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PE3IOME

BeedeHue. [unogubpuHozeHeMus A8/19emcs 00CMamoyHo pedkol koazysionamued,
Xapakmepusyloujelics CHUXeHUeM ypoBHs (hubpUHO2eHd U NoBbILIEHUEM pUcKa 2e-
Moppazuyeckux ocsioxHeHul. HacnedcmeeHHvie hopMebl, 06yC/108/1€HHbIE Mymayus-
mu 8 2eHax FGA, FGB, FGG, scmpeyatomcsa c yacmomot 1:500 000 u yacmo ocmaromca
HeOUAazHOCMUpPOBAHHbBIMU U3-3a 6eCCUMNMOMHO020 MeYeHUs.

Lene uccnedosaHus. [lpedcmasume pedkul KauHUYecKul ciayqal Manocum-
NMOMHO020 meyeHUsA HAc1e0cmaeHHOoU 2unogubpuHozeHeMuu y pebéHKa 014 ocee-
WeHuUa 8onpocos 0UAzHOCMUKU, OUHAMUYeCK020 Hab1o0eHuUsA U onpedesieHus no-
kazaHul Kk npoghunakmuueckoli mepanuu 0715 npedomepaujeHus 2eMoppazudecKux
OC/I0XKHEeHUU.

Mamepuansi u memodel. B cmamee npedcmassieH KiauHu4Yeckul csiyyali Hacneo-
cmeeHHoU 2unogubpuHozeHemuu y pebeHka 8 nem. [JuazHo3s 6bis1 3an0003peH CI1y-
yaliHo npu ni1aHo8om o6cedo8aHuUu y neduampa, a 3amem npu y2sy6aeHHoM 06-
€/1e008aHUU y 26MAMOJ102d YCMAHOBJIEH HA OCHOBAHUU CMOUKO20 CHUXeHUS YpOBHSA
ubpuHO2eHd, NOOMeePXOEHHO20 2eHeas1euyecko2o0 dHamHesd (HacnedcmeeHHas
2unogubpuHo2eHeMuUs y Mamepu, 2eHemu4eckozo ucciedosaHus). [iposeder dugge-
peHYuUanbHbili OudzHo3 C NpuobpemeHHbIMU (hopMamu 2unogdubpuHo2eHeMUU HA OC-
HOBAHUU KJIUHUKO-1a60pamopHoz0 06c/1e008aHUA: 06uje20 aHAIU3a Kposu, Koazy-
J102paMMbl, a2pe2amozpamMmbl, GUOXUMUYECKUX NoKazamesell, UHCMPYMeHMAsnbHbIX
uccnedosaHud.

Pesynemamel. Kniouegas xapakmepucmuka OdHHO20 K/TUHUYECKo20 HabodeHus
3ak4Yaemcs 8 MajaocuUMNMOMHOM meyYeHuU 3a60/1e8dHUs, NPOABIAIOUEMCs Heo-
HamaneHoU KeganozeMmamomoti, eOUHUYHbIM 3NU3000M Kpo8U 8 cmysie U peoKu-
MU HOCOBbIMU KpOBOMeYeHUsMU, 4mo coomeemcmayem OdHHbIM Jlumepamypel
0 8apuabesibHOCMU cmeneHU MaXecmu K/UHUYeCKOU KapmuHsl npu 2unogubpu-
HozeHeMuu. BaxeH mujamenbHeili c6op cemeliH020 aHaMHe3a 8 OUAzHOCMUKe Ha-
c1edcmeeHHbIx kodzynonamudi, HeCMOMPSA Ha OMCYMCMaUe BbIPaXXeHHbIX 2eMoppa-
2uyeckKux nposesieHull, a Makxe zeHemuyveckoe Ucc1e008aHuUe.

3akmoyenue. [pedcmaseHHbIl KNUHUYecKul cydati 0eMoHCMpupyem Heobxoou-
MOCMb HACMOPOXEHHOCMU 8payeli 8 OMHOWeHUU HAc/1e0CmBeHHbIX Koazysionamud
y NAayueHmMo8 ¢ UsMeHeHUAMU KOazy102paMMbl 0dxe npu 0omcymcmaeuu KiuHuU4Yeckou
cumnmomamuku. Ocoboe 3HayeHue npuobpemarom paspabomka u peanuzayus
nooxo008 K 0asbHeliwemy Hab0eHUI0 3a NAYUEHMAMU, a makxe npogusiaKkmuke
NOMeHYUAIbHbIX pUCKOB, CBA3AHHbIX C HAPYWeEHUAMU CUCMeMbl 2eMOCmadsd.

Knioueaole cnoea: HacriedcmeeHHAs 2unopubpuHozeHeMUs, 8POXOeHHbIe Koazysio-
namuu, 2emocmas, pubpuHozeH, demu
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ABSTRACT

Introduction. Hypofibrinogenemia is a rare coagulation disorder characterized by re-
duced plasma fibrinogen levels and an increased risk of hemorrhagic complications.
Inherited forms, caused by mutations in the FGA, FGB, or FGG genes, have an estimat-
ed prevalence of 1:500,000 and often remain undiagnosed due to an asymptomatic
course.

Aim. To present a rare clinical case of hereditary hypofibrinogenemia with a pau-
cisymptomatic course in a child, in order to address challenges in diagnosis, long-term
follow-up, and determining indications for prophylactic therapy to prevent hemorrhag-
ic complications.

Materials and Methods. We report a clinical case of hereditary hypofibrinogenemia
in an 8-year-old child. The diagnosis was suspected incidentally during a routine pedi-
atric examination. The diagnosis was subsequently confirmed by a hematologist based
on persistently low fibrinogen levels, a positive family history (maternal hereditary
hypofibrinogenemia), and genetic testing. Differential diagnosis with acquired forms
of hypofibrinogenemia was performed based on clinical and laboratory evaluation,
including complete blood count, coagulogram, aggregatogram, biochemical param-
eters, and instrumental studies.

Results. The key feature of this case was the mild clinical presentation, which included
a neonatal cephalohematoma, a single episode of blood in stool, and rare epistaxis.
This aligns with literature data on the highly variable phenotypic expressivity of hypofi-
brinogenemia. The importance of a detailed family history and genetic testing in diag-
nosing inherited coagulopathies, even in the absence of overt bleeding, is emphasized.
Conclusion. This case highlights the need for physician vigilance regarding inher-
ited coagulation disorders in patients with abnormal coagulation test results, even
in the absence of significant clinical symptoms. The development and implementation
of strategies for long-term patient monitoring and the prevention of potential hemo-
stasis-related risks are of paramount importance.

Keywords: hereditary hypofibrinogenemia, coagulopathy, hemostasis, fibrinogen,
children
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BBEAEHUE

MnodubprHoreHemMna — 3TO KOarynonatus, xapak-
TEPUM3YIOLWAACA CHIKEHMEM KOHLUeHTpauun ¢ubpuHore-
Ha B nnasme Kposwu [1, 2]. CornacHo AaHHbIM BcemnpHom
bepepaumm remodunM 1 HaUOHaNbHbBIX PErNCTPOB Ae-
buunT dnbpuHoreHa coctasnaeT okono 8,0 % cpenm Bcex
penknx Koarynonatui [3]. PacnpocTpaHeHHOCTb AaHHOM
naTonornmn coctasndAeT npumepHo 1 cnyyar Ha 500 000 Ha-
ceneHuna [4]. HecmoTpsa Ha HM3KYIO PacnpOCTPaHEHHOCTb,
CBOEBPEMEHHOE BbIsIBJIEHNE TNNOPUOPUMHOTEHEMUN KPU-
TUYECKM BaXKHO A7 TPOGUNIAKTUKIN BO3MOXHbIX FeMoppa-
FMYECKNX OCNTOMKHEHUI.

Mo knaccndumkauum runopubprHoreHeMnii Bblaens-
0T HacnedCTBEHHble (BPOXKAEHHbIE) 1 NMPUOOPETEHHDbIE
¢dopmbl [1]. HacneacteeHHas runodubpuHoreHeMms 4acto
OCTaeTCA He3aMeueHHOM, OAHAKO MOXET METb KIMHUYe-
CKWe Noc/eAcTBus, BKITOYasA KPOBOTEUEHUS U MOBbILLEH-
Hble PUCKM TpoMboobpasoBaHus [3, 5]. B otinume ot npu-
0bpeTeHHbIX GOpPM, YacTO OOYCNIOBIEHHbIX MaTONOrMel
neyeHn WM CUMHAPOMOM ANCCEMUHUPOBAHHOIO BHYTPU-
cocyanctoro ceepTbiBaHuA (IBC-cnHapom), HacnencTBeH-
Haa rMNodnbprHOreHeMUsA MPOABNSETCS CTAabWbHbIM
CHUXEHUEM YypOBHA GprOPUHOreHa Ha NPOTAXEHUN BCel
KU3HU U MOXET MOATBEPKAATbCA HAaC/eLCTBEHHbIM Ce-
MelrHbIM aHaMmHe3om [1].

NcTopnueckn HacnegcTBeHHble ¢opmbl  aeduum-
Ta ¢ubpuHOreHa ObINM BrepBble ONUCaHbl B Hauvane XX
BeKa, a B 1999 rogy Obinun BbiABNEHbI MyTaLMu B reHax,
oTBevalLWmx 3a ero cuHTes [6]. HacneactseHHada runo-
¢bubprHOoreHemMuns, CBA3aHHAA C reHamu, KOAVPYIOLWUMY
uenun ¢ubpuHoreHa (FGA, FGB, FGG), cnocobHa NnpuBoanTb
K HapyLleHnAM B cucTeme remocTasa [7, 8]. ®ubpuHoreH
UrpaeT KIIIUYEBYIO POJib B MPOLiecce CBEPTbIBAHNUSA KPOBU,
npespaLlascob B pnbprH nog AencTenem TpoMmomrHa n ¢op-
Mupys ¢bnbpuHoBBbIN cryctok [1, 3, 9].

B KnvMHMYecKoW NpaKkTUKe BblAENAT ABa TUMa: rMmno-
¢dnbpurHoreHemunio U aPprOPNHOreHeMMIO, MPU KOTOPbIX
ypoBeHb ¢pubprHoreHa B nnasme Huxe 1,8 r/nn 0,1 r/n co-
oTBeTCTBeHHO [10]. B 60NbLWIMHCTBE CllyYaeB y NaLueHTOB
HabniopgaeTca 6eCCUMMNTOMHOE TeUeHWe WU MUHUMAJIb-
Hble KPOBOTEUEHMS 13 CJIM3UCTBIX 0O0MI0UEK, KPOBOTOUU-
BOCTb MOCJIe TPaBM WM XUPYPrUUYECKMX BMELLATENbCTB
06bIYHO MO MUKPOLIMPKYIATOPHOMY Tuny [3].

[dnarHocTnyeckas oueHKa HacneacTBeHHOW runodu-
OPUHOreHeMnyI OCHOBBIBAETCA HA OMpefeneHUn YpoBHS
¢ubprHoreHa B nnasme KpoBu, APyrvux rokasatenein 6a-
30BOM KOArynorpammbl 1 MOJSEKYNAPHO-TEHETUYECKOM
aHanuse A5 BbIABJIEHUS MyTauuii B COOTBETCTBYIOLLMX
reHax [11, 12]. Mpw BbipakeHHOM geduumnTe GrnbprHOreHa
OTMEYaeTCs yA/IMHEHVE aKTUBUPOBAHHOIO NapLmanbHOro
TpomMb6onacTMHoBoro Bpemenu (AMTB), NpoTPOMONHOBO-
ro BpemeHu no Keuky (IB) n Tpom6uHoBoro Bpemenu (TB),
uTO 06YCNIOBNIEHO OTCYTCTBMEM HEOHXOAMMOro cybcTpaTa
AnA npeepalleHns pubpunHoreHa B GnbpVH nog oencTeu-
eM TpomMbuHa [3].

InarHocTMka HacnepgcTBeHHOW  Gopmbl  Tpeby-
€T BbICOKON TOYHOCTV U HAZEXHOCTM, UYTO NoAYEpPKU-
BaeT HeobOXOAMMOCTb CBOEBPEMEHHOIO BbIsIBIEHUS
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n anddepeHUnanbHON ANArHOCTUKK C MPUOBPETEHHBIMA
dopmamm runodpubpuHoreHemnu [13]. PaHHsA nocTaHOB-
Ka AnarHo3sa (B 6onbLiei cteneHn runopudbpruHoreHeMnn
TAXKeNIoN cTeneHn n apmubprHoreHemmmn) cnocobcTByeT
npoBefeHnio NPOoGUNAKTAYECKNX MEPONPUATAIA U Ha-
3HAUEHUI0 3aMECTUTENbHONW Tepanuu npu Heob6xoaMmo-
CTW ONS CHXKEHUS PUCKA BOSHUKHOBEHUA OCIIOMHEHUN,
CBA3aHHbIX C HAPYLIEHMAMU B CUCTEME reMOCTasa.

JaHHbBIN KNMHWYeCKni cnyyai pebeHKa cHacIeiCTBEH-
HOWM rMno¢ubprHOreHeMmuen WMIOCTPUPYET BaXHOCTb
CBOEBPEMEHHOTO KOMIMJIEKCHOTO MOAXOAA K AMarHoCTuKe
1 HabnoaeHVo 3a NaureHTamu. [poToKoN uccnegoBaHuUs
6bin 0f06peH 3Tuyeckum komutetom OFAY3 «fopopackasn
MBaHO-MaTpeHUHCKaa AeTcKas KMHMYeckas 6oNbHULa»
(npotokon N2 10 ot 10.02.2025) 1 COOTBETCTBOBAs MPUH-
umnam XenbCMHKCKOW AeKnapaunu.

LIENb

MNpepcTaByTb peaknin KIMHUYECKNA Cnyyan Manocum-
NTOMHOIO TeYeHUs HacNeACTBEHHOW runodpubprHoreHe-
MUK Yy pebEHKa ANs OCBELleHUs BOMPOCOB AMArHOCTMKM,
OVNHAMUYECKOro HabnoAeHNA 1 onpefenieHns NoKasaHui
K npodunaktnyeckon Tepanmm ana npefoTBpalleHus re-
MOpPpParnvecKknx OCIIOXHEHWUN.

MATEPUAJIbI U METOADbI

AHamHes3. NauuneHTKa 8 neT B dpeBpane 2025 r. ¢ mate-
pblo B pamKax nprema obpatnnucs K rematonory 8 OFAY3
«fopoackasa ViBaHO-MaTpeHMHCKasa AeTckasa KInHmnyeckas
60nbHMLa» AETCKYIO MONMUKINHKKY MO NMOBOAY BbIsIBMEH-
HbIX M3MeHeHun B Koarynorpamme 15.01.2024: cHuKeHue
¢dubpuHoreHa fo 1,17 r/n, yanuHenne AMNTB po 44 cek, ygo-
nunHeHue TB go 29 cek, cHuxeHwne NB no Keuky go 61,0 %.
O6cnefoBaHue NPoBOANSIOCH Ha GOHE MONTHOIO KINHNYe-
CKOro 3j0pOBbA U OTCYTCTBUSA XKanob.

PebeHok oT 1-o1 6epemeHHOCTH, 1-biX pogoB. Co cnoB
MaTepun 6epemMeHHOCTb NpoTeKana 6e3 ocnoXKHeHu. Poabl
B CPOK Ha 38 Hefene, camocToATeNbHble. Bec npu poxge-
HumM 3850 rp., pocT 54 cm. OueHKa no wkane Anrap 7-9
6annos. 3akpuuana cpasy, K rpyam npuioxeHa cpasy no-
cne poxkgeHus. pygHoe BCKapminsaHue — 1o 9 mecALes.
Pocna n pa3suBanacb cOOTBETCTBEHHO BO3pacTy. Bakuu-
HaL A NpoBefeHa No BO3pacTy COMacHO HaLMOHaIbHOMY
KaneHaapto NpodunakTMyecKmx NprBrBOK.

Mpu cbope yrny6reHHOro reMopparnyeckoro aHam-
He3a BbIACHUIACb HacNeACTBEHHaA OTATOWEHHOCTb: Y Ma-
Tepu pebeHKa B TeUeHMe HECKONbKUX NET HabsoaaoTcs
CHUXeHue ¢ubprHoreHa B cpepHem fo 0,87 r/n, yanuHe-
Hue ATNTB go 44 cek, yanuHeHue TB go 29 cek n npoTpom-
6GUHOBOTrO BpeMeHU Ao 13,2 CeK., CHMXKEHNE NPOTPOMOUHa
no Keuky 0o 57,9 %, Ha OCHOBaHMM Yero remaTosiorom no-
CTaB/eH AnarHo3 runodubprHoreHeMmum, C KOTOPbIM OHa
HaxoAWUTCS HA ANCNaHCePHOM HabnogeHnN. leHeTUYeCKunin
aHanu3 NoAaTBepAna Hannuve y matepu reTepo3nroTHOMN
MyTaumn B reHe FGB G455A. Mpu yToUHEHUM ceMenHOoro



aHaMHe3a [pYrnx C/lyyaeB BbIPaXKEHHbIX KPOBOTEUYEHMUI
WM YCTAHOBJIEHHBIX KOarynonatui y Gnvixanwmx popg-
CTBEHHWKOB CO CTOPOHbI MaTepy (6abyLuKu, AefyLiKm) Bbl-
ABNEHO He OblsIo.

M3 aHamHe3a 3aboneBaHma U3BECTHO, UTO NpPY poXxzae-
HUW y pebeHKa Habnoganacb kepanorematoma. B 2016 r.
Ha 2-01 Hefiene X13HU 06Hapy»KeHa KPOBb B CTYJIe, B CBA-
31 ¢ yem, pebeHok obcnesoBaH B OI'BY3 «MpkyTtckasn 06-
nactHaa MHOEKUMOHHasA KNnHM4Yeckas 6onbHuua», Y3
«MpKyTCcKasa rocygapcTBeHHas 06facTHas [eTCKas Knu-
Huuyeckaa 6onbHMUa», OTAY3 «lfopopackas VMeaHo-MaTtpe-
HUHCKaA [eTCKas KMHMYecKas OOMNbHMLa», BbICTaBEH
OMarHo3: guapea HeyTOYHeHHOro reHesa. B 8 mecsaues
Yy MauueHTKN AUarHoCTMpoBaHa reMaHrMoma Ha TynoBu-
e cnieBa, NPoOBeAEeHO OnepaTvMBHOE neyeHuve. Y nauu-
EHTKM OTMeYanucb pefKne HOCOBble KPOBOTEUEHMSA, Ofl-
Hako obWwwuii aHanM3 KPOBWM W Koarynorpamma paHee
He KOHTPONMPOBaNMCh.

O6beKkTuBHBbIN cTaTyc. OOLee cocToAHME YO OBIET-
BopuTenbHoe. CamouyyBCTBME He cTpapaet. [lonoxeHue
aKTuBHoe. TemnepaTtypa Tena B akCUIIAPHOW 06nacTu
36,2 °C. ApTepuanbHoe gaBneHne — 106/68 mm prT. cT. Ya-
CTOTa AbIXaTeNbHbIX ABUXeHUN — 22 B 1 MyH. YacToTa cep-
JeuHbix cokpaweHun — 85 B 1 muH. Poct - 130 cm, macca
Tena — 33 Kr. SDS IMT = 1,65. KoXHble MOKPOBbI 0ObIYHO
OKpackKu, ynctble. Bugnmble cnmsuctble o6blYHON OKpa-
CKM, uncTble. [ogKoXKHO-KMPOBas KneTyaTKka pa3BuTa yme-
peHHo. Jlumdatnueckrne nepudepuyeckrie y3nbl He nasb-
nupytoTcs. KoCTHO-CycTaBHasA cuctema — fepopmaui HeT,
MOABMXXHOCTb CyCTaBOB B MOJIHOM Ob6beme, manbnauus
6e360ne3HeHHasn. [pygHasa KneTka 06bIYHON GpopMbl 1 pas-
MEPOB, CUMMETPUYHAsA, NPy nanbnauumn 6e3bonesHeHHas,
Npu MNepKyCcCUM ACHbIN NEroYHbIN 3BYK. AyCKynbTaTuB-
HO [ibIXxaHMe BEe3MKYNAPHOE, NPOBOAUTCA BO BCE OTAENbI,
XPUMNOB HeT. [paHLbl OTHOCUTENbHOW 1 abCOMIOTHON cep-
JeYHOWN TYNoCTN HaxXoZATCA B Npefenax BO3pacTHON HOp-
Mbl. AYCKyNnbTaTUBHO TOHbl cepfua ACHble, PUTMUYHbIE,
Wym He BblCNylwmBaeTcs. »KMBOT Npu OCMOTPe OBbIYHOM
dopMbl 1 pa3mepoB, Npu Najabnauun Marknui, 6esdones-
HeHHbIN. [TeyeHb 1 cene3eHKa He nanbnupyoTcA. MHTOK-
CUKAUMOHHbIN, aHEMUYECKUI, remopparniecknia, numeo-
nponndepaTUBHbLIN, TMNEPMIaCcTUYECKNIA, OCCANTUYECKNN
CUHAPOMbI HE BblpakeHbl.

PesynbtaTtbl Na6opaTOpHO-UHCTPYMEHTaNbHbIX
nccnegoBaHuin. 06w aHann3 Kposu (14.01.2025): re-
mMornobuH - 139,0 r/n, aputpountsbl — 5,07 x 10'%/n, peTtn-
Kynouutbl — 1,0 %, rematokput — 41,8 %, TpOMOGOLUTLI —
272,0 x 10° /n, neiikouutbl — 8,84 x 10° /n, HelnTpodunbl
cermeHTosgepHble — 56,0 %, MoHOLMTbI — 5,9 %, numdoun-
Tbl — 36,1 %, 303nHOGMNbI — 2,0 %, COD - 2 MM/u.

Buoxumnuecknin aHanus Kpoeu (14.01.2025): o6wmi
ounupybuH — 10,2 MKMONb/n, HenpaAMol GunMpyouH —
4,7 MKMONb/1, NpsAAMON 6unnpy6uH — 5,5 mkmons/n, AJTT -
16,0 En/n, ACT - 22,0 Ea/n, xonectepuH — 3,1 mmonb/n,
obwwin 6enok — 62,0 r/n, anbbymnH — 41,0 r/n, MoyeBu-
Ha — 3,2 Mmonb/n, KpeatuHuH — 53,0 mkmonb/n, CKO -
124 mn/munn/1,73m?%, WwenoyHasa ¢ocdartasa — 125,0 Ea/n,
JIAr — 223,0 Ea/n, rniokosa — 4,3 mmonb/n, CPb - 3 mr/n,
PO - 1,2 Me/mn, ACJTO - 120 Me/mn, beppuTnH — 52,0 Hr/
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MJ1, CbIBOPOTOUHOE Xene3o — 15,0 Mkmonb/n, Koadpdnun-
€HT HacblleHUs TpaHcheppriHa xenezom — 34,0 %, obuan
»Kene3ocCBA3bIBaloWasa CrocoOHOCTb CbIBOPOTKM KPOBU —
73,2 MKmonb/n, ButamuH B12 - 250,0 nr/mn, ¢ponmesas
Kucnota — 15 Hr/mn.

Koarynorpamma (TpexkpaTHoe nccnefoBaHue):

15.01.2024: AITB - 44 cek, NB no Keuky - 61 %,
MHO - 1,1, TB - 29 cek, ¢ubpuHoreH - 1,17 r/n,
D-gumep - 0,2 MKr/min.

14.02.2025: AMTB - 43,3 cek., B no Keuky - 61,5 %,
MHO - 1,12, TB - 22,9 cek., ¢ubpuHoreH - 1,2 r/n,
D-gnmep - 0,1 MKr/m.

28.02.2025: AMNTB - 44,5 cek., B no Keuky — 59,2 %,
MHO - 1,1, TB - 23,8 cek., ¢ubpuHoreH - 1,1 r/n,
D-anmep - 0,2 MKr/mi.

KoHueHTpauuio ¢pnubpuHoreHa onpeaenany KnoTTuUH-
roebiM metogom no Knaycy. AktnsmpoaHHoe AlTB, T1B,
TB v gpyrvue napameTpbl Koarynorpammbl ncciefoBanu
Ha aBTOMATUYeCKOM aHanu3atope. Arperayuio Tpomooum-
TOB M3y4anu C UCMOJSIb30BAHMEM CTaHAAPTHbIX UHAYKTO-
pos (AL®, agpeHanuH, KonnareH, pUCTOMULMH, apaxmao-
HOBAsA KNC/IOTa) Ha NTa3ePHOM arperomeTpe.

Arperauma TpomboLmToB C MHAYKTOpamu (15.01.2024):
ADO - 71,4 %, appeHanuHoMm — 40,4 %, KonnareHoM —
77,1 %, puctomuumHom — 76,3 %, apaxmgoHOBOW KNCIO-
Tonm — 75 %.

WccnepoBaHme Ha ancounbprHoreHemuio (20.03.2025):
AHLUUCTPOAOHOBBIN TecT — 19 cek. (Hopma 16-22 cek).

AHTVHYKNeapHble aHTUTena (14.02.2025): meHee 1:40.

AHTntena Kk peycnupanbHon [OHK (14.02.2025):
15 ME/mn - oTpuruaTtenbHo.

AHTnTena K KapguonunuHy IgM n IgG (14.02.2025):
oTpuLaTENbHO.

BonuaHouHbIN
He 0GHapyXeHo.

O6wmn aHanns moum (14.01.2025): cBeTNO-KenTo-
ro useta, npo3payHasn, pH 5,0, nnotHocTb 1020, rnoKo-
3a — He 0OHapY>KEHO, KETOHbI — He OOHApPYXeHO, bunupy-
OUH — He OO6HAPYXXEHO, INUTENUIN NNOCKUA — 1 KNet/mKn,
NenKoumnTbl — 1-2 KNeT/MKJ, 3puTpoumnTbl — 1 Knet/mKn, 6e-
NOK — He 06HApYKeHO, bakTeprm — He 0GHAPYXKEHO, CJIN3b —
He3HaUNTENIbHOE KOJIMYECTBO, CONY — He OOHApPY»KEeHDI.

CyTtouHasa npoTtenHypwus (15.01.2025): 0,05 r/cyTKu.

Mpo6a 3umHuukoro (20.01.2025): 6.00-9.00 - ya. Bec
1018,9.00-12.00 - ya. Bec 1022, 12.00-15.00 - ya. Bec 1020,
15.00-18.00 - ya. Bec 1019, 18.00-21.00 - yg. Bec 1017,
21.00-24.00 - ya.Bec 1019, 24.00-03.00 - ya. BeC HET Mouw,
03.00-06.00 - ya. Bec 1010; cyTouHbI guype3 —1350 mn,
OTHOLLUEHWE IHEBHOTO K HOUHOMY Auypesy — 3:1.

M®A Ha renbMmuHTbl (21.01.2025): aHTUTENa K Toxocara
canis — oTpuuatenbHo, Opisthorchis felineus — oTpuuatenn-
Ho, Echinococcus spp. — oTpuuatenbHo, Trichinella spiralis -
oTpuuaTtenbHo, Ascaris lumbricoides - oTpyuaTtenbHo.

N®A Ha TORCH-nHbekumm (21.01.2025): anti-CMV IgM,
IgG - oTpuuatenbHo, anti-Toxo IgM, IgG — oTpruaTenbHo,
anti-HSV 1/2 IgM, IgG - otpuuatenbHo, anti-Rubella IgM,
IgG - oTpuuatenbHo, anti-Herpes IgM, IgG - oTpruaTenbHo.

N®DA Ha Bupyc dnwrteriHa - bapp (21.01.2025): anti-
Epstein Barr IgM, IgG - oTpuuartenbHo.

AHTUKOArynaHT (14.02.2025):



N®A Ha renatutbl (14.01.2025): HBsAg, anti-HBcore -
He obHapyxeHo, anti-HCV - He obHapyxeHo, anti-HAV
IgM - He 06Hapy»eHo.

NOA Ha BMY (14.01.2025): oTpuruaTenbHo.

Mpo6a MaHTy c 2 TE (14.05.2024): oTpuuaTtenbHo.

JIOP (14.01.2025): HocoBOe AblxaHue cBoboAHOe, CNu-
31CTast HOCOITIOTKM PO30Bas, UNcTas; HebHble MUHAANMHDI
O6bIUHbIX Pa3MEPOB, HAJIETOB HET, ANarHo3 — 310POBa.

Masok u3 3eBa 1 Hocornotkm Ha ¢nopy (14.01.2025):
pOCTa MaToreHHon MUKPOdIopbl He BbIABNEHO, eAUHNY-
Hble KonoHuu Streptococcus viridans 10° KOE/mn.

Cromatonor (14.01.2025): NOBEPXHOCTHbIN Kapuec
3yba 3.5.

lmHekonor (15.01.2025): 3gopoBa.

dnekTpokapanorpadua (15.01.2024): putm CUHyco-
Bbih, YCC 94-103 B 1 MWH, anekTpuyeckas ocb cepaua
B BEPTUKANIbHOM MOJIOXKEHUN.

KomnnekcHoe Y3/ opraHoB GpioWHOM MOMOCTH, 3a-
OPIOWNHHOTO MPOCTPAHCTBA, Nepudepuyecknx nnm-
daTnyeckux ysnos, Manoro Tasa, WUTOBUAHOW »ene3bl
(15.01.2024): naTonorum He BbiIBIEHO.

l[eHeTUYeckoe wnccnegoBaHne reHoB ¢UOpUHOre-
Ha FGB n FGG (meTogom cekBeHMpoBaHuA no CaHrepy)
(15.04.2025): B reHe FGB BbiiBNeHa reTepo3nroTHasa MyTa-
uma FGB: -455G>A.

OBCYXXAEHUE

MNpencTaBneHHbIN KNMHNYECKNIA CrlyYail Hacne4CcTBeH-
HoW runopubpriHoreHeMun y pebeHKa 8 neT JeMOHCTPU-
pyeT XapaKTepHble OCOGEHHOCTU aHamHe3a (6uonoru-
UecKoro, reHeasiornMyeckoro), KJMHUKO-nabopaTtopHoO
W VHCTPYMEHTAJIbHON AWArHOCTUKU HAapYLUEHMS TemMocC-
Ta3a, MOMCK NPUOBPETEHHBIX MPUYMNH, HAa GOHE KOTOPbIX
MOET BO3HUKHYTb [aHHAA MATONOrus, BeAeHNA faHHOW
penKkon HacneaCTBEHHOW KoarynonaTtum.

MpuyMmeHeHne KoMMeKca KIMHUYECKUX 1 nabopartop-
HO-UHCTPYMEHTAJIbHbIX NCCNIeJOBAHNI Y HaLLeN NauneHT-
KU MO3BONWJIO WCKIIOUUTb MATONOMMIO, KOTOPasi MOXEeT
06ycnoBuUTb NPUOOPETEHHYIO BTOPUYHYIO TMNodubpriHo-
reHemuio (MHbEKLMOHHbIe 3ab01eBaHMs, MATONOMMA neye-
HY, IBC-cMHAPOM, MEAVKAMEHTO3HbIE BIINAHNA, FreMOSN3,
601e3HM NoYeK, remobnacTosbl, ap.).

Ha ocHoBaHUM AaHHbIX, BKIOYAOLWMX HACIEACTBEH-
HOCTb (MOXM3HEHHO COXpaHsALWYCsa runodrubpuHore-
HemMuio y MaTepu pebeHKa), ManoCMNTOMHOE TeueHue
3aboneBaHNs (B TeueHune 8 NeT XN3HW pebeHKa MUHU-
MaJibHble reMopparvyeckme nposiBieHUs), CTabuibHYO
rMnNoGMOPUHOreHEMIIO Y MaLNEHTKYM, MOATBEPXKAEHHYIO
3-KpaTHbIMU WCCNIeOBAHNAMY TeMOCTas3a, YOJIMHeHue
TPOMOVHOBOIO BPEMEHU, UCKITIOUYEHME BTOPWYHBIX MPU-
UMH TMNOGUOPUHOTrEHEMINN, TEHETUYECKOTO aHanmn3a re-
HOB PpUOPUHOreHa NaUMEHTKE MOCTAaHOBMIEH AMArHO3: Tn-
nopubprHOreHeMna HacneacTBEHHas.

HacnepgctBeHHas runodubpuHoreHemMns U3BECTHa
[aBHO. B paHHKX Tpygax He Bcerga npoBOAMIOCh YETKOE
pasrpaHMYeHne MeXxay HacneacTBEHHbIMU UM npuobpe-
TeHHbIMK dopMamun aedpuunTa paktopa | [8]. ITO paznmune
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UMeeT MNPUHUMMMANBbHOE 3HauyeHWe [Afs AVMArHOCTMKM
N NieyeHms.

PaccmaTtpuBas pacnpocTpaHeHHOCTb JaHHOW NaToNo-
ru, cnegyet OTMETUTb, UTO SNMUAEMIUOSIOrYECKUe 0cobeH-
HOCTU TMNOPUOPUHOrEeHEMUN Ha CEFOAHALIHNIA eHb AO-
CTaTOYHO M3yyeHbl. Tak, B nccnepgosaHuy Paraboschi E.M.
et al. (2017 r.) npoaeMOHCTPUPOBaAHO, YTO cpeaun 342 3a-
PErvCTPUPOBAHHBIX CJyYaeB BPOXKAEHHbIX HAPYLUEHWI
¢dubpuHoreHa 58 % coctaBunu runodubprHoOreHemmm,
28 % - pucdurbpuHoreHemn 1 Tonbko 14 % — adpubpriHo-
reHemuw. [Npu 3TOM aBTOPbI OTMEUAIOT 3HAUUTESIbHYIO Ba-
puabenbHOCTb KIIMHUYECKMX NPOABEHNI B 3aBUCMOCTM
OT TMna myTauun [4].

B wccneposanun Akosnesow E.B. ¢ coaBT. (2022 1)
npoaHanu3npoBaHbl AaHHble 47 nauuMeHToB C Hacnep-
CTBEHHbIMY HapyLlleHMsAMU GUOPMHOreHa 1 YCTaHOBIEHO,
yTo 6eCcCMMNTOMHOE TeueHre HabnogaeTca B 38 % cnyya-
eB [10]. MNpwn 3TOM aBTOPbI NOAYEPKMBAIOT, YTO Jake Mpwu
OTCYTCTBUU KIIHNYECKNX MPOABIEHNI Y TAKMX NaLNEHTOB
COXPAHAETCA BbICOKUA PUCK reMOpParmyecknx oCcioxHe-
HWI NPW MHBA3MBHbIX BMeLwaTenbcTBax [10].

Ocobbli MHTEpeC NpeacTaBnsalT AaHHble Neerman-
Arbez M., et al. (2016 r.), KOTOpbIe yKa3bIBalOT, YTO Hacnes-
CTBEHHas rMnodprbpUHOreHeMUs YacTo AMarHoCTMpyeTcs
B [IETCKOM BO3pacTe, MPUYEM MHOIMEe CJlyYaun BbIsBAIOT-
CA CNyYaliHO NMpU NIIAHOBOM 06CNefoBaHMM, Kak U npej-
CTaBJIEHO B HaLLeM KIMHNYECKOM HabnogeHnm. B HekoTo-
pbIX Clyyasax CeMENHbIA aHAMHE3 MOXET OTCYTCTBOBATb
n3-3a BapmabenbHoCcTU myTaumi [11].

Bblpa’keHHOCTb reMopparMyeckoro CUHZpPOMa npwu
HacNeACTBEHHON  TMNOGUOPUHOrEHEMUN  HAXOAMWTCA
B MPSMON 3aBUCMMOCTM OT CTEMEHW CHVXKEHWUA YPOBHS
¢ubpuHoreHa B nnasme [8]. Mpwu rnybokon runodpunbpu-
HoreHemun (0,2-0,3 r/n) MoXkeT HabngaTbca CrOHTaH-
HaA KpPOBOTOUMBOCTb, TOrAa Kak npu yposHe 1.0-1,5 r/n
KPOBOTEUYEHUS, FEMATOMbl BO3HUKAIOT MPENMYLLIECTBEHHO
nocnie TpaBM WM MHBa3UBHbIX npoueayp [3, 8]. Y Hawen
NMaumveHTKN HabnogaeTcsa MasloCMMMITOMHOE TeueHue 3a-
6oneBaHWa npu cpefHeM YpoBHe ¢ubpuHoreHa 1,1-
1,2 r/n, TakXKe KaK y ee matepu npu cpeiHem ypoBHe ¢u-
6purHoreHa 0,87-0,97 r/n.

HecmoTps Ha TnuuHbIe NabopaTopHbIe MPU3HAKY, re-
HeTMYecKoe 1CCNiefloBaHme ABMAETCA OOHUM M3 METOAOB
OVNarHoCTUKU HacNefCTBEHHOW rnnodubprHoreHemuu [6,
11,12].

PekomeHgoOBaHO AMHamMunuyeckoe HabnoaeHe pebex-
Ka, BKJIOYalollee KOHTPOJb KOarynorpammbl M JApyrux
METOZIOB MCCIefoBaHWi, HEOOXOAMMOCTb KOTOPOro 06-
YC/IOBJIEHa HACNeACcTBEHHON GOPMON 1 XKEHCKMM MOJIOM
pebeHKa. Mpn HeobXoANMOCTU MOXKET ObITb PACCMOTPEH
BOMPOC O MPOBEAEHUUN 3aMeCcTUTeSIbHOW Tepanun (0co-
6eHHO B Clyyasnx onepauuii, HBa3uBHbIX npoteayp) [131.

3AKNIOYEHUE

Bpauam Bcex cneuuanbHOCTEN HEOOXOAUMO MOM-
HUTb O YaCTOM JIATEHTHOM WJIN MAOCUMMNTOMHOM Teue-
HUM HaCNeaCTBEHHOW TMNOPUOPUHOreHeMUKN, KoTopas



B TeYeHue psafa NeT He CONPOBOXAAETCA KPOBOTEUEHU-
AMU UM MPOTEKAET C PeAKUMMN KPOBOTEUYEHUAMN OObIY-
HO MMWKPOLMPKYNATOPHOrO TUMNA, a TakKe BaHOCTU
BbIAB/EHMNA [aHHOW MaTONOrMM NPU OTAFOWEHHOM re-
HeanornyeckoM aHamHese. PaHHAA OWArHOCTMKA, ajek-
BaTHOe HabmogeHne NMeIoT BaXkHOe 3HaveHne 1 No3Bo-
NAT CBOEBPEMEHHO peann3oBatb MNpodunakTmyeckmne
MEepbl, U CHU3UTb PUCK BO3MOXHbIX FreMOppParnyecKmx
OCJTOKHEHUMN.

OuHaHcMpoBaHue
Bce aBTOpbI 325BMAMN 06 OTCYTCTBUM GUMHAHCOBOW NOA-
LEepKu Npu NOATroTOBKE JAHHOW PyKOMMCK.

KoHNUKT nHTepecoB
Bce aBTOpbl 3asBuAM 06 OTCYTCTBUM KOHONMKTA
NHTEPEeCOoB.
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