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AKTYaJIbHOCTH HCCJIEI0BAHUSA: OJHUM U3 CUHJIPOMOB, MMPOTEKAIOIINX C BHIPAKEHHOM TUIIEepPIIpO-
nykiuent IgE, sensercs cuaapom Jxoba (cuHOHUMEL: Job’s syndrome, cuaapom HMoBa) — MynbTH-
CHUCTEMHOE, ayTOCOMHOE 3a00JIeBaHNE, XapaKTepU3YIOIIeecss MEPBUIHBIM UMMYHOAEHHUITUTHBIM CO-
CTOSTHHEM, KOTOpoe B 1966 romy BuepBbie onucan amepukanckuii neguarp Crapku [Issuc (Davis) u
coaBT. B HacTosmee Bpemsi Haubosee yacto onpezensitor myTtanuio B reHax STAT3 umu DOCKS
[1,2].

Lean uccaenoBanusi: JeMOHCTpAIUs KIMHUYECKOTO ciydas runep IgE-cnmHapoma c oneHkoi
KJIIMHAYECKOTO TeYEHUS U JUATHOCTUYECKOTO TIOHCKA.

Marepuajbl U MeTOAbI HCCJIEIOBAHMSI: PETPOCIICKTUBHBIN KIMHUKO-1a00paTOPHBIN aHaIn3
ucTopuu 0OJIe3HM MAIMeHTKU A., 14 jert.

Pe3yabTarhl: U3 aHaMHE3a M3BECTHO: B POIJIOME IMOCTABICH TUATHO3: CUHIPOM JIbIXaTeIbHBIX
paccTpoicTB HOBOPOXKICHHBIX | cTeneHu, riepedpanbHas UIIeMUst, TOKCHYeCKast d)pUTeMa, 3aJepiKKa
BHYTpHyTpoOHOTO pa3Butus 2 creneHu. C 3 MecsIeB HabIoaamach y HEBpoJoTra ¢ THarHo30M Mepu-
HaTalbHOE TMOPAKEHUE IIEHTPATBLHON HEPBHOM CUCTEMBI, C 2 MECAICB OTMEUATUCH MPOSBICHUS aTO-
nu4yeckoro nepmarurta. B 2 mecsna y pebenka ormeuanuch nposisiaeHus blXKura, npodunakruye-
CKHM€ TIPUBUBKH He MpoBoaminch. C paHHETO BO3pacTa OTMEYAIUCh PEIUANBUPYIONIHNE a0CIECCH.
B maprte u oktss6pe 2007 roma BCKpBITHE abCIIeCcCOB pa3HBIX objacTel (IedHor 00acTh, TPyIHON
JKEeJIe3bl, 00JIACTH SITOAMIIBI CTIPaBa), B CBSI3U C U€M OBLI MOCTABJICH JUATHO3: IEPBUYHOEC HMMYHOIC-
(bULUTHOE COCTOSIHMSI, HEYTOUHEHHOTO TeHe3a. Creruduyeckas AMarHOCTUKA U JICUSHUE HE TIPOBO-
murch. C 2017 mo 2019 roasl HEMpephIBHO-PEIUANBUPYIONIEE TEYCHHUE «XOJOJHBIX a0CIECCOBY,
MH(EKITMOHHBIE OCIOXHEHHSI- CHHYCUTBI, OTHTHI, aJeHOUIUT, THeBMOHUH. B oxTsa6pe 2020 roma
TIPOBEIICHO BCKPHITHE abcriecca u Oumorcus meitHoro muMdarndeckoro y3na. KoHIEHTpaIus CbIBOpo-
touHoro ummyHoroOyinuHa E ot 06.11.2020 11600 Ex/mn. B 3T0# cBsI3u i yTOYHEHUS JIUAarHO3a
nanuenTka HampasiaeHa B HMULL AIOU um. Amutpust PoradeBa nmns Bepudukanuy quariosa u je-
yeHus. Ha ocHOBaHUM kano0, JaHHBIX aHAMHE3a, Pe3yJIbTaTOB IPOBEJEHHOTO 00CIIeIOBaHUS, B TOM
YHUCIJIE MOJIEKYISIPHO-TEHETHYECKOTO peOeHKy BepuuinpoBan auaruno3: OcHoBHo: [lepBuyaHbIi M-
myHoxedunut: rutnep IgE-cuanpom (mytanms B rene STAT3 (¢.1145G>A), p.R382Q, B reTepo3uror-
HOM COCTOSIHUH).

BroiBoabl: BeisiBIcHHAs MyTanus B rene STAT3 cBuaeTenbCTBYEeT O JUHYKICOTUIHOM 3aMeHe, TAe
G (ryanmn) 3amenmiics Ha A (ameHuH) B Touke R382Q (hotspot). lunykineoTuaHble 3aMEHEI B JJaH-
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HOM Y4YaCTKe I'€Ha NPUBOAAT K TOMY, YTO CUHTE3UPYETCsI Apyras aMMHOKUCIIOTa U, COOTBETCTBEHHO,
red STAT3 He MOXET aJIeKBaTHO BBINOIHATEH CBOIO QyHKIHI0. Takum obpazom rumnep IgE- curnpom
SIBJISIETCSl PEAKOM IaTojioruei, NMpaBUIIbHAsS M CBOEBpPEMEHHas JMAarHOCTHKAa KOTOPOTO BO3MOYKHA
TOJILKO MPH aHAJIN3€ COBOKYMHOCTH KJIMHMYECKUX CUMIITOMOB M JIaDOPaTOPHBIX MOKa3arenei. AHa-
JU3UPYS OTAEIbHBIC CUMIITOMBI (HalIpUMEp: aTONMYECKUN JepMaTuT), OoJblIast BEpOSITHOCTh HOWTH
110 JJO)KHOMY JIMarHOCTUYECKOMY IIyTH, YTO Mbl BUIMM Ha JaHHOM KJIIMHUYECKOM IIpUMepe. 3aepiKKa
CBOEBPEMEHHO IMOCTAHOBKH JAMarHo3a coctaBuia okono 10 jer.
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