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0Oco6eHHOCTU KNIMHUKKM U TaKTUKKU NledyeHna OPBU y pebeHKa ¢ nepBMYHbIM MMMYHOAePULUTOM CUHAPOM

PASLI (cnyyait U3 npakTUKK)
®rb0y BO Capamosckuli TMY um. B.W. Pazymosckozo MuH30pasa Poccuu

Hay4Helli pykosodumens: HenezHukos [.A.

Llenblo HacTosLei paboTbl ABAseTcA M3ydyeHMe ocobeHHocTel npossneHnit OPBU y geTeit ¢ nepBUYHBIM MMMyHOAEeDULUTOM U
BbI6GOP a4EKBATHOMN Tepanuu.

B kayecTBe npumepa Hamu 6blia npoaHanu3MpoBaHa wcTopua 6HonesHu pebeHka 2009 r. poxaeHua c cuHapomom PASLI,
npeacTaBnAloWMM coboii reHeTUYecKoe PaccTPOMCTBO B UMMYHHOW cucteme, 06yc/0BNeHHOE HapyLeHWemM CUTHAIbHOTO MYTK B KETKax.
Cungpom PASLI (P110delta-Activating Mutation Causing Senescent T-Cells,, Lymphadenopathy and Immunodeficiency)-mytauma
aKkTmMBaumm P110-§, KoTopas Bbi3biBaeT cTapeHWe T-KneToK. Mpu JaHHOM CUMHAPOME, KaK MNpaBW/iIo, OTMEYaloTCs peuuavBupylolme
MHObEKLMU AbIXxaTeNbHbIX NyTeN, XPOHUYEeCKas Bupemusa supycos LIMB 1 EBV, iumdoaneHonatusa, a Tak»Ke renatocnieHoOMeraams.

Mepsble npn3Hakn OPBU y gaHHOro naumeHTa NpoABUIMCHL NOBbileHMem TemnepaTypbl A0 38°C, HACMOPKOM K cyxum Kawnem. C
TpeTbero AHA 60ne3HN y pebeHKa 0TMEYaNoCh yxyAlleHne COCTOAHMA 33 CYET CTPEMUTENIbHOTO HapacTaHWA CMMNTOMOB OCTPOro 6POHXMTA.
Mpu nocTynaeHun coctosHme pebeHKa pacLeHeHo Kak TAxes0e, OHO 6bl10 06yCN0BIEHO CUMNTOMAaMM UHTOKCUKALLMKM, BOCNAIUTEIbHBIM
nopakeHnem ApixaTeNbHbIX MyTeln M npusHakamum 6pPOoHX006CTPYKTMBHOrO cuHgpoma ¢ AH |-l cteneHn. Ha peHTreHorpamme -
NPaBOCTOPOHHAA 04aroBoO-C/IMBHAA CpeAHeno0NeBan S-5 NHEBMOHMA.

Bbibop meToga Tepanuu AaHHOrO 60/BHOTO C MEPBUYHBIM UMMYHOAePULMTOM ObycnoBneHHbIM MmyTaumeit B reHe PIK3CD,
3aK/l04anca B TOM, YTO Ha Bpema nevyeHna OP3, 0C/I0XKHEHHOrO NMPaBOCTOPOHHEN 04aroBO-CIMBHOM cpefHeno0/1eBol S-5 NHeBMOHMEN ¢
H6POHXO00BOCTPYKTUBHBIM CUHAPOMOM U AblXaTeNbHOM HeZ0CTaTOMHOCTbIO -1l cTeneHu, Bblan UCNONb30BaHbI ABa MPeAcTaBUTENs Pa3HbIX
rpynn aHtMbuotukos: Ledunum u Cymamen. BpemeHHbIli OTKas OT npenapata cuMpoanmyc, obnagatowero MMMYHOCYNPEeCccOpHbIM
AeNncTBnem, N OT BBEAEHUA B CXeMY JledeHna MHTepPepoHOB M MHAYKTOPOB MHTePHEpPOHOB M3-3a BO3MOMXKHOW aKTUBALMKN ayTOMMYHHbIX
MpOLECCcoB, a TaKXKe HasHauyeHWe BHYTPUBEHHOTO BBEAEHWA WMMMYHOrN06ynnMHOB (npaBapaTbl OkTaram u [puBWMAXKEH) ABWUIOCH
onpegensaoWmm ana 3GPeKTMBHOCTM leYeHNA AaHHOTO pebeHKa, TaK Kak 3To 6bl10 He06X0AMMO M3-3a HapyLIEHUI B B-Kn1eTouHOM 3BeHe
MMMyHUTETa Npu gaHHom M.

Ha ¢oHe npoBoavMmoON Tepanuu oTMeyasnacb YeTKasa MONONKUTENbHAA AUHAMMKa COCTOAHMA pebeHKa, YTO NO3BOIM/IO OCYLLECTBUTbL
BbINMUCKY MaumeHTa Ha 18- AeHb OT MOMeHTa MNOCTYN/AeHMA B CTauMOHap, noj HabnlodeHue yvyacTKOBOrO Bpaya M KAMHUYECKOro
MMMYyHoI0ra.

KnioueBble cnoBa: nepsuyHbIi UMMyHO4ebULUT
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