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WISKOTT — ALDRICH SYNDROME
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MpenctaBneHo KnMHUYeckoe HabnogeHne pebeHka ¢ peakuM reHeTU4eckn-o6yCcnoBAeHHbIM UMMYHOOEeDULN-
TOM — cuHapomoM BuckoTta — Ongpuya. HecMoTpst Ha No3gHee NpoBeaeHne MMMYHOPEKOHCTPYKTUBHOM Tepanum
oTMeuvasics 6naronpusTHbIN ncxon,. Ha npoTsxeHnn AByxNIETHEro nepruoaa HabnoaeHns coctosiHue pebeHka ocTa-

eTcs cTabunbHbIM.

KnroueBsbie crioBa: getv, cuHAPoOM BuckoTtTa — On,qpmqa, AnarHocrtuvka, jied4eHve

A case of clinical observation of a child with a rare genetically determined immunodeficiency — Wiskott — Aldrich
syndrome, is presented. Despite the later implementation ofimmunoreconstructive therapy, a favorable outcome was
noted. During the two year period, the child’s condition remains stable.
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X-cuenneHHbIi BPOXAEHHbI uMMyHoaedpu-
LUUT, XapaKTepusylLwWuiica MUKPOTpoMOGoL M-
TONeHnem, 3K3eMoin, BbICOKMM PUCKOM pPa3BUTUSA
onyxosieii U ayTOMMMYHHbIX 3aboneBaHuin [1, 2,
3, 4, 5]. YacTtoTa BCTpEyaeMocTu cuHgpoma Bu-
ckotta — Ongpuuya B mupe pgocturaet 1:1000000
POAUBLLUUXCS XXUBbIMU MasibyukoB [3]. Monekynsap-
Hbln aedeKT 3aKnvyaeTcs B OTCYTCTBUM NPOTENHA
WASP, kognpyemMoro reHomM, JioKaJiu30BaHHbIM Ha
KOpoTkoMm nyieye X-xpomocombl (Xp.11.4-p11.21)
[3]. WASP akcnpeccupyeTcsa BO BCeX reMmonoaTu-
YeCKMUX KJIETOUYHbIX JIMHUAX U UMEeeT NATb PyHKUMO-
HaJNbHbIX JIOMEHOB, CBSI3aHHbIX C NOIMMepusaumnen
aKTUHa U BHYTPUKJIETOYHOW TpPaHCAYKUUEW CUr-
Hana [2, 3]. OTcyTCcTBMEe unn ymeHblieHue Oernka
WASP cnoco6cteyetr gedektHoMmy oGpasoBaHMIO
TPOMOOLMUTOB, a TakKXe KoMmnpomeTupyeT QyHK-
LUN KJIETOK, YY4aCTBYIOLUUX B peakuusX BPOXAOEH-
HOro U afanTUBHONO MMMYHUTETA, YTO NPUBOAUT K
nporpeccupyiowemMmy nmmmyHogepuuuty [2, 3, 4].
U3BecTHO He mMeHee 300 yHUKaNbHbIX MyTauui B
reHe WASP, ycTaHOBJ/IeHbl OTAeJIbHble KOppenauumn
MeXAy TUMOM MyTaunun U KIIMHUYeCKUMMU NposiBie-
HusMu 6onesxn [2].
3aboneBaHne 0ObIMHO MaHUpecTUpyeT B MNepBble
MecsLbl XU3HN C reMopparMieckoro cuHapoma. Tpom-
OOLUNTONEHNS N YMEHbLUEHNE pPa3MepoB TPOMOOLUTOB
06YyCNOBNEHbI X YPE3MEPHBLIM pPa3pyLLUeHNEM, aHOMaTb-
HbIM MeTaboIM3MoOM N HE3IPPEKTUBHBIM TPOMOOLUUTO-
noasom [3, 4, 5]. 9k3ema passuBaetcsa 'y 60-80 % 60b-
HbIX 1 MOXET HaNnoMUHaTb CEOOPEHbIN NN NENEHOYHbIN
nepmatur [1, 3, 5].
TAXKECTb UMMYHHbIX HAPYLUEHWI Y LeTEN C CUHAPOMOM
BuckoTTta — Ongpuya BapuabenbHa. B 60nblWIMHCTBE Cny-
yaeB GOPMUPYETCS KOMOUHUPOBAHHbBIA UMMYHOAEDULAT

Cmm,pom BuckoTtra — Ongpuya (WAS) — pepkuin

C HegoCTaTo4YHOCTh0 T-numdounToB. YposeHb IgG, kak
npaBuio, He n3MeHeH, IgM — ymMepeHHO CHUXeH, noka-
3arenu IgA n IgE — noBbiweHsl [3, 5]. Cnencrenem MMmy-
HopedbuuMTa ABAFIOTCS YIOPHbIE, YAaCTO NOBTOPSIOLLMECS
MHbekunmn. XapakTepHbl OTUTbI, CUHYCUTbI, MHEBMOHWUU,
omapesi, MEHVHINTbI, @ Takke WUHdekunn, obyCcnoBneH-
Hble H. simplex, CMV, EBV [1, 3, 5]. B 40-70 % cny4aes
pa3BMBAOTCS ayTOMMMYHHbIE 3aboneBaHus (rnomepy-
NoHedpUT, BaACKYIUT, ayOMMMYHHAsi remMonmTudeckas
aHemus, TpombouuTonenuns), y 13—-22 % 605bHbIX — 3110-
KayeCTBEHHble HOBOOOpa3oBaHus (nenkos, numdoma,
EBV-accounnpoBaHHas onyxosb ronoBHOro moara) [1, 3].
CpenHasa npoaoomKUTENbHOCTb XU3HU OeTel C CUHAPO-
MoM Buckotta — Ongpuda coctaBnseT 6,5 net. Beayuuen
MPUYNHOM CMEPTU CTAHOBATCA MHPekumn (59 %), KpoBO-
TeyeHuns (21 %), onyxonu (12 %) [3, 5].

EOVHCTBEHHBIM MEeTOOOM Jie4eHUs, BOCCTAHABNM-
BalOLLLUM MMMYHOJIOMMYECKUIA N FreMaTONOrM4eckuin oe-
dexTbl, ABASETCS TPaHCMNAaHTaUUsa FreMOno3TUYEeCKNX
cTBosoBbIX kjieTok (TFCK) ¢ obuwein BbIXMBAEMOCTbIO
84 %. B HepaBHUX NCCNeaoBaHUsX NokasaHa BblCOKas
3P PEeKTUBHOCTb FEHHOW Tepanum C UCMNOJSIb30BAHUEM
NIeHTUBMPYCOB Mpu oTcyTcTBUM HLA-coBMecTMMOro
noHopa [3]. MannnatneHasa Tepanusa BKJOYaeT 3ame-
CTUTENbHOE BBEAEHWE BHYTPMBEHHbLIX MMMYHOM00Y-
JINHOB, a Takxe NpodunakTn4eckoe NPUMEHEHNE aHTn-
MUKPOOHbLIX 1 MPOTUBOBUPYCHbIX CpeacTB [3, 5].

MpuBOAMM KNMHWYECKMA Cnyyar cuHapoma BuckoT-
Ta — Ongpwya.

BonbHoM P., manbunk 01.09.2010 roga poxaeHus oT
8 6epeMeHHOCTH, BTOPbIX NPexXaAeBpeMeHHbIX poaoB B 33—
34 Hepenn. Macca npu poxaeHun — 2530 r, annHa Tena —
49 cm, OLLIA 7-8 6annos.

B Bo3pacte 1 mecsiua 20 gHen maHudecTuposan re-
MOpparnyecknin CUHOPOM, roCINTaNN3MpPoOBaH B AETCKYO
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3AMETKM U3 NMPAKTUKU

NOTES FROM PRACTICE

KpaeBylo KMHWYeckylo GonbHuuy CraBpornonsi, raoe Ha-
XoOMNCs C AMarHo30oM: BHYTPUYTPOOHas uHdekums He-
YTOYHEHHOU 3TUONOrNU: MHEBMOHUS, KapanUT, aHeMus 2-1
CTeneHun, TPOMOOLMTOMNEHMS, TOKCUYECKUNIA renaTos C Xo-
necTa3oMm.

C OByx MecsLeB BO3HMKIIA 9k3emMa, MOBTOPHblE 3Nn30-
Obl TeEMOKOJIMTA, remopparnmyeckasl Cbifb, FHONHbIA cpea-
HUIA OTUT. B obLieM aHanM3e KPOBW — CHUXEHME YPOBHS
Tpom6oumToB A0 50x10%/n. B 6-MecsuHOM Bo3pacTe y na-
LMeHTa 3anofo3peH cuHapom BuckoTtta — Ongpuya. C ue-
Nbl0 YTOYHEHMS OmarHo3a pPekoMeHAO0BaHO reHeTu4eckoe
obcnepoBaHne B OTAENEHUN KIMHUYECKOW MMMYHONIOrnmn
1 peBmartosiornm Poccuitickon [eTckoi KnmHmyeckoi 60b-
HULbI, YTO He BbISI0 BbIMOJIHEHO.

B TeueHune nocnepyowmx net pebeHok HeoAHOKPaTHO
rocnuTannanpoBascs B OTAENEeHUS reMaToNormm n OHKO-
oMK KpaeBoW AeTCKOW 6oNbHULbI B CBA3M C 060CTPEHU-
€M remopparmyeckoro cuHgpoma. Habnopganace ctokas
TpomboumToneHuna 0o 9x10°/n, cHuxeHne yposHs Hb oo 80
r/n, nokasatenei IgM — oo 0,57 r/n, ypoBHa CD3*CD4* —
no 0,45x10%/n, ysenuyenune obwero IgE no 219 ME/mn.
B mMuenorpamme — 6e3 CyLLECTBEHHbIX M3MEHEHUI (He-

Tpusa PorayeBa (Mocksa). O6HapyxeHa MmyTauus B 1 ak-
30He reHa WAS c.100 CGA>TGA, npuBogsias K 3ameHe
apruHyHa Ha cTon-kofoH Arg34X B roMM3UrOTHOM COCTO-
AHUK (X-xpomocoma). Takum o6pasom, gMarHo3 cuHapoma
Buckotta — Ongpuya Obin noaTBepxaeH. EQMHCTBEHHBIM
NPOAYKTUBHbLIM METOAOM NiedeHuss morna ctatb TICK. Mo
pesynbtataMm HLA-TMnupoBaHus o06GHapyXeH MOSHOCTbIO
COBMECTUMbI CUBNMHT, siBUBLLUMIACS GpaTomM 6GosibHOro. B
anpene 2015 roga, B Bo3pacte 4 neT 7 MecsueB, Manbyn-
Ky yCrneLlHO NpoBeAeHa TpaHCNIaHTauns reMonoaTnyeckmx
CTBOJOBbIX KJ1ETOK.

Yepes 2 ropa nocne nposegeHus TICK cocTosiHne
cTabunbHOe, MPU3HAKOB XPOHWYECKOW peakumm «TpaHc-
nnaHTaT npoTuB xo3sivHa» HeT. ObLlee COCTOsiHME YyAO0B-
neTBoputenbHoe, GU3N4ecKoe N NCUXOMOTOPHOE pPasBu-
Tne COOTBETCTBYIOT BO3pacTHoW Hopme. Boneet OPBU He
6onee 3 pa3 B roa, BakUMHMPYETCS MO UHAVUBUAYANTbHOMY
KkaneHgapio. B obuiem aHannse, GOXMMMYECKUX aHann3ax
KPOBW OTKJIOHEHW He BbisiBNeHO. OCHOBHbIE MokasaTenu
VIMMYHHOrO cTaTyca B npeaenax HopMbl.

OCco6BEHHOCTbIO OAHHOrO KAMHUYEeCcKoro Habnwoge-

AnddepeHunpoBanHeie 6nactel — 2,5 %, NyHKTaT 6oraT  pug, kpome YpesBblYaliHOW PEAKOCTU 3aBoseBaHus,
KNETO4HBIMM 3NeMEHTaMM, NONMMOPOHBINA, KPACHBIN PO-  gengeTcs OTCYTCTBUE TSKESbIX CUCTEMHbLIX MHMEKLMIA,

CTOK HECKOJIbKO pacLUMpPeEH, MerakapuounTapHbli POCTOK
paclmpeH, cBO6OAHO Nexalive eauHnYyHble TpoMboLum-
Tbl). Y pebeHka pernctpupoBasmcb NOBTOPHbIE FTHOWHbIE
OTUTbI, CUHYCUTbI, HU3KIME MoKasaTenm TpoMboLMTOB, 04

Hako OTMeYasiCs ya0B/IETBOPUTESNbHLIN pedynbTaT OT nasn- Ha

crijleHoMeranmn, a Takxke OTHOcuTeNbHad adpdeKTUB-
HOCTb MasyIMaTUBHOW Tepanuu, 4TO MOXET ObITb CBSI-
3aHO C BapmaHTOM reHeTmn4eckoro gedekra. Hecmotps

nosgHee npoBeAeHne WMMMYHOPEKOHCTPYKTUBHOM

ANATVUBHOM Tepanuu (BHYTPUBEHHbIE UMMyHOrNOByMHL,  TEPanumn, oTMedaeTcs GnNaronpusTHbIA UCXOZ, NPy 3TOM
rIIOKOKOPTUKOCTEPOUIbI, UHTPOH A). noTeHuUuanbHO cMepTesibHOM 3aboneBaHun. Ha npoTs-

FeHeTUYecKoe UCCNenoBaHMe Bbi0 BbINOMHEHO MULb B XKEHUW OBYXJIETHErO nepuoga HabnoaeHns COCTOsiHME
anpese 2014 r. B Hay4HOM MEAULIMHCKOM LeHTpe um. IMn-  pebeHka ocTaeTcs CTabuibHbIM.
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