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Pesiome

Bapuanm Q705K rena NLRP3 cuumaemcsi Bapuanmom
HeonpegeAeHHOI0 KAUHUYEeCKOro 3HAueHUusl! MOXKem BblsB-
AAMbCA Y 3OPOBbIX Atogell, HO ABAAeMCA (haKMOPOM PUCKA,
cnocobcmBylowuM (peHomuny aymoBOCNAAUMEAbBHOIO 3d-
b6oareBanus. Yacmoma BblsiBAeHUA B obuwjell nonyAayuu —
3—6,5% no pasubiM ganHbM. B pabome npegcmaBAena KAU-
HUuecKas KapmuHa 3a00AeBaHUs Ha npomsukeHuu 15 aem
y nayuenma gemckoro Bospacma — HocumeAs Q705K Bapu-
anma rena NLRP3 ¢ guarnocmupoBaHHbIM KPUONUPUH-ACCO-
UUUPOBAHHBLIM Nepuoguieckum cungpomom. 10-remnutl pe-
6eHOK 06CAegoBaH B CBA3U C 4ACMBIMU SNU30gAMU AUXOPA]-
Ku, pedbpakmepHOUl K KApONOHWKarowel mepanuu, ¢ yBeAu-
YeHueM WelHblX AUM@MOY3A0B, NPOABACHUAMU (papuHruma,
ageHouguma, 4ACMbIMU PECNUPAMOPHLIMU 3a060AeBAHUAMU.
Peryasapnble 5nu30gbl KpanuBHUUbL PACUEHUBAAUCL KAK Ae-
KapcmBeHHaAs aAreprus. Memogom mapremHoro MyAbmu-
reHHOTro CeKBeHUPOBAHUS UCCAegOoBaHbl 338 reHoB, CBA3AH-
HBIX C pa3BumueM NepBUYHLIX UMMYHogepuyumos. [Ipo-
QHAAU3UPOBAHBL pe3yAbmambl AQOOPAMOPHOTO U UHCMPY-
MeHMAaALHOT'O MemogoB UCCAegOBAHUS B NePUOg HECKOAbKUX
rocnumaausayuli. B nepuogel rocnumaau3ayull ¢ ouepeg-
HbIM AUXOPAGOUHbLIM 3NU30gOM pebeHKy guarHocmupoBaAl,
KAaK NPAaBUAO, UH(EKUUOHHble 9K3aHMeMbl (UepCUHUO3HAs,
NApBOBUPYCHAs, 9HMEPOBUPYCHAA, UH@EKUUOHHbIU MOHO-
HykAeo3). [logmBepsxgena XpoHUUECKas Nepcucmupyrouds
repnec 6 muna u Snwmelina — bapp BupycHas ungexkyus
Ha ¢one geguyuma KAemovHOro 36eHa umMmmyHumema. He-
CMOMPA HA NOAOKUMEAbHblEe De3yALMAMbl SMUOAOTUYECKUX
MemogoB UCCAegoBaHUs HA Npumepe NocAegHell rocnuma-
Au3Quuu (npomuBopeuuBble U He COOMBemCcmByloujue KAu-
HuYecKol KapmuHe, y4UumblBAsi MHOTOAEMHIOI0 UCMOPUIO
peryAsapHbIX OGHOMUNHAIX AUXOPAGOUHBIX SNU30gOB, CONPO-
BOXKGQIOUUXCA BLICHINAHUAMU, PeaKyulo Ha XOA0(, BblsBAe-
Hue BapuaHma HeonpegeAeHHOU KAUHUYEeCKOU 3HauuMocmu
Q705K rena NLRP3 B coomBemcmBuu € NPUHAMbIMU gud-
rHOCmMuuyecKuMu Kpumepuamu) pebeHKy B Bo3pacme 18 rem
6blA gUArHOCMUPOBAH KPUONUPUH-ACCOUUUPOBAHHbII nepu-
oguuecKull CUHgPOM.

Abstract

The Q705K variant of the NLRP3 gene is considered
a variant of uncertain significance and a risk factor contrib-
uting to the autoinflammatory disease phenotype. To present
a clinical picture of the disease in a pediatric patient carry-
ing the Q705K variant of the NLRP3 gene with a diagnosed
cryopyrin-associated periodic syndrome. A 10-year-old child
with frequent episodes of fever, refractory to antipyretic ther-
apy, with urticaria, enlarged cervical lymph nodes, manifes-
tations of pharyngitis and frequent respiratory diseases was
examined. 338 genes associated with primary immunodefi-
ciency have been analyzed by targeted multigene sequenc-
ing. Variant ¢.2113C>A (p. GIn705Lys) of the NLRP3 gene
in a heterozygous state has been identified. The results of
laboratory and instrumental research methods during sev-
eral hospitalizations are analyzed. During hospitalizations
with febrile episodes the child was diagnosed, as a rule, with
infectious exanthems (yersiniosis, parvovirus, enterovirus,
infectious mononucleosis). Chronic persistent herpes type 6
and Epstein-Barr viral infection and a deficiency of cellular
immunity have been confirmed. Despite the positive results
of the etiological methods, on the example of the last hospi-
talization - contradictory and not consistent with the clinical
picture, given the long history of regular febrile episodes of
the same type, accompanied by rashes, a cold reaction, and
the identification of an uncertain clinical significance of the
NLRP3 gene Q705K in accordance with the accepted diag-
nostic criteria a child at the age of 18 was diagnosed with
cryopyrin-associated periodic syndrome.

In a situation of repeated episodes of the same type of
febrile disease, the identification of infection markers, espe-
cially markers of opportunistic infections, does not exclude
autoinflammatory syndrome.
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Taxum ob6pasoM, B cumyayuu NOBMOPANOULUXCS OGHO-
MUNHBIX 5NU30JOB AUXOPAGOUHOIO 3a00A€BAHUS BblABAEHUE
MapKepoB UH@peKyuu, 0COOeHHO MapKepoOB ONNOPMYHUCMU-
4yecKux UH@peKyull, He UCKAHaem aymoBOCNUAUMEABHOIO
CuHgpoMA.

Karouessle caoBa: Q705K Bapuanm rena NLRP3, gemu,
peKyppeHmHble UHGEeKYGUU, KPUONUPUH-ACCOUUUPOBAHHDLU
nepuoguuecKkuli CUHgPOM.

BBeapenue

[MpyuurHBEl MOBBLINNIEHHON 3a00A€BaeMOCTU AeTer
KpariHe MHOTOOOpa3Hbl. K HUM OTHOCATCS aAAepTHS,
aHaTOMUYeCKHe Ae(dEeKThl, BTOPUUYHBIM HNMMYHOAE-
(ULUT B pe3yAbTaTe IIepeHeCeHHbIX NHPeKnul, Pu-
3UYeCKOTO U 3MOIIMOHAABHOTO CTpecca, HeAOCTaTOu-
HOCTU MaKpO- U MUKPOHYTPUEHTOB, @ TaK’Ke BPOXK-
AeHHbIe HapyllleHUsI MMMYHHOM cucTeMHI [1]. Y peTelt
C PEeKyPPEeHTHBIMU HH(PEKINIMU He4aCcTO MOT'yT OBITh
BBISIBAEHBI TeHeTHuueckKue AeQEeKThl, COBMECTHUMBIE
Cc AMarHo3oM  «[IepBUYHBIL ~ UMMYHOAEMUITUT» —
B 8% cAydaeB IO HAIIMM AQHHBIM [2]. OpAHAKO IOUTH
Y IOAOBUHBI UaCTO OOAEIOIIUX AeTel ObIAY BBIIBAEHEI
PeAKUe BapUaHTHI TeHOB, CBA3aHHBIX C ayTOBOCIIAAU-
TEABHBIMU HapylleHUusaAMu (y 47,8%), XOTd TUINYHBIX
KAWHHUYECKUX YePT ayTOBOCIAAUTEABHBIX 3a00AeBa-
HUM y OOABIIIMHCTBA U3 HUX He PEerUCTPUPOBAAOCH [2].

AyToBOCHaAUTEeAbHBIe  3aboaeBaHus (AB3) —
rpylna reHeTUYeCKU AeTEPMUHUPOBAHHBIX CHUHAPO-
MOB, B OCHOBe IlaTOreHe3a KOTOPBIX AeKaT Hapy-
IIeHNe B3aUMOAENCTBUS PEryAdTOPOB BOCIIAAEHUS,
CIIOHTaHHAs aKTHUBAIMg U MOAAepsKaHMe HeKOHTPO-
AUPYEMOTO BOCIIAA€HUS B CUCTEMe BPOKAEHHOTO UM-
MYHHUTETa IIPU OTCYTCTBUU ayTOAHTUTEA U QHTUTEH-
cnenudrieckux T-auMdponutos [5]. 3amop03pUTH
AB3 caepyeT IpU HAAWUMU IIE€PUOAMYECKON HAU
NIePCUCTUPYIOIIEN AUXOPAAKH, KAMHUYEeCKUX U Aa00-
PaTOPHBIX MPHU3HAKOB CHUCTEMHOW BOCIAAUTEABHOU
peaknum (KOKHBbIe BBICBHITIAHUS, apTPaATUN/apTpHUT,
AuM@apeHOoIIaTUsA, TellaTOANeHAABHBIN CUHAPOM, Ce-
PO3UT, BEICOKHUM YPOBEHb AaO0OPATOPHBIX MapKepoB
BOCIIAaA€HUS) TIPU UCKAIOUEeHUN UH(PEKIIMOHHBIX, OH-
KOreMaTOAOTMYeCKUX U ayTOUMMYHHBIX NPUUYUH [3].
XapakTepeH AAUTEABHBINM aHaMHe3 (MeCsIlbl U TOABI),
CTEPEOTUIIHOCTD IIPUCTYIIOB.

W3BecTHO O0Aee 35 reHOB, MyTallid B KOTOPBIX 00-
YCAOBAMBAIOT BO3HUKHOBeHUe AB3. OAUH U3 HUX —
red NLRP3, onipepeAeHHBle MyTallid KOTOPOTO IIPHU-
BOAAT K Pa3BUTHUIO KPUOMMPUH-ACCOIUNPOBAHHBIX
nepuopnyeckux cuHppoMoB (KATIC): cemeliHOM XO-
AOAOBOU KpPAaNUBHUIIBI, CHHAPOMa Makaa — YaAbca
U XPOHUYECKOTO MAAAEHUECKOTO HEBPOAOTUUECKOT'O
KO>XHO-apPTUKYASIPHOTO CHUHAPOMA, HAU MAaAeHYe-
CKOTO MYABTUCHUCTEMHOTO BOCIAAUTEABHOIO 3a00Ae-
BaHu4 [4, 9].

I'en NLRP3 AoKaAM30BaH Ha AAMHHOM IIaeue 1-1
xpoMocoMbI (1q44) u copepRUT 9 sK30HOB. beako-

Key words: Q705K variant of the NLRP3 gene, children,
recurrent infections, cryopyrin-associated periodic syn-
drome.

BBIM NPOAYKT I'eHa — LUTO30AHBIM OeArok NLRP3
(MAM KPHUOIIMPUH) JKCIPECCUPYETCsI B OCHOBHOM
B MUEAOMAHBIX KAETKaX M SIBASIETCSI IIPEACTaBUTeE-
A€M Ba’KHEMIIeH Pa3sHOBUAHOCTUA MOAEKYA CUCTEMBI
BPOKAEHHOI'O UMMYHUTETa — IaTTepPH-PaclO3Halo-
IIUX PeLeNTOPOB, OTHOCAIUXCA K ceMeucTBy NLR
(NOD-like receptor, HyKA€OTHA-CBA3BIBAIOLIVUN AO-
MeH oauromMepuzanuu (NOD)-mopoOHBIE pelenTo-
pBl)). Kpuonupun cocrout n3 1036 aMUHOKHCAOTHBIX
OCTaTKOB U BKAIOUaeT IeHTparbHBIM NACHT-poMeH
(Ha3BAHHBIM 3arA@BHBIMM OyKBaMU HEKOTOPBIX OeA-
KOB, COAEPIKAllUX €T0), 3@ CYeT KOTOPOTI'O BO3MOKHBI
arperanust 1 oauromepusanyst. Kpuonupus siBAsIeTCs
KAIOUEBBIM B aKTHUBAIIUM MOHOIIUTOB M MaKpodaros.
M3BeCTHBIMU AMTA@HAAMHU 3TOTO PeIllellTopa SIBASIOT-
cs1 OakTepuarbHasa U BupycHas PHK, mpoayKTel mo-
BPEKAEHHBIX KAETOK, TaKie Kak BHeKAeTouHasa ATO
U KPUCTAAABI MOYEBOU KUCAOTHL. [Ipm akTuBanuu
KPUOTHUPUH COEAMHSIETCS C apalITOPHBIM 6eakom ASC
U npokacnason-1 ¢ obpazoBaHueM MHPAAMMACOMEL
NLRP3. 310 B3auMoAeNCTBUE IPUBOAUT K aKTUBALIUN
Kacmasbl-1, KoTopasi IPOTEOAUTHUECKU IIPOIIeCCUPY-
eT po-MA-13 u ipo-MA-18 ¢ o6pa3zoBaHMEeM aKTUB-
ueIx VA-1B m UA-18 cooTBeTCTBEHHO, 0OAQAQIOITUX
MOIITHOM MIPOBOCTIAAUTEABHOM aKTUBHOCTHIO [J, 6].

NACHT-poMeHYy NOPeuMyIIeCTBEHHO COOTBET-
CTByeT TPeTUl, HauboAee IPOTSIKEHHBINM JK30H I'eHa
NLRP3 (koponbl 136 —718). MyTanuu B AQHHOM pe-
TMOHEe MOTYT IPUBOAUTH K YCUAEHHUIO (PYHKITMOHAAL-
HOU aKTUBHOCTHU O€AKA U IIOBBIIIEHUIO BEPOSTHOCTHU
oAUTroOMepu3anum 1 o0pa3oBaHUs MH(MAAMMACOM U,
CAEAOBATEABHO, THMIIepaKTUBAIIUM UMMYHHOTO OTBeTa
1 MaHu@ecTaluu ayTOBOCIAAUTEABHOTO 3a00AeBa-
Husg. KAIIC HacaepyeTcst IO ayTOCOMHO-AOMUHAHT-
HoMy TUNy. [ToKazaHa KAUHUYECKasl FeTepOreHHOCTh
nposBaeHudt cuHpapoMoB KATIC, xoTopas ompeae-
ASIeTCS He TOABKO IIPUPOAON KOHKPETHOTO AedeKTa
NLRP3, HO M acconumpoBaHa C IOAUMOpP(du3MaMu
APYTHX I'eHOB [6, 7].

IMepBreie cumnToMbl KATIC TOSBASIIOTCS B AET-
CKOM Bo3pacTe (0T 1 Mecsana A0 5 AeT), OAHAKO AUar-
HO3 OOBIYHO YCTAHABAUBAIOT C OOABIIMM OIIO3AAHU-
eMm. Cawmpii Aerkuit penotun KAIIC — cemerlinas
XOAOAOBasI KpAIUMBHUILR, KOTOpas XapaKTepu3yeTcs
MIPUCTYIIaMU AUXOPAAKHU, YPTUKAPHOM CHIIbIO, KOHB-
IOHKTHUBUTOM M apTPaATHUSIMU, BO3HUKAIOIIUMU B Te-
yeHue 12 4 ImocAe BO3AEMCTBUSI XOAOAA. B HacTosIIee
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BpeMsl BBIAEAEHBI OCHOBHBIE IIPU3HAKU AAT AUATHO-
cruku KATIC: maanune 3 uau 60Aee 3IU30A0B AUXO-
PaAKU B TedeHUe I'oAd, KOJKHBIX BBICHIIIAHWM, OCTPO-
dazoBwrx mokasateaert (COD >30 mm/49 o [TaHueH-
KoBy, C-peakTuBHBIN 6eAOK >20 MT/A), BHIIBAEHUE
myTanuu B reHe NLRP3. Ecau myTaInius He oOHapyKe-
HAa, TO A AMQaTHOCTUKU AOTIOAHUTEABHO HEOOXOAMMO
TIPUCYTCTBUE >1 U3 CAEAYIONINX NIPU3HAKOB: HENpPO-
CEeHCOpHad TYTOyXOCTb, IOpa’keHue I[eHTParbHOM!
HEepPBHOM CUCTEMBI, CyCTaBOB U TAa3, XapaKTepHBIe
s KATIC [8]. J.B. Kuemmerle-Deschner et al. pa3s-
paboTaru CAeAyIolMe AMArHOCTUYeCKHe KPUTepuu
KATIC [9]: moBwilieHme OCTPOda3oBBIX MapKepoB
TIAIOC 2 U3 6 TUIIUYHBIX KAUHNYECKUX IIPU3HAKOB: Y-
TUKApOIOAOOHAS CHINb; CBI3b BOCIIAAMTEABHBIX 3IH-
30A0B C XOAOAOM UAM CTPECCOM; HeMPOCEHCOpHad Ty-
TOYXOCTB; MBIIIIEUHO-CKEAETHbIE CUMIITOMEI (apTpaA-
TUU/apTPUT/MUAATUH); XPOHUUECKUH aCernTudeCKun
MEHUHTUT; CKeAeTHbIe HapyIIeHHs.

[ToMuMO M3BECTHBIX NATOTEHHBIX MyTallli TeHa
NLRP3, KoTOopble TIPUBOAAT K (POPMHUPOBAHUIO
KATIC, nzyyatoTcsa BapuaHThl C HU3KOU ITIeHeTPaHT-
HOCTBIO, Takue Kak Q703K (c.2107C>A, p.GIn703Lys,
Tak>Xe U3BEeCTHHIN B AnmTepaType Kak Q705K), koTo-
pBIM TIpeAcTaBAsieT cOOOM AOBOABHO pacIipocTpa-
HEeHHBIM BapWaHT HeEONPEeAEAeHHOW 3HAauYUuMOCTU
UAM TOAMMOP®MU3M ¢ PYHKIIMOHAABHBIM 3HaueHHUEM
(ycmraeHUe (QYHKIUHM): IO OAHUM AQHHBIM CUMTAET-
Csl KAUHMYECKM He 3HAUMMBLIM (BBIIBAEH y OeccuM-
TITOMHBIX 3AOPOBBIX AIOAEN), IO APYTUM — SIBASET-
cs PaKTOPOM PUCKA, CIOCOOCTBYIOMIUM (DEHOTUITY
AB3. AaHHBIV BapHUaHT Tak’yKe CBsI3@aH C CUHAPOMOM
PFAPA (periodicfever, aphthousstomatitis, pharyngiti
sandcervicaladenitis — cMHApPOM TTEPUOANUECKOM AW-
XOpaAKM, aPTO3HOTO CTOMATUTa, PapUHTUTA U e -
"Horo AmMdapenuTta). [lo pesyabTaTaM HCCAeAOBa-
Husa Katerina Theodoropoulou et al. 2020 r. BapuaHT
Q703K Habaropanca v 21 u3 150 nmanimenTos ¢ PEAPA
(14%), y 6 u3 24 nanuenTton ¢ KATIC (25%) n y 15 u3
36 manreHTOB C HEOIPeAEACHHBIM ayTOBOCIAAUTEAD-
HBIM 3a00AeBaHuEeM (42%) [10].

Yactota Bapmanta c.2113C>A (p. GIn705Lys)
(rs35829419; c.2107C>A, p-GIn703Lys,
NM_001243133.1) B oOIIle¥l HONYASIIMU COCTaBASIET
oT 3 A0 6,5% 110 pa3HBIM A@HHBIM [6].

[MTpeacTaBAsieM KAWHUYECKYIO KapTUHY 3aboae-
BaHUS Ha IPOTSIKEHUU 15 AeT y malyeHTa AeTCKOTO
Bo3pacTa — Hocutead Q705K BapuanTa reHa NLRP3
C AMArHOCTHMPOBAHHBIM KPHOIUPUH-aCCOIMUPOBAH-
HBIM IIEPUOANYECKUM CUHAPOMOM.

KaunHuyeckuii caydyam

Pebenok 2004 ropa poskpeHUST OOCAEAOBAH B BO3-
pacte 10 AeT B CBSI3U C €KeMeCSYHBIMU 3IHU30AaMHU
AUXOPAAKHY, pe(PpaKTEpHOU K KAaPOIIOHU KAIOIIEU Te-
pamnuy, ¢ yBeAndeHHeM HIeHHBIX AMM(OY3A0B, IIPOSIB-
AEHUAIMU (PapUHTUTA, AA€HOUAUTA, YaCTHIMU peclnupa-

TOPHBIMU 3a00AeBaHUAMU. PYTMHHBIMU METOAAMU UC-
rAatoueHBI BUY-uHpekIusa u TydepKyAes, IIPOBEASCHO
UMMYHOAOTHUECKOe obcaepoBaHMe. MeTopAOM TapreT-
HOTO MYABTUTeHHOTO CEKBEHUPOBAHUS Ha IAQTQOP-
me [llumina (MeToAMKa aHaAM3a OblAa OMMcaHa paHee
[11]) mccaepoBanb!l 338 TeHOB, CBSI3@HHBIX C Pa3BUTH-
€M IIePBUYHBIX UMMYHOAEUIIUTOB. MaMol nalueHTa
TIOAIIMCAaHO UH(MOPMHUPOBAHHOE AOOPOBOABHOE COTAA-
CHe Ha yd4acTue B UCCAeAOBaHNU, OOPabOTKy AMYHBIX
MAHHBIX. BoigBaeH BapuanT ¢.2113C>A (p. GIn705Lys)
reHa NLRP3 B reTepO3UTOTHOM COCTOSHUM. VIHBIX T1a-
TOTeHHBIX MYTallu¥ UAM BapUAHTOB C HESICHBIM 3Haue-
HIEM BBIIBA€HO He OBINO.

[TpoaHaAU3UPOBAHBl PE3yAbTATHl KAUHWYECKUX
U OMOXUMMYECKUX aHAaAU30B KPOBHU, OAKTEPUOAOTU-
YEeCKUX, MOAEKYASIPHO-OMOAOTUUECKUX U CEPOAOTHU-
YEeCKUX METOAOB 3THMOAOTMUYECKON AMArHOCTUKU IIPU
00CAEAOBaHUM B TIEPUOA TOCTTUTAAM3AITUY B AeTCKUM
HayYHO-KAMHUYECKUH IIeHTP UH(MEKIMOHHBIX O0oAe3-
Hett B Bo3pacTe 10, 13 u 17 AeT, a Tak>Ke IPU AUCITIaH-
CepHOM HaOAIOAEHUM ITIOCAE TOCTIMTAaAM3AIINN.

W3 anaMHe3a JKU3HU: MAaABYUK OT CPOYHBIX POAOB
ecTeCTBeHHBIM nyTeM ¢ BecoMm 3200 r, dpusmueckoe
U NICUXOMOTOPHOE Pa3BUTHE IO Bo3dpacTy. Hacaea-
CTBEHHOCTBH OTATOIIleHa 10 aAAEPTUH, ayTOMMMYHHO-
My TUpPeoupuTy (oTel]). MaThb cTpajaeT MOAMBAAEHT-
HOM AeKapCTBEHHOM aArepruel, AMarHOCTUPOBaHHOM
Ha OCHOBAHUN MHOTOKPATHBIX 3MM30A0B KPAaIUBHU-
1Bl oTeKa KBUHKe, B aHaMHe3e 4acThle peclinupaTop-
Hble UHMEKINU, TOCAepPOAOBLIN cemcuc. CecTpa —
JacTo Ooaerolasg (MHeBMOHNM). Pe6eHOK MTPUBUT I10
UHAUBHAYAABHOMY I'PaUKy A0 5 A€T, 3aTeM MeAU-
IIUHCKHE OTBOABI, IIOCA€ BaKIIUHAIIMU OTMEYaAUuCh
TIeprOAbl BBICOKOU AUXOpapku (2—3 aus). Habaro-
AAeTCcsa 3HAOKPUHOAOTOM C AMArHO30M «AYyTOUMMYH-
HBIU TUPEOUAUT» C 5 AeT, «[HUImoTupeosd» (MoAydaeT
Tepanuio L-TUPOKCUH); aAAepPTOAOTOM C AMArHO30M
«ATOTIMUYECKUU AEPMATUT, AAAEPTUUYECKHU PUHUT,
KOH'BIOHKTUBUT». B aHaMHe3e MHOTOKPATHO 3ITHU30ABI
KpanuBHUIIEL, 2 5IN30Aa oTeKa KBUHKe Ha YKyC OCHI.
HabaropaeTcs UMMYHOAOTOM C AMarHo3oM «Bropuu-
HBIM UMMYHOAE(MUITUT», OTOPUHOAAPUHTOAOTOM C AU-
arHo30oM « XpoHMYecKass 60Ae3Hb MUHAAAMH U aAeHO-
UAOB», KapAUOAOTOM C AMArHo3oM «Berero-cocypu-
CTasd AUCTOHMS, AUCOYHKIINS CUHYCOBOTO Y3Aa».

C 3 AeT OTMeYaAUuCh eKeMeCdyHble DIH30AbI pe-
CIIUPATOPHBIX 3a00AEBaHUM C BBLICOKOM AUXOPAA-
KOM, ¢ AUM@OoapeHOIIaTUeN MIeWHBIX TPYII U Pe3KUM
yIapKoM cHA. HacTo AMXOpajpKa COIPOBOYKAAAACH
SAeMeHTaMU KPAIUBHUIILI, paclleHNBaeMOU KakK Ae-
KapcTBeHHas aareprus. OAHAKO IIOBTOPHBIN IIpHeM
IpenapaToB B IIOCAEAYIOIIEeM He BCeraa BBI3BIBAA pe-
aknuio. Tak>ke MaTh OTMeYaAa 3MU30ABl AMXOPAAKU
U KPaNMBHUIEI IOCAe OOAMBAHUS peOeHKa XOAOAHOU
BOAOM IIPU IIONBITKAX IIPOBOAUTE 3aKaAUBAIOIIe Me-
ponpuarug. C 5 AeT IPpU MOBTOPHBIX UCCAEAOBAHUAX
BeigBAsAu AHK Bupyca repueca 6 Tuia B KpoBu (Me-
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TopoM TP, KauecTBEeHHBLIN aHaAu3). AUArHOCTUPO-
BaH XPOHUYECKNY aA€HOUAUT, IOBTOPHbIE pUHOCUHY-
CUTHI, ABaKABI — B 71 10 AeT — epeHeC IHEBMOHUIO
C TIAEBPHUTOM, B 9 AeT — MEepPCUHUO3HYIO NHPEKIUIO,
sk3aHTeMHyI0 dopmy (AHK Yersinia enterocolitica
BbIgBA€HA U3 Kanra MeTtopoM [LIP). TTocae Kypca um-
MYHOTPOITHOM Tepaluu MHAYKTOpaMMu HHTepdepoHa
B 10 AeT OTMeUYaAOCh YpesKeHUe 3IMU30A0B AUXOPaAOK
MO 3—4 pa3 B TOA,.

B 13 AeT nepeHec NHPEKIIMOHHBIN MOHOHYKAE03
B TUIIUYHOMU (popMe (mepBUYHas JmiiTeiiHa — bapp
BupycHasa (BOB) nngexiusa mo AaHHBIM CepoAOTrHYe-
CKOTO MCCAEAOBAHMUS), MOCAE Yero oTMedarach AAU-
TeAbHas epcucTteHIvs BOb Ha oHe coxpaHsonien-
Cs1 IepCUCTEeHIINU Teprieca 6 Tuma (BuigBaeHme AHK
BUPYCOB B KpoBU MeTopO0M [TLIP, KauecTBeHHHBIN aHa-
AU3), HECMOTPS Ha TIOBTOPHBIE KYPCHI IPOTUBOBUPYC-
HOU Tepanuy BaAallUKAOBUPOM M MHAYKTOPaMHU HH-
TepdepoHa. B TeueHune ropa nocae MHPEKIUOHHOTO
MOHOHYKA€03a Yy peOeHKa OTMedaAnCh IIOUTH eKeMe-
CSTUHBIE 3TTN30ABI BHICOKOM AMXOPAAKYU C TPOSIBACHUSI-
MU paprUHTUTA 1 apTO3HOTO CTOMATHUTQ, C ITalTyAe3HbI-
MU UAM aKHEIIOAOOHBIMHU BBICHITAHUAIMU. B pAaabHeN-
111eM OTMEeYaAO0Ch YpesKeHHe AMXOPaAOK A0 5 — 6 B TOA,
IMpu KOHTPOALHOM 0OCAepOBaHUU B 14 AeT B OMOXU-
MHUYECKOM aHaAu3e KPOBU HE3HAUHWTEABHO MOBBIIIe-
HBI YPOBHUM AakTaTAerupporeHasnsl (AAIN) 308 Ea/a
(Hopma a0 248) m kpermHpochokuHazkl (KOK) ao
186 Ep/A (HOpMa a0 171); >xeaeso, mierouHast oc-
daraza, KODK-MB B HOpMe, B KAMHUYECKOM aHaAN3e
KpoBu remoraro0us 130 r/A, HOpMOnuTO3 4,6Xx10%/A,
OTHOCUTEABHBIU AUM@pOINTO3 50% ¥ 203MHOPUANS
(903) 7%, COD17 Mmm/4. MUKPOCKOIUS KaAa Ha TAUCT-
HBIE U IIPOTO30MHBIe MHPEKIUH, a TaK)Ke UCCAepOBa-
H1e kpoBu MeTopAOM VMDA Ha autuTeAa K Opistorchis,
Toxocara, Trichinella n Echinococcus — OTpULIATEAb-
HBIU pe3yAbTar.

B 16 AeT B gHBape pebeHOK ObIA TOCTIMTAAU3UPO-
BaH C BBICOKOM AMXOPAAKOM, BHICHIIIAHNUSIMHI Ha KOXKe,
KaTapaAbHBIM CHHAPOMOM IO THIy PUHOCHUHYCHTA,
AMarHOCTHMpOBaHa mapBoBUpycHada B19 wuHpeknug,
OCTPBIN CUHYCHUT, HapyllleHre PUTMa cepAlla (3KCTpa-
CUCTOAMS).

B 17 AeT cHOBa B sHBape rocnuUTaAn3alvsg Ha 3-U
AEHBb OOAE3HU C AUXOPAAKOMU A0 40°C, CKYAHBIM PUHU-
TOM U BBICHITIAHUSAMHU Ha KOXKe (IATHUCTO-TIaITyAe3Has
CBIIIb HA AUIlE, TYAOBHUIIIE, BEDXHUX KOHEUHOCTSX, TO-
yeyHas sHaHTeMa Ha MATKoM Hebe, TunepeMust KOH'b-
1oHKTUB). [Ipr1 0OCAepAOBaHUU — B aHaAN3€ KDOBU A -
Komenus 3,4x10%/A, He3HaUYUTEAbHAsI TPOMOOITUTOTIEe-
aust 101x10°/A, ammdornenust 0,8x10°/A, OTHOCUTEAD-
HBIU HeuTpodures 69,7% C MarOUKOSIAEPHBIM (11/51)
caurom po 20%, COD B HOpMeE, B OMOXUMUUYECKOM
aHaAn3e KPOBU IOBHINIEH ypoBeHb C-peakTHBHOI'O
G6eakra A0 44 mr/A u AAT po 54 Ep/A, HOpMaAU3aITus
AAT coycta 4 pAHA. AcT, o6t 6uAupyour, ACA-O
B HopMme. T1TLIP ma3ka Ha OPBU-ckpun u PHK kopo-

HaBupyca SARS-CoV-2 — oTpullaTeAbBHBIV pPe3yAb-
TaT, BBICEB U3 HOCO- U POTOTAOTKU Staphylococcus
aureus 10° KOE/mA. Metopom VIDA BEIIBACH AMATHO-
ctuueckudt TuTp IgM K BOB. IgM K muToMeraroBupy-
cy (UMB) u kopu — oTpuiiaTeAbHBIN pe3yAbTaT, [TLIP
kKpoBu Ha BOB, LIMB, repmec 6 Tuiia — OoTpHUIlaTEAb-
HBIM pe3yAbTaT. MeTopoMm MDA BEISIBAEHBI aHTUTEAA
knracca IgM k Y. pseudotuberculosis u Y. enterocolitica
cymMmapHble, I[gG — oTpullaTeAbHBIN (HECMOTPS Ha
TmepeHeceHHbIN B 9 AeT mepcuHuno3s). M3 Kara MeToAOM
MopuduiupoBanHoi PCK BBISIBA€H aHTUTEH SHTEPO-
BHUpYyca 68 Tuna, B KPOBU @HTUTeHBI SHTEPOBUPYCOB
He OOHapy’KeHHI.

Ha OKI nocae nepuopa AUXOpapku — CUHYyCOBas
Opapukapausa ¢ HCC 54 ya/MUH, CHHAPOM YKOPOUYEH-
"oro PQ. Tlo pesyabraTaM Y3 opraHoB OpIOITHOM
IIOAOCTU BBIIBAEHO He3HAUUTEAbHOE YyBeAudeHUe
neuyeHu (+ 1 cM) ¥ BHYTPUOPIOUTHBIX AUMGPOY3A0B AO
9 MM. B cTanimonape narueHT IoAydaA THPY3UOHHYIO
Tepanuio 4 AHG, TUAOPOH, CYIPAaCTHH, IIePOTOKCUM
6 AHeM. AnxopajpKa KylIMpoBaHa COycTs | CcyT mocae
MIOCTYTIA€HNS, CBIIIb yTacAa B TeueHue 3 pAHel. [1pu BBI-
MHMCKe B KAMHNUYECKOM aHaAN3€e KpOBU HOPMaAU3alus
rokKasareAei — HopMonuTos 5,3x10°/A, TPOMGOITUTHI
216x10%/ A, HeUTPOPUALI 11/51 2%, c/s1 40%, AuMmdoriu-
Thl 49%, 303uHOpUABL 5%, COD B HOpMe. Brinmucan
c pAuarHo3oM  «VH(eKIMOHHBIM MOHOHYKA€03 BOB
3TUOAOTHUM CPEAHEN CTelleHU TSA>KeCTH, SHTEePOBUPYC-
Hasi UHQEKITMs, pUHOQAapPUHTUT, 9K3aHTeMa CpepHeln
CTeIIeHM TSPKEeCTH». B mocAeAyIoIeM 3IU30ABl AUXO-
PaAOK MOBTOPIAUCH KakAbIe 1,5 —2 Mecdnia ¢ BBICHI-
MaHUSIMHU Ha KoxXke. B 18 AeT nipu mA@aHOBOM 06CAEA0-
Bauum [1LIP KpoBU (KauecTBeHHBLIU aHaAu3) Ha BOb
U repiec 6 TUIa CHOBA MMOAOKUTEABHAs.

I[Mpm ABYKpaTHOM MMMYHOAOTMYECKOM UCCAe-
poBaHMU B 10 AeT CHUIKEHO OTHOCUTEABHOe U abco-
AIOTHOE YHCAO HaATypaAbHBIX KuarepoB (CD16+),
B-anmdoruros (CD20+), akTHBUPOBAHHBIX AUMO-
uutoB (CD25+ ), uTo yKa3biBaeT Ha HEAOCTATOYHOCTh
KAETOYHOTO 3BeHa uMMyHUTeTa. [loBrineH IgE u IgA
obmwmii. B 14 aer IgE mosbimien po 469 ME/Ma (mpu
"HopMe A0 200), ypoBens obmiero IgA, IgM, IgG B HOP-
Me.

O06cyxpeHue

[Mpu aHaAuW3e KAMHUKO-AAOOPATOPHBIX AAHHBIX
AQHHOTO IallieHTa MOJKHO OTMeTUTh uepThl 1 KATIC,
u PFAPA: nepuoandecKkasi AuxXopaaka ¢ papuHTUTOM,
AuM@apeHOIIaTUeN IIeUHBIX I'PYII, YaCcTO C KPaluB-
autedt ¢ 3 reT Ao 10 AeT, ¢ 13 AeT TOoCAe TTEPBUYHOMU
BOB-uHpeKIuu — peryAsipHBIe 3IIH30Abl AMXOPAAKU
¢ (apuHruToM, a@TO3HBIM CTOMATUTOM, ISITHUCTO-
IaIlyAe3HBIMU BBICHIIAaHUAMU. Ha mpumepe mochaea-
Hel TOCIHUTAAM3AIlUU Pe3yAbTAThbl 3THOAOTHYECKOU
AUArHOCTUKU B II€ePHUO) AWXOPAAOYHOIO 3IIH30Aa
BBITASIAAT IIPOTUBOPEUYMBLIMU U He BIIOAHE COOTBET-
CTBYIOT KAMHMYECKON KapTuHe 3aboneBaHus [12,
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13]. YuuTnsIiBasd MHOTOAETHIOIO MCTOPHUIO PErYAIPHBIX
OAHOTHUIIHBIX AMXOPAAOYHBIX 3MM30A0B, COIPOBOXK-
MDAQIOIIUXCS BBICBIIIAHUAMM, PEaKIIMIO Ha XOAOA, BBI-
sABAE€HUEe BapHaHTa HeOIPepAeAeHHOW KAWMHUYeCKOM
sHauunmMoct Q705K rema NLRP3, B COOTBETCTBUU
C IPUHATBIMU AMaTHOCTUYECKUMU KpuTepuaMmu |3, 8]
pebeHKy OBIA ANAaTHOCTUPOBAH KPUOTIUPUH-aCCOINU-
POBaHHBIN TEPUOANUYECKUN CUHAPOM.

AAHHBIM KAMHWYECKUU IIpuUMep IOATBEpP>KAQeT
UMelolIecss B AUTepaType AaHHBIE, CBUAETEABCTBY-
IOIIYie O TOM, UTO BapMAHT OCAEAOBATEABHOCTH IreHa
NLRP3 Q705K urpaeT poAb MoAH(pUKaTOpa BoCHaAe-
HUS, KOTOPBIY CIIOCOOCTBYeT MaHUdeCcTallul ayTOBO-
CITAaAUTEABHOTO 3a00AeBaHUSI MHOTO(QAKTOPHBIM 00-
pasoM, TO eCTb IIPU OIIPEAEAEHHBIX 0OCTOSATEABCTBAX
(BOBMOJKHO, TaKUX, KaK reprec-BUpPyCcHas NHPEKIIN,
HEeAOCTATOYHOCTh KAETOUHOT'O 3BeHa MMMYHHUTETq,
IPEeAPACIOAOKEHHOCTh K aareprum). B mpoTuBHOM
CAyYae C yueToOM 4aCTOM BCTpPeuaeMOCTU AQHHOTO Ba-
pHaHTa B HONYAIIINYU (PEHOTUII @yTOBOCIIAAMTEABHOTO
3aboaeBaHUs ObIA ObI TOPa3A0 OOAee pacIpoCcTpaHeH-
HBIM [9, 14].

3aKAYeHue

B cuTyarnum nepuopndecKoro ANXOpPap0vYHOTO 3a-
OOAeBaHUS BBIIBAEHHE MapKepoB HH(MEKIUU, 0CO-
OEHHO MapKepOB ONMOPTYHUCTHUYECKUX WHQEKIHH,
He HCKAIOYaeT MHBIX IPUYUH AMXOPAAKH, HallpuMep,
ayTOBOCIAAUTEABHOI'O CHHApPOMA. B ycaoBUsX BocHa-
AEHUS, IMMYHOIIATOAOTMYECKHUX peaKIui opraHniMa
CEepOAOTHUECKHEe MapKephl HHMEKIMOHHBIX 3a00-
A€BaHUN MOTYT OBITH AOJKHOIIOAOSKUTEABHEIMU U HE
IIOATBEPIKAATECS IIPSIMBIMU METOAAMHU.

[1pm 4acTBIX OAHOTHUIIHBIX 3MHM30AaX AMXOPAAOU-
HOro 3a60AeBaHus, COIPOBOIKAAIOLIINXCS AabopaTop-
HBIMU IPU3HAKaMU BOCIIAACHMUS, apTparTuel NAU MU-
aaTHed, BBEICBHIIAHUSMHM Ha KOXKe WU/WAU CAU3UCTEHIX,
CO CTOPOHBI IIEAMATPOB Ba’kKHa HACTOPOKEHHOCTH
B OTHOIIEHHWM ayTOBOCIAAMTEALHBEIX 3a00AeBaHUH,
CBOEBpeMeHHOe 00CAeAOBaHUE Y UIMMYHOAOTa B PEB-
MaTOAOTa.
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