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CungpoM Buckotta—Ongpuua (CBO) — X-cuenneHHoe 3aboneBaHue, xapakTepusyiolleecs
MUKPOTpOMBOLUTONEHUEN, 3K3EMON U KOMBUHMPOBAHHLIM NEPBUYHBIM UMMYHOLEOULUUTOM C
MHGEKLMOHHBIMU, ayTOUMMYHHBIMU 1 OMYyXONEBbIMU NPOSIBIIEHUSIMU. TssKeCTb TeueHust 3aboneBaHus, Kak
npaBwWII0, KOPpPenupyeT C fokanu3auunei MyTauum B rene WAS. B BonblumHcTBe cnydyaes CBO npusoant
K NleTanlbHOMYy MCXOQY B MepBble rOfbl KU3HW, 38 UCKITIOYEHWEM PEOKMX CIyyaeB NMErkoro TeyeHus
3aboneBaHus, OCHOBHOE MPOSIBIEHME KOTOPOro — TpoMbouuntoneHuns. TpaHCnnaHTaums CTBOMOBbIX
reMomnoaTUYECKMX KINEeTOK — OCHOBHOM MeTop Nevenns CBO, ogHaKo npu ero nerkoM TeYeHnn BO3MOXKHO
KOHCepBaTMBHOE BefeHne BonbHbIX. B cTaThe NnpeacTaBneH ceMenHbIN cilyyan nerkoro teveHnsa CBO,
noapobHo onmcaHo cocTosHWe nauveHTa 14 net ¢ cuHapomoM Buckotta-Onppuua.

KnioueBble cnosa: cuHapom Buckotra—Ongpuya, X-cuenneHHass TPOMOOLMUTONEHUS, FreHoTu,
beHoTHUN, TPaHCNIaHTaLUUA reMaTonoSTUYECKNX CTBOTOBbIX KITETOK.
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Wiskott-Aldrich syndrome (WAS) is a X-linked combined immunodeficiency, characterized by thrombocytopenia, eczema,
infections and predisposition to autoimmunity and tumors. The severity of the disease correlates with localization of the
mutations in the WAS gene. In the most cases WAS is lethal during the first years of life, except of rare patients with the milder
XLT. HSCT is a curative option for the majority of patients with WAS. In some cases conservative management is possible. This
article presents a family case of the milder form of Wiskott-Aldrich syndrome.14 y.o. patient's condition is described in details.
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nHopoM Buckotta—Onppuua (CBO) — cuHppo-

MasfbHas cphopMa X-CLEMNSIEHHOro MNepBUYHOrO

UMMyHOLleDMLIMTE,  XapaKTepuayloLlasca Mu-
KPOTPOMOOLIMTONEHMEN, 3K3EMOM, CKITOHHOCTbIO K Of-
MOPTYHUCTUYECKUM MHCPEKLMAM, BbICOKUM PUCKOM pas-
BWUTMSI ayTOMMMYHHbIX 3aD0MEBaHWI 1 3N0KaYEeCTBEHHbIX
HOBOOBpa30BaHWUN.

B ocHoBe natoreHesa CBO nesaT MyTaumu reHa
WAS, pacnonoeHHOro Ha KOpOTKOM nneve X Xpomo-
coMmbl (Xp11.22-p11.23) n KoampyloLLEero uMTonasMa-
Tuueckuit benok WASP [1]. Benok WASP BxoguT B ce-
MEeNCTBO DEenKoB, y4YacTBYIOLLMX B perynsumv npouecca
MONMMepM3aLMM aKTUHa B FeMOMO3TUYECKUX KIeTKax
[2, 3]. WASP aKkcnpeccupyeTcs BO BCex remMornoatuve-
CKMX KIeTKax, KpoMe 3pUTPOMAHbIX, C CaMbIX PaHHWX
cTaguii 3MbpuoreHesa M HeobXxoguM ANA  OBUXKEHUS
KNETKW, Mepefayn curHanoB, obpasoBaHUs UMMYHHO-
FO CMHamca v peopraHusauun UMTOCKeneTa npu da-
roumtose [4, 5]. CHumeHHas akcnpeccusa benka WASP
MPMBOOMUT K HapyLUeHWio hOPMUPOBaHUA MWUKPOBOPCU-
HOK NMMdPOUMTOB, MOAOCOM Makpodaros, HapyLLEeHWIO

Bonpoch! reMaTonori/OHKOMOM M 11 MMMYHONATONOMMM B NeAMaTpIK
20181 Tom 17 | Ne 1] 97-102

XeMoTaKcuca, Nonspu3aumny KneTok, dharoumTosa, oT-
CYTCTBMIO MOCTOSIHCTBA pa3Mepa KMeTKM 1 ee hopMbl
[3]. N3MeHeHMs uMTOCEKneTa NPUBOAAT K HapyLLEeHWIo
oMb pepeHLMPOBKY, aKTMBaLMM U MUTPaLMK  KIETOK,
CEKpeLMy LIMTOKMHOB, HAPYLLEHWIO KIETOYHbIX B3auMO-
nencteui [2, 3].

Knaccuyeckyto Tpuagy cMMNTOMOB — 3K3eMa, TPOM-
BounToneHna ¢ ManeHbkuM 06beMOM TPOMBOUMTOB U
nabopaTopHO MOATBEPKAEHHBIN UMMYHOAEULNT B MO-
MEHT MOCTaHOBKM AMarHo3a — obHapy»uBaloTCA MeHee
ueM y Tpetv naumerToB ¢ CBO [6]. Hanbonee pacnpo-
CTpaHeHHble KNMHUYeckue nposienexnns CBO — Tpombo-
LUMTOMeHWs U remMopparuyeckuit cuHapom [6, 7]. 3abo-
NEeBaHMEe MOXET MaHUecTMpoBaTb B NMepBble Hepenu
U3HU KPOBOTEUYEHUSMU M3 MYMOYHOW PaHKK, MeneHow,
3MNUCTAKCUCOM, FeMaTypuel, neTexvasnbHOW CbiMblo, a
TAKKE KU3HEYrpOXKaOLLWMMN BHYTPUYEPENHBIMUA U 3Ke-
NYLOYHO-KULLIEYHbIMKU  KpoBOTeUeHusMu [6]. Iksema
WNKM aTomnMYeckui fepMaTuT passuBaloTcs bonee uem
y 80% nauueHTOB M 4acTO COMPOBOXAAIOTCA MECTHbIM
nHpuumpoBaHueM [6, 71. Y bonblumHcTBa 6onbHbIX CBO



NPOSIBMSIOTCS MPOrpeccupyiolime ¢ BO3PacToM Mpu-
3HaKuM MMMyHopedmumTa. Becnenctene HapyLeHWi ry-
MOPASIbHOr0 U KNEeTOYHOr0 UMMyHUTETa Y BOSIbHBIX CO
CpemHeTsKenbIM K TskenbiM TeyeHnem CBO Habnio-
[AlOTCS  OMMOPTYHUCTUYECKME UHMpekuun (Hanpumep,
reHepanu3oBaHHas LMTOMeranoBupycHas WHdbekums),
KOTOpble Hepenko AebTUPYIOT B NepBble 6 MEC. U3~
Hu [6]. 3nokauecTBeHHble HOBOOBpPa30BaHWS MOryT
BO3HMKATb B MrafeHuecTse [6], Ho valle pa3BuBaloTCS
Y HeTPaHCMSIaHTUPOBAaHHbIX AeTeW LUKOSIbHOrO M Mof-
pocTkoBoro BospacTa [8]. CpenHuit BospacT passuTus
3110KaYeCTBEHHbIX HOBOOBpa3oBaHuit y BonbHbix CBO —
9,5 ropa [8]. BosnbLUMHCTBO onyxornei uMeeT nMMdope-
TUKYFSIPHOE NMPOWCXOMKAEHWE, CPEaM HUX Yalle BCTpeya-
I0TCS HEXOLMKMHCKME NIMMAPOMBI. JTMGOMBI YacTo UMe-
I0T 3KCTPaHOJAsbHYIO NTOKaNM3aLmIio U XapaKTepuayloTca
HebnaronpuaTHLIM NporHo3om [6].

Hanbonee vacto BCTpevaloLLMeCs ayTOMMMYHHbIE
3aboneBaHusa npu CBO — BaCKynuT 1 ayTOMMMYHHasi re-
MonuTuueckas aHemus [6, 8]. Hepeako 6osbHble ¢ CBO
pasBMBalOT UMMYHHYIO TPOMBOLIMTOMNEHMIO, BCTPEYaloTCS
Y HWAX 1 Opyrve ayToMMMyHHble 0CMoskHeHus [8].

HecmoTpsa Ha 1o uTo B uenom CBO — kpaiHe Td-
wenasa hopMa nepeuyHoro uMmyHopedpuumnta (MAL),
y HekoTopbix BombHbiXx ¢ CBO TpombouwuToneHnusa wu

PucyHok 1
CemeltHoe fepeBo naumeHTa H.
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remMopparMyeckui CUHOPOM — 3TO E©OUHCTBEHHbIe
u/vunu ocHoBHble nposiBrieHns 3abonesaHus. Panee
Takux BOSbHBIX BbIAENSANN B OTOEMbHYIO Pynny ¢ Au-
arHo3oM «X-cuenneHHass TpombouuTonenns> (XCT),
OAHAKO C MOSABMEHNEM BO3MOXHOCTU MOJSIEKYNAPHOrO
noaTBepskaeHns gmarHosa CBO cTtano moHATHO, uTo
3TO0 NauMeHTbl ¢ Hanbonee NerkuM TeYeHMEeM JaHHOTO
3abonesaHus [9].

Ins knaccudpmkaumm TaxecTn TeveHuss CBO Haum-
Bonee yacTo ucnonbayloT BannbHyl cucTemy, Npeaso-
smeHHylo H.D. Ochs v coast. B 1995 ropy [10]: TasecTb
3aboneBaHus KnaccuguuMpyioT B 3aBUCUMOCTH OT Ha-
nMUUnA TAXENOW, peddpakTepHoV TpoMbouuToneHun c
BbIPa}EHHBIM TEeMOpPParn4YeckMM CUHOPOMOM, 3K3eMbl,
MHDEKLMOHHBIX NPOSIBMEHWI, Pa3BUTUA ayTOMMMYHHbIX
3abo1eBaHNin U/ 3110KaUYECTBEHHBIX HOBOOBpa3oBa-
HWiA. M3onupoBaHHasi TPOMBOLMTONEHUA C MUHWUManb-
HbIM FeMOpParnyecknM CUHAPOMOM UM ee CoYeTaHue
C NEerkow, NnopffaloLLENCA JIEYEHUIO SK3EMON U MHADEK-
LMSAAMKW, MPOXOASALLUMMKU BEe3 OCMOKHEHWI, COOTBETCTBY-
eT nerkoMy Teuenuio CBO (1-2 6anna) 1 no-npeskHemy
nuMeHyeTcst MHOrMMKM Kak XCT. 'myBokasa TpombouuTto-
MEHN C XKM3HEYrpPOKaloLLMM FeMOPpParmnyeckuM CUH-
OPOMOM, TsKenasi dK3eMma, Taesnble MHPekumn oue-
HuBaloTcs B 3—4 Banna (cpemHeTsiskenoe TeueHue) u B
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Tabnnua 1

06wumit aHanu3 KpoBu y naumeHTa H. c nerkum TeueHueM cuHppoma Buckorra-Ongpuua

WBC RBC HGB PLT MPV NEUT LYMP BASO MONO Ret
x10%/n x10'2/n r/n x10%/n con x10%/n x10%/n x10%/n x10%/n %
10,6 5,28 143 31 oL 4,98 3,47 0,05 0,76 0,82
(Hopma 9-13)
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MHeHUHe aKcnepTa

5 6annos (taxenoe Teuerne) — CBO ¢ ayTOUMMYHHbIMK
/WY OHKOSOrMUYECKMMI MPOSIBIIEHUSIMU.

Tepanusa Bbibopa ans naumentoB ¢ CBO — TpaHc-
nraHTaUmusa reMornoaTMYECKUX CTBOSIOBbIX KNeTok (TFCK)
[11, 12], BbwuBaHMe npu koTopoit pocturaet 90-95%.
eHHast Tepanusa sBnsieTcA anbTepHaTvBon TICK npu
nevennn naumerTos ¢ CBO [13], ogHako ee npuMeHeHne
Ha CErofHsLWHWA NeHb OFPaHUYEHO pPaMKaMn KIUHWYe-
CKUX UCCMENOBaHNIN B HECKOJIbKUX LIEHTpax B MUpeE.

MopnepuBaloLlas Tepanus BKloyaeT B cebs
NpPohUNaKTUYECKYI0 MPOTUBOMUKPOBHYIO Tepanuio 1
3aMeCTUTENbHYI0 Tepanuio BHYTPUBEHHBIMU WMMYHO-
rnobynuHamu. Mpn ayTOMMMYHHBIX U OHKONOTMYECKUX
OCIOXHEHUAX J1eYeHne NMPOBOAMTCA MO COOTBETCTBYIO-
MM npoTokonam [12].

MpenctaBnaeM KnuMHUYeckoe HabriogeHue cemeit-
HOrO Cly4as Nerkoro TevyeHust cuHapoma Buckotta—0n-
apuya (XCT) ¢ nosaHei nocTtaHOBKOW anarHosa y 6osib-
LUMHCTBA YIIEHOB CEMBM.

KnuHunuyecknn cnyyam

B cbespane 2017 ropa B oToeneHWe WMMYHOSO-
rum HMULL peTckoi remMaTonorum, OHKOOrMn u UMMy-
Honoruv uM. [muTpua PoraueBa MwHsgpaBa Poccun
noctynun pebeHok H., 14 net (2002 r. p.), y KoToporo
OTMEYanuCb [NUTENbHO CYLLECTBYIOLUME KOMHbIA re-
MOpParnyeckuii CUHLPOM M TPOMBOLMTONEHMUS.

M3 cemelnHOro aHamMHe3a U3BECTHO, YTO ABOIOPOLHO-
My bpaTty naumnenTa, 2003 r. p., UMeBLLEMY aHaNOrMyYHyio
cumnToMaTtuky, B 2015 rogy 6bin ycTaHOBMEH OMarHo3
CBO, noaTBepskaeHHbIV BbIIBMEHMEM MUCCEHC-MyTaLUK
1 ak3oHa reHa WAS: c.4A > T p. (Ser2Cys) B reMuaunrot-
HOM COCTOSIHUM, KIacCcMULMPOBAHHOM Kak naToreHHas
(puc. 1).

Kpome TOro, y nmaumeHta ecTb CBOAHble bpaTtbs oT
opHou maTepu, 2006 n 2016 r. p., C CMMNTOMaMn TPOM-
BoLMTONEHNN U KOMKHOMO FEMOPParMyeckoro CUHLPO-
Ma. Mpwn TLaTenbHOM OMpoce yAanoch BbIACHWUTb, YTO
Y BbILLEOMNUCaHHbIX 4 NauMeHTOB MO NIMHWUKN UX MaTepen
ecTb 0bLmit pepylka B Bo3pacte 80 neT, y KOTOPOro B
TEUEHME KU3HWM OTMEYAIOTCA KOKHbIN reMopparnyeckuii
CUHOPOM v TpoMbBoumTonenus (puc. 1).

M3 aHaMHesa u3HM naumeHTa H. u3BecTHo, 4To
OH poXOeH oT 4-# bnarononyyHon bepeMeHHOCTH, He-
OTAIrOLLEHHbIX CPOYHbIX POAOB, C HOPMarbHbIMWU Mac-
CO-POCTOBbIMU NOKa3aTenaMu. C poxaeHUs y naumeHTa
0TMeyYanacb KpOBOTOUMBOCTb MYMOYHOM paHbl, B farb-
HEWLLEeM — KOKHbI FEMOpPParnyeckuii CUHOPOM B BULE
3KXVMMO30B, NeTexuarnbHbIX BbICbINaHWIA; ¢ 2 Mec. — ne-
pUooMYECKMe MPOSIBIIEHWST FTEMOKOMINTA, HOCOBbIE KPO-
BoTeueHus. o [aHHbIM reMorpaMMmbl, onpepensnach
TpomBouwnTonexus — fo 20-30x107/n. B cBsi3au ¢ nofo-
3pEeHMEM Ha TeYEHNE UMMYHHON TPOMBOLIMTONEHWUN MpK
BbIPasKeHHOM TeMopparMyeckoM CUHOPOMe Mo MecTy
MUTENbCTBA 1-2 pasa B rof NPOBOAMIIM Tepanuio riio-
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KokopTukocTeponaamm (FKC) B nose 1-2 mMr/kr/cyT nnm
BHYTPMBEHHbLIM UMMYHOrM06YynMHOM (BBUT) ¢ KypcoBoit
0030 1 r/Kr C KpaTKOBPEMEHHbIM MONIOKUTENbHBLIM
3hheKkToOM B BMAE MOBbILWEHUS yucna Tpombouun-
T0B 10 50-90x10°/n C NoCnemyiowmnM UX CHUMKEHUEM.
B Bo3pacTte 7 net y pebeHka oTMevanu HekynupyioLe-
€Csl HOCOBOE KpOBOTEYEHMe, PBOTY KpPOBbIO, Konmarc.
[MpoBoamnack TaMnoHaga HOCOBbIX XOLOB, FEMOTPAHC-
dy3noHHas Tepanusa 3pUTPOLMTAPHON MacCoW, TPOM-
DOKOHLIEHTPaTOM,  CBEKE3aMOPOXKEHHOW  MnasMon,
Tepanua TKC n BBUI ¢ nonosutenbHbiM 3dpdeKTOM
B BWOE KYyNVWPOBAHWS FeMOppParnMyeckoro CUHOPOMA,
KPaTKOBPEMEHHOIO MOBBILLEHUA KOMMYyecTBa TPOM-
BoumtoB o 130x10°/n. B ToM ske BospacTe pebeHka
KOHCYNbTVMPOBanu B OTAefeHun obLlei remaTtonorum
Hetckont ropoackon BonbHuubl Ne 1 r. Cankr-lleTtep-
Bypra, roe Bnepsble 3an0f03pUIM TeYEHUEe NEPBUYHOTO
uMMyHopedmumtHoro coctosHus (MUAOC): cuHapoma
BuckoTtTra—Ongpuua. beina pekoMeHpoBaHa rocnuTanu-
3auus ons poobcrnenoBaHns, 0gHaKo MaTb C pebeHKoM
Ha rocnuTanu3aumio He ABUINCH.

[Mpu nocTynnexnum B otaeneHune MMmyHonorun HMULL
OOV wm. ImnTpusa Porauvesa B doespane 2017 roga, no
OaHHbIM 0b6bEKTMBHOIMO OCMOTpa, obpallanu Ha cebs
BHMMaHWe akHe Ha KOXHbIX MOKPOBax nuua, eAMHUYHbIE
MeTeXMM M IKXMMO3bl Ha HOrax U pykax, yBeSIMYeHHble
numdbaTyeckne yanbl  (MoAYeniocTHble, LUelHble —
no 1 cM; naxoBble crnesBa — 0O 2 CM; NOAMbILLEYHbIE —
no 1,5 cm).

Mo naHHbIM nabopaTopHoro obcnenoBaHus, y nauu-
eHTa bbina BbisiBeHa TpomboumTonennsa — no 31x10%/n
CO CHUMEHHbIM 06beMoM TpoMbounToB (Tabs1. 1), nosbl-
LUeHMe KoHUeHTpaumn IgA, cHukeHne copepanus IgM
(rabn. 2) ¢ 4aCTMUHO COXpPaHEeHHbIM CreundUYecKNM
rymoparsbHbiM 0TBeToM (Ta6s1. 3). Mo AaHHbIM UMMYyHO-
heHOTUNMPOBaAHMS NTENKOLIMTOB, 3HAUMMbIX OTKIIOHEHUI
OT HOpMbI He BbisiBIIeHO. [1py npoBefeHwn apyrux nabo-
PaTOPHbIX ¥ MHCTPYMEHTarbHbIX BULOB MCCIENoBaHui, B
TOM yuClle B MUENOrpaMMe, 3HaUUMbIX OTKITOHEHWUI He
0TMeueHo. o gaHHbIM yNbTPa3BYKOBOMO MUCCIef0BaHMS
(Y3W) numdpaTnyeckmx ysnos, ux amdbchepeHLMpoBKa
He HapylleHa, nuMmdonponudepauns pacleHeHa Kak
[obpokavecTBeHHas.

Tabnuua 2

CopepiaHue CbiIBOPOTOUYHbIX UMMYHOrNo6ynuHoB
y nauueHTa H. c nerkum TeyeHmem cuHapoma
Buckotra-Ongpuua

lNokasaTenb PesynbTaTt EA. sMep. Hopma
MMMyHornobynuH A 3,44 r/n 1-2,3
MMmyHornobynuH M 0,54 r/n 0,6-2,6
MMMyHornobysnH G 12,8 r/n 8,7-20,0
MMmyHornobynuH E 80,1 En/mMn 0-100
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Tabnuua 3
CneunchnyHocTb NOCTBaKLUMHaNbHOro oTBeTa Y nauneHta H. ¢ nerkum teuenmemM cuHapoma Buckotra—Ongpuua
Bup nccneposaHus PesynbTaT PedbepeHcHble 3HaYeHUsA UHTepnpeTauus
< 40 ME/mMn — oTpuuaTesbHbIi
KokriowHbiit TokeuH (IgG) 5 ME/mn 40 ME/mn — 100 ME/Mf1 — COMHUTESbHbIN OTp.
> 100 ME/Mn — NoNOsUTENbHbIN
0,1-0,5 ME/mMn — KpaTKoBpeMeHHast
CTonbHsuHbI aHaTokeuH (IgG) 0,44 ME/mn NoCTBaKLUMHambHasn 3almTa;
PeKoMeHAyeTCs peBakUMHaLus
< 200 OEq/Mn — oTpruaTesibHbIi
Bupyc kopw (IgG) 50 OEn/mn 200 OEn/mMn — 275 OER/M1 — COMHUTESTbHBIN OTp.
> 275 OEQA/MN — NONOXUTESBHBIN
< 16 OEp/Mn — oTprLaTesibHbIi
Bupyc napotuta (IgG) 2 OEp/mMn 16 OEn/mMn — 22 OEA/Mn — COMHUTENbHbII OTp.
> 22 0EQ/Mn — NOSIOMKUTENbHbIN
< 8 ME/Mn — oTpuuaTenbHbii
Bupyc KpacHyxv (IgG) 61,3 ME/mMn 8 ME/mn — 11 ME/Mn — COMHUTEbHbIi Mon.
> 11 ME/M11 — NOSIOXRMTENbHBIN
< 0,1 ME/Mn — nepBuyYHas BakUMHaLMS
[lncbTepuitHbIi aHaTokeuH (IgG) 0,02 ME/mn UMW peBaKLMHALWMS B 3aBUCUMOCTM OT aHaMHe3a,

CEpONornYeckuii KoHTponb Yepes 4-8 Hep.

PucyHok 2

OTBeT Ha Tepanuio aroHMCTOM peLienTopoB TpoMbonoaTnHa —
poMunniocTMoM (SHNNenT) y nauneHTa H. ¢ nerkum TeueHnem
cvHapomMa BuckoTtTa—0Onapuua
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Mpv  NpoOBEOEHMM  MOSEKYNSPHO-TEHETUYECKO-
ro obcrnenosaHMs y naumMeHTa MOATBEPXAEHO Hamu-
yne paHee onucaHHon MyTaumm B 1 3k3oHe reHa WAS
(c.4A > T p.Ser2Cys). 3ta me MyTaums Obina BbifBIe-
Ha y ero cMbnvHroB, a Takxe y AenyLikv npobaHpa. Ta-
KM 06pa3oM, No faHHbIM MOMNEKYNAPHO-TEHETUYECKOTO
nccnenoBaHus, y pebeHka Bbin NOATBEPKAEH CUHOPOM
Buckotta—Onppuya. B cBA3M ¢ TeM, 4To faHHas Mwuc-
CeHc-MyTauusa pacnonoskeHa B 1 9K30He v ABMSAETCH
MPOrHOCTMYECKM DNaronpuATHOW, a TakXe YyuuTbiBas
HeTsKesnoe TeueHne 3aboneBaHns NauneHTa v ero poa-
CTBEHHMKOB, [J@HHOE COCTOsIHME MOKeT Kraccudumum-
poBaTbCA Kak nerkoe Tedenne CBO (unm XCT). Tem He
MeHee ceMbe BbINo MPeasiokeHo KypaTuBHOE eyeHne —
TICK, oT koTOpOM MaTb NauMeHTa 0TKasanach. B ceAsu c
BbICOKMM PUCKOM Pa3BUTUS KU3HEYTPOXKAIOLLMX KPOBOT-
eyeHuin pebeHky bbina HayaTa Tepanusi arOHUCTOM pe-
LIeNTOpPOB TPOMBOMO3TUHA — POMUMMOCTUMOM (3HMMeNT,
MateoH, Utanus C.n.A., ynakoBaHo AMaeH, EBpona, B.B.)
B 103 9 MKI/KI Kaxable 7 AHel, Ha KoTopyio Bbin nosy-

ueH xopoLuwit nabopatopHbiid oTBeT (puc. 2). B ceAsn ¢
HanMuneM AaHHbIX O COXPaHHOM CreLMUYecKoM aHTu-
Tenoobpa3sosaHuu (Hanuune NocTBaKUMHasbHbIX IgG aH-
TUTeN K BUpYCY KpacHyxu IgG, audptepuitHoMy v cTonb-
HSAYHOMY aHaTOKCUHaM), 06 OTCYTCTBUM UHAPEKLIMOHHBIX
NPOSIBNEHUI B aHaMHe3e OT MPOBEAEHWsI 3aMeCTUTeNb-
How Tepanuu BBUI™ 6bino pelueHo Bo3pepskaTbCs; nawm-
EHTY PEeKOMEHL0BaHO NPOLOSKUTL BaKLMHALMIO.

OBCYXXIOEHUE PE3YJIbTATOB JIEYEHUA

B HaHHOM KNMHMYECKOM MpUMepe OnucaHa CeMbs,
Yy HECKOJIbKMX UNEHOB KOTOPOW MMeeTCsi Nerkoe Teuye-
Hue CBO, Bknioyass camoro craplero nauuexta 80 ner.
TeM He MeHee TeueHWe 3ab0/1eBaHMSA Yy ONMCAHHOIO HaMu
nauveHTa H. conpoBOXAanoch }U3HEYrpoKaloLLMM Kpo-
BOTEYEHMEM. B CBA3M C 3TWM, HECMOTPS Ha OTCYTCTBME
MHDEKLIMOHHBIX U ayTOMMMYHHbIX OCMOMKHEHWIA Y naum-
EHTOB M3 3TOM CEMbM, BOMPOC 0 npoBefeHun y Hux TICK
NO-TMPEXHEMY aKTyarneH. Kpome Toro, AaHHbI npuMmep
LEeMOHCTpupYeT 3dhheKTnBHOCTL Y naumeHToB ¢ CBO Te-
panuu aroHMCTOM TPOMBOMO3TUHOBbLIX PELLENTOPOB POMM-
MIOCTUMOM, YTO HEOBXOAMMO YUMTbIBaTb NpY MOLrOTOBKE
nauneHToB kK TI'CK unu npu oTkase oT ee NpoBefeHws.

WUCTOYHUK PUHAHCUPOBAHUA
He ykasaH.

KOH®JTUKT UHTEPECOB
ABTOpbI CTaTbW MOATBEPAMNM OTCYTCTBUME KOH(NMKTA MHTEpPEecos,
0 KOTOPOM HeobXxoanMo COOBLLUTD.
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WKOMNA UMMYHOIJIOTA

MHEHUE 3KCMNEPTA

A.10. Ulep6buHa, npocheccop, 3aBenyiouas otae-
JneHneM nMmMmyHosnorum HMUL Aron um. AMutpusa
Porauesa MuH3pgpasa Poccuu

CuvHgpoM BuckoTta—Onppuuya — yHWKanbHbIN nep-
BWYHBIN MMMyHOOEOULMT, ANS KOTOPOr0 XapaKTEpHbI
HECKOMbKO NO3uLMNA.

1. Bnepsble nauueHTbl ¢ 3TUM 3aboneBaHneM Bbinu
onucaHbl B 1936 ropy [14]; ren WAS, nedoekt KoToporo
npuBoaMT K pa3suTuio CBO, Takke Bbln OTKPLIT OgHMUM
13 nepsbix [1], ooHaKo [0 cero OHS naToreHes ero He
MOMHOCTbIo paclumdppoBaH. Hanpumep, fo cux nop HeT
YeTKOro MOHWMaHWs reHesa TpombouuToneHun npu CBO,
a TakKe YHUPULMPOBAHHbIX NMOAXOA0B K Tepanuu TPoM-
Boumntonenunm npm CBO. MHTepecHo HOBoe HamnpaBneHne
Tepanuu TPoMOOLMTONEHUM — MPUMEHEHUE arOHUCTOB
TpoMBomnoaTuHOBLIX peuentopos TPO [15].

2. AMMyHoOfIOMM 3HAIOT, YTO OAMHAKOBbLIA (DEHOTUM
NpY KakoM-nnbo NepBUYHOM MMMYHOLEULUTE MONKET
BbITb BbI3BaH MyTaUMAMW B Pas3fUYHbIX, NOAYAC MHO-
KECTBEHHbIX reHax. Hanpumep, Taxenass KoMbuHupo-
BaHHasi MMMYHHas HefoCTaTOYHOCTb OBycroBneHa, Mo
COBPEMEHHbIM [iaHHbIM, MyTauusmu B 17 rewax [16].
Ho cuHgpoM Buckotta—Ongpuya — npevmyLLecTBEHHO
MOHOreHHoe 3abonesaHune, B 99% cnyyaes Bbl3BaHHOE
MyTauuei B eamHcTBeHHoM rede WAS [1]. C ppyroii
CTOpPOHbI, MyTauun B reHe WAS npvBORAT K pa3BuTUIO
Tpex pasHbiX (PEeHOTWMOB: KIAaCCUYECKOMY CUMHOPOMY
Buckotta—Onpgpuya c Tsskenon TpoMbouuToneHuen u
KoMbBuHuposaHHbIM MAC [6], n3onuposaHHOM, nogyac
[axe WHTEPMUTTUpPYloLel TpoMmbounTonenuein [9, 17]
N TSBKEMOW BPOMKLEHHOW HeWlTponeHunen 6e3 npu3HakoB
MOPaKeHWsi TPOMBOOLMTAPHOIrO POCTKa U NWLLb MUHU-
MaslbHbIMU NMpU3HaKaMu UMMyHoaedmumTa [18].

PaHHAS OMarHoCTMKa M paHHee Havano natoreHe-
TUYECKOW Tepanuu CyLLEeCTBEHHO YMyylualoT MPOrHo3
naumnenTos ¢ MUAC [19]. OnHako nocTaHoBKa AMarHosa
B NepBble MeCALbl }KU3HM NauneHTa — To, K YeMy cTpe-
MATCSH BCE UMMYHOJIOMM, — MPVUBOAMT K HE0bXoanMocTm
nmoucka nabopaTopHbIX MPOrHOCTUYECKMX KpUTEpPUEB
3aboneBaHnA ANA paHHEro OnpefeneHust «arpeccuB-
HOCTU>» TaKTWKU BEAEHUS MaLMeHTa, Tak Kak KIuHuye-
CKMe KpUTEPUM TAXKECTU B MEpPBbIE MeCALbl U3HW He-
pnoctoepHbl. [Ina CBO Bbino nokasaHo, uTo, HECMOTpPS
Ha OTCYTCTBME YETKOMN KOPPEensiumMn reHoTun—deHoTvn,
y MauMeHTOB, MMEIOLLIMX MUCCEHC-MyTaLuu B NEPBOM W
BTOPOM 3K30Hax reHa WAS, Habniopaetcs bonee ner-
Koe TeueHue 3aboneBaHuss B OTNMUMe OT BOMbHbIX C
apyrumm MyTtaumamu [20, 21]. 310 obbscHseTca Tewm,
uTO BOMBLUMHCTBO MyTauuit (MOMUMO MUCCEHC-MyTaLWi
1-2 9K30Ha) MPUBOANT K CHUMEHMIO UMW MOSTHOMY OTCYT-
cTBuio akcnpeccum benka WASP. B cBA3u ¢ 3TUM nccne-

LOBaHWe BHYTPUKIIETOYHOM 3Kcnpeccun benka WASP B
nepndyepnyeckor KpoBu — BbICTPbIN U 3DdEKTUBHBIN
CKPUHUHIOBbLIA MeTof aMarHocTuku CBO [22]. Muorue
aBTOPbI OTMeYaloT U ero Bonee TOYHYIO NPOrHOCTUYE-
CKYIO 3HauMMOCTb [nsi onpefeneHvs deHoTvna 3abo-
neBaHusi. npu OTCYTCTBUMM 3kcnpeccun Benka WASP
pa3BuBaeTca TUNMuYHbIM CBO; npu HamMuum HeKOTOpOM
akcnpeccun Benka WASP Teuenune boree nerkoe [22,
23]. B onucaHHOW ceMbe ferkoe TeyeHWe CUHOPOMa
Buckotta—0Onppuua (XCT) 0ByCnOBMEHHO MWUCCEHC-
MyTaLuuMen NepBoro sk3oHa reHa WAS.

Bonpoc o Bbibope Tepanuu y naumenTos ¢ XCT ocTa-
eTcsa auckyTabenbHbiM. [pUM NpUMEHeHMn KoHcepBa-
TUBHbIX METOLOB JIEYEHUS COXPAHSAIOTCA PUCKN XKU3HE-
yrposxpalowmx KposoTeyeHun. Kpome Ttoro, npu XCT
PUCK pPa3BUTUA ayTOMMMYHHbIX 3aboneBaHwii, 3nokaye-
CTBEHHbIX HOBOODPA30BaHUM WM MKM3HEYrPOKAIOLLMX
MHPEKLIMOHHBIX MPOLLECCOB COXPAHAETCA Ha MpOTsAXe-
HUM BCceW MM3HM naumeHTta [20]. YuuTbiBas OTAMUHbIE
pesynbtathl [11], TTCK Bce valle npuMeHsIOT y naum-
eHToB ¢ XCT.

BaHO noMHuTb, uTo NaumeHTsl ¢ XCT npencrtasns-
0T coboit Hambonee OMarHOCTUYECKN CIIOMHbIE CIy4yaw,
OHW HepefKo HabnaalTCA remMaTonoramMmm ¢ ANarHo3oM
«MMMyHHas TpombouuTtonenus» (UTM). MoaToMy Kpaii-
He BasKHa HACTOPOXKEHHOCTb remMaTomnoroB 1 NegMaTpoB
B OTHOLLUEHMM ManbuMkoB C paHHMM pebiotom UTI, ¢
€€ Pe3NCTEeHTHbIM K CTaHOApTHOM Tepanuu TEeYeHWEM,
0COBEHHO NP HanMUuMKM COOTBETCTBYIOLLEr0 CEMENHOro
aHaMHesa. B paHHOM cnyuae, HecMOTpS Ha Hanunume 06-
LUIMPHOrO CEMEWHOr0 aHaMHe3a, AMarHo3 nauneHTy bbin
MOCTaBMEH KpaiHe MO3AHO, YTO JIMLIHUIA pa3 NogYepKu-
BaeT HeobxooMMOCTb B3aMMOLENCTBUA remMaTomnoros M
MMMYHOMOMOB M BasKHOCTb TLLATenbHoro cbopa cemen-
HOro aHaMHesa.
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