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KNIMHWYECKOE ONMUCAHUE BOJIE3HMU
BPYTOHA Y PEBEHKA B PECIYBJIUKE

CAXA (KYTUSA)

OnucaHo KnuMHMYeckoe TedeHne 6onesnn bpytoHa y pebeHka. bonesHb bpyToHa — reHeTuyeckoe 3aboneBaHune, CBA3aHHOE C HapyLUeHem
CMHTE3a CbIBOPOTOYHbIX MIMMYHOTMOOYNnHOB 1 B-kneTtok. 3aboneBaHne 0THOCUTCS K NEPBUYHBIM MMMyHOAedULMTaM.
KnioueBble cnoBa: ummyHogevumt, uMmyHornobynumHel, 6onesHs bpyToHa, HacneaCcTBEHHOCTb.

The article is devoted to the description of the clinical course of Bruton's disease in a child. Bruton's disease is a genetic disease associated with
impaired synthesis of serum immunoglobulins and B cells. The disease belongs to the primary immunodeficiency.
Keywords: immunodeficiency, immunoglobulins, Bruton's disease heredity.

BBepeHue. bonesHb bpytoHa — re-
HeTnyeckoe 3abonesaHue, CBA3aHHOE
C HapyLlleHWEM CUHTEe3a CbIBOPOTOYHbIX
MMMYHOrno6ynmHoB n B-knetok. 3abone-
BaHWe OTHOCUTCS K NEPBUYHBLIM UMMYHO-
aedwvumTtam, Bnepsble OblNo onncaHo B
1952r. amepukaHckum negmatpom Orge-
HoM BpyToHoM. OH coobLwmn o 8-neTHem
mMarnedvke, CTpagaBlleM pasnuyHbIMU
MH(EKLNOHHBIMU 3a60MNeBaHNsIMU, KOTO-
pbii ¢ 4-neTHero Bo3pacTa 14 pas 6onen
NHEBMOHWEN, NEPEHEC OTUTbI, CUHYCK-
Thl, Cencuc, MeHuHruT. Mpun nccneposa-
HUW B CbIBOPOTKE KPOBW HE OBHapyXunm
aHTuTen.

MonekynspHbIi  MexaHuam 3abone-
BaHMs Obin oTKpbIT B 1993r., Korga Ase
rpynnbl Y4EHbIX HE3ABUCUMO NMPOOEMOH-
cTpupoBanu, 4to X-cuenrneHHas aram-
marnobynMHemus SBNSieTCa creacTBUEM
MyTauun B reHe HepeLenTopHOM TUpo-
3MHKUHA3bl, KOTOpasi BMOCNEACTBUM MO-
nyyuna HasBaHue TUPO3WHKUHa3bl bpy-
ToHa [1,2].

3aboneBaHne MpoOsiBMSETCS YacTbiMU
BUPYCHbIMU MHEKUMAMN, BakTepuanb-
HbIMW OCMOXHEHUAMU. [eHeTn4ecknin ae-
deKT nokanmayetcs Ha ONMHHOM nneve
X XpOMOCOMBbI 1 3aKM4aeTcs B MyTaLmm
reHa LMTONnasmMaTtu4yeckon MpOTENHKM-
Hasbl. Pasmep n CTpyKTypa BUIIOYKOBOW
ernesbl COOTBETCTBYET HOPME, KOnuye-
CTBO U pyHKuMa T-numdountoB B ne-
pudepuyeckon KpoBuM He M3MEHEeHbI. B
nuM@aTnyeckmx ysnax oTCyTCTBYIOT rep-
MEHaTMBHbIE LIEHTpPbI, MrasMaTuyeckne
kneTkn. OTMeyaeTcs HU3Kasa KOHLUEHTpa-
uns B-kneTok, MIMMYHOrMOBYNMHOB BCeEX
n3otunos [3,4].
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BonesHb BpyToHa Hacnegyetca no
X-cuenneHHoMy peLecCMBHOMY  TuUMy:
npusHakn 3aboneBaHVs  BbISABASIOTCS
TOMbKO Yy Manb4nkoB (Habop nonoBbIX
xpomocom XY). [leBoukn He GonetoT, Tak
KaK AaKe eCnu OHW reTepo3uroTHbl, TO
pPEeLECCUBHbIA TeH O4HOW X-XPOMOCOMbI
KOMMEeHCMpyeTcs HOpMarbHbIM  FEHOM
roMOnorMyHonm X-xpomMocombl. BonesHb
BCTpeYyaeTcs cpean Manb4ynkoB C 4acTo-
Ton 1:25000.

Martepuanbl n metoabl uccnenoBa-
Hus. [poaHanuanposaHa ambynaTopHas
KapTa HabntogeHns pebeHka B KOHCYyIb-
TauUMOHHON nonuknuHuke [MeguaTtpuye-
ckoro ueHTpa PBNe1 — HaumoHanbHoro
LeHTpa MeguUVvHbl, rae Manb4mk Habno-
AaeTcs B TeyeHue 2 ner.

KnuHunyeckoe onucaHve 6onesHu
BpyToHa. /3 aHamHesa: PebeHok oT
BTOPOV OEepeMeHHOCTW, poabl B COPOK
Hegenb onepaTtuBHble. Haxoguncsa Ha
rPYAHOM BCKapMIvMBaHUM 40 OOHOrO roaa
aByx mecsaueB. Xusert B cene. [Ncuxomo-
TOpHOE pa3BWUTUE COOTBETCTBYET BO3pa-
cty. C poxaeHusa 6oneetr OPBU 1 pas B
MecsiL, nepeHec A0 3 NeT OCTPYyo MHEB-
MOHMIO LIECTb pa3, MMEeT XPOHUYECKUI
OoTUT 1 cuHycut. C 4 net Havanu Gecno-
KouTb 6onu B cycTaBax, pebeHoKk He Mor
XOAUTb. Y4YacTKOBbIM NEAMaTpOM B HOSA-
Ope 2018 r. naumeHT Obin HanpaBneH B
KapavmopeBMaTosnornyeckoe  OTAerneHue
ML, PBNe1-HUM, roe 6b1n ocMoTpeH Bpa-
Yamu peBMaTorioroM v neauaTpom.

Kano6bl npu noctynneHun: 6onu B
cycTaBax, 3a5iOKeHHOCTb Hoca, FHOMHOe
oTAensiemoe u3 Hoca.

CocTosiHne pebeHka pacueHunBanoch
Kak Tskenoe. KoxHble MOKPOBbI CMYy-
rmble, YMEpPeHHO BnaxHole. Cnuanctble
060noYkn poOTOBON MOMOCTU PO30BbIE,
BraxkHble. 3eB He runepemvpoBaH. MuH-
JanvHbl He yBenuyeHbl, 6e3 Haneta.
HocoBoe pAbixaHne 3aTpygHeHo, yme-
peHHoe BblAeneHne M3 Hoca THOMHOro
Xapaktepa. AyckynsTaTMBHO AblXaHue B
NerkMx Be3uKyrnsipHoe, XxpunoB HeT. Kau-

NS U ofbILWKN HET. TOHbI cepAaLa rpomMKme
U pUTMUYHble. XXMBOT Mpu nanbnauum
MSrknin 6e3bonesHeHHbIN. CTyn perynsip-
HbI, OPOpPMIEHHbIN. [levyeHb MO Kpatro
pebepHon ayru, GesbonesHeHHasi. Ce-
neseHka He nanenupyetcs. Jnu3ypun Her,
MOYa He M3mMeHeHa. MeHuHreanbHbIX U
OYaroBbIX 3HAKOB HET.

JlabopaTtopHble AaHHble: Npobbl Ha
peBmaronornyeckne 3abonesaHus Co-
OTBETCTBOBanM HOpPME: PEeBMaTOMAHbIN
gaktop - 10 MEg/mn, C-peakTuBHbIN
6enok - 2,1 Mr/mn, aHTUCTPENTONU3NH
O - 120 Ea/n. JaHHble MMMYyHOrpaMMbl
CBMAETENbCTBOBANN O HEAOCTATOYHOCTU
rymopanbHOro 3BeHa WMMyHuTeTa. [lo
OaHHbIM UMMYHOrpammsbl, y pebeHka oT-
CyTCTBOBaN! MMMYHOrMobynmH A, pesko
CHWKEH YpOBEHb UMMYHOrnobynuHos M
n G (Tabnuua).

Mokasatenn obuwero aHanusa Kpo-
BM oT 12.11.2018: remornodbun 120 r/n;
apuTtpouutbl 4,77x10'2 /n, nenkoumnTbl
10,76x10°, COJ 15 mm/u.

PebGenky cpoenaHa anekTpokapamo-
rpamma 13.11.2019. 3aknoveHve: putMm
CVHYCOBbIV. BepTukanbHoe nonoxeHue
O0C. Ha Y3W opraHoB GptoLuHONM nomno-
CTW MaToNorMn He oBHapyXeHo.

PebeHok 13.09.2019 ocmoTpeH oTo-
pPUHONapUHronoroM. 3akrtoveHne: Xpo-
HUYEeCKUA [OBYCTOPOHHUIA oTuT. Cyxow
nepeaHui PUHUT.

HacnenctBeHHOCTb N0 MMMyHoaedu-
LUMTHOMY COCTOSIHUIO OTArowieHa no nu-
HUW MaTepu, Yy KOTOpPORW, No eé crnosawm,
ymep 6paT B Bo3pacTe 5 neTt ot ocTpon
NMHEBMOHUMU.

B pesynsrate obcnegoBaHus B KOH-
CcynbTaTMBHOM nonuknuHuke PB  Neil-
HLM pebeHky BbicTaBneH aunarHos: MNep-
BUYHBIN MMYHOAEMULMUT. XPOHUYECKNI
OBYCTOpPOHHUIA oTMT. Cyxom nepegHun
puvHUT. PebeHok oTnpaeneH Ha obcneno-
BaHME B UMMYHONOIMMYECcKoe oTaeneHue
HauuoHaneHOro MeauuuHCKoro umccne-
[0BaTenbCKoro LEeHTpa [AEeTCKOW rema-
TOMNOrMM, OHKOMOTUM U UMMYHOMNOrMU B



Iloxa3aTenu HMMYHHOIO cTaTyca pedeHka ot 12.11.2018

Tlokazareinb Pesynprar PedepeHcHbIi HHTEPBAJ
IgA oOumit 0,00mr/mix (0,7-3,00)
1gM o6mmmit 0,07 mr/mx (0,6-2,00)
1gG o6mmmit 4.9 mr/mi (8,00-16,00)
Kommement C4 29,16 mr/on (9,00-36,00)
Kommiement C3 113,80 mr/mn (75,00-135,00)
CD3+ 94,00% (62,00-69,00)
CD16+CD56+ 2,17%

CD4CDS 4,00%

CD4+ 63,00% (30,00-40,00)
CD8+ 29,00% (25,00-32,00)
CD19+ 2,00%

CD3+HLA-DR+ 6,00% (8,00-12,00)
CD25+ 6,00%

IgE o6mmmii 1,5ME/mn (0,00-100,0)
LupKynupyOnmMii UIMMYHHBIN KOMITJIEKC 35E

aHBape 2019 r. [locne yrnybneHHoro
obcnenoBaHns  KNMHUYECKUMIA  AMarHos:
MepBuYHbIN MMMyHOAedmUNT. BonesHb
BpyToHa. XpoHWYecKMn ABYCTOPOHHUIA
oTuT. Cyxoi NnepeaHun pUHUT.

[aHbl crniegyrolime pekoMmeHgauum:

1. HabnogeHvwe nmmyHonora, negva-
Tpa, OTOPMHOMapvHoMora nNo MecTy Xu-
TenbCcTBa.

2. PerynapHasi NoxusHeHHas 3ame-
CTUTENbHasi Tepanus WUMMYHOrnobynu-
Hamu — «UI" BeHay.

3. Tlpu pasButMn UHPEKLNOHHOTO
npouecca nokasaHo Ile4YeHNe BHYTpU-
BEHHbIMW  @HTMOMOTUKAMU  LLUMPOKOTO
cnekTpa genctens (LedanocnopuHel 3-4
NMOKOMEHNs, Makponuabl, aMUHOITINKO3M-
Obl) He MeHee 2 Hefenb.

4. KoHTpornb obulero aHanmsa KpoBu ¢
nevikounTapHom oopmyrnon, Grnoxmmmye-
CKOro aHanu3a KpoBu Y MMMYHOrpamMMbl
1 pa3 B 3 mecsua.

5. TpoBeaeHne npodunakTU4ecKnx
NPUBMBOK HE NMOKa3aHo BBUAY Headdek-
TMBHOCTU. Mpoby MaHTy (dnackuH-tecT)
NPOBOANTbL EXErofHO.

6. MNpu nocnepytowmx GepemeHHo-
CTAX MaTepu peKkoMeHOOBaHO MnpoBeae-
HMe NpeHaTanbHoOW ANarHOCTUKN Ha Cpo-
ke 9-10 Hepenb

7. MonekynspHo-reHeTu4eckoe uc-
crnefoBaHWe NuL, XKEHCKOro rnona no ma-
TEPUHCKOW NUHUK, a TaKke MMMYHOMOo-
rmyeckoe obcnenosaHue (IgA, 1gG, IgM)

Marnb4yvkoB MO MaTepUMHCKON JTUHUW.

8. YuutbiBasi, 4YTO NEPBUYHBIA UM-
MyHOOEULNT SBMASETCA TEHETUYECKN
OEeTePMUHMPOBAHHBIM 3aboneBaHnem c
HeobpaTUMbIM  HapyLleHNeM  OyHKLWIA
MMMYHHOWN CUCTEMBI, C BBICOKUM PUCKOM
pasBUTUSI  KMU3Heyrpoxatwmx Oakre-
puanbHbIX UHMEKUNA Y ayTOMMMYHHbIX
npoueccoB n TpebyeT npoBeaeHust Mno-
KM3HEHHON 3aMeCTUTENbHOW Tepanuu
npenaparamm UMMYHOINOOYNMHOB  Ais
BHYTPVBEHHOIO BBEAEHMS, OTKa3 OT Npo-
BeJEHUSA 3aMecTUTENbHON Tepanuu Be-
OET K PasBUTUIO KU3HEYrpoXarLwmx Co-
CTOSIHUA U MH(PEKLIMOHHBIX, ayTOMMMYH-
HbIX OCIOXXHEHWNA.

Takum 06pa3oM, Ha OCHOBaHWM Hanwu-
ynsa y pebeHka HapyLleHnst 300pOBbs CO
CTOVIKMM pPacCcTpONCTBOM (OYHKLMIA Op-
raHnusamMa, MNpUBOAALLMM K OrpaHUyYeHunio
XKN3HEOEATENbHOCTU U HeobXxoaMMOCTU
Mep CoLManbHOW MOAOEPXKKM, BKIOYas
peabunurauuio, 1 B COOTBETCTBMM C MO-
ctaHoBneHuem [lpasutensctea P® o1
20.02.2006 Ne95 «O nopsigke 1 ycrioBumsix
Npu3HaHWA NnLa MHBaNMOOM» PEKOMEH-
[OBaHO HanpaBuTb pebeHka Ha MeauKo-
coumarnbHyl 3KCMepTU3y MO MECTY Xu-
TenbcTBa. B cooTBeTCTBMM C nocTaHoB-
nexvewm lMpasutenbctea PO Ne339 ot 29
mapta 2018r. «O BHECEHUN U3MEHEHUI B
[MpaBuna npusHaHWn nuua MHBaNMOOM»
VMHBANUAHOCTb NauUMeHTaM C NepBUYHbIM
nmmyHogeduuutom (MAO) ycraHaenu-

42019 N7

BaeTCs Npy NepBMYHOM OCBMOETENLCTBO-
BaHUM OO OOCTMXKeHUs Bo3pacTa 18 nert.

C cbepansa 2019r. pebeHok HaxoauT-
ca nop HabniogeHvem Bpayert UMMYHO-
nora, OTOpPUHOMNAapuUHrosniora, negMaTpa B
KOHCynbTaumoHHon nonuknuHuke PBNe1
- HUM.

C deBpans 2019r. no ceHTa6pb 2019r.
pebeHOK Nonyynn BHYTPUBEHHbIE UMMY-
Horno6ynuHbl («AIM BeHa» B gose 10 rp)
wecTb pa3. ExemecsayHo pebeHok npo-
xoauT obcnegoBaHue: obwui  aHanus
KpOBM, OUOXMMUYECKUIA aHanm3 KpoBMW,
UMMYyHOrpaMma, UMMYHOrnoOynuHbl ne-
pucbepuyeckon KpoBun. 3a TeKyLLmMi nNpo-
MEXYTOK BpeMeHn pebeHok nepebonen
oouH pa3 OPBW, peumgmBoB oTtuta He
oTMevanock. PebeHky ycTaHOBMeHa WH-
BannaHoOCTb.

Takum 06pa3omM, NpUMeHeHne BHyTpu-
BEHHbIX UMMYHOIMOOYNMHOB NaLUUEHTY C
bonesHbio BpyToHa aBnaeTca Heobxoam-
MbIM ONsi YCTPaHEHWs puUcka yrpoxato-
LLINX >KU3HU OCIOXKHEHUN.

BbiBoAObI:

1. Bce naumeHTbl ¢ GonesHblo bBpy-
TOHA HYXXOAKTCS B MOXU3HEHHOW 3ame-
CTUTENbHOW Tepanuu BHYTPUBEHHBLIMU
UMMYHOTNoBynnMHamu.

2. PaHHga gmarHocTuka nepBUYHbIX
UMMyHoaednUNTOB Yy AeTeil No3BOnuT
n3bexatb pUcKka yrpoXxaroLLMX XN3HU COo-
CTOSIHUNA.
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