


OnpeneneHuve

« CMHOPOM MMMYHHOW OMUCperynauum,
NONU3HAOKPUHOMNATUM N SHTeponaTum (IPEX) — 3TO peaKo
BCTpeYatoLLieecd Tskenoe 3abonesaHne MMMYHHOWN
CUCTEMBbI, XapaKTepu3ytoLLieecsa TeM, YTO BCneacTBue
reHeTn4ecknx edeKkToB MMMYHHasi cuctema
npuobpeTaeT YepTbl ayTopeakTUBHOCTU. [pn 3TOM
Pa3BUBAETCA COOTBETCTBYIOLLAA KITMHNYECKasi KapTuUHa:
CUMMTOMbI MONU3HAOKPUHONATUM, SHTEpPONATUS,
pa3BUTME ayTOMMYHHbIX 3aboneBaHu.




dTnonorus

* |IPEX-CMHAPOM (Immune dysregulation, Polyendocrinopathy,
Enteropathy, X-linked) — TAXkenoe HacnegcreeHHoe X-
cuenneHHoe 3aborieBaHme, acCoLuUMpPOBaAHHOE C
MyTaunamMun B reHe FOXP3 (forkhead box protein 3 gene),
KOOUPYIOLLEM KNYeBOU oakTop TpaHcKkpunuuu ons T-
pPerynaTtopHbIX numdounTtos. JncyHkums T-
PErynaTOpPHbLIX MMM OLMTOB Bbi3bIBAET NpmnodpeteHne T-
KIeTKkaMy CBOMCTBA ayTOPEaKTUBHOCTU, TO €CTb OHU
Ha4yMHaloT NPUHUMATbL KNETKMU CBOEro opraHn3ma 3a
4yy)XepodHble U aTakoBaTb UX.




CvMmnTOMBDI

* [TonnaHagokpmnHoNaTus (HapyLeHNe B CUCTEME
SHAOKPUHHLIX Xerea), NposABNSLaaca pasBUTUEM
caxapHoro gmnabeta 1 Tuna.

OHTEponaTus

Kulle4yHble KpoBOTEYEHUS.

[emonmnTnyeckasd aHeMus

KoXXHble BbICbINMAaHUA MO TUMY 3K3EMbI

ApTpuUTbl , NUMd0ageHonaTugd, nopaxeHmne no4vek
Kaxekcuga

[loBbILLEHHAA CKIMOHHOCTb K BO3HMKHOBEHUIO MHMPEKLINA
n3-3a HaNnM4Yna UMMYHHOWU gucperynaumnm




IInarHocTuka

* AHanm3 aHamHe3a 3aboneBaHua 1 Xxanob: Korga (Kak JaBHO)
rnosiBUSIacb Anapesa (4acTbiv XUOKNW CTYI), 3adepKKa pocTa,
HegocTaToyHas npubdaBka B Bece, OTCTaBaHUE B
NHTENMEKTYarbHOM pa3BUTUN.

« AHann3 aHamHesa XU3HU: paHHAS MaHudecTauua (Havarso)
3aboneBaHns — Hal-OM roay >XM3HW; MNoBbILLEHNE [THOKO3bI
(caxapa) B KpOBU; TAXerble MHPEKLNN.

« OCMOTp NauueHTa — Bpay BbISABAET yBENMNYEHNE MUHOANNH U
LUEUHbIX NUMdraTNYECKMX Y3NoB (MMMJroy3nbl MOryT
onpenenaTtbca npu nanbnauun (NpoLLynbiBaHNKU)), NauneHT
NCTOLLIEH.

* OOWMM aHann3 KPoBU: 303NHODUNNUA — YBENTUYEHMNE
KonnyecTBa 303MHOUIOB (KNETOK UMMYHHOW CUCTEMBI).

* /IMMYHHbIN CTaTyC — NOBbLILLEHHOE CcoaepXaHUe HEKOTOPbIX
TUNOB T-KNETOK (KNETOK UMMYHHOW CUCTEMDbI).




[NoBbiLweHne obLuero IgE (0anH 13 Knacca UMMYHOro0yrMHOB — BENKoB,
NpPOn3BOAUMbIX UMMYHHOW CUCTEMOW) B CbIBOPOTKE KpOBWU. AHanNn3
FOBOPUT O NMOBbLILLEHUN aKTUBHOCTU MMMYHHOW CUCTEMBbI.

[losiBneHne ayToaHTUTEN (BELLECTB, MPOU3BOANMbIX UMMYHHOW CUCTEMOW,
NEeATEeNbHOCTb KOTOPbIX HanpaBneHa Ha aTaky COOCTBEHHbIX KNETOK
opraHu3ama) K Knetkam noakenyaodHomn Kenesbl, rnaakon MyckynaType,
SNUTENNIO (KNeTKam) XKenyao4YHO-KULLIEYHOro TpakTa, apuTpoumuTam 1 T.4.

[eHOTMNMPOBaHNE — BbISABIIEHNE FTEHETUYECKNX OEPEKTOB, XapaKTEePHbIX
ansa IPEX- MmyTtauum B reHe Foxp3. bernok Foxp3 pacnonaraetcd Ha
NOBEPXHOCTU T-KNETOK UMMYHHOW cucTeMsbl. [1pn nonomkax B reHe Foxp3
T-KNeTkn npnobpeTatoT CBOMCTBA ayTOPEaAKTUBHOCTU, TO €CTb HaYMHaloT
NPUHMMATb KITETKM CBOEro opraHmM3mMa 3a vyXepogHble 1 atakoBaTb UX.

[1pn rucronornyeckom nccriegoBaHum BbISABNSETCA aTpodusa CriM3nUCToN
KMLWEeYHKa, MHQUIbTpauma cobCTBEHHOM NAACTUHKU 1 NOACTTN3UCTOrO
CIiosi BocnanuTenbHbIMK KreTkamn. BocnanutensHas nHunstTpayma
NPUCYTCTBYET BO MHOIMX OopraHax. B nogxenygo4yHom xernese - odaru
BOCNasiEHNSA N YMEHbLLUEHNE KONMMYECTBA UM OTCYTCTBNE OCTPOBKOBbIX
KITETOK; B MEYEHU - XOSIeCTas M Xnposasi AUCTPOPUs; B KOXKE -
NHUNBTPAUNS UMMYHHbLIMUW KINETKAMN U UBMEHEHUNSI XapaKTepHble Ans
ncopuadopMHON gucnnasum; B novkax - TybynonHTepctTnumanbHbIn
HedpuT, pokanbHas TyOynapHasa annasus, MembpaHo3Has
rmomMepyrionatus 1 rpaHynsipHble UMMYHHbIE 0eN03UThI B 6a3anbHbIX
MemMbpaHax KIrybo4KoB U KaHarbLEB.




OcnoxHeHuA n nocneacTeBus

» Kaxekcus

» KpoBoTeueHus

« Cenicuc

* HekoHTponupyemas anapes

* [Mneprnnkemumns

* [uneprnMkemMmnyeckasa koma

« OcTpas noyeyHas HeOdOCTaTOYHOCTb

* JleTanbHbIX UCXO4 OT KaXeKCuu, OCTPOMN NoYeyHom
HeAOoCTaTOYHOCTU UITN OCITOXXHEHMW caxapHoro gnabeta —
3aboneBaHuns, XapakTepPU3yoLLErocs HapyLLleHnem obmeHa
[TOKO3bI (Caxapa) B OpraHm3me (KOMbl — MOJSTHOW NOTEPU
CO3HaHWs, BacKkysrionatum — rnopaxeHusi BCeEX COCya0B).




JleueHue

* *[locTOAHHaAda MMMYHOCYNpeccMBHasa Tepanus, BKIoYaroLLas
LMKNOCNOPUH A, TaKpOnnMyc, KOPTUKOCTepouabl,
NHIIMKCUMab n putykcumMab okasbiBaeT NONOXUTENbHbIN
adopekT y 4acTn 6onbHbIX. AnnTtensHoe NpUMeEHEHNEe
TaKkponumyca orpaH1M4eHo B CBA3W C TOKCUYHOCTLIO

* *[IlpoBegeHne napeHTeparnbHOro NMTaHus (BBeAeHUs
nUTaTeNbHbIX BELLECTB BHYTPMBEHHO), TaK Kak NnTaTesibHble
BELLIECTBA HE YCBaMBalOTCA N3-3a MOPaAXKEHUS KNETOoK
XKENyA04YHO-KMLLEYHOro TpakTa.

 oTpaHcnnaHTauus (nepecagka) reMornoaTUYECKNX CTBOMNOBbIX
KIETOK (KNETOK-NPeaLeCcTBEHHNKOB, N3 KOTOPbIX MOXET BbITb
obpasoBaH npakTu4yecku rnodon smna Knetok). Cmbicn
npoueaypbl B TOM, YTOObI 3aMEHUTb UCXOAHbLIE KINETKU
KPOBETBOPEHUS Ha HOBbIE. [11s1 3TOro KPOBETBOPEHME
nauneHTa NoAaBnseTCs C NMOMOLLbIO XMMMoTEPanuK, 3aTem
BOCCTaHaBMNMUBAETCA NyTEM BBEAEHUSI B KPOBOTOK JOHOPCKUX
reMornoaTUYECKNX CTBOMOBbLIX KNETOK.




