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Llenb cTatbu. AKTyanu3npoBaTh CBEEHNUS O HACNEACTBEHHOW araMMarnobynMHeMum, ONMcaTb KNTUHUYECKUI CeMeiHblil CyYait 3Toro pefKoro
3aboneBaHus.

OCHOBHbIe NOJIOXKeHUA. YacToTa BCTPEYAeMOCTH HacNeACTBEHHOI araMMamobynuHemun Bapbupyet ot 1: 100 000 go 1: 200 000. MpuynHoii
ABNAETCA MyTaLWA TeHa Ha AJIMHHOM nieye X-XpOMOCOMbI, KOTOPbI KOAMPYeT B-KneTouHylo TMpo3uHKMHA3Yy. 3aboneBaHne xapakTepusyercs
PEe3KMM CHUKEHUEM BCEX KNACCOB CbIBOPOTOYHbIX MMMYHOMIOGYNNHOB U KONMYeCTBa LUpKyAupyowmux B-numdouuntos. MNpossnsetca nosTop-
HbIMU BaKTepuanbHbIMU MHGDEKLMAMMN B TEYEHUE NEPBLIX 2 NET U3HU. bonbHbIe HyXXAAKTCA B NOXM3HEHHON 3aMeCTUTENbHON Tepanun BHYTPU-
BEHHbLIMU UMMYHOTNOOYIMHAMU.

B paboTe npeacTaBneHbl cO6CTBEHHbIE HabNOAEHUS.

3akntoueHue. KayecTBo MU3HM 1 NPOrHO3 naLueHTa ¢ 60ne3Hblo bpyToHa BO MHOrOM 3aBUCUT OT paHHero BbifBNEHWA 3a00NeBaHus, a Takxe
KayecTBa OKa3biBaeMOW MeULMHCKOI MOMOLYM.

Kntoyessie cnosa: HacneACTBeHHas araMmarmobynuHemmus, 6one3Hb bpyToHa, nepBrYHbIi MMMYHOAEDULNT, X-CLienNeHHas araMMamoodynuHeMmus.
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ABSTRACT

Aim. To update the information about hereditary agammoglobulinemia, to describe a clinical case.

Key Points. The frequency of hereditary agammaglobulinemia varies from 1:100,000 to 1:200,000. The cause of this disease is a gene
mutation on the long arm of the X chromosome that codes for B-cell tyrosine kinase. The disease is characterized by a sharp decrease in all
classes of serum immunoglobulins and the number of circulating B - lymphocytes. Hereditary agammaglobulinemia manifested by repeated
bacterial infections during the first two years of life. Patients require lifelong replacement therapy with intravenous immunoglobulins.

In this article we included 3 own clinical observations.

Conclusion. The quality of life and prognosis of the patients with Bruton's disease depends on the early detection of the disease

and the quality of medical care provided.
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BBEAEHUE

MepBuyHble ummyHogeduumtsl (ML) — 310 TAXKenble, reHe-
TUYECKN [EeTepMUHUPOBAHHblE 3ab0neBaHUs, B OCHOBE KOTO-
pbIX NeXaT MoNeKyNApHO-reHeTuYeckne gedekTsl, npusogaLmMe
K HapyleHUaM Kackaja MMMYHHbIX peakuuii, nponudepauuy,
anddepeHUMpoBKM U PYHKLUIA UMMYHOKOMMETEHTHbIX KNETOK,
XapaKTepu3ytowuecs TAxKenbiMU MHMEKLMOHHBIMK npoLecca-
MW, AYTOMMMYHHbIMU, AyYTOBOCMANUTENbHBIMY MPOABNEHUAMM
M CKNOHHOCTbIO K Pa3BUTUIO 370KAYeCTBEHHbIX HOBOOOpa3oBa-
Huit [1]. OTmeueHo, yto guarHo3 MUL, moxeT GbITb NOCTaBEH
He TONbKO Ha 1-M roAy XMW3HW, HO U B NOLPOCTKOBOM BO3pacTe,
1 BCE roAbl pebeHOK MOXKeT ObiTb KOMMEHCUPOBaAH NGO CTpa-
[aTb pa3fMyHbIMK 3abonesaHusmu [2, 3].

Camyto pacnpoctpaHeHHyto dopmy MUJ (okono 60% cnyyaes
3aboneBaHuil) npepcTaBnatoT arammarnobynuHemun (AlT) —
rpynna BPOXAEHHbIX [e(eKTOB aHTUTENONpOAYKLMM, XapaKTe-
pU3yIOLWAACA Pe3KUM CHUXKEHUEM KOHLLEHTPALLMW CbIBOPOTOYHBIX
MMMYHOTNOBYNMHOB BCEX KNACCOB U KONMYECTBA LUPKYNNPYIOLMX
B-knetok. Yactota BcTpeyaemocTu AlT, no laHHbIM pa3HbIX aBTo-
poB, cocTasaseT oT 1: 100 000 go 1 : 200 000 [4]. laHHas naTo-

JIOTWUS MMEET pPas3fNyHblii XapaKTep HacNef0BaHUA: CLENNEHHbIN
C X-XpOMOCOMOV MAKU ayTOCOMHO-PELIECCUBHBIN. X-CLEeNNEeHHbli
BapuaHT AT XLA (X-Linked Agammaglobulinemia) HocuT Ha3Ba-
Hue GonesHn bpytoHa u coctasnser 6onee 80% Bcex Hacnea-
CTBeHHbIX BapuaHTtos AlT [5].

XLA onwucaHa 0. Bruton B 1952 r. y Manbyuka c peyuansupy-
foLLMMU GaKTepUanbHBIMU MHDEKLUAMM, HO TONbKO B 1993 1. 6bin
WAEHTUOULNPOBAH TeH, MyTaLuKU KOTOPOro NPUBOAAT K pa3Bu-
TWto 3a60neBaHusA. ITOT reH, PacnoNOXKEHHbIN Ha AJIMHHOM njede
X-xpomocombl (Xq21.3-Xq22), KonupyeT B-KNeTouHyto TMPO3nH-
kuHasy (BKT), koTopas sBnsieTcs KNKOUEBON MONEKYNOi B aKTUBA-
uun u guddepeHumposke npe-B-knetok [6]. Mpu 6onesHn XLA
B pe3ysbTare reHeTnyeckoro fedekta Hapywaerca cuHtes BKT,
4TO NPUBOAMT K OCTaHOBKe AuddepeHunposku B-numdoumntos
Ha CTaguu npe-B-knetok B KOCTHOM MO3re W, Kak CneacTsue,
K OTCYTCTBMIO 3penbix B-numcouuntoB B nepudepmyeckom Kpo-
BOOOPALLEHNN U CEPbE3HOMY CHUMKEHUIO KOHLLEHTPALMN B CbIBO-
pOTKE UMMYHOTNOBYNMHOB BCEX KNaccos [7].

bone3nb bpytoHa HacnepyeTca no X-cuenneHHOMYy peuec-
CMBHOMY TWMy: MpPU3HAKU 3ab0NeBaHUs MpPOABAAITCA TOJbKO
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y Manbyukos (puc. 1). [ouepu 6onbHbix XLA saBnsioTtca 06-
JINTaTHBIMU HOCUTENIAAMW MYTALMW, HO OCTAIOTCA KIMHUYECKH
3p0poBbiMu [2].

Hauano knuHuyeckux npossneHuin npu XLA, kak npasuno,
OTHOCUTCA KO BTOPOMY MOJYTOAMIO XW3HW (nocne UcYesHo-
BEHUSA W3 LMPKYNALUMM TPAHCNNALEHTApHO NepefaHHbIX marte-
PUHCKMX aHTWTen). Yawe Bcero 3aboneBaHue maHudecTupyet
C UH(EKLMOHHbBIX NOPaXKeHUA pPecnupaTtopHOro U racTpouHTe-
CTUHANbHOTO TPaKTOB. [ledeKTbl aHTUTENONPOAYKLMN NPUBOAAT
K MOBbIWEHHOW YYBCTBUTENBHOCTU K MH(EKLUUAM, BbI3BAHHbIM
MHKancynupoBaHHbIMM GakTepuamu, ocobeHHo Streptococcus
pneumoniae w Haemophilus influenzae. Y nopasnsiowero 60nb-
WwuHcTBa naumeHToB ¢ AlT pa3BuBalOTCA MOBTOPHbIE UAU XPO-
HUYECKUe MHMEKLMH, BbI3BaHHbIE BbILEYKA3aHHbIMU MUKPOOP-
raHW3Mamu, Takue Kak MHEBMOHWUU, OTUTbI, CUHYCUTbI, KOHBIOH-
KTMBMTEI, 3HTEpOKONUT. Heckonbko pexe BcTpevalotcs Gonee
TAXeNble UHGDEKLUUU: MEHUHTUT, OCTEOMUENUT, [ECTPYKTUBHAA
NNeBPONHEBMOHMUSA, CENCUC, CENTUYECKUIA apTpWUT, NUOAEpMUsA
1 THOMHbIE MH(EKLMM NOAKOXKHON KNeTYaTKu.

Mapkepom AlT ¢ peduumntom B-knetok anserca runonnasus
AnMbaTUYECKMUX Y310B U MUHAANMH. YacToe 0CNOXHEHNe 3TOTo
3aboneBaHus — apTput. Kak npaBuno, pa3BMBAOTCA HEUH-
(heKLMOHHbIe MOHOApTPUTLI, MOpaxalolmne KpynHble CyCTaBbl,
0JHAKO BO3MOXHO M (hopMupoBaHue gehopMupyiowero nosu-
apTpuTa, aHaNorMyHoOro pPeBMaTOMAHOMY WAW MCOPUATUYECKO-
My apTputy [6, 8].

B guarHoctuke AT Bepyliee mecTo 3aHMMAIOT Bblllenepe-
YMCNEHHble KNMHWYEeCKMe NPOSABJIEHUA, HO OHWU He ABAAIOTCA
NaTOrHOMOHWYHbIMK ToAbKO Ans AlT. Mpu MMMyHONOrMYecKoM
006CNef0BaHNMN BbISABAAETCA CHWXKEHUE COfEepXaHus B CbIBO-
pOTKE KpOBM WMMYHOMNOOYIMHOB BCEX KIACCOB, AUM(OLM-
ToB (copepxaHue CD19*-B-knetok meHee 2%). [locToBepHo
NOATBEPKAAET [MArHo3 reHeTMYeckoe o6cnesoBaHue, Hanpas-
NeHHoe Ha nouck mytauun B reHe BKT. Ha paHHbIi MOMeHT
B MPaKTUKy BHEAPAETCH HEeOHaTalbHbIi CKPUHMHF, 3aKnwoua-
IOWMNIACA B KONWYECTBEHHOM ONpejefeHnn MeToaoM nonau-
MEepasHoi LEenHOW peakuun B pexuMe peanbHOro BpeMeHW
B CyXMX MATHAX KPOBM HOBOPOXAEHHbIX ypoBHA TREC (T-cell
receptor excision circle — KonbueBble y4acTKM, Bblpe3aHHble

Puc. 1. Cxema macaepoBarus AI'T ot matepu-HOCHTEAS
Fig. 1. Scheme of antihemophilic factor inheritance
from the mother who is a carrier

E] 3[10POBbI MYXKUYNUHA
O 340poBast KeHuuHa
O eHLWNHa-HoCuTeNb
[ Gonbroit mywunna

u3 OHK B T-numdouute npu ero cospesanuu) u KREC (kappa
recombining excision circle — konbuesble yyactkn JHK, Bbipe-
3aHHble NMpU CO3peBaHUM B-kneTok M3 nokyca, Kogupylowero
Kanna-uenb), N03BONAIOWMA Ha JOKINHUYECKOM 3Tane 3anofo-
3puTh fedekTtsl T- 1 B-kneTo4HOro 38eHbEB UMMYHKTETA [5, 9].

OcHoBon neyeHna AT saBnseTcs 3amecTuTenbHas Tepanus
MMMYHOT06YIMHOM ANsi BHYTPUBEHHOMO BBEfeHWsA. PerynspHas
NOLAEPKMBAIOLLAA Tepanua npoBopuTcs 1 pa3 B 3—4 Hep B fo3e
0,4-0,6 r/kr. NpetpaHcdy3noHHbI ypoBeHb 1gG gonkeH cocTas-
NATb He MeHee 700 Mr/an. B HacToslee BpeMs WMPOKOE pacnpo-
CTPaHeHWe MONYYMUI0 UCNIONb30BaHWe NOAKOXHOMO UMMYHOMOGY-
JINHA, eXeMecaYHas 4o3a KoToporo B 1,3 pasa Bbille, YeM BHYTPU-
BEHHOTO, 1 00bIYHO [ienuTCs Ha 4 BBefieHus (1 pas B Hegenio). PaHo
Hauaras afieKBaTHas 3aMecTUTeNbHas Tepanus UMMyHOMOGYIMHOM
no3sonseT u3bexarb (HOPMUPOBAHUS XPOHWUYECKUX UHDEKLMI
1 3HAYUTENBHO YMEHbLIAET KONMYECTBO 3MM30J0B OCTPbIX MH EK-
LM 1 4aCTOTy Pa3BUTMs ayTOUMMYHHbBIX OCNOXHeHWi [6, 10].

KNUHUYECKUW CNYYAIA

0 nayuexHmax: B cembe 13 5 yenosek 3 feTeit (Manbynku) cTpa-
patT X-cuenneHHblM BapuaHtom AlT. TeHeanornyeckuint aHam-
HEe3: UMEITCA C/ly4au CMepTU HOBOPOXKAEHHbIX AeTelt y 6abyiu-
KW MO NTMHUKU MaTepu.

PebeHok 1, cpeaHumii 6par,
BO3pacT npu o6cnenoBanum 1 rog 8 mec

AHamHe3 u3Hu: pebGeHOK OT 3-il HOpPMaNbHO MpoTeKaslien
GepeMeHHOCTH, 2-X CPOYHbIX pofoB. Mpu poxaeHnn macca 4000 T,
pocT 55 cmM, oueHKka no Anrap — 9/10 Gannos. Mepuoa HoBo-
POXAEHHOCTM npoTekan 6e3 ocobeHHocTelr. Ha 1-m rogy *u3Hu
NPUBMBANCA NO HALMOHANbHOMY KafleHAapIo, MOCTBAKLMHANbHbI
nepuog — 6e3 ocNoXHeHUn. Haxoauncs Ha rpyaHOM BCKapMu-
BaHWM o 1 roga 2 mec, B 3TOT nepuog He 6onen. Pusnyeckoe,
HEPBHO-NCUXUYECKOE pa3BUTUME pebeHKa Ha 1-M rody KM3HU
COOTBETCTBOBA/O BO3PACTy. AnieproaHamHes He OTATOLLEH.

AHamHe3 3a60/1e8aHUA: MOCNE OKOHYAHUA TPYAHOro BCKapM-
JIMBaHMsA HabOAANMUCh YacTble OCTPble PeCcrupaTopHble BUPYC-
Hble 3abonesaHus (6 pa3 B rog), otuT, B 1 rof 7 Mec nepeHec
OCTpblit OpoHxUT. 3aboneBaHus NpoOTeKanu C BLICOKOW Temmne-
paTypoii, AnUTeNbHO, TAXeNo, Bceraa TpeboBanu ANUTENbHOrO
Ha3HayeHWs aHTMOMOTUKOB. B aHamHe3e — HecKonbKo 3nu3o-
[OB KpaTKOBPEMEHHOTO Pa3XkKMKEHHOro CTyna 6e3 MoBbILEHUS
Temneparypbl. JHAOKPUHONOMOM AMArHOCTUPOBAHLI TUPOMEra-
us n TMmomeranus. B Bospacte 1 rog 8 mec KOHCynbTMPOBaH
NyNbMOHOJIOTOM, KOTAa BNEepBble NPOBELEHO UMMYHONOrMYecKoe
o6cnefoBaHKe, MO pe3ynbTaTaM KOTOPOrO BbISBIEHO CHUXEHWe
nokasareneii rymopanbHoro MMmMmyHuteta. lMonyuun fpa Kypca
Immunoglobullini humoros no 3,0 Ne 3 BHyTpuMbIWweYHo. B AnHa-
MUKEe YPOBEHb UMMYHOMOOYNIMHA COXPaHANCA HU3KUM (mabs. 1).

QusukansHas duaeHocmuka: npu obpawenun (1 rog 8 mec)
(bu3nyeckoe pasBUTME HUXKE CPefHero, AUCrapMOHUYHOE.
benkoBo-3HepreTuyeckas He[OCTaTOMHOCTb JNIerkoW CcTene-
HU. OOliee COCTOSHWe CpefHeil CTENeHU TAXECTH, CamMouyB-
cTBMe cTpajaeT yMepeHHo. LleitHble numdatnyeckue ysnbl

Ta6auna 1. [TokasareAn ypoBHSI HIMMYHOTAOOYANHOB y pebenka 1 B Amnamuxe, /A

Table 1. Changes in immunoglobulin levels in child 1, g/L

UmmyHornobynuu 1 rop 8 mec 1 rop 10 mec 1rop 11 mec 2 roga PedepeHcHble 3HaueHnA
IgA - 0,1 0,2 0,1 0,1-1,0
IgM 0,67 0, 27 0,2 01 0,6-1,8
IgG 0,35 3,8 4,4 1,9 4,6-14,6

Towm 22, Ne 7 (2023) | Dowmop.Py | 63



] CLINICAL OBSERVATION

nansnupytotcs 1 cTenenu, markne, 6e360ne3HeHHbIe, HE CnasH-
Hble C OKPYXAIOLWMMN TKAHAMU, NeYeHb, cene3éHka He yBennye-
Hbl. BHYTPeHHMe opraHbl 6e3 ocob6eHHoCTeN.

llpedsapumenbHbili OuaeHO3: MEPBUYHBIA UMMYHOLEDULMT,
AlT/runorammarnobynuHemus.

[Ins Bepudukaumm fuarHosa nepBUYHOTO UMMyHOAeDULM-
Ta NauMeHT B Bo3pacTe 2 roga 5 Mec HanpasneH B Poccuiickyto
LETCKyl0 KnuHuyeckyto 6onbHuuy (POKB) ®rb0y BO PHUMY
um. H.W. Muporosa MuH3pgpaea Poccuu.

Pe3ynsmamsi nabopamopHol OuazHocmuku: npn obcneno-
BaHuW BbisBneHa AIT — IgA 0,06 r/n (Hopma 0,3-1,5 r/n), IgG
0,46 r/n (Hopma 8,8-15,4 r/n), IgM 0,08 r/n (Hopma 0,8-1,6 r/n).
Mo paHHbIM MMMyHOeHoTUNMpoBaHKA numMcountos CD19 — 1%.
MocTBaKuMHaNbHbIE aHTUTENA K KpacHyxe U renatuty B He onpe-
penstotca. [poBefeHO reHeTMYeCKoe UccnefoBaHue: obHapyxe-
Ha MyTauus B reHe BKT c.862C>T (p.288Arg>Trp) B 3k30He 10.

KnuHuveckuli duaeHo3: Ha ocHOBaHUM AebloTa 3aboneBaHus
Ha 2-M rofly XW3HUW, HANUYNA PELUANBUPYIOLLUX TAXKENbIX ANU-
TENbHO TeKyWnx GakTepuanbHelx npoLeccos (6poHxoneroyHas
cuctema, JIOP-opraHbl) B COYETAHWUU CO 3HAYMTENBHBIM CHUKE-
HUEM BCEX KNacCOB MMMYHOMMOOYAMHOB u numcountos CD19+,
o6HapyxeHuem myTauuu B reHe BKT B 3k30He 10 peGeHKy Obin
BbICTaBNEH AnarHo3: NepsuyHbil uMMyHopeduumT: XLA c nedu-
uuTom B-knetok (myTaums B reHe BKT c.862C>T (p.Arg288Trp)
B 3k30He 10) (kog no MKB: D80.0).

Y4nTbIBas TEHETUYECKYIO AETEPMUHUPOBAHHOCTb MaTONAOMNMY,
nposegeHo o6cnefoBaHue 6paTbes.

Pe6eHoK 2, mnagwui 6par,
BO3pacT npu o6cnenoBanum 1 rog 3 mec

AHamHe3 u3HuU: pebeHoK OT 4-if HOpManbHO NpOoTeKas-
weit GepeMeHHOCTH, 3-X CPOYHbIX pofoB. [pu poxaeHWUU
Macca 3820 r, pocT 55 cM, oueHKka no wkane Anrap 9/10 6an-
noB. Haxoauncsa Ha rpyfHOM BCKapMAuBaHum o 1 roga 3 mec.
AnneproaHamHes He oTarouieH. usnyeckoe, HepBHO-NCUXMYEC-
Koe pa3suTue pebeHKa Ha 1-M rofy M3HU COOTBETCTBOBANO
Bo3pacTy. [podunakTnyeckme NnpuBMBKN NPoBELEHbI N0 HALMO-
HaNbHOMY KaneHaapto.

AHamHes 3a6onesanus: fo 1 rofa pebeHok He bonen, B BO3-
pacte 1 roa u 1 rog 1 mec nepeGonen oCTpbIMKU PECNUPATOPHbI-
MU BUPYCHBIMW 3a60f€BaHUAMM, NOAYYaN aHTUOAKTEPUANbHYIO
Tepanuio ¢ nonoxuTenbHelM acdektom. B 1 ron 3 mec no mecty
XUTENbCTBA MasibunKy NMPOBELEHO MMMyHONOrMYeckoe obcne-
LOBaHUE, BbIABNEHO CHWKEHWE COfepXkKaHus WMMYHOMoOyu-
HoB: IgA — 0,2 r/n (Hopma 0,1-1,0 r/n); IgM — 0,2 r/n (Hopma
0,6-1,8 r/n); IgG — 3,6 r/n (Hopma 4,6-14,6 r/n).

DusnkanbHas AMArHOCTUKA: Xanob aKTUBHbIX HET, COCTOAHME
cTabunbHoe, CaMOuyBCTBUe yAOBNETBOpUTENbHOE. Pusnyeckoe
pa3BuTUe cpefHee, rapMOHNYHOe. KoXHble MOKPOBbI PO30BbIE,
HOPMasbHOM BAAXHOCTH, YNCTble. HOrTU 1 BONIOCHI He U3MEHEHbI.
JInmdatnyeckasn cuctema: wWweiiHble, NOJYENIOCTHbIE, MOAMbILIEY-
Hble, naxoBble NUMdOy3nbl fo 1 cM, 6e360ne3HeHHbIe, He cnasHbl
Mexgay co6oit v c oKpyxatowymn TkaHamu. MedeHb y kpas pebep-
Hoit fyru, 6e36one3HeHHas, anactuyHas. CeneseHka He nanbnu-
pyetcs. Mo BHyTpeHHWUM opraHam — 6e3 ocobeHHOCTel.

[pedsapumensbHbiti OuazHo3: NepBUYHbI UMMyHopeduumT, XLA.

C uenblo npoBefieHUs 06CNENOBAHNA U YTOYHEHWA AWArHo-
3a pebeHok B Bo3pacTe 1 rof 4 Mec rocnuTanu3npoBaH B OTAe-
NleHne KnuHuyeckoir ummyHonorum POKB ®rb60Y BO PHUMY
um. H.W. Muporosa MuHsgpasa Poccuu.

Pe3ynsmams! 1a60pamopHoli OUAZHOCMUKU: CHUXEHUE BCeX
tdpakyut ummyHornobynuHos: IgA — 0,06 r/n (Hopma 0,1-
1,0 r/n), IgM — 0,13 r/n (Hopma 0,6-1,8 r/n), IgG — 2,43 r/n

(Hopma 4,6-14,6 r/n). Mo paHHBIM UMMYHO(EHOTUNUPOBAHUSA
numcountos CD19 — 3%. leHeTMYeckoe uccnefoBaHue: o6Ha-
pyxeHa myTauusa B reHe BKT c.862C>T B 3k30He 10.
lloomsepxdeH KnuHuyeckull OuazHo3: [lepBUYHBIA UMMY-
Hopeduunt: XLA ¢ peduumtom B-knetok (MyTaums B reHe BKT
c.862C>T (p.Arg288Trp) B ak30He 10) (kog no MKB: D80.0).

PebeHok 3, cTapwuit 6par,
BO3pacT npu obcnegoBaHumn 8 net 6 mec

AHamHe3 xu3Hu: peGeHoK OT 1-it GepemeHHOCTH, mpoTe-
KaBlUel C yrpo3oi npepbiBaHuA B 24 Hepd, 1-X CPOYHbIX POLOB.
Mpn poxpeHun macca 3470 r, pocT 52 cM, OLeHKa No LKane
Anrap 9/10 6annoB. Haxopuncs Ha rpygHOM BCKapMAWBaHUM
po 1 ropa 6 mec. lMpodunaktuyeckne NpUBMBKU MpoBefeHbI
no HauWOHanbHOMY KaneHAapto. AnneproaHamHes He OTATOLLEH.
HepBHO-ncuxmnyeckoe pa3sutie No BO3pacty.

®u3mnkanbHas AMarHoCTUKa: Xanob aKTUBHBIX HET, COCTOsIHME
cTabunbHOe, CaMoYyBCTBUE YAOBNETBOPUTENbHOE. PU3nyeckoe
pa3BuTue cpefHee, rapMoHuyHoe. KoxHble MOKPOBLI PO30BbIE,
HOPMaNbHOM BNAXHOCTH, YNCTble. HOFTU W BONIOCHI He U3MeHe-
Hbl. JInmaTnyeckasa cucrema: LWeiiHble, NOAYENIOCTHbIE, NOA-
MbllIeYHble, MaxoBble nuUMdOy3nbl 1o 1 cM, 6e300/e3HeHHbIE,
He cnasHbl MeXAy Coboi U C OKpyXKatoWnUMKU TKaHAMU. TeyeHb
nansnupyetcs y kpas pebepHoit gyru. CeneseHka He nanbnupy-
etcs. [lo BHYTPeHHUM opraHam 6e3 0cobGeHHOCTell.

AHamHe3 3a60/1eBaHUS: [MArHOCTMPOBAHA MNWeN03KTasus
B 9 mec. bonen nHdekUMoOHHO-BOCNANUTENbHBIMU 3a60NEBaHU-
amMu pepgko (1-3 pasa B rog), leuuncs ambynatopHo, He Bcerga
nonyyan aHTMbGakTepuanbHyto Tepanuio. B 8 net 6 mec onpege-
JIEHbl YPOBHU UMMyHOTobynuHoB: IgA — 0,63 r/n (Hopma 0,9—
1,9 r/n), IgM — 0,43 r/n (Hopma 0,8-1,9 r/n), IgG — 5,28 r/n
(Hopma 9,7-11,7 r/n).

B Bo3pacte 9 net 6 Mec Manbuuk obcneposaH B PIKB ®rb0Y
BO PHAMY um. H.W. NMuporosa MuH3apasa Poccuu.

Pe3ynsmams! n1abopamopHoli 0uazHOCMUKU: YPOBEHb CbIBO-
POTOYHBIX MMMyHOrMoOynuHoB: IgA — cnepbl (Hopma 0,9-
2,9 r/n); Ig6 — 2,32 r/n (Hopma 9,4-16,6 r/n), IgM — 0,53 r/n
(Hopma 0,6-2,0 r/n). Mo paHHBIM UMMYHO(EHOTUNUPOBAHUSA
numdountos CD19 — 3%. lpoBefeHO MoNeKynApHO-reHeTu-
yeckoe obcnefoBaHue M TakKe OOHapyxeHa MyTalus B reHe
BKT c. 862C>T B 3k30He 10.

Bepugpuyuposa+ kauHuyeckull duazHo3: MepBUYHBIA UMMY-
Hopeduunt: XLA ¢ peduumtom B-knetok (MyTauma B reHe BKT
€.862C>T (p.288Arg>Trp) B 3k30He 10) (kon no MKB: D80.0).

OOHapyeHWe OfMHAKOBOrO TWMa MyTaLWM TeHa Yy BCex
Tpex OpaTbeB MOCAYKMIO OCHOBAHMEM [Nl TEHETUYECKOTrO
o6cnenoBaHuUs MaTepy, B pesysibTaTe KOTOPOTo y Hee 0OHapyxe-
Ha MyTaUWs B reHe B reTepo3uroTHOM coctosiHum (BKT c.826C>T
(p. Arg288Trp/n) B 3k30He 10).

Takmuka neyeHus u HabaooeHus nayuesmos. locne ycTa-
HOBNEHUA AMArHo3a Manbyuku pPerynapHo Mosy4yalT 3amMecTu-
TENIbHYI0 Tepanui MMMYHOMMOOYNANHOM [As BHYTPUBEHHOTO
BBefeHua B fo3e 0,4—0,5 r/Kr maccol 1 pa3 B 3—4 Hep MO Xu3-
HEHHbIM MOKa3aHUAM, C LeNblo MPOPUIAKTUKN MHEBMOLMUCTHbIX
MH(EKUMA — BHYTPb NPOTUBOMUKPOOHbLIA npenapar Tpume-
TonpuM. HabnopaloTcs neauaTpoM, MMMYHONOTOM, OTOJAPUH-
rofloroM Mo MecTy XWTenbcTsa. [IPOBOANTCA eXeMeCAYHbIN
MOHWUTOPUHF  NPeATPAHC(Y3NOHHOMO YPOBHA CbIBOPOTOYHbIX
MMMYHOTNOGYNMHOB, NOKa3aTeeil KIMHUYECKOro aHanu3a Kpo-
BM, GMOXMMUYECKOrO aHanM3a KpoBM, OOLEro aHanusa Mouu.
Y3/ opraHoB OptolWHOM nonocTH, novek, numMbaTUyeckux
y3no8, IKI npoBoaatcs 1 pa3 B 3 Mec, TyOEpKYAUHOLMATHOCTH-
Ka — eXerogHo.
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Ha doHe 3amecTuTeNbHO TEpanun coCcTofHUe AeTeil cTabu-
JIN3MPOBANOCh, YMEHBLWKUAOCH KONMMYECTBO 330408 3abonesa-
HUA pecnupaTopHbIMU NHMEKLUAMU.

B cBA3M c oTCyTCTBMEM MpenapaTta BHYTPUBEHHOMO UMMYHO-
robynuHa y cpegHero 6para pa3BuiCcs CUHYCUT BepXHEYENoCT-
HOW Masyxm C 3aTAXHbIM TedyeHneM. B HacTosAlwee Bpemsa aeTtw
nepeBefieHbl Ha NOAKOXHOe BBEAEHUE UMMYHOMOOYMHA.

3AKNIIOYEHUE

BepuduumnposaHue guarHosa HacnepcteeHHoit AlT umeet Bax-
HOe 3HauyeHue ANnA onpefeneHUs reHeTUYecKoro nporHosa.
HecmoTpa Ha BO3MOXHOCTb NOABAEHUA 300POBbIX AETeN MyMC-

KOro nosa B Ll@aHHOW CeMbe, BCE POXAEHHbIE MaNbyuKN CTpafa-
toT XLA ¢ peduumtom B-knetok. OcOOGEHHOCTb KIMHUYECKOrO
cnyyas 3akalyaeTcs B TOM, YTO ONUCAHHble MaLWeHTbl UMeloT
HeTUnNUuYHoe Ans 6onesHn bpyToHa nerkoe TeyeHue.

YuuTbiBafA, 4TO AWMArHO3 MEPBUYHOrO WUMMyHOAedpULMTa
VCTaHOB/IEH B AETCKOM BO3pacTe [0 (POPMUPOBAHUSA [EKOM-
MEHCUPOBAHHBIX COCTOAHWIA, NPWU NPOBefEeHWM aA[eKBATHOM
NOXU3HEHHOW 3aMeCTUTENbHOW  Tepanuu UMMyHOMobyNu-
HaMW, perynspHoit NpoduUNaKTUYECKON MNPOTUBOMUKPOOHOI
Tepanuu, MOHWTOPUHIEe WMMYHONOTMYECKUX MOKasatenen,
LMHAMUYECKOM HAbNOLEHUM MPOTHO3 XU3HU 3TUX MALMEHTOB
6naronpusATHbIiA.
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