBNAETCS YaCTbIM rEMaTONOrMYECKM CUMIMTOMOM Y HOBOPOKAEHHBIX. 3THOMorms
HeoHaTanbHON TPOMOOLIMTOMNEHNN BapbyUPYyEeT OT PacnpOCTPaHEHHbIX NPUOBPETEHHbIX MPUYMH, TaKnMX
Kak MMMYHOONOCpefoBaHHasa TPOMBOLMTONEHNA 1 CENCUC, [0 PEAKNX BPOXKAEHHbIX CUHAPOMOB.
B KNUHMYECKON NpaKTWKe MOryT BO3HUKHYTb OOBbEKTUBHbIE TPYAHOCTW MPU BbIABIIEHWM MPUYUH
TpoMBouMTONeHNN y AETEN NepBOro MecaLa }KU3HK. YUeT BCeX reMaToNornMyecknx 1 HEreMaTonormieckmnx
XapaKTEePUCTUK HOBOPOXKAEHHOMO 1 YNTEHOB €ro CeMbM HE0BX0AMM ANs TOYHOW BepUdMKaLIMK AnarHosa.
B HacTosLLel paboTe npoaHanvanpoBaHa KoropTa u3 52 feTeit, pa3BuBLLXX TPOMBOLIMTOMNEHWIO B NEPUOL
HOBOPOKAEHHOCTW, 1 NMPOBELEHa PETPOCNEKTUBHAS OLIEHKA CMEKTPa BO3MOKHBIX KITMHUYECKMX ANarHO30B.
JlaHHoe nccneposaHne ofobpeHO HE3aBUCHUMbIM 3TUYECKUM KOMUTETOM U YTBEPIKAEHO pPeLLEHNEM
yyeHoro coseTa ®IbY «HMUL OFON um. Omutpus Porauesa» Munsppasa Poccuu. lMepuHaTanbHble
MHGOEKLMM M CENCUC YaCcTO acCOLMMPOBaHbI ¢ TpoMbouuToneHueir. IMMyHHble chopMbl TpoMbBoLmMTOoNeHUM
NO-NpeHeMy 0CTaIOTCA AMarHo3amm ucksioveHus. B 18 (34,6%) crnyuasx Ha OCHOBaHUM NPOBEAEHHOO
MOMeKyNsApHO-reHeTuYecKoro obcrnenoBaHus bbinv AnarHoCTMpPOBaHbI pefKue BPOXKAEHHbIE CUHAPOMBI,
accouvmnpoBaHHble ¢ TpoMbouuToneHnein. HecMoTpsA Ha pa3HoobpasHylo STMOMOrWIO, Ha NPaKTUKe
OCHOBHbIM METOJOM fleYeHNst TPOMBOLMTONEHNN B HEOHATONOMMWN OCTAeTCA NepenmnsaHne LOHOPCKMX
TPOMBOLMTOB C BBEiEHMEM BHYTPMBEHHOO UMMYyHOrNobynuHa unu 6es Hero.
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Thrombocytopenia of newborns: an observational study

E.V. Suntsova, E.V. Deripapa, E.V. Raykina, A.A. Mukhina, Yu.A. Rodina, D.D. Baydildina, L.A. Khachatryan,
U.N. Petrova, K.S. Antonova, Z.A. Abashidze, D.V. Fedorova, A.M. Kieva, M.A. Kurnikova, M.V. Gaskova,
A.A. Maschan

The Dmitry Rogachev National Medical Research Center of Pediatric Hematology, Oncology, Immunology of Ministry of Healthcare
of the Russian Federation, Moscow

Thrombocytopenia is a common abnormality in neonates. The etiology of neonatal thrombocytopenia ranges from common
acquired causes such as immune-mediated thrombocytopenia and sepsis to rare congenital syndromes. There may be objective
difficulties in identifying the causes of thrombocytopenia in newborns in the clinical practice. All hematological and non-
hematological features of a newborn and his family members must be taken into account for an accurate diagnosis. In our
study, we analysed a cohort of 52 children with thrombocytopenia developed in the neonatal period and retrospectively assessed
the range of their possible clinical diagnoses. The study was approved by the Independent Ethics Committee and the Scientific
Council of the Dmitry Rogachev National Medical Research Center of Pediatric Hematology, Oncology, Immunology of Ministry
of Healthcare of the Russian Federation. Perinatal infections and sepsis are often associated with thrombocytopenia. Immune
thrombocytopenias are still “diagnoses of exclusion”. In 18 (34.6%) cases, molecular genetic testing confirmed rare congenital
syndromes associated with thrombocytopenia. Despite various etiology, donor platelet transfusion with or without intravenous
immunoglobulin remains the main treatment method of neonatal thrombocytopenia.
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poMbouMTONeHNA ABMAETCSH YacToOW remaTono-

rmyeckov npobnemon HeoHaTanbHOrO Mepuopa

[1-5]. NsBecTHO, uTO NpomyKuUMs TPOMBOLMTOB
HaunMHaeTca NpubnusnMTensHO ¢ 5-1 Hefenu BHYTpUy-
TPo6HOro pasBuUTUSA, MNOCTENEHHO MX YMCIIO Yy NNoAa
MOBBILLAETCA M K KOHLlY NepBoOro TpuMecTpa AocTuraet
HOPMarbHbIX 3HaueHwni [1, 5, 6]. 300poBbIe AOHOLLEHHbIE
HOBOPOXAEHHbIE MMEIOT Takue e 3HayeHus uucna
TPoMBOLWTOB, Kak AeTH CTapLLero Bo3pacTa v B3pocsibie
(150-450 x 10%/n). Okono 4% 3[0POBbLIX LOHOLLIEHHbIX
AeTeit MOTyT UMeTb uncno TpomBoumtos < 150 x 107/n
[3]. Y HepoHoOLEHHbIX AeTel HabmiofaeTcs LIMPOKMIA
OVana3oH COAepsKaHua TPOMBOUMTOB MPU POXAEHUM
[1-3]. Kak npaBuno, TPoMBOUMTOMNEHNEN CUMTAETCS

CHWMKEHWE Yncna TPOMOOLIMTOB MEHee HUKHEN rpaHuLLbl
obuienpuHaToit Hopmbl (< 150 x 10%/n) [1, 4, 5, 71. B
HacTosiwee Bpems, cornacHo F. Rodeghiero, ans naum-
eHToB Nioboro Bo3pacTa 0 TPOMBOUMTONEHUN FOBOPAT
MPU CHUKEeHUM uncna TpoMboumtos < 100 x 10°/n [8].
Taskenas HeoHaTanbHasa TpombouuToneHWs onpepens-
eTcs npu uncne TpomboumTos < 50 x 10°/n [2, 4, 5, 71.
CHusKkeHWe uncna TpoMboLMTOB B CpeHeM BCTpeya-
etca y 1-5% Bcex HOBOpOXAeHHbIX [2, 7]. TpoMbBoumTo-
MEHNs MOSKET Pa3BUTLCSA BHYTPUYTPOBHO UMM B Nepeble
[HW Mocne POSKAEHUS!, U 3HAUYUTENBHO Yallle 0TMevaeTCs
cpeay HegoHoLeHHbIX (okorno 18,2%), ueM cpeam [oHO-
weHHbIx (0,8%) HoBOpOMAEHHbIX [2, 6]. BONbLWMHCTBO
NaLMeHTOB UMeIOT HETSKENYIO CTEMEeHb CHUKEHUS uMcna
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TpoMBoumnToBs. MakcuManbHas YactoTa (okono 20-50%)
HeoHaTafnbHON TpoMbouUTONEHUN onucaHa y AeTewn,
HaXOASALLUMXCA B TAMENOM COMATUYECKOM COCTOSIHUM, B
OTAENeHNAX MHTEHCUBHOW Tepanuu 1 peaHnMauum ans
HOBOPOXAEHHbIX [2, 4, 6]. Taskenaa TpomboLMTONEHUS
onucbiBaetcsa npumepHo y 20% Takux naumeHTos [6].
CTOMT OTMETUTb OTCYTCTBUE MPSIMON KOPPENALMM MEXKLY
TSXKECTHIO TPOMBOLIMTONEHUN U PUCKOM BO3HUKHOBEHWS!
KITIMHUYECKM 3HAUMMbIX KpoBoTeueHuit [9]. CepbesHble
KPOBOTEUYEHMUSI MOIYT Pa3BMBaTbCA Y HOBOPOMKAEHHbIX
Kak npw uucne TpombounTos < 50 x 10°/n, Tak n npw
HeTskerion TpomboumToneHun [10]. YactoTa passutus
KPOBOTEUEHWI NpU TAKeN0i TPOMOOLMTONEHWUN COCTaB-
nset okono 10-30% [2, 10, 11]. MomuMo uncna Tpombo-
LMTOB Ha PUCK Pas3BUTUS CEPbE3HbIX FEMOPPArnYeCcKMX
OCINOKHEHUI B HEOHATaNbHOM NEepPUOAE BMUSIOT MHOME-
CTBEHHble haKTOpbl: Manblii FreCTaLMOHHbIA BO3pacT,
HWU3Kas Macca U/Unu TaAmernoe coMaTUYecKue CocTo-
AHWE NpY POXAEeHUK, noaneskallee 3abonesaHue, remo-
OMHAMUYeCKMe HapyLUeHUsl U LieIOCTHOCTb COCYAUCTbIX
TKaHEN, a TakKe COBMafLeHWe HeCKOMNbKUX Npeapacro-
naraiowmx coctosHuid [5]. HeoHaTanbHas cMepTHOCTb
cpenu nauveHToB ¢ TpoMmbBouuToneHuen cocTasnseT
okono 10% [10-12].

Y HOBOPOMOEHHbBIX, TaK e KaK y feTei cTapLuero
BO3pacTa ¥ B3POCHbIX, CYLLECTBYeT iBa YHUMBEPCASIbHbIX
MEXaHN3Ma CHUKEHUSA Yncna TPOMBOLMTOB: NOBbILLEHME
OECTPYKLMW LIMPKYSIMPYIOLLIMX TPOMBOLIMTOB U CHUsKEHWE
VX MPOLYKLMM MEerakapmoLmMTaMm KOCTHOro Moara [2—-4].
B 6onbLumHCTBe cryyaeB npeobnafaloT NpuymHbI, NpUBO-
OsilLMe K fecTpyKuun TpoMbouuToB. OfHaKO € KIMHWYe-
CKOM TOUKM 3pEHUSI MHOTME CyYan TPOMBOLMTONEHWN B
HEOHATOJIOM MM XapaKTEPU3YIOTCA KOMIMSIEKCHON 3TUONO-
rMen, U, COOTBETCTBEHHO, MEXAHWU3MbI CHUKEHUA YnCna
TpomboumTos coyeTaloTcs [4]. Knaccudimkaums npuumnH
HeoHaTa/lbHOW TPOMBOUMTOMEHUN B 3aBUCMMOCTM OT
MeXaHW3Ma pa3BuTUs NpefcTaBnieHa B Tabmmue 1.

MopobHo ApyruM HeoHaTasnbHbIM COCTOSIHUAM TPOM-
BounTONEHUS B 3TOT Nepuon MoXeT BbiTb pe3ynbTaToM
He Tonbko 3abonesannsa pebeHka, HO v ABNATLCA Crneq-
CTBMEM psfa (PaKTOpPOB, BOBMEYEHHbIX B heTo-nna-
LLeHTapHO-MaTepuHCKoe B3aumopeicTteue [2]. Ha
CHWXeHWe uncna TPoMBOLMTOB Y HOBOPOMKAEHHOMO
BIIMSIOT MHADEKLMOHHBIE 3aboneBaHus MaTepu, NpUem
HEKOTOPbIX JIEKAPCTB BO BpeMsi bepeMeHHOCTH, NO3LHUNA
rectos (apTepuanbHas runepTeHsus, Npeakaamncus,
aKnaMmncusa 1 op.) u/unu naTonorvs NNaueHTsl, a Takxke
TpaHcnaLleHTapHas nepesaya LMPKYIMPYIOLLMX aHTUTEN
MaTepu [4—6, 11]. HekoTopble MeouMLMHCKME MpoLe-
OYpbl MOMYT BbI3bIBaTb CHUKEHWE UMCHa TPOMOOLMTOB
y HOBOPOXAEHHOro (dhoToTepanus, HanuuMe BEHO3HOro
KaTeTepa, 3aMeHHble TpaHcdpysun) [2]. MpuumnHbI TpoMm-
BoumToneHMn pasnuyaloTcsa B 3aBMCMMOCTM OT obLuero
KIMMHMYECKOrO COCTOSIHMA HOBOPOsKAeHHOro [2, 3]. ns
HELOHOLLEHHbIX LeTel XapakTepHa TPoMbBouUTOneHus,
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CBfi3aHHas C MnaLleHTapHOW HEQOCTaTOYHOCTBIO U IMMo-
KCWel B COYeTaHUM C He3penocTbio TpoMbouuTonoasa
W HU3KMM ypoBHeM TpombBonoaTtuHa [4]. Y 3popoBoro
pebeHka 6onee BepOATHbI UMMYHHblE dhOpMbI TPOMBO-
UMTOMNEHMM: TpaHcuMMyHHas (TU-TM), Hanpumep, Berea-
CTBME UMPKYNALMM MaTepUHCKUX ayToaHTuTen npu UTII
nnn CKB y matepu n ®PHAUT npu HecoBMECTMMOCTH
MaTepu v nnofa no TpoMboumnTapHbIM aHTUreHam HPA
[13]. Peske BCTpevaloTCs BPOMAEHHbIE (DOPMbI TPOM-
bounToneHun [14]. Y HOBOpPOKAEHHbIX, HAXOAALLMXCS
B TS)KEIOM COMaTUYECKOM COCTOSHUM, TpoMbouwnTo-
MeHUA YacTo Pa3BMBAETCH BTOPUYHO MO OTHOLLUEHMIO K
TeyeHwio nepuHaTanbHon nHdpekumm, HI3K, OBC, pecnu-
paTopHbIM Hapywenusam u ap. [3]. Lns spoxaeHHoro
NefKo3a He XapaKTEPHO M30/IMPOBAHHOE CHUKEHUWE
TpombouwnToB.

dTuonorns HeoHaTaNnbHOW TpoMbBouuToneHum
TaKXe OT/IMYaeTCs B 3aBUCMMOCTM OT CPOKOB €e
pa3eutus [4-6]. PaHHee pa3BuTMe TpoMmbouuUTONeHUM
(< 72 yacoB KM3HM) yallle aCCOLMMPOBAHO C OCIIONM-
HeHusiMM BepeMeHHOCTHW, MfaueHTapHOW HepocTa-
TOYHOCTbIO, PeTanbHOM TUNOKCUEN, 3a0EepPKKOW
BHYTPUYTPOBHOrO pPa3BnTMS, recTaumoHHbIM anabeTom,
npeaKnaMrcuein/aKknamncueit, BHyTpuyTpOBHON MHAIEK-
uvent, UTM y matepu n ®HAUT. Passutrve nosgHen
TpoMboumToneHnn (> 72 UacoB sKM3HWM) XapaKTepHO AJ1s
BakTepuanbHoOro unu rpubkosoro cencuca u/mnu HIK.
Mpu HekoTopbIX MHPEeKUUAX, peaknux Metabonmueckmx
HapYLUEHUAX W BPOMKAEHHbIX CMHAPOMaXx (KOCTHOMO3-
roBas HELOCTaTOYHOCTb, AedDeKTsl UMMyHUTETA U Ap.)
TPOMBOUMTONEHNA MOKET Pa3BMBATbCH B PasfnyHble
BpeMeHHble uHTepBasbl [3, 4].

OnuTenbHoCTb HeoHaTanbHOW TpombouuTo-
MeHWN, UCXOAA U3 BbI3BABLUMX €€ MPUYMH, pasnnyHa
(4-28 pHeit). TepaneBTMUYECKas TaKTUKa 3aBUCMUT He
TONIbKO OT yucra TPoMBOLUMTOB Y HOBOPOMAEHHOTO,
HO M OT BbIPAXEHHOCTW FeMOpparnyYeckoro CMHAPoOMa
n/Mnu Hanuuna DakToOpoB pUCKa ero pasBuTUA
[4, 7, 9-11]. B HeKoTOpbIX Cryyasx TPOMBOLMTONEHUS
MOXeT OKa3aTbCA PEe3UCTEHTHOW K MPOBOAMMOMY
neyeHuio M/MnNKM NepcUcTUPOBaThL Nocrie OKOHYAHWS
HeoHaTanbHoro nepuoga [11].

Taknum obpasoM, NpuHMMas BO BHUMaHWE LLMPOKWIA
CMEKTP HeoHaTaslbHbIX COCTOSIHWI 1 3aboneBaHui, a
TaKKe BO3MOMHOCTb COMETaHWUS HECKObKUX MPUYMH,
NPUBOAALLMX K CHUXKEHMWI0 yucna TpombouuTos, B
KITMHWYECKON MPaKTUKE MOryT BO3HWUKHYTb 0Obek-
TUBHbIE TPYAHOCTW MPU BbIABIEHUN 3TUONOMMN TPOM-
BouuToneHun y fetein nepBoro Mecsua kusuu. MHoraa
MOCTaHOBKa MPaBUIIbHOrO AMarHo3a MOMET 3aHWMMaTb
LSIMTENbHOE BpeMs 1 TpeboBaTb MPOBEAEHUSA CIOMHbIX
LUTOreHEeTUYECKUX U MOSMEKYNAPHO-FeHEeTUYECKNX
NCCrnenoBaHuni.

Llenb HacTofiLero uccnenoBaHUa — peTPOCNEK-
TUMBHAA OLEHKa CMeKTpa BO3MOXHbIX KIIMHUYECKMX
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ONarHo3oB y neten, pa3BuMBLUNX Tp0M60LI,VITOI'IeHVIIO B
nepnon HOBOPOXOEHHOCTH.

MATEPWANbI U METO[bl NCCNEAOBAHUA

B xome peTpocneKTMBHOro HabniofaTenbHoro Mysb-
TWULIEHTPOBOr0 UCCMENOBaHUA NPOBEAEH aHanu3 Meau-

LIMHCKMX LOKYMEHTOB MaLMEHTOB, Y KOTOPbIX B MNEPBbIN
MecsL KU3HKM Bbina AnarHocTuposaHa TpombouuTo-
nenusa (tTpomBountsl Huske 100 x 10°/n). [loKyMeHTbI
NauneHToB MOCTYNUAN ANS TeNeMefULMHCKNX KOHCY b~
Taumin B8 ®IBY «HMUL, OMOU vMm. OmuTpus Porauvesa»
MuHsgpasa Poccumn u3 34 MeQUUMHCKMX yupeskaeHuit (B
TOM uucne 13 24 nepuHaTasbHbIX LEHTPOB, POAMITbHBIX

Tabnuua 1
MpuumnHbl TpoMBoumMTONeHun (apantuposaHo u3 [2-4])

Table 1
Causes of thrombocytopenia (adapted from [2—-4])

TpombouuToneHms BcneacTBue NOBLILLEHHOW AECTPYKLUMKU TpoMboLuToB
Thrombocytopenia due to increased platelet destruction

NMMyHHbIe NpuYmHbI:
Immune causes:
MpuCyTCTBUE ayTOAHTUTES: UMMyHHas TpoMbouuToneHus (UTM), cucteMHas kpacHas BosiuaHka (CKB), Bupyc MMMyHoRedHLMTa YenoBeKa Yy
maTtepu
The preesence of autoantibodies: immune thrombocytopenia, systemic lupus erythematosus, maternal human immunodeficiency virus infection
MpucyTcTBUE annoaHTUTen: heTanbHas/HeoHaTanbHas annouMMyHHas TpoMbounToneHus (GPHANT)
The presence of alloantibodies: fetal and neonatal alloimmune thrombocytopenia
[pucyTCTBME NNIEKAPCTBEHHO-3aBUCHUMbIX aHTUTEN: MPUEM MATEPbIO MEAUKAMEHTOB
The presence of drug-dependent antibodies: maternal medication use
HenMMyHHbIe NpUYnHBI:
Non-immune causes:
McesnoTpoMBoumToneHns (arrnioTuHaumMsa TpOMBOLIMTOB in Vitro)
Pseudothrombocytopenia (platelet agglutination in vitro)
PecnvpaTopHbIi aMcTpecc-cuHApPOM, nepuHaTanbHas acuKcus, HeoHaTanbHbIM aCNUPALMOHHBIA CUHAPOM, 6oMe3Hb F1anMHoBbIX MeMbpaH
Respiratory distress syndrome, perinatal asphyxia, neonatal aspiration syndrome, hyaline membrane disease
BHyTpuyTpobHas 3anepxka pocta
Intrauterine growth restriction
[pesknamncus, aknaMmncus Matepu
Preeclampsia, maternal eclampsia
MHdpekums, cencuc
Infection, sepsis
HekpoTuyeckuin sHTEPOKONUT
Necrotizing enterocolitis
[lucceMMHMpoBaHHOE BHYTpUCOCYaMcToe ceepThiaHue ([BC)
Disseminated intravascular coagulation (DIC)
l'eMaHruomatos (cuHapom Kazabaxa—Mepputt)
Hemangiomatosis (Kasabach—Merritt syndrome)
Tawenas reMonuTuyeckas 6omnesHb HOBOPOKAEHHbIX
Severe hemolytic disease of the newborn
TpoMbBoTHYeckas MUKpOaHrMoNaTus: BPOsKAEHHas TPOMBOTUYECKAs TPOMBOLIMTONEHNYECKAs NYypPrypa, aTUMUYHBINA FEMOSTUTUKO-YPEMUYECKUI
CUHOpPOM
Thron’?botic microangiopathy: congenital thrombotic thrombocytopenic purpura, atypical hemolytic uremic syndrome
HeoHaTanbHbI TPoM603
Neonatal thrombosis
KapanonynbMoHasbHbI LYHT, 9KCTpakopnopanbHas MeMbpaHHas oKcureHaums
Cardiopulmonary bypass, extracorporeal membrane oxygenation
doToTepanus
Phototherapy
Monvuntemmns
Polycythemia

TpombouuToneHms BCeACTBUE CHUKEHHOW NPOAYKLUM TpoMboLuToB
Thrombocytopenia due to decreased platelet destruction

lMpnobpeteHHbie 3aboneBaHusA:
Acquired diseases:
BupycHble VIHCPGKLI.VIVI (BMpyC MMMyHOLebMLMTa YerOBEKa, LIMTOMErasnioBUpyC, KpacHyxa, BMFyC mpocToro repreca 6-ro TMna)
Viral infections (human immunodeficiency virus, cytomegalovirus, rubella, herpes simplex virus type 6
BpopoeHHbIN neikos
Congenital leukemia
'mcTnoumTos us kneTok fNaHrepraHca
Langerhans cell histiocytosis
HemnpobnacTtoma
Neuroblastoma
BpoxpaeHHbie 3aboneBaHus:
Congenital diseases:
XpoMocoMHble aHoManuu (cuHapoM LUepeluesckoro—TepHepa (MOHOCOMMS X-XpOMOCOMBI), Tpucomus 13, 18 u 21-i1 xpomocom)
Chromosomal abnormalities (Turner syndrome (X chromosome monosomy), trisomy 13, 18, 21)
BposkaeHHble TpombouuToneHumn (TAR-cuHapoM, MYH9-cuHopoM, cuHapom BepHapa—Cyribe, CMHOPOM cepbix TPOMBOLMTOB, CMHAPOM Mapy—
Tpycco/Skobeena (neneums 11q23) v ap.), 6onesHs Bunnebparaa 2B tvna
Congenital thrombocytopenia (TAR syndrome, MYH9-related disease, Bernard-Soulier syndrome, gray platelet syndrome, Paris-Trousseau/Jacobsen
syndrome (deletion of 11q23) and others), von Willebrand disease type 2B
CWHEPOMbI BPOXAEHHOW KOCTHOMO3MOBOI HEA0CTATOYHOCTH (aHeMMUst DaHKOHM, BPOXKAEHHbIN AYCKepaTos, aMerakapy1oLmTapHas
TpoMBouwToneHus, MECOM-cvHapoM u ap.)
In%lleritt]ed bone marrow failure syndromes (Fanconi anemia, dyskeratosis congenital, amegakaryocytic thrombocytopenia, MECOM-associated syndrome and
others
BposkaeHHble npeaneiikeMuueckue cuHapombl (RUNXI, ETVE, ANKRD26 v np.)
Hereditary preleukemic syndromes (RUNX1, ETV6, ANKRD26 and others)

* CuHopoManbHble hopMbl NEPBUYHOr0 MMMyHoRedmumTa (cuHgpom Buckotta—Ongpuda (X-cuenneqHas TpoMBounToneHms), cMHapoM

Iulskopaxu (neneums 11922) u ap.)

Syndromic primary immunodeficiencies (Wiskott=Aldrich syndrome (X-linked thrombocytopenia), DiGeorge syndrome (22q11.2 deletion) and others)
BpO)KJleHHbIe MeTabonunyeckune HapyLleHus [MeTMﬂMaJ’IOHOBaH auMpoeMus, KeToTuyeckas rimmunHeMna, nsosariepnaHoBas aLlM,EleMVIH]
Inherited metabolic disorders (methylmalonic acidemia, ketotic glycinemia, isovaleric acidemia)

OcTeoneTpos

Osteopetrosis
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AOMOB UMK OTAENEeHW  HOBOPOKAEHHBIX), HAXOAALLMXCS
B 29 ropopax Poccuiickon ®enepaumu, ¢ anpensa 2019 r.
no mioHb 2022 r. laHHoe nccneposaHne ogobpeHo Hesa-
BUCUMBIM 3TUYECKUM KOMUTETOM U YTBEPKAEHO peLle-
HueM yyeHoro coseta ®I'BY «HMUL, OIOUN um. OmuTpus
PoraueBa>» MuH3gpasa Poccum.

Bbiv cobpaHbl U NpoaHanM3vpoBaHbl CrieayoLme
LaHHble: HanpaBWUTEeSIbHble KITMHUYECKME [MAarHo3bl,
XapaKTepUCTUKM NauneHToB (MoJ, recTaunoHHbIil
BO3PacT, Macca NMpu POsKAEHWW, OLIEHKa No LuKane Anrap,
obLee COCTOSIHME MPU POKAESHUM, HAMUYMe CMMMTOMOB
nHdpekummn/cencuca/HIK, aHoManuin paseuTis 1 CTUMM
ovcambpuoreHesa, NPoBEAEHHbIE B POAAOME npodhunak-
TUYECKMe BaKLMHALUMM), akyLIEpPCKUit aHamHes (uncno
BepeMeHHOCTEW M POLOB y MaTepu, Hanuuve rectosa u
WHODEKLMIA, MPreM NeKapcTs, cnocob ponopaspeLuerus),
3aboneBaHua MaTepu, B TOM unCIie reMaTosIornyeckume
(UTN, HeyTOuHEHHAsA TPOMBOLIMTOMEHMSA, reCTaLMOHHas
TpoMbouuMTONEHUs U Ap.), ¥ CeMeliHbIi aHaMHes, reMa-
TONOMMYECKME XapaKTEPUCTUKM NaumeHToB (nokasatenu
reMorpamMbl, CPOKM BbISBIIEHWS TPOMBOLIMTONEHNM U ee
TAXECTb, BbIPAXXEHHOCTb FEMOPParnYyeckoro CUHAPOMa W
ero NposiBeHus), UCNOomNb30BaHHbIE BULbI NIEUEHUS.

Mpv NpoBeAeHWN 3a0UHbIX BpayebHbIX KOHCUIW-
YMOB Ha OCHOBaHUWM aHaMHECTUUYECKUX U KIIMHUKO-Na-
BopaTopHbIX JaHHbIX 0bcykpanacb anarHocTuyeckas
n neyebHaa TakTMKa BefeHus naumeHToB. [InA yactu
MaLMeHTOB B LENSAX YTOYHEHUSA reHesa pas3BUTUS TPOM-
BoumToneHnn BbiNo peKOMeHJ0BaHO BbINONHEHWE More-
KyNsApHO-rEHETUYECKOr0 UCCenoBaHus. B nocnenyioLlem
MPOBEAeH aHanu3 MosyyeHHbIX pe3ynbTaTos. pu obpa-
B0TKe OaHHbIX OLEHWMBANMUCh Pas3fiMuHble onucaTesbHble
CTAaTUCTUKM (ONA KOMUYECTBEHHbIX MEPEeMEHHbIX:
MWHUMYM, MaKCMMYyM, CpefHee 3HaueHue, CTaHmapTHoe
OTKIMOHEHWe, MefnaHa, Ans KaTeropuanbHbIX — YacToTbl
Y NPOLIEHTbI).

PE3YJIbTATbI UCCITIELOBAHUA

MpoaHanusupoBaHa nHdopMaumsa no 52 AeTam,
poavBLumMmcs B nepwopg ¢ niona 2017 r. no man 2022 r.
B HanpaBneHHbIX MEQWUMHCKUX AOKYMEHTax B BUAe
CaMOCTOATENbHbBIX KMUHUYECKUX UAU COMYTCTBYIOLLMX
OMarHo30B YKasblBaNINCh reMaToNornyeckue: «TpoMbo-
LMTOMEHMUS», «TPOMBOLMTONEHUSI HESICHOW 3TUOMOM K>,
«TPOMBOLMTONEHNA HEYTOUHEHHas», «MpexopsLLas
HeoHaTanbHasi TPOMBOLMTONEHNSA», «TPaHCUMMYHHas
TpoMBoUUTONEHUA», «NepBUYHAs TpoMboLMTONeHUs>,
«TpoMbouuToneHnyeckas nypnypa». CpegHuii Bo3pacT
MauMeHTOB Ha MOMEHT KOHCYMbTalUWW COCTaBSN
42 nHa (5 oHen — 3,4 ropa), 21 (40,4%) yenosek — neTu
nepeoro Mecsua usHu, 13 (25%) — 2-3 Mecsues,
8 (15,4%) — 4-6 mecsaues v 10 (19,2%) — crapwe
6 Mecsiues. Cpeny BOLLEALIMX B UCCREOBaHME NaLMEHTOB
Bbino 38 (73%) Manbumkos u 14 (27%) nesouek. Megumara
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recTauMoHHOro Bospacta — 38 (26—41) Henenb. MeaunaHa
Macchl Tena npu poskaeHun — 2700 (473-3840) r. [san-
uatb Tpu (44%) pebeHka poaMnUCh HELOHOLLIEHHbIMY,
M3 HUX C recTauuoHHbIM BO3pacToM < 28 Hepefb
(Macca Tena npu poxaenun 473-1110 r) — 3 pebenka,
29-34 venenv (Macca Tena npu poskaeHn 950-2730 1) —
8 neteit n 35-37 Hepenb (Macca Tena npu PoOsKAEHUM
2050-3500 r) — 12 peTeit. OLEHKa TAKECTH COCTOSIHUA
no wkane Anrap cooTsetctsosana 7 (1-8) 6annam
Ha 1-i MuHyTe n 8 (4-9) 6annam Ha 5-i MuHyTe. [Ing
34 peteit (B Bo3pacTe Mraawle 3 MecsLEB K MOMEHTY
obpalieHus) Gonee nogpobHO onMcaHbl COMYTCTBY-
loLLMe KnuHuYeckre npobnembl B Nepuof HOBOPOMAEH-
HOCTU. M3 Hux y 19 (56%) uernoBek oTMeueHbl runokcus/
acuKeKs, pecnMpaTopHbI AMCTPECC-CUHAPOM, OblXa-
TenbHaa HemocTatouyHocTb (N = 14), BpoxaeHHas
NMHEeBMOHUSA W/Wnu npuobpeTeHHas reHepanuso-
BaHHan BaKTepuanbHo-rpubkosas nHdekums/cencuc
(n =9, U3 HUX 6 KeTeit C NONOKUTENbHBIMU FEMOKYIIb-
Typamu Kl. pneumoniae, Ps. aeruginosa, A. baumannii,
E. aerogenes, St. epidermidis, C. albicans n 7 peten
¢ HOK), cepmeyHo-cocymMcTas HefOCTATOYHOCTb
(n = 6), HeBpOnOrMUeCKas CUMNTOMATVKA B BUAE CYHO-
POXHOrO CMHAPOMa (N = 2) M rMNOKCMYECKOro nopa-
SKEHUSA LieHTparbHOM HepaHol cucTemsl (LIHC) (n = 15),
YyacTb feTei bblam ¢ coYeTaHHbIMU OCIOMKHEHMAMU. Bo
BCeW rpynne M3 52 HOBOPOKOEHHBIX aHOMAsIMK, MOPOKM
pa3BuTUS Unu eHoTunnueckme ocobeHHocTn Bbinu
oTMeueHbl y 16 (30,8%) yenosek: BpOMKAEHHbIE MOPOKM
cepaua (edekT MexKenyaouyKoBON MeperopoaKu,
LedheKT MexnpeLcepLHOi NeperopoaKuM, runonasus
Lyrv aopThl, aHEBPU3Ma MeXNPeacepaHoi neperopoaKm)
(n = 7), MoueBbinenuTenbHoit cuctemsl (Merayperep,
MMenoaKTasusa, rmapoHedpos, KNUCTO3Has OMCNIasus
nouek, runocnaaus) (n = 7), aHomanuu ckeneta (MUKpo-
rHaTUA 1 pacLLenunHa TBepaoro U Markoro Heba, nyyesas
KocopykocTb) (n = 2), Tyroyxoctb (n = 1), aTpesus
12-nepcTHoit knwkK (n = 1), ouadpparMasnbHas rpbixa
(n = 1), remaHrnoma (n = 1), a TakKe Manbie aHOManuu
Pa3BUTWS UMK HEYTOUHEHHbIE CTUMMbI AMC3IMbpUoreHesa.
B ponnome nnaHoBas npodounakTnyeckas BakUmMHaLMA
NPOTWB BMPYCHOro renatuTa B npoBegeHa 8 nauneHTam
n BLIXK — 4 peTam.

B nccnepoBaHHoM rpynne netu 6blnu poMAeHbI
oT 2-i (1-8-i1) bepeMenHocT u 2-x (1-5-x) ponos.
PonopaspelueHne nocpeacTBOM KecapeBa CeYeHus
npousseneHo B 26 crnyvasx. B akywepckoM aHaM-
He3e oTMeueHbl Mo 1 cnyyaw CaMOMNpPOW3BOSILHOMO
abopTta u 3aMeplen bepemeHHocTU. B 2 cnyuasax
BepeMeHHoCTb Bbinia MHoronnogHas (oaHa B pesynb-
TaTe 9KCTPaKOpnopanbHOro onnoaoTeopeHus). Bo
BpeMsi BepeMeHHOCTM y MaTepel 0TMeYanucb NposiB-
NeHnst paHHero Tokcukosa (n = 9) u npeaknamncus
(n = 3), npu3HaKK1 yrposbl CaMomNpPON3BONbHOr0 Npepbi-
BaHusi bepeMeHHOCTH, (heTo-NnaueHTapHoM HefocTa-



OPUTMHAJNIbHBIE CTATbU

TOUHOCTM U runokcuum nnopa (n = 11). Bbicokuit puck
XPOMOCOMHOW MaToforMn Nfoga npu CKPUHUHIOBOM
UCCMEeNoBaHMN AMArHOCTUPOBaH B 3 crydasx (netu poau-
nucek ¢ cuHapoMoM flayHa). Y 4 MaTepeit Ha pasfnnuHbIX
cpokax BepeMeHHOCTH (4-36 Heperb) Bbino 3a00KyMeH-
TUMPOBAHO HaNMuMe HOBOW KOPOHABMPYCHOW MHADEKLIMK
(6e3 remMaToNoOrMUYeCKUX OCIIOKHEHWI — 3 clyvas,
passuTUe BrepBsble BbiBReHHoW UTM — 1 chyyvait).
Take y MaTepei onucaHbl TYroyxocTb M Ncuxuue-
CKoe HapyuieHve — no 1 cnydato (ceMbu He gooberne-
poBaHbl). Mpu oLeHKe CeMeNMHOro aHamMHesa BbISBMEH
1 cnyyait 6rimskopoacTeeHHoro BGpaka (pebeHok poauncs
C aMerakapuouMTapHoit TpoMbBoumToneHunen), 3 cryyas
MMafeHYeCcKon CMEPTHOCTU B CeMbsX (M3 HUX ofHa
CeMbsl MasibuMKa C CUHAPOMOM Buckotta—0Onppuua).

OpuHHapuaTb MaTepei UMenu remMaTonornyeckui
aHaMHes, Habniojanucb U/unu nonyyanu neyexue B
cBA3u ¢ TpomboumToneHuen. Cpean Hux B pemuccum LTI
(HopmanbHoe uucno TpoMbounToB B nepuop bepemeH-
HOCTM M pofoB) — 4 MaTepu, passuUTUE BrepBble BbisB-
NeHHoi nocTrosuaHoi UTM (TpoMbounTbl 6 x 10%/n,
NMPOBEAEHO fleYeHne KOPTUKOCTeponaamMn U BHYTPU-
BEHHbIM WMMYHOrNO6YNMHOM) Ha NO3OHWUX CpOKax
BepemeHHocTM — 1 criyyain, rectaumoHHas TpoMbouuTo-
nexns (Uncno TPOMBOLMTOB HEM3BECTHO) — 2 JKeHLLMHI,
BpOKAeHHas TpombBouuToneHus (uncno TpoMboumnTos
80-90 x 107/n, TOUHbIA AMArHO3 yCTaHOBMIeH nocre
obcnenoBaHust pebeHka) — 2 MaTepu, HeyTOUHEHHas
TpombouuTtoneHus (TpomBoumTbl 80-90 x 10°/n) —
2 weHLWMHbl (reHeTuueckoe obcnenoBaHue He BbIMos-
HeHo). OTArOLLEHHbIH aHaMHe3 B CeMbsX No TPoMbo-
UMTOMEHWUMU U/UNN KPOBOTOUMBOCTH Y POACTBEHHUKOB
(nomMuMo MaTepeit) BbiiBReH y 3 [eTei, U3 HUX Y
2 YenoBeK OnucaHbl N0 OJHOMY Cry4Yalo YMEpPeHHOoN
TpoMbBOLMTONEHUN M NPEApPacnofOMEHHOCTN K obpa-
30BaHMIO0 CUHAKOB Yy Apyrux aeten (0be ceMbu He Bbinn
poobcnenosatbl).

PaHHsAs (< 72 yacoB %u3HW) HeoHaTanbHasi TPOM-
BoumToneHus boina BoiseneHa B 41 (79%) cnydae, us
HUX Cpasy MpW POXAEHUN UMK B NEPBbIE CYTKN KNU3HWN —
29, v nosgHaAa (> 72 vacos wusHu) — B 11 (21%)
cnyvasx (Ha 4-15-e cyTKu ®u3Hu). Y 48 nauneHTos
(nns koTopbIX BbiNa KOCTYNHa NoapobHas MeauLMHCKas
nHdpopMauws) nNpu NepeoM oBHapyMeHWU NaTosnorum
uncno TpomboumnToB cocTasuno MeHee 30 x 10°/n -y
14 (29%), 30-50 x 10°/n -y 14 (29%) v 50-100 x 10°/n -
20 (42%). MuHMMarbHble 3HaueHWs TPOMBOUMTOB 3a
nepvoa HabrnoaeHns y NofaBnAoLLEero YnCna NauMeHToB
COOTBETCTBOBANM TAMKENON TPOMBOLMTONEHUN: MeHee
30 x 10%/n—y 36 (69,2%), 30-50 x 10%/n -y 11 (21,1%)
1 50-100 x 10°/n —y 5 (9,6%). MeauaHbl uncrna TpoM-
BOUMTOB Yy AOHOLLEHHBIX U HEJOHOLUEHHbIX AeTei Bbinu
ConocTaBuMbI: cooTBeTCTBeHHO 16 (1-74) x 107/n u
18 (6-87) x 10°/n. ¥ 3 u3 21 nauueHnTa, Habniogas-
LWerocs B POAWIbHBIX AOMax MMM MepuHaTanbHbIX

LleHTpax, Ko BPeMEeHW KOoHCynbTauuin uncno Tpombo-
LMTOB AOCTUINO HOPMASbHbIX 3HAYeHU. KIMHUYEeCKM
reMopparnyeckuiti CUHLPOM OTCcyTCcTBOBan (Mnu He
BbI1 ONMcaH B MEAMLMHCKMX aokyMeHTax) y 13 (25%)
naumeHToB npu uncne Tpomboumtos 12-56 x 10%/n.
KoxHbI reMopparnyeckuin CUHOPOM MPUCYTCTBOBAI y
30 (57,7%) naumeHTOB, U3 HUX Y 17 — M30/IMPOBAHHBIA
npu uucne Tpomboumutos 8-76 x 107/n. B 22 (42,3%)
KIMHUYECKUX Cryyasx Habnioganacb KpOBOTOUYMBOCTb
3 Pa3nnyHbIX aHAaTOMUYECKUX UCTOYHUKOB W Pa3nnyHO
CTeneHun TSKeCTU. Y 6 feTeit 0TMeYanucb KPOBOTEUEHUS
13 2—3 nctouHnkoB. Hanbonee yacTo B nccrnengoBaHHOM
KOrOpTe OMMUCaHbI EeNYA0UHO-KULLEYHBIE KPOBOTEUYEHHS
(n = 12; 23%) npw uucne TpombouuTos 5-45 x 10°/n
1 kposomsnuanua B LIHC (n = 8; 15%). Crniyyaun KpoBo-
nsnuanmn B UHC passuBanuch y geten, poMAEHHbIX
Ha Pa3nnyUHbIX cpokax rectaumu (27-40 Hepenb), no
NOKanNM3aLmnmn OHU BbINK BHYTPUKENYLOUKOBLIMM (N = 7)
1 BHyTpuMo3roebiMu (n = 1). Bce cnydyan KpoBOM3Nu-
fHWiA B LLHC pnarHocTupoBaHbl B NEPBbIE CYTKU SKU3HM
npu unucne Tpomboumtos 6—98 x 107/n. KpoMe Toro,
OMMCaHbl Cryyan KPOBOMUSMUSHWIA B NapEHXUMY NErKux
(n = 2), cybKOHBIOHKTMBaMbHbIE KPOBOM3NUAHUSA (N = 3),
reMatypus (n = 2), KPOBOTEUEHMS U3 MYTOYHOWN PaHKM
(n = 2), KpoBOTeueHUs co cnMaucTbix 0bonoyek
poToBoi nonocTu (n = 1). B KNWHMYECKOM aHanuse
KpoBM remMorniobuH B cpeaHem Bbin paseH 166 (120-
230) r/ny 23 yenosek u cHuxeH 0o 95 (60-116) r/n
y 14 peTen, uncno NENKOLMTOB COCTaBMAMO B CPefHEM
10 (3,3-35) x 10%/n. B 16 crniyyasx nosnHble KNUHUYEeCKue
aHanu3abl KpoBu He 6binu AOCTYMHbI. OCHOBHbIE KIUHW-
Ko-nlabopaTopHble XapaKTEPUCTUKM NALMEHTOB Npef-
CTaBneHbl B Tabrmue 2.

[locTaTouHble paHHble ANA aHanusa nNpoBefeHHON
Tepanuu, HanpaBfeHHOW Ha MOBbILLIEHWE YnCIa TPOM-
BounTos, bbinu pocTynHel B 47 cnyvasax. B rpynne u3
27 HOBOPOMAEHHLIX Be3 BUAUMBIX KpoBoTeueHui (c
uncrioM TpoMbounToB MeHee 30 x 10°/n — 17 uenosek,
30-50 x 10°/n — 7 peteit, 50-100 x 10°/n — 3 pebeHka)
OKOJ10 MOJIOBUHbI MOMyYanu npenapatbl BHYTPUBEH=-
HOro MMMyHornobynuHa (BBUT), sHaunTenbHo peske —
rrokokopTukocTepouabl (FKC) n npodomnaktuyeckme
3aMeCcTUTeNbHble TPaHCYy3UM TPOMBOKOHLEHTPATOM
(TK) — 10 (37%) neteir. Cpean 20 NaUMEHTOB C KPOBO-
TeueHuamu (c umcnom Tpomboumtos MeHee 30 x 10°/n —
16 yvenosek, 30-50 x 10%/n - 3 pebeHka,
50-100 x 10%/n — 1 naumeHT) Kypcbl BBUT nonyuanu
NpPaKTUYECKN Bce, OKoMo TpeTu naumeHToB — [KC,
12 (60%) uenoBek — TepaneBTUUECKME TpaHCdysum
TK 1 nouTu nosiosrHa HOBOPOMAEHHBIX — TpaHchy3uu
CBeXe3aMoposkeHHoi nnasMmbl (C3M). Kpome Toro,
3aMecTuUTeNbHble TPaHCy3nUn 3PUTPOLIUTHON B3BECHIO
nposoamnnck B 17 (32,7%) cnyuasx. Take NaumeHTbl
MosyYanu CUCTEMHYIO MPOTUBOMHCDEKLIMOHHYIO Tepanuio
(n = 26), uckyccTBeHHYI0 BeHTURALMIO nerkux (n = 14)
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W KapOMOTOHUYECKYIo NMOAAepskky (n = 6). BapuaHTbl
reMocTaTuyeckoit Tepanuu (6e3 MeHaaMoHa HaTpUs
Bucynbuta, aTamsmnaTa M aHTUPUBPUHONUTUKOB)
npencTaeneHbl B Tabnuue 3.

Tabnuua 2

KnuHnko-nabopaTtopHas xapakTepucTuka 52 HoBOpo-
KOEHHBIX C TpOoMbounTONEeHnen

Table 2

Clinical and laboratory characteristics of 52 newborns with
thrombocytopenia

MapameTtp 3HaueHue
Parameter Value
Maribunkmu/nesouru, n (%)

Boys/girls, n (%) ’ 38 (73)/14 (27)
MequaHa recTalMOHHOr0 Bo3pacTa

(pasbpoc), Hepenu 38 (26-41)
Median gestational age (range), weeks

HenoHoLueHHble, n (%) 23 (44)

Premature, n (%)

MenuaHa Macchbl Tena npu poskaeHnn (pasbpoc), r o
Median birth weight [rangg].% . 2700 (473-3840)

OcnoxHeHnus, n*: 19
Complications, n*:
pecnupaTtopHble 1 AbixaTesibHas 14
HEe[oCTaTOYHOCTb
respiratory complications incl. respiratory failure
MH(PEKLMOHHbIE 9
infectious
H3K 7
necrotizing enterocolitis
CcepAevyHo-cocyamcTasd HeOCTaTO4YHOCTb 6
cardiovascular insufficiency
HeBponoruyeckue (cynoporu/runokcunyeckoe 2/15

nopaeHue LIHC)
neurological (seizures/ hypoxic central nervous
system injury)

AxoManuu/nopoku/ocobeHHocTv passutus, n (%)
Developmental anomalies/defects/features, n (%)

MepnuaHa BpeMeHu BbISBNEHWSA
TpoMBouwToneHuu (pasbpoc), cyT

Median time of detection of thrombocytopenia
(range), days

PaHHss TpoMboLmToneHuns < 72 yacos

®u3Hu, n (%)

Early-onset thrombocytopenia < 72 hours of life, n (%)
[Mo3pHsas TpoMboumToneHns > 72 yacos

®u3Hu, n (%)

Late-onset thrombocytopenia > 72 hours of life, n (%)

MuHWMarnbHoe YMcrio TpoMBoumnTos, n (%):
Minimum platelet count, n (%):

<30 x 10°/n

<30 = 10°/L

30-50 x 10°/n

30-50 x 10°/L

50-100 x 10°/n

50-100 x 107/L

OTCyTCTBME reMopparnyeckoro cuHapoma, n (%)
No hemorrhagic syndrome, n (%)
M30111poBaHHbIV KOXKHbIN
remMopparnyeckuin cuHapoM, n (%)
Cutaneous hemorrhage only, n (%)
KOHBI CUHLPOM U KPOBOU3NIUSIHMUS/
KposoTeueHusl, n (%)
Cutaneous hemorrhage and bleedings, n (%)**
JloKanusauus KPOBOM3NUSAHMS/KPOBOTEUEHNS!:
Site of hemorrhage/bleeding:
KenynoUYHO-KULWeYHbIN TpakT (KKT), n (%)
gastrointestinal tract, n (%)
LHC, n (%)
central nervous system, n (%)
CYDKOHBIOHKTUBAIbHbIE, N
subconjunctival, n
nerkue, n
lungs, n
remarypus, n
hematuria, n
nyrnoyHas paHka, n
umbilical wound, n
CnmsncTble 060104KM POTOBOW NOSIOCTK, N
mucous membranes of the oral cavity, n

16 (30,8)
1 (0-15)

41 (79)

11 (21)

36 (69.2)
11 (21,1)
5(9.6)

13 (25)
17 (32,7)

22 (42,3)

12 (23)
8 (15,4)

= NN N K

anMe'-IaHMe. * = OblsIM NAUNEHTbI C HECKOJIbKMMU OCIIOMHEHUAMN, ** — bbiin
nauyneHTbl C KPOBOTEYEHNAMU N3 2-3 NCTOYHUKOB.

Note. * — there were patients with several complications; ** — there were patients with
bleeding from 2-3 sites.
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B nccnenoBaHHOM KOropTe HOBOPOXAEHHbIX B Kaye-
CTBE OCHOBHOMW MPUYMHbI HEOHaTanbHOW Tpombouwn-
ToneHun B 15 cnyyasx nocuutanu TeuyeHue TAKENbIX
nHpekumnin. OcobeHHOCTN aHTeHaTanbHOro W akyLuep-
CKOro aHaMHe3a, Be3ycnoBHO, BHOCMNM CBOW BKNaA B
BbIPasKEeHHOCTb TPOMOOLIMTONEHNUN, HO, Ha HaLl B3rnsg,
He ABMANNCb OCHOBHOW MPUYMHON CHUMKEHMA yucha
TpoMboumnToB. lpodunakTnuyeckme BakLMHaLUM He
accouumpoBanucb ¢ TpoMbouMTONeHMEN, HaNpPOTUB,
TSKECTb COCTOAHUA HOBOPOXMAEHHBLIX, B TOM uucne
HU3KMEe TPOMBOLMTLI, IBASSINCH MPOTUBOMOKAa3aHWEM
K NPOBeLeHVI0 BakuMHauui B pognome. B 5 cnyyasax
poskneHus peten y matepew ¢ UTI Bbina anarHoctu-
posaHa TU-TI. B 34 KNUHMUECKUX Cly4asX B CBA3N C
onucaHWeM NoTeHUManbHO 3HAYMMOro OTArOLLEHHOMO
ceMeitHoro aHamHesa (n = 14), HannuneM doeHoTMNN-
YeckMx 0COBEHHOCTEN MM NMOPOKOB PasBUTUA Y LETEN
(n = 16), HeynoBneTBOPUTESIbHBIM OTBETOM Ha fleyeHue
(n = 28), nepcucTeHumeit TPOMBOLMTONEHUN UMK ee
MOBTOPHbLIM Pa3BUTUEM MOCNE BPEMEHHOMO YIyuULLEeHUs
B HeoHaTarnbHoOM nepuvoae (n = 31) 1 Npu coueTaHUm aTUX
MPU3HaKOB NPeACTaBNANOCh LienecoobpasHbiM BbINos-
HEHWE MONEKYMNAPHO-TEeHETUYECKOro UCCIEeAoBaHNs B
uensx nposefeHust opudpdepeHUManbHON AMarHOCTHKM.
B 22 cnyuasx obcnegosaHue 6b1no BbINOHEHO B 0bbeMe
cekBeHvpoBaHus no CaHrepy, BbICOKONPON3BOANUTENb-
HOrO CEKBEHWPOBAHWUA TapreTHbIX MaHeNewn reHoB Uu
3K3oMa. B 18 (82%) crnyuasx BbiiBEHbl reHeTuye-
CKMe BapuaHTbl, 0ObACHSIOLLME NPUYMHBI TPOMBOLMTO-
MeHWW Ha reHeTUYeCKoM ypoBHe (16 naumeHTaM TouHble
AMarHo3bl yCTaHOBMEHb! B NabopaTopmmn MOMEKYNApHOM
Buonorum ®rbY «HMUL ArON um. Amutpus Porauesa»
Munsgpasa Poccuu). MpuunHa TpoMboumToneHn octa-
nacb 0QHO3HaYHO He BepudmumpoBaHHoM B 11 criyvasx
(y 3 nocne npoBeaeHns reHeTUYECKMX TeCToB). Pesynb-
TaTbl MOMNEKYNSAPHO-TEeHETUYECKMX UCCNEeLOBaHUIA Npes-
CTaBJieHbl B Tabrmuye 4.

OBCYXOAEHUE PE3YJIbTATOB UCCJIENOBAHUA

TpoMboumnToneHWss 0OCTaeTCHA aKkTyarnbHON reMaTono-
rmyeckon npobrnemoi HeoHaTanbHOro nepuopga. 3Tmo-
fiorvsi TPOMBOLMTONEHNN HOBOPOXKAEHHBIX BapbUPYET OT
pacnpoCTPaHEHHbIX NPMOBPETEHHbIX MPUYMH, TaKUX Kak
Cencuc 1 MMMyHoonocpepoBaHHas TpoMbounToneHus,
[0 PEOKUX HACMEeACTBEHHbIX cuHapoMos [2-7, 14, 15].
YunTbIBas, YTO TOYHOE YCTAHOBMEHWE MPUYMHBI TPOM-
BounTOnEHUM BaxHO He TOMbKO AN Bblibopa Tepanes-
TUYECKON TaKTWKK, HO U AN1A ONpefeneHns nNporHosa
M KITMHUYECKOrO UCXOAA, BO BCEX CIyYasiX CHUMKEHUA
yncna TPoMBOUMTOB Y HOBOPOXAEHHbLIX Heobx0anMMo
nposeneHne guddpepeHLManbHO-AMarHoCTUYECKOro
obcnepnoBaHus. [lepBoHayvanbHbI AMArHOCTUYECKUIA
MOWCK OCHOBaH Ha OLIEHKe recTalMOHHOro BO3pacTa,
06LLero KMMHUYECKOrO COCTOSIHUSA pebeHKa, BbIBNEHUM
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Tabnuua 3
Tepanus TpomBouuToneHum (n = 47)

Table 3
Treatment of thrombocytopenia (n = 47)

NauwmeHTsl 6e3 KpoBoOTEUEHHUi (n = 27)
Patients without bleeding (n = 27)

MauuneHTbl ¢ KpoBoTeueHusiMu (n = 20)
Patients with bleeding (n = 20)

Yucno TpomboumTos, x 10°/n

Platelet count, x 10°/L Tepanus Tepanus
Treatment 0 Treatment a
BBUI™ 6 BBUI™ 4
IVig IVig
BBUI™ + 'KC + TK 2 BBUI + TK + C3r 3
IVIg + HSCs + PC IVIg + PC + FFP
BBUI + [KC + TK + C3I 2 BBUI + FKC 2
IVlg + HSCs + PC + FFP IVIg + HSCs
BBUI™ + TKC 1 BBUI + KC + TK 2
IVIg + HSCs IVIg + HSCs + PC
BBUI™ + TK 1 BBUI" + TK 1
<30 IVig + PC IVlg + PC
IKC + TK 1 BBUI™ + 'KC + C31 1
HSCs + PC IVlg + HSCs + FFP
'KC 1 BBUI" + TKC + TK + C3I 1
HSCs IVIg + HSCs + PC + FFP
TK 1 [KC + TK 1
PC HSCs + PC
TK+C3N 1 TK + €3N !
PC + FFP PC + FFP
HabniopeHue 1
Observation
BBUI 3 BBUI™ + TK + C3I1 2
IVig IVlg + PC + FFP
TK 1 BBUI" + TK 1
PC IVIg + PC
30-50 BBUI + TK 1
IVig + PC
HabnioneHne 2
Observation
C3n 1 c3n 1
FFP FFP
0= HabniopeHve 2
Observation
lMpumeyarmne. CK — reMonoaTnyeckue CTBOOBbIE KIIETKM.
Notes. IVlg — intravenous immunoglobulin; HSCs — hematopoietic stem cells; PC — platelet concentrate; FFP — fresh frozen plasma

COMYTCTBYIOLLMX COCTOSAHMI (Kpome TpoMbouuToneHnm)
n PeHOTUNNYECKUX O0COBEHHOCTEN, a TaKkKe BPEMEHU
pasBUTUSA U CTEMEHM BbIPAXEHHOCTU TPOMBOLIMTONEHMUM.
KpoMe Toro, BasHO MpUHUMaTb BO BHUMAHWE aHTeHa-
TanbHbIA U aKyLUepCKWUI aHaMHes, BbiBUTb 3abosie-
BaHWA, UMEIOLLMECH Y MaTepU, U cnocobbl MX neveHus,
npoaHanuauMpoBaTb CeMeiHbln aHamHes [14]. [inarHo-
CTUKa PEOKNX BPOXAEHHbIX CUHAPOMOB BO3MOXHa MNocre
BbIMOJSIHEHWUS MOSEKYNIAPHO-TEHETUYECKOr0 TECTUPO-
BaHua [14, 15].

B paMkax peTpocnekTuBHOro HabmniogaTenbHOro
MccrnenoBaHNWsA HaMu NPOaHanM3nMpoBaHbl pesynbTaThl
obcnenoBaHus v neyeHns HebonbLLOM KOropThl Naum-
EHTOB, Y KOTOpPbIX TpoMbouuToneHus Brepsble bbina
BblsiBfleHa B HeOHaTaslbHOM Nepuofe, v NpeLcTaBneH
BO3MOMHbI CMEKTP MPUYMH CHUMEHUS uncna Tpombo-
umToB. OCHOBHOMN KITMHNYECKOM XapaKTEPUCTUKOW AaHHOM
KOropTbl ABMSAETCS BbICOKasA 4acToTa PasBUTUA KPOBO-
M3MUSAHWIA BO BHYTPEHHWE OpPraHbl, YTO NOATBEPKOAETCA
opyrumu uccneposauamu [5, 7, 10-12]. Hanpumep,
yactoTa kpoBousnusaHun B LUHC B Halwen cenektu-
POBaHHOM KOropTe HOBOPOMAEHHbIX cocTaBuna 15%
npotue 0,1-1% y peten ¢ UTM, no paHHbIM nuTepa-
Typbl [16]. Takxe obpallaeT Ha cebs BHUMaHWe ABHOE
OTCYTCTBME KOPPENSALMU MEXAY YMCIOM TPpOMOOLMTOB
1 TAXKECTbIO reMopparnyecknx ocnoskHenuit [7, 9, 111].
CnosKHOCTW onpeaenieHns TOYHOM MPUYMHBI CHUKEHMS

yncna TpoMBboLUMTOB, a TakKe MPOrHO3MPOBAHWS PUCKOB
pasBUTUA KPOBOTEYEHUN U ONIUTENBHOCTM TpoMbouu-
TOMEHUM BO MHOMUX CIy4yasx Bbi3blBalOT Npobremsl ¢
BbIDOPOM TEPANeBTUYECKON TaKTUKM.

Hanbonee vyacTo npuunHoin nosieneHuss Tpombo-
LUTOMEHNN Y HOBOPOXAEHHbIX CUYATAETCA pas3sBuTue
HeoHaTanbHoro cencuca U H3K y HenoOHOLIEHHBIX K
ManoBecHbix geteit [3, 10-12, 17-19]. K cHumeHwio
yncna TpoMboOUMTOB MOMYT NpMBOAMTDL Niobble BakTepu-
anbHble, BUPYCHbIe, rPpUBKOBbIE MHADEKLMM, B TOM YMCIe
BHYTpUYyTpobHble. laToreHes TpoMmbounMTONeHUU Ha
choHe MHeKLMA onpenenseTca NOBPEXAEHNEM 3HLO-
Tenusi, NOBbILWEHHbIM NoTpebneHneM TPOMBOLUTOB U
yrHeTeHueM ux npogykumu [17]. CHuskeHue TpoMBOLMTOB
MOSKET BbITb aCCOLMMPOBAHO C aHeMUel U/unm HelTpo-
neHven n [IBC. TpoMbounToneHus y netewt ¢ MHAeK-
LMOHHBIMU OCIIOKHEHUAMMW, KaK MpaBuso, Tsxenas,
6onee 20% nauMeHTOB HyKAAeTCA B 3aMeCTUTENbHbIX
TpaHcdyansax. OoHaKo MOBbILLEHHAs CMEPTHOCTb B 3TOW
rpynne neten, bonee BeposiTHO, obycroBneHa Taxe-
CTbl0 CEeNTMYeCKMX MPOLLeccoB, a He TpoMbouwnTone-
Hueit [11, 18]. B uccnenosaHHoi koropTe y 15 (28,8%)
HOBOPOKOEHHbIX TPOMboLUMTONEHUst Morna bbITb acco-
LuMMpoBaHa C pa3suTMeM uHdekuun unu cencuca. B
HECKOJIbKMX CryYasXx AMarHo3 ycTaHaBnvBamm KAMHU-
yecku. lNoaTBepsKAeHHbIN cencuc boin y 6 HoBOpO-
)oeHHbIX. CeMu naumeHTaM pmarHocTuposanu HIK

Pediatric Hematology/Oncology and Immunopathology
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FemMmatTonorwus

(B 2 cnyyasx BLINOMHEHO OMepaTUBHOE fleyeHue, Haso-
MEHWe UNeoCToMbl). CHUKEHMe Y1ca TPOMBOLIMTOB OTMe-
UeHo B cpeaHeM Ha 3-# (1-15-e) CyTKM sk13HW. MUHUMarbHO
uncno TpoMboumMToB cHuskanock o 17 (5-76) x 10°/n.
[ecaTb HOBOPOXAEHHbIX UMENN TSKeSble KPOBOTEUEHHS,
B ToM uucne B LUHC, }XKT un nerkvie. [leBsATb NaumeHToB
TpeboBanu 3amMecTuTenbHble TpaHcdpyaumn TK, 10 peten —
BBUI'. Bce naumeHTbl Noflyyanu CUCTEMHYIO NPOTUBO-
MHPEKUMOHHYIO Tepanuio, 9 feTei HyKOanucb B UCKYC-
CTBEHHOW BEHTUNALUMK Nerkux n 3 pebexka nonyyanu
KapAMOTOHUYECKYIO NoaaepsKKy. CMepTHOCTb B Ucche-
LOBaHHOW rpynne cocTaBuia 5 YeroBek.

[pyroi n3BeCcTHOM NPUYMHON HeOHATaNbHOW TPOM-
boumTtoneHun ssnsetca TU-TI. Y peTen, poskOEHHbIX
oT MaTepei ¢ UTM (4 ¢ HEKOTOPLIMKU APYrUMU ayTo-
WMMYHHbIMKU 3aBoneBaHuaMM, HanpuMep CKB), MoxeT
pasBuTbca TpoMbouuTOneHns BCNEACTBME TpaHC-
nnaueHTapHOM nepefaynm MaTEePUHCKUX aHTUTpPOMbo-
uMTapHbix ayToaHTuTen (vactota 16-56%) [2, 11].
Tawenble dpopMbl TU-TI guarHoctupytotes B 8-13% [2,
6, 71. TpoMBouMTONEHNA MOXKET Pa3BMBATLCH Y HOBOPO-
MOEHHbIX Kak B criyyasx aktusHon UTTT, Tak 1 B nepuog
peMuccumn 3abonesaHns y Matepu, B TOM 4Yncre nocne
cnneHakTomumn [2]. CocTosiHMe yalle pa3BuBaeTCs Ha
1-e CyTKM, MMHMManbHOE YACO TPOMBOUMUTOB OTMe-
yaeTcs Ha 3-5-e cyTku. 3aboneBaHne MOXeT UMeTb
Pa3fIMUHYI0 TSXKECTb, KPOBOTeYeHUst 0BblyHO BbiBatoT
NErKUMW UM YMEPEHHbIMU, TSKeble KPOBOTEYEHUS
coctaensioT 1-4% [7]. MakcuMManbHblil PUCK KPOBO-
TEYEHMI OTMEeYaeTCs y HOBOPOMKAEHHbIX B NepBble
2 Hepenv v3HW. [pednKTop TSKenon TpoMBoLmMToneHnn —
npepwecTsyowwasa Taxenasa TU-TMN y cubnuHra. Mpu
TSKENOM TeueHun 3abonieBaHUs NPOBOAMTCS Tepanus
BBUI [2, 3, 6]. TpoMBoLMTONEHUS MOKET MepcuUcTU-
poBaTb A0 4 Mecsues [2]. B HacToALLEM MCCrenoBaHNu
TW-TN gnarHocTupoBsaHa B 5 (9,6%) cnyuasx: 4 Matepu
uMenu B aHamHese UTI u HopManbHoe uucno Tpombo-
LIMTOB K MOMEHTY pofos, 1 — ocTtpyio UTT, passusLuyiocs
Ha no3fHeM cpoke bepeMeHHOCTU. Bnepsbie TpoM-
boumToneHusa Bbina BbisiBNeHa Ha 1-2-e CYTKM KU3HU
AeTei, uncno TpomboumTos cocTaenano 9-56 x 10%/n,
KpoBOTeueHul He bbino. B 4 cnyyasx TU-TM paspeLun-
nacb Ha Tepanuu (BBUI — 2 HOBOPOMAEHHbIX, KOMOU-
HUpOBaHHas Tepanusa — 2 pebeHka), npo 1 pebeHka HeT
nHbopMaLmum. B 0LHOM M3 KNMHWYECKKX CryYaeB MaTb
¢ petcTtBa Habnoganack no nosogy XpoHuueckon UTT,
nonyuyana Tepanuio HeCKOMbKUX NUHUIA (MMMyHope-
MPeCCaHTbl, arOHUCTbI TPOMBONOITMHOBLIX PELIENTOPOB,
CMeHsKTOMMUA) 6e3 JOCTUMEHUS reMaToNorMyeckoro
0TBETa, W TONbKO nocne obcnenosaHns pebeHka obonMm
Bbina anarHocTMpoBaHa BpoAEHHas TpoMboumToneHus
(MYH9-cuHopoM). B opyroM criydae y MaTepu Takke
OTMeuanach HeTsxenas TpombouuToneuus (npegpno-
NOKWUTENBHO MMMYHHOIO reHesa), KoTopasi BO BpeMs
BepeMeHHOCTM pacueHuBanacb Kak rectauMoHHas.
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OpHako nocne npoBefeHHoro goobcnenoBaHus pebeHky
BbIN0 yCTaHOBNEHO TOYHOE FEHETUYECKU AETePMUHU-
poBaHHOe 3aboneBaHue, yHacnegoBaHHOe OT MaTepu
(MECOM-accoumnvpoBaHHas TpomBoumToneHus). Takum
obpa3som, nockonbky UTI y B3pocnbix 1 feTei sBnseTcs
OMarHo30M UCKIOYEHHUs!, Bce DepeMeHHble U MaTepu
C MepCcUCTUpYIOLLIEV TPOMBOLMTONEHNEN HyKOAIOTCA B
HabriopeHun rematornora, a B psae ciyyaes — B JOMNOJSI-
HUTEeNbHOM 0bCrenoBaHum.

BTopon MMMyHOOMOCpenoBaHHOW MNPUUYMHON
CHUXXEHMUS Yncna TPOMBOLMTOB Y HOBOPOXAEHHbIX ABMS-
etca ®HAUT (yactoTa 1:1000-2000 HOBOPOMKAEHHbIX)
[2, 20]. TpoMbouuTONEHUS pa3BuBaeTCs BCEACTBUE
TPaHCMaLeHTapHOro NepeHoca MaTEPUHCKUX annoaH-
TUTeS, HanpaBfeHHbIX NPOTUB aHTUFEHOB TPOMBOLMTOB
nnopa, yHacrnenoBaHHbIX OT OTLA M OTCYTCTBYIOLLMX Ha
TpoMboumuTax mMaTtepu [2, 5-7, 19]. XoTa B naToreHes
®HAUT MoryT 6bITb BoBneYeHbl bonee 30 pa3nuuHbIX
TpombounT-cneundmyeckmx aHTUreHos, Haubonee
3HAUMMbIMK Y MaTepelr eBPONENCKOro MPOVNCXOXMAEHUS
SBMAIOTCA YenoBeyeckne TPOMOOUMUTApPHbIE aHTUMEHDI
HPA-1a (74-90%) n HPA-5b (15%), pacnonomeHHble
COOTBETCTBEHHO Ha FNMKOMPOTEMHOBBIX KOMMEKCax
GPlIb/llla v GPla/lla MeMbpaHbl TpOMBOLMTOB, a B asuaT-
ckoit monynsaumm — HPA-4b [5]. AnnoceHcnbunuaaums
¥ NPOAYKUMS cneuuuyecknx aHTUTeN valle npowc-
XOOAT NPWU HanMMuMK y XeHWKH accoumaunm HPA-la
C YesioBEYECKUM JeiKoLnTapHbIM aHTureHoM (HLA)
DRB3%0101 [2]. 3aboneBaHue npu TakoM CoYeTaHWUK
06bluHO npoTekaeT Taxenee [13]. KnuHuyeckue nposs-
nenuns @HAUT MoryT bbITb yMEpPEHHbIMM, XOTA MHOrAA
YMCNo TPOMDBOLMTOB YiKe BHYTPUYTPOBHO CHUsKaeTcs
00 KPUTUMYECKUX 3HAUEHWIA, COMPSKEHHBIX C CEpbe3-
HbIMW KPOBOTEUEHUAMU (B TOM uuClie KPOBOM3MMUS-
HusMn B LLHC v gpyrue BHyTpeHHWe opraHbl) y nnoga
WNK HOBOPOKAEHHOI O, NMPUBOLALLMMUA K MHBANUOHOCTH
n cmeptu [5, 6, 13, 20]. OnarHoctuka ®HAUT ocHo-
BaHa Ha 0BHapyXeHUW aHTUTeN onpepesieHHoN cneu-
ndnyHoOCTM B KpoBu MaTepu [2, 3, 6, 13, 20], onHako
MMMYHOJIOrMYECKME TECTbI UMEIOT HEBbICOKYIO YyBCTBU-
TENbHOCTb WM Manyilo AOCTYnHoCcTb. [lpyM Hanuuum
BO3MOXHOCTU 0Ba poauTens v HOBOPOKLEHHbIN reHo-
TUNUPYIOTCA NO Hanbonee pacnpoCTPaHeHHbIM ano-
aHtureHam HPA (HPA-1, HPA-2, HPA-3, HPA-4, HPA-5
1 HPA-15) ¢ noMoLLbIo MONMMepPasHOi LIEMHON peakLmi
[2, 3, 13, 20]. 0O6beM NneyeHUs 3aBUCUT OT TAKECTU
3aboneBaHus, B cnydvasx Taxenon ®HAUT pekomeH-
[0BaHbl TpaHCY3WM OOHOPCKMX TpoMbBouuTos (no
BO3MOSKHOCTM HPA-COBMECTUMbIX), KOTOPbIE AOSIKHbI
BbITb NerkopenneTupoBaHsl ¢ BeeaeHeM BBUI nnu bes
Hero [2, 3, 5, 6, 13, 20, 21]. ®HAUT obbluHo siBNSieTCS
CaMOoOrpaHNYEHHbIM NPOLIECCOM M paspellaeTcs Yepes
1-6 Hep. B Hallen koropTe Ha OCHOBaHUM KITMHUKO-Na-
BopaTopHbIx maHHbix ®HAUT bbina 3anopospeHa B
6 cnyyasx (B 00HOM OTMeueHO DOPMUPOBAHUE MOP3IH-
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uedanuueckorn fedopMauun rofioBHOro Mosra, B
OPYroM — TpaH3MTOpHas TpoMbouMToneHus B nepuog
HOBOPOMAEHHOCTU Yy CMBNMHra), HO B CBA3KM C OTCYT-
CTBMEM LUMPOKUX BO3MONKHOCTEN AN NPOBELEHUS
TECTOB, MOATBEPKAAIOLLMX HECOBMECTUMOCTL pebeHka
n Matepu no HPA, Hu B 00HOM crnyyae TOYHbIA AuarHo3
He bbIn ycTaHoBneH. HecMoTps Ha To, uto PHAUT aens-
€TCA XOPOLLIO M3BECTHOW 1 PaCcNpPOCTPAHEHHOW NMPUYMHON
CHWXEHUS uncna TpoMBOLMTOB, YaCcTO NPUBOAALLEN K
reMopparMyeckMM OCHIOXHEHWAM U CMepPTH Moaa uim
HOBOPOXAEHHOIO, OTCYTCTBME LUMPOKMX AMArHoOCTUYe-
CKUX BO3MOMKHOCTEN He Mo3BosiseT BepuduuMpoBaTb
OaHHbIA AMarHo3, YTO NPUBOAUT HE TOMbKO K TPYOHO-
CTAM Bblbopa ONTMManbHOr0 NeYeHUs AN HOBOPOMKLEH-
HOr0, HO U K HEBO3MOXHOCTU NPEeLOTBPaLLeHNs pasBUTUA
CepbesHbIX OCNOMHEHUI NpY nocnepyioLwmx bepemMeHHo-
CTAX MaTepw.

Ha ocHoBaHWM nNpoaHanM3vpoBaHHOW MEAULMHCKON
nHpopMaummn Bosee YeM y NOSIOBWHBI MNALMEHTOB Oblfn
BbISIBMEHbI NPU3HaKK, TpebyioLLme, No HalleMy MHEHWIO,
BbIMOJSIHEHUA JOMOMHUTENIBHOO MOSEKYNAPHO-TeHeTUYe-
CKOro obcnenoBaHns B LEMSAX UCKIIOYEHUSA BPOXAECHHBIX
MPUYMH CHUXKEHMs yucna TpombounTos. [eHeTnyeckm
OeTepMUHMpOBaHHasa TpombouuToneHus — rpynna
peakux oeHOTUMNUYECKM HEOJHOPOAHbIX CUHAPOMOB [14,
15]. YacToTa BCTpEUaeMoCTH AaHHbIX CUHLAPOMOB Cpeau
HOBOPOMKAEHHbIX Heu3BecTHa [14]. Mo faHHbIM NuTepa-
Typbl, Cpeau feTen cTapLlero BospacTta Hambonee yacto
BCTpevaloLLMMmncs BapnaHTamu ssnsioTca MYH9-acco-
LMMPOBaHHbIA CUHOPOM U cuHppoM bepHapa—Cynbe
(GP1BA, GP1BB, GP9) [14]. PegknMn cuHgpomMamm
SBMATCA TPOMDBOLMTONEHUS C OTCYTCTBMEM JTyUYeBOM
koctn (RBMB8A), BposkaeHHas aMerakapuouuTapHas
TpoMboumTonenns (MPL) n aMerakap1oumTapHas TpOM-
BouMTONEHUs C paaMoyrbHapHbIM cuHocTo3oM (HOXAL,
MECOM) [14]. Y mManbunkoB npu X-cuenneHHon TPoM-
bounToneHun 1 cuHopome Buckotra—Ongpuua (WAS)
TaKKe C POKOEHUS OTMEYAETCS CHUKEHWE YMCra TPOM-
Boumntos [7]. Huskre TpoMBOLMTLI MPU POSKAEHUM MOTYT
BbITb paHHUM NpPOABMEHWEM HacNeACTBEHHON TPOM-
BounToneHnn ¢ NPeapacnoNOXEHHOCTLIO K Pa3BUTUIO
3fokavecTBeHHbIXx 3abonesaHuin Kposu (RUNXI,
ANKRD26, ETV6) [14, 15]. B Halueit rpynne reHeTuue-
CKMe 0eTEPMUHUPOBAHHbIE NMPUYMHBI TPOMBOLMTONEHUM
BNy noatsepskaeHsl B 18 (34,6%) cnyuyasx. Yaule
BCEro AMarHocTMpoBanu cuHopom Buckotta—Ongpuua —
6 cnyyaeB. TpomMbouUMTONEHUS Y MaNbUYMKOB BMEPBbIE
Bbina BbISBIIEHA Ha NEPBON HeLeNe MU3HWU, YUCII0 TPOM-
GoumTos cocTaenano 10-87 x 10°/n, y 3 oTMevanuch
TAKenble reMopparuyeckue nposisneHus (AKKT-kpo-
BOTEUEHMUA, BHYTPUKENYLOUYKOBOE KPOBOM3UAHME
W KpoBOM3MWsHWe B nerkue), Tpebyiolime Tepanuu.
["eHeTuueckuin cuHppom bbin 3anofo3peH B BO3pacTe
3—4 MecsiLeB B CBSI3W C OJIUTENbHON MEpPCUCTEHLMEN
TpoMmbouuToneHun. B 2 crnyyasix Ha oCHOBaHUK reHe-

TUYECKOro uccrnepnoBaHusa yctaHoBneHa MYH9-acco-
LMMpoBaHHas TPOMBOLMTOMEHNS, XapaKTepum3ayoLwasncs
rUraHTCckumu cpopMamu TpomMboLMTOB M Npeppacnono-
)KEHHOCTbIO K pa3suTuio B Bonee ctapluem BospacTe
TYroyxocTu, NOYEYHOW HEQOCTATOUYHOCTU U KaTapakTbl
[7, 22]. B oboux cnyyasx TpoMbouuToneHums bbina BbisB-
MeHa MpW pPoKOEHUM M NepcUCcCTMpOBana, Yncno Tpombo-
UMTOB cocTaensAno okono 30 x 107/11, KpoBOTEUEHMIA He
oTMeuanocb. ['eHeTUYeCKoe NOATBEPXKAEHME AMarHo3a
noslyyeHo feTbMu B Bo3pacTe 4 Mecsues 1 2 neT. Penkuin
MECOM-accoummpoBaHHbI CUHOPOM Takke Bbin anarHo-
CTUPOBaH B 2 Cryyasix, NPUYEM TUMUYHBIN PagnNoYIib-
HapHbI CMHOCTO3 Bbin 0bHapyeH TonbKo y 1 naumeHTa
[23]. Mo opHoMy cnyyvalo guarHocTupoBaHbl: TAR-CUH-
APOM (TunuuHas annasusa yyesbiX KOCTEK), aMeraka-
puounTapHaa TpoMbounToneHns U HacneacTBeHHas
TpoMboTnueckas TpombouuTOoneHnyeckasa nypnypa
(MHMUManbHO B 9TUX 2 cyJyasnx Npeanonaranca CUHLPOM
Buckotta—0napuua), aHemusa daHkoHu (NpeanonoxeH
Ha OCHOBaHWWU COYeTaHWsA TPOMOOLMTONEHUN C MOPO-
KaMu pasBUTUA), I0BEHUMbHbLIA MUENOMOHOLMTapPHbIN
newko3 (anarHos npennosioskeH Ha OCHOBaHUM Nepcu-
CTEHLMM TPOMBOLIMTONEHUM U CMIIeHOMEranum), CUHOPOM
HyHaH ¢ MUenoaMcnNacTUYeCKUM CUHAPOMOM (CTUMMbl
avcmopdporeHesa, nepcucTupyioLlas TpoMboumToneHus,
aHeMusi, MOHOUMTO3, renatoMeranus). Kpome Toro,
TPOMBOLMTONEHNS HOBOPOXKAEHHBIX MOMET acCOLMUPO-
BaTbCH C XPOMOCOMHOW aHeynnovuanen, Tpucommsamm 13,
18 1 21-” xpoMOCOM UK ABNSATLCH YacTblo heHoTnNa
3aboneBaHwui ¢ Tpunomanen, npu cuHapome Lllepeles-
ckoro—TepHepa (45X0) unu XpOMOCOMHbIX Aeneumsx,
BbI3bIBAIOLLIMX CUHAPOMbI Mapu-Tpycco/AkobceHa (11q)
unn Oulsoposkm (22q11.2) [11, 12]. B uccnenosaHHoi
KoropTe y 4 HOBOPOMAEHHbIX TPOMBOLMTOMNEHWS acCOLM-
uposanacb ¢ cuHgpomom [layHa. [IBa pegkvx guarHosa
(ocTeoneTpos u cuHapom SkobceHa) Bbinu BbISBEHDI B
Lpyrux nabopatopusx.

HesaBucumo oT pa3Hoobpasus mpuuuH, NpuBso-
OALLMX K CHUKEHMIO Yncna TpoMbouuToB, B BOMbLUNH-
CTBE Cfly4yaeB OCHOBHbIM METOLOM JIEUEHUA TAXKENON
TPOMBOLMTONEHNN B KITMHUYECKOMW MPaKTUKe oCTaeTcs
nepenuBaHve JOHOPCKUX TPOMBOLMTOB C BBELEHMEM
BBUI unwu 6es Hero [3-7, 9, 20, 21]. 3HauyeHus Komu-
yecTBa TpoMBOUMTOB, MpK KOTOpbIX TpebyloTca 3ame-
CTWUTeSIbHble TPAHCAY3WUU Ha NMPOTSKEHUN MHOTUX NET,
B Pa3HbIX HEOHaTaslbHbIX LLEHTPax CUMbHO BapbupyioT
[2-6]. Hanbonee yacTo peKOMeHAYIOT PyKOBOACTBO-
BaTbCsl MOPOroBbIM 3HAaYeHWeM unucna TpomMboumToB
25 x 10%/n 3a WUCKMIOYeHMeM CryyaeB MOBbILEHHOrO
puUcka KpoBoTeueHwit [3, 14]. ABcomoTHbIMKU NoKa-
3aHVAMKU AN NpuMeHeHna TpaHcdysun TK y HoBO-
POMAEHHbIX SABMAIOTCA aKTUBHbIE KPOBOTEYEHUA.
[MOBbILLEHHBIV PUCK Pa3BUTUSI FEMOPParMYeCKMUX OCION-
HEHWWA UMeIoT HEeQOHOLIEeHHbIe U ManoBECHblEe [eTu
nepebix 7 cyToK u3uu [11]. Boicokas BepoATHOCTb
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Pa3BUTMSA KPOBOTEYEHUI CYLLECTBYeT Npu Cencuce,
TpaBMe, HeobXxoAMMOCTU MHBA3UBHbLIX MpoUeayp M
OrnepaTUBHbIX BMELLATENbCTB, a TaKkXe Yy AeTel C Taxe-
NbIMWU NPUMOBPETEHHBIMU 1 BPOXAEHHbIMM 3aboneBa-
HUAMW KPOBW. [P MUMMYHHOW 3TUONOTUN CHUKEHUS
yncna TpoMbounToB 3chheKTUBHOM Tepanuen ABnseTcs
BBUI. B HekoTOpbIX Criyyasix MOXET BbiTb 3h(PEKTUBHO
MPUMEHEHWE arOHUCTOB TPOMBOMO3TUHOBLIX PELIENTOPOB
[4, 6].

3AKJTIO4YEHUE

HecMoTps Ha To, 4TO HacTosLWee uUccrnefoBaHue
obnapaeT psAgoM OrpaHUYeHnin, CBA3aHHbIX C ero Habnio-
[aTenbHbIM XapaKTePOM, OHO JaeT MpefacTaBlieHne o
BO3MOXHbIX MPUUMHAX CHUMKEHUA yucna TpomboumToB
y LeTel B HeOHaTanbHOM nepuope. LLnpokuii cnekTp
onddepeHLManbHON OMArHOCTUKM HeoHaTamnbHOW
TpoMboumuToneHun TpebyeT TLLATENbHON OLEHKM remMa-
TONMOMMYECKUX WU HEeremaTosiormyeckux ocobeHHo-
cTen 3aboneBaHWs HOBOPOMKLEHHOr0, ero MaTepw, a
MHOTAa U YNEHOB CeMbU. YYeT BCcex PeHOTUNUYECKMUX
XapakKTepucTuK HeobxoamM Ans TOUHOM BepudomkaLmm
OovarHosa. HeoHaTanbHblii CEncuc HepPeLKO accouum-
poBaH ¢ TpomboumToneHmen. IMMyHHble dhOpMbl TPOM-
BoumMToneHMK oCTalTCA AMAarHo3ammu UckiioyeHus. ns
HOBOPOXAEHHbIX C NepcucTupyloLlein TpomboumnTone-
HWel HeU3BECTHOW 3TUOMOrMM U/UNK NPY HANMUUK Y HUX
CUHAPOMarbHbIX 0COBEHHOCTe, M/UnM NoTeHUManbHO
3HAUMMOro CEMENHOro aHaMHesa Heobxogmmo bBonee
LUIMPOKOE AMarHocTuyeckoe obcnepoBaHue ¢ npume-
HEHWEM TeXHONOrMIM cremyioLlero NOKONEHNs, NO3BO-
NSIOLLMX MPOBOLUTL BbICOKOMPOWU3BOAUTESbHbIA aHanm3
BObLUMX FEHHbIX NAHENeNn, 3K30MOB UM FEHOMOB. XOTS
HeoHaTaslbHasi TPOMOOLMTONEHMSI BCTPEYaeTCsa focTa-
TOYHO YacTo, BONPOCkI Mo 06beMy audcpepeHumanbHom
OMarHOCTUMKKU, MPOrHO3MPOBAHMIO PUCKA Pa3BUTUSA
KPOBOTEYEHUI 1 BapuaHTaM fleYeHUst 3TOro COCTOSHUSA
OCTaIOTCA aKTyanbHbIMU AN CMeunanucToB pasHbIX
nennaTpUYecKnx crneumanbHOCTe.
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