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CUHAPOM X-CLIETIAEHHON MMMYHHOW AVICPETYASIIIVH,
ITIOADHAOKPUHOIIATUN U DHTEPOIIATUU (IPEX-CUHAPOM)
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IPEX-cuagpom (Immune dysregulation, Polyendocrinopathy, Enteropathy, X-linked) — Tsa:xemnxoe
HaCJIeICTBeHHOe X-CIeIIeHHoe 3a0oJieBaHHe, ACCOLMUPOBaHHOe ¢ MyTamusavmu B rene FOXP3
(forkhead box protein 3 gene), apaaronmemMca KI0UIeBBIM (PaKTOPOM TpaHCKpuniuu niag T-perymsa-
TopHbIX Jumdonnutos. Hamnmune myranuit B FOXP3 rene 00ycJOBINBaeT MOBBIIIEHNE HMMYHOJIO-
THYEeCKOH PeaKTHBHOCTH OPraHM3Ma M MHOTOKPATHO YBeJINYHWBAET PUCK PA3BUTHS ayTOMMMYHHBIX
3ab0omesanuii. Hau6onee panHumMu npoasiaeHuavu IPEX-cuapoma ABIAOTCI HEOHATAJBHBIN
caxapuslii gua6et (HCJ), ayronMMyHHasI 9HTEPONATUS ¥ MOPaKeHue KOKYU U CIUSUCTHIX 000I0YEK.
BoabIIHHCTBO MAIMEHTOB HYK/JAIOTCSA B MAPEHTePAJTFHOM INUTAHNU U MOrubGarT B paHHEM Bo3pac-
Te OT TSAMKEJIOH MaIbaGCcopOLUH UK OT TeHePaJIN30BAHHOTO cencuca. B TaHHO# cTraThe IPUBOTUTCS
onucaHNe KINHUYECKOTro CIy4asi, JeMOHCTPUPYIONIEro TPy AHOCTH npoBexeHus nuddepeHuaabHoi
JHMATHOCTHUKH Y MAIMEHTOB C JAHHOI IATOJOTHe.

Knrouesvie cnosa: HeoHamaavHulili caxapHuulit duabem, enomepynroneppum, [PEX-cundpom, myma-
yuu 6 zene FOXP3.
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X-LINKED IMMUNE DYSREGULATION, POLYENDOCRINOPATHY
AND ENTEROPATHY (IPEX SYNDROME)
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IPEX-syndrome (Immune dysregulation, Polyendocrinopathy, Enteropathy, X-linked) is a severe
hereditary X-linked disease associated with FOXP3 gene (forkhead box protein 3 gene) mutations
that is a key transcription factor for T-regulatory lymphocytes. FOXP3 gene mutations causes an
increase in immunological reactivity and greatly increases the risk of autoimmune diseases deve-
lopment. The earliest manifestations of IPEX-syndrome are neonatal diabetes mellitus (NSD),
autoimmune enteropathy, and skin and mucous membrane lesions. Most patients need paren-
teral nutrition and die at an early age from severe malabsorption or generalized sepsis. This
article describes the clinical case that demonstrates the difficulties of the differential diagnosis of
patients with this pathology.

Keywords: neonatal diabetes, glomerulonephritis, IPEX-syndrome, FOXP3 gene mutations.
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Cungpom X-CcIeIIEHHOW HNMMYHHOH gucpe-
TYJANUYN, MMOJUIHAOKPUHONATUU W DSHTEPOIAaTUU
(IPEX-cuuzgpom) 6bl1 BrepBble ommcan Powell B
1982 r. [1], 8 2000 r. Chatalia u Bennett mokasasiu
cBsA3b 3aboJsieBanHusa ¢ myramuaMu B reHe FOXP3
[2, 3].

FOXP3 norkanusoBad Ha xpomocome Xpll.23,
coctouT u3 11 KOOUPYIOMINX 59K30HOB U cHeIupuue-
cku skcupeccupyercsas CD4+CD25+ peryiaaTopHBI-
mu T-KJjeTkamMu B TuMyce u Ha nepudepun [4].

OcHOBHOII (PYHKIIMENl TeHa SBJISETCS Peryss-
nud CHUHTe3a CKapduHa — CcIenu@uuecKoro (pakx-
TOpa TPAHCKPUIIIUU, OTBEUAIOIEro 3a obpasoBa-
Hue W (QYHKIHUIO PeryasaTopHbIX T-auM@oIiuToB
CD4+CD25, ob6amaoinux UMMYHOCYIPECCUBHBIMU
cBoiicTBamu [5, 6].

B macrosiee Bpems B rene FOXP3 omucaHo
6osee 63 myranuii [7]. Haubosee xapakTepHBLIMHU
nisa nanuenToB ¢ IPEX-cuaapoMoM ABISIOTCS HOH-
CeHC-MYTaIlluM, MyTaIluu CO CIBUTOM PAMKU CUUTHI-
BaHUA, MUCCEHC-, CINIAMCUHT-MYTaIllud U MyTaIluH,
MPUBOJAIINE K HAPYIIEHUIO MOJNAaIeHUIUPOBAHUA
MPHEK. BoibInHCTBO MyTaluii PAacIOJIOKEHBI B
sk30Hax 9—11 u 1-5 reHa, KOQUPYIOIINX COOTBET-
crBeHHO C-repmunuanbubIi [IHK-cBaAsbIBaoImuii u
N-TepMUHAJbLHBINA JOMEHHI [ 7].

Kinaccuueckue mpusHaku 3a00JeBaHUS BKJIIO-
YaT IIepMaHEHTHBIN HEOHATAJNbHBIA CaXapHBIN
nuaber (HCH) (70-80% cayduaeB), ayTOMMMYH-
uyto sHreponatuio (100% ) 1 KoKHBIE IIPOSABICHUS
B BHUEe HUXTHO3a, Icopuasza miam sK3eMbl (65%).
Kpome Toro, ommcaHbl manueHThl ¢ HedpoIaTuei,
ayTOUMMYHHBIM TUPEOUJUTOM, Te€IaTHUTOM, TI'€éMO-
JUTUYECKOIl aHeMwueli, MaHIUTONEeHUEN, apTpuUTa-
MU, BaCKyJuTamu u ap. [8—15].

IToMmuMo mosIMOpradHoOil ayTOMMMYHHOW IIaTO-
gorun, auchyuriusg T-peryasaTopHBIX JUMGOIH-
TOB IIPUBOJUT K TAKEJIOMY TeeKTy IPOTUBOBUPYC-
HOTO M aHTUOAKTEepUAaJIbHOTO MMMYHUTETA C BBICO-
KHUM PUCKOM Pa3BUTHUA MreHEPAJTIU30BAHHOTO CeIICuca
Ha (poHEe PeIUAUBUPYIONINX NHPEKIUIA.

Hannume ayTOMMMYHHOM sHTepoIaTHU 00y-
CJIOBJIMBAET CUHIPOM MAajabaOCOPOI[MM, UTO B CBOIO
ouepenb MPUBOAUT K 3aZepikKe (GpU3WUECKOr0 pPas-
BUTUSA, HEOOXOAMMOCTU IPUMEHEHUS CIeIuam-
3UPOBAHHBIX CMecell IJIA SHTEPaJbHOTO MUTAHUA
(BBICOKOTHUAPOJMB0BAHHBIX WUJIN aMHUHOKUCJIOTHBIX
cMeceil) Uau HepeaKo IIOJHOTO IMepeBojia Ha mapeH-
TepasibHOe TtuTanue [16].

daransbHbIe UCXOAbI HEPEJKO aCCOIMUPOBAHBI
C BaKIMHAIMEN, BUPYCHBIMU MHOMEKIUAMUA U APY-
TUMHU OK30T€HHBIMU HMMYHOCTUMYJIUPYIOIIUMUA
Bo3feiicTBUAMI. B TO Ke BpeMs ONMCAHBI CAydau
MATKOTO TeueHUs 3aboseBanudd [8, 15, 17].

Bcem manmentam c¢ gorkasaHabiM  IPEX-
CUHJPOMOM IIPOBOAUTCSA MATOTE€HETUUYECKAA UMMY-
HOCyIIpeccuBHAas Tepanus. K mpemaparaM IepBOit
JUHUU OTHOCATCS TJIIOKOKOPTUKOUABI, TIPU HedD-
(beKTUBHOCTY HA3HAYAIOTCA ITUTOCTATUKU (IIUKJIO-
cuopuH A, cuposumyc u ap.) [18, 19]. BoabmuHCTBO
HaIMeHTOB C ayTOMMMYHHOM SHTEPOIIaTHeH HY K Ia-
I0TCS B MH(PY3WOHHOI Tepaluu U MapeHTepaJTbHOM
OUTAHUKW. Y UYUTHIBAs BBICOKUII PHCK IIPUCOEIMHE-
HUS BTOPUYHOM MH(MEKIIUU C PAa3BUTHEM CeIICHCca,
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Ha3HaAvalTCs aHTuOaKTepuaabHbIE, ITPOTUBOBU-
PYCHBIE, TPOTUBOTPUOKOBEIE ITPEapaThI.

HawubGosee mepCcneKTUBHLIM METOIOM JIE€UEHUS
Ha CEeTONHAIIHUIN NeHb CUUTAETCA MepecagKa KOCT-
"HOro Moara [20].

B wmacrodmei#n craThbe NOPUBOAUTCS OIIHCA-
HHe HeKJaccuueckoro teuenus IPEX-cunapoma,
NEeMOHCTPUPYIOIIEro TPYAHOCTHU IIPOBeAeHUsa Aud-
depeHIIUATHPHON AUATHOCTUKH Yy HAI[UEHTOB C JaH-
HOM ITaTOJIOTHEeH.

Kaunuuweckxuil cnywaii. Manpuuk 9 jeT MOCTYNNMII B
augoKpuHOJIOoTHYeckoe oraenenue MIT'KDB ¢ guarmosom:
caxapubii guabet (CI) 1-ro Tuna, cocTosgsHME TIOCJIe KeTOo-
anua03a; XPOHUUECKUI IIoMepyIoHedpPUT, cMellaHHasd
dopma, MmeMOpaHO3HO-TIPOI()EePATUBHBIN BAPUAHT, KJIU-
HUKO-JIabopaTopHAas PEeMUCCHUA; aJlIePrUYecKuil aepma-
TUT; 9HTEPOIATUI HEACHOU STUOJIOTUN.

W3 amamuesa m3BECTHO, UTO PEOEHOK OT 3JOPOBBIX
ponutesieii, or I 6GepeMeHHOCTH, ITPOTEKAaBIIel Ha (hoHe
PaHHETo TOKCUKO03a, YIPO3bl IpephiBaHU A, (Pr3nogorunyue-
CKHUX CPOUYHBIX poaoB. Bec npu poxgenuu 4500 r, gamnHa
Tena 57 cM.

JIBOIOPOAHBINA OANSA IO JUHUM MaTepu C PaHHEro
Bo3pacTa crpagaer nHcyauusasucuMbiM CIl. CeMeliHbINl
aHaMHe3 10 3a00JIeBaHUAM MOUYEBBLIEJIUTEIHFHON CUCTe-
MBI He OTSATOIIEH.

B 1 rog 10 mecsanes Ha pore OPBU y pebGenka mosiBu-
JIUCh TIACTO3HOCTDH BEK, CTOI, IMepeqHel OPIOIIHON CTeH-
KU, IPOTEUHYPUS N0 3 I'/J, JeNKOIUTYPUA, TeMaTypus.
YcraHOBIEH quarHos: ocTpuiil raomepyaonedpur (OT'H),
Has3HaUeHa Tepanusi IIIOKOKOPTHUKOUAAMU, CUMIITOMA-
TUYeckoe JeueHue. J[aHHBIe OMOIICHH COOTBETCTBOBAIU
MeMOpPaHO3HO-TIPOIU(EPATUBHOMY TJIOMEPYJIOHEDPUTY .

Ha 14-e cyTkum oT Hayaja Tepamuy BbIABJIEHA
runepraukemMus g0 18—25 MMoJib/J1, IOBHIIIIEHNE YPOB-
HA riaukupoBaHHoro remorsiobuua (HbA.) mo 9,4%
(zopma 1o 6%), uro mosBosmio auarHoctuposath ClI.
Yposens nncyauna cocraBui 2,94 mxEx/mi (Hopma 2,6—
24,9 mxEn/ma), C-mentuga 1,2 Hr/ma (mopma 1,1—
4,4 ur/miua). AyroummynHble Mapkepbl CII 1-ro Tuna
(GAD, TAA, ICA) orcyrcrBoBasu. IloTpe6GHOCTE B MHCY-
JuHOTepanuu Bapbupoasa ot 0,6 xo 0,9 en/kr, B 3aBu-
CHMOCTH OT 03Bl I'TIOKOKOPTUKOU/IOB.

B nanpheiiniem Teuenue CII ocTaBaioch OTHOCUTEI -
HO cTabmiabHBIM, ypoBeHb HbA, cocraBuar 6,8—7,5%.
ITo moBogy xpoumuueckoro I'H mo 2,5 jer mosayuas npen-
HUB0JIOH, C 2,5 JIeT K Tepanuu ObLIN TOAKJIIYEHbI ITUTO-
cratuku (JeifikepaH, nmukgodochaH, cCAHIUMYH-HeopaJ).
B 6,5 ger nmuTocTaTUKM OBIIN OTMEHEHBI, A0 HACTOSAIIEe-
ro BpeMeHU MAIVeHT HAXOLWUJICS Ha IIOANepyKUBAIoIIeit
Tepanuy NpeJHu30JI0HOM.

Taksxe oOpalllajo BHUMaHUe HAJUUYMe B aHAMHe3€e B
MJIaJeHuYecKoM u Gojiee crapliieM BO3PacTe HECKOJBKUX
AMM30/[0B SHTEPOIATUN U OCTPHIX AJJIEPTUUECKUX Deakr-
IUH 110 TUNY KPAIUBHUIKI. [lanHOEe cocTossHME OBLIO pac-
I[eHeHO KaK IIPOSBJIEHUE MUIIEBOI ayiepruu (aijiepruu
K 0esJiIKkaM KOPOBBETO MOJIOKA, IIOJUBAJIEHTHOI ITUIIEBOM
aJlIepruyu — B JaJIbHEHIeM), II0 IIOBOAY 4Yero pebeHKY
OblIa HA3HAUEHA CMeCh Ha OCHOBE BBICOKOTUIPOIN30BaH-
Horo Oeska. IIpu aToM BBIpakeHHOTO s(deKTa OT Ha3HAa-
YEeHHOU [ueToTepanuu He ObLI0, YTO IOTpedoBaJIo Iepe-
Boza pebeHKa Ha aMuHOKUCJIOTHYIO cMech (Neocate LCP,
Nutricia Medical Nutrition), Ha ore KoTOpOI OTMEUEHO
paspelleHye CUMIITOMOB SHTEPOIIATHUH.
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B pmanpuelinem snus30f 9HTEPONATHU OBLI AUATHO-
cTUpoBaH B 2,5 roja, IPOBOAUJIOCH CUMIITOMATHYECKOE
JleueHUe U JUeTOTepamnus, B T.4. ¥ IPUMeHeHIUeM aMUHO-
kucaorHoi cmecu (Neocate Advance, Nutricia Medical
Nutrition), ¢ xopomum kauanyecKkum addexTom. B Teue-
HUeE MOCJIeYIOIINX JIeT HApYLUIeHusd CTyJaa y pebeHKa He
OTMEeYasoch.

B Bospacte 6 sieT manmueHT B TSYKEJIOM COCTOSHUU
noctynuia B uHdeknuonuoe orgenenue MIATKDB c xamo-
0aMu HaA JUXOPALKy 40 (PeOpUabHBIX ITudp, MHOTOKPAT-
HBIH JKUOKUN BONAHUCTBIA CTyJ, caabocTb. Iloxosxume
CHMIITOMBI OTMEYAaJNCh y poauTesieii pebenka. [lanmuoe
COCTOsIHME OBLJIO pAacCIlleHEeHO KaK TeueHue KUIIeYHOH
uHpEeKINYU, OZHAKO Ha3HAYEHUE NPOTUBOBUDPYCHOU u
aHTHO0AKTepUaJIbHON Tepaluu He IPUBEJO K OXKUIaeMO-
My pesyabrary. IIpoBoaumiachk guddepeHnuaibHas qua-
THOCTUKA C IleJauaxueii, 6osesdnbio Kpona. Ilo maHHBIM
OMOIICUY TOJICTOTO KUIIIEYHWNKA, ObLI BBIABJIEH XPOHUUE-
CKUI IOBEPXHOCTHBIN YMEPEHHO BhIPAYKEHHBI HEAKTUB-
HbIH KosmT. Ha ()oHe aryioTeHOBO# MUeThI, YACTUUHON
OTMEHBI YHTEPAJbHOTO M HA3HAUEHUsS MTapeHTEePaJbHOI'O
NUTAHUA SIBJIEHUS 9HTEPUTA ObLIN KYyIUPOBAHEI, pe0EHOK
B YOBJIETBOPUTEILHOM COCTOSHUY ObLJI BBIIMCAH JOMOIL.

Tpertuii sUM30[4 TAMKEJOW SHTEPOHATHUHU OBLI aua-
THOCTUPOBaH B BodpacTe 7 jieT. B KIMHUYECKON KapTUHE
IOMUHUPOBAJIU SKCCYyAaTHUBHAsS JHTepoIaTUs, Merabo-
JUYECKUN anuno3, TUIONPOTENHEMUA, THUI0ATLOyMU-
HeMusi, nporenHypud mo 0,2 r/g. YuurTbiBasg HaJIudue
CONYTCTBYIOIEll ayTOMMMYHHOII IIATOJIOTUM, COXPaHA-
OITyIOCS Auapero Ha ()oHe MPOTMBOBUPYCHOI, aHTUOAK-
TepuaNbHON, NHPY3UOHHOU Tepanuu, IapeHTepPaJIbHOIO
NUTAHUS, y HalUeHTa MYKCKOro II0Ja BIEPBBIE OBLI
sanopospeH IPEX-cunapom.

IIpu sTOM OTCYTCTBOBAJIM XapaKTepHbIe 303MHODU-
Jusi, TMOBbIIIeHUe ypoBHA IgE, uaMeHeHUs B MMMYHO-
rpamme (Tabi. 1). OT mpoBefeHUA TeHETUUYECKOro o0cJie-
IOBaHUSA POJUTEIN OTKA3AIUCH.

K neuenwnio 6blu n00aBJIeHBI IpemapaThbl UMMYHO-
rJI00yJIUHOB, aHTUOMOTHUKY pe3epBa (MepomneHeM) ¢ MoJI0-
JKUTEJIbHBIM a(ddeKToM. B Teuenme mociaenymoomux 1,5
JIeT paccTpo¥icTBA CTyJIa y peOeHKa He OTMeUaJIiCh.

B 8 ser 10 mecsmeB peGeHOK IOCTYHUJ B OTHeJe-
Hue peanumanuu Mopososckoii [II'KB I3M B Tasxemom
cocToAHUU, ¢ MeTabommueckuMm arugosdom (pH mo 7,05—
7,11), Tokcuxkosom ¢ s3xkcuko3om II—III crenenu, pasBus-
mumucs Ha GoHe TacTPOIHTEPUTA HESCHOU HTUOJIOTUU.
ITocse crabunusanuy cocTOAHUA PeOEHOK OBLI IIepeBeieH
B OT/eJIEHVE DHJOKPUHOJIOT Y.

Ha momeHT mepeBoma cocTosiHMe OBLIO pacileHeHO
Kak crabuabHO TsaKesoe. COXpaHAJNNCH BAJOCTb, CHU-
JKeHUe alllleTuTa, MbIIIeYHas CJaboCcTh, Iepuogmye-
CKOe IIOBBINIIEHWE TeMIIepaTypbl Tejia A0 cyo6gdeOpuib-
HBIX UMD, BOAAHUCTHIA CTYJ A0 5—8 1 B cyTKu. Ilpm
ocMOTpe obpailaayu BHUMaHue 0JIeJHOCTh U BhIPAKeHHAA
CYXOCTb KOKHBIX IIOKPOBOB, DE3KO€ CHIIKEHHE Typro-
pa traHeil. HbA{, 7,2% , HeATPODUIBHBIN JIEHKOIUTO3
10 16—23-109/1, cHuKeHue ypOBHA TeMOIJIOOMHA [0
88 r/n. B OmoxuMmuecKoM aHa/IM3e KPOBU 3apPEeruCTpPU-
poBaHbl runoxaauemud (1,8—3,2 MMoJsb/J IpU HOpPME
3,5—6 mmoub/n), runomporenHemus (42—56 r/n npu
"HopMme 65—85 r/;n) 3a cuer rumoanpbymuHemuu (24—25
r/n npu HOpMe 35—5H2 r/J) M rumoraMMarjoOyJuHe-
muu (IgG 4,8 r/a). YposHu so3unopuiao, CPB u IgE
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ocTaBaJiuCh B mpefesiax ped)epeHCHBIX 3HadYeHuit. [iasa
YTOYHEHUSA XapaxKTepa IOpasKeHUsA CJIUBUCTON 000J0Y-
KU 2KeJyAOYHO-KUIIIeYHOr'0 TPAKTa IPOBOAMINCEH hubGpo-
racrponyonenockonus (PI'C) (BbIABIEHO 000CTpeHUE
racTPOAyOJeHNUTa), PEKTOPOMAHOCKONINA (IIaTOJOTUU He
BBISIBJIEHO), OMOIICUS CJIMBUCTON OOGOJIOUKU TOHKOTO U
TOJICTOT'O KUIITEUHUKA (BbIABIEHA KAPTUHA XPOHUYIECKOI'0
YMepeHHO aKTUBHOTO aTPOMUUECKOTO ayTOMMMYHHOTO
IyOIeHuTa, cTeneHb arpoduu — 3-1 dasa IO cuUcTeMe
Mapir; npusHaKM XPOHUUYECKOTo Au(P@y3HOTO KOJIUTa C
04aroBOil aKTUBHOCTHIO, IPUBHAKY KPUNTUTA B IIOIIepey-
HO-000J0YHOM KUIIIKE).

g yrouHeHUs AuarHosa pebeHKY ObLIO IIPOBEIEeHO
MOJIEKYJISIDHO-T€HETUYeCKOe HCCIe[OBaHUE.

B sxzone 9 rena FOX P3 6p11a o0OHapy:KeHa MyTalusa
R347H, uTo 1103BOJINIO IOATBEPAUTH HAJTUYKE Y TTAI[UeH-
ta IPEX-cunapoma. AHajmornuHasa MyTanusa ObLaa BBIAB-
JeHa y marepu pebeHKa. I[BOIOPOAHBIN AANA pebeHKa,
crpagatomtuit CIl, oT nIpoBeseHUsA reHeTUYEeCKOTro o0cie-
[NOBAaHUS OTKA3aJICH.

MonekynsapHoO-TeHeTUUYEeCKUIT aHaJIu3 NpPOBeIeH B
1a60paTOPUY OTAeJIeHUS HACIeJCTBeHHBIX 9HAOKPUHOIIA-
Tuit PI'BY «dupoxkpunonoruueckuit Hayunwiii IleHTp»
M3 PP (3aB. g.m.H. A.H. Tionbnakos).

T'enomuyio [ITHK Boigensanu us JIEHKOIMTOB IIEpPU-
depruyecKuil KPOBU CTaHAAPTHHIM MeTomoM (Habop Pure
Link, Genomic DNA Mini Kit, Life Technologies, CIITA).
s MOJIeKYJIAPHO-T€HEeTUYECKOr0 aHaau3a IPUMeHs-
JII MeTOJ BBICOKOIIPOM3BOJUTEJIHLHOTO IIapaJlIesIbHOr0
CeKBeHUpPOBaHUA. VICIOJb30BaJM IIaHEJ b IIpaliMepOB
nnsg myabTuiiekcHoit IIIIP u ceKkBeHMpoBaHUA C IIPU-
menenuem texmosornu Ion Ampliseq™ Custom DNA
Panel (Life Technologies, CIIIA). ITanens «CaxapHBbIit
nuaber» BRaouasia 28 remoB: HNF4A, GCK, HNFIA,
PDX1, HNF1B, NEURODI1, KLF11, CEL, PAX4, INS,
BLK,ABCC8, KCNJ11,AKT2, EIF2AK 3, FOXP3, GCG,
GCGR, GLIS3, GLUDI, INSR, PPARG, PTF1A, RFX6,
SCHAD, SLC16Al1, WFS1, ZFP57 (488 aMIJIUKOHOB).
ITogroroBry 6mbamoTeK u smyabcuonuyio [IIP nmpoBogu-
JIX B COOTBETCTBUY C PEKOMEHIAIUSAMYU IIPOU3BOAUTEIA.
CeKBeHUPOBAHUE OCYIIECTBJIAJMN Ha IOJYIPOBOTHUKO-
BoM cekBernaTtope PGM (Ion Torrent, Life Technologies,
CIITA). BuoundopmaTuuecKyio o0pabOTKy pe3yJbTaTOB
CeKBEHUPOBAHUS IIPOBOAUIU C IIOMOII[BIO IIPOTPaMM-
woro moxyssi Torrent Suite 4.2.1 (Ion Torrent, Life
Technologies, CIITA) u makera nporpamm Annovar (Bep-
cust 2014 Nov 12) (http://www.openbioinformatics.org/
annovar) [21]. Ilocne aHanm3a MOJYUYEHHBIX TAHHBIX
NPOBOAUIN IOATBEDXKAEHUE MyTaluuii Ha CeKBeHaTope
Genetic Analyzer Model 3130 (Life Technologies, CIITA).
B kauecTBe pedepeHCHBIX IIOCTENOBATEIBHOCTE TeHOB
ucnoJsb3oBaau cceliku Genbank (http://www.ncbi.nlm.
nih.gov/genbank). Heonucanubie panee HeCHHOHUMMUY-
HBbIe MYTAllUU CYUTAIU «BO3MOYKHO IATOM€HHBIMU» IIPU
YacToTe MUHOPHOTO ajiess MeHee 1% U OIleHKe UX KaK
«IIaToreHHble» 1o mporpamme Annovar. OGosHaueHUE
MyTanuii IPOBOAUIN B COOTBETCTBUY C PEKOMEHIAIIUAMYU
den Dunnen u Antonarakis [22].

O6cy:xaenne

Panee maMu ObLJI OmMCaH HAIMEHT C KJaccuuye-
cxkuM TeueHneM IPEX-cuuapoma B pe3yibTaTe HOH-
cerHc-myTtanuu p.E410X B N-TepMuHaAJIBHOM JOME-
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Tabauuya 1

HNmvmyHOIOTHYECKOEe 00caeqoBaHNe MallieHTa B 7 JieT

Tect Pesyabrat En. usmepenus Hopma

JIeAKOIUTEI 8600 KJI/MKJI 6100-11 400
OPUTPOIUTHL 4,49 106 /MK

T'emorsio6uH 142 r/n

TemaToKpur 36,5 %

TpomMOGOLIUTEI 572 103 /MK

JlumdoruTh 42 % 36—43
JIumdonutsl (abe.) 3612 KJI/ MKJI 2000-2700
T'panymonuTsl 48 % 37-61
I'panymonuTs! (abc.) 4138 KJI/MKJ 1520-6060
Mouo1UTBI 10 % 2-7
MononuTs! (abc.) 860 KJI/ MKJ 0-800
CD3+ (T-nmumdorursr) 76 % 66-76
CD3+ (T-mumdorurs) (abe.) 2745 KJI/MKJ 1400-2000
CD3+CD4+ (T-xenmepsl) 41 % 33-41
CD3+CD4+ (T-xenmepsr) (abc.) 1481 KJI/MKJI 700-1100
CD3+CD8+ (T-muroToxcuuecKkue JuMQGOIIUTEI) 27 % 27-35
CD3+CD8+ (T-muroTokcuueckue JuMdoIuTs) (adc.) 975 KJI/ MKJI 600-900
CD19+ (B-1tuM@pomuTsI) 2 % 12-22
CD19+ (B-numdornutsl) (abce.) 108 KJI/MKJI 300-500
CD3-CD (16+56+) (HK-kJyeTkn) 14 % 4-26
CD3-CD (16+56+) (HK-ksaeTrku) (abc.) 506 KJI/ MKJI 96-1330
CD3+CD (16+56+) (T-HK-kaetku) (a6ce.) 46 % 0-10
T-xennepsr/T-muTOTOKCHUY (MMMYHOPETYJIATOPHBINA UHAEKC) 1,52 1,1-1.,4
IgM 1,95 r/n 0,8m1,9
IgG 10,95 r/a 7-11,8
I_gA 1,24 T/ 0,9-1,9

"He FOXPS3 [23]. Myranus, HaliieHHAadA y JAHHOTO
namuenTa, JokanudoBana B JIHK-cBaseiBaroriem
C-TepMUHAJIBHOM JJOMeHe T'eHa (CM. PUCYHOK).

Kak mpaBuio, mMyTanuu, pPacIOJIOKE€HHBIE B
OHEK-cBA3BIBAIOMINX AOMEHAaX, ACCOIUUPOBAHBI C
TSXKeJ0l (opmoii 3aboneBaHusa. OgHAKO aHAIN3
9KCIpeccuu OesiKa, IIPOBEeNeHHLIN Yy IIallMeHTOB C
myranueit R347H E. Gambineri u coast. 8 2008 r.,
MOKAas3aJ HAJIN4Yre OCTATOUHON (DYHKIIUHU IPOTEeNHA,
YTO, BUAUMO, OOBACHSET 0oJiee MATIKOE TeueHle
cuHIpoMa y Harero naiuenTa [11].

B Hacrosiiee BpeMs B MHPOBOU JuTepaType
uMeTcA JaHHbIe ImpuMepHo o 140 mammeHTax c
reHeTnuecku nokasdaHHbIM IPEX-cuagpomom [7].

B GonbminHCcTBE caydaeB 3abosieBanue AeGOTH-
pyeT cpasy IocJje POKIeHUS UJIN B TeUeHe IIePBOTO
roja *KM3HU manmeHToB [7, 8]. KauauduecKkue mpo-

R347H

Pucynok. CxemarTuueckoe usoOpaxkeHue OejJKa M TeHa
FOXP3.

1 — N-repmuHaIbHBIN (repressor domain), 2 — TOMeH «IIUHKO-
Boro nmajbia» (zinc-finger domain), 3 — momMeH «JIeHAIMHOBOM
mosuun» (leucine-zipper domain), 4 — C-TepMHUHAIbHBIA
HOHEK-cBasweiBatomuit gomen (C-terminal forkhead (FKH)
DNA-binding domain).
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apaenus IPEX-cumapoma KpaliHe BapuaOeIbHBI.
Kaaccuueckasa Tpuama mpmsHAKOB BKJIKOYAET ayTo-
uMMmyHHYI0 sHTeponaruio (100% ciayuaes), mosu-
supoxkpunonatuio (70—-80% ciyduaeB) u mopakeHus
KOXKHU U CIUBUCTHIX 000JI0ueK (0K0J10 65% ciryuaes)
[8]. Tsasxenbie periuAuBUPYIONTNE THPEKIINY TaKKe
ABJIAIOTCA ONHUM U3 BEeAYIIUX ITPU3HAKOB 3aboJie-
BaHUA U HEPEJKO IMIPUBOAAT K PA3BUTUIO TeHePaIN-
30BAHHOTO CEIICHUCA 1 JIETAJIbHOMY UCXOIY B TEUEHUE
HepPBBIX 2 JIET JKU3HU MarmueHToB [ 7—9].

KoskHBIII CHMHIPOM MOKeT ObITh IIPeNCTaBJIeH
9KC(OJIMAaTUBHBIM AePMATUTOM, UXTHO30(DOPMHBIM
IepMaTUTOM WJIU TIICOpmas3oM. B psame ciydaeB omm-
CaHbl TAMKEJble XeWJIUThI, OHUXOAUCTPOMUA, ajio-
nenusa. KosxHble IposaBieHus uaiie Bcero guddys-
HbIE, YaCTO OCJIOKHAITCA BTOPUUYHON OAKTEepHab-
HOM nau rpubkoBoi nudekruei [10].

OHIOKPUHOIIATUN B OOJBIINHCTBE CJIyYaeB
mpeJcTaBJIeHbl HEOHATAJbHBIM WHCYJIUH3aBUCH-
mbiM CII. T'opasmo peske HapyIllleHUs YTJI€BOJHOTO
oOMeHa BBIABIAIOTCA y AeTell cTapIillero Bo3pacTa
[15]. AyTOMMMYHHBIN TUPEOUIUT SABISETCSI BTOPOM
110 YaCTOTe SHAOKPUHHOI IIaTOJOTHEN Y MaI[eHTOB
¢ IPEX-cungpoMoM M dYallle BCEro IIPOSABJISETCS
runotupeo3om [8]. Kak mpaBuio, ompeneinsercs
TOBBIIIIEHYE YPOBHA aHTUTEJ K THUPEOIEPOKCHUIase
Y TUPEOTJIO0YJINHY.

K npmomonmurensubiM mnposBiaeHuam I[PEX-
CUHIPOMAa OTHOCAT ayTOMMMYHHYIO ITaHIITUTOTIEHUIO
(reMouTYECKAA aHEMUA C IIOJOMKUTEIBHON peak-
nueit Kymbca, Tpom6oIiuToneHnsi, HEUTPOIIEHU);
TelaTUThl, BaCKYJIUTHI, HedpomaTuo (TyoymoHed-
pomarud, IJIOMepyJOHe(pPUTHI ¢ He(ppPOTUUECKUM
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CHUHIPOMOM, MHTEPCTUIINAIbHBIE HE(DPUTHI), apTPHU-
ThI, MUO3UTHI, CILJICHOMEraJui U reHepaIn30BaH-
"yt sumbagenonaruio [8, 9, 11, 13, 14, 17].

AyTonMMyHHOE IIOpasKeHune IIOYeK, BBISBJICH-
HOoe B Je0rpoTe 3aboJieBaHUs y HaIlero mamnuHTa,
SIBJISIETCS IOCTATOYHO PEIKUM IIPOSBJICHUEM CHH-
IpoMa ¥ OBLIO OMMCAHO TOJBKO B HECKOJBKUX CJIY-
uasax [13-15, 24, 25].

AyrouMMyHHAsT 9HTEpPOIaTHUS, HAIPOTHUB,
SBJISIETCS ONHUM U3 Hambojiee IIOCTOSHHBIX ITPHU-
suaxkoB IPEX-curapoma, MmanudecTUpPyeT B IIepPBbIe
MECSIILI JKU3HYU PeOeHKA U XapaKTePU3yeTCs TAMKe-
JIBIM IIPOTPECCUPYIONINM TEeUeHHeM C Pa3BUTUEM
TSXKEJIO 0eJIKOBO-9HEPTeTUUeCKON HeIOCTATOUYHO-
ctu [7]. Juaruos MoKeT OBITH YCTAHOBJIEH HA OCHO-
BaHUY XapaKTePHON KINHUYECKO KapTUHbBI (HAJIHU-
uye MKUIKOr0 BOASHUCTOIO WJIN KAIIUIIe00Pa3HOro
CTyJia, HEPEeIKO C IPUMEChIO KPOBU U CJIU3MU), IIOBI-
IIeHUSA SKCKPEIUU IIJIa3MeHHBIX 0EJKOB C KajoM,
TUIIONPOTENHEMUN, I'UII0AIb0YMUHEMUN, IOBBIIIIe-
HUS YPOBHS AHTHUTEJ] K SHTepouuTaMm (BUJLINHY,
rapmouuHy u AIE-75) [7, 26—28]. Hamuoe cocro-
sAHue TpedyeT IPUCTAJILHOIO BHUMAHWS KW CBOE-
BpeMeHHOI KoppeKnun. CoxpaHeHne SHTePaJIbHOT'0
MUATAHUS ABJISETCA KPUTUUHBIM IJISI IPOPUIAKTH-
KU racTPOMHTECTUHAJBHBIX OCJIOKHEHUHA W Pas3BU-
TUSA IUINEBON TOJEePaHTHOCTH B OyayiieM. B cBsasu
C TUM aKTyaJIbHBIM, OCOOEHHO y JeTeil pamHHero
BO3pacTa, SABJSETCA MNPUMEHEHUe CIeIUaIn3upo-

BaHHBIX CMecell IJA 9HTEepPaJbHOTO IHUTAHUSA Ha
OCHOBE BBICOKOTHAPOJIM30BAHHOTO OeJKa um Hambo-
Jee 3(pPeKTUBHBIM NPUMEHeHNe aMUHOKUCIOTHBIX
cmeceir (Neocate LCP, Neocate Advance) [16].

BaXHBIM AMAarHOCTUYECKUM KPUTEPUEM SBJIS-
IOTCS Pe3YJIbTAThI TUCTOJOTUYECKOTO UCCIEIOBAHUA
6uonrara ToHKOU Kummku. [[aa IPEX-cumagpoma
XapaKTepHbl yMepeHHas WJU BhIPaKeHHAs aTpo-
¢usa BOPCHUH C MOHOHYKJEAPHOU WH(MUIbTPAIlUEN
COOCTBEHHON IIJIACTUHBI CJIMBUCTON OOOJIOUKU TOH-
KOl KMIIKHK. B psAge ciyuaeB ToTaJbHAsS aTpodus
BOPCUH AacCOIIMMPOBAHA C HEKPO30M SIIUTEIUAID-
HBIX KJIETOK U (popMUpOBaHMEM KPUIIT-abCIIEeCCOB.
IToMuMO TOHKOTO KHUINIEUHWKA B ITATOJOTUUYECKUI
TIPOIlecC MOYKET ObITh BOBJIeUEeHA CAM3UCTAA 000JT0U-
Ka TOJICTOTO KUIIeUHUKA U JKesyara [7, 29].

IToxo:xxue mopdosioTnYecKe M3MEHEeHUs OTMe-
YyapTcA Y HalMeHTOB C IeJnaKkuei. BaKHBIM Kpu-
TepueM g Au@depeHIUnaJTbHON AUAaTHOCTUKU
9THUX JBYX COCTOSIHUM SIBJISETCS OTCYTCTBIE dPPEeK-
Ta OT arJIlOTEHOBOM AueThl y mamueHToB ¢ IPEX-
CUHIPOMOM.

AyToMMMyHHaAA JHTEPONATHA B TeUEHUE IIep-
BBIX JIeT KM3HU y HAIIEro malfueHTa HOCHUJA CTep-
TBIA XapakTep, UTO MOKeT OBITh CBA3aHO C IMMY-
"HocynpeccuBHou Tepamnueii (MUCT) mo moBoxy Xpo-
HUYECKOTO TJioMepyJoHedpuTa, Tak KaK MepPBBIN
SIIMB0] TAMKEJOHN Auapeu B Bo3pacTe 6 JeT coBIAaJ ¢
OTMEHO IUTOCTATUKOB U CHUKEHUEM JO3BI TJII0OKO-

Tabruua 2

Kauanko-1a6opaTopHbie XapaKkTepUCTUKU mamueHToB ¢ myramueit R347H B rene FOXP3
(00630p UTEPATYPHI M COOCTBEHHOE HAOJIOIEHHE)

Bospacr
Ig E, Ha MOMEHT
Jle6roT IIepBbIie c ITopaskenue ITopasxenue Iigﬁ:ﬁ::: Enx/ma | Jleue- Juar- CenLika
MpPU3HAKH KHIIeYHUKA KOSKH CHMITTOMBI (HopMa | HHEe | HOCTHKH
0—-230) 3abo0ute-
BaHUA
Tenatur,
1mec | CJI, quapes | HCI |  LAmenan Cyxoers | tpombontu- | 1956 | poT | 10mer | [11]
DHTEPOIMaTUs KOXKU TONIeHUS,
aHeMusd
IK30-
Penun- XpoHUYECKUH KpUHHAaA
BUPYIOIINE TacTpuT HexocTa-
<1lroma| OTHUTHI, Chc6 ¢ aTpodueit dKseMa, TOYHOCTh >230 HUCT 19 ner [11]
. Mec . aJIoTeI s
BBICOK U CJIUBUCTOMN TOIYKeJTy-
ypoBens IgE 000JI0YKU JOYHOM
JKeJIe3bl
Tsoxenas Srmeda-
9HTepoIaTus, _ Her HCT,
3 mec CI HCII ———— JI((J)HaTI/Iﬂ namabix | TICK 13 jet [11]
ercuc
KOJIUT
Huapes, Tsaxenasa ATg HI\I/I/I:'I?I?I’}I‘QI;}IH
12 ner 601b B B Aep - 400 UCT | 12 zer [12]
aHTepomnaTusd | 1 roga KuU3HH,
JKUBOTE
MSATKOe TeUeHue
Cober-
1 rog Chc Tsaxenasa OIINU304bI BEeHHOe
T'H 1 roma T'H N nCT 9 jet
10 mec 11 mec | PHTEPOTIATHSA | KPAITMBHUIILI HabII0-
IeHUe

T'H — rnomepynonedpur, N — Hopma, ICT — ummyHocynpeccuBHasd tepanusi, TI'CK — TpaHCIIaHTAIIASA TeMOIIOATUYECKUX CTBOJIOBBIX

KJIETOK.
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Tabauuya 3

T'eneruueckue Bapuantsl HCJ/I, mpoTekaromnero ¢ CHHIpoMOM MaJibabcopoIium,
M UX OCHOBHBIE (DeHOTUIINYECKHNE XaPaKTePUCTUKHU

XpomocomHasA Tun

JIOKAJINU3anusa

Ten Yacrora

HacJegoBaHUA

denoTnn Tepanusa CJI, CebLaka

PDX1 unn

IPF-1 13q12

penko AP

ITHC[I c nepBbIX gHEH
JKUBHU,
arIasus Win
TUIOIIA3U S
MOAKEeYJOUHOH Kee3bl

WNucynuno-

Tepanus 30, 31

PTFIA KpaiiHe AP

10p12.2
penko

ITHC]I c mepBBIX gHEI
JKU3HU,
amIasus Uian
TUIIOIJIA3UA
OIKeIYJOUHOMN
JKeJiesbl,
HapyIlleHne
dhopMUpOBaHUA
MO3KeuKa

WNucynuno-

32, 33
Tepanus

KpaiiHe AP
penko

NEUROG3 10g22.1

ITHCO,
TSAMKEJBI CUHIDPOM
MajababcopOIuu

WNucynuno-

34, 35
Tepanus

FOXP3 Xpll1.23 penko

X-cIIemnjeHHoe

ITHC]I, KoKHbI
CUHIPOM, S9HTE€POIATH,
ayTOMMMYyHHBIE
3a00JIeBaHUSA, TAMKEJIBII
UMMYyHOOZe(pUuIuT

Nucynuno-

8,11
Tepanus

Kpaiine
penko

RFX6 6g22.2 AP

Cuuapom Murtuenaa—
Penea: ITIHCI
C IIePBBIX JHEN
JKUBHU, TUIIOILIAa3UA
TOIKeTYJOUHOMN
JKeJie3bl, aTpe3us
WJIA MaJIbPOTAIIUSA
12-mepcTHOM MM TOHKOI
KUIIKY, TUIIOILIA3UA
WU aTPe3us KeJTUYHOTO
my3bIPsa

Nucynuuo-
Tepanusa 36

Kpaiine
PeIKo

GATA6 18q11.2

ARl

BIIC, arenesus/
TUIIOILIA3US
TOIK eIy ZOUHOMI
'KeJie3bl, ge(eKThI
JKEJIYHBIX IIyTel u
JKEeJIYHOTO ITy3bIPs,
ITHCA/THCO/MODY

WNucynuno-

37, 38
Tepanus

Kpaiine
pPenko

GATA4 8p.23.1

BIIC, arenesus/
TUIOIIA3U ST
TOIK eIy JOUHOMN
JKeJie3bl, 3aJepsKKa
YMCTBEHHOT'O PA3BUTHUA,
ITHCA/THCO/MODY

Nucynuuo-

A 39, 40, 41

AJl — ayrocomHO-moMuHaHTHBIH, AP — ayrocomuo-peneccuBHubliii, THCI — Tparsuropusiit HCII, ITHC]I — nepmanenTusiiit HCII, MODY
— Maturity Onset Diabetes of the Young (quaGet 3pesioro Tuma y MOJIOIBIX).

KOpTUKOuIOB. HTepecHo, UTO ITepBbIe ABA dIIU301a
ayTOMMMYHHOM SHTEPOIATUN HE COIPOBOKIAIUCH
BBIPAKEHHOUW TUIIONPOTEMHEMUEN U Paspelruanch
Ha (OHE CUMITOMATUYECKOTO JiIeueHUusd 0e3 ycuJie-
aua UCT.

B MumpoBoOil jauTepaType MBI HAIIJIU OMIHCA-
HHUe eIle HecKoJIbKOo cayuaeB IPEX-curmpoma B
pesyabrare myranum R347H (tabs. 2) [11, 12].
XapaKTepHLIMHU OJS BCeX IAI[MEeHTOB OLLIN MaHU-
(decramus 3a00IeBaHUA C TIEPBBIX MECAIEB ;KU3HU,
OTHOCUTEJbHO BBICOKAS TMPOAOJIIKUTEIBHOCTH
sxkusHu (7—36 jger), Haauume HCJ 1 ayrouMMyHHOMI
sHTeponaTtuu. B AByX caydasax ObLI 3apeTrUCTPUPO-
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BaH BeICOKUH ypoBeHb IgE. [lopaikeHue mouex HUA y
OITHOTO TIAITMEeHTA OTIMCAHO He OBIIO.

Taxoe pasHOOOpasue KJIMHUUYECKON KAPTUHBI
y MaIueHTOB C UAEHTUYHON MyTaruell IMO3BOJIAET
TOBOPUTH 00 OTCYTCTBUU UETKOUN KOPPEJAIUU TeHO-
TUII—(EHOTUII U O BKJIQJle BHEHMIHUX (PAKTOPOB B
TeueHMe MMaTOJOTNYEeCKOTo IpoIiecca.

Huarnoctuka IPEX-curgpoMa oCHOBBIBaeTcs
Ha XapaKTepHOU KJIMHWYECKON KapTuHe, Jabopa-
TOPHBIX NAHHBIX (TUMUYHBI 903MHOMDUINUI, 3HAUU-
TeJbHOE IOBBIIIeHNEe ypoBHA IgE, runomporenHe-
MU, TUMOAJTBOYMUHEMUA), Pe3yJIbTaTaX THCTOJIO-
TUYECKOTO MCCJeNOBaHUA OMOomTaTa KUIIEeYHUKA.
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Y OonbIIMHCTBA HAI[MEHTOB OTMEUYAETCS yBeJnde-
HUe THUTPa aHTUTEJ] K AHTUTreHAM JHTEPOIIUTOB —
BUJLINHY, rapMmouuny u AIE-75, a TakKe K UHCYJIHU-
my (IAA), nankpearuueckum -riaerkam (ICA), ruy-
ramaraeruaporenase (GAD), tuposuudocdarase
(IA-2), Tupeomepokcugase, oOHAPYKUBAIOT AHTU-
SPUTPOIMTAPHBIE AHTUTENA, a TAKyKe aHTHUTeJa K
HeliTpoduiam u TpomboruTam [7, 27, 28].

IToxasarenu cTaHIAPTHOrO MMMYHOJIOTUUECKO-
ro o0cyienoBaHns B Iepu)epruuecKoil KPOBHU, TaKle
KaK KJeTouHbll uMmMmyHuter CD4+, CD8+, CD 19+
auMmpornuTel, NK-KjIeTK1, a TakiKe IIOKasaTeJaun
rymopajabHoro ummynurera IgG, M, A coxpaHsioT-
cA B IIpelesiax HOPMAaJbHBIX 3HaueHuut [7]. MoryT
OIpeneNsaAThbCS HapYyIIeHne IIPoJaudepaTuBHOrO
orBeta gum@orutoB Ha PI'A, cumKeHMne caerudu-
YECKOr0 MMMYHHOT'O OTBETA, 9KCIPECCUU CTUMY-
JINPOBAHHOTO y-mHTEepGhEpPOHa 3a CUYeT HAPYIIEHUS
Thl-orBeTa. 3HAUMMBIM IIOATBEPIKICHIEM NUATHO-
3a MOJKeT OBITh OIIpelesieHre OTKJIOHEHUS Comep-
skauua CD25+ T-numpomnuros (T-perynaTopHbie
KJIETKHM) B coueTaHuu ¢ noBbimeHueM IgE u cmerr-
n(PUUIECKON KINHNYECKO KapTUHOM.

30J0TEIM cTaHZapToM auarmoctTuxku IPEX-
CHUHIPOMA SBJSETCS MOJEKYJISIPHO-TeHEeTUUYECKOoe
uccaenosanne rema FOXP3, 4To HATJASIHO IIPO-
JEeMOHCTPUPOBAHO Ha IIPHMepPe NAHHOTO KJIMHUYEe-
cKoro ciaydasd. [IoMrMMO HETUIIMUYHON KINHIYECKON
KapTHUHBI, Y HAIIIErO HAIleHTa OTCYTCTBOBAJIU DO3M-
HOGUINA U XapaKTepHOe MOBbIIIeHe ypoBH IgE.
TpyaHocT B IIOCTAHOBKE OUarHo3a TaKyKe OBLIN
CBSIBAHBI C MAaJIOM MH(MOPMATUBHOCTBHIO CTAHIAPT-
HOT'O0 MMMYHOJIOTMYECKOro 00CJIeOBAHUSA U OTCYT-
CTBHEM BO3MOJYKHOCTHU HCCJIEJOBAHUS AHTHUTEN K
SHTepOoIuTaM Ha Tepputopuu PD.

HuddepennmanbHas THATHOCTUKA
IPEX-cungpoma

B zaBucumMocTH OT KJIMHHUYECKOH CHUTyaIlUU
nuddepennuanbabpiii  guaraos IPEX-curapoma
MOXKET IIPOBOAUTHCS:

1) ¢ BapuanTamu HCJI, mpoTekaromiero ¢ CUH-
pomom MasbadbcopbOiuu (Tadsa. 3);

2) ¢ IPEX-ntomob6ubiM cuagpomom (CD25-nedu-
mut, mytanuu B reHax STAT5B u STAT1)[42—-44];

3) ¢ Pa3IMYHBLIMU BUJAMU dHTEPOIaTUH (I1e1m-
akKus, 6ose3nb Kpona u ap.) B coueranuu ¢ CIl 1-ro
THIA.

3akaroueHue

OnucauHbli KJIMHUYECKHI cJiydail JTeMOH-
CTPUPYET Ba)KHOCTh paHHeln auarHoctuku IPEX-
CHUHAPOMA [IJIsi CBOEBPEMEHHOI'0 Ha3HAYEHUS I[1aTO-
TeHeTUUYECKON WNMMYHOCYIIPECCHUBHOII Tepamuu u
pellleHusi BOIIpPoca 0 HeOOXOAMMOCTHY TPAHCILIAHTA-
UK KOCTHOTO MO3Tra. YUUThIBasg BapuadeJIbHOCTh
KJINHAYECKON KapTUHBI M OTCYTCTBUE cIieruduye-
CKHX JIa0OPaTOPHBIX MapKepoB, 30JI0THIM CTaHIAP-
TOM OWATHOCTUKYU 3a00JIeBAHUS SIBJISIETCS AHAJIU3
resa FOXP3.

Ilo Hamemy MHEHHUIO, HCCJEJOBAaHUE TeHa
FOXP3 HeobXoZMMO INIPOBOAUTL BCEeM MaIlHeH-
TaM MY/KCKOTOo moJja ¢ mHcyamHsaBucuMmbiM ClI,
Ie0IOTHPOBABIIINM B TeUEHHE IIEPBBIX JIeT JKU3HU C
COUeTaHHOUN ayTOMMMYHHOI IIaTOJOTHe, 0COOeHHO
IPY HAJUYUKU OTSTOIIEHHOTO CEeMENHOIr0 aHaMHe-
3a. OrcyrcrBue myrtanuii B reie FOXP3 moxer
CBHUETEJILCTBOBATh O Hajuuuu y namumenta IPEX-
m0oM00HOTO CHHAPOMAa M HEOOXOZUMOCTH NaJIbHEN-
IIero AMArHOCTUYECKOr'o IIOMCKa (mcciemoBaHUe
reuoB CD25, STAT1, STAT5b np.).
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