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B cmambe npedcmasneHsbl OaHHbIe iumepamypbl Mo 3muosio2uu, duazHocmuke cuHOpoma Buckomma — Ondpuyva u onucaHue

cobcmeeHHbIx HabritodeHuUl 607bHbIX.
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Syndrome Wiskott — Aldrich

The article presents the literature on the etiology, diagnosis, syndrome Wiskott — Aldrich and description of his own observations

of the patients.
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CwuHgpom Buckotta — Ongpuda (Wiskott — Aldrich sindrom —
WAS) Bnepsble onucaH B 1937 r., korga A. Wiskott coobwun
0 CeMbe, B KOTOPOW TPOE ManbiukoB UMenu TpomBouMToneHuo
B COYETAHWMN C TSHKEMOWN 3K3EMOWN U MOBTOPHBIMU MHAEKLMSMM,
B TO BpeMsi kak YeTBepo 1x cecTep Gblnv 30opoBbl. PeueccrBHoe
HacnegoBaHuve, cuenneHHoe ¢ X-XPOMOCOMOW, ObIfo BbISIBNEHO
R. Aldrich. MecTo pacnonoxexusa reHa WAS 6bino onpegeneHo
Ha KOpOTKOM nneye X-xpomocombl B 1988 1., a B 1994 r. 6bin kno-
HupoBaH reH WAS, pacnonoxeHHbln Ha Xp.11.22. TeH kogupy-
et 6oratbii nponvHom npotemH — Wiskott — Aldrich syndrome
protein (WASP). YHukanbHble cyHkuumn WASP o KoHua elle He
n3yyeHbl. YpoBeHb akcnpeccun WASP 3aBvcuT OT Tuna myTauum
reHa WAS. BbiiBNeHbl YeTKME KOppenaunum Mexay aKcrnpeccuen
WASP u knuHunyeckumun nposiBneHnsiMm 3abonesaxus. Mpu non-
HoM oTcyTcTBUM akcnpeccun WASP oTmevaeTtca Gonee Tsxenoe
TeYeHue reMopparM4eckoro cMHApoMa 1 yactota 6aktTepuarnbHbIX
MHpekumi B 4 pasa Bbiwwe, 4eMm Yy WASP-N03UTUBHbIX NALMEHTOB.
Momnmo knaccuyeckon BblgeneHa donee nerkas popma WAS,
Ha3BaHHas X-cuenneHHon TpomboumToneHmen (X-linked thrombo-
cytopenia — XLT). XLT otnuyaetcs 6bonee msArkum teveHvem 6e3
BbIpaXXEHHbIX NMPU3HAKOB MMMyHoAedULmMTa U 3Kk3eMbl. MimeeTcs
Heckonbko onncaxum atunuyHoro WAS y neBodek. Yactora BcTpe-
yaemoctn WAS cocTaBnsert, no faHHbIM nutepatypsl, 4:1000000
POOMBLUMXCS XUBBIMWU ManeimkoB. CpeaHsist IPOA0HKUTENBHOCTb
Xn3Hn — 6,5 roga. Beagywas npuunHa cmeptu: nHpekumm — 59%,
KpoBoTeyeHnss — 27 %, oHkonornyeckme 3abonesanma — 12%.

B 1999 r. akcneptbl ESID (European Society for Immunodefi-

ciency Diseases) u PAGID (Pan-American Group for Immunodefi-
ciency) cucteMaTU3MpoBany HakonneHHbIe KMMHULMCTaMM 3HaHUS
0 Hanbornee pacnpocTpaHeHHbIX opMax NePBUYHBLIX UMMYHOZe-
cuyutos (MALO) n cospganm guarHoCTUHECKMe NPOTOKONMbI, KOTO-
pbIMY NoNb3yeTcst GOMbLUMHCTBO Bpayel-MMMYHOSIOroB BO BCEM
mupe. Ona WAS amarHo3 goCTOBEpPEH: y NauUMEHTOB MY>KCKOrO
nona c BpOXAeHHOW TpombounutoneHnen (Konmyectso Tpombo-
untoB meHbLue 70 000), yMmeHbLUEHHBIM AnaMeTpoM TPOMOOLUTOB
no 1,82 + 0,12 mkm (N-2,3+0,12) n nmetowmnx xota 6bl oanH u3
CreayoLmMX NPU3HAKOB:

— myTauumn B WASP;

— otcyTtctene WASP mRNA npu aHanuse numcountos MeTo-
nom northern blot;

— otcytctBne WASP-npoTenHa B numdounTtax.

BpoxaeHHast TpOMBOUMTONEHUS C YMEHbLUEHHBIM pa3MepPoM
TPOMBOLUNTOB ABNSIETCS MMaBHbIM ANArHOCTUYECKUM NMPU3HAKOM
WAS. Y MHorux naumeHToB 3aboneBaHue aeboTupyert ¢ guapeu
C KMLLEYHbIM KPOBOTEYEHNEM Ha NEPBOM MECsILIE XM3HU. JK3ema
pa3BMBAETCS Y MHOTUX, HO HE y BCeX BoMbHbIX. XapakTepHbl OTUTHI,
CUHYCUTbI, TSXKEmNble MHpeKumn, Bbi3aBaHHble Herpes simplex, LIMB
n EBV. MNpn WAS nosbliweHa 4YactoTa passuTUa ayTOMMMYHHbIX
3aboneBaHuin (BackynuT, reMonuTMYeckasi aHeMusi, rmomepyno-
HedpuT) 1 onyxonen (nenkos, numdoma, EBV-accounnpoBaHHas
Onyxofb rorioBHOro Mo3ra). O4eHb pegko naumeHTtsbl ¢ WAS nmetot
ymepeHHyto TpomboumtoneHuio (50 000-100 000 TpombouuTos)
6e3 Kakmx-nnbo Apyrnx NposiBNEHUN.
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EAVMHCTBEHHBIM METOAOM NeyveHuss A0 NOCNedHEero BpeMeHu
cyuTanach nepecajgka annoreHHoro KOCTHOro Mo3ra Unm CTBOMo-
BbIX KneTok. Ycnex onepauun gocturaet 90% npuv Mcnonb3oBaHUm
TpaHcnnaHTaTa oT rMcTocoBMeCTMMOro AoHopa 1 50% — npwu ra-
NNOVAEHTUYHON TPaHCNaHTaLuu.

C 2008-2009 rr. Ha4aTbl paboTbl NO FEHHOM Tepanun CUHApPoOMa
Buckotta — Ongpuya Bo ®paHuum n Nepmanun. MannuatmeHoe
neyeHune BKoYaeT 3amectuTenbHyo Tepanuio BBUT 0,4r/kr 1
pa3 B MecsiL, (MHTpaTeKT, UHTparno6uH, okTaram, ramyHekc v ap.),
npogunakTUuyeckyo NpoTUBOMUKPOGHYIO, NpPOTMBOrpnbKOBYLO
1 NPOTMBOBUPYCHYIO Tepanuio. [ns yMeHbLUEHUs remopparmye-
CKOro CMHApPOMA NPUMEHSIETCS CMNEHIKTOMUSI. AYTOMMMYHHbIE
OCTOXHEHMWSI MOTYT 3HA4YUTENBHO YXYALUUTL NMPOrHO3 U faxe sIBUTb-
cs1 NpUYNHON HebnaronpuATHOro ncxoga. Hapsigy ¢ TpomboumTo-
neHnewn, BO3HUKaoLLIEN U3-3a OTCyTCTBUSA cneuudmryeckoro 6enka,
MOXET pa3BUTbCS U UMMYHHasi TPOMBOLMTOMNEHWS], 3HAUNTENBHO
yBenuMuuBaloLas puck pasBuTUS U TSHKECTb KPOBOTEYEHMiA. Pas-
BUTUIO UMMYHHOI TPOMBOLIMTONEHNM CNOCOBCTBYIOT YacTble nepe-
nMBaHUS NpenapaToB KPOBM, 0COGEHHO TPOMGOLIMTOB, MOITOMY
TpaHcdy3nm TpoMBoLIMTOB crneayeT NPOBOAWUTL TOMbKO Mpu Ts-
XenbIX, He KYyNUPYIOLMXCS APYIMMU METOA4aMN KPOBOTEYEHMSIX.
B cnydyae pa3BuTusi ayTOMMMYHHBIX OCIIOXXHEHWUIA, NPUMEHSIOT
UMMYHOCYMNPECCHBHYIO Tepanuio, BKIHOYAIOLLYH FIOKOKOPTUKO-
cTepouabl U UMMYHOLENPECCaHThI.

Peructp geter c nepBnYHbIMM UIMMyHOoAeMLUMTaMm B 4ETCKON
pecnybnmkaHckon knuHudeckon 6onbHmue M3 PT Begetca ¢ 1994
r. C aTOro BpeMeHv Hamu 3aperncTprpoBaHo 8 60MnbHbIX C CUHOPO-
MoM BuckoTtta — Onpgpwuya B Bo3pacTe OT 2 mecsueB 40 6 net u3
5 cemeit. C yueTom TOro, YTo exerogHo B TatapcTtaHe poxaaeTcs
okono 45 000 geten, 4acToTa BCTPEYaEMOCTU AHHOIO CUHAPOMa
B HaweM pervoHe cocraenset 1,2:100 000.

OwnarHos cungpoma Buckotta — Ongpuya y o6cneaoBaHHbIX
Aeteli 6bin NocTaBneH Ha OCHOBAHUW XapaKTEPHbIX KIIMHUYECKUX
MU MMMYHONOIMYECKMX NPU3HAKOB U AaHHbIX CEMENHOro aHaM-
He3a. XapakTepHble Npu3Hakn 3aboneBaHus (remopparn4eckun
CUHAPOM, 3K3eMa, MHAdeKLuMKn) y 7 n3 8 geten BO3HUKIN OYEHb
paHo — B nepBble 2-4 Heaenu XusHu. Jlnwe y ogHoro pebeHka
CUMMTOMbI Pa3BUMUCh MOCTENEHHO (OTCTaBaHWe B (PU3NYECKOM
pasBUTUM, HETSXKEMbIE MHAEKLUN, HEBBIPaXXEHHbI remopparuye-
CKWI CUHAPOM B BUAE HOCOBbIX KPOBOTEYEHUIA, METEXUIA U IKXUMO-
30B). Pogntenu obpatnnuce 3a MeQuUMHCKOW NOMOLLbIO TOMbKO
B Bo3pacTe 2 net 4 mecsiues. [InarHo3 Npu Xn3Hn AaHHOMY pebeHKy
He 6bIn NOCTaBMneH, NULLIb PETPOCNEKTUBHO NOCHE POXAEHUS B 3TON
cemMbe elle 2 6omnbHbIX Manb4MkoB. HeobxoaMmo oTMETUTb, YTO
OCHOBHbIM HayarnbHbIM KIIMHUYECKUM CUMMITOMOM Y 6 13 8 6onb-
HbIX Gblna Anapes ¢ KULWeYHbIM KPOBOTEYEHWEM U NeTexmanbHas
cbinb Ha Terne. Jk3ema, HeTskenas no TeveHuto, 6bina y Bcex ae-
Tew, NPosIBNsAnach paHo (B Nepeble Hegenu X13Hu), B oTnM4une ot
aTonuyecKkoro AepmartuTa, KoTopbi 06bl4HO AebroTupyeT nocrne 3
mecsiueB. bea neveHns 6onbHble He NPUGaBNAOT B BECE M OTCTAOT
B (pmanyeckom pa3sutun. HeobxogmMo oTMETUTb, YTO FMaBHbIN
ANarHocTnyeckunin NnpusHak cuHapoma Buckorta — Ongpuya Tpom-
6ouutonerua meHee 70 000 pernctpupyetcs nocre 2-Mecsa4yHoro
BO3pacTa, a B NepBble Hedenu Xn3Hu ypoBeHb TpoMBoumMToB Y 4
neten n3 6 konebancs Ha umdpax 330 000-104 000, yTo NnomeLuano
CBOEBPEMEHHON AnarHoctTuke cuHgpoma Buckotta — Ongpuya.
OwnboyHble AMarHo3bl, KoTopble GbiNM BbICTABIEHB! B NepBoe
BpeMs eTam, O6binu: Hecneuudmyecknn 93BeHHbIn konuT (HAK),
XPOHUYECKMI MUENONENKO3, TMCTUOLMNTOS.

Y 4 petei 6GbINO NPoBEAEHO MOMEKYNAPHO-TEHETUYECKOE UC-
cnepoBaHue B LleHTpe monekynsipHou reHetukn (r. Mocksa),
1y Bcex 6binv obHapyxeHbl pasnuyHble MyTauun B reHe WASP:
4 petel nony4unu cneuuanvMavpoBaHHy NOMOLLb B OTAENeHUN
MMMyHonaTonorum POCCUINCKOM OETCKOW KIMHNYECKON BOMbHULbI
r. Mocksebl, natepo geten ymepnu (B.K. B 2,5 mec. oT kpoBomanus-
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HWS B rofloBHom moa3r, IA. — B 5mec. oT nHdekuun, B.N. —B 1 rog
9 mec. ot nHdekuun, X.A. — B 3 roga n X.1 — B 3 roga 11mec.
OT MHdeKuNn).

Maneuvk M.H. BoneH ¢ 1 mecsiLa: XXuakun cTyn, nepmoamyecku
KpoBb B cTyne. C 2 mecsueB BbiCbiNaHus Ha Koxe. B 3 mecsua
nepeHec NPaBOCTOPOHHIOK CErMeHTapHy NMHEBMOHMIO, CTan oOT-
cTaBaTb B ou3nyeckom passutun. B 5 mecsueB nosisunacb MHoO-
)KeCTBEeHHas netexmarnbHasl CbifMb Ha LUee W XUBoTe, PypPYyHKYmbI
Ha BONTOCUCTOWM YacTu ronosbl. Jleuunca B geTckon GonbHUue T.
HuxHekamMcka ¢ aMarHo3om «TpoMbouuTonaTus»! Bnepsele cae-
1aH aHanu3 KpoBM Ha TPOMBOLMTLI B NMONUKIMHWKE B Bo3pacTe 7
mecsaueB. Konnyecteo Tpombountos 6birio 40 000, remornobuH
81r/n, CO3 65mm/yac. OBHapy>XeHO U yBENMYEeHNE Cenes3eHkn —
+ 4-5cm. C anarHo3om «ocTpbli NIMMdobnacTHbI nenkosy» 6onb-
How Obin rocnutanmanposaH B [PKB r. KazaHu. [Nocne nucknoveHus
cucTtemHoro 3aboneBaHusi KpoBU pebeHok Obin HanpaBneH B OT-
neneHuve knuHudeckon nmmyHonorun POKB r. MockBbl ¢ agnarHo3om
«cuHapom Buckotta — Onpgpuyax. BbisiBneHo nonHoe oTcyTcTBrUe
akcnpeccun 6enka WASP. lNpoeegeHo HLA-TunnpoBaHue ¢ poa-
HOW CEeCTPOMW, BbisiBNeHa NofHas COBMECTUMMOCTb cubcos no HLA.
YuuTbiBas HebnaronpusATHbIA NPOrHo3 3aboneBaHwnsi, B OTAENEHUN
TpaHcnnaHTauum koctHoro mo3ra POKB r. Mocksbl npoBefeHa mye-
NOUHGY3nA KOCTHOro Mo3ra oT HLA — mnaeHTu4Horo cubnuura.
OpHako Npour3oLLIIo OTTopXXeHNe. B HacTosilee BpeMs coxpaHsi-
etca TpombouutoneHmnsa 20 000-30 000, yto TpebyeT npoBeaeHUst
NMOBTOPHOW TPaHCMNaHTaLym reMonoaTUYECKMUX CTBOMOBbIX KIETOK,
OT KOTOPOW poAauTENN oTkasanucb. bonbHon HaxoauTcs Ha nan-
TNIMaTUBHOM NEYEHUN.

Manpeuuk T.P. BoneH ¢ 2-HegenbHOro Bo3pacTa: NoBbllleHNe
Temneparypbl, KpOBb B CTyne, Avapesi, netexmanbHas Cbifb Ha
n1ue, KOpoYkM 3a ywamu. PebeHok ABaxabl rocnutannanpoBsarn-
ca B AETCKYI0 UHEKUMOHHY GonbHuUy T. KazaHu ¢ gmarHosom:
OKW. Anemus. Besukynonyctynes. Tpombouutonatms. C no-
[03pEeHMEM Ha HecneundUnyecknin SI3BEHHbIV KONUT nepesBeaeH
B [PKB r. Kazanu. B IPKB nonyyan Tepanuio Hecneundguieckoro
s1I3BEHHOro konuTa 6e3 acppekTa. B Bo3pacTte 1-2 mecsaueB 4ymcno
TpomboumToB 6bino Ha ypoHe 120 000-140 000-339 000, 4yTo no-
BNUANO Ha ANarHocTuky cuHapoma Buckorta — Ongpuya. Tonbko
B BO3pacTe 2 MecsLeB KOonMyecTBo TPOMBOLMTOB CHU3UIOCh OO0
50 000-11 000 u B ganbHenLeM COXpPaHANOCh Ha 3TOM YpOBHE
BCe nocnegytollee Bpemsi. BonbHol 6bin HanpasreH B oTAeneHne
KnuHuyeckon nmmyHonoruv POKB r. Mocksebl. MNpu o6cneagosaHmm
ObINO BbISIBNEHO NOMHOE OTCYTCTBME aKkcnpeccumn benka WASP,
myTauum B CBO — reHe 1VS3+1gt. B Bo3pacTe 5 net 6onbHOMY
6bIN0 NPeanoXeHo NevyeHne B NeANaTpUYEcKon KNHKKe T. MaHHo-
Bepa (FfepmaHus) ans NpoBeAeHns HOBOTO BUAA NEYEHNS — reHHON
Tepanuu. C 08.09.09. no 16.09.09. pebeHok Haxoamncs Ha feYeHnm
B KnuHuke negmatpuyeckon remaTtonorum n oHkonorum MaHHoeepa
(Ffepmanus). 23-24.09.09 6bin npoBeaeH adhepes KOCTHO-MO3rOBbIX
knetok. 29.09.09. BBeaeHbl reHHOMOANMULIMPOBaHHbIE CTBOSIOBbLIE
KNeTku KpoBW. B HacTosilee Bpemsi pebeHok HaxoamTcsa nod Ha-
6nioaeHneM. PesynstaTbl IPOBEAEHHOIO NEYEHUs pacLieHUBakoTCA
Kak bnaronpusiTHble.

[o nocnegHero BpemeHnu cuHapom Buckotta — Onpgpuya
cynTancsa 3aboneeaHvem ¢ HebGnaronpusiTHLIM NPOrHo3oM. Bbl-
»KMBaAeMocTb OonbHbIX cocTaBnsina obbl4HO He Gonee 6,5 ropa.
OCHOBHbIM METOAOM NEYEHNS MPU OTCYTCTBUM NEPCNEKTUB TPaHC-
nnaHTauumM KOCTHOro Mo3ra cuMTaeTcs nannuaTtvBHas Tepanusi,
KOTOpasi CBOAMUTCSI K CBOEBPEMEHHOMY U PEryNsipHOMY BBEAEHUIO
BHYTPMBEHHOTO MMMYHOMMOBYNMHA, NOCTOSIHHOW NpodunakTuye-
CKOWM aHTMBaKTepuanbHON U NPOTUBOBUPYCHOW Tepanuun, CBOeBpe-
MEHHOM CNIIEHIKTOMMM U, NPY HEOBXOANMOCTH, UMMYHOCYMPECCUN.
PaboTbl No reHHON Tepanun OTKPbIBAKOT HOBbIE BO3MOXXHOCTY bna-
ronpusiTHOroO MPOrHO3a B JIEYEHWM STOMO NOTEHLMAnNbLHO cMepTeSlb-
Horo 3abonesaHus.



