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AKTyanbHOCTb

Taxenas KoMOMHMpPOBaHHaAd MMMYHHasl HeOQOCTaTOYMHOCTb NpeacTaBndeT B CTOTHEID CTARSHe
coDOW reTeporeHHy rpynny BPOXOEHHbIX OWWDOOK MMMYHHOW CUCTEMBI, S

XapaKkTepusyoLmMxXcsa rmyboKMM HapyLLeHUeM KINEeTOYHOro M rymMmoparnbHOro 8 B Apade
MMMYHUTETa, KOTOPble MOrYyT TMPUBECTM K CMEPTU OT TAXKEnom CYHEROTD TROTEe
MHQPEKLUMOHHOW naTtonorun B MnageHdyecTtee. Heduunt sAHYC-KMHA3bl 3
(JAK3) ABNAETCA ayTOCOMHO-PEeLEeCCUBHON OPMON  TAXKENOou
KOMOUHMpPOBAHHOWU UMMYHHOW HegocTtaTtodHocTu (TKWH) n npmsognt k T-B
+ NK-peHoTtuny. dedpumnunt JAK3 asnsgetca npuynHon npumepHo 10% Bcex

cryuaes TKUH. -
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n=2

KonuyecTeo NalMeHToRB

Llenb

n=3 n=3 n=8
M3yunTb CNeKTp reHetnyeckux HapyweHun B reHe JAK3 B Koropre
nauneHToB N3 pasimMyHbIX 3THUYECKUX Fpynnm.

E

Pecnybnuka  Poccmitickaa  [pysua Typuus

b ¢
MaTtepunanbi n metoabl snapyck  TeAcpalis

Puc.1. 1. 1 JAK3-
Hamu npoBegeHO MHOroUeHTPOBOE UccneaoBaHue, KIMUHUYECKUX OaHHbIX e JAK3-koropra

18 naunmeHTOB C TeHeTU4YecKn noaTrBepXaeHHbiM auarHo3om TKUH,
Bbl3BAHHOM nosnioMkamu B reHe JAK3. Cpean HUX COOTHOLUEHWE MO Moy
coctaBuno 1:1 (9 mane4mnkoB 1 9 pgeBodyek). [NlauneHTbl, BKMHOYEHHbIE B
nccneagoBaHue npuHaaneXxanu K pasHblM 3THUYECKMM rpynnam (BOCTOYHbIE

[eHeTn4yeckme BapuaHTbl B reHe JAK3 ObINn nMaeHTUdOULMPOBaHbI BO
BCEX CEMbAX.

cnaeaHe (n=2), Topkn (n=14), ubiraHe (n=1), apabbl (n=1)) ¢ dpeHoTUNOM lpushak JAK3(n=18)
TKNH/KUH. [1n$ NOCTAHOBKMU anarHo3sa ObINo npoBeaeHo

MMMYHOMEHOTUNUPOBaHNE JUMMOLIMTOB U  MONEKYNSAPHO-TEHETUYECKUIA NMMyHOPEHOTMN T-B+NK- 14
aHanns3 ¢ 1Ucnonb3oBaHWUEM BbICOKOMPOU3BOAMUTENBHOIO CEKBEHUPOBAHUA U T-low B+NK- 1
KanumnnspHOro cekBeHnpoBaHusi no CaHrepy. (CD3+CD8-)B+NK- 2
(CD3+CD4-) B+NK- 1
Pe3ynbraThl Cvapom OmeHa 2
Tnn mytaunu HoHCceHC 2
Koropta JAK3 BKkntovana 18 nauneHToB (puc.l). MucceHc 7
KpoBHOpOACTBEHHLIE Opaku ObINn noaTeepKaeHsbl y 11/14 cemen. CABUT paMKKU CYUTbIBAHUA 8
BapunaHT B canTe cniancuHra 2

3UTOTHOCTb [OMO3UTOTHbIN BapUaHT 16
[eTepOo3nUroTHbIN KOMMNayHA
g igggiTHb'e CHABARC [eTepO3UroTHbIN BapUaHT 1
Libirane
(1 Tropkn [1aTOreHHOoCTb [laTOreHHbIN BAPMAHT 7
(ACMG) VUS 10
Gain of function 1

TpaHcnnaHTaunsa  remMonoadTUYeCKUX  CTBOJIOBbIX  KMEeTOK  Obina
nposedeHa 6 nauneHtam, 8/18 ymepnu B Bo3pacte 9 (9-18 mecsues),
8/18 xwuBbl (1 - rotoButca K TI'CK).

Puc.1. JAK3-koropTta. THUYECKUe rpynnbil

BbiBOAbI

Halwle wnccnegoBaHMe pacLUUPAET CREKTP TFEHETUYECKUX BapuaHTOB, accouunpoBaHHbIX ¢ geduumntom JAK3. [laTtoreHHble BapuaHTbl B reHe JAKS,
npuBogsalMe K KOMOMHMPOBAHHOWM WMMYHHOW HEOOCTATOYHOCTW, COMNPOBOXOAKTCS T[ETEPOreHHOCTBID WMMMYHOMNOINMYeckUX deHOTUNOB, 4YTO CO34aE€eT
HeobXoOAMMOCTb B AeTarlbHbIX UMMYHOJSTOMMYECKUX U MOJEKYNAPHbIX UCCedoBaHMSAX, OCOOEHHO B 3aKPbITbIX STHUYECKUX rpynnax..
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