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CUHAPOM
TMNEPUMMYHO-
TN\ObYAMHEMUU M

lMaumMeHTsl € CUHAPOMOM rUnepuMMyHornobynmHeMmm M He crnocoG6HbI
nepekJsiloyaTh 06pa3oBaHue aHTuTen (MMMyHorno6ynuHoB) ¢ IgM Ha IgG, IgA
n IgE. B peaynbTaTte 3TOro y HUX CHWXeHbI YPoBHU IgG 1 IgA npy HOpMasibHbIX
WM NOBbILLIEHHbIX YPOBHSAX IgM. CuHApPOM runepuMMmyHornobynumHemus M
MOXET 6bITb Bbi3BaH MHOMMMU pasfiU4HbIMU MEHETUYECKUMU HapYLLUEHUSMU.
Haunbonee pacnpocTtpaHeHHas popMa HacsieayeTcs Kak NpU3sHaK, CLEnIeHHbIA
C X-XpOMOCOMOI U MOpaXaeT TOoNbKO MaJibyMKOB. BOsbWMHCTBO ApYruX
$opM HacnepyloTcs Kak ayTOCOMHO-peLieCCUMBHblE MPU3HaKu M NopaxaioT
KaK MaJIb4MKOB, TaK U fleBOYEK.

OMPEJENEHWVE

MaumMeHTbl C CUHAPOMOM rUnepuMMyHornobynuHemun M (TUFM)  He
CNOCOGHbI nepeksoYaTb 06pasoBaHMe aHTuTen ¢ IgM Ha aHTuTena
c lgG, IgA wn IgE. B pesynbTaTe 3TOro MauMeHTbl C TakUM MEPBUYHbLIM
UMMYHOLEPUUNTHBIM 3a60JIEBAHMEM MMEIOT CHUDKEHHbIE YPOBHM IgG 1 IgA
CbIBOPOTKN KPOBM MPX HOPMaJibHbIX WMAW MOBbIWEHHbIX YPOBHSX IgM. B-
JIMMPOLMTBI MOTYT CaMOCTOSTESNIbHO BblpabaTbiBaTb aHTMTEna IgM, ogHako
NS nepeksioyeHns ¢ obpasoBaHus IgM Ha obpasoBaHue IgG, IgA n IgE um
TpebyeTcs NOMOLLb B3aMMOAENCTBYOLMX C HUMK T-numboumToB. CuHApPOM
rMNepUMMyHoOrno6ynmHemMmnn M siBRsieTcst pe3ysibTaTOM MHOTUX FEHETUYECKMX
HapPYLLUEHNN, KOTOPblE BAUSIOT Ha B3auMmogencTeue T-numdboumTtoB C B-
nmmbouuTamMu.

Hanbonee yactas popma CMHAPOMA FMMEPUMMYHOII00yMHeMnn M siBnsieTc
pesyfbTatoM gedekta WAM HefoCTaTOvYHOCTM 6enka, Haxopswerocs Ha
NMOBEPXHOCTU aAKTUBMPOBAHHbIX T-IMMPOLMTOB. ITOT OENOK Ha3blBaeTCs
nuraHpom CD40, Tak Kak OH CB$3blBaeTcs C 6enkoM Ha B-numdouumTax,
HasbiBaeMbiM CD40. Jlurang CD40 kogupyetcss reHoM Ha X-XpOMOCOME.
lNoaToOMy faHHOE NEPBUYHOE UMMYHOAEPULMTHOE 3ab0NeBaHNEe HacneayeTcs
Kak pPeuecCVBHbIN MNPU3HAK, CLEMMAEHHbIN C X-XPOMOCOMOW, N OO6bIYHO
0OHapy>XMBaeTCs TOMbKO Yy ManbynkoB. Bcrnencrtesme HepocTaTOYHOCTU
nuranaa CD40 T-nuMbounUTbl TaKKUX MaALUMEHTOB HE MOTYT AaTh B-nuMmdoumtam
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CMHaPOM runePUMMYHO-TJIOBYJIMHEMUA M

KOMaHZy NepekiovmMTb 06pasoBaHMe MMMYHON06YNNHOB ¢ IgM Ha IgG, IgA n
IgE. Kpome Toro, nuraHg, CD40 BaxkeH gns opyrux GyHkumin T-nuMpoLmnToB, 1
NO3TOMY NaUUEHTbI C X-CLLEMAEHHBIM CUHAPOMOM FMNEPUMMYHOrN00YIMHEMU
M (X-TUI'M) Takxxe MMET HeLOCTaTOYHOCTb HEKOTOPbIX APYrMX 3alMUTHbIX
¢byHkumn T-numbounTOB.

Opyrue dopmbl cuHgpoma MNMIMM HacnepyroTCs Kak ayTOCOMHO-PELLECCUBHbIE
NPU3HAaKN 1 HABGIIO[AKTCS KaK Y MY>XUMH, Tak U Y >KeHWwuH. OnpepeneHsbl
MONEKYJISIPHbIE OCHOBbI HEKOTOPbIX ApYyrux dopm MMIM. 3T popmbl cuHapomMa
MM aensatoTca cneactBneM gedekTa reHoB, YYacTBYHOLMX B CUIHASIbHOM
nytm CD40. leHetnueckme pedexktol CD40 o0OYeHb pemku M OnucaHbl B
HebO0JIbLLOM Yucie ceMel. BbidbiBaeMoe MMn 3ab6oneBaHME NOYTU NOAEHTUYHO
MMM, Tak kak, HecMoTps Ha To, 4YTo nuraHg CD40 npucyTtcTByeT Ha T-
numdoumTtax, CD40 Ha B-numdoumTax n opyrmux Knetkax UMMyHHOW CUCTEMbI
Mbo OTCYTCTBYET, NMBO He OQYHKLUMOHMPYET HopManbHO. OO6Hapy>KeHsbl
nBa gpyrux reHa (AID n UNG), koTopble Heo6Xxoaumbl B-numdountam ans
nepekItoYeHns NPon3BoaCTBa aHTUTeN ¢ IgM Ha IgG, IgA wnu IgE. OJedekTb
060MX 3TUX FreHOB OBHAapPY>EHbI Y 60JIbHbIX € cuHapoMomM TUIM. MNockonbky
GYHKUMA 3TUX FEHOB OrpaHUYMBAETCH MEPEKIIIOYEHUEM aHTUTEN, Apyrue
GYHKUMM T-nMMPoLMTOB, CBSA3aHHbIE C NuraHaoM CD40, He HapyLUEeHbI, 1 3TK
NaLMeHTbl peXxxe NOABEPrarTCa UHPEKLMAM, MPUYNHON KOTOPbIX SBASOTCS
MMUKPOOPraHn3Mbl, C KOTOPbIMU BOPIOTCH T-KNETKMW.

HakoHeu, npu ¢dopme MMM, cBSA3aHHOM C KOXHbIM 3a60fIEBaHNEM, KOTOPOE
Ha3blBaeTCs 3KTOAEepPMasibHOW Aucrnasuen, obHapy>XeH pedekT [pyroro
CLENMeHHoro ¢ X-XpOMOCOMOW reHa, Heo6XOAMMOro [Ans  akTuBauuu
curHanbHo Monekynbl  NF-kB. Kpome ppyrux HapylleHwui, y Takux
NaLMeHTOB MMEETCSH UMMYHOLEDUUMTHOE COCTOSIHME C HapyLUEHUEM pPOCTa
BOJIOC U KOHMYeckon popmoit 3y6oB. Monekyna NF-kB aktusupyetcs CD40
N Heobxoauma anst GYHKUMOHUPOBAHUS CUMHANIBHOIO MYTW, NPUBOASLLEIO K
nepeknoyveHnto aHTuTen. NF-kB Taioke akTUBMPYETCS APYrMMU CUTHASTbHBIMA
nyTaMu, HeO6XOAUMbIMK AN 60pbbbl € MHeKUMAMU. TTO3TOMY Manbymku C
Nofo6HbIM 3a60eBAHNEM MOABEPIKEHBI MHOTUM TSXKESbIM UHPEKLMNSM.

KJIIMHNYECKWE MPOSABJIEHASA

Y 6051bLUIMHCTBA 6OJIbHbIX C CUHAPOMOM FMNEPUMMYHOrno6ynMHemmum M (FTUMM)
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CHAPOM MMNEPUMMYHO-TJIOBYJIMHEMUA M

KIIMHUYECKNE CUMMTOMbI PA3BMBAKOTCA Ha NEPBOM WSV BTOPOM FOAY >KU3HW.
Hanbonee yacto HabnopaeTcs NoBbiLIEHHAS MOABEPXKEHHOCTb MHPEKLINSM,
B TOM YMCJIE PELNONBUPYIOLMM UHPEKLIMAM BEPXHUX ObIXaTENbHbIX NyTEN U
6pOoHXOB. Yalle Bcero Bo30yauTensaMm aTnx MHOEKUUA SBASOTCS BakTepun.
Kpome Toro, tsxkesnble MHGEKUMN MOryT ObiTb Bbl3BaHbl MHOMMMUW APYrUMMK
MUKPOOPraHn3mMamn. Hanpumep, NTHEBMOHUS, BbI3BaHHAS OMMNOPTYHUCTUYECKUM
MUKpPOOpraHnamMom Pneumocystis jiroveci (carinii), OTHOCUTENbHO 4acTo
BCTPEYaeTCs Ha NEPBOM oAy XWU3HWU, a ee NOSIBAEHNE MOXET ObITb NEPBbLIM
NpU3HaKoM Hanuuus y pebeHka cuHgpoma [UIM, cuenneHHoro ¢ X-
xpomocomon (X-TUIM). JleroyHble MHEKLMN MOTYT BbiTb TakXKe BUPYCHbIMM
(HanpumMep, LMTOMEranoBUPYCHBIMU) UAN FPUBKOBLIMU (KPUMTOKOKKOBBIMM).
Y HekoTOpbIX MAUMEHTOB TakXKe OOHapy>XeHbl >XenyLo4YHO-KULLIEYHbIe
HapyLUeHWUs, Yalle BCEero MOHOC W HapylueHue BcacbiBaHus. OpgHuM 13
OCHOBHbIX BO30yauTeNen HapyLleHUN >Xenyao4YHO-KULLIEYHOro TpakTa npu
TNIM sensetcs Cryptosporidium, crnoco6HbI BbI3BaTb CKJIEPO3MPYHOLLNIA
XOSIAHTUT - TSHKEN0E NOopaXKEHNE NeYeHu.

MprMepHO y NONOBUHBI 60MLHBLIX cuHApPoMoM VIFM pasBuBaeTcs npexoasiuas
WKW MNOCTOSIHHAsi HEWTPOMEHUsi (CHUXXEHWE 4Yucna GenbiX KIIETOK KPOBU).
MNpunymHa HENTPONEHNN HE N3BECTHA, HO GOJIbLUMHCTBO MaUMEHTOB OTBEYaT
Ha JledyeHne KoJIoHMecTuMynmpyowmum daktopom -KCO. Mpu HenTponeHun
4yacTo G6bIBalOT S3Bbl CANM3UCTOM O6OJSIOYKM PTa, MPOKTUT (BOCManeHne u
N3bSA3BIIEHNE NPSIMOM KULIKN) Y MHOEKLMM KOXKI. YBENUYEHNE NUMPATUYHECKNX
Y3J10B HalLe NPOUCXOAMUT Y MaLUEHTOB C 8y TOCOMHO-PeL,EeCCUBHBIM CUHAPOMOM
TNIM, 4yem npwu GONbLIMHCTBE APYrUX MNEPBUYHBIX WUMMYHOLEPULNTOB.
Mo3aToMy y Takmx NaUMEHTOB 4aCTO YBEMYEHbI MUHAANMHBI, CENe3eHKa u
neyeHb, a Takxe numbaTndeckune ysnbl. Mpu cuHgpome MM Taioke GbiBaoT
ayTOMMMYHHbIE HapylweHus. K ux MpOosiBAEHUSM OTHOCSATCSH XPOHUYECKUN
apTPUT, CHUKEHME YMCna TPOMBOLUUTOB (TPOMBOLIMTOMNEHMS ), reMONUTUYeCKas
aHeEMUS, TMNOTUPEO3 U NOPaXKEHNE MOYEK.

ONATHO3

IOnarHo3 cuHOpoMa runepuMmyHornobynuHemmmn M, cuenneHHoro ¢ X-
xpomocomon  (X-T'M), BeposiTeH y n6GOro Manbynka, WMEILLEro
rMNoraMmmarnobynMHEMMNIO C HU3KUMK YPOBHSAMU unn oTcyTcTeueM IgG n IgA
N HOPMasibHbIM WS MOBbILWEHHLIM YPOBHEM IgM. XapakTepHbIM NPU3HAKOM
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CMHapPOM runePUMMYHO-TJTIOBYJIMHEMUA M

SBNSETCA OTCYTCTBME 3kcnpeccum nuraHpa CD40 Ha aKTMBMPOBAHHBLIX
T-knetkax. OOHAKO Yy HEKOTOPbIX MAUMEHTOB C Apyrumn  dopmamm
nmMmyHopeduumTta akcnpeccus nauraHga CD40 MoxeT OblTb 3HAYMTESIbHO
CHUXKEHHOW MPY COBEPLUEHHO HOPMasibHOM reHe nuraHga CD40. MoaTtomy
OKOHYaTeNbHbIM AnarHo3 cuHapoma X-TUIM 3aBucuT OT O6GHapy>xeHus
MyTaumun reHa nuraHga CD40. Takorn aHanu3 JHK BO3MOXEH B HECKOMbKMX
crneumanM3npoBaHHbIX J1abopaTopusix.

MNopo3peHne Ha ayTOCOMHO-peLeccuBHble dopMmbl UM BoO3HMKaeT npwu
Hanuuun npusHakoB X-TMIM y naumMeHTKn >KEHCKOro nofia u/vnn npwu
HanMuum HopManbHoro reHa nuraHga CD40 ¢ HopManbHOW 3Kcnpeccuen Ha
aKTUBMPOBAHHbIX T-nuMdoumnTax.

MNopo3peHne Ha aKToAepPMasIbHYO AUCTNA3UIO C UMMYHHOW HEAOCTAaTOYHOCTbIO
- apyryto ¢opmy MMM, cuenneHHyo ¢ X-XpOMOCOMOM - MOXKET BO3HUKHYTb
B CJlyyae nauueHTa C 3KTOAepManbHOW AMcriasuen (Hanpumep, peakumm
BOJSIOCAMM N KOHUYECKON POPMOI 3y60B) U PELMANBUPYIOLLMMUA UHDEKLMNSMA
NpWY HOPMasnbHOM WM MOBbLILEHHOM YpPOBHE IgM Cc HM3KMMK ypoBHSMK IgG,
IgA v IgE.

OnarHo3  pasnuuHbix  ¢$OpM  ayTOCOMHO-peueccuBHon UM wnam
9KTOAEPManbHOM  AMCnaasMm C  MMMYHHOW HEeOOoCTaTOYHOCTbH)  MOXHO
NOATBEPAUTL aHANIM30M MyTaUMA FEHOB, KOTOPbIE BbI3bIBAOT 3TU HAPYLUEHMS.

HACJIEAOBAHNE

CuenneHHast ¢ X-xpomocomoi TMIM (X-FrnrM) n sktogepmanbHas gucnnasus
C IMMYHHOW HeJO0CTaTOYHOCTbI HacnenyTCcs Kak PeLLeCCUMBHbIE MPU3HAKM,
cuensieHHble ¢ X-XpOMOCOMOW. [T03TOMY UMK CTpafaroT TOJIbKO MasibyMKMU.
lNockonbky 3T OONIE3HN SABASKOTCS HACNEACTBEHHbIMU W MNEpPenarTcs
KaK pPeLecCUBHbIN MPU3HAK, CLEMMEHHbIA C X-XPOMOCOMOW, aHafIorMyHble
KJIMHMYECKNE MPOSBNEHNS MOryT ObiTb OOHAPY>eHbl y OpaTbeB MauMeHTa
nnn 6paTtbeB matepu nauueHTa. Kak n gpyrve X-cuensieHHble HapylleHus,
OHM MOTYT OTCYTCTBOBATb Y APYrMX YSIEHOB CEMbBMU.

MNockonbky [OnNs HacnefoBaHWs ayTOCOMHO-peLeccuBHbIX  ¢dopm UMM
HEO6XOAUMO MNOpaXKeHne 3TOro reHa Ha ob6eux XpoMocomax, 3TU (GOpMbI
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CHAPOM MMNEPUMMYHO-TJIOBYJIMHEMUA M

HabNIOAAIOTCS peXxe APYrux X-CLUEMIEHHbIX HapyLUEHWIA.

Ecnv B KOHKPETHOM CeMbe TOYHO BbISIBSIEHA MyTauMsi COOTBETCTBYHOLLEIO
reHa, BO3MOXHa AMarHOCTUKa 3TOr0 HapyLUEHUS 00 POXAEHUS pebeHKa unn
obcnefoBaHMe YsIEHOB 3TOM CEMbU - BO3MOXHbIX HOCUTESIEN 3TON MyTauuu.

JIEMEHNE

MaumeHTbl C CUMHAPOMOM TUNEPUMMYHOrNo6yanHemmn M (FTUTM) umetoT
TSDKENY HepocTaTouHoCTh IgG. PerynspHoe, T. e. kaxable 3 unu 4 Hepenu,
3aMecTUTEeSIbHOE BBEAEHNE UMMYHOMNOOYIMHOB 3QGEKTUBHO AN CHUXKEHUS
yicna UWHPeKUMiA. ITU  UMMYHOrNOOYJIMHBI  3aMeLLaloT  HefocTatoLme
lgG »n 4acTo nNO3BOSIOT CHU3WUTb WAWM HOPManu3oBaTb YPOBeHb IgM
CbIBOPOTKM KPOBU. [lOCKOSIbKY MaumeHTbl ¢ cuHgpomom UMM o6napatoT
TalkOKe MOBbILEHHON YYBCTBUTESIbHOCTbIO K MHEBMOHWMW, Bbl3BaHHOW Pneu-
mocystis jiroveci (carinii), MHOrME BpayM CYMTAIOT BaXKHbIM Ha3HaYeHWe
NPoPUNaKTUYECKOro JIEYEHUS ITON MHEBMOHUWN Yy AETel paHHEro Bo3pacTa
BBEAEHNEM NpenapaTa TpuMeTonpuM-cynbpametokcason (baktpum, Centpa)
Cpa3y nocne nocTaHOBKW AnarHo3a cuHgpoma MMIM. NHorpa BHYyTpUBEHHOE
BBeAEHME MMMYHOMNOGYIMHOB MOXET 06Neryntb HeEMTponeHuto. MauneHTbl
C TMOCTOSIHHOW HEWTPOMEHWEN MOryT TakKXXe OTBETUTb Ha BBEAEHME
rpaHynoumT-KoNioHnecTumynupytowero ¢aktopa (F’KC®). OaHako BBELEHME
TKC® Heob6xoAMMO NWLLb OTAENbHbIM MAaUMEHTaM, U OJINTENIbHOE BBEAEHUE
FKC® 06b14HO He pekoMeHpyeTcs. Manbumky ¢ TUMM, kak 1 gpyrue 60nbHble
NnepBUYHbIMU UMMYyHOZEeDULMTAMN, HE LOSMKHbI NOABEPraTbCs BakLMHALUK
YKMBbIMW BUPYCaMM, MOCKOJIbKY CYLLECTBYET BEPOSTHOCTb TOr0, YTO BaKLIMHHbIV
LWTaMM BMPYCa MOXET B AalbHENLIEM BbI3BaTb 3aboneBaHune. BaxxHo Takxe
CHU3UTb BEPOSTHOCTb YMOTPEONEHUS NMUTLEBOIN BOAbI, 3apaxkeHHon Cryp-
tosporidium, MOCKOJIbKY 3TOT MMKPOOPraHW3M MOXET Bbl3BaTb TSXKESbIE
XKENYLOYHO-KMLLEYHbIE HAPYLUEHUS U XPOHMYECKOE MOPa>KEHUE MEYEHMN.
YreHbl ceMbM OOJKHBI 3apaHee 06paTUTbLCA B OpraHbl BNacTu, OTBeYaroLme
3a MeCTHOe BOJOCHAbXeHWe, C 3arnpocoM O 6e30MacHOCTUM BOAbl U ee
KOHTpoJie Ha cogepykaHue Cryptosporidium.

Y naumeHToB C cuHgpomoM UM nomumo peduumta aHTUTEN HapylueHa

oyHKUmMs T-nMOLMTOB, a MPU 3KTOAEPMasibHOM AMCMNasuM C UMMYHHOM
HEe40CTaTOYHOCTbIO TaK)Ke UMEIOTCS APYrNe HAaPYLLEHUS UMMYHHOW CUCTEMBI.
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CMHapPOM runePUMMYHO-TJTIOBYJIMHEMUA M

BeegeHne WMMMYHOrI06YSIMHOB MOXET HE MOJSIHOCTbIO 3alUTUTb TakmX
naumeHToB OT Bcex WHbekuun. B nocnegHue rogbl Gbina npepnoXkeHa
TpaHCNNaHTaLUMs KOCTHOMO MO3ra MM CTBOJIOBbIX KJIETOK KPOBW MYMOBMHbI.
bonee yem pgecatky naumeHToB ¢ MM 6bina BbiNosIHEHA BeCbMa yCMeELLHas
TpaHCcnnaHTaums KocTHoro mo3ra oT HLA-MaeHTMYHbIX CcubCoB. Takum
06pasoM, BO3MOXKHO [0OUTLCS CTOMKOrO BbI3AOPOBAEHNS. TpaHCNNaHTaLms
CTBOJIOBbIX KJIETOK KPOBW MYMOBWHbI, COBMECTUMbIX MOSIHOCTLIO UJIM YaCTUYHO,
Takxe NpuBoAMNa K yCnelHbIM pe3yJfibTaTaM C MOJIHbIM BOCCTAHOBJIEHMEM
UMMYHUTETA. TpaHCnlaHTauus OT COBMECTUMbIX AOHOPOB-HEPOACTBEHHNKOB
NMOYTU TaK XKe yCnellHa, Kak TpaHCniaaHTaumMs OT COBMECTUMbIX CUBSINHIOB.
MNMockosbky y 60JbHbIX € CUHAPOMOM MM BO3MOXHbBI CUibHbIE peakumn T-
KJIETOK Ha TpaHCnaHTaLM OpraHoB, B TOM YMCSiE KOCTHOro Mo3ra, 06bI4HO
Heob6Xx0AMMO BBEAEHNE UMMYHOLEMPECCAHTOB WU NMPUMEHEHNE HU3KNX [,03
0651yYeHNs.

MPOMHO3

HecmoTps Ha To, 4TO naumeHTbl ¢ cuHapomoM UM MoryT nMeTh HapyLleHus
BblpaboTku aHTuTen IgG n IgA, a Takxke HeKoTopbIX GyHKUMI T-numdoLmTOB
(X-TUrM), cywecTBytOT HECKONbKO 3(G(EKTUBHbIX METOAOB JNEYEHMS,
NO3BONSIOLNX STUM AETAM CTaTb CYACT/IMBbIMA U YCMELUHbIMUA B3POCIbIMU
NO4bMU.



BceMupHas opraHusauusi, paboTatoLas ans
MOBbILLEHUS] Ka4eCTBa XXU3HU JIIOLEN C
NePBUYHBIM UMMYHOAEDULIMTOM

info@ipopi.org WwWw.ipopi.org

IPOPI is a Charity registered in the UK, registration number 1058005
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AsTopckue npasa 2007® npunagnexxat doHay Immune Deficiency Foundation, CLUA.
"PykoBOACTBO MO MEPBUYHLIM UMMYHOAEDULUTHBIM 3a601€BaHUAM A5t OOMbHBIX U YIEHOB UX cemein'",
13 KOTOPOro 3TOT MaTepwan B3[T Mo JIMLLEH3UN,
6b110 pa3paboTaHo PoHAOM UMMYyHOLEDULMTHBIX cocTosHMIA (Immune Deficiency Foundation)
npu nogaepxxke komnaHum Baxter Healthcare Corporation.
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