https://doi.org/10.56871/PED.2026.20.11.011 YK [616.155.194+616.98+578.825.12+616.24-008.47]-053.2

ATnnunyHoe ocnoxHeHHoe TeyeHue IPEX-cuiapoma
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PE3IOME

[PEX-CHOPOM (MMMYHHas Aucperynsuus, nonuMaHAOKpUHONaTHS, 3HTeponaTis, X-peLeccuBHbIN CLENeHHbIN) — KpailHe peakoe
ayTonMMyHHOe 3aboresaHue, obycrioBneHHoe MyTauuen reHa FOXP3, xapakTtepusyloljeecs UMMyHOLEULMTOM W BbipaxeH-
HOM (PeHOTUNMYECKON BapnabernbHOCTbIO, YTO OCIOXHSIET CBOEBPEMEHHYKO AMArHOCTUKY W NeyeHue nauueHTos. lMpeacTaBneHb
0CcoBEHHOCTH ocnoxHeHHoro TeyeHus IPEX-cuHppoma y peberka rpygHoro Bospacta. C poxaeHWs y nauueHTa oTMevanuch pe-
LMAMBMPYIOLLE TEMONUTUYECKME KPU3bl ayTOMMMYHHOTO reHesa. B Bo3pacTe [eBATM MecCsUEeB pasBunach Tsxenas LuToMerano-
BMPYCHast MHEBMOHUSI, OCMOXHWUBLLASC OCTPbIM PECMMPATOPHLIM AUCTPECC-CUHOPOMOM TSKENOM CTEMEHW M cencucom, notpebo-
BaBLUMMU ANUTENbHON PECMpaTOPHON MOALEepXKKW. [aumeHT nonyyan MMMYHOCYNPECCUBHYKO U aHTUOaKTepuanbHylo Tepanuio ¢
NOMOXWTENbHBIM 3(EKTOM, JOCTUTHYTa CTabWUNM3aLMs COCTOSHWS, MMAHWUPYETCs annoreHHas TpaHCnnaHTauus reMonoaTuye-
CKX CTBOMOBbIX KINETOK. Ha OCHOBaHWM MONeEKYNspHO-reHeTMYECKOTO UCCrnefoBaHns BbiSBNeH BapuaHT B reHe FOXP3 c.227dcl,
p. (L76Qfs*53) B reM13nNroTHOM COCTOSIHUM. AHANOTMYHBIN BapUaHT B reTepO3NrOTHOM COCTOSIHUM OBHapyKeH y MaMbl naumeHTa. Mpu
cekBeHupoBaHumu no CaHrepy reHa FOXP3 cTapluero Bpata nauueHTa BapuaHToB He 0BHapyxeHo. Y MnagLero 6paTa BbisIBNEH Ba-
puaHT B reHe FOXP3 ¢.227dcl, p. (L76Qfs*53) B remn3nrotHoM coctosiHii. OTNMYNTENBHO 0COBEHHOCTBLIO NPELCTAaBNEHHOrO CryYas
CcTarno oTCyTCTBWE NONMWUIHAOKPUHONATUM W JOMUHUPOBaHE ayTOUMMYHHON LToneHum (B-kneTouHas numdonenns, NK-kneToyHas
LWUTONEHUs) Hag cuMnToMamu aHTeponaTui. [aHHbIi cnyyail nogyepkmBaeT HeobxoauMocTb BkItodeHus IPEX-cuigpoma B gudbde-
PeHLManbHO-ANArHOCTUYECKUI PSAA NPW HaNUYMK Y NaLWMEHTOB ayTOUMMYHHOW LMTOMNEHUN, SHTEPONATUM 1 TSHKENbIX ONNOPTYHUCTUYE-
CKIX MHCDEKLMIA, [axe NpW OTCYTCTBUM KNAcCUYEeCKO NONN3HAOKPUHONATUN.

KnioueBble cnosa: IPEX-cuHapom, cuHapom uiliepa—IBaHca, ayTOMMMYyHHasl TeMONUTIYEckasi aHeMUs!, LIMTOMeranoBupycHas
MHEBMOHMS, OCTpbIii PECTINPATOPHbIA AUCTPECC-CUHAPOM, AETH
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Atypical complicated course of IPEX syndrome
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ABSTRACT

IPEX syndrome (immune dysregulation, polyendocrinopathy, enteropathy, X-linked) is an extremely rare autoimmune disease caused
by a mutation of the FOXP3 gene, characterized by immunodeficiency and pronounced phenotypic variability, which complicates the
timely diagnosis and treatment of patients. The features of the complicated course of IPEX syndrome in infants. Since birth, the patient
has had recurrent hemolytic crises of autoimmune origin. At the age of nine months, severe cytomegalovirus pneumonia developed,
complicated by severe acute respiratory distress syndrome and sepsis, which required prolonged respiratory support. The patient
received immunosuppressive and antibacterial therapy with a positive effect, stabilization of the condition was achieved, and allogeneic
hematopoietic stem cell transplantation is planned. Based on a molecular genetic study, a variant in the FOXP3 gene ¢ .227dcl, p.
(L76Qfs*53) in a hemizygous state was identified. A similar variant in the heterozygous state was found in the patient's mother. No
variants were found during Sanger sequencing of the FOXP3 gene of the patient’s older brother. The younger brother has a variant
in the FOXP3 gene ¢.227dcl, p. (L76Qfs*53) in a hemizygous state. A distinctive feature of the presented case was the absence
of polyendocrinopathy and the dominance of autoimmune cytopenia (B-cell lymphopenia, NK-cell cytopenia) over the symptoms of
enteropathy. This case highlights the need to include IPEX syndrome in the differential diagnostic series in patients with autoimmune
cytopenia, enteropathy, and severe opportunistic infections, even in the absence of classical polyendocrinopathy. The earliest possible
genome-wide sequencing and timely radical treatment (alloimmune hematopoietic stem cell transplantation) are critically important for
improving the outcome of this disease.

Keywords: IPEX syndrome, Fisher-Evans syndrome, autoimmune hemolytic anemia, cytomegalovirus pneumonia, acute respiratory
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IPEX-cungpom (Immune dysregulation, polyendocrinopa-
thy, enteropathy, X-linked syndrome; ummyHHas aucperynauus,
MONM3HOOKPMHONATMS, SHTEponaTtus, X-peLeccuBHbIA cuen-
NEHHbIN CMHAPOM) — KpaiHe pefKkoe TSKENOe MOHOTEHHoe
3abonesaHue, obycnoBneHHoe BapuaHTamn B reHe FOXP3,
NOKan13oBaHHOM B LEEHTPOMEPHOI obnactn X-xpomocomsl [1].
Okcnpeccupyemblii 6enok reHa FOXP3 — KkntoyeBoi TpaHc-
KPUMLMOHHBIA  hakTop AN pasBuTUs 1 (PYHKLMOHAMBHOM
aktneHoctn CD4+CD25+ T-perynsaTopHbiX KNeToK, KOTOpble
UrpatT KMIOYEBYID PONb B MOAAEPKAHWN WMMYHOMOMMYECKON
TONIEPAHTHOCTU MyTEM CYMPECcCUM WMMYHHbIX peakunin [2].
B GonblimnHcTBe cnyyvaeB IPEX-cMHApOM MaHWGECTUPYET Ha
MepBOM TOAY KM3HW, HO MOXET 0TMe4aTbCs U y AeTen bonee
CTapLLero Bo3pacra.

OCHOBHbI€e KNUHNYECKNE NPOSIBMEHUS — BbIPaXXEHHOE YBe-
nnYeHne NUMMOUAHbBIX OPraHoB, caxapHbli Anabet 1-ro Tnna,
AYTOUMMYHHbIA TUPEOMANT, SK3EMA, SHTEPONATUS N UHDEKLMM
[3-5]. OHpokpuHonaTum BeTpevaroTes y 70-80% naumeHTos,
XOTSl B PACCMOTPEHHOM Cry4Yae CYMMTOMbl MOPAXEHUS SH-
AOKPUHHOM cucTembl oTcyTcTBOBanM [4, 5]. BropuyHas aHTe-
ponaTusi MPUBOAMT K MOCTOSIHHOW Auapee, 3agepxke pocta U
CHukeHuo Beca. Knaccuyeckast ans IPEX-cungpoma tsxenast
9HTeponatus, nNposiBnsiolascs npogy3HON BOLSHUCTON UMK
remopparMyeckon auapeeit, 4acTo HOCUT KU3HEYrpOXatoLLMi
xapakTep [3].

CKpUHUHIOBbIA MeTof AuarHocTuku IPEX-cuHgpoma —
VMMYHO(EHOTUNMPOBaHUE  NIUMCDOLIMTOB  NepUepu4ecKon
KPOBM, KOTOPOE LUMPOKO AOCTYMHO. XapakTepHbIMW, HO He-
cneunduyHbIMKU Haxogkamu npn IPEX-cuHgpome, MoryT 6biTh
903UHOUNNS, LMTONEHUN 1 NOBbILWEHKe YpoBHS IgE u IgA [6].
/Horaa y nauMeHToB BbISBAAKT B-kneTouHylo numdoneHuto
(CD19+ 0 cells/mkn), x0T OHa He ABNSETCA NAaTOrHOMOHMY-
HoW Haxopgkow nmpw IPEX-cungpome [6, 7]. AHTUTena K aHTu-
reHam B-knetok obHapyxwBatotcs y 60% naumeHToB ¢ IPEX-
CWHOPOMOM, BO3MOXHO CHuKeHue ypoBHs NK-kneTok [8].

MeTopom Bbi6opa guarHocTvkn IPEX-cuHopoma ocTaet-
CSl MOMNEKYNAPHO-TEHETUMECKOE UCCNEe0BaHNE C BbISIBNIEHNEM
NaTOreHHOro OAHOHYKNEOTUAHOro BapuaHTa B reHe FOXP3 [9].

OnddeperuymnansHas anarHoctuka IPEX-cunopoma npo-
BOANTCA C MHOXECTBEHHOM 3HAOKPUHHOW HEAOCTaTOYHOCTHH
M ayTOMMMYHHbIM NMMQONPONNGepaTUBHBIM  CUHAPOMOM,
KOTOpbIA TaKkke XapaKTepuayeTcs ayTOMMMYyHHbIMU LuTOMe-
HWSIMU, OHAKO 3HTeponaTis ANst HETO HETUMMYHA, a B OCHOBE
€ro naToreHesa nexat Mytauumn B reHe FAS, a He FOXP3 [10].
Kpome aToro, Heobxoanmo MckmounTb 06LLyto BapuabenbHyto
MMMYHHYI0 HEAOCTATOMHOCTb, KOTOpast CONPOBOXAAETCS ayTo-
VMMYHHBIMU OCNIOKHEHUSIM, HO ee KINacCUYeckUM Npu3HaKom
sBnseTcs runorammarnobynuHemms [11].

OcCHOBHOW METOA paguKanbHOM NaTOreHeTUYECKON Tepa-
nuv IPEX-cnHapomMa — annoreHHas TpaHcnnaHTauums remarto-
noaTuyeckux cTonosbix knetok (TFCK), npn ncnonbaoBaHum
HLA-ngeHTMYHOro [oHOpa MATWUNETHSAS BbhKMBAEMOCTb CO-
crasnsiet 6onee 75% [3]. Mpu oTCYTCTBUM yKa3aHHON Tepanum
BbIKMBaeMocTb nauueHToB ¢ IPEX-cuHgpomom k 10-neTHemy
Bo3pacTy cocTaBnsieT MeHee 30%, NpeuMyLLECTBEHHO BCrea-

CTBME KU3HEYTPOXAKLLMX MHPEKLUMOHHBIX 1 ayTOMMMYHHbIX
OCIIOXHEHMN [7].

OpfHWM 13 NepCnekTUBHbIX HANPaBMeHU NeYeHns SBIseT-
€l npumeHeHne nHMbntTopa mTOR — cuponumyca, KoTopbIi
NPOAEMOHCTpUPOBan 3PdPEKTUBHOCTb B KyNMPOBAHWM YNIOPHOM
Anapen 1 CHXEHWUU YacToTbl FeMOMUTUYECKUX KPU3OB Y nawu-
eHTOoB ¢ IPEX-cMHAPOMOM, pedpakTepHbIM K CTaHAAPTHOMN Te-
panuu [7, 12, 13].

[JocTaTouHo pegkoe ocnoxHenne IPEX-cuHgpoma —
cuHapom ®uwepa-OBaHca, KOTOPOe pasBuIoch B MpeacTaB-
MIEHHOM  KIIMHWYECKOM HabmoaeHny, SBRSACh OTPaKEHWEM
MMMYHHOTO aucbanaHca, XoTs B 60MbLWNHCTBE CMy4YaeB OH ac-
COLMMPOBaH C ayTOMMMYHHBIM NMONponMgepaTuBHLIM CUH-
ApoMoM, obLeit BapnabenbHON MMMYHHOR HELOCTATOYHOCTbIO
1NN CUCTEMHOI KpacHOM Bon4vaHkon [14-16].

CoueTaHue ABYX KpaliHe peaknx CUHAPOMOB, PELKO BCTpe-
YaLLMXCA B KMMHWUYECKOM MpaKTuKe, ONPEAEnBLLNX TSKECTb
cocTosiHUS pebeHka, SBUNOCh OCHOBaHWEM Af1S aHann3a Teve-
HWS 3aD0ONEeBaHNS Y KOHKPETHOTO MaLMeHTa.

KNMUHUYECKUKU CITYHAN

Manbuuk, oT BTOpo GepemeHHoCTM (nepBasi Depemen-
HOCTb — 300POBLIN pebeHOK), NpoTekaBLUel Ha (hoHe nnaLeH-
TapHOW HEAOCTATOYHOCTU U reCTaLMOHHOMO CaxapHoro anabe-
Ta. Poabl cpoyHble, cpok rectaummn 38 Hegenb, Macca Tena npu
poxaeHum 3030 r, oueHka no wkane Anrap Ha Nepeom 1 NATomn
MUHyTax 7-8 6annoB COOTBETCTBEHHO. HeoHaTanbHbI nepu-
Of OCIIOXHWUICA HEeOHaTaNbHOWM XENTYXOW, Nocne NeyYeHns B
CcTaumoHape pebeHOK BbIMUCAH JOMOW B YA0BNETBOPUTENBHOM
COCTOSIHUM.

B Bo3pacTe AByX MeCsLEB roCNMTaNN3npoBaH B 0TAENEHNE
peaHumaLv 1 uHTeHcuBHoM Tepanuu (OPUT) ¢ xanobamn Ha
©ecnokoncTBo, 6reaHOCTb, MKTEPUYHOCTD KOXW 1 OTKa3 OT eAbl.
[unarHocTupoBaHa reMonMTUYeckas aHeMust TSHKEMON CTeneHu
(remornobuH — 64 r/n, obwmin GunupybuH — 53 mkmonb/n),
Mo JaHHbIM MUesiorpaMMbl MerakapuoLmuTbl He 0BHapyXeHbl,
HENTPO(UIbHBIA POCTOK CYXEH, 9PUTPOUAHbIN — pacluu-
peH. [poBedeHbl Tpu TpaHCy3nn 3pUTPOLIMTApHON Maccl,
C Lenblo KynupoBaHUs ayTOMMMYHHOTO mpoLecca ABYKPaTHO
BBEAEH BHYTPUBEHHBIN MMMYHOrMOBYNMH, HayaTa Tepanus
NPEAHU30NOHOM (2 Mr/Kr B CyTKM). Ha OCHOBaHWM pesynbTa-
TOB 00CnefoBaHMs AMarHOCTMpOBaHa LMTOMEranoBupycHas
VH(EKUMS ¢ MUHUMAnbHBIMW KITMHUYECKUMI TPOSIBIIEHNAMU
(cybdebpunbHas Temnepatypa, CHUXEHWe anneTuTa), B CBS-
31 C 4YeM MPUHSATO PELLEHWEe O NPOBEAEHUM Creunduyeckon
TEPanuM aHTULWUTOMEranoBMUPYCHBLIM UMMYHOTMOOYIMHOM Ye-
noseka (B go3e 1 mn/kr, B Te4eHue 7 gHeN C NONOXMTENbHbIM
3hEKTOM B BMAE PErpeccupoBaHmust KMMHUYECKON KapTUHbI W
oTpuuatensHoro pesynbtata [LP-nccneposanus. [MonHore-
HOMHOE CEKBEHMPOBaHWe Ha AaHHOM 3Tane He MPOBOAMMIOCh.
Mocne 3aBepLUeHUs Kypca TeYeHNs NaLMEHT BbIncaH AOMON B
YOOBMETBOPUTENBHOM COCTOSIHMM, amOynaTopHO MpOAOITKEHa
TEpanust NpeaHN30NI0HOM (7 M yTpOM, 6 Mr Be4EpPOM).

B yeTbipe mecsiLa pebeHka NOBTOPHO roCNMTanM3npoBanm
B OPUT B CBA3W C UKTEPUYHOCTBIO KOXM, BbISBMEHbI FEMONUTY-
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yeckas aHemusi (remornobuH — 64 r/n, obwuin GunMpybuH —
90 wmkmonb/n). TpoBeaeHa MMMYHOCYNPECCUBHas Tepanus
MNPEeaHU30MOHOM 2 MI/KT, HasHauyeH putykcumab (375 mr/m?),
BbIMOMHEHbI ABE FEMOTPaHCHY3nUK 3pUTPOLIMTOB (YPOBEHD re-
mornobuHa goctur 86 r/n). OCHOBaHWEM ANst HA3HAYeHUs pu-
Tykcumaba kak npenapata BTOPOI NIMHUK CTano peLmanBupyio-
Liee TeyeHue 3aboneBaHmMs, HECMOTPS Ha Tepanuio CUCTEMHbI-
MW KOPTUKOCTepouaamu Ha ambynaTopHOM aTane.

Yepes naTb AHEN NaUMEHT NEpeBEAEH B OHKOreMaTonoru-
yeckoe oTZeNeHune, rae NPoJoMmKeHa Tepanns NPesHU30N0HOM
(2 mr/kr B cyTku) n putykcumaBom (375 Mr/m2), JoCTUrHyTa Mo-
NOXWUTENbHas ANHaMMKa — Ha MOMEHT BbIMMCKW W3 CTaLoHapa
ypoBeHb remornobuHa coctasun 119 r/n, KONNYECTBO NERKOLM-
T0B 3,6%10°%/n, a TpoMBoLMTOB — 336%10%/n. Yepes Tpu Hegenu
C MOMEHTa rocnuTan13aLum naLmeHT BoINUcaH 13 CTaumoHapa.

Ha ambynaTtopHoMm 3Tane npofosskeHa Tepanus npeg-
HW30MOHOM, koTopas B 6 MecsLeB Ha (hOHEe MOBbILIEHNS KOH-
LeHTpauum remornobuHa go 159 r/nm nocTeneHHO OTMEHEHa.
Ha crnepytolwmin AeHb nocne 0TMEHbI 3aperucTpMpoBaHoO NoBbI-
weHue Temnepatypsl go 37,3 °C, Ha BTOpOV LeHb NosiBunach
nuxopagka ao 39,1 °C, katapanbHble CUMNTOMBI.

lMauueHT rocnuTanuanpoBaH B WHQEKLMOHHbIA CTauuo-
Hap. lMpu ocMOTpe OTMEeYanochb TaxunHod (4acTtoTa AbIXxaHus
45 B MuHyTY), SpO, NpU fbIXaHN aTMOCHEPHLIM BO3LYXOM CO-
ctaBuna 77%. lNpu npoBefeHUN KOMMBIOTEPHON TOMOrpadum
OpraHoB TPYAHON KIETKW BbISIBNIEHbI MPU3HAKM [BYCTOPOHHEN
MONMCErMeHTapHoO MHEBMOHMK (puc. 1), OBHAKO KOHLEHTpa-
uns C-peaktneHoro 6enka v npokanbLMTOHWHA Bbina B HOpMe.
B cBA31 C AEKOMMEHCUPOBAHHOM [bIXxaTenbHON HeLOCTaTOYHO-
CTbl0 HayaTa WHBA3WBHAS UCKYCCTBEHHAS BEHTUNALMSA NETKMX
(MB1), Ha choHe HecTabunbHON remoagnHammuky noTpeboBanach
NOCTOSIHHAs HY3Ms [obyTamuHa.

HasnayeHa amnupuyeckas aHTubakTepuanbHas, npoT1Bo-
rpubkoBas W aHTULMTOMEranoBupycHas Tepamusi (raHuumkmo-
Bup). [ins panbHenwero o6CrnefoBaHNs N NEYEHUS MauneHT
nepeBefeH B MHOrONPOMUIbHbIN CTaluoHap.

Mpu noctynnexun B8 OPUT MHoronpogunbHOro craumuoHa-
pa CO3HaHWe YrHETEHO A0 YPOBHS KOMbl Ha (POHE MOCTOSHHOM
WHGy3mM HaTpust okcmbyTupaTa u mupasonama. Mpu ayckynb-
Tauuu cepfua TOHbI MpUrAYLWeHbl, PUTMUYHbIE, WYMOB HET.
YacToTa cepaeyHbix cokpalyeHun 146 B MuHYTY, apTepuans-
Hoe paBneHne — 106/60 mm pT.cT. [lbixaHne ¢ pecnupaTop-
Hom nopaepxkon, MBI (SIMV-PC) ¢ FiO, — 0,9, Pinsp — 20
cm H,0, PEEP — 10 cm H,0, yacTota AbixaHuii 55 B MUHYTY,
SpO, — 93%, SpO,/FiO, — 103,3. Mpu ayckynbTauum nerkux
0TMEYatoTCs KPenuTupytoLLme Xpunel ¢ AByX CTOpOH. Mo aaH-
HbIM aHanu3a ra3oBoro CocTasa U KUCIIOTHO-OCHOBHOMO COCTO-
SHUS apTepUanu3oBaHHONM KanunIsApHOM KPOBW KOMMEHCUPO-
BaH pH 7,43, pCO, — 35,5 mm pr.cT., pO, — 74,5 MM pT.CT.,
HCO, — 26,9 mmonb/n. Movacosoin Temn auypesa CocTaBun
1,5 mn/kr B yac. BbISIBNEHbl PEHTTEHONOTMYECKME NPU3HAKM
OCTpOr0 PEeCnMpaTopHOro AucTpecc-cuHgpoma (cMm. puc. 1).
OueHka no wkane pSOFA cocTaBuna YeTbipe 6anna.

B KnuHuyeckom aHanuse KpoBW BbISBNIEHA YMEPEHHO Bbl-
paxeHHas aHemusi (remornobuH — 108 r/n). MpuHumas Bo

Puc. 1. PeHTreHorpamma opraHoB rpyaHOi KeTku Npu nOCTynneHun
B OTAENEHNe peaHnMaLyn 1 UHTEHCMBHON Tepan (hoTo aBTOPOB)

Fig.1.  Chest X-ray upon admission to the intensive care unit
(photos by the authors)

BHAMaHWe HanuyMe B aHaMHE3e ayTOUMMYHHOW remonuTu-
Yecko aHemuu, NpoBefeHa npsmas npoba Kymbea, koTopas
Jana nonoXuTenbHbIA Pe3ynbTaT, BbISBNEHbI aHTUAPUTPOL-
TapHble aHTUTENa.

Mo AaHHbIM BUOXMMWYECKOTO aHamnMa3a KpOBM OTMEYEHBbI
YMEPEHHO BbIPaXEHHbIE TMnoanbbymMuHemms (anbbymmH —
28,3 r1/n), noBbileHne PepMEeHTaTUBHON akTUBHOCTU anaHWH-
(86,6 EL/I) n acnaptatamuHoTpaHcdepasbl (58,7 EL/N).

B tpaxeobpoHxuanbHOM acnupaTte M KpOBW BbiAeneH Lu-
TOMEranoBumpyc.

[narHocTMpoBaHbl reHepanu3oBaHHas LMTOMEranoBmpyc-
Hasi WHEKLMS, OCTPbIA PECTIMPATOPHbIA ANUCTPECC-CUHAPOM
(OPLIC) tsxenoit cTenenu, cencuc. KomopOuaHble coCTOSHNS:
reMonuTUyecKas aHeMnst ayTOUMMYyHHast B CTauu PEMUCCUN.

Ha ocHoBaHWn cencuca, accouMmMpoBaHHOro C LuToMera-
NOBUPYCHOW MH(EKLIEN, aKTUBHOrO ayTOMMMYHHOTO npoLiecca
(ayTOMMMyHHasi remonuTuyeckas aHemMusi) U OTCYTCTBUS afek-
BaTHOTO CUCTEMHOrO BOCMamnMTENbHOrO OTBETA (HOPManbHbIN
ypoBeHb C-peakTuBHOrO Genka 1 npokanbLWUTOHWHA) 3anoao-
3pEH NePBUYHbIA UMMYHOLEDULNT.

Mpy MMMYHOMOTMYECKOM MCCNER0BAHUM BbISIBNIEHA Ts-
xenas numcponenns (1300 «kn/mkn), otcytcteue CD19+
B-knetok, cHmkeHne NK-knetok (60 kneTok/mkn), runoram-
marnobynuHemus IgA (0,03 r/n), norpaHuyHbIn ypoBeHb 19G
(6,65 r/n). MpnHATO pelueHne 0 NPOBEAEHNN MOMHOIK3OMHOTO
CEeKBEHMPOBAHMS.

Mo JKM3HEHHbIM TMOKa3aHUSM Ha3HAYEH TaHLMKIOBMP
(28 cyTOK), NPUHATO peLLeHe 0 NPOBEAEHUN Tepanuu BHyTpU-
BEHHbIM MMYHOrNOBYNNMHOM B 03e 2 I/Kkr.

YunTbiBas HanuuMe TSKENOr0 WMMyHoAeduuMTa U Bbl-
COKMI PUCK MaHUhecTaLmm ONMOPTYHUCTUYECKUX UHMDEKLINIA,
BKMIOYas MHEBMOHMIO, BbI3BaHHYK Pneumocystis jirovecii n
VHBA3WBHbIE MUKO3bl, MPUHATO PeLleHne O MPOBEAEHUM Mpo-
tbunakTMyeckon aHTUMMKPOBHON Tepanuu (CynbhameToKkcason
+ TPUMETONPUMOM, (PryKOHa301).

B cBs131 ¢ MaHWhecTaLmMen BEHTUNATOP-acCoLMMPOBaHHOM
NHEeBMOHMM, BbI3BaHHON Pseudomonas aeruginosa, HasHayeHa
aHTMbakTepuansHas Tepanusi MOMMUKCMHOM W NeBodnokca-
LMHOM.




Yepes wmecsy nocne rocnutanusauum B OPUT nauueHt
nepeBefeH B OHKOreMaTonornyeckoe OTAEeNEeHNe B COCTOSIHUM
CPEAHEl CTeNEHN TIKECTU, C KOMMEHCUPOBAHHBIMI BUTASTbHbI-
MK PYHKUMAMI, TAE NPOAOIIKEHA NaToreHeTMYeCkas Tepanms
(cynbthameTOKCa30N/TPUMETONPUM, UMMYHOTNOBYNMH ANs BHY-
TPUBEHHOTO BBEAEHMS). AnnTensHOCTL NpoTekTusHoi UBJT co-
ctasuna 35 cyTok, nocne akcTybaLmm notpeboBanacs gotauus
Kucropoga B TeYEeHMe Tpex CyTOK, YTO COOTBETCTBOBANO COBpe-
MeHHbIM npuHumnam Tepanum OPLC y peten [17].

Ha MoMeHT nepeBoga B NpounbHOE OTAENEHNE SBIEHMUS
AbIXaTenbHOI HEAOCTAaTOYHOCTYW MOSTHOCTBI PErpeccupoBani,
NaToNOTMYECKME M3MEHEHWS! Ha PEHTreHorpamme OpraHoB
rPYLHOW KNeTkn oTcyTCTBOBanM (puc. 2). Ha 67-e cyTku neve-
HWs B cTaunoHape pebeHoK BbinncaH 4OMON Noa HabnogeHue
neguaTtpa ¢ A1arHo3oM: NEPBUYHbIA UMMYHOBEPULNT HEYTOY-
HeHHbI, ayTOUMMYHHas TeMONUTNYECKAs aHEMUS, peMUCCHS.
CocTosiHMe nocne AnMTENbHOM MMMYHOCYNPECCHUBHO Tepa-
nun. PekomeHO0BaHO NPoOJoIIKeHne Tepanun Ha ambynaTop-
HOM 3Tane: NPEeAHW30MOH MO 2 MF B CYTKW (CHUXeHWe L03bl Ha
0,5 mr 1 pa3 B Hegenw), drykoHason no 50 mr 1 pa3 B feHb
(10 aHen), ko-Tpumokcason no 30 Mmr 2 pasa B AeHb 3 pasa
(1 mecsu), naHkpeatH no 3000 ME 2 pasa B feHb ¢ efjoi
B TeyeHune 10 aHei.

Uepes mecaL nocrne BbINMUCKA COCTOSHME pebeHKka pesko
YXYALUMIOCh: OTMEYEHO HapacTaHue cnaboCcTi 1 UKTEPUYHOCTb
koxu. [pu nocTynneHnn B CTaLMOHap BbISBNEHbI aHEMUS Ts-
Kenoin creneHn (sputpoumutsl — 1,7x10'%/n, remornobuy —
59 r/n), TpomBouuToneHMs (TpomGouuTbl 47x10%n), peTuky-
nouuto3 (petukynountsl — 190%0), Npsimas peakuns Kymbea
NONoXUTENbHAs, BbISIBNIEHbI aHTUIPUTPOLIMTAPHLIE aHTWUTeNa.
B 61oxuMMyeckom aHamnuae OTMeUYEHa YMEPEHHO BblpaxXeHHast
runep6unupybuHemus (o6wmin bunnpybun — 55,6 Mkmonb/n,
HenpsiMoil — 48 Mkmonb/n), yBenuyeHne pepmeHTaTUBHON ak-
TMBHOCTW NnakTaTaerngporeHassbl (835,3 EL/n).

MpoBeaeHbl reMoTpaHcdy3um (dpuTpoLuUTapHasi B3BECH
nenkopesyLMpOBaHHasl), KypC BHYTPUBEHHOTO WMMYHOrNo0y-

#

Puc.2. PeHtreHorpamma opraHoB rpyaHoN KneTku npu nepesoge
B OTAESeHNe oHkorematonorum (hoTo aBTopos)

Fig.2.  Chest X-ray when transferred to the Oncohematology
Department (photos by the authors)

NWHa YenoBeka B Jo3e 2 r/kr, IMMyHOCYNPEeCCUBHas Tepanus
METUNNPeAHN301oHoM (11 Mr/kr B ABa BBEAEHMS B TeYeHue
7 OHeit), NpoJOMKeHa NpodunakTnieckas aHTUMMKPoOHas Te-
panus.

B 1 rog 8 mecsiLeB nonyyeHbl pe3ynbTaTbl NONHOrEHOM-
HOrO CeKBEHMPOBaAHWS «TpuO» — BbISIBNEH BapWaHT B reHe
FOXP3 ¢.227dcl, p. (L76Qfs*53) B reMU3UroTHOM COCTOSIHWW.
AHanor1yHbI BapuaHT B reTePO3NrOTHOM COCTOSHUW 0BHapy-
XEH Yy Mambl naumeHTa. Mpn cekBeHmpoBaHun no CaHrepy rexa
FOXP3 ctapuwero bpaTta nayueHTa (ctapiwe Ha 3 roga) Bapu-
aHTOB He 0OHapyxeHo. Y Mnaguwero bpata nauueHTta (Mnag-
e Ha 2 roga), BbisBNeH BapuaHT B reHe FOXP3 c.227dcl,
p. (L76Qfs*53) B reMU3nNroTHOM COCTOSHUM.

Ha ocHoBaHu 0cobeHHOCTEN TeueHNs 3aboneBaHus 1 Mo-
NeKyNAPHO-reHETUYECKOro UCCef0BaHNS YCTaHOBINEH A1arHos:

OcHogHoli: IPEX-cuHgpom (myTaums B reHe FOXP3
€.227del, p.Leu76GInfsTer53 B reMU3nroTHOM COCTOSIHUN).

OcnoxHeHus: [BYCTOPOHHSS MONMMCErMEHTapHas LuMTO-
MeranoBupycHas nHeBMoHus, VIBJT-accouyumnpoBaHHas aBycTo-
POHHSAS nHeBMOHMs, OPLIC Tspkenoii cTenexu, cencuc.

Komop6udHbie 3abonegaHus: GenkoBo-aHepreTnyeckas
HEeOCTaTOYHOCTb YMEPEHHOW CTENEHN.

Ha MOMEHT BbINuCKW M3 CTauMoHapa CocTosiHue pebeHka
CpefHel CTENEHN TSXECTH, NONOXNUTENbHAsA AMHaMKKa B Buae
KynupoBaHus remonusa (remornobud — 135 r/n) u nuxopagkm.
ButanbHble yHKLUM CTabubHbI: AblXaHWEe CMOHTaHHOe, afek-
BaTHoe, Sp0O, — 97%, reMOAMHAMMYECKNX HAPYLUEHMUI HET.

Yepes 1 roa 4 mecsua OT MOMEHTa NepBUYHON rocnuTanm-
3auum B OPUT cocTosiHWe naumeHTa cTabunbHoe, b6e3 npuaHa-
KOB TEYEHWS aKTUBHOW MHEKLMM, HabnogaeTcs runoTpodmst
nerkoi cteneHu. [ins KOHTPONS Hag ayTOMMMYHHbBIMU OCTOXKHE-
HWSIMM (pacnpPOCTPaHEHHbIN racTpuT, 9po3nn Tena xenyaka —
lla Tun no Toljamo, AnddysHbIN KONT, NMMEOPETUKYNSPHAS
runepnnasus Bcex OTAENOB TONCTON KWLLIKW) NPOBOAMTCS KOM-
OMHMPOBaHHas MMMYHOCYNpeccUBHas Tepanus: abatauent (no
20 mr/kr kaxgble 2 Hegenw), aganumymab (no 20 Mr kaxable
2 Hepenv) 1 mecanasut (no 250 mr 2 pasa B cyTku). B cBsisn
C HapylleHnem aHTUTenoobpasoBaHus M Ha (oHe Tepanuu,
npuBOAsLLen K Aenneuyun B-kneTok, nonyyaeT 3amecTuTenb-
Hylo Tepanuio ummyHornobynuHamu (no 0,5-0,6 r/kr B mecsL)
C uyenesbIM ypoBHeM IgG Bonee 7 r/n. [ns npodunakTukn nH-
(PEKLMOHHBIX OCNOXHEHUI NPOBOANTCS ANUTENbHAs NpOTUBO-
MUKPOOHas 1 NpOTMBOBMPYCHAs Tepanusi NEeBOGOKCALNHOM
no 125 mr nepoparnbHoO 2 pasa B CyTKW, BanraHLMKNOBMPOM Mo
112,5 Mr nepopanbHo 2 pasa B cyTku. lNaLueHTy 3annaHupoBa-
Ha annoTpaHcnnaHTaums reMonoaTUYeCKUX CTBOMOBBIX KNETOK
OT HEPOLCTBEHHOIO A0HOPA.

OTnnYMTENBHOM 0COBEHHOCTBID JAHHOMO Cryyas sBunach
reTeporeHHOCTb KMUHUYECKUX NPOSIBREHNIA. Y nauueHTa oTcyT-
CTBOBaNa knaccuyeckast NoONMAHLOKPUHOMATUS M aHTeponaTus
Ha MOMEHT MOCTYNEHUs B CTaLMOHap, YTO CYLYECTBEHHO 3a-
TPYAHUIO AnarHocTuky IPEX-cHapoma, 0coBeHHO ecrv y4ecTb,
4TO OJHOBPEMEHHO y pebeHka MMenu MecTo KnuHnko-nabopa-
TOPHbIe NPU3HAKKN LIUTOMEranoBMpyCHOM MHGEKLMM 1 TEMONTNTY-
YeCKOW aHeMUM, OCMOXHUBLUMXCS pa3BuTMemM cencuca u OPC,
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yTo noTpeboBano NpoBeLeHUs ASIUTENBHOM WCKYCCTBEHHOM
BEHTUMALMM TETKUX 1 KOMMMEKCHON MPOTUBOMUKPOBHON Tepa-
nun. Ha doHe nmetowerocs NepBMYHOro MMMyHogeduumTta y
nauueHTa pasBUINCh TEMOMIMTUYECKAs aHeMWst B COYETaHuM
C TPOMOOLMTONEHWEN, YTO MOCMYXMIO OCHOBAHUEM 4SSt MPo-
LOMKEHNS UMMYHOCYnpeccuBHoit Tepanuu [18, 19].

[aHHbIA cnyyait noaTBepxaaeT HeobXoaMMOCTb BKMHYe-
Hua IPEX-cuHapoma B cnekTp auddepeHumansHon anarHoc-
TUKA Y MNaAeHLeB Jaxe npu OTCYTCTBUM caxapHoro auabera
WK 3HTEponaTv, NOLYEpKMBAET HECOMHEHHYIO POfb CBOEB-
PEMEHHOI TeHETUYECKON AMarHOCTUKN ANS NPUHATAS PeLLeHMs
0 [anbHElLeM NEYeHUN MaumeHTa ¢ MCMomb30BaHNEM COBpe-
MEHHBbIX TEXHOMOrMI OHKOreMaTomnorum.

AOMONHUTENIbHAA UHO®OPMALIUA

BnarogapHocTu. ABTOpbI BbIpaxaroT UCKpPeHHIo bnaro-
BapHocTb KoHcynbTaHTam ®IBY «HMUL ArOW um. Omutpus
Porayesa» MuHsgpasa Poccuu.

Bknap aBTopoB. Bce aBTOpbl BHECHM CYLECTBEHHbIN
BKNaf B pa3paboTKy KOHLenLuu, NPOBEAEHNE NCCTIe[0BaHNs 1
MOArOTOBKY CTaTb, NPOYnM 1 0fobpumm puHamnbHY BEpCUO
nepeg nybnukavuen.

KoHdnukT nHTepecoB. ABTOpbLI feknapupyroT OTCYTCTBIE
SIBHBIX 11 NOTEHLMANbHbIX KOH(IMKTOB MHTEPECOB, CBA3AHHbIX C
nybnmKkaLmen HacTosILLEN cTaTby.
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