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IPEX syndrome (X-linked immune dysregulation, polyendocrinopathy, enteropathy) is one of the rare hereditary X-linked forms
of neonatal diabetes mellitus associated with mutations in the FOXP3 gene. The disease is characterized by the combination of
polyendocrinopathy (more frequently neonatal diabetes mellitus) with enteropathy and immune dysregulation. In the majority
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IPEX-cungpom (Immune dysregulation,
Polyendocrinopathy, Enteropathy, X-linked) — Tstke-
JIoe HacJIeACTBEHHOE X-CIICITICHHOE 3a00JIeBaHME, ac-
colMUpOBaHHOE ¢ MyTanusmu B reHe FOXP3 (forkhead
box protein 3 gene), KoOMpPYIOIIeM KITIOUEBOU (paKkTOp
TpaHCKpUIILMKU sl T-peryasaTopHbIX JUMQOIIMTOB.
HuchyHknusg T-peryIaTopHBIX TUMGOIIUTOB BBI3LIBA-
€T pa3BUTHE ITOJIMOPTAHHOM ayTOMMMYHHO ITaTOJIOTUH
B COYCTAHWU C BBIPAXXCHHBIM Ie(EKTOM IIPOTUBOBU-
PYCHOTO M aHTHMOAKTepHAIBPHOTO MMMYHWTETa, YTO B
OOJIBIIMHCTBE CIy9acB IIPUBOIUT K JICTAIBHOMY UCXOMY
B TeUeHNUE | Toma XXN3HU OT TeHEPAIM30BAaHHOTO CETICH-
ca WM TSDKEJION MaabaObCcopOLU, OCIOXHEHHON KU-
IIEeYHBIMU KpoBOoTeueHUsIMU. PaTaabHbIe MCXOOBI He-
penKoO acCOLUMMPOBAHBI C BaKIIMHAIIMCH, BUPYCHBIMHU
WHOEKINSIMA U IPYTUMH SK30TCHHBIMA MMMYHOCTH-
MYJIIPYIOIITUME Bo3aeiicTBUsIMU. B To ke BpeMsI B TuTe-
patype ONMCAaHBI B3POCTbIC IMALMEHTHI C HEMOJHOM
dopmoii IPEX-cunapoma ¢ Markum teyeHuem [1].

Yacrora BcTpeuaemoctu IPEX-cuHnpoma B HacTo-
qiree BpeMs He onpenenieHa. [To ganaeiM O. Rubio-

Cabezas [1], myranuu B reHe FOXP3 BoisiBiensl y 4%
MAIlMeHTOB MYXCKOTO IToJIa ¢ TIepMaHEHTHBIM HEOHa-
TanbHBIM caxapHbeIM auabetom (ITHC). KeHmmHBI
SIBJISIFOTCS. HOCUTEJISIMU MYTAaLlMU U, KaK MMPaBUIo, 310-
POBHI.

Ha cerogHAIHUI IeHb HACUUTBIBAIOTCH OoJiee 136
MAlUEeHTOB C TeHETUYEeCKM IMoaTBepxKaeHHbIM [PEX-
cuHOIpOMOM [2]. B oTeduecTBeHHOI IMTepaType ciaydan
caxapHoro nuabeta (CJI), cBI3aHHBIC ¢ MyTallUSIMU B
rene FOXP3, paHee He ObUIM ONTUCAHDI.

KAMHn4eckui cayvai

Manb4yuK OT BTOpOii OepeMeHHOCTH, MPOTeKaBIlIei
Ha (oHe paHHero Tokcukosa. Pomwl Ha 37-i1 Henene,
Macca Teya mpu poxaenuun 3360 r, mivHa Tena 53 cM.
Ouenka no mkane Anrap 7—S8 6GamroB. Pomurenun mn
cTapllnii peOeHOK B CEMbe (IeBOYKA 5 JIET) 310POBHI.

C poXIeHUs OTMEYEHBI SIBJICHUs TUIIEPKepaTo3a,
IUIACTUHYATOrO IIEJIYIIEHUSI KOXMU, HMKTePUIHOCTh
KOXM U CKJIEep, HEBpOJOIrMYecKass CHUMIITOMAaTHKa B
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Bume cuHmpoma Bo30OyxkmeHuss IIHC. Ha 5-e cyrkm
KU3HU TIepeBeAcH B OTIEJCHUE IMaTOJIOTUM HOBOPOXK-
IIEHHBIX C TTOAO3PEHUEM Ha TeMOJIMTUIECKYIO 0O0JIe3Hb
HoBopoxkaeHHBIX 1o cucteme ABO [y matepu I (0) rpyr-
ma KpoBu Rh+; y pedenka III (B) rpynma xkposu Rh+].
B ananm3zax xkposu: anemust (Hb 95 r/n), s03unodunnus
(11—20%), runepouanpyouHemus (0011 OUIUPYOUH
209,8 MKMOJIb/11, HeTIpsiMOii 199 MKMOJIB/JT), TUIIOIIPO-
TEMHEMMUS ¥ TUTI0AIbOYMHEMUS. BhImcaH mo HacTos -
HUIO poauTenieil Ha 20-e CYyTKM KM3HU Ha (POHE YacTHY-
HOTO YJIYYIIICHUSI COCTOSIHMSI M COXPaHSIONIeICs 2031~
HouUIMN.

B Bo3pacte 29 gHeit TOBTOpHAsI TOCIIUTAIN3ALINS B
CBSI3M C HapacTaHUEM BSUIOCTHU, TIOTEpeil MacChl Tela,
nosiBieHueM cyodeopunureTa. I1py MoCTyIIeHUM BbI-
SIBJICHO TIOBBIIICHUE TIIMKEMUM 10 28 MMOJb/JI, MEeTa-
bonmyeckuit aummo3 (pH xpoBu 6,9, BE —25,7
MMOJIb/7). JlnarHOCTUPOBAH caxapHbIil TadeT 1 Havya-
Ta UHTCHCHUBHAS Tepallksl, BKIIOYAIOas UHCYJIUHOTE-
pamnuio.

Hecwmortpst Ha Hopmanuzanuio KIIC u noctuxenue
CyOKOMIICHCAIIMU IIMKEMUH, COCTOSTHHE peOeHKAa OCTa-
BaJIOCH TSKeIbIM. OTMEYaUCh BSJIOCTh, CHIDKCHUE all-
MeTUTa, MPU3HAKNW WHGUIIMPOBAHHOTO aTOIMYECKOTO
nepMaTuTa, cyodeOpwInTeT, 3MU30INYECKU IHuapes,
OTCYTCTBOBaJia ITpubaBKa Macchl Tesia. B aHanu3ax Kkpo-
BM: HEUTpOMWIBbHBIN JeiikouuTo3 (16—22-10°/1), 203u-
Hoduus (10%), aHemus (reMorjiodouH 76 r/J1, 3pUTpo-
uuthl 2,5-10'2/1), runonporenHeMust (53 r/11), TUIIO-
anpoymuHeMus (33 1/71); MOBBIIIEHUE YPOBHS IIEUCHOY -
HBIX TpaHCaMHWHA3. YPOBEHb ITPOKAIBIIUTOHMHA KakK
MapKepa TSLKeJIol 0aKTepuaJbHOM WIM IPUOKOBOI MH-
dexunu cocraBua 4 Hr/mia (Hopma 0,05—0,1 Hr/mi);
IIPY 3TOM OYar BOCITAJICHUsI YCTAaHOBUTH HE YIAJOCh.
HbA, 6511 yMepeHHO noBbleH (6,4%), Ipu 3TOM UMe-
JIO MeCTO CHIXeHUe ypoBHs C-rentuma 10 21 mMoJb/
(Hopma 80—850) 1 OTCyTCTBOBAIM aHTUTENA K MHCYJIU-
HY, OCTPOBKOBBIM KJIETKaM, TUpOo3uHpocdaTase 1 Iiiy-
TamataeruaporeHase. B tupeomgHom mpodune: TTT
8,85 MME/n, cB. T4 12,8 mmoman/n, AT TIIO 111 en/n
(Hopma 0—34).

Ha 40-¢ cyTku nipeObIBaHMS B CTallIOHApe, HECMO-
TPs Ha IMMPOBOAMMYIO TEPAIIUIO, BKIIIOUasi aHTUOMOTUKHI
pe3epBa, COCTOSIHME peOeHKa pe3KO YXYAIIUIOCh, I0-
SIBUJIMCH (heOpUIbHAS JIMXOPAaKa, SIBICHUSI TOKCHKO3a
C DKCUKO30M, MeTabonunueckuii anmumo3 (pH 7,0 BE
—27,0), mpu 3TOM coxpaHsIach CyOKOMITEHCAIUS YIJIe-
BOIHOTO oOMeHa (TiukeMust 1o 12,6 Mmodb/n). UHTeH-
CHBHasl Tepamnusl oKaszajach Oe3pe3yJbTaTHOI, U Ha
¢oHe HapacTaIIUX SIBJICHUIN MOJUOPraHHON HeToCTa-
TouHOCTU B Bo3pacte 10 Henm Obul 3ahMKCHUpOBaH Jie-
TAJIBHBIA UCXOI.

YuuTeiBasi HaJaW4dMe y MajdbuMKa HEOHATaJIbHOIO
CJl B coyeTaHUU C TSKENON PE3UCTEHTHON K Tepanuu
UHOEKIINEH, SHTEPUTOM, OPAKCHUEM KOXHU, ayTOMM-
MYHHBIM TUPEOUIUTOM, 303UHOMUINEH, OB 3aII000-
3peH IPEX-cunapom.

30

MO/lele/lﬂpHO-ZEHemLﬂteaCue uccnaedosanus

T'enomuyo JIHK Beigensiniu u3 mnepugepudeckux
JIGUKOIIUTOB C MCIIOJIb30BAaHUEM CTaHIAPTHBIX METO-
noB. C TMOMOLIBIO TMOJAMMEPA3HOM LEMHON peakuuu
(IMP) ammiudunupoBasu ¢GparMeHTbl T€HOMHOM
JAHK, oxBaThiBalollye KOAUPYIOILIYIO MOCIE€I0BATE b~
HocTh TeHa FOXP3 ¢ MpUMBIKAIOIIMMU y4acTKaMU WH-
tpoHoB. Ilocie anekTpodopesa B 1% arapos3Howm rejie
npoaykTel TP ouninanu ¢ ucnonb3oBaHueM Habopa
Cleanup Standard («EBporen», Poccust), a 3aTeM cek-
BEHMpPOBAJM Ha aBTOMaTU4YeckoM cekBeHaTope ABI
Genetic Analyzer 3130 («Applied Biosystems», CIIIA).
ITpu nmpoBenenuu ITLP 1 nocaenyroiieM ceKBeHUpOBa-
HUM COOTBETCTBYIOIIMX S5K30HOB M IPUMBIKAIOIINX
YYaCTKOB MHTPOHOB UCITOJb30BAJIM CJICAYIOIINE OJIUTO-
HYKJICOTHU/IbI:
1F, 5’-CTCAGGTGGTCGAGTATCTC-3’; 3R,
5-TTTGACCCCCAGAGTACTG-3’; 5R,
5’-GATGAAGCCTGAGCTGAGATC-3’; 6F,
5’-TGGGGCTCAGAGGAGAGAAC-3’; 8R,
5’-GGCAGCATGGAGCTCCTTTG-3’; 9F,
5’-GTGAGATCTCAGGCCTGTAG-3’; 11R,
5’-CAGTGGAAACCTCACTTCTTG-3’.

B kauyectBe pedepeHCHOI mMocaenoBaTeIbHOCTH
Koaupywoueit oonactu reHa FOXP3 wcnonb3oBajach
cebika Genbank (http://www.ncbi.nlm.nih.gov/sites/
entrez) mon HomepoM NM_014009.3. O6o3HaueHUEe My-
TalUii MPOBOIWIN B COOTBETCTBUU C PEKOMEHIALIUSIMU
J. den Dunnen u S. Antonarakis [3].

IIpu cexBeHupoBanuu reHa FOXP3 y pebeHKa BbI-
sIBJIeHa TeMU3UTOTHasI TpaHcBepcus ¢.1228G>T B 9K30-
He 11, 4TO IPUBOAMIIO K 3aMeHEe KOAOHA ITyTaMUHOBOI
kucinotsel (GAG) Ha cromn-kogaoH (TAG) B nonoxeHuu
410 (p.E410X) (cm. pucyHoK, a). Y maTepu peOeHKa TaH-
Hasl MyTaliMs Obljia BbISIBJIEHA B T€TEPO3UTOTHOM COCTO-
SIHUM (CM. PUCYHOK, 0). JlaHHAs1 MyTalusl ONUCHIBACTCS
BIIEPBBIE.

Oo6cyxaeHune

IPEX-cuHapoM ObUT BliepBble KTIMHUYECKU OMUCAaH
B 1982 r. B. Powell u coasr. [4]. B 2000—2001 rr. 6610
JIOKa3aHO, YTO B OCHOBE 3a00JIEBaHUS JIEXUT AeDeKT
reHa FOXP3 [5—T7].

FOXP3 noxkanmuzoBaH Ha xpoMocome Xpl1.23, co-
cTouT U3 11 Komupyroumuyx 3K30HOB U crenubUIecKu
skcnpeccupyercss CD4+CD25+ peryasitopHbiMu T-KIteT-
Kamu B TUMyce u Ha nepudepuu [8]. 'en FOXP3 xonu-
pyet cnenududeckuii paktop tpaHckpunuuu FOXP3
(forkhead box protein 3) nnm ckapduH, OTBEHAIONINI 32
o0pa3oBaHue U (QYHKIMIO PETyIATOpHBbIX T-1umdbo-
utoB CD4+CD25+, obnamaromux WUMMYHOCYTIpec-
cuBHbIMU cBolicTBamu [9, 10]. UMMyHOCynpecCcuBHBIE
CD4+CD25+ perynsitopHble T-KJIETKH COCTaBJISIIOT
HeGombIIoi mpoueHT (5—10%) ot momynsuun CD4
T-numdounToB (T-xenmnepoB), KOTOpbIE Pa3BUBAIOTCS
B TUMyce. JIaHHBIE KJIETKU SKCIPECCUPYIOT PELenTOp
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PeBy/\bTaTbl FeHEeTUYEeCKOro UCCAeAOBaHuUA.

a — (parmeHT nocenoBaTeIbHOCTH 9K30Ha 11 reHa FOXP3 y mauuenTa. ['emMu-
3uroTHast TpaHcBepcusi ¢.1228G>T (oTMeueHa CTpesikoii) B 9k30He 11 ¢ 3ame-
HOI KofoHa ryTaMuHOBO# Kuciaotel (GAG) Ha ctomn-konoH (TAG) B monoxe-
Huu 410 (p.E410X); 6 — retepo3urotTHasi MyTalusi B TOM Ke MOJIOXeHUH (OT-
MeveHa CTPENIKOiT) Y MaTepy MallueHTa.

a-uenu uHtepieiikuHa 2 (CD25), UMTOTOKCUYECKUIA
T-nmumbonuT-accoruupoBaHHbiii aHTureH 4 (CTLA-4)
U TIIOKOKOPTUKOWI-MHAyUMpyeMbiii penentop TNF
(GITR), a Takke TPOAYLIMPYIOT UMMYHOCYIIPECCUBHbBIC
uutokuubel MJI-10 u TGF-B [9, 10]. ®akrop TpaHCc-
kpunuuu FOXP3 — Haubosee crienupuyeckuii Mmoe-
KyJsipHbIit MapKkep CD4+CD25+perynsitopHbix T-Kie-
TOK [8].

Hanuune myramuii B reHe FOXP3 o0ycinoBnuBaeT
MOBBIIICHUE UMMYHOJIOTUYECKOM PEaKTUBHOCTH Opra-
HM3Ma M MHOTOKPAaTHO YBEJIUYMBACT PUCK Pa3BUTUS
ayTOMMMYHHBIX 3a0oyieBaHuil. Ckap(UH COCTOUT M3
431 aMMHOKMCJIOTHI M MMEET HECKOJbKO (PYHKIIMO-
HaJIbHO 3HAYMMBIX JOMEHOB, BKJtovarommux C-KoHIle-
Boit JAHK-cBssbiBarommii momeH (forkhead box);
N-KOHILIEBOI1 TOMEH; TOMEHBI «IIMHKOBBIX IMAJbLIEB» U
WICHIIMHOBOM MOJIHMM», Y4acCTBYIOIIME B MEXOEIKO-
BBIX B3aUMOJICHCTBUSX.

B nacrogee Bpems B reHe FOXP3 onucaHo 6oJjiee
63 mytanmii [2]. BoJbIIMHCTBO U3 HUX PACITOJIOXEHEI B
sk30Hax 9—11, konupyonux C-repmuHanbhbiil JJHK-
CBSI3BIBAIOIIMI JOMEH, M B 9K30HaX 1—5, KOIUPYIOIINX
N-tepmuHaibHbIN ToMeH [2]. Hanbonee xapakTepHbI-
MU 1151 TaieHToB ¢ IPEX-cuHapoMoMm sBsiioTcst HOH-
CEHC-MYTallM M MyTallMM CO CABUIOM PAMKU CUUTHIBA-
HMSI, peXe BCTPEYalOTCsl MUCCEHC-, CIUIAMCUHI-MYyTa-
LIMU ¥ MyTallMK, TIPUBOISIIME K HAPYIICHUIO TTOJIMAIE-
HunupoBanusgs MPHK [2, 11, 12]. Myrauus, o6Hapy-
JKEHHasl Y HaIllero IMallMeHTa, OTHOCUTCS K HOHCEHC-
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MyTalldsIM M JIOKaJau30BaHa B 3k30He 11 rena FOXP3.
XapakTep M JIOKAIW3alMs MYTallu{d OIpPEHCsSIOT Ts-
JKECTh KJIMHUYECKUX IMpOosBIcHUT 3a0oneBanus. HoH-
CEHC-MYTallMH, a TAaKXe CIIaliCUHT-MyTalllii, MyTallli
CO CIBUTOM PaMKHU CUMTHIBAHUS M MUCCEHC-MYTaIlUH,
pacnionoxeHHble BJIHK-cBsa3biBatoneM C-TepMuHaIb-
HOM IOMEHE, IMPUBOMST K MOJHOHN motepe (yHKINHU
nporenHa FOXP3 1 accounnpoBaHbI ¢ TSKeNnoit (Kiac-
cuyeckoii) opmoii IPEX-cungpoma [2, 13]. Jding nma-
IIMEHTOB C MMCCEHC-MYTallUsIMHU, PaCIIOJI0XEHHBIMU
BHe JIHK-cBs3biBatoiero caiita, a Takxxe ¢ MyTalMs-
MM, BBI3BIBAIOIIMMU HapyIIeHUE IOJMAICHUINPOBa-
Huss MPHK, xapakTepHo coxpaHeHME OCTaTOYHOM
¢GyHKIMK cKapdrHa 1 0oJiee MATKOE TeueHue 3a0oJe-
BaHud 2, 14].

B 6onbpmmHceTBe ciyyaeB IPEX-cunapom nebrotu-
pyeT cpasy IIocjie pOXICHUS WIM B TEUCHHUE IIEPBOTO
rojua XW3HU manueHToB [1, 2, 15]. KnuHuyeckue mpo-
apnenust IPEX-cuHapomMa kpaitHe BapuabenbHBI. Jlis
OOJIBIIMHCTBA IMAIlEHTOB XapaKTepHBl HOPMAaJIbHbIE
MAacCO-pOCTOBBIC ITOKA3aTEIN IIPU POXKICHUN, HO BCKO-
pe pasBHUBaeTCs KiaccMyeckKasi Tpuaaa IIPU3HAKOB,
BKJIIOYAOIasi ayTOMMMyHHyIo sHTeponaTtuio (100%
ciay4daeB), nojausHmokpuHonaTtuio (70—80%) u mopa-
JKEHMS KOXU U CIM3UCTHIX (0K0sI0 65%) [1]. Tsaxenble
PELMINBUPYIOIIE MHMEKIINN TaKXKe SIBJISIOTCS OTHUM
W13 BeAYIIMX TIPU3HAKOB 3a00JICBaHUSI U HEPEAKO TIPH-
BOIAT K Pa3BUTHUIO TeHEPAIM30BAHHOIO CEIICHca U Jie-
TaJbHOMY HCXO/Y B TEUCHUE IMEPBBIX 2 JIET XXU3HU MallH-
eHToB [1, 2, 16]. AyrouMMyHHas SHTEPOITaTUsI — OIUH
W3 HanboJiee MOCTOSTHHBIX TTpu3HakoB IPEX-cunapoma —
MaHuGEeCTUpyeT B MepBble MeCSIbl KU3HU peOeHKa U
XapaKTepU3yeTCsl TSLKEIBIM IIPOrPEeCCUPYIOIINM Tede-
HUEM C pa3BUTHEM CHHIPOMAa MajibabCOPOIIMU, TIPUBO-
JSIIIEM K TSKEI0i O6eJIKOBO-9HEPreTUYeCKOM HeaocTa-
ToyHOCTU. Mopdosornyeckre U3MEHEHUS XapaKTepy-
3YIOTCS YMEPEHHOI WJIM BBIPaXKEHHOU aTpodueil Bop-
CUH ¢ MOHOHYKJIeapHOI MH(MUIbTpalMeii COOCTBEHHOM
IUTACTUHBI  CIM3UCTON OOOJOYKM TOHKOW KMIIKH.
B psine ciygaeB ToTasnibHas aTpousl BOPCUH aCCOLIMU-
pOBaHa C HEKPO30OM SIUTEIUAIBHBIX KJIETOK 1 (hOpMHU-
poBaHueM KpunradcueccoB. [Ipy UMMyHOIOIrHYECKOM
WCCJIEIOBAaHUU OIPEACNISIIOTCS aHTUTeda K aHTUTeHaM
sHTepounToB: AIE-75 1 Bumuny [17].

KoxHbIiA CHHAPOM MOXET ObITh MPEACTABIEH 3KC-
(GOIMATUBHBIM JIEPMAaTUTOM, UXTUO30(POPMHBIM Oep-
MaTUTOM WJIM TICOPMA30oM. Y HEKOTOPBIX MallMeHTOB
OIMCAHBI TSLKEJIbIE XCHIUTBI, OHUXOAUCTPO(DUs, ajxo-
neuus. KoxHble mposBieHus vaie Bcero n1udys3HHl,
YCTOMYMBHI K Tepaluy aHTUTMCTAMUHHBIMU TIperapa-
TaMU U KOPTUKOCTEPOUIAMU MECTHOTO ICHCTBUS; Ya-
CTO OCJOXHSIIOTCSI BTOPUYHOI OakTepuadbHOU WU
rpubKoBoit MHMeKkLme [18].

DHIOKPUHONATUM B OOJIBIIMHCTBE Cy4aeB Mpe-
CTaBJICHBl ayTOMMMYHHBIM WHCYJIMH3aBUCUMBIM CJI,
JNeOIOTUPYIOIIMM B TeUEHME IIEPBBIX 6 MEC XM3HM pe-
6eHka. ['opa3mo pexe HapyleHus yIIAeBOJHOTO OOMeHa
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BBISIBJISTIOTCS Y IeTel cTapiiero Bo3pacta [15, 19]. Ayro-
WUMMYHHBI THPEOMIUT — BTOpAsT IO YacTOTe DHIO-
KpuHHas naroJjiorus y nauueHToB ¢ IPEX-cunapomom
— vyale Bcero mnposBisiercsl Tunotupeo3oM [1]. Kak
MIPaBUJIO, OTIPEACIISICTCS TIOBBIIIICHUE YPOBHS aHTUTEN K
TUPEOIIEPOKCHUIA3E U TUPEOTIOOYIMHY.

K  pononnutensHbiMu  mposiBieHussM  IPEX-
CHHApPOMAa OTHOCSAT AyTOMMMYHHYIO ITaHIIMTOIICHUIO
(reMoJIUTUYECKAsI aHEMUS C MTOJIOKUTEILHOM peakineit
Kym6ca, TpoMOOLIMTOIIEHUSI, HEUTPOTICHUSI); TeraTh-
ThI, BAaCKYJWUThI, Hedpomatuio (TyOyaoHedpomaTusi,
IJIOMEPYJIOHEDPUTHI ¢ HEe(PPOTUUECKUM CUHIPOMOM,
WHTEPCTULIMAIbHBIE HE(MPUTHI), apTPUTHI, MUO3UTHI,
CIUICHOMETAJINIO M TeHEepaIM30BaHHYIO JIMMdameHoIa-
tumo [1, 2, 14, 16, 19, 21—23]. TunuyHoii 1aGopaTop-
HoOM Haxoakou y mauueHToB ¢ IPEX-cunapomom siBisi-
10TCs 203uHOGMINS (Y Hallero MmauueHTa 303MHO(MU-
JIMS ObUTA 3apeTUCTPUPOBAHA C TICPBLIX THEW KU3HMN) U
3HauYUTEeIbHOE MoBbIIeHUe ypoBHS IgE. B OonpmmH-
CTBE CJIy4aeB TaKXKe BBISIBIISIIOTCS ayTOAHTUTEJIA K aHTH -
reHaM 3HTepouuTOB: BWUIMHY U AIE-75; K uHCyIuHYy
(IAA), mankpeatnyeckum B-kiuerkam (ICA), rmyramar-
nerupporeHase (GAD), Tuposungocdarase (1A-2); Tu-
peoriepoKkcuaase, TUPEOTIOOYINHY, aHTUIPUTPOIIM-
TapHbIC aHTUTEJIa, a TAKXKE aHTUTeNIa K HeUTpodmiam u
TpoMbouuTaM. Y NallMEHTOB C ayTOUMMYHHbBIM rernaTu-
ToM omnpenensitorcss ASMA u antu-LKM antutena u
np. [20]. B To ke BpeMs OTCYTCTBUE TUATHOCTUUYECKOTO
TUTpa aHTUTEJT Y MalMeHTOB MyxcKoro nona ¢ [TIHCI u

AUTEPATYPA

1. Rubio-Cabezas O, Minton JAL, Caswell R, Shield JP, Deiss D,
Sumnik Z, et al. Clinical Heterogeneity in Patients With FOXP3
Mutations Presenting With Permanent Neonatal Diabetes. Diabe-
tes Care. 2009;32(1):111-116. doi: 10.2337/dc08-1188

2. Barzaghi F, Passerini L, Bacchetta R. Immune Dysregulation,
Polyendocrinopathy, Enteropathy, X-Linked Syndrome: A Para-
digm of Immunodeficiency with Autoimmunity. Frontiers in Im-
munology. 2012;3. doi: 10.3389/fimmu.2012.00211

3. den Dunnen J, Antonarakis S. Nomenclature for the description
of human sequence variations. Human Genetics. 2014;109(1):121-
124. doi: 10.1007/s004390100505

4.  Powell BR, Buist NRM, Stenzel P. An X-linked syndrome of di-
arrhea, polyendocrinopathy, and fatal infection in infancy. The
Journal of Pediatrics. 1982;100(5):731-737. doi: 10.1016/s0022-
3476(82)80573-8

5. Chatila TA, Blaeser F, Ho N, Lederman HM, Voulgaropoulos C,
Helms C, et al. JM2, encoding a fork head—related protein, is
mutated in X-linked autoimmunity—allergic disregulation syn-
drome. Journal of Clinical Investigation. 2000;106(12):R75-R8]1.
doi: 10.1172/jcil1679

6. Bennett CL, Yoshioka R, Kiyosawa H, Barker DF, Fain PR,
Shigeoka AQO, et al. X-Linked Syndrome of Polyendocrinopathy,
Immune Dysfunction, and Diarrhea Maps to Xp11.23-Xq13.3.
The American Journal of Human Genetics. 2000;66(2):461-468.
doi: 10.1086/302761

7. Wildin RS, Ramsdell F, Peake J, Faravelli F, Casanova J-L, Buist N,
et al. Nature Genetics. 2001;27(1):18-20. doi: 10.1038/83707

32

COITYTCTBYIOILIIEM ayTOMMMYHHOM ITaTOJIOTUEH, IO MHE-
Huto O. Rubio-Cabezas u coaBr. [1], He DOKHO SIB-
JISTBCSI OCHOBAaHMEM IUISI OTKa3a OT IPOBEACHUS TeHE-
TUYECKOTO OOCJIeIOBAaHUS Ha TMPEIMET BBISIBICHUS
IPEX-cunapoma.

AddexruBHasa Tepanus IPEX-cunnpoma B HacTosI -
1iee Bpemsl, K COXaJeHUlo, He pa3paboTaHa. JleueHue
MaIMeHTOB TPOBOIUTCS MOCUHIPOMHO; OOJBIIMHCTBO
IeTel Hy>KIaTcs B MapeHTepalbHOM MuTaHuu. Heko-
TOpBIE aBTOPHI OMMCBLIBAIOT TMOJIOKUTENbHBIN 3DdeKT
MMMYHOCYTIPECCUBHBIX MpPeTapaToB (LIMKJIOCIIOPUH A,
TaKpOJIMMYC, CUPOJIUMYC U T.H.), KOTOPBIC TTO3BOJISIOT
YAaCTUYHO KOHTPOJIMPOBaTh ayTOMMMYHHBIE HapyIle-
Husg [24, 25]. Haubonee nepcneKTUBHBIM HaIlpaBlIeHU -
em B Tepanuu IPEX-cuHapoma cuuTaeTcsl mepecaaka
KocTHoro mMosra [11, 26].

3akAloueHue

IIpencraBieHHbI KIMHUYECKUM cydyaih JeMOH-
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