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AHHOTanus. B crartee mpencTaBineH KIMHUYECKHH CIydail peJKOTO HACIEACTBEHHOTO 3a00JIeBaHUS — MEPBUYHOIO
nmmyHonedunuta (IPEX-cuaapom) y pebeHka nmepBoro roja >KIU3HH, HOKa3aHa POJIb KOMIUIEKCHOH OIIEHKU U CHCTEM-
HOTO TIOAXOa B JUATHOCTUKE HACIEICTBEHHOH Maroioruu. X-CIEIIEHHBIH CHHAPOM HMMYHHOH IUCPETYISINN,
MOMMIHIOKpHHONATUy, SHTeponatuu (IPEX-cunapom) reHeTndecku AeTepMUHHPOBAH, MPOSBIAETCS ayTONMMYHOTEH-
HOCTBIO. 3a00JIeBaHUE XapaKTepU3yeTCss HeOIAroNnpHUATHEIM IPOTHO30M, OOBIYHO AETH MOTHOAlOT B TEUCHUE MEPBOTO
rofa >Ku3HH. TsKenoe TedeHHe TAHHON MATONOTHH, 3HAYUTEIBHO CHIXKAET Ka4eCTBO U MPOAOIDKUTEIBHOCTD KHU3HU
nereil panHero Bo3pacta. CI0XXHOCTh JHATHOCTUKU OOYCJIOBIIEHA HEBBICOKOH PAacHpOCTPAHEHHOCTHIO 3a001€BaHUS B
MOMYJIAINH, OTCYTCTBUEM SIBHBIX KIIMHHUYECKHX U JTa0OPaTOPHBIX MapKepOB MMMYHOAS(HHUINTA, HU3KOH HACTOPOXKEH-
HOCTBIO IIEANATPOB U TpeOyeT IPUMEHEHUS COBPEMEHHBIX TCHETHUECKUX METOJJOB HCCIIEAOBAHS.

KroueBnle ciioBa: nepuuHblii uMmmyHoaepunut, IPEX-cunapom, myramuu rera FOXP3, ayroummyHHOE 3a601€Ba-
nue, CD25+CD4+-T-perynsropHsie TUM(ONUTH, ayTOMMMYHHAasl SHTEPONATUs, HEKynupyeMasi Juapes, epMaHeHT-
HBIIf HEOHATANbHBIN CaXxapHBIi [Ua0eT, ayTOMMMYHHBIIN caxapHBbIi quaber 1 Tuma, ayTOMMMYHHBIN THPEOUAUT

Ja nutuposanus: [lepsuunsiii ummyHonedunut (IPEX-cunnpom) y Mansarka nepsoro roja xxusHu / E.A. YibsHOBa,
O.A.Tenosa, E.H. Konbuios u ap. // lansHeBOCTOYHBIN MeAUIIMHCKUHN xKypHa. —2023. — Ne 3. — C. 13-17. http://dx.doi.
org/10.35177/1994-5191-2023-3-2.

PRIMARY IMMUNODEFICIENCY (IPEX-SYNDROME)
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Abstract. The article presents a clinical case of a rare hereditary disease - primary immunodeficiency (IPEX-syndrome)
in a child of the first year of life. The role of integrated assessment and a systematic approach in the diagnosis of
hereditary pathology is shown. X-linked syndrome of immune dysregulation, polyendocrinopathy, enteropathy (IPEX-
syndrome) is genetically determined, it is manifested by autoimmunogenicity. The disease is characterized by an
unfavorable prognosis: usually children die within the first year of life. Severe course of this pathology, significantly
reduces the quality of life and life expectancy of young children.

The complexity of diagnostics is explained by the low prevalence of the disease in the population, the absence of obvious
clinical and laboratory markers of immunodeficiency, the low alertness of pediatricians, and requires the use of modern
genetic methods.

Keywords: primary immunodeficiency, [IPEX syndrome, FOXP3 gene mutations, autoimmune disease, CD25+CD4+-

regulatory lymphocytes, autoimmune enteropathy, intractable diarrhea, permanent neonatal diabetes mellitus, insulin-
dependent diabetes mellitus autoimmune thyroiditis
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IPEX-cuanpom (immunedysregulation, polyendocri-
nopathy, enteropathy, X-linkedsyndrome) orHocuTCcs K
rpymme nepBHYHBIX uMMyHoxedurmroB (ITHM]), xapak-
TepU3yeTcsl yTPaTod ayTOTOJIEPAHTHOCTH W ayTOMMMYH-
HBIM TIOPAXEHUEM PA3JIMYHBIX OPTaHOB, SBISETCS Pea-
KM, OJHAKO TOYHas YacTOTa He M3BECTHA. 3aboieBaHME
obuto BriepBeie ommcaHo B. Powell u coast. B 1982 1T,
B 2000-2001 rr. noka3aHa ero reHeTU4eckas OCHOBa —
OITUCAHBI MyTallu¥ B T€HE TPAHCKPUIIIIMOHHOTO (haKTopa
cemeiictBa Forkhead — FOXP3 (forkhead box protein
3 gene) — Hambonee CHENUPHIECKOTO MOJIEKYIIPHOTO
mapkepa CD4+CD25+perymnsaropusix T-knetok [3, 4, 7].
I'er FOXP3 xommpyeT 3KCHpEeccHio KITfodeBoro (akropa
TPAHCKPUIINH T T-peryasTopHBIX THM(OIUTOB — CKap-
¢uHa, pacnonoker Ha X xpomocome (Xp11.23), cocrour
n3 11 KOOMPYIOMMX SK30HOB M CHEIU(PHUESCKH JKCIIPec-
cupyercs  CD4+CD25+perynaropasiMu  T-kieTkamu
B TuMyce W Ha mnepudepun. VMMyHOCynpecCHBHBIE
CD4+CD25+ perynsatopHbie T-KJI€TKH COCTaBJISIOT
HeOombII0H nporeHT oT nomyisinun CD4 T-muMdonnTon
(T-xenmepoB), IKCIIPECCUPYIOT PELENTOpP O-IEMH UHTEp-
neiiknaa 2 (CD25), nwmrortokcmueckuit T-mumbonnT-
acconmupoBaHHblii aHTHTeH 4(CTLA-4) M mIokokopTH-
xoup-uHayrmupyemerii penentop TNF (GITR), a rtaxke
[IPOAYLIMPYIOT UMMYHOCYIIpECCUBHBIE LUTOKUHBI MJI-10
n TGF-p. [Taronornueckue BapraTHBHBIC H3MEHEHHS TeHA
FOXP3 npuBoisT K HapyLIEHUIO €r0 SKCIPECCUU U CHU-
KEHUIO (DYHKIIMOHATBHONW aKTHBHOCTH CKap(hWHA, Hapy-
menuto no3pesanust CD25+CD4+-T-perynsaTopHsIxX JIUM-
(OIIMTOB, OCYIIECTBISIONINX OTPUIATEIIHFHYIO CEJIEKIIHIO
ayTOPEaKTUBHBIX KIOHOB T- u B-mumdormros, Bemenct-
BHE YeT0 NMPOMCXOANT MOTEPSI OPTaHU3MOM ayTOTOJIEPAHT-
HOCTH, ITOBBIIICHNE MMMYHOJIOTHYECKOH PEaKTUBHOCTH,
pa3BUTHE MOJIMOPTaHHOW ayTOMMMYHHOHM marosioruu |1,
6]. Crextp m3menennit B reme FOXP3 pasnoobpaseH,
MIPEUMYIIECTBEHHO NPEACTaBICH HOHCCCEHC-MYTAIMSIMU
u 3arparuBaetr B Oomplreii cremeHu 9-11 sx3ombl. Cerpe-
ranus 3a00JIeBaHIS OCYIIECTBISIETCS O X-CHETIICHHOMY
penecCHBHOMY THITY.

IPEX-cuHOpOM pa3BUBacTCS y MAaJIbBUUKOB, IIPEUMY-
IIECTBEHHO IEPBOTO IIONYTOAWS XW3HH. B ayrommmyH-
HBIH TIpOIlecC BOBIEKAIOTCS KOXKa, CIIM3UCTAs KEITyITOTHO-
KHIIEYHOTO TpPaKTa, HEKOTOPHIE IHIOKPUHHBIE JKEIIe3Bl,
CHIDKAeTCs MPOTHBONH(EKIINOHHBINH NMMYyHHUTET. Kiman-
Yyeckas KapTHHA Yalle NPeCTaBlICHa MOJHBIM BapHaH-
TOM, HO JTOCTAaTOYHO BapuabenbHa [2]. Snpo 3aboneBanust
COCTABIIAIOT TPOSBICHNS AyTOMMYyHHOHW pedpaxkTepHOit
SHTEpOIaTHH (HEKynupyemasi auapest), ayTOMMMYHHBIX
SHIOKPHHONATHH (ayTOMMMYHHBIM THPEOWANT W WHCY-
JIMHO3aBUCUMBIN CcaXapHBIM 1uabeT), ¢ BOBJICUYCHHEM
KOXH M CIH3UCTBIX (aTommyeckuii aepmaruT). [lopae-
HHUE JKEIyJOYHO-KHIIEYHOTO TPaKTa BO3MOXKHO Ha BCEM
MIPOTSDKEHUH B BUAE aT(O3HOTO CTOMATHTA, ayTOMMMYH-
HOTO TacTPUTa, ayTOMMMYHHOH 3HTEpOIIaTHH B BHJE
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MpoQy3HOH CEKpEeTOpHOW Jauaped H MaibabcopOrum,
AayTONMMYHHOTO KOJINTA, KHUIIEYHOW HEIPOXOANMOCTH.
Cronb TsOKENbIe HApPYIISHUS TOCTAaTOYHO OBICTPO NPHBO-
JUIT K JIEKTPOIUTHBIM HapyIICHHUSAM C 3KCHKO30M, HyTPH-
TUBHOMY JEQHINTY, 3alepKKke (H3HIECKOTO Pa3BHUTHA,
00IIel MBIIIeYHOH THHOTPOGUHM W THIIOTOHWH, BTOPHY-
HOH 3ajiep>KKe MOTOPHOTO pa3BHUTH. [lopaskeHue KOXH U
ee MPUAATKOB, CIM3UCTBIX 000I0YEK MOXKET HPOSBIATHCS
B BHJI€ aTOMMYECKOTO WM SKC(OIMATHBHOTO IEPMATHTA,
pacTpOCTPpaHEHHOW 3ymsiieldl 9K3eMOION0OHON  CHINH,
TICOPHA30II0JOOHOTO KOXHOTO CHHAPOMA, aJOTeIHei
n onmxomuctpodueii. ITpm IPEX-cmrapome Bo3MoOXHA
CIUICHOMETAINS, THIepIuIasus JTUMdoy3noB u muMbona-
HOHM TKaHHU TJIOTOYHOTO KOJbIA. JJaHHBIE 0 IMMYHOIOTHYE-
CKHX JTaDOpaTOPHBIX M3MEHEHHAX B JINTEPAType IPOTHBO-
peUrBHI [6], BO3MOXHBI IPU3HAKH HMMYHHOIE()UIIMTHOTO
COCTOSIHUSL B BHJIE BBIPAXEHHOTO Ae(eKTa MPOTHBOBHPYC-
HOTO W aHTuOakTepuanpHOro MMMyHutera [1]. JInarHos
OCHOBBIBACTCS Ha aHAJIN3€ COBOKYITHOCTH JTAHHBIX: CEMeii-
HOTO aHaMHe3a, KIIMHWYECKUX MPOSBICHHI U pe3yIbTaTax
71a00PaTOPHBIX UCCIIEOBAHUM, BRIBISIONINX ayTOMMMYH-
HYIO SHTEpOINAaTHIO (ayTOAHTHUTENA MPOTHUB SYHTEPOIUTOB,
TapMOHMHA W BWJUIMHA), THPEOWANT (AaHTHUTENA IIPOTHUB
THPOIOOYIMHA W MHUKpPOCOMAlbHBIE AHTHUTENa K THpe-
OWIHOW MepOKCHIa3e), LUTONCHUIO (aHTHUTENAa IPOTHB
TPOMOOIIUTOB M HEUTPO(DWIOB, IOJOKUTENBHBI TeCT
Kymb6ca), caxapHusiii juabet 1-ro THma (aHTHTENa MPOTHB
WHCYJIMHA, OCTPOBKOBBIX KIIETOK ITOIKETYIOIHOH JKeIe3bl
WIN TIyTamaraekapOoxcunassl). IloaTBepxmaercs muma-
THO3 BBIABICHHEM MYyTali IPH CEKBEHHPOBAHMH TEHA
FOXP3. BapuaGenpHOCTh KIMHHYECKUX IPOSBICHUN
IPEX-cuHnpomMa MoxeT OBITh OOyCIOBICHA aJUIENbHOM
TEeHETHUYECKOH rereporeHHocTero. He ommcaHo 4eTkoi
KOPPEJAINA MEXIY XapaKTepoM MyTalud M OCOOSHHO-
CTAMH KIIMHUYECKOW KapTHHBI 3a001eBaHMUs, HO 3aMEUEHBI
omnpezneneHHble acconumauuu [2]. Cnemyer OTMETHTb,
410 ¥ 4 % TAIMEeHTOB MYXCKOTO T0JIa C MePMAHEHTHBIM
HeoHaTaJdbHBIM caxapHeM auaderom (ITHC]I) BeIsABIEHBI
myTtauuu B reHe FOXP3 [5]. OTtcyTcTBHE CBOEBpEMEHHOM
JVarHOCTHKH ¥ CHEIMAIM3UPOBAHHON TEepaluHy, Kak Ipa-
BWJIO, BEJET K JICTAIFHOMY HCXOLy B TedeHHe l-To rona,
pexe — MepBBIX 2-X JIET )KU3HH BCIEACTBHE CETICHCa, TSDKe-
JIoW ManbabcopOInH, BAaKITMHAIIUH.

Knunuveckuii cnyuaii

Masnsark, Bo3pacT 2 Mecsma. PeGeHOK OT deTBepToit
OepeMeHHOCTH, TIpOTeKaBIIell Ha (GoHE yrpo3sl MpephI-
Banus, IIMBI, BIIT, oT BTOpbIX HOpMAaJIbHBIX CPOYHBIX
ponoB. Macca tena npu poxaeauu 3 160 1, poct — 50 cm.
Ornenka no mkane Anrap — 9-10 6ammos. HeoHaranbHbIiH
CKPMHHHT Ha 5 HACIeICTBEHHBIX 3a00JIeBaHMH — HOpMA.
OpnokparHo nepeHec OPBU. HacneacrBenHocTs HE OTSI-
TolIeHa, Opak He POACTBEHHBIN. B koHTakTe ¢ mHpEKIH-
oHHbIMH 1 00bHEIME COVID-19 Ha MOMeHT oOpaieHus
He OBUI.
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C poxIeHHs MaTh OTMEYala B3AYyTHE JKHBOTA H
cpeiruBaHus. B Bo3pacte 1 mecsna 23 aHe# mosBHIIMCH
»KaJIoObI Ha AJUIEPTHYCCKIE BBICHIIAHUS M HEYCTOWYHNBBIN
CTYJI, HAXOIWICS Ha CTAHOHAPHOM JICYCHHH IO MECTY
JKUTENIBCTBA C JUAarHo3oM: «OCTpBIi TacTPOIHTEPHT
HEYTOYHCHHBIH, CpemHed creneHu TshkecTH. CHHIpOM
MasrbaOCcopOIMK CpeqHel CTEIeHH TSDKECTH HEYTOYHCH-
HBIi. JlakTa3Has HEZOCTATOYHOCTH MEPBUYHAS», COIYT-
CTBYIOIIMI THArHO3: «ATONMUYECKUI AEpPMaTUT, MJIaJcH-
Yeckas popMma, pacrpoCTpaHSHHBIH, B CTaINU HAYaJIbHBIX
MIPOSIBJICHUH, OCTPBIN mepuoa. [lepuHarampHOE Mmopaxe-
wue [IHC, cuHApOM IBUTATENBHBIX, BEreTO-BUCLEPAb-
HBIX pacCTPOWCTB. AHEMHUS IepHUIUTHAS HEYTOYHCH-
Hasl, JIeTKO# creneHn». Ha ¢oHe mpoBoauMoro JiedeHus
(HAH 06e31aKkTo3HBIH, TapeHTEpaIbHO — TIIFOKO30-COJIe-
BBIE PacTBOPBI, aMiHHOBEH 10 %, ancopOeHTHI, (hepMEeHTHI
MTOKETYJOYHON KeJe3bl, NMPOKUHETHUKH, MPOOUOTHKH)
OTMEYEHa HeOONbIIas MOJIMKUTENbHAs AWHAMuKa. [1pu
TIOTBITKE TIepeBo/ia peOCHKA Ha IIHTAaHUE CMECHIO THIPO-
nau3atoM MonoyHoro Oenka (Hyrpmwion mentu I'actpo)
BHOBb IIOSBIIINCh OOWJIBHBIC CPBITUBAHUS C HPHUMECHIO
JKETYH, CTYA 10 9 pa3 B CYyTKH, TOMOTCHHBIN pa3KIKCH-
HBI JKENTO-3€JICHOTO [[BETA.

B Bospacte 2 mecsue 10 aHei ¢ y4eToM KIMHUYE-
CKOl KapTHHBI M HEIOCTATOYHOH 3(h(HEeKTHBHOCTH MPO-
BOJMIMOW Tepalliy HampasieH B J[eTCKyr0 KpaeByIO KiIH-
HUYECKyI0 OonbHUILY (I. Xabaposck). [lpu mocryruieHHN
COCTOSIHHE OIICHEHO KaK TSDKENIOE 3a CUET CHUMIITOMOB
KHIIEYHOTO TOKCHKO3a M 9KCHKO03a 2-3 cTeneHu. PeOeHoK
MOHH)KEHHOro nuTanusg, macca teiaa — 4200 1. KoxkHble
MTOKPOBHI OJIEHBIC, CyXHe, C yYacTKaMH Malepaldd U
runepeMud. Typrop TKaHed M AJIaCTUYHOCTh KOXKH 3HAYH-
TENIFHO CHIYKEHBI. MBIIICUHBIH TOHYC YMEPEHHO CHIKCH.
KarapanbHBIX sSIBICHHIA, TPU3HAKOB JBIXaTEIEHON HEOC-
TATOYHOCTH HE HAaOIIONaloch, IOKa3aTelld TeMOJAWHA-
Muku B HopMme. YJI 32 B muHyTy, carypauus 98 %. UCC
135 B mMuHyTY. JKMBOT MpH OCMOTpE yBEJIHYEH B pa3Me-
pax, B3IyTHIi, MEPHCTAIBTUKA YCHIICHA, CTYN KHIKHUI,
BOJSTHUCTBIH, OOMIIEHBIH JKEJITOTO IIBETA.

B kiIMHMYECKOM aHaHM3e KPOBH MPHUCYTCTBOBAJa U B
MOHHUTOPHHI€ POrpeccHpoBaia qeQUIUTHAS aHEeMHUS Ha
(oHE HH3KOro TeMaTOKPHUTa, HAOMIOAANCs HEHTpodUIb-
HBIA JedkonuTo3 14-18x10x9/m ¢ HapacTanueM Ha 3-i
Henmene rocnutanu3anuu a0 41-45x10x9/m u yBenuue-
HUEeM Heirtpodmiesa 1o 73 % Ha (oHE NPHCOCAUHEHUS
ITHCBMOHUHM. MOHHTOPUHT OUOXUMUUECKUX NOKA3ame-
Jletl BBISBUJI TUIIOTIPOTCHMHEMUIO 10 43 T/J1, Mpexonasiiue
NMEKTPONIUTHBIE Hapymenus (kanpiuid — 0,78 MMonb/m,
Kanuit — 2,4 Mmmoub/a, xyop — 110,5 MMmonb/n, HaTpuid —
182 MMomb/i), rHnepOMIHpyOnHEMHIO (OUIMPYOMH —
211 MMonw/n, mpsMoir — 194 MMOB/JI, HempsAMOW —
17 mmonw/i), tunepdepmentemuto (ACT — 109 Mmmonb/m,
AJIT — 111 mmons/it), CPB 1 IpOKaJIBIIATOHHHOBBINA TECT
OBUTH OTPUIIATEIBHBIMU. YPOBEHb TIIUKEMHUH KOJeOacs
Ha HOPMAJIBHBIX U CYyOHOpaMabHBIX 3HaYeHHX (0T 3,0 1o
6,2 MMOJIB/T). AHAJIN3 KPOBH Ha BHUPYCHBIE HH(EKIIMH, B
ToM yucie BUY — orpunarensusiii. [loceB kpoBu Ha crte-
PUIBHOCTh — IaTOJOTHYECKH 3HAYMMOW MHUKPOQIOpHI

HE BBIABWI. [OpPMOHANBHBIH NPOYUIL MUTOBUIHOM
JKeJle3bl, B TOM YHCIIe aHTHUTeJIa K THpEeOoNepoKcHia3e
OCTaBaJIUCh Ha HOPMAJBHBIX 3HaueHWsIX — 6,9 ME/mn
(Hopma — 0-9,0). Tlozxke OBUIO BBIABICHO CHIDKEHHE
ypoBHS WHCynmHHA — 2,3 MKME/Ma (Hopma — 2,0-25,0).
B ummyHnocpamme HaOMIOmANOCh CHIDKCHHE ITOKa3aTe-
nel rymopaibpHOro ummysnurera IgA — 0 (mopma — 0,8-
4,06), nuskuit IgM — 1,3 (Hopma — 0,34-2,14), I1gG — 6,54
(Hopma — 6,8-16,5), BeIcOKHUI ypoBeHb IgE — 636,5 ME/m.
Hmmynogpenomuposanue numgoyumog BBISIBUIO JEHKO-
uTo3 34,1x10x9/n (Hopma — 6,4-11,0x10x9/11, mumdorne-
HHuo 8 % (HOpMa — 39-59 %), mucbanaHc B BHIC HE3HA-
guTenbHoro cHmwkenus CD3+T-nmumdoruror — 56 %
(HopMa — 58-67 %) u CD3+CDS8+T-uUTOTOKCHYECKUX
kietok (T-cynpeccopsl) — 16 % (nopma — 18-25 %),CD3-
CD16+56+ NK-knerok — 8,5 % (Hopma — 8-17 %),
HopMmanibHOro ypoBHs CD3+CD4+T-xenmepoB — 40 %
(Hopma — 38-50 %), CD3+CD16+56+ TNK-kietku —
0,5 % (Hopma — 110 7 %) U peryyisaTopHOro uHjIeKca — 2,5
(mopma — 1,5-2,9), nossimenHoro yposeHss CD19+B-
mumMpouutsl 35 % (Hopma — 19-31 %).

B konpozpamme OCTOSSHHO NPUCYTCTBOBAIM KUPHBIE
KHUCJOTHI +, KpaxMaJl BHEKJIETOUHO +, ciau3b +++, aeiiko-
LUTBI, SPUTPOLUTEI. MOHUTOPUHT KOIPOTPaMMBbI J€MOH-
CTPUPOBAJl COXPAaHEHHE MAaTOJOTHYECKUX H3MEHEHHH
W HapacTanue oobema ctyia oT 190 mo 580 mMa B CyTKH.
HaOmonanock 3Ha4MTEIbHOE MOBBIIICHUE YPOBHS Kalb-
npoTekTuHa — 6ombie 1000 Mkr/r (HopMa menbiie 50,0).
[Tankpearrueckas smacTasa B kaye — 487,7 Mkr/t (HopMa
6omnee 200). MOHUTOPUHT OAKTEPHONIOTHICCKUX U BUPY-
COJIOTMYECKUX aHAJIM30B Kajla TOKa3bIBaJl OTPHULIATENb-
HBIH pe3yabrar. OJHOKpaTHO OBLTAa BBIICNIEHA YCIOBHO
naroreHHass (uiopa — mHMTpoOaKTep, YYBCTBHTEIBHBIA K
AHTUOMOTHKAM pe3epBa MEPOHEMY, HUIPOIIOKCAIHHY.

HNHcTpymMeHTAIbHBIE METOAbI MCCJIEA0BAHMS

V3U opeanos oprownoii nonocmu: 3HAYMMBIX TIATOJIO-
TUYECKUX M3MEHEHUIl He BBIABISLIN. Y3 nouex: B mpo-
ceete YJIC ¢ 2 cTopoH OONBIIOE KOJIUIECTBO IXOTCHHOM
B3BECH, HAAIMOYCYHUKOB — Oe3 martonorun. Y3U cepoya:
00O, remopMHaMHUYeCKH He 3Hauumoe. Y3U mumyca:
0e3 MaToJIOrHH, HOPMAJIbHBIA TUMHUECKUN mHAEKC 0,25.
[Ipu ODI/IC ¢ THCTONOTUYECKUM HCCIIECIOBAHUEM JIBE-
HAJIATHIIEPCTHOW KHUIIKU BBISBICHa MOpP(hOoIorndeckas
KapTUHa BOCIAJEHUS CJIM3UCTON JABEHAILATHIIEPCTHOM
KUWKA. Hppucockonus, uppucocpaghus, KOIOHOCKONUS
BbIsIBHITH npu3Haky komuTa, CKT OI'K: 6e3 matomoruu.

Takum oOpazoM, y peOCHKAa HMella MECTO IOJIHOp-
TaHHAasl MaTOJIOTHA: HEHH(EKIIMOHHBIA TaCTPOIHTEPOKO-
JUT C CHHIPOMOM MajhbaOCOpOLNH; TeHepalIn30BaHHAS
BUpPYCHO-OaKTepHaibHas HWHQEKIWs, ITHEBMOHHS HO30-
KOMHUAJIbHAsI [TPABOCTOPOHHSISI, O4aroBasi, CpeHeil Tsoke-
ctH, rp(-); OENKOBO-IHEpreTHYEcKas HEJOCTAaTOYHOCTh
3 cTemeHH, TOKCHKO-AUCTPO(HUUECKOE COCTOSHUE, aHe-
MU Ie(UIUTHAS, TSOKEIIOW CTETICHH); TUIIEeBas aJUIePTHs,
cMemiaHHas (opMa, TaCTPOMHTECTHHANIBHAS, aTOIINYe-
CKMH JIepMaTuT, TOKYMEHTUPOBAH BBICOKMI ypoBeHb IgE.
Pebenok mosyudan Tepanuio: NapeHTepalbHOE MUTaHHUE
n3 pacueta: 6eok — 2 /KT, s)Kup — 3,75 T/KT, yIiIeBOabl —
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13 r/kr (ITetukeit, AMuHOBeH, JIMOGYHIUH, TIIOKO30-
COJIEBBIC  PACTBOPHI), AHTHOAKTEPHUANBHYIO TEpaIuio
(uMumIeHeM, aMuKaluH, OUIpodIoKcanuH, medomnepa-
30H, SHTEPOQYPUI, METPOHUIA30M), TPOTUBOIPHOKOBYIO
Tepamuio (pIyKkoHa30i), TeMOTpaHCc(y3Hn IPUTPOIUTAP-
Hoil B3Becu, C3II, mekcameTa3oH, AMLIMHOH, BUTaMHHBI
rpynmsl B, 6ududopM, TpexkparHO MPOBOAMIACH 3aMe-
CTHTEINbHAS Tepanus BHYTPUBCHHBIM HMMYHOTIIO0YTHHOM
B no3e 0,5 1/kr, Ha QoHe KOTOpOH MPOUCXOIMIa BPEMEH-
Has crabunu3nusi coctosiHus. CocTosHUE MAlEeHTa BECh
MIEPUOJI OCTABAJIOCH TSXKEJBIM 3a CUET COXPAaHSIOLIETOCs
JCTIETITUYECKOrO CUHIPOMa, SIBIIEHUH 3HTepUTa (quapest
1o 10 pa3 B cyTku, norepu co cryiaom ot 190 mo 580 1,
B3IyTHE JKHUBOTa), OCIKOBO-IHEPIreTHIECKOI HEI0CTaTou-
HOCTH, 3KCHKO3a, OTMedajach remaromeranus (4,5 cm
HUKE Kpass peOepHOW Ayru), yBEIUYEHHUE CEeIEe3CHKH
(+1 cMm), cHHUKEHHE AMype3a, OTCYTCTBUE TOJIOKUTENb-
HOU IMHAMUKH Macchl Tena (rmorepsi cocrasuia 329 r).
VYdauThIBasg BO3pacT KIMHWYECKOH MaHHbecTannu
3a00JICBaHUS, TSDKECTh COCTOSIHHS, MOJHACHCTEMHOCTD
MIOpaKEHUsSI C MPEUMYILIECTBEHHbIM BOBJIEYEHHEM CpE[-
HUX U HWKHHUX OTAEJIOB JKEJIyAOYHO-KUIIEYHOTO TPAaKTa,
MMMYHHBIA AucOanaHc, JUIMTENbHOCTh TeueHUs 3aboie-
BaHMS M OTCYTCTBHE 3(dekTa OT MPOBOAUMON Teparuu
ObUT ycTaHOBICH auarHo3 «llepBHYHBIA UMMyHOIE(H-
uut (ITNUJ]) HeyrouHeHHBIH». JlMarHo3 MOATBEPKIICH
u yrouneH (ITNJ, IPEX-cunmpoM) MeETOIOM BBICOKO-
npou3BoauTeNbHOro cekpenupoBanus JIHK mno nanenu

«MmmyHonornyeckas» B ®I'BY «HannonaneHbeI Menu-
LUUHCKUM HCCIeI0BaTeIbCKUM LIEHTP JETCKOM remMaTolio-
THH, OHKOJIOTMM U UMMYHOJIOTUH UMeHH [Imutpus Pora-
yeBa» Mun3zzapasa PO. B 8 unTpoHE B pernoHe 10HOPHOTO
caiita crutaiicuira rena FOXP3 BbIsBIIEH KIMHUYECKH
3HAYMMBIHA TATOTeHHBIA BapuaHT — chrX: 49255424 C>T,
¢.816+5G>A B reMU3UTOTHOM COCTOSIHHU.

[IpuHuMast BO BHUMaHHE OCHOBHOMU JMArHO3, TSHKECTh
COCTOSIHHS, ITOTPEOHOCTh B CIECHUANM3HPOBAHHOM JieUe-
Hun (TKM), peberok Obu1 mepeBeneH B DenepaibHbIH
MEIUUUHCKUA LEHTp, C MOCIEAyIoed TocnuTaIn3a-
el B CICIHMAIN3UPOBAHHBIN LEHTpP, TAE ObUIa MpOBE-
JleHa TpacIlIaHTalusl KOCTHOIO Mo3ra B Bo3pacrte 1 roma
2 mecsiues. [locne AnuTensHOro Nepuoaa JeUeHus U pea-
OWJIMTAIMU MAI[MEHT BO3BPATHIICS K MECTY MPOXKHBAHHUS,
B HACTOSIEEe BPEMs 32 HUM YCTAHOBIICHO aMOYIIaTOpHOE
HaOIIOICHHE.

[IpencraBneHHbIN KIMHAYECKUN CIydald JEMOHCTPH-
pyeT HeoOXOAUMOCTh KOMIUIEKCHOTO ITIOIXO/a B OLCHKE
MOJIMCUCTEMHOIN KIMHUYECKOW CUMITOMATHKH B Ieua-
TPUUECKON MPAKTHKE.

Bueapenne HeonaranpHOro ckpununra Ha IIWJ] nHa
teppuropun Poccutickoit ®enepanuu ¢ 2023 1. ynpocTur
PaHHIOI IHAaTHOCTHKY CTOJIb TSDKENIOTO 3a0OJICBaHUS B
HeoTsironieHHbIX 1o [PEX-cuHapoMy ceMbsix, cBOeBpe-
MEHHYIO TEpaIlulo, a TakXe TAKTUKY DPENpOxyKTHBHOIO
MOBEJICHNUS M, BO3MOXHO, B JaJbHEHIIEM — HEUHBA3UB-
HYIO [IPEHATAIbHYIO JUAarHOCTHKY.
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