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PELLEH3WUPOBAHWE, OBCYXAEHWE COAEPKAHNA PEKOMEHOALMI NPOXOAMIO0 HA CAATE HOATO,
B XOAE PABOYNX BCTPEY TEMATO/10Ir0B, UMMYHO/10I0B, NEAUATPOB, HA COBELLAHUAX,
CbE3OAX

X-CLLEENNEHHBIA TUMEOMNPO/IUPEPATUBHBIA CUHAPOM

CUHOHUMDI

CuHapom [lyHKaHa, 6onesHb MypTuabo.

KOoA4 No MKb-10
D82.3. UmmyHoaedMUUT BCeacTBME HacneaCcTBEHHOro agedeKTa, Bbi3BaHHbIM BUpycom dncTaiHa-bapp.
AINUAEMUNONOINNA

3aboneBaHue BCcTpeyaeTcs C 4yactoTon npubamsmtenbHo 1:1 000 000 m pasBMBaeTcA TONbKO Y ML
MY»KCKOro nosia. Kak npasuno, 3abosieBaHWe BO3HMKaeT B Bo3pacTe oH 5 mecAues go 5 ner. Ho
OTMeYeHbl ciydan maHudectaumm X-cuenaeHHoro nmmdonposamdupaTnsHoro 3abonesanua — X-linked
lymphoproliferative disease (XLP) B ABagLaTUIeTHEM BO3pacTe M cTaplue.

3THUonorna

MpuunHoi 3aboneBaHMA ABAAETCA reHeTUYeCcKnin gedekT — reH SH2D1A, pacno/ioXKeHHbI Ha SJIMHHOM
naeye X-xpomocombl, B sIokyce Xq25. MaHudectaumnsa 3abonesaHMA BO3HUKAET nNocne MHPULMPOBAHMA
BMpycom IncTaiHa-bapp (EBV). OaHaKo cyllecTByOT AaHHble, 4To MHUUMpoBaHMe EBV He aBnaetca
obna3aTenbHbIM A1a Havana XLP.

NATOIEHE3

Mpu XLP npoucxoauT HapylleHWe nepegaym curHana ot nHoMuMpoBaHHbIX EBV B-KkneTok T-kKneTkam u
HK-KneTkam, LUTOTOKCMYECKAnA aKTUBHOCTb KOTOPbIX HEOOX0AMMA A5 YAANEHUA NOPAKEHHbIX BUPYCOM
B-numoounTtos.

Jeno B Tom, 4to y ntogei, He nmetowmx XLP, npoHMKHoBeHue EBV B B-numdountbl NpUBOANT K UX
NO/IMKAOHANbHOW aKTMBaumMn. OObIMHO aKTMBMPOBAHHblE B-anmdoumnTbl, coeamHsacb depes SLAM
{signaling lymphocytic activation molecule) -nuraHa, Ha COBGCTBEHHOM MoOBepPXHOCTM co SLAM-
peuenTopom Ha MoBepXHOCTU T-KNeToK u yepe3 monekyny CD48 Ha B-nnmdoumtax c peuentopHolM
monekynoit CD244 Ha HK-kneTKax, Bbi3blBalOT aKTMBaUMIO nocaegHux. B pesynbTate 3TMX COObITUI
SLAM-peuenTop cBOeit BHYTPUKIETOYHOW YacTblo coeguHseTca ¢ benkom SAP (SLAM-associated
protein), 4To 1 BeAET K akTMBauuu T-numdoumutoB. B HK-kneTkax npu KoHTakTe monekyn CD48 Ha B-
Ammooumtax ¢ monekynoi CD244 nocnegHas no aHanormm co SLAM-peuentopom npucoeanHsaet SAP, n
B KOHeYHOM cuéte HK-Knetkm aktueupytotcs. AKTMBMpPOBaHUKM T-numoountbl U HK-KneTku
3NIMMUHUPYIOT 3apa*kEHHble B-numdounTbl, a TakKe npoayumpytot UOH-y. Mommmo 3aToro B opraHmame



BblpabaTbiBalOTCA aHTUTENa K KancugHbim aHTureHam: VCA, EA, 4TOo npensatcTByeT BHEKAETOYHOMY
pacnpocTpaHeHun Bupyca.

Y naumeHtoB ¢ XLP myTauusa noparkaet reH SH2DI1A, komopeolli KoampyeT aMMHOKUCIOTHYIO
nocnegoBatenbHocTb 6enka SAP. [dedekt SAP npuBoAUT K HapyLlleHWo nepefayy akTMBALMOHHOIo
curdana Ha T- u HK-knetkm ot B-numdountos. B pesynbtate 3anyweHHaa EBV nonvknoHanbHas
aKkTMBauua B-numdouuntos HapacTaer.

KNUHUYECKAA KAPTUHA

KnnHuyeckn 3abonesaHne MoXKeT MaHMeECTUPOBATb Pa3nMyHO. Hanbonee 4yactol BApUAHTOM ABAAETCA
OYNBMUHAHTHBIN  MHPEKUMOHHBbIA MOHOHYKneo3 (B 60-75% cnydyaes), npubausutensHo y 30%
pa3suBaeTcs nMmboma, Torga Kak y apyrux 30% moxKeT pasBuBaTbcAa AucrammarnobynnHemus. XLP
MOXKEeT MaHNGECTUPOBATL C OAHUM, ABYMA UAM TPEMA NEPEYNCNEHHBIMU COCTOAHUAMM O4HOBPEMEHHO.

NHOEKUMOHHBIA  MOHOHYK/IE03 nNposiBAAeTcA B BuAae AnmdoageHonatTmun, renaTocnjieHOMeraamu,
aHTMHbI, NOBbIWEHMA TeMMNEPaTypPbl TeNa U NOSABAEHUA aTUMUYHbIX MOHOHYK/eapoB B nepudepuryeckomn
KpoBM. HYacTo MHOEKUMOHHbLIA MOHOHYKNEO3 Y 3TUX MALMEHTOB MPUBOAMUT K MOABAEHWUIO OOLIMPHbIX
HEKPO30B NEYEHU, YTO ABAAEM OLHON N3 OCHOBHbIX NPUYNH CMePTU 60bHbIX XLP.

Kak 6bl10 yKa3aHo Bblle, Y YacTM NAUMEHTOB B pe3y/ibTaTe NOJIMKAOHANAbHOM akTMBaLUUN NMMEOLNTOB
pa3BMBAKOTCA /IMMPOMbI, MPENUMYLLECTBEHHO B -KNeTOYHble, HO BO3MOXHbl T-KnetouyHble U HK-
KNETOUHbIE, a TaK}Ke ApYyrne BnAabl 3/10Ka4eCcTBEHHbIX HOBOOOPa3oBaHUNA.

B pe3synbTaTe BO3MOMHOMO BbITECHEHUA B-KNETKaMu APYrnX POCTKOB KPOBETBOPEHWMS KOCTHOrO MO3ra,
pa3BMBaETCA TaK Ha3blBaemMbll remodaroumMTapHbli CMHAPOM, KOTOPbIA MNPUBOAMT K LUTOMNEHWUM,
NOABNEHMNIO KPOBOTEYEHU U MHPEKLMOHHBIX OCNOXKHEHUI. TaKKe BCTPeYatoTca ABNEHUSA BacKyIUTa.

Mocne maHudectaumm XLP MoXKeT OTMeuyaTbCA TMNOraMmMarnoby/IMHEMMS CO CHUMKEHEM MPOAYKUMK
cneunduUYecKnx aHTMTeN U UHBEPTMPOBAHHbIM COOTHOLlEeHeM D4 /CD8. TaKKe OTMEYaloT CHUMKeHue
nponndepaTMBHOro OTBETA T-KNETOK HAa aKTMBaLUMIO MWTOTEHaMW M aHTUreHamu in vitro. Yacto
OTMeYatoT CHUKeHMe HK-KneTouyHoM LUTOTOKCUYHOCTY.

B HacToALee BpemA CTaNo O4EBUAHBIM, YTO Y HEKOTOPbIX NaLMeHToB MHPMUMpoBaHme EBV He aBnAeTca
Heobxo4MMbIM AN Hayana, 3TOro NPorpeccupytowero, TAXKEnoro 3abonesaHma. Y TakuMx NaLMeEHTOB
OTMEYalT W3MEHEHUs B WMMMYHO/MIOTUYECKMX MNOKasaTensax: ABNEHUA AUCraMMarnobyMHemum
(CHMKeHMe o4HOro UAK HECKONBbKMX Knaccos IgG nnm noebiweHne IgA n IgM).

AUATHOCTUKA

[OunarHocTMpoBaTb AaHHoe 3aboseBaHue, B BUAY MNOAMMOPPHOCTM ero NposABAEHUM, 4YacTo ObiBaeT
3aTpyaHuTensHo. bonee Toro, Yyactu naupeHTos ¢ XLP 6bin noctaBneH agnarHo3s OBUH. Cpeam nauneHToB
MyKcKoro nosna ¢ OBUH y 10% 6blna o6HapyKeHa MyTauma B reHe SH2D1A, 4To ABAAETCA XapaKTEPHbIM
npusHakom 6one3Hun [lyHkaHa. [inarHoctuka XLP ocHoBbiBaeTca Ha:

— HacnepctBeHHOM aHamHese, YKasbiBalOWEM Ha HaauuMe B CeMbe /WL, MYXCKOro nona no
MaTEPUHCKOM JIMHUK, YMEPLUMX OT TAXENon dopmbl 3aboneBaHUA, BbI3BAHHOTO BMPYCOM IMCTaliHa-
bapp, WAM WMMEBLUMX XOOMKKUHCKME W HEXOAMKMHCKME NUMGOOMbI, aniacTUYeckue aHemum,
MMGOrMCTUOUNTO3, UMMYHOAEPULIMT, Pa3BUBLLMECA MOC/IE NepeHeceHus 4aHHON MHOERLMN.

— O6HapykeHnn MmyTaumii B reHe SH2D1A (o6Hapy:KeHbl y 60-70% 60nbHbIX XLP).
— OTCyTCTBUM AW CHUMKEHMM SKcnpeccun SAP.

KaK BMAHO 13 BbILWEN3NOKEHHOro, MyTaumn B reHe SH2D1A HaxopAT Janeko He y Bcex nauneHTos ¢ XLP,
B CBA3M C 3TUM LieNecoobpasHo TaKKe uccnenosatb aKkcnpeccuto HP.



NEYEHUE

NeyerHne XLP 3aBucut oT popmbl maHudbecTaumm XLP. MaumeHTam C KAMHUKOM YNbMUHAHTHOIO
MHOEKLUMOHHOrO MOHOHYK/Neo3a NoKasaHo BBeAeHue BBUI (BHYTpU-; BEHHOro WUMMyHOrnob6ynuHa),
aumknosupa 500 Mr/m 1 MeTUNNPeaHN3010Ha 5-6 MI/Kr B CyTKM, MHTepdepoHa anboda.

Mpn BO3SHMKHOBEHUWN TMNOrammariobyaMHeMMn NPOBOAAT TePanuio aHTMBaKTepmManbHbIMU CPEACTBAMM
1 BBUT. ECTb CTOPOHHMKM TaKTUKM HasHauyeHua BBUI nauneHTam ¢ XI'P go maHudectaummn 3abonesaHus.
C oaHOM CTOPOHbI, npodunakTuyeckoe HasHadyeHue BBUI moxkeT obecneumTb HEKy 3aluTy OT
MHOEKUMM, M, KaK YKasbiBanoCb Bbille, Yy 4YaCcTM NAUMEHTOB  OTMEYaloTCA  AB/IEHMA
aucrammarnobynmHemun, gaxe Ao MHouuMposaHua EBV. C apyroit CTOpOHbl, MOKa HET AaHHbIX O
KOHTPOIMPYEMbIX UCCAeAOBAHUAX, NoATBEPAMBLUMX 3ODEKTUBHOCTb TaKOW TaKTUKM. [omumo 3TOro,
M3BECTHbI Cy4Yan MHPULMPOBAHUA NaumeHToB EBV, nonyyaswmnx BBUT.

MauneHTam c cuHapomom [lyHKaHa, y KOTopbix passuance ammeonponmdepatmBHble 3abonesaHus,
HeobxoaMMO NPOBOAUTL XMMMOTepanuilo no npotokony HLH-94, Bkawouyatowemy 3Tonosug,
TIFOKOKOPTUKOMAbI, LIMKIOCMOPUMH A, @ TaKXe Yy HEKOTOPbIX MaLMEHTOB BO3MOXKHO MHTpaTeKasbHOe
BBeAEHWE MeTOoTpeKcaTa.

PagukanbHbIM MeTOAOM JsieyeHusa naumeHToB ¢ XIP 6e3ycnoBHO ABASETCS TPaHCM/aHTaUUA KOCTHOro
mo3ra oT HFTA-MAeHTUYHbIX AOHOPOB. Takoe NeyeHne NokasaHo NtH6oMy NauneHTy, y KoToporo 6bia, no
KpanHen mepe, OAMH 3MM30[, KU3HEYrpoXKatowen maHudectaumm atoro cuHgpoma. MpnbamnsutensHo y
Mo/I0BMHbI MAUMEHTOB, KOTOpbIM Oblia npou3BedeHa nNepecagKka KOCTHOMO MO3ra, He BO3HMKano
OTAANEHHbIX HEFATUBHbIX NOCAEACTBUN.

TakTnKa nposeaeHma TKM 0 nosiBAeHMA KAMHUYECKUX NPU3HAKOB CMHAPOMA CYMTAETCA CNOPHOIA.
NMPOrHO3

MporHo3 3abonesaHua HebnaronpuatTeH. PyAbMUHAHTHLIN MHPEKLMOHHbIA MOHOHYKNE03 bonee yem B
NOJIOBMHE CAYy4aeB 3aKaHYMBAETCA NEeTaNbHO OT OBWMPHbLIX HEKPO30B neyeHW. TaKKe BO3MOMKEH
NeTanbHbIN UCXo4 NO NPUYMHE 3/10KAYECTBEHHbIX 3a60/1eBaHMIN M reModaroumTapHoro cuHapoma. Mpu
6.1aronoy4Hol TPaHCNNAHTaLMM KOCTHOMO MO3ra NPOrHO3 ANA XU3HW NauMeHTOB 61aronpuUATHbLIN.
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