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Pesome

MepBuuHble UMMyHoaeduuNTsI (TMJ]) — rpynna BpoxAeHHbIX 3aboneBaHuin UMMYHHOW CcTeMbl, 00YCIOBAEHHBIX YTPaTOM,

YMEHbLLIEHUEM UM HAPYLIEHHBIM GYHKLMOHUPOBAHWEM OAHOIO UM HECKOMBKIIX 3BEHbEB UMMYHWTETA. B cTaTbe NpescTas-

neHbl noapobHan xapakTepucTyKa 6onesHu bpyToHa — CaMoro YacToro NPOABNEHWA HACNeACTBEHHON arammarnobynuHe-
EDN: KDTFLR MUU, COBPEMEHHbIE MOAXOAb K AMArHOCTUKeE 1 neyeHnto. OnncaHo KnH1ueckoe HabniogeHne MaHndecTauum nepBuyHOro
VMMyHOAedMLMTA Y ManbumKa B 3-X NeTHeM BO3pacTe, TOrAa Kak AMarHo3 «eparyHblii MMMyHOAedUUMT: 6one3Hb bpyToHa»
bl ycTaHoBAEH TONbKO B 8 neT. [peAcTaBNeHbl JaHHbIE MO pe3ynbTatam 8-1eTHero HabnioAeH A 3a NaLUMeHTOM, NPoaHaNN3-
POBaHbI TPYAHOCTU PaHHE AMarHOCTUKM. [oKa3aHo, UTo NOCNeA0BaTeNbHbIM AarHOCTUUECKI MOWUCK MO3BOAAET YCTAHOBUTL
anarHos MJ] n onpeaennTs NpaBunbHYI0 TepaneBTUYecKyio CTpaTermio.

KntoueBble ciioBa: NepBuUHbIN MMMyHOAEDULINT, arammarnobynnHemms, bonesHb bpyToHa, AeTw
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Summary

Primary Immunodeficiencies (PID) are a group of congenital immune system disorders caused by the loss, reduction, orimpaired
functioning of one or more components of the immune system. This article presents a detailed characterization of Bruton's
disease, the most common manifestation of inherited agammaglobulinemia, as well as modern approaches to its diagnosis
and treatment. A clinical observation of the manifestation of primary immunodeficiency in a 3-year-old boy is described,
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while the diagnosis of “Primary Immunodeficiency: Bruton’s disease” was only established at the age of 8. The results of an
8-year follow-up of the patient are presented, and the difficulties of early diagnosis are analyzed. It is shown that a sequential
diagnostic search allowed for the diagnosis of PID and the determination of the appropriate therapeutic strategy.

Keywords: primary immunodeficiency, agammaglobulinemia, Bruton's disease, children

ITepBuunble uMmmyHopeduuutsl (IIVJI) — rpynmna
BPOXKIEHHBIX 3a00/IeBaHNIT UMMYHHOJI CUCTEMBI, 00y-
CJIOBJ/IEHHBIX Y TPATOI1, yMeHbIIIEHIeM VIV HAPYIIeHHBIM
bYHKUMOHMPOBaHMEM OFHOTO MM HECKOIbKIX 3BEHbEB
nMMyHnTeTa. HapyleHne cuHTe3a aHTUTEN SBIACTCSA
Hanboree pacipoctpanéHubiM oM IV n BcTpedya-
eTcs B 60% crrydaeB. YacToTa BCTpeyaeMOCTH 3aBUCUT
ot ¢opmbl: 00111as BapuabenrbHasa MIMMYHHas HEOCTa-
toyHocTb (OBVH) — opun cimy4ait ma 10000-100000
Hace/IeHNsI, araMMarIo6yInHeMuss — OAMH CIydait
Ha 100-200 teica4 Hacenenus (B Poccum 1:1 000 000),
cenexTuBHBbII IgA-neduiyr — 1:700 (1:134 o 1:18 500)
[1, 2]. Ha xoHen 2022 roga B Poccuitckom perucrpe
nanuenTos ¢ [IV]] ¢ npeumylecTBeHHBIM Hapylle-
HIEM CUMHTe3a aHTUTEeNI COCTOUT 1228 manueHTa, 4TO
cocrasisieT 26% ot o01ero ymcna nanuedTos ¢ [T
[3]. C 1 stuBapst 2023 1. cormacto ITpukasy M3 PO Ne 185
ot 28.10.22 r BceM HOBOPO>XJI€HHBIM JI€TsM ITPOBOAIUTCA
PpacIIVpeHHBINl HeOHATAIbHBIN CKPYHIHT Ha BPOXX/eH-
Hble 1 (MIM) HaC/IeNCTBEHHbIE 3a00IeBaHmsA (BKI0Yast
TIV]T) ¢ 1en1pio MX paHHETO BbISBIEHSI M CBOEBPEMeEH-
Horo neyenns. IIV]I oTHocATcA K pepkuM (opdaHHbIM)
3a60/1eBaHUAM U PETVCTPUPYIOTCS OFMHAKOBO 4aCTO
He3aBUCUMO OT PAcOBON NMPUHAIEKHOCTH, MOXET
IIPOSIBUTLCA B M0O0M Bo3pacTe. Y MyIafieHIeB fe0r0Tu-
pyeT peLAMBUpPYOMNMY NHEKIMAMY KaK IPaBUIO
IIOC/Ie TIpeKpalleHNsA IPYJHOTO BCKapM/IMBaHMS, TaK
KaK peGEHOK IepecTaéT MOydaTh 3alUTHbIe aHTUTeA
U3 TPyGHOro MomokKa. ¥ 50% feTeil nHpEKINOHHbIE
3a60meBaHMs (THEBMOHMY, OTUTBI, CUHYCUTBI U Ip.) Pas-
BUBAIOTCA KO BTOpOMY Tofy »usHu. Ho taxoke 6piBaer,
yro [TV]] MoryT ManudecTnpoBaTh BO B3POC/IOM, I IaXKe
B NOXXmnoM Bospacte [4]. Oxono 90% Bcex cryyaes
HAC/Ie[[CTBEHHOII araMMAarIo0y /I HeMIH IIPEfCTaB/IEHbI
6onesupio bpyTona (X- crienneHHas araMMarnoOynmHe-
musa — XLA), ocranpHble 10% npefcTaBIeHsl He Clie-
IUIEHHBIMI C [IOJIOM araMMarobymnHemusmu [1, 2].

Bonesup BpyTona npepncraBnser coboit ogHY
u3 ¢opm IIN]I, 06ycnoBeHHYI0 HapylieHreM pyHK-
uyu B-nmumdounTos BerencTBe MyTanuit B TeHe, KO-
AUpYyOLIeM TMPO3UHKIHA3Y bpyToHa, IpYHMMAIOIYI0
ydacTue B co3peBaHuM B-muMOITOB B KOCTHOM MO3-
re. CieiCTBMEM 3TOTO SIB/IAETCA MPAKTUYECKN IIOJTHOE
orcyTcTBue B-muMdorntos B nepudepndeckoit KpoBu
U IMMQONIHBIX OpPraHax, a TakoKe TsKe/Ible HapyIIeHNA
AQHTUTEIOIPORYKINHM BCeX M3OTUIIOB IMMYHOITO0Y-
nvHoB. TeH Btk Haxopurcs Ha X-xpomocome (Xq21.3),
[I03TOMY JAHHOIT 60/IE3HBIO CTPATAIOT IMLIA MYXKCKOTO
10714, B TO BpeMsI KaK >KeHIIHBI SIB/SI0TCS Oeccum-
NITOMHBIMU HOCUTeNAMY. PaKTOpaMy pycKa ABJIAIOTCA:
Hamnune B ceMbe 6ompHbIX [TV]I, skeHmmHaa (MaTh)
HOCKTE/IbHMIIA MyTaHTHOTO TeHa.

Y 6one3un bpyToHa HeT XapaKTePHBIX M/IM CIIell-
NPUIECKUX CUMIITOMOB, KOTOpPblE MOXKHO ObLIO OB
UAEHTUPUIMPOBATh KaK eUHCTBEHHbIE IPU3HAKNA
aroro 3aboneBanus. IIpu tunuynom XLA 3penble

B-miM@OLUTE ¥ IMMYHOITIOOY/IVHBI B KPOBY IIOTHO-
CTBIO OTCYTCTBYIOT. B 3TOM cry4ae peOGEHOK ¢ IepBbIX
MeCAIeB XM3HM CTPAZIAeT OT TAXKENBIX IIOBTOPAIONIMXCSA
6akTepuaabHbIX MHDEKINIL, OTCTAET B pOCTE U Habope
Beca. [le6I0T 3a60/1eBaHMsA OTMEYAETCA B IEPUOL, OT 6
MecsIieB 10 1 roa >kusHM pebeHKa, KOrja CMHTe3 co6-
CTBEHHDBIX aHTUTEJ HeOCTaTOYHbIN, ¥ IPOVCXOAUT
CHIDKEHME aHTUTeTI, IIOJIYYeHHBIX OT MaTepu. B 6oree
PENKIX CTydasax MaHM(peCcTaIA CMUMITOMOB BO3MOXKHA
nnocne 1 rogasxusnu [1,2]. XLA nposiBiseTcs penunupnu-
BUPYIOLMMH, TSOKEMbIMU nHPeknusiMu JIOP-opraHoB,
NIETKUX, KeTy0YHO-KMNIIEYHOTO TPAKTa B COYETAHNM
C KO>KHBIMM TIPOABTICHUAMY, MHGEKIVIOHHBIMU apTpy-
Tamu. BocnasieHue 06bIYHO EPEXONUT B XPOHNYECKYIO
¢dbopMy ¥ IPUBOAUT K Pa3BUTUIO CTPYKTYPHBIX M3Me-
HEeHMIT 6POHXO0-/IETOYHOI CUCTEMBI: OPOHX0IKTa3bI,
IHEBMOCK/IEpO3, THeBMO(16p03. B MeHblIelt cTemenn,
4yeM pist fpyrux ¢opwm I, nis 6onesun bpyrona
XapaKTepHBI COIyTCTBYIOLE HeMH(EKIVOHHbIE OC-
JIOKHEHN A, TaKye KaK ay TOMMMYHHBIe TIPOSB/IEHNA —
BOCITa/IUTE/IbHBIE 3a00/IeBaHN KMIIEYHNKA, CAXapHBbIi
mmaber (CH) [ tnna u mp.

AtynuyHplil XLA IMaTHOCTUPYIOT, KOT[a 3pesble
B-miMoLNUTE M MMMYHOIIOOYIMHBI €CTh, HO X yPO-
BeHb HIDKe HOpMblL. OH BCTpeyaeTcs peke U IpoTeKa-
eT 6e3 TsOKENMbIX GaKTepuanbHbIX MHGeKuit. ViHOTHa
1o 3pernoro Bospacta (go 20-35 set) 60/1e3Hb HUKAK
He TIPOSB/IAETCA, II03TOMY €€ YacTO JUATHOCTUPYIOT
BO B3POC/IOM BO3pacTe.

JlabopaTopHas aumarHoctuka 6omesHn bpyToHa
BK/IIOYaeT KIVMHUYECKMIT M OMOXMMIYECKIIT aHaTU3bI
KPOBM, MIMMYHOJIOTMYECKO€E MCC/IeOBaHNe: MCCTIENO-
BaHIe yPOBH:A 0611ero Oeska 1 onpeneneHne COOTHO-
IeHnA 6eMKOBBIX PPaKILNIL; ONpefieieHNe yPOBHA UM-
MyHOII06y1MHOB A, G, M (rumorammarnobynnaemuest
y JieTeli cuMTaeTcs CHIKeHue KoHLeHTparym IgG Hinke
1,0 r/m1, B coueTanuu ¢ KoHLeHTpauyAmu IgM Hmoke 0,2
/1 v KoHIeHTpanye IgA Hinke, yem 0,1 r/11, Ipy Konmu-
yecTBe nepudepnyecknx CD19+B-k1eTok HIKe, 4eM
2%); onpepenenne yposHsa CD19+ numdonutos s
yrounenns ¢popmsl ITM]I, a raxoke CD3+, CD4+, CD8+,
CD16+/56+ numdonnTOB [i/1s1 UCKII0YEHMsT KOMOVHY -
poBanHbIX Gpopm ITV]I; MOIEKyIAPHO-TeHETHYECKOEe
UcCrefoBaHNe — OOHapy)XeHMe MyTalluil B TeHe
Btk [1, 2]. InarHocTUYeCKMMM KpUTEPUAMU 6O/TE3HN
bpyTona ABnAI0OTCA: MAMEHT MY>XCKOTO oA ¢ <2%
CD19+ B- x/meTok mimoc MUHUMYM 1 U3 CHIeAyIOIIX
KpuTepueB: MyTanus B rete Btk; orcyrcrBue MPHK Btk
B HeliTpoduIax My MOHOLMTAX; OTCYTCTBIE 9KCIpec-
cvu Btk B MOHOLMTAX MMM TPOMOOIUTAX; AAMSA, IIe-
MAHHUKM, Ky3eHbI 10 MaTeprHCKoit mmHnm ¢ CD19+
B-xnerkamu <2% [1,2,4]. uddepennnanpuas gu-
arHOCTHMKA NMPOBOAUTCA C JPYTUMM COCTOSHUAMM,
IpY KOTOPBIX TaK)Xe CHVDKEH YPOBEHb MMMYHOIJIO-
Oy/IMHOB, B TOM YMCJIe I C BTOPMYHBIM XapaKTepOM
TUIIOraMMarao0yIMHeMUN.
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Puc. 1
PopocnoBHas
cemMby npobaHga.

Figure 1
Pedigree of the
proband’s family.

48ner 38 ner, OHMK(20 1}

3ropa, cencuc 200
A r., 20071 ™~

B meyennn araMMarno6yIMHeMUY KJII0UEBYI0 POIb
UTpaeT 3aMeCTUTENbHAA MMMYHOTEepaNy, I03BOMNA-
IolasA NOJiep)KMBaTh HOPMa/IbHbIE YPOBHY MMMYHO-
I7I00Y/IMHOB M BOCCTaHABINBATh QYHKIINIO MIMMYHHOJ
CHCTeMbl. 3aMeCTHTebHAA TePAN IPOBOAUTCA IIpe-
IapataMiu MIMMYHOIIO0Y/IHA Ye/I0BeKa HOPMaIbHOTO
a4 BHyTpuBeHHoro (BBVI) n mogKo>XxHOTo BBefieHu A
(ITKWT). Tepamnusi BHyTPUBEHHBIM UMMYHOITIOOYIN-
HOM MCTIONIb3yeTCsA B pesk1Me Hachimenusa — 0,6-0,8 1/
KT MacChl Te/Ia OAMH pas B 3—4 Hepenmt. OPeKTHBHOCTD
TIO/IKO>KHOTO ¥ BHYTPMBEHHOTO BBEJIeHN A CONIOCTABN-
Ma MeXZy co6oil. B fomonHeHne K Tepanuy NMMY-
HOIJIOOY/IMHOM 4acTO NMPUXOJAUTCA Ha3HAYaTh IPO-
buTaKTHYeCKY0 aHTUOMOTUKOTEPAIINIO PAa3HBIMU
Kypcamu. ITo MokasaHMAM BO3MOXHO IIpOBefieHNe
MMMYHOCYIIpeCCUBHOI Tepanuu (ayTOMMMYHHbIE
3abo/eBaHMA), XUPYprudeckoe nedeHue (abcrecco
HeYeH, T0YeK, KOXKI, HapanpoKTUTHI 1 ip.). [Iporuos
6onesHn bpyToHa nipu paHHel AMaTHOCTYKe U Havasle
Tepanuu B I[e/I0M 6/IarONPUSITHBIIL.

ITpencraBnsgeM onMcaHue KIMHUYECKOTO CIydast
IMarHOCTUKMU 6onesHu BpyToHna y Manpunka 8 ner,
TEeMOHCTPUPYIOWINII COBPeMeHHbIEe TTOJXO0/bI K Jiua-
THOCTHKE 11 JIEYeHNIO.

Manpunk I. (2007 . p.) ¢ 1 ropa 8 MecsineB cTpagan
peuMaNBUPYOIMMY MHGEKIMAMU TbIXaTeTbHbBIX
myTeit (IHEBMOHMM, OPOHXUTHI, TAPMHTOTPAXENUTEL).
B BospacTe 3 /IeT B CBA3M C 4YaCTHIMU MHQEKIIMOHHBIMY
3aboneBaHMsIMY (He pesxe 1 pasa B Mecs1r) ObUI 3a1100-
3peH ITM]I. ITpu 06¢nenoBaHNY BBIABIEHO CHYDKEHNME
IIoKasaTeseil CBIBOPOTOYHBIX MIMMYHOITIOOY/IVHOB
IgA, IgM, Ig G. PexomeH/ioBaHa KOHCY/IbTalIlVs TeHE-
tiKa. OfHAaKO POJYTENN OT 06C/IefOBAHNS OTKA3a/IUCh.

AHaMHe3 XU3HU. Pe6eHOK 0T 3 6epeMeHHOCTI.
Popbr TpeTby Ha cpoke 39 Hefenb, Macca Ipu po-
xaeHnn — 3150 r, gpinna — 52 cm. Ilepuop HoBOpO-
JKIAEHHOCTHM IpoTekan 6e3 ocobeHHOCTell. [pynHOe
BCKapM/IMBaHMe 10 2 JIeT, IPUKOpM BBefieH B 10 mec.
HacnencrBenHbIT aHaMHe3: 6paT nmpobaHzga oT 1
6epemennoctu (1998 r.p.), 1 cpounsIx Ppusnonoru-
YeCKMX POZOB B BO3PAcTe 3-X JIeT yMep OT Cercuca
Ha QoHe peluAUBUPYIOLIell THONHOM MHpeKIuK
xoxn. Cectpa npo6anpa ot II 6epemennoctn (2002
1), 3gopoBa (puc. 1).

B Bo3pacre 8 eT MajbuYMK rOCIUTATU3UPOBAH
B CTAIIMOHAp IO MECTY YKUTEIbCTBA C )Ka/lIob6aMu
Ha yBe/IMYeHNUe KUBOTa, GeOpUNTbHYIO TUXOPafKY.
Ha KT opraHoB 6pIOLIHOJ TOIOCTY BBIAB/ICHBI T€IaTO-
CIJIEHOMeTa 1, 04aroBble U3MEHEeHNU B IIPaBOil JoIe
nedeny — abcueccsl. ITo sanHpiM KT opranos rpygHoit
KJIETKM: IIPU3HAKM IBYCTOPOHHEN IIO/IMCETMEHTAPHOM
[THEBMOHMY Ha (OHE XPOHMIECKOIT HeCTIe (U IeCKOiT

6onesun nerkux (XH3JI — dubpoarenexras cpef-
Hell JO/IM TIpaBoro jerkoro). VimmyHorpamma: IgA —
13 mr/pn (Hopma 50-300 mr/pgn), IgM — 9 mr/pn
(ropma 50-170 mr/pim), IgG — 10 Mr/mn (Hopma 620-
1420 mr/pm). Ha ¢oHe 3aMecTUTENBHON Tepanun
VMMMYHOITIOOYTTHOM 4e/I0BeKa HOPMa/IbHBIM B Jl03€
20 r BHYTPUBEHHO B COUETAHNUN C KOMOMHIPOBaH-
HOJ aHTMOAKTEPHATBHOI TepaIyeil OTMeYeHa I0/I0-
JKUTeNbHAaA JVHAMUKA B BUJie IIOBBIIIEHN YPOBHA
CBIBOPOTOYHBIX MMMYHOTT00yMHOB (IgA — 6,67 Mr/
mn, IgM — 9,23 mr/mn, IgG — 980 mr/pn). Ona go-
o6cmenoBaHUA M YCTAHOBJIEHM S [MarHO3a peOeHOK
HallpaBJ/IeH B OT/le/IeHe MMMYHOmoruu Poccniickoit
neTcKol Knuuudeckoit 6onpuanisl (PIKB).

JKamo6s1 Ha MOMEHT OCMOTpA B OTJeNeHUM pebe-
HOK aKTMBHO He npenbABnger. CaMOYyBCTBUE YHOB-
neTBoputenbHoe. Ko)XHbIe TOKPOBBI ¥ CIM3NCTHIE
6e3 n3menennit. JIumearudeckas cucremMa: He IMajab-
IUPYIOTCsS. MUHANMHBI He YBeINYeHsl, 6e3 Harle-
ToB. KocTHO-CcycTaBHas crucTeMa 6e3 M3MeHEHMIL.
JIpixaHue 4epes HOC CBOOOJHOE, OT/EAeMOrO HeT.
Qopma rpysHOI KIeTK UMANHgprYeckas. Yacrora
IpIXaHMA 19 B MUHYTY. AYyCKy/bTaTUBHO: [bIXaHNE
TIPOBOANTCSA BO BCE OTHENEI, KeCTKOe, XPUIIOB HeT.
ToHbI ceppilia IPUTTYLIEHDI, PUTMUYHBIE, YacTOTa 80
ya/MuH, mymos HeT. ITynbc 80 yi/M1H, CMHXpOHHBII,
CYMMETPUYHBI, HaIIOIHEHME YIOB/IETBOPUTENIBHOE,
HaIpsKeHMe y/I0B/ieTBopuTenbHoe. [ledenn y kpas
pebepHOIt JyTY, INIOTHO — 37IaCTUYECKON KOHCH-
CTeHLMM, Kpail 6e360/1e3HeHHBbII. [JMarHOCTIYeCKIIT
MIOVUCK OB/ Halle/leH Ha MCK/TI0YeHMe ay TOMMMYHHBIX,
OHKOJIOTMYeCKIX, [eMaTOTOTM4YeCKNX 3abomeBaHmit
u yrounenue IV ]]. IIpoBefeHO UMMYHOGEHOTUIIN-
poBaHue TMMQOLUTOB, BHIABICHO OTCYTCTBYE Map-
KepoB B-K/IeTOYHOJ NMHMM, IIOBBILIEHNE YPOBHA
UTOTOKCHMYeCKUX T-TuMQOINTOB, aKTUBUPOBAH-
HbIX T-muMdounToB. MONIEKyIAPHO-TeHETUIEeCKOEe
MCClIelOBaHNUe: BbIsIBIeHa MyTanus B rete Btk (8 15
sk30He 3ameHa C 1606T>C, komon 536 TGG>CGC,
Cys536Arg(C536R) B reMM3UTOTHOM COCTOSHUMA.
Ha ocHOBaHUY pe3y/IbTaTOB 0OCIeOBAaHNA PeOEHKY
YCTaHOBJIEH AMarHo3: [lepBUYHbBII UMMYHOREULINT,
X-cuenieHHasi araMMarno6ynHeMus ¢ epuImuToM
B-knerok (D80.0). [Ipornos npu gaHHOM 3aboneBa-
HUM [i/1s1 XKU3HU 67IaTONIPYATHBIIL, OFHAKO, JOOUThCA
TIOJTHOTO BBI3JIOPOBJIEHN A HE TPENICTAB/IAETCA BO3MOXK-
HBIM. B 9TOJ1 CBA3M I7IaBHOIA 1I€JIbI0 JIEYeHN A OCTAIOTCA
KOHTPOJIb HaJ| Te4eHueM 3ab0/1eBaHuA U HpeayIpe-
SKJIeHe Pa3BUTH A )KM3HEYTPOXKAIOUINX OCTOKHEHNA,
TaKMX KaK CEeNCHC, MEHUHTUT, THEBMOHM .

C 8-mu nerHero Bospacra (c 2015 r) pebeHOK HabmIO-
maercA B oTfeneHuy uMmMmyHonorum PIIKD r. MockBbI.
C 2015 rozia manMeHT NOAyYaeT NOKM3HEHHOE IO -
KO>XXHOE BBeJIeHl1e I/IMMyHOI‘HO6yHI/IHa B mo3e 0,4-0,5
r/Kr macchl Tena 1 pa3 B 3-4 nenenu. Ha ¢pone 3ame-
CTUTEeNbHOM Tepanuy JOCTUTHYT KIMHUIeCKNUI 3¢-
(eKT B BuJje TOBBILIEHNS Y POBHS MIMMYHOIZIOOY TN HOB:
IgA 24 mr/gn (Hopma 50-300 mr/mm), IgM 17,60mr/
nn (Hopma 50-170 mr/pm), IgG 1112,3 mr/mn (Hopma
620-1420 Mr/nm) ¥ CHUDKEHUS 9aCTOTHI MHQPEKI[MOH-
HBIX 3a00/1eBaHMIL.

XpoHOIOIsI TeUeH s 3a00/IeBaHNA MIPefCTaBIeHa
Ha pUCYHKe 2.
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Puc. 2
XpoHonorua
TeueHwnA 3abonesa-
HWAYy naymeHTar.,
2007 r. p. caram-
marnobynvHe-
Muen (6onesHbio
BpyToHa).

Figure 2
Chronology of

the course of the
disease in patient G.,
born in 2007 with
agammaglobu-
linemia (Bruton’s
disease).
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Awm6ynaTopHoe HabmoneHHe

CTauHox-lapHoe JICYCHHUE [0 MECTY
JKATEIIbCTBA

Otnenenue nmmyHonoruu PIIKB r.
Mocksa.

3 roma

8-16 net

B cBsA3M ¢ 9aCTHIMH HH(EKIMOHHBIMU
3aboneBanmnamu (1 pa3 B MecsIr) GbUT
3aI0/103PEH NEPBHYHBIH
HMMMYHOJEbHIHT.

IIpu o6cnenoBaHMM BEISBIEHO

KT GpromHo#i monocty: abcueccs neyeHn
(remaTocIuIeHOMeranus, ¢ O4aroBEIMU
M3MEHeHUAMH B IPAaBOM HOJIE IIEUCHH).

IIpu o6ce0BaHNH BBIBICHO CHIDKEHHE
NOKa3aTeNel ChIBOPOTOUHBIX
MMMyHOTI00ymiHOB IgA, M, G.
MonexynapHO-reHeTHIEeCKOe HCCIIeJOBaHHe

JlnHaMudeckoe HaGMoACHHe ¢ KOHTPONEM
HMMMYHOJIOTHYECKHX [TapaMeTpOB,
3aMecTHTeNbHas Tepamus BBUT'.

CHIDKCHHE NTOKa3aTenei CBIBOPOTOYHBIX

uMMyHoTrI00ymuHoB IgA, M, G. TOATBEPIXKACH AHATHO3:

Arammarno6yausaeMus (6onesHs Bpyrona).

3aknuyeHune

TTanyeHTHI ¢ araMMarnoOy/IHeMyelt TOIBEeP>KEeHBI BBICO-
KOI1 MH(EKIMOHHOI 3a00/1eBaeMOCTH B TI0O0M BO3pacTe,
ITO MOXKET MMeTb CHICTEMHBIIT, XPOHIECKVII VTV PEL-
BUPYIOLIIT XapakTep. PaHHee BbIAB/IeHNe aTaMMAaIIO0y/In-
HeMMI U CBOEBPEMEHHOEe Ha4ajIo 3aMeCTUTEIbHOI IMMY-
HOTepaINM MIMEIOT pellalolliee 3HaYeHMe 1A YTy dIleHIs
IIPOTHO3a U Ka4ecTBa KM3HU HalmeHToB. Heobxommo
IIOBBIIIEHNE OCBETOM/IEHHOCTI IEAMATPOB 06 OpaHHBIX
3a60/IeBaHISIX, 3TO IIOBBICUT OCBEOM/IEHHOCTB CIIELIVIA IV
CTOB I [I03BOJINT V36€KaTh OPMIUPOBAHIIS OCTIOKHEHNMIT
I TIOBBICUTD Ka4eCTBO >KM3HM MaljyeHTa [5].

HecMmoTpsa Ha TO, YTO KIMHMUYECKUE MPOSAB-
neHusa 6one3sHM y pebeHKa B IpefCTaBIEHHOM
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