IPEX-noa0OHbLIA CUHAPOM Y NaLUEHTa
C HOBOM MyTauuen B reHe LRBA
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AKTyanbHocTb. bonesHu WMMyHHOW Jucperynauuu
OTHOCATCA K MNEPBUYHBIM MMMYHOLEDULIUTHBIM COCTOSIHU-
am (MANJ), BO3HMKaIOWMM 3a CHYeT HapyleHus QyHKLUU
T-perynatopHbix TuMdouuntoB. OgHUM M3 Hanbonee XxopoLlo
N3Y4EHHbIX CUHAPOMOB, BCTPEYAIOLLUXCH B NPAKTUKeE LeTCKO-
ro 3HLOKPUHONOra, ABnseTca X-CLeneHHbIn CUHAPOM ayTo-
UMMYHHOW AMUCPErynauuun, nonaMaHAOKPUHONATUM U IHTEPO-
natuu (IPEX-cuHapom) B pedynbraTte mytauun B reHe FOXP3.
3aboneBaHus ¢ NOXOXMUM GEHOTUNOM B pe3ynbraTte MyTaLui
B reHax IL2RA, STAT5b, STAT1, LRBA v T1.4. nony4unu Ha3Ba-
Hue IPEX-noao6HbIA CUHAPOM.

MpeacrtaBneHo onucaHue cnydyas UHCYIMHO3aBUCUMOTO
caxapHoro anabeTta (C/l) B codeTaHunm C TSKeNon ayTOUMMYH-
HOW aHTeponaTuen y naumneHTa C HOBOW KOMMNayHA-reTeposu-
roTHOM myTaumen B reHe LRBA.

Llenb uccnepoBanua. Onucanue cnyvas IPEX-nogo6Horo
CUHAPOMa B pe3ynbTaTte HOBOW KOMMayHA-reTepo3uroTHOM
MyTauuu B reHe LRBA.

MaTtepuanbl u metoabl. KnMHuKo-nabopatopHoe obene-
[lOBaHWe nauueHTa NPOBOAWIOCH B OTAENEHUU WUMMYHOIO-
rMm POCCUMMCKOM [ETCKOW KAMHWYecKon 6onbHUubl (POKB)
®rAOY BO PHUMY um. H.W. MuporoBa MuHsgpaBa Poccuu,
r. MockBa. MonekynsipHO-reHeTM4eCKMin aHanus3 NpoBoaKnIICS
B YaCTHOM MeJMULMHCKOM labopaTopuu.

PesynbTrartbl. [MauneHT, 2,5 roga. Mpu poxKaeHUU poct
53 cm, Bec — 3520 1, paHHee pU3nYecKoe, MCUXOMOTOPHOE
pa3ButMe 6e3 ocobeHHocTen. C 1 roga 11 mec MaHude-
cTaumsa nHeynnmHosasmucumoro CZ. C Toro e Bo3pacTa anu-
304bl PBOTbI, HYACTOrO YXWAKOr0O CTyla C OCTPOW AEKOMMEH-
caumen yrneBogHoro oébmMeHa M rocnutanusaumnen B OPUT.

MpoBoaunack agnddepeHunansHas AMarHOCTUKa C LeTMaKu-
el, UHOEKLUMOHHBIM 3HTEPOKONIUTOM.

C y4eToM OTCYTCTBME KINMHUYECKOr0 addeKTa OT MPOBOAU-
MOW Tepanuu (B TOM YUC/e OT arloTEHOBOW AMETHI) Y pebeH-
Ka MYXCKOro nona C paHHen MaHudbecTauuen aHTepona-
TUU U UHCYynnHO3aBucumoro C[ 3anopo3peH IPEX-cuHapom.
Pe6eHoK 6bi1 NepeBeaeH B otaeneHne nmmyHonornn PAKB.

Mo AaHHbIM KIMHWYECKOro 0o6cnefoBaHWs BbifBEHa
ayTOMMMYHHas LMUTOMEHUSA, NO AaHHbIM UMMYHONIOrMYECKO-
ro obcnefjoBaHUs Nokasatenu cyenonynauuni numooumntos
MU CbIBOPOTOYHbIX MMMYHOrNOGYNIMHOB B npeaenax pede-
PEHCHbIX 3Ha4YeHun, akcnpeccusd FOXP3 Ha HUXHEN rpaHu-
e HopMmbl. [poBefeHO MoNHOe CEKBEHUMPOBaHWE 3K3oMa:
B reHe LRBA BbisiBfieHa paHee He onucaHHas KomnayHa-
reTepo3nroTHas MyTaLus.

YCTaHOBMEH KIMHWUYECKUI AMarHo3: «[lepBUYHbIN UMMY-
HoZeduLUMT. CUHAPOM UMMYHHOW aucperynaumu. CaxapHbii
anabet. AyToUMMyHHas 3aHTeponaTus. AyTOMUMMYHHas LUMTO-
nexHus». HazHaveHa TapretTHas Tepanus — abaTtaLenT B Jo3e
10 Mr/Kr/cyT C NONOXUTENbHBLIM 3bdEKTOM.

3akntoueHune. [lpefcTaBneHHbIN KIMHUYECKUM ChydYaw
[EMOHCTPUPYET TPYAHOCTU AnArHocTuKM IPEX-nogo6HOro cuH-
ApOMa B CBSA3U C HeCrneLuMdUYHOCTbIO KIMHUYECKON KapTUHbI
y LleTel paHHero Bo3pacTta U pefKoCTbio AaHHOW NaToNoruu,
a TaKXe Heo6XOAMMOCTb MYNbTUAUCUMMIIMHAPHOIO noaxoaa
K BEOEHUI0 Takux nauueHToB. [eHeTuyecKkas Bepudukaums
AMarHosa HeobxoAuMMa Ang npoBefeHus anddepeHumnans-
HOM AuarHocTuku ¢ IPEX-cuHapoMom u apyrumu dopmamu
IPEX-n0go6HOro cMHApoMa M Bbibopa ONTUMaNbHOM TaKTUKK
BeJEeHWS NaLnEHTOB.
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