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Pesrome. Cungpom IPEX (umMMyHHas gucperyinsiuus, IOJM3HIOKPUHONATHS,
SHTEpONaTHs, X-CLEIUIEHHas) NPEeACTaBIsieT COOOH  CIOKHYHO  HMMYHOIIATOJIOIHIO,
00yCITOBJICHHYIO TUCHYHKITUEH TpaHckpunironHoro ¢akropa forkhead box P3 (FOXP3) [3].
CBoeBpeMEHHasi MarHOCTUKA WIPAaeT OCHOBOINOJAraroUlyld poJib B BEICHUU IALMEHTOB
U ollpeziesisieT IPOrHo3 3aboneBanys. B 1aHHOM cTaTbe NPUBOAUTCSA ONMCAHUE KIIMHUYECKOTO
Cilydasl, JIEMOHCTPUPYIOLIEro TPYIHOCTH MNpOBEeAEHUA AU(PepeHInanbHON JUarHOCTUKU
y HallMEHTOB C JAHHOW MAaTOJIOrUueH.

KiroueBbie caoBa: cunjgpoMm IPEX, ayroummynurer, myraumu FOXP3, rennas
WHXCHEPUSL.

Beenenne. IPEX — cungpoM (MMMyHHas JIUCperyisilus, MOJIMIHIOKPUHONATHS,
SHTepomnaTHs, X-CLUEIUIEHHbIH CHHAPOM) — PEJIKOE MOHOT€HHOE ayTOMMMYHHOE 3a00JIeBaHHe
C  pa3HOOOpa3HBIMM  KJIMHUYECKUMH  mposiBueHmsMu.  Kiaccuueckuiét  QenoTHn
XapaKTepU3yeTCsl paHHUM Ha4yajloM B I'PYJAHOM BO3pacTe M BKIIOYACT TPUALY — TSKEIYIO
SHTEPONATUIO, AepMaTuT U nuabet 1 tuma [1, 2, 3]. ¥ mnoga IPEX MoxHO 3amono3puTh npu
HAJIMYUU  BOJSHKM, OXOI€HHOTO  KMILIEYHHMKA, JIECKBAMallUM  KOXH,  3a/IepPKKHU
BHYTpUYTpoOHOTO pa3BuTHs U akuHe3uu [4]. [Ipu atunumuneix cnyyasx IPEX naGmionaercs
Oosnee moO3AHSS MaHU(ecTalus C KIMHUYECKUMHU TMPOSIBICHUSIMU OT MYJbTUCUCTEMHBIX
TSDKEJIBIX ayTOMMMYHONATUUR 710 Oosiee penkux (opM ¢ MOPaKEHHEM TOJIBKO OJHOTO WU
Heckosbkux opraHoB IlposBinenusimu cunigpoma IPEX Moryr ObITh penuauBupyroume
UHQEKIMH, TeMOJIUTUYECKas aHEMHUS U LIUTONIEHUS, aJIONelus, ayTOUMMYHHBIH THUPEOUIMNT,
aTpoUYeCKUil TacTpuT, IYyOACHWUT, HHTEPCTHIMAIbHOE 3a00JIeBaHUE JIETKUX W JIpYyrHe
ayTOMMMYHHBIE 3a00JIeBaHMs], TaKUe KaK renatuT u Hedpur [5, 6, 7]. 3abosneBaHue BbI3bIBAET
mytarusi reHa Oenka 3 forkhead box (FOXP3), pacnonokeHHOro Ha KOPOTKOM IIjIede
X-xpomocombl (Xpl1.3-q13.3) [1]. benmox FOXP3 sBnsiercs OCHOBHBIM PETYISITOPOM
IIPOLIECCOB TPAHCKPHUIILMKM, B OCHOBHOM J3Kcmpeccupyercss B CD4+ T-kimeTok, KOTOpble
JIEHCTBYIOT KaK Ccyrmpeccopbl B UMMYHHOU cucteMe. B nmuaum T-xnetoxk FOXP3 HeoOxomum
JUIsL pa3BUTHsL peryisaTopHbelx T-knerok (Treg) u mopmepkaHWsi MMMYHHOTO TOMEOCTa3a,
MOCKOJIbKY yCTaHOBJIeHO, uTo MyTauun FOXP3 mnpuBogatr k JedeKTHOMY pa3BUTHIO
CD4+ CD25+ Treg-knerok [5]. AHomanbHBIM Oenok He MoxeT cBszbiBaThes ¢ JHK,
U mnpoucxonuT HapymeHue ¢ynkuun Treg-xnerok c motepeir CD4 + CD25 +
T-perynsaTOpHBIX KJIETOK H  HEKOHTpOJUpyemoil mponudepanueil  aKTUBUPOBAHHBIX
CD4 + sddexropHbix Ki1eTok. UMMyHHast cucrema aTakyeT COOCTBEHHbIE TKAaHW U OpIaHBbI
B pe3yjbTaTe HEKOHTPOJIMPYEMOM akTUBaluU T-KJIETOK, YTO NPUBOJUT K BOCHAJIEHUIO,
ayTOUMMYHUTETY M MeTaboindeckuM HapymeHusM. Takum obOpaszom, FOXP3 sBasercs
HaubOozee cnenupuuHbIM OuomapkepoM Treg-KiIeTOK B HMMMYHOCYIPECCHBHOHM cHCTEME
u romeocraze. MccrnenoBanusi Ha KUBOTHBIX MOJENSX IO3BOJIMIM CHENAaTh BBIBOJ, 4TO
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neuuuTHeIA  w/unu  ykopodeHHbld FOXP3  sBnsercs neranpHBIM H3-3a  AeduuuTa
Treg-kierok [5], [6]. B nHacrosmiee Bpems B rene FOXP3 onucano 6omnee 63 myrtanwmii [10].
K myranusm, nanbonee yacto BhisiBIAsieMbIM y nanueHToB ¢ IPEX-cunnpomom, oTHOCSTCS
HOHCEHC-MYTalli{, MyTalliy CO CABUIOM PaMKHM CUUTBIBAHUS, MUCCEHC-, CIJIAICUHI-MyTalluu
U MyTalluM, NpUBOAAIIME K HapyumeHuto nonuageHwnnpoBanuss MPHK [2]. BonbmmHcTBO
MyTallMil pacrnojoXeHbl B 3Kk30HaxX 9—-11 u 1-5 reHa, KOAMPYIOIIUX, COOTBETCTBEHHO,
C-repmunaneHplii  JIHK-cBsi3piBatommii 1 N-tepMuHanbHbli  gomeHbl  [9].  bes
MMMYHOCCYIIPECCUBHOW  TE€pallMyd WM TPAHCIUIAHTALIMM KOCTHOIO MO3ra  IPOTHO3
3a00JIeBaHMs OIIPECIISAIOT HATHMUUE METa0OINYECKUX HapYyIIeHUH, TsHKeIol Mambabcopounn
wii cerncuca. TeM He MeHee B JIMUTEpaType BCTPEYAIOTCS JIAHHBIE O MalMEeHTax
C TIPOIOJDKUTENbHOCTHIO Jku3HU 20—30 et [8]. [lomuMopdusM U TAKECTh CUMIITOMOB MOXKET
OBITH IPUYMHOMN CIIOKHOCTEH B YCTAaHOBJIEHUH JIMArHO3a.

JlaGopatopHble Npu3HaKu 3a00JieBaHMsI HeCTIeUU(PHUUHBL. Y YacTH MalUEHTOB MOTYT
OTMEYaThCsl TOBBINIEHHBIE ypoBHM IgE w ayroanTHWTen, 503MHOQWINSA, aHEMHS,
TpoMOOLMTONEHUs. UK HelTponieHus [9]. Hanuuue ayToaHTUTEN MOKET Kak KOppeIupoBaTh
C MOpaXCHHUEM OpraHa-MUIIEHHM, TaK U ObITh NMPU3HAKOM HMMYHHOH IUCPEryssiuu 0Oe3
COOTBETCTBYIOIMX  IATOJOTMYECKUX  IPU3HAKOB, a  JAaHHbIE HMMMYHOJIOTMYECKHUX
UCCIICIOBaHMM HecTieupuIHbI [5].

Cunapom IPEX kIMHWYECKH, UMMYHOJOTHYECKH M MOJICKYJISApHO reTeporeHeH. [ms
HNOJATBEPXKIEHUST 3a00J€BaHUsl PEKOMEHAyeTCs TIeHeThdeckoe uccienoBaHue. [1o maHHBIM
HAyyHOW JIUTEpaTypbl, TOJBKO Y IIOJIOBUHBI OOCJIEIOBAaHHBIX IAIUEHTOB BBISBIISIIOTCS
mytauun FOXP3, a y ocranpabix auarnoctupyercs IPEX-momo6usiit cunapom [3, 9]. Tun
MYTaIlid ONpEAeNseT MPOrHO3 3a00JeBaHUS U BaXKeH JUIA BbIOOpa Tepanuu [4, 10]. Pannee
BBISIBJICHHE MYTallMi, CBA3aHHBIX C Tshkeno ¢opmoit cunapoma IPEX, wmoxer
CIOCOOCTBOBATh ONTHUMH3ALMU Tepanuu U Oojiee paHHEMY NPHUHATHIO pPELIEHUS
0 TPaHCIUIAHTAL[MX T€MOIIOATHYECKHUX CTBOJIOBBIX KJIETOK.

Ieab: moBBICUTH OCBEIOMIIEHHOCTH Bpadel o cuniapome IPEX mns obecnieuenus
CBOEBPEMEHHOH TMarHOCTUKY U MOBBIIEHNS 3()()EKTUBHOCTH JIEYEHHSI TAHHOTO COCTOSHUSL.

Marepuansl 1 Meroabl: IIpoBeneH neTalbHBIM aHAIW3 MEPBUYHONM MEIULIMHCKON
JOKYMEHTallud U Pe3ylbTaTOB KJIMHUKO-T1a00paTOPHBIX M HHCTPYMEHTAJIbHBIX METOJIOB
uccienoBanus namnuenTta ¢ cunapomom IPEX. Mzydeno 6omnee 100 crareit u3 6a3 JaHHBIX
PubMed, Google Scholar, UpToDate.

Pesyabtarel M ux o0cyxnenue. Ilon HaOmoleHHMEM HaxXoIWwics MallbUUK
oT 2-ii 6epeMeHHOCTH, 2-X poaoB. HaciencTBeHHbIN aHaMHe3 He oTsroileH. bepeMeHHOCTh
IpoTeKajga C yrpo3od IpepbiBaHus B 32 Henenu, poAsl — B cpoke 39 Henenb, BeC NpU
poxaennn — 3400 r, muuHa — 52 cMm. Ha mepBoM Toay JKHM3HHM C POXKICHHUS pPeOEHOK
HaXOJWJICSd Ha MCKYCCTBEHHOM BCKapMJIMBaHUHU, N0 JBYX JIET — HEPBHO-TICUXHYECKOE
U (¢usznyeckoe pa3BUTHE IO BO3PACTy; BaKIMHAIMS — COIJIAaCHO  KaJeHJaplo
MpPOPUITAKTUIECKUX TPUBUBOK. M3 mepeHeceHHBIX 3a00JIeBaHUN OTMEYANICS aTOMUYECKHUI
JIepMaTHT, a TAaKXKe HECKOJIBKO MU30/I0B 0OCTPYKTUBHOI'O OPOHXHTA.

B Bozpacte nByx ser peOeHOK ObUT TOCHUTAIM3UPOBAH MO MOBOJY T'eprEeTUYECKON
UHQEKIUM  CIM3UCTOM mojocth  pra  (cromatuT, mioccuT). Ilpu  maGopaTopHbBIX
WCCJIEIOBAHMSX BBISBICHBI B aHAlM3aX MOYHM IPOTEUHYpHUS, TeMaTypus, JEUKOUUTYypus,
B OMOXMMHMYECKOM  aHalu3e KpPOBM —  THIONPOTEMHEMHMs, THIIOAIbOYMUHEMHUS
u runepxosiectepuHeMus. [locne neueHus mokasaTenum HOPMaIW30BalINCh, B CBSI3H C YEM
COCTOSIHME PACIICHEHO KaK WH(EKIMOHHO-TOKCHYECKOE TMopaxkeHue Movek. PeOeHok Obli
BBINKCAH 107 HAOMI0/IeHUE Bpava-leanaTpa ¢ peKOMEHAAUIMU MOBTOPHBIX MCCIIEIOBaHUN
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yepe3 1 wmecsan. KouTponpHble 51abOpaTOpHBIE MCCIEJOBAHUS BBIABUIM AHAJIOTHYHBIC
W3MEHEHUsI, U peOeHOK ObUI TOCHMUTAIU3UPOBAH B HE(MPOIOTHYECKOE OTIEICHUE, TJIe
10 pe3ysbTaTaM JIadopaTOPHO-UHCTPYMEHTAILHOW JAMArHOCTHKH BBICTABJICH KIMHUYECKHN
JUarHo3 — HEMOJHBIA HePOTUYECKUl CHHAPOM C TremMarypuedl W  Ha3HAYEHbI
KOPTUKOCTEpPOUIbl M JAPYro€ CONpPOBOJAUTENbHOE JieueHHe. B TeueHue 2 MecsleB
CTAIlIOHAPHOIO JICUEHUS! MEePUOJUYECKU MPOBOAWINCH TpaHcPy3uu anbOymuHoB. Ha done
JICUYEHUsl 3HAUYUTEIBHO YIYYIIMIMCh AHAINW3Bl MOYM, HO COXPAaHSJIUCh T'MIIONPOTEUHEMUS
U TUNI0ATLOYMUHEMUS, KOTOpbIE, OJJHAKO, HEe TpeboBaiu TpaHcysuii anpOymuna. Uepes tpu
Mecsila Mocjie Hayajla JEYEHUsl COCTOSHUE IMalMeHTa BHOBb YXYALIWIOCH, IPUCOEANHUIIUCH
CUMITOMBI JKEITYJOYHO-KHMILIEUHBIX HapyLIeHUMM B BHJE METE€OpuU3Ma, B3AYTHS JKHUBOTA,
nuapen (ctyn go 10—17 pa3 B CyTKu), CHIDKEHHE Beca. B 3Toil cBsi3u Obla BBIMOJHEHA
330(aroracTpoAyoICHOCKONHMST ¢ OHOINCHEW JBEHAIIATUIIEPCTHONW KHWIIKH, IPOBEACH
CKPUHHUHT Ha ueiuakuio. [lo JaHHBIM THCTOJIOTHYECKOr0 HCCIEAOBAaHUS, BEepUPHUIUPOBAH
aTpopUUECKUIl TyOJEHUT, BBIABICHO TMOBBIIIeHHWE aHTuTena IgG m IgA x rimaauny.
[TarueHTy pekomeHa0BaHa Oe3rIIOTEHOBAass U 0€3MOJIOUHAS AMETa, a COCTOSIHHE PACIIEHEHO
KaK ayTOMMMYHHas dHTeponartusi. PeOeHOok Obul HampaBlieH Ha KOHCYJIBTALUIO
K uMMyHoJjory. [To pe3ynbraraMm uccieoBaHus UCKIIFOUEHA XPOHUYECKAsl TpaHyJIeMaTO3HasI
00s€3Hb, MO pe3yjibTaTaM IPOBEIEHHOTO HWMMYHOJOTHYECKOIO HCCIIEIOBAaHUS BBISABIICHO
noseiienue IgE 1941 ME/mn (Hopma 0—60 ME/min), konuuectBo CD3+52,2 % (N-58-85 %),
CD3+HLA-DR+ 5,2 (N — 3-15 %), CD3+CD4+ 32 (N — 30-56 %), CD3+CD8+ 19,2 (N —
18-45 %), CD3+CD4+/CD3+CD8+.1,7 (N — 0.6-2.3), CD3-CD8+ 0,7, CD19+ 40 (N — 7—
20 %), CD3-CD16+CD56+ 2,6 (N — 5-25%), CD3+CD16+CD56+ 0,2 (N — 0-5%),
mumdonmtapasie Bopora 99 (N — 95-100 %); abcomroTHOE conepxkanue T-mUMQOIUTHI
0,86*10°%1), B-mumdorutst 0,66*10°. C yueToM BBIABIEHHBIX M3MEHEHHI Ha (oHE MpHeMa
TOPMOHOB PEKOMEHI0OBaH KOHTPOJIb B AUHAMUKE.

B Teuenne 4 MecsAueB CTPOrod 3IMMHHALMOHHOW JIHMETHl M KOPTHUKOCTEPOUIHOU
Tepanuyu KyIUpOBAIMCh CUMIITOMBI MajibabcopOuuu, peOeHOK Hayayl npuOaBisTh B Bece,
CHU3MUJICSI YPOBEHb aHTHUTEN K INIMAJNHY, B CBSI3U C YEM BBICTABIICH AMATHO3 LEJINAKHUSL.

Jlanee peOeHOK B TeueHHE JBYX JIET HAXOAWJICA MOJ MEIUIMHCKUM HaOIIo/eHueM
C JMarHo3amM: HEPPOTHYECKMH CHUHIPOM, pEUUAUBUPYIOIIEe TEUEHHE, LEeIUuaKus,
atronuueckuit ngepMaTtut. [lpu yxXy[mleHMM KIMHUYECKOro craryca U Ja0opaTOpHBIX
noKa3areied MNEepUOJANYECKH TOCIUTAJIN3UPOBAICSI B  HEPPOJIOrHUEcKoe OTAEICHHE,
IPOBOJMIIACH KOPPEKIHs Tepanuu, coOo1anack cTporas 0e3rimoTeHoBas auera. B Bozpacre
4-x neT npoBeeHa HehpoOuoICcHsl, BbISIBICHBI IPU3HAKK MEMOPaHO3HON HepponaTHH.

Yepez 3 roma OT Hauyaja JICYEHHs] IMOBTOPHBIM 3MH30J YXYIIIEHHUS COCTOSHUSA —
MOSIBUJICS KUAKUN CTYJ, OTEKH, CHI)KEHUE Beca MPU OTCYTCTBHUM M3MEHEHHI CO CTOPOHBI
aHaJIN30B MOYHM. PeOeHOK OblT roCUTaIM3UPOBAaH B TacTPOIHTEPOIIOIMUYECKOE OT/ENICHUE,
B J1a00paTOPHBIX MMOKA3aTEJSAX BBISBICHBI TsKENAs TMIIONPOTENHEMHUS, THII0AIbOYMUHEMUS,
JTU32JIEKTPOJIUTHBIE HapylleHus. BblmonHeHa mMOBTOpHAs 330(aroracTpo1yo€HOCKOMHS,
0 JaHHBIM OWONCHM TOATBEpPXKIEH arpoduueckuit ayoxeHuT. Ilpu KoloHOCKOMUH
oOHapyxeHbl aTpodus CIU3UCTOW ITUCTAIBHBIX OTAEJIOB TOHKON KHUIIKH, pacIIMpeHue
IIPOCBETa TOJICTOM KMIIKH, TPU3HAKKM OCTPOrO0 HEBBIPAXKEHHOIO KoyMTa. B cBsA3M
C COYETaHMEM CHMIITOMOB (HedpomaTusi, DSHTEpONaTus, AEPMaTHT, PE3UCTEHTHOCTh
K KOPTHKOCTEPOUTHON TEepamuH) MPOBEACHO I€HETHUECKOE TECTUPOBAHUE Ul MCKIIOYECHUS
HNEPBUYHOTO UIMMYHOAe(DULIUTA.

PesynpTaThl  TOJNHOPK30MHOTO  CekBeHHpoBaHus Mytamuio FOXP3  (Bapumant
c.748 750del (p.Lys250del)), uto siBMIOCH OCHOBaHWEM TMOCTaHOBKHM nuaraoza IPEX-
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cuHApoM. JlaHHas MyTanus, 110 JaHHBIM HAay4YHOW JIMTEPATYPBI, ABJISETCS KpalHE PEIKOU
(Ha ceromHSAIIHUN JeHb ommcaHo 2 ciydas). PeGenox mepeBemen B PHIIL[ merckoi
OHKOJIOTMH, T€MATOJIOTUU ¥ UMMYHOJIOTHH ISl IPOIOJKEHUS 00CIIEIOBaHUS U JICUCHHUS.

B omnucanHom ciydae oTMmedaeTcss HEOOBIYHOCTb KIMHMYECKOW MaHMpecTanuu
¢ HedponaTuu, MPUCOCTUHEHUEM SHTEPONATHH, KOTOpas B TEUYECHHUE MIUTEIHHOIO BPEMEHU
KylMpoBajach arjMaJdHOBOM JMETOW 0e3 CONYTCTBYIOLIMX SHAOKpPUHOMATHUH. OTH
CHUMIITOMBI HE SBJISIOTCS INEPBUYHBIMHU IIpU Kiaccudeckom cuniapome IPEX, uro cinemyer
pacleHuBaTh Kak aTunuuHblid BapuaHT IPEX.

Takum 00pa3oM, IUArHOCTUYECKHN IPOLECC NpEeACTaBIseT co00i JBE OCHOBHBIC
npobaembl. C OJHON CTOPOHBI, MALMEHTHI C PAHHUM TSDKEIBIM (PEHOTHIIOM, B OCHOBHOM
CBSI3aHHBIM C SHTEPONATUEH U HEKOHTPOIUPYEMBIM AUA0ETOM, TPEOYIOT OBICTPOrO U TOYHOI'O
MarHo3a, 4YToObl TPOBOIUTH AaJE€KBAaTHYIO TEpaluio, TO €CThb HMMYHOCYIPECCHUIO
C HocieayroLel TpaHcaanTanuei remonostudeckux crBosioBbix kinerok (TI'CK), kornaa sto
BO3MO>XHO. C Ipyroil CTOpOHBI, Y NAIIUEHTOB C aTUIMYHBIMU, 00Jiee JETKUMH WU O3 JHUMHU
ayTOUMMYHHBIMHU HpOSIBICHUSIMH Ipo0JieMa MOXXET He JUarHOCTUPOBATbCA B TEUYEHUE
MHOTUX JIET C TOCIEAYIOIIMM MEJUIEHHBIM, HO IIOCTOSHHBIM IPOTPECCUPOBAHUEM
3a00JIeBaHUA.

3akirodenue. [lepBbIM 11aroM K yaydiieHUIO JuarHocTku cuHapoma IPEX sBnsercs
MOBBILIEHHE OCBEJOMJIEHHOCTH U HACTOPOKEHHOCTH MEIMLMHCKUX PaOOTHUKOB O JaHHOMN
natojoruu u ee cumnromax. Cuagpom IPEX nmeer HeOnHOPOAHYIO KIMHUYECKYIO KApTUHY
U sBomonui; obOHapyxkenne wmyrtaruun FOXP3 sBnsercs cinokHOW 3amadeil, HO WUMeEET
NEpBOCTENIEHHOE 3HaUeHHEe AJIs MporHo3a. Kak B ciydae TsDKENbIX, OBICTPO Pa3BUBAIOIIUXCS
CUMITOMOB, TaK U B CIy4ae XPOHMUYECKOIO MEJIEHHO MPOTPECCUPYIOIIETO KIMHUYECKOTO
TEUEHUs JI0JKHA ObITh IPOBEICHA OLIEHKA PUCKA U MOJIb3bl TEPANIeBTHUECKUX BMEIIATEIbCTB.

Hcnonp30BaHnEe reHETUYECKOTO TECTUPOBAHUS Ja€T BO3MOKHOCTb U3yUUTh aTUIIHYHBIE
NposiBJIEHUs 3a00j1eBaHus. Mbl OTYEPKUBAEM Ba)KHOCTb BBISIBICHUSI HEOOBIYHBIX MTPU3HAKOB
cugapoma IPEX, xoTtopsle MOryT momouyb BpauaM 3alo03pUTh 3a0ojeBaHHUE, Naxe IMpU
ATUMUYHON KJIMHUYECKON KapTHHE:

® CUMIITOMBI co CTOPOHBI JKEITY0YHO-KUILIEYHOT O TpakTa
(XpoHHUECKas/mepemMexKaromascs auapesi, pesucTeHTHas K 3ameHe cmecu; B3K ¢ panHum
HayasioM win B3K, ycroiiuuBple K JIEYEHUIO; LETHAKUsI, PE3UCTEHTHAsA K O€3TIIFOTEHOBOMU
ieTe),

® CUMITOMBI CO CTOPOHBI SHAOKPUHHOW CUCTEMBI (caxapHbli 1uader 1 Thma ¢ mo3IHuM
HA4aJioM),

® JICPMaTUT, CBSI3aHHBIN C IPYTUMU ayTOMMMYHHBIMH IIPOSIBIIEHUSIMU,

® MYJIbTHOPTaHHBIA AyTOUMMYHHUTET C SHTEPUTOM WM O€3 HEro.
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DIAGNOSIS AND TREATMENT OF THE IPEX SYNDROME

Savanovich I.1., Pisarik D.M., Liagushevich M.E.

Educational institution «Belarusian State Medical University»,
Minsk, Republic of Belarus

IPEX syndrome (immune dysregulation, polyendocrinopathy, enteropathy, X-linked)
is a complex autoimmune reaction, beginning in the perinatal period, caused by dysfunction
of the transcription factor forkhead box P3 (FOXP3). Manifestations of IPEX syndrome may
include recurrent infection, hemolytic anemia and cytopenia, alopecia, autoimmune
thyroiditis, atrophic gastritis, duodenitis, interstitial lung disease, and other autoimmune
diseases such as hepatitis and nephritis. In most cases, patients die at an early age from severe
malabsorption or from generalized sepsis. Timely diagnosis plays a fundamental role in the
management of patients with IPEX syndrome. This article describes a clinical case
demonstrating the difficulties of differential diagnosis in patients with this pathology.
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