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Pe3ome. B 0030pe naHO ompezaeneHre BpOKIACHHON IHapeH ¢ THIepUMMYyHornooynunemuei E n
OTCYTCTBHEM OCTPOBKOB JlaHrepraHca, oMcaHbl €€ pacIpOCTPAaHEHHOCTh, TUOJIOIUs, 1ATOTEHE3,
KJIMHUYECKasi KapTHUHA, MUAarHOCTHKa M nudQepeHnuaibias THarHoCTHKA, JeYeHNe U MPOTHO3.
[IporHno3 gaHHO TpHa bl HEOIATOMPUSI THBIN.

KuaioueBble cJjioBa: BpoXJAeHHas Auapes ¢ TUNepuMMyHoriaoOymwmHemued E u oTcyTcTBHEM
ocTpoBKOB JlaHnrepraHca, X-cIlerieHHOe 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 Tpuana siBIs€TCA Ts-
JKEJbIM HacJeICTBEHHBIM X-CIeTNICHHBIM 3a0oJe-
BAHUEM, ACCOLMUPOBAHHBIM C MyTalueld B IeHE
FOXP3 (forkhead box protein 3 gene), konupyro-
MM KJIFOYeBOW (akTop TpaHCKpumnimu s T-pe-
TYISITOPHBIX JTUMQOIMTOB, KOTOpas 0OOBIYHO IMPO-
SIBIISIETCS B paHHEM JIETCTBE B BHJE MPody3HOH
CEKpeTOpHOH nuapeu ¢ MambadcopOImei, oTCyT-
CTBHEM OCTpOBKOB JlaHrepranca, KIMHHUYECKH
MPOSIBIISIOIIEECS B BUJIC HEOHATAIBHOIO CaXapHO-
ro nuabera u runepumMmyHorioOynunemuei E [2,
3, 11]. JlanHoe codeTaHWE CHMITOMOB OOBITHO
pa3BUBACTCS B TCUCHUE NEPBBIX HECKOJIbKUX AHEH
WU HeNeJb KU3HU U BCTPEUaeTCs UCKIIIOYUTEINb-
HO y MaJbyuKoB [1, 6].

Yacrora. PacipocTpaHeHHOCTb Heu3BeCTHA. B
HacTosIIIee BpEeMsi 3aperucTpupoBaHo okoio 136

CJIy4aeB, OJJHAKO, BEPOATHO, X YHCIIO HEJIOOIICHE-
Ho [13].

OTHOJ0TUS W maToreHe3. 3abojeBaHUE BHI-
3BaHO MyTalusiMu B reHe FOXP3 nokanu3oBaH-
HOM Ha xpomocome Xpll.23, cocrosmeit u3 11
KOJUPYIONUX SK30HOB U CIIeU(PHUECKU IKCIpec-
cupyercss CD4+CD25+ perynsaropusiMu T-kiet-
KamMH B TUMyce u Ha nepudepun [8]. I'en FOXP3
KoaupyeT cnenuduueckuil GakTop TPAaHCKPUIIIUH
FOXP3 (forkhead box protein 3) wam ckapdu,
OTBEYAIOLIU 3a 00pazoBaHue U QYHKIHIO PEryJis-
topHbIX T-muMponmror CD4+CD25+, obnamaro-
IIMX HMMMYHOCYNPECCUBHBIMU CBoOWcTBaMu |7,
10]. UmmynocynpeccuBubie CD4+CD25+ pery-
NATOpHBIE T-KJIETKH COCTaBISIOT HEOOIBIION
npoueHT (5-10%) ot nonymsiuu CD4 T-numdo-
uToB (T-xenmepor), KOTOpHIE Pa3BUBAIOTCS B TH-
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Myce. JlaHHBIE KJIETKH SKCHPECCUPYIOT PELENTOp
a-nenu uHTepselikuHa 2 (CD25), nurtoTokcuue-
ckuit T-muMdoIuT-acCOTMUPOBAHHBIN aHTHUTEH 4
(CTLA-4) u n1IOKOKOPTUKOUI-UHAYLIUPYEMBIH pe-
nernrop TNF (GITR), a taxke mpomymupyoT uM-
MyHocynpeccuBHble nutokuasl WJI-10 u TGF-f
[7, 8]. ®axTop Tpanckpunuuun FOXP3 — nanbo-
gee  crnenu(pUUecKUid MOJEKYISpPHBIH  Mapkep
CD4+CD25+perynsaropusix T-kinerox [10]. Hanu-
yue MyTanuil B rene FOXP3 o0ycrnoBiuBaeT mo-
BBIIIIEHNE UMMYHOJIOTHYECKOW PEaKTUBHOCTH Op-
raHU3Ma ¥ MHOTOKPAaTHO YBEIMYUBACT PHUCK pas-
BUTHUSl ayTOMMMYHHBIX 3a0osneBanuil. l'en FOXP3
ABIAETCS TPAHCKPHUIIIMOHHBIM (DaKTOPOM, BIUSIO-
IIMM Ha JESTEIbHOCTb PETYISTOPHBIX T-KJIETOK,
OTBEUAIOLIUX 3a MOJJepKaHHUE ayTOTOJEPaHTHO-
cru [7].

Takum 00pa3oM, OCHOBHBIM MaTOTEHETHYE-
CKUM 3BEHOM JAaHHOM MATOJOIMM SIBJISETCS JHC-
¢ynkuus T-perynsiTopHbIX TUM(OLIHUTOB, YTO BbI-
3bIBACT PA3BUTHUE IOJIUMOPraHHON ayTOMMMYHHOM
[ATOJIOTUH, KOTOpass B OOJBIIMHCTBE CIydacs
MIPUBOJUT K JIETAILHOMY HCXOAY B TE€UEHHE Iep-
BOTO I'0/1a )KM3HM OT T'€HEPATU30BAaHHOIO Celcuca
WIH TSDKEJIOH MalibaOcopOIuu, OCIOKHEHHON KH-
IeTHBIME KpoBoTeueHus MU [2, 10]. lanHas maro-
JIOTUSl HacleAyeTcd IO PEeLEeCCUBHOMY THIY C
X-xpomocomoit. Mmeercst 50% puck mepemaqw,
€CNIM TUIOA MYXCKoro momna, 50% neBouek OymyT
HocuTensamu [8].

Hctopuueckas cnpaBka. B 1982 1. Powel et
al. BIiepBBIE OINHUCAIIU CEMbIO, B KOTOpOH 17 mpen-
CTaBHUTEIEH MYXKCKOTO IOJIa MMEIU X-CIETUICH-
Hoe 3a0o0yieBaHUe, MPOSBISIONICECS quapeei 1 mo-
JIM3HJIOKPHUHONATUEH, B TOM YHCIIE MHCYIMHO3a-
BHCHUMBIM CaxapHbIM AHA0ETOM, a TakXKe HMEId
ciIy4aiiHyro 1a00paTopHyI0 HAaXOAKy B BHJE TO-
BoitieHus ypoBHs IgE u so3unOodmmmuio [10]. Ilo-
JNO00HOE CcoYeTaHWe KIMHUYECKHUX TPU3HAKOB
npeacrasmim B 1995 rtomy Jennifer Roberts,
Jeffrey Searle, onncan cnyuaii neTanbHOTO HCX0aa
10 MecsYHOrO MajbpiMKa ¢ HEOHATaJbHBIM caxap-
HBIM TUa0eTOM, Y KOTOPOTO NMPH BCKPBITUH OBLIO
00Hapy»XeHO, YTO TOPKENyAOYHAas Kejie3a JIHIIe-
Ha ocTpoBKOB Jlanrepranca. J[aHHbIM MalIMEHT Tak
e CTpajall TSKelol Auapeel B MepBbIe MECSIIbI
XKHU3HU U 10 JTAaHHBIM J1a0OpaTopHOro oOciienoBa-
HUs OblIa BBISBICHA THIIEPUMMYHOTIIOOYIHHEMHUSI
E [11].

Kaunuyeckasi kapruna. B GonbmmHcTBE City-
yaeB JaHHasg TpHaaa AeOITHpyeT cpa3y Iocie
POXICHUS WJIM B TEUCHUE HECKOJIBKUX JIHEH >KU3-
HU TAIMeHTOB, MOPaXaeT UCKIIOYUTENHHO Mallb-
YUKOB U MPOSIBISIETCA MociienoBaTensHo [1, 2, 5].
OpHMM M3 TEePBBIX MPU3HAKOB SIBIIETCS auapes,
KOTOpas SIBJISIETCS CIEICTBHEM ayTOUMMYHHOM 3H-

TEpOIaTUH, C TPOTPECCUPYIOIIUM TEYCHHEeM U
pa3BHTHEM CHHIpPOMa MallbaOCOpOLUU, MPUBOJIS-
UM K TSDKEJIOW OeTKOBO-DHEPTeTHYECKOW HEIo-
cTaroyHocTU. Mop¢onornueckiue M3MEHEHUs Xa-
pPaKTEpU3YIOTCS YMEPEHHOM WM BbIPAXKEHHOU
aTrpodueil BOPCHH C MOHOHYKJICapHOH HH(UIb-
Tpanuei coOOCTBEHHOM IMIACTHHBI CIU3UCTON 000-
JIOYKW TOHKOW KWIIKU. B psie ciydaes TorampHas
aTpodusi BOPCHH aCCOLMUPOBAHA ¢ HEKPO3OM DITH-
TEeITNABHBIX KJIETOK U (POPMHPOBAHHEM KPHUIITA0-
cueccoB. [Ipn IMMyHOJIOTHUECKOM HCCIIeI0BaHNN
OTIPEJIENSIFOTCSl AHTUTENAa K aHTUT€HAM JHTEPOIIH-
toB: AIE-75 u Buwmnuny [9, 13]. OtcyrcTBue
OoCTpoBKOB JlaHTepranca KIMHUYECKU MPOSBIIACT-
Cs B BHUJIE HEOHATAJIBHOTO CaxapHOro awabera u
JNeOI0TUPYET B TEUCHUE TIEPBBIX HeJleNb KU3HU pe-
OcHKa, B HEKOTOPBIX CIIydasX B BHJE KETOAIUIO-
THYECKUX COCTOSHUHN Ha ()OHE CTOMKO THIEpIIIU-
kemud. lloBwIlieHNEe YPOBHS TIIMKEMHH COIIPOBO-
JKIAeTCs ITII0KO3ypuel U KETOHYpUEH, Tak ke Io
nanapiM KOC oTMedaroTcst mpu3HaKu METadoIr-
yeckoro anugo3a [3, 10, 11].

TunuyHOH abOpaTOpHOW HAXOIKOW y Malu-
€HTOB C JIaHHBIM COYETaHHEM IPHU3HAKOB SIBIISIOT-
cst p03MHOGWIHA (Y HEKOTOPHIX MalUEHTOB D03H-
HOQWIHS 3aperuCTPUpPOBaHa C TEPBBIX THEH KU3-
HHU) U 3HaYuTeNbHOE MoBbIIeHHe ypoBHA IgE [1,
6, 11].

JlabopaTopHble W MHCTPYMEHTAJbHbIEC HC-
cjeaoBaHusA. J[MarHo3 CTaBUTCS Ha OCHOBaHUU
JKajao0, aHallM3a CEeMEWHOro aHaMHe3a, KIMHUYe-
CKOT0 00CIIe/IOBaHUS U JTa0OPaTOPHBIX MCCIeI0Ba-
HUH, BBIABIAIOMINAX ayTOUMMYHHYIO SHTEPOIIATHIO
(ayToaHTHTENa MPOTHUB DHTEPOLUTOB, TAPMOHUHA
1 BWUIMHA), HEOHATAJLHOTO caxapHoro nmabera
(TIoBbIILIEHUE YPOBHS INIMKEMHH, aHTUTEJA TPOTHUB
WHCYJIMHA, OCTPOBKOBBIX KJIETOK MOPKEITyIOYHON
JKEJe3bl WM TIIyTaMaTIeKapOOKCHIIa3hl), a TaKKe
nosbllieHUEe ypoBHs IgE B MMMyHOrpamme npu
HopManbHbIX 3Hauenusix IgA, IgG, IgM [3, 5].
Jlmarno3 moaTBepikKAAeTCs C MOMOINBIO MOJIEKY-
JSIPHO-TEHETHIECKOTO HcciaenoBanus [13].

JuddepennuanbHas guarnoctuka. Crexrp
TG PEpeHITUANTBHON THaTHOCTHUKU BKJIIOUAeT B
cebs: cunapoMm Buckorra-Onapudya w CHHIPOM
Owmenna, aedpunut STAT1, aedunur CD25, nedu-
mut IL10R, nedummur STATSb, nmepexomusiii nua-
0eT HOBOPOXICHHBIX, TSKEIbI KOMOWHUPOBaH-
HBIH IMMYHOZIC(UITAT WITH MTPOMEKYTOTHBIE (hop-
Mbl KOMOWHUPOBaHHOTO HMMYHOACHHUIHUTA H
TUTIOIUIA3WIO WJIM  BPOXKIEHHOE HEIOopa3BUTHE
MOIKETyNouHON sxene3bl [9, 6]. IlepunaranbHas
JIMarHOCTHKA BO3MOYKHA C TIOMOIIBIO aHaln3a 00-
paslia BOPCHMH XOPHOHA C aHallM30M KapHOTHIIA
Mocjie OmpeeeHus Mojia IJIoJa B CEMbAX, IJe
BBISIBJICHA TIaTOJIOTHUecKast myTtarus [7, 10, 11].
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Jleuenue u nporuno3. DddexTuBHAA Tepamnus B
HACTOSIIEee BpPeMs, K COXKAJICHUI0, HE pa3pabora-
Ha. ENWHCTBEHHBIM CPEICTBOM JICUEHUS SBISETCS
TpPAHCIUIAHTAIUSl TEMOIOATUYECKUX CTBOJIOBBIX
kietok (TI'CK), xoTopas Hamboiee ycIemHa Ha
paHHUX craausx 3aboneBanus [2, 13]. [Tognepxu-
BaroIas Tepamusl BKJIIOYACT B CE0S MOHO- WU
KOMOWHHUPOBaHHYI WMMYHOCYIIPECCUBHYIO Tepa-
[MUI0 TIIOKOKOPTUKOUAAMHU (MPEIHU30JI0H U Me-
THITIPEAHN30I0H), nukinocnopua A (CSA), Ta-
KPOJIUMYC, a3aTHONPHUH, pamaMHUIIMH, KOTOPHIE
MTO3BOJISIIOT YaCTHYHO KOHTPOJUPOBATH AyTOWM-
MYHHBIC HapyIICHHUS], TTOXXU3HECHHBIN MTPUEM HUHCY-
JINHA B CJIydae WX HEAOCTATOYHOCTH, W TApeHTe-
pajpHOE MHUTAaHWUE MPH TDKENBIX CIydasx dHTEPO-
maruu [13, 14]. Ilpu oTCyTCTBHUU CBOEBPEMEHHOM
JMUATHOCTHKHU W JICUCHUSA, KaK MPABHUIIO, BEIET K
JIETAJIbHOMY HUCXOAY B TEUCHHE TIEPBOTO TO/A JKU3-
mu. C TI'CK BeposTHass TPOIODKUTEIBHOCTH
KU3HH Oy/lleT HOPMAallbHOHM, OJHAKO TPYJAHOCTU C
KOPMJICHHEM MOTYT COXPAHSTHCS B TEUCHUE MHO-
rux mecaueB nocie TI'CK [1, 5]. IIporno3 nan-
HOU TpHUabl HEOMArOTPUSITHBIN.
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