A.C. Ynacesuu
KJIMHUYECKHHN CJIYYAU TAXKEJONH TEMO®UIINNA A
Y HOBOPOXJIEHHOTI'O PEBEHKA
Hayunuwuii pykoeooumensy: Kkano. meo. Hayk, ooy. H.A. J/locunosa
2-1 kagheopa demckux bonesnetl
benopycckuii 2cocyoapcmeennuiti meouyunckutl ynusepcumem, 2. Munck

A.S. Ulasevich
A CLINICAL CASE OF SEVERE HEMOPHILIA A IN A NEWBORN BABY
Tutor: PhD, associate professor 1.A. Loginova
2st Department of Children's Diseases
Belarusian State Medical University, Minsk

Pe3tome. B cratbe mpencTaBiieH COBPEeMEHHBIN B3TJsA Ha mpoOiieMy reModuianu A y AeTew,
IPOABJICHUA B HCOHATAJIBHOM IICPHOJC. OTpa)KeHBI BOIIPOCHI 3THOJIOTHMH, MATOICHE3d, KIMHUYCCKHX
MPOSIBIICHUN M JUAarHOCTUKU reMopuinuu A y HOBOPOXKIEHHBIX aered. OmucaH KIMHUYECKUI ciydait
TOKEION reMomn A.

Kutouesble ciioBa: remoduinus, reMopuivs y HOBOPOXKIEHHOTO peOEHKA, KOAryJIOMmaTusl.

Resume. The article presents a modern view on the problem of hemophilia A in children,
manifestations in the neonatal period. The issues of etiology, pathogenesis, clinical manifestations and
diagnosis of hemophilia A in newborn children are reflected. A clinical case of severe hemophilia A is
described.
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AKTyaJbHOCTDh. ['eMouiinss A — HaclenCTBEHHAsI KOAryJonaTus, BO3HUKAIOIIAs B
pe3yJibTaTe pe3yJibTare MyTaluu, Aejienuu win uHBepcuu reHa ¢akrtopa VIII. Yacrora
BcTpeuaemoctd - | cayuyait Ha 10000 HOBOpOXXIEHHBIX Maib4uMKOB. ['eModuius —
VHBAJIUAW3HAPYIOIIAs KOAaryJionaThs, NPUBOASANIAS K CHIDKCHHMIO KadyeCcTBA JKU3HHU H
DKOHOMHYECKMM mnoTepsaM. CBOEBpPEMEHHAs paHHAA JIHATHOCTHKA IPEIOTBpalIacT
MHBAJIMU3ALNIO, YIyUIIaeT KIMHUYECKUA MPOTHO3 3a00JIEBaHUS U YJIyYIlIaeT KayecTBO
KU3HH.

Heanb: npoananu3upoBaTh KIMHUYECKUNA CiIydail reMoQmimu A 'y HOBOPOXKIAEHHOTO
peOeHKa JJi1 TOBBIIIEHUS HACTOPOKEHHOCTH Bpauel-HEOHATOJIOTOB 10  IOBOIY
HaCJIEJICTBEHHON KoaryJionaTuH-reMo(puing.

3apaum:

1. Onucarb 3THONOTHIO, TATOr€HE3, OCOOCHHOCTH KIMHUYECKOW KapTUHBI |
JUArHOCTUKY FeMO(QWINK B HEOHATAJILHOM MEPUOJE.

2. IlpoBecT pPETPOCNEKTUBHBIM aHAIU3 UCTOPUU OO0JIE3HM HOBOPOXKIAEHHOTO
peb€nka ¢ remoduiinei A, TMarHOCTUPOBAHHOM B MEPBYIO HENIEIIO HKU3HH.

Marepuanbl M MeToAabl. Ha OocHOBe pa3BUBAIOLICHCS KIMHUYECKOW KapTHUHBI U
HENpPEepPbIBHOTO HAOMIOCHUST peOEHKa M JalbHEWIIEro peTpOCHEeKTUBHOTO aHaln3a
ucTopur OOJIE3HM ONHCAH KIMHUYECKUMH ciaydail Tspkeno remopumuu Ay
HOBOPOXIEHHOTO pebénka, poxaéuHoro B 5 'Kb r.Muncka.

PesyabTrarel U ux o0cyxaeHue. ['emodunnss — BpoXKIEHHass KoaryJonaTus,
creruieHHas ¢ X-xpomocomoi, ooycnosientas nedumurom GCK VIII (remodunus A) nnu
OCK IX (remodumus B), npuBopsmas K HapyUIEHHIO CBEPTHIBAEMOCTH KpPOBH,
YIpOXKarOUIEMY KPOBOTEUYEHHSIMHU (CIIOHTAHHBIMHU U (WJIM) TPaBMAaTHYECKOTO XapakTepa).
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[TansTHHYeckoe 3abosneBaHue 0Oe3 pacoBbix paznuuuil. ['emodunus A umeer
BcTpeuaeMocth 1 Ha 5 000-10 000 HOBOpOXAEHHBIX MalbuyukoB. ['emodunus B
BCTpedaeTcs ropasno pexe, ¢ gactoror 1 Ha 100 000. 'emodunus nmepemaercs mo X-
CUEIUVIEHHOMY pPELieCCUBHOMY IyTH HacienoBanud. [IpumepHo y 70%001bHBIX UMeeTCs
MOJIOKUTEIBHBIN CEMEHHBINA aHaMHe3 10 3a0oeBanuio. [IpuunHON reMoPuIIng ABISIOTCS
MyTauuu reHa, koaupyrommue FVII (Xq28), unu rena, kogupytomero FIX (Xg27). B 30—
35% caydaeB BO3MOXHBI CHOpPAIUUYECKUE MyTallud O€3 Hadu4usi CEMEHHOTro aHamHesa.
OcHOBHOE TIPOSBICHHE TeMO(DUINU — KPOBOTEUEHHUS U KPOBOUBJIUSHUS, BO3HUKAIOUIUE
CIIOHTaHHO WJIM BCJIEACTBHE TpaBM. J[Jis yCTaHOBJIEHUS TMarHo3a reMopuiIng y NmalyeHTa
C HAUIMYMEM FeMOPPArnveckoro CUHAPOMA B aHAMHE3€ WJIH MPU OTITOLIEHHOM CEMEUHOM
aHaMHe3€ UCTOJb3YIOTCS KPUTEPHUH AUarHo3a reMopuiIny (IMarHo3 yCTaHaBIMBACTCS MIPU
HAJIMYUM KaKk MHUHMMYM JIBYX M3 TpeX KpurepueB): 1) OTCyTCTBHE MNPUOOPETEHHBIX
koarynonatuii; 2) cHmwkenue aktuBHoctu FVIII/FIX nHmxe 50%, 3) nanmuuue myTtanuit
renoB FVIII nnu FIX.

Jns 1sokenoil popMbl reMo(UIIMU  XapaKTEpHO TMOSBICHUE T'e€MOpPParnuecKoro
CUHIpPOMa Ha MEPBOM TOJY >KM3HU C Hayajla aKTUBHOIO nepuoja y peOeHka (reMaToMbl
MATKHX TKaHEW, NOCTTPAaBMAaTHUYECKHME KPOBOTEUEHUS U3 CIU3UCTBIX, T'€MapTpO3bl).
[TopakaroTcsi B OCHOBHOM KpPYITHbIE CYCTaBBl: KOJEHHbBIE, TOJEHOCTOIIHBIE, JIOKTEBBIE U
Ta300€IpEHHBIE.

PeGenok N, OHOIIEHHBIH MajlbYMK POAMIICA OT 2-0i HOPMAaIbHO MPOTEKAIOIIEH
O6epemeHHocTH (1-1 OepeMEHHOCTh 3aKOHYMJIACh POXKIECHUEM 3J0pOBOM JEBOUKH), 2-X
CPOYHBIX pOJOB 4YEpE3 €CTECTBEHHBIE pPOJAOBbIE IyTH. COCTOSHHE NPU POKICHUU
yIOBJETBOpUTEIbHOE,Macca Ipu poxaeHun 4020, poct 57 cM, OKpY>KHOCTh TOJIOBBI 36 CM,
OKPY)XHOCTh Tpyau 35 cM, omeHka rmo Amnrap 8/9. Marp peGeHKa OTpUIIACT HAIMYUE
KPOBOTEYEHUN Yy MYXYUH [0 MATEpUHCKON JIMHUU. [IpoBeneHa BHyTpUMBIIIECYHAA
BaKlMHALlMS MPOTHUB renaTuta B B mepeaHiol0 MOBEpXHOCTb Oefpa, Mociie 4ero depes
HECKOJIbKO 4YacOB BO3HHUKJA TIOCTMHBEKI[MOHHAas TreMaroMa Oezpa, BbI3bIBAIOLIAs
0O0JIE3HEHHOCTh, a TAK)KE MaTh OTMETUJIA, YTO U3 MECTA MHBEKIIMH CITYCTSI HECKOJIBKO YaCOB
MOCJI€ BAaKUMHALMU BBIJCIUIOCh HECKOJIBKO Kamedb KpoBU. B oOumiem aHanmze KpoBHU
(OAK), B3sTom Ha 18-m yacy xu3HH, 3apukcupoBana anemus: (Hb 125r/n, sputpountsl
3,31x10%/m, Ht 36,2%); conepxanue TpombOouutos 282*31x10%1, cooTBETCTBOBAIIO
HOpMe, JieWKouuThl cocTaBuian 27,09x101 (BepxHsisi TpaHMLa BO3PACTHOW HOPMBI),
nerikonuTapHas ¢opMmysia TakXke B Ipeaenax Bo3pacTHOM BapualenbHOCTH. B
OMOXMMHUYECKOM aHAJIM3€ KPOBHU, B3SITOM B 3TO ke BpeMs — N.B koarynorpamme, B3sTOM Ha
20-m yacy >xu3HH, 3apeructpupoBaHo ykopoueHue AUTB wu cHuxeHue comepskaHus
¢ubpuHOTEeHa, TPU OSTOM YCHWIWINCHh KIWHUYECKHE TMPOSBICHHUS TeMOPPArndecKoro
cuagpoma,a 1o ganaeiIM OAK (Hb 91 r/a, spurpoummter 2,43x10%m, Ht 26,9%),
MPOTPECCUPOBATT AaHEMUYECKUM CHUHJIPOM, TpeOyrommii koppekuuu. [Ipoussenena TOT, B
KOTOPOH YCTaHOBJICHO: HU3Kasl (yHKIIMOHATHHOCTH (DAKTOPOB CBEPTHIBAHUS KPOBU,HUZKUHT
ypoBeHb  (UOPUHOTECHA,HU3KUN  KOAryJIAIIMOHHBIM  HHJEKC, CHUXEHUE (YHKIUU
TPOMOOIIUTOB,CHI)KEHHE MEXaHMYECKOW MPOYHOCTH CTryCTKa T.. JaHHbIE B TOJb3Y
BBIPQKEHHOUN TUIOKOATYJISIUU. BhISIBICHHBIE N3MEHEHUs ObLUIA PACIEHEeHbI KaK JACPUIIAT
ButaMuH K-3aBUCUMBIX (akTOpoB Ha (oOHE CHIDKEHHsI cojepkaHus (uOpUHOreHa,
KOaryJupyeMoro TpOMOUHOM.
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B skcTpeHHOM mopsiike K MCXOJy MEPBbIX CYTOK YKU3HHU BBITIOJIHEHA TpaHC(y3us
OJTHOTPYIITHOM cBexe3aMmopokeHHO# miasmel (C3II) B obbeme 15 mi/kr), a cmycrts
mogaca TpaHcy3us OXHOTPYIITHON JICMKOACTUICIIUPOBAHHON Pe3yC-COBMECTHMOMN
spuTpourTapHoi Macchl. B Bo3pacte 1 cyTok u 3-X 4acoB 3aMKCHPOBAHO MOSBICHHUE aJION
KPOBU M MPOXHWIKH «CTAPOrO» TeMOppaka MO TracTpaIbHOMY 30HAIY, B CBSI3M C YEM
MpOBEeIEHO THUTpoBaHue Kpuonpeuunurara u JIC «Oxramiekc» mocaeqoBaTeIbHO B
TedeHune yaca. Ha ¢poHe remocraTudeckoil TpaHCPY3HOHHOM Tepanuy OTMEUYEHA KIMHHKO-
nabopaTopHas cTaOUIU3alMsI COCTOSIHUS peOeHKa, a TeMaToMa Oeqipa He yBEIUUUBACTCS B
pasMmepax, nmo naHHbIM TOI-monoxutenbHas auHaMuka. [lokasaTenu KpacHOW KpoBU
JEMOHCTPUPOBAIM YIYUYIIEHUH TeMOTJIOOMHOBOM OydepHOW CHCTEMbl, HO HE JOCTHUIIIHU
xemaemoro ypoBHs (Hws 108r/n, sputpormutsel 3,36x10 /m, Ht 32,4%). VYuutsiBas
MOBBIIIIEHHBIN ypoBeHb IpokaiabiiuToHuHa (ITKT) 2,863 Hr/mi, rumneprepMuio B MEpPBBIC
CYTKH JKU3HHU, HEBO3MOXKHOCTh HCKIIOUWTh Hajlu4yhe Yy peOeHKa BHYTPUYTPOOHOMH
nH(pexuuu, OblIa Ha3HAY€Ha aHTUOAKTepuaibHas Tepanus (CyJIbTaCMH W aMHUKalUuH B
BO3pPACTHBIX JO3UMPOBKAX), a TaKkKe NpOo(]HIIaKTHYEeCKas MPOTUBOKAHAMIO3HAS Tepanus
(bnyxonazon). Buramun K1 (KonakuoH) ObLT BBEJICH JBAXK/]IbI, CYMMapHasi J103a 3a MepBbIe
CYTKH COCTaBWIA 4 MTI, B KAYECTBE aHTUOIIPOTEKTOPaA BBOAMICA dTam3mnar 12,5%. Uepes
4ac BBINOJHEHA TPOMOO3JIacCTOrpaMMa — CHOBA BBISIBJIICHA OTPUIIATENIbHAS TUHAMHUKA.

Ha ¢one remocratmyeckoil TpaHCQy3MOHHOM TEpanmuu OTMEYEHa KIMHUYECKas
cTabuu3aius COCTOSIHUSL peOeHKa - remaToma Oelipa He yBeIu4rBaeTcs B pazmepax. Ha 3-
U CYTKHM XU3HM BHOBb OTMEUEHA OTpHUIIATEIbHAs KIMHUKO-JTabopaTopHas JMHAMHKA B
COCTOSIHUM peOEHKa: yBEJIMUEHUE Pa3MepoB reMaToMbl Oelpa C paclpoCTpaHEHHEM Ha
paByO MaxoBYIO 00JaCTh, MOIIIOHKY U dKHUBOT, 00JIE3HEHHOCTH MPH nayibnamuu. [1pu sTom
JIBDKEHUS TPABOM HOXKHU B TOJTHOM O0bEME, IPU3HAKOB HApyIIEeHUs nepudepudecKoro
KpoBooOpaimienust He orMeueHo. [lo manubiM TOI: TOBTOPHO YAJIMHEHHE BpPEMEHU
oOpa3oBanus mepBoit HUTH (PuOpuMHA M BpeMsi 00pa3oBaHUsI CTYCTKa, CHHKEHUE OOIIei
aktuBHocTH TpoMOoruToB. Ucnons3zoBanue TOI' IMPROCLOT pexume omnpeneneHus
BPEMEHU peKalblU(pUKAIMN CTAOUIM3UPOBAHHON LIMTPATHON KPOBH B MPUCYTCTBUU
KAOJMHA  YyKa3blBaJJO  HAa  HM3MEHEHHUs,  BBIPAKEHHbIE  TUIOKOATYJISUOHHbBIC
MOATBEP)KIABIIME TPOTPECCUI0 TEMOPPAruyeckoro CUHAPOMA, HO HE MO3BOJSBILINE
MPOBOJIUTh CENEKTHUBHYKD T'€MOCTAaTHYECKYIO Tepanuio. [lo3ToMy JOMOJHUTENBHO
onpeneneno AIITB 108c. yanunenHoe B 4,2 pa3a MmO CpaBHEHHIO C KOHTposiem. B
HSKCTPEHHOM TIOpSAJIKE JIONMOJIHUTEIBbHO BBEIEHBI JOHOpckas kpuorutazma u  JIC
«Oxrareke». Begenue reMocTaTUKOB MTO3BOJIUIIO BPEMEHHO PUOCTAHOBUTH IPOIPECCHIO
TEMCHUHPOMA, YTO OBLJIO MOATBEPKICHO MOJOKUTEIFHON TMHAMHUKOM moka3areneit TOI.

Uepes 72 yaca mocie mocieaHe remMoTpaHcdy3un Obliia MOBTOPHO B3ATa KPOBb
myTeM yHKIuu nepudepudeckoit Bensl. AUTB (95,9 cek., AUTB ratio 2,69 (mopma 1,12-
1,43), I1B 14,9 cek.. akTUBHOCTb (haKTOPOB MPOTPOMOMHOBOTO KoMIIekca 84% (HopMma 65-
110%). MHO 1,12, TB 18,7, TB ratio 0,93 (mopma 0,75-1,99), ¢ubpunoren 3,88.
®daktopHbiit ananusz: ¢aktop VIII 0,36% (Hopma 50-154% Ha 5-6 neHb xku3HuM), paktop [X
24.7% (nopma 15-91% Ha 5-6 1eHb KU3HM).

Takum o00pazoM, Obul CcHOPMYJIUPOBAH YTOYHEHHBIM KIMHUYECKHN JUArHos
(ocnoBHom): Hacnencreennsiii neduuut daxropa VIII (Tsxenas remodpunus A (0,36%
daktopa VIII)). Wnadexkuus, cneunduunas JJIF nepuHaTadpHOro mepuoja.
[TocTuHBEKIIMOHHAS TeMaTOMa MPaBoro oexapa.
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[Toka3zano BBejeHUe KoHIeHTpaTa ¢akTopa cBepThiBanus kpoBu VIII B Bume JIC
«Oxranat» u3 pacdyera 50 ME/kr dyepe3 8 wacoB B TeueHHE BPEMEHH, HEOOXOAUMOTO JIJIst
OCTaHOBKH KPOBOTE€UCHUS TOCTHKEHUS HOPMOKOATyJISILIAM.

Y4auTeIBasi KIMHUKO-TA00pATOpHBIE JAaHHbIE (PE3KO 3aMEJICHHYIO KOAryJIsIHIo 0
AUYTB) Ha MOMEHT IOCTAaHOBKH JHarHo3a U PacHpOCTPaHSIONIYIOCS T'eéMaToOMy, Ha4yaTo
BBejieHue JIC «OkTaHat» B yKa3aHHOU J103€ B TEUCHUE 5 JTHEH.

Ha 17-e cyTku Xu3HM MalbuuK Ha (JOHE OTCYTCTBHUSI FEMOPPArHIECKOro CHHAPOMA
OBLI BBIMKMCAH HAa aMOYJIATOPHBIN 3Tan. PEKOMEHI0BaHO: OXPAHUTENIbHBIN PEKUM, 3aIlPET
Ha BHYTpHUMBIILIEUHbIe MHBEKIMH. [[1anoBOe oOcienoBanue 3amanupoBano B Y3 «PHIIL]
JNOI'ull» B Bo3pacte crapme 1 mecsma Uil BBINOJHEHHUS T€HETUYECKOTO aHaln3a,
YTOYHEHUSI CTENEHU TSHKECTH TeMOPWIMM A ¥ COIVIACOBAHMS JalIbHEUINEH TaKTUKU
BeJIcHHUs nauueHTta. [IpenoKeHo BBINOJHUTh T'€HETHYECKOE MCCIEAOBAHUE HA MPEIMET
HOCHTEeNIbcTBa MyTaluu reHa ¢gakropa VIII crapmemy pebenky (neBouka).

BoiBoabI:

1. Taxenas remoduiuss A  JUATHOCTUPYETCS KAk TMPaBWIO B  MEPHUOJ
HOBOPOXJICHHOCTH — KPOBOTOYMBOCTh U3 MECT UHBEKIIHM, TyITOBUHBI, PACIIPOCTPAHEHHBIE
rematombl, BXXK.

2. JInarHOCTUYECKUI TIOMCK 3aTPYAHEH 110 IPUYNHE crielr(rKe MaToIOTUH epruoaa
HOBOPOXKJICHHOCTH, OOJIBIIIOTO  KOJIMYECTBA NPUOOPETEHHBIX M  HACJEJACTBEHHBIX
KOaryJionaThii, HECOBEpUIEHCTBA AUArHOCTUUECKO-Ta00PATOPHON CITYKOBI.

3. JIeueHne HOBOPOXKAEHHBIX JIeTel ¢ MaHU(ecTalMel TeMopparudeckoro CHHIPOMa
B KOHTEKCTe reMOoUINu IpOBOAUTCS 3aMecTutenbHoi Tepanuei VIII gpakropom.
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