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AHHOMayun

Temodunus B — HaceicTBeHHOE X-CIeIJIEHHOE PellecCUBHOe 3a60IeBaHNe, BHI3BAHHOE HAapyLIeHNEM IJIa3MEHHOTO TOMeOCTa3a, BO3HUKAIOIIee
BesiesicTBUE Aedbunuta uiu orcyrerBus dakropa ceepreiBanus IX (FIX). [IpuuunHoii siBjsieTcest MyTtaiius reHa Xq27, koaupytoiero FIX. Ceppes-
HBIM OCJIOKHEHUEM JIAaHHOW IATOJIOTUU SABJIAETCA UHIMOUTOPHAA (popMa, KIMHUYECKU IPOABIAIOMAACA HATMINEM JIJIOAHTHTE] UMMYHOIJIO-
OysinHa G, HEUTpATU3YOIIKX 9K30reHHbIN FIX. B craThe OmucaH KIMHUYECKHH ciydail HHruOuTopHoit popmel remoduinu B y pebeHka 12 jer.
Karoueswvte caoea: remodunus B, nuuruburopHas ¢popma, /1eTH, TeMaTOJIOTUs.
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Clinical case of inhibitor form of hemophilia B in a child
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Abstract

Hemophilia B is a hereditary, X-linked recessive disease caused by a violation of plasma homeostasis, resulting from a deficiency or absence of
coagulation factor IX (FIX). The cause is a mutation of the Xq27 gene encoding FIX. A serious complication of this pathology is the inhibitory
form, clinically manifested by the presence of IgG allo-antibodies neutralizing exogenous FIX. The article describes a clinical case of an inhibitory
form of hemophilia B in a 12-year-old child.
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C aMoe paHHee YIOMHHaHNe 0 TeMOMWINH KaK O CaMo-
CTOATEJIbHON IATOJIOTUU CBA3aHO C aMEPHUKAHCKUM
BpadoM J. Otto, onucasueM ee B 1803 I. JI[pyruM ydeHsbIM,
CBA3ABIIUM CBOM PAbOTHI ¢ M3yuyeHHeM reMOQUINU, AB-
sgercs J. Hay, KOTOpBIi IepBBIM 0TOOPa3UI POJOCIOBHYIO
ceMbH 0OOJIBHOTO reMOUINeN.

I'emoduinsa BeTpedaeTcs B MOIMYJIAIUNA B COOTHOIIEHUH
1:10 ThIC. HaceyleHusA, reMobuina B Habmoaercs Iunb B
15—20% ot obmero ywuciaa ciaydaeB. [IpemmyiiecTBeHHO
JIaHHAsA 1aTOJIOTHsA OOHAPYKUBAETCA Y MYKUHH, O/THAKO B
HEKOTOPBIX CJIydasx OHA BCTPEUAETCA U y JKEHIIUH — IPU
HacJIeIOBAaHUM TeHa OJJHOBPEMEHHO OT MaTepy U OT OTHa
subo npu 6ose3nu lepemesckoro—TepHepa, Koraa uMme-
eTcs MyTalWs Ha OJJHON XpOMOCOMe, B TO BpeMsdA Kak Ha
JIPYTOl TeH WHAKTUBUPOBAH [1].

Ten, xkopupymomiuit daxkrop cBeprbiBanus IX (FIX),
6T KIOHUPOBAH B 1982—1983 IT., a €ro moJiHasl mocjue-
JIOBATEJIbHOCTh ObLIa OmyOJanKOBaHa B 1985 r., Giaro-

Jlapsl 4eMy IOSBUJIACh BO3MOKHOCTD OTCJIEKHMBAHUA I10-
P2)KEHHOTO ajiesis B ceMbsX ¢ remodunued B u myra-
[UH, OTBETCTBEHHBIX 3a 3aboseBanue. Cpenu MyTanui
FIX nmpuHATO BBIENATH OTpULATeNbHbIE (THH 1), Xapak-
Tepusylolirecs IapajjeJbHbIM CHU)KEHHEM aHTUTeHa U
aKTUBHOCTH, IOJIOXUTeabHble (Tun II), cBA3aHHBIE €O
CHHU)KEHHEM aKTUBHOCTH, U PeAyIUPOBAHHBIE.

3abosieBaHUEe IPOABIIAETCA KPOBOUSIUAHUAMHU U KPO-
BOIIO/AITEKAMH, BO3HUKAIIINMH BCJIE/JCTBHE TPaBMHBI,
WHOT/Ia MPOAO/IKAIINUMUCA B TeYeHHE JIJINTEIbHOTO
BpemeHH. Ilocie OCTaHOBKH KPOBOTEUEHUS OHO TaKKe
MOXKET BO300HOBUTHCHA. CIOHTAaHHBIE KDPOBOUBIHUSHUA,
KakK IPaBUJIO, BO3HUKAIOT y MAIMEHTOB C TKeJI0H WJIN
cpefHel CTeIeHbIO TSAKEeCTH, IPU KOTOPBIX IIePBbIe IIPU-
3HAKH NATOJIOTUHU MOTYT BBIABJIATHCSA y’Ke Ha IEePBBIX I'0O-
Jlax >ku3HH. IIpu 3TOM Jerkas crerneHb reMOQUINHA MO-
JKeT OCTaBaThCsA HEBBIABJIEHHON HAa IPOTAKEHUHU MHOTHUX
et [2].
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B nuarHocTHke 3a00JI€BaHUA BAXKHYIO DOJIb UIPAIOT
JKaJI00BI M ceMeHHBIH aHaMHe3 (IPOsABIeHUs reMopparu-
YeCKOro CHH/APOMA, CIIOHTAHHO BO3HUKAIOIIVE W JJIU-
TEJIbHO IIPOJIOJDKAIOIIIEC KPOBOTEUEHU A, HAIMYHE IIPO-
sIBJIEeHU# reMopuianu y OJU3KUX POJICTBEHHUKOB), a
TaK)Ke IPU3HAKH, BBISABJIEHHBIE B XOZe J1ab0paToOpHOTO
nccsaeoBaHuA (M30JIMPOBAHHOE yBeJTMUEHUE aKTHBUPO-
BAaHHOI'0 YaCTUYHOTO TPOMOOIIJIACTUHOBOTO BPEMEHH
IIpYU COXPAaHEHUU JPYTUX IIOKa3aTeseld B Ipejesax HOp-
MaJIPHBIX 3HAYeHHUH, cHIDKeHUe ypoBHA FIX, mHrubu-
topsl K FIX) [1—4].

OJHUM U3 Cepbe3HEHINX OCI0KHEHUHA reMOQIINH AB-
JigeTcs ee MHruHOUTOpHAA dopma. BeicokoaddunHble mou-
KJIOHAJIBHBIE QaHTUTEJIA CIIOCOOHBI HEUTPAIN30BATh SK30T€H-
Hb1i FIX, 94TO mposiBIIseTcs: OTCYyTCTBHEM KJIMHUYECKOIO OT-
BeTa HAa CTAHJAPTHYIO Tepamuio (GakTopaMy CBEPTHIBAHUSA
kpoBu. THrubutopHas remoduius B Berpedaercs npu Tske-
Jio¥i opMme 3a60s1€BaHIA Y 3—5% IALUEHTOB. Y II0JIOBUHBI U3
HUX PErHCTPUPYIOTCA TSKEJIble aJUIEPIUYecKUe PEakIUH U
anadwiakcus npu npumeHenuu FIX [4, 5].

YauTsiBas TAKEI0€ COCTOAHUE U Hed(P(PEKTUBHOCTH CIIe-
nudUIecKOl 3aMeCcTUTeIbHON Tepanuu (GaKkTopamMu CBep-
TBIBAHU KPOBH, K JIEYEHHIO HHTUOUTOPHOU POPMBI reMo-
¢drwinu B HYy?>KHO OAXOAUTH UHANBU/IYAJIBHO U ¢ GOJIBLION
OCTOPOXKHOCTBHIO. B BEIOOpE TAKTUKY JIEUEHUS CTOUT OTTaJI-
KHBaThCA OT TUTPA MHIHOUTOPA, XapaKTepa KPOBOTEUEHUs
¥ KJIMHUYECKOTO OTBETa Ha Tepanuio [6].

B kauecTBe IpuMepa Mbl IPUBOUM KJIMHUYECKUU CIIy-
Jail UHruOUTOpPHOU reModuIny B, IMarHOCTHPOBAHHOH Y
pebenka 1 roza 6 mec.

B remarosioruueckuii crarponap O6JIacTHOM JIeTCKOM
KJIMHUYECKOH OOJIBHUIBI KOMHUTETA 3/[paBOOXPAHEHUSA
Kypckoii obnactu (OJIKB) nocrymun peberox II1. ¢ sxaso-
6aMy Ha MEXMBIIIEYHYI0 T'eMaToMy IIpaBoro 6esipa u ro-
JIEHH, HOCOBO€ KPOBOTEUEHUE.

13 anamMHe3a U3BECTHO, UTO AUarHo3 remodmwinu B ycra-
HOBJIEH B 1 T0/1 6 Mec (ypoBenb FIX 1,4%), Jieunsicsi HEOTHO-
kpatao B OJIKB, nabsioaercst rematosiorom OJIKB. TTosy-
yvaet FIX peryssipHo. C 02.07.2017 noJiy4as Jeuenre amoy-
JIaTOpHO, HO 6e3 jjoypkHOoro addexra. B uiose 2017 r. roc-
MUTAJIU3UPOBAH IO IIOBOJIy MEKMBIIIEUHOH IeMaTOMBI
mpaBoro Gezipa U rojieHH, HOCOBOTO KpOoBOTeueHus. Pebe-
HOK 30.11.2018 ymias Ha JIeBbIH 00K, uyepe3 2—3 JHA HOSABU-
JIMCh pe3Kue 00JIU B JIeBOH OeZJpeHHOH 00J1acTH, B CBA3U C
yeMm npu obpameruu B OJKB 6bUI rOCIHTaTHN3UPOBAH
B 5-€ OT/IeJIEHUE, T7Ie HaXOAWICA ¢ 04.12.2018 110 07.12.2018.

[TepeBesieH B CBA3U C OCTPBHIM KPOBOTEYEHHEM B OPIOII-
HyI0 IIOJIOCTh 07.12.2018 B XHpPyprudyeckoe OT/eJIeHue
O6acTHOH JieTckoi GosibHUIBI N22 (IIPOBOIUIIOCH JIeUe-
HUe KOHCEepBaTHUBHO), 3aTeM Obu1 mepeBesieH B OJIKDB, rie
HaXOZWICA C 14.12.2018 110 25.12.2018 110 MMOBO/Y IIOCTTe-
MOpparm4eckou xeye3ofeUIUTHON aHEMUH 1-H CTEIIEeHN.
CocrosiHUE TOCJIE OCTPOM IOCTTEMOPPArudecKold aHeMUU
TSOKEJION CTemeHHW. 3aKpbhITOe IIOBPEXKJAEHHe OPTraHOB
OpIOIIHOM moJsiocTH. TpaBMaTHUECKOe IOBPEXKIEHUE cele-
3eHKHU. 3a0pIOIINHHASA TeMaToOMa, OCJIOXKHEHHA MaJIbIM Te-
MOIIEPUTOHEYMOM, MaJbIM JBYCTOPOHHHUM TI'eMOTOPAKCOM
oT 07.12.2018. Ymub MATKUX TKaHEH JieBoro Oexpa oT

30.11.2018. BropuuHas HefiponaTus JeBOH HUXKHEN KOHed-
Hoctu. C 23.10.2019 10 01.11.2019 — TOCHUTATU3ANUA 10
MIOBOZly TIOYEYHOTO KPOBOTEUEHH:A. JK30T€HHO-KOHCTUTY-
[MOHAJIHOE OKUPEHHe 2-# creneHu. /lucmerabonyeckas
HedponaTua. /laHHOe yXy/leHHe ¢ 22.07.2020, KOr7ia BO
BpeMs ITo/TbeMa C IMBaHa omepcs Ha pyky. C 25.07.2020 1o
28.07.2020 HaxonwicsAd B 0OCEPBAIMOHHOM OT/I€JIEHUU
OJKBD, 28.07.2020 niepeBe/ieH B 5-€ OT/eJIeHHe.

ITpu ocmoTpe: 0b1ee cocTOsTHUE 10 3a00IEBAHUIO TAXKeE-
soe. IloBeimeHnHoro nurtanus. OKuUpeHHe 1-H CTENEHU B
12 jieT (MHAEKC MAacchl Tesla 30,9: POCT 172 ¢M, Macca TeJia
91 kr). KosKHBIE IIOKPOBHI CMYTJIbIE, 9KXUMO3bI HA HUKHUX
KOHEYHOCTAX eJUHUYHbIe He cBexxue. Ha sieBom Genpe c
Me[VaJbHONH CTOPDOHBI 3KXHUMO3 CBEXHHU JHAMETPOM
5—7 cM. JleBoe 6Geipo yBeln4YeHO B 00beMe, OKPYKHOCTb
58 cM, 60JIe3HEHHOCTD ITPH NaJIbIanyy. TeMiepaTypa Kox-
HBIX IIOKPOBOB OOBIYHAS, HApYyIIEHUE YyBCTBUTEJIHLHOCTH
IIpy Tajblnanuy, (GyHKIUA JIeBOM HOT'M HapylleHa H3-3a
6osieBoro cuHApoMa. OKpYKHOCTH IIpaBoro 6ezipa 56 cM,
00JIe3HEHHOCTD HaJI JIEBBIM CYCTaBOM.

JlpIxaHue B JIETKUX BE3UKYJIAPHOE, XPUIIOB HeT. Yacrora
JIbIxaHuA B HOpMe. TOHBI cepzlia sCHbIE, PUTM IIPABUJIb-
HBI{, 4aCTOTa CEpP/eYHBIX COKpPAIleHUH B HOpMe. ApTepu-
aJIbHOE JIaBJieHue 140/85 MM PT. CT. fI3BIK BIAXKHBIH, YU-
creiii. JKuBOT MATKHH, 6€300J1€3HEHHBIN, 00JIE3HEHHOCTD
cieBa B obsactu m. iliopsoas. CHMIITOM ITOKOJIAYUBAHUSA
OTpULIATEJIbHBIN ¢ ABYX cTOpoH. CTys oopMiieHHBIH, Oe3
[1aTOJIOTUYECKUX IIpuMeced, OOBIYHOrO IBeTa, 1 pas B
cyTku. Mouencnyckanvne 6e30071e3HEHHOE, TIEPUONIECKH
3aTPy/IHEHO, Moua cBeTsiad. IICHX03MOIMOHAIBHBIA CTa-
TyC: B KOHTAKT BCTyHaeT Jerko. [lcuxosmomumoHaIbHOE
Pa3BUTHE COOTBETCTBYET BO3PACTY.

IIpoBeneHo amHaMHuYeckoe JyiabopaTopHOe 00cCIe/[0Ba-
HUe.

B koarysiorpamMmMe 3aUKCHPOBAHBI IOBHIIIIEHHBIE TIOKA-
3aTeJId aKTHBHPOBAHHOTIO YaCTHYHOIO TPOMOOILIACTHHO-
BOTO BpeMeHH U (HpUOpHHOreHa.

Ha yapTpasBykoBom uccienoBanuu (Y3U) mouek usme-
HEHUH He 0TMedasioch.

Y3U opraHoB GpIOITHON NOJI0CTH 63 BUANMBIX H3MeHe-
HUM.

ITpu Y3 KOJIEHHBIX CyCTaBOB OOHApPYKEHBI OTEYHOCTD
MATKUX TKaHeH JIeBoro Oenpa, yBesimueHue B 00beMe.

V3U opraHoB renatoOUIMAPHON CUCTEMBI, TIOKETY/[0Y-
HOH KeJIe3bl, CeJIe3€HKH BBIABUJIO HXONPU3HAKU yMepeH-
HOY CIUIEHOMETIHH, J0OaBOYHYIO JI0JIbKY CEeJIE3EHKU.

Y3U MmoueBO crucTeMbl — 6€3 BUJUMBIX U3MEHEHUH.

VY3U KoJeHHBIX CYyCTaBOB, MATKUX TKAHEN Oezrpa, Majoro
Tasa ¥ 3a0pIOIIMHHOTO IIPOCTPAHCTBA: B MaJIOM Ta3y Ha
YpOBHE Kpas rpe0OHSA IOJB3ZONIHONW KOCTH JIOIMPYETCs
OKpYIJION (pOpMBI reTeporeHHOe 10 CTPYKType o0pa3oBa-
HHEe pa3MepoM /10 70x60 MM. B 3a6pIOIIMHHOM IPOCTPaH-
cTBe (MIPOEKIHsI O/[B3/I0IITHO-TIOSICHUYHON 001acTH) B JIa-
TEPAJIbHOM OT/IeJIe JIONUPYETCs CKOIUIEHHE aH3XOT'e€HHOTO
COZIEPKIMOT0, HEOZHOPO/ITHOTO, TOJIIIIUHOH /10 40 MM.

ITpu xoMubIOTEpHOU ToMorpaduu OOHApYKEeHbI HMPH-
3HAKH{ MAaCCHUBHOT'O KPOBOUBJIHMAHUA B OOJIBLIYIO IOACHUY-
HYIO U II0/IB3/IOIITHO-TIOSICHUYHYIO MBIIIIIIBI CJIEBA.
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AnexTpokapanorpadguyecKre IoKa3aTean B HOpMe.

Ha ocHOBaHHM IPOBEJIEHHOrO OOCJIEZJOBAHMA IIOCTABJIEH
nuarnos: D67. Femodbwunus B (yposens FIX 1,4%). MHrubu-
TopHasg ¢Gopma? MeXMbIleyHas reMaToMa JieBoro bempa
obstactu m. iliopsoas. I'emaToma MajIoro Tasa B JIEBOH IOJI-
B3JIOLIHO-TIOSCHIYHOH 061acTy. BroprnuHas HelfporaTus Jie-
Boro Gezpa. IToctreMopparuyeckas aHeMUs 2-H CTeleHH.

ComyTCTBYIOIIUYM AUATHO3: 3K30T€HHO-KOHCTUTYIIHNO-
HaJIBHOE O’KUPeHHe 3-1 cTeneHu, K03 DUIueHT cTan1apT-
HOTO OTKJIOHEHHs WHJIeKca Macchl Tena +3,3. Konerury-
[MOHAIBHAA BBICOKOPOCIOCTh. JlucMmerabonnueckas Hed-
pomarus. IIpaBOCTOPOHHUH TPYAONOSACHUYIHBIN CKOJIMO3
1—-2-# creneHu. BasprycHsle KojieHHBIE CyCTaBbI. I110cKO-
cTomnue 2-i creneHn. XPOHUYECKUH TOH3UIJIUT KOMIIEHCH-
POBaHHBIH, CTA/IUA PEMHUCCHU.

Femodriua B, ociokHeHHas WHrHOUTOPHOU (HOPMOH,
IIpe/ICTaBJISIET CEPhEe3HYI0 ONACHOCTH JIIA JKU3HM IIaIu-
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