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Pe3ome. B 0030pe naHo ompezaeneHne BpOKACHHON IHapeH ¢ THIepUMMYyHornooynunemue E u
OTCYTCTBHEM OCTPOBKOB JlaHrepraHca, oMcaHbl €€ pacIpOCTPAaHEHHOCTh, TUOJIOIUs, 1ATOTEHE3,
KJIMHUYECKasi KapTHWHA, MUAarHOCTHKa M nudQepeHnuaibias THarHoCTUKA, JeYeHNe U MPOTHO3.
[IporHno3 naHHO Tpra bl HEOIATOMPUSI THBIN.

KuaioueBble cJjioBa: BpOXJACHHas Auapes ¢ TUNepuMMyHorjgoOymwmHemued E u oTcyTcTBHEM
ocTpoBKOB JlaHnrepraHnca, X-cIrierieHHOe 3a00JieBaHue, JUapes U TOJIUIH IOKPUHOTIATH S
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Summary. The review defines congenital diarrhea with hyperimmunoglobulinemia E and absence
of Langerhans Islands, (X-linked syndrome) describes its prevalence, etiology, pathogenesis, clinical
picture, diagnosis and differential diagnosis, treatment and prognosis. The prognosis of this triad is
unfavorable.
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Onpenenenue. JlanHas Tpuajua siBIsSE€TCA Ts-
KEJbIM HacJeICTBEHHBIM X-CIeTNIeHHbIM 3a0oie-
BaHHMEM, ACCOIMHMPOBAHHBIM C MyTalHel B TEHE
FOXP3 (forkhead box protein 3 gene), konupyto-
IIMM KJTI0YeBOW (akTop TpaHCKpumnumu ais T-pe-
I'YJIATOPHBIX JINM(OLMTOB, KOTOPast OOBIYHO MPO-
SIBIISIETCS B paHHEM JETCTBE B BHJIE Mpody3HOH
CEeKPETOPHOHN Amapeu ¢ MaiabaOCopOIHel, OTCyT-
CTBHEM OCTpOBKOB JlaHrepranca, KIMHUYECKH
MIPOSABIIAIONIEECS B BU/€ HEOHATAIHHOTO CaXxapHO-
ro auabera u rurnepumMmyHoroOynuaemueit E [2,
3, 11]. JlaauHoe codeTaHHE CHMIITOMOB OOBIYHO
pa3BHUBaeTCs B TEUCHUE IEPBBIX HECKOJIbKUX JAHEH
WM HeNEeb KU3HU U BCTPEUAETCs HCKIIIOUUTEINb-
HO y MaJBIuKoOB [1, 6].

Yacrtora. PacipocTpaHeHHOCTh HEM3BECTHA. B
HACTOSIIEe BPEMs 3apErUCTPUPOBAHO OKoio 136

CJIy4aeB, OJJHAKO, BEPOATHO, MX YHCIIO HEJIOOILICHE-
Ho [13].

OTHOJIOTUSI M TaToreHe3. 3a0oieBaHUE BHI-
3BaHO MyTamusIMH B reHe FOXP3 JoKaJIn30BaH-
HOM Ha xpoMocome Xpll.23, coctosmeit u3z 11
KOJUPYIOIUX SK30HOB M CIlenn(pHUecKu dKcrpec-
cupyercsi CD4+CD25+ perynstopubiMu T-kier-
KaMu B TUMyce U Ha nepudepuu [8]. [en FOXP3
KoaupyeT cuenuduueckuil HakTop TPAaHCKPUIILUH
FOXP3 (forkhead box protein 3) mnm ckap¢um,
OTBEYAIONTHH 32 00pa3oBaHue U (HyHKIIHIO PETYIIs-
topHbIX T-mumponuroB CD4+CD25+, obnanato-
IMX HWMMYHOCYNPECCUBHBIMU CBOWCTBaMH |7,
10]. UmmynocynpeccuBasie CD4+CD25+ pery-
nsaTOpHble T-KJIIETKH COCTaBISIIOT  HEOONBbIION
npoueHT (5-10%) ot monymsimuun CD4 T-mumdo-
mutoB (T-xenmepoB), KOTOpbIE Pa3BUBAIOTCS B TH-
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Myce. JlaHHBIE KJIETKH SKCHPECCUPYIOT PELENTOp
a-nenu uHTepselikuHa 2 (CD25), nurtoTokcuue-
ckuit T-muMdOoIUT-acCOMUPOBAHHBIN aHTHUTEH 4
(CTLA-4) u DIIOKOKOPTUKOUI-UHAYLIUPYEMBIH pe-
nentop TNF (GITR), a Takke mpoaynupyoT M-
MyHocynpeccuBHble nutokuasl WJI-10 u TGF-f
[7, 8]. ®axTop Tpanckpumniun FOXP3 — nanbo-
jJee  cHenu(pUUecCKUid MOJEKYISpHBIH  Mapkep
CD4+CD25+perynsaropusix T-kierox [10]. Hanu-
gpe myrtanuii B rene FOXP3 o0yClIOBIUBAET I0-
BBIIIEHNE UMMYHOJOTHYECKON PEaKTUBHOCTH O-
raHu3Ma ¥ MHOTOKPATHO yBEJIMYMBAET PHUCK pas-
BHUTHS ayTOMMMYHHBIX 3a0osieBanmii. ['en FOXP3
SIBIISIETCS] TPAHCKPUIIIIHOHHBIM (PaKTOPOM, BIIUSIIO-
LIIMM Ha JESTEIbHOCTb PEryISTOPHBIX T-KJIETOK,
OTBEYAIOLIUX 3a MNOJJEp)KaHUE ayTOTOJEpPaHTHO-
cru [7].

Takum 00pa3oM, OCHOBHBIM MaTOTEHETHYE-
CKMM 3BEHOM JaHHOW NaTOJIOTHH SBJISETCS JIHC-
¢yHkuusa T-perynsTopHbIX IMM(OLUTOB, YTO BbI-
3pIBACT PA3BUTHUE IIOJIUMOPraHHONM ayTOMMMYHHON
[IaTOJIOTUH, KOTOpass B OOJBIIMHCTBE CiIydacs
MPUBOJIUT K JIETAIbHOMY HCXOAY B TE€UEHHE Iep-
BOTO roja KU3HU OT T€HEePaIN30BAHHOTO CEICUca
WM TSDKEION MasibaOcopOLuu, OCIOKHEHHON KH-
IeYHBIMH KpoBoTeueHusiMu [2, 10]. Jannas naro-
JIOTUSL HAcJIEAYeTCsl MO PELECCUBHOMY THILY C
X-xpomocomoit. Mmeercs 50% puck mnepenauu,
ecnu Ton Myskckoro moma, 50% neBodexk OymyT
HocuTensamu [8].

Hcropuueckas cnmpaBka. B 1982 1. Powel et
al. BepBbIe ommucanu cemMblo, B KOTOpo# 17 mpen-
CTaBUTEJIEH MYKCKOrO Iojia MMENU X-CUEIUICH-
Hoe 3a00JieBaHuE, IPOSBIISIOIIEEC quapeei 1 1o-
JIUPHAOKPUHONATHEW, B TOM YHUCIIE WHCYIMHO3a-
BHCHUMBIM CaxapHbIM JHa0CeTOM, a TaKkKe HMEIH
CllydaliHy10 J1aDOpaTopHyI0 HaXOAKy B BHIE IIO-
BblmeHus: ypoBHs IgE n so3uno¢pummio [10]. Ilo-
N00HOE COYeTaHHWe KIMHUYECKUX IPU3HAKOB
npencrapwm B 1995 rtomy Jennifer Roberts,
Jeffrey Searle, onmcan ciydaii JeTanpHOTO UCXOa
10 MecsSYHOTO MajbuMKa ¢ HEOHATAJIbHBIM caxap-
HBIM TUa0ETOM, Y KOTOPOTO MPHU BCKPBITUH OBLIO
00Hapy’KEHO, YTO MOPKEIYJ0UYHAsl JKeje3a JIMIIe-
Ha ocTpoBKOB Jlanrepranca. J[aHHBIN MallMEHT TaK
K€ CTpajiall TSHKEIoW Juapeeil B MepBble MECSIIbI
KU3HU U TI0 TAaHHBIM J1a00OpaTopHOTO 00CienoBa-
HUs OblJa BBISIBICHA THIEPUMMYHOTIOOYTHHEMUS
E [11].

Kannnueckast kapruna. B 6onbumnHCcTBE City-
yaeB JaHHas Tpuaja AeOIOTHpPYeT cpa3y IHocie
POKIEHUS WM B TEUEHHE HECKOJBKHUX JTHEH Ku3-
HU TAIMEeHTOB, TOPaXaeT UCKIIIOYUTENHHO Mallb-
YUKOB U MPOSIBISIETCA MociienoBaTensHo [1, 2, 5].
OpHMM M3 TEepBBIX MPU3HAKOB SBIIAETCS JIuapes,
KOTOpas SIBJISIETCS CIEACTBHEM ayTOUMMYHHOM 3H-

TEpOIaTUU, C TMPOTPECCUPYIOIIUM TEUYCHUEM U
pa3BHTHEM CHHApPOMa MallbaOCOpOLUH, MPUBOJIS-
IIMM K TSDKENOH OeTKOBO-IHEPTreTHIEeCKONW Heo-
cTaroyHocTu. Mop¢onornueckiue M3MEHEHUs Xa-
pPaKTEpU3YIOTCS YMEPEHHOM WJIM BbIPAXKEHHOU
arpodueil BOPCHH C MOHOHYKJICApHOH HH(UIb-
Tpanueil cOOCTBEHHOM MIACTHHBI CIU3UCTON 000-
JIOYKW TOHKOW KWIIKHU. B psine cydaes ToranpHas
aTpodusi BOPCHH acCOLMUPOBAHA ¢ HEKPO3OM dITH-
TEITNAJbHBIX KJICTOK U (POPMHPOBAHHEM KPHUIITA0-
cueccoB. [Ipn IMMyHOJIOrMUECKOM HCCIIE0BaHUN
OTIPEJIENSIIOTCS. AHTUTENa K aHTUT@HAaM SHTEPOIH-
toB: AIE-75 m Bummuny [9, 13]. OrcyrcTBue
OCTpOBKOB JlaHrepranca KIMHUYECKU MPOSBIAET-
Csi B BHUJIE HEOHATAJIBHOTO caxapHOro amabera u
JneOIoTUPYeT B TeUECHUE MIEPBBIX HEJleNb KU3HU pe-
OeHKa, B HEKOTOPBIX CIIydasX B BHIE KETOAIUIO-
TUYECKUX COCTOSHUI Ha (POHE CTOMKO TMIIEpIIIU-
keMud. lloBblllieHNe ypOBHS TJIMKEMHUH COIPOBO-
JKIAeTCs TIIOKO3ypruel W KeTOHYpUEeH, Tak ke 10
nanaeiM KOC oTMeuaroTcsi mpu3HaKu MeTadou-
geckoro amumosa [3, 10, 11].

TunnyHoN 1abOpaTOpHOM HAXOAKOW y Malu-
€HTOB C JIaHHBIM COYETAaHHWEM IPHU3HAKOB SBISIOT-
cs1 203uHOGUINS (Y HEKOTOPBIX IMAIIMEHTOB J03U-
HO(HITUS 3apeTUCTPUPOBAHA C TIEPBBIX THEH KH3-
HU) W 3HaYUTENbHOE TOBbIIIeHHe ypoBHsA IgE [1,
6, 11].

JlaGopaTopHble U MHCTPYMeHTAJbHbIE HC-
ciaenoBaHusA. J[MarHo3 CTaBUTCS Ha OCHOBAaHUU
’Kajo0, aHaln3a CeMEeMHOro aHamHesa, KIMHUYe-
CKOTo 00cieoBaHus 1 1a00PaTOPHBIX HCCIEA0Ba-
HUH, BBIABIAIOMNUX ayTOUMMYHHYIO SHTEPOIATHIO
(ayToaHTHTENA TPOTHB PHTEPOIMTOB, TapMOHUHA
¥ BUJUIMHA), HEOHATAJBHOTO CaxapHOro auadera
(ToBBIIIEHUE YPOBHS MIMKEMHUH, aHTHUTENA TIPOTUB
WHCYJIMHA, OCTPOBKOBBIX KJIETOK TOPKEITyIOYHON
JKelle3bl WIH TIyTaMaTIeKapOOKCHIIa3bl), a TaKkKe
noBeimeHne ypoBHs IgE B mmMMmyHorpamme mpu
HOpMaJbHBIX 3HadeHusx IgA, IgG, IgM [3, 5].
Jmarao3 moaTBepXKAAeTCS C IOMOINBIO MOJEKY-
JSPHO-TEHETUYECKOTO ucciaeaoBanus [13].

Juddepennuanbuas auarnoctuka. Crexrp
muddepeHmaIbHON TUarHOCTHKU BKJIFOYAET B
cebs: cunapom Buckorra-Onppuya M CHHIPOM
Owmenna, nepunut STAT1, nepurur CD25, nedu-
mut IL10R, nedunur STATSb, nepexonusbiii nua-
0CT HOBOPOXKICHHBIX, TSKEIBIH KOMOWMHUPOBAH-
HBI UMMYHOJIE(DUIIUT WA TIPOMEXKYTOUHBIEC (Op-
MBI KOMOWHUPOBAaHHOTO HUMMYHOJEQUIINTA H
TUTIOIUIA3WIO WJIM  BPOXKJEHHOE HEJIOpa3BHUTHE
MOKeTyqouHol >kene3nl [9, 6]. Ilepunaranbhas
JMUATHOCTHKA BO3MOXKHA C TTOMOIIBIO aHalin3a 00-
paslia BOPCHMH XOpPHOHAa C aHAJIW30M KapHUOTHIIA
MOCJIe ONpEeICHHs Tojla IJI0Ja B CEMBAX, TIe
BBISIBJICHA NaToJoruyeckas myrauus [7, 10, 11].
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Jleuenue u nporuno3. DddexTuBHASA Tepanus B
HaCTOsIIIIee BpeMs, K COKaJCHHIO, HE pa3pabora-
Ha. ENWHCTBEHHBIM CPEICTBOM JICUEHUS SBISETCS
TPAHCIUIAHTALMSI TE€MOIOATHYECKUX CTBOJOBBIX
kietok (TI'CK), xotopas Hamboiee ycremHa Ha
paHHuX craausx 3aboneBanus [2, 13]. [lognepxu-
BalOIIas Tepanus BKIIOYAaeT B ce0sl MOHO- WIIH
KOMOWHHPOBAHHYIO UMMYHOCYIIPECCUBHYIO Tepa-
MUI0 [JIOKOKOPTHUKOUAAMHU (IPEAHHU30JI0H U Me-
THITIPpEAHN3010H), nukinocnopua A (CSA), Ta-
KpOJIUMYC, a3aTHONpPHH, pallaMUIlUH, KOTOPBIC
MTO3BOJISIIOT YaCTHUYHO KOHTPOJUPOBATH AyTOHMM-
MYHHBIC HapyIICHHs, TOXU3HEHHBIN TTPHEM HUHCY-
JIMHA B Clly4ae MX HEJ0CTATOYHOCTH, M MapeHTe-
pajbHOE MHUTAaHWE MPH THKENBIX CIydasx dHTEPO-
naruu [13, 14]. IIpu oTCyTCTBUM CBOEBPEMEHHOM
JMUATHOCTHKHU W JICUCHHUA, KaK TPABHUIIO, BEAET K
JeTaNbHOMY MCXOJY B T€YEHHUE TIEPBOIO TO/Ia KU3-
Hu. C TI'CK BepodTHas MNpoOaOIKHUTEIbHOCTD
KU3HH Oy/leT HOPMallbHOHM, OJHAKO TPYAHOCTH C
KOPMJIEHUEM MOTYT COXPAHATHCS B TE€YEHUE MHO-
rux mecsneB nociae TI'CK [1, 5]. IIporno3 maH-
HOM TpHaabl HEOIATONPHUATHBIN.
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