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Abstract

A clinical case of an infant patient with orphan autoinflammatory syndrome, Blau syndrome, is presented. The issues of pathogenesis, genetics,
clinical symptoms, laboratory and instrumental characteristics, as well as management tactics for patients with this pathology are considered.
The analysis of the presented clinical observation illustrates the difficulties of diagnosis and therapy of Blau syndrome.
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C uHApoM Biay (CB) — 3TO peikoe XpOHHUYECKOEe ayTo-
BocHauTesibHOE 3a6osieBanne (AB3), obyciioBieHHOE
MyTtanuaAMuA B reHe NOD2, pacIoOJIOXKEHHOM Ha yd4acTKe
XpOMOCOMBI 1612, XapaKTepPU3YIOIeecs TPUAI0N CUMIITO-
MOB: apTPUTOM, PENUIUBUPYIOIIUM YBEUTOM U KOXKHOM
CBITIBIO B BUJIE TPaHy/ieMaTo3HOro giepmaruta [1—3]. Cb ma-
HudecTUpyeT IPEeNMYIIeCTBEHHO y JileTell B BO3pacTe [0
4-5 et [4, 5]. 13-3a HU3KOH 4aCTOTHI ¥ KJIMHUYECKOTO I10-
sumopdusma CBb vacTo omubOYHO IPUHUMAIOT 32 IOBe-
HWIBbHBIN unonarunueckuii aprput (FOUA) win psyg AB3
[6, 71. Pacupocrpanennocts CB ocTaercs HesCHOM.

Cb BbI3BIBAETCS MyTalUsIMU C YCUJIeHHEM (DYHKIMH
(gain-of-function) B reme NOD2 (paHee H3BECTHOM Kak
CARD15), KOTOPBIY KOIUPYET OEJIOK 2, CoAep KAl HyK-
JIEOTH/ICBS3BIBAOIINM 7ZloMeH osimromepusanuu (NOD2),
WUTPAIOIINH Ba)KHYIO POJIb BO BPOXK/IEHHOM WMMYHHTETE,
TaK KaK pacro3HaeT KOMIIOHEHTHI OAKTepUaIbHON KJIETOU-
HOU creHKH [6]. [Ipesnosiaraercs, 4TO TAKHUE MyTaIlUK TPU-
BO/IAT K HEKOHTPOJIMPYEMOW aKTHUBAIWH fAJIePHOro ¢ak-
topa kanna-B (NF-kB) — koueBoro perysisaropa Bocaiu-
TEJIbHBIX PEAKI[UHA, YTO BHI3BIBAET M3OBITOUHYIO IPOAYK-

[UIO0 TIPOBOCIAJIUTEBHBIX [[UTOKUHOB, TAKUX KaK WHTEP-
snevikue (WJI)-18, WJI-6, dakTtop HEKposa OIyXOJH o
(®HO-a) u NJI-18 [8]. Bmecre ¢ TeM OOJIBIIUHCTBO MyTa-
nwuii ¢ norepeit pyuknuu (loss-of-function) 8 NOD2 acco-
nuupoBanbl ¢ 6ose3npio Kpona [9] u apyrumu AB3 [10].
CB MOKeT uMeTh KaK HaCJIEACTBEHHY (ayTOCOMHO-IOMU-
HAHTHYIO), TaK U CIIOPainuecKyto ¢popmsl. IIpu 3ToM paHee
oz TepmuHoMm CB moHuManu Hacsenyemble (ceMelHbIe)
dbopmbl, a ciopaziyeckue ciydau OMKUCHIBAJINCH KaK cap-
KOW/I03 C pAHHUM Havayiom [11].

V GosiplIMHCTBA IIALIMEHTOB B e0I0Te 3a00JI€BaHUS HE
OTMEYAEeTCs] TUIUYHOU TPUAJ(BI CUMIITOMOB W IPHUCYT-
CTBYIOT TOJIBKO KOKHBIE CHUMIITOMBI MJIM CUMIITOMBI apT-
puTa, a Mo3/(Hee MPUCOEUHSIETCS YBEUT. Bmecre ¢ Tem y
YaCTH MAIMEHTOB KJIACCUYeCKasi KJIMHUYECKasi TPUaa OT-
CYTCTBYeT B TeueHue Bcero 3aboseBanus [12]. Takum obpa-
3oM, nuddepennuanbuas guarHoctuka Cb moxxer GbITh
CJIOKHOH M3-32 HECHEeNU(PUIHOCTH CHMIITOMOB U UX He-
O/THOBPEMEHHOTO ITOSIBJIEHUS.

Aptput npu CB, Kak IpaBuio, MOJTHAPTUKYIIAPHBIN, 110-
pakaer MeJIKMe UM KPYIIHbIE CyCTaBbl, 4allle — CYyCTaBbl
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[aJIbIIEB, JIyU€3aIlACTHBIE, JIOKTEBBIE H KOJIEHHBIE CyCTaBhI.
BoByieuenne Ta300eApEHHOIO M BHCOYHO-HUKHEUEIIOCT-
HOTO CyCTaBa OTMedaeTcs Yy 9% U 3% NanueHTOB COOTBET-
ctBeHHO [13]. ITopaskeHue CycTaBOB IIPOSBJIAETCA B BHUJE
MATKUX 6e300JIe3HEHHBIX IIPHUITyXJIOCTEH ¢ CHHOBHAIBHOU
runeprpodueii. Aprpur npu Cb yacrto omuceiBaercss Kak
«Jpsbbiii» (boggy) U xapakTepusyercs BHIPDA’KEHHBIM Te-
HOCUHOBUTOM [14—17]. IHTepecHO, YTO 00'heM JIBHKEHUH B
cycTaBax, KaK IIPAaBIJIO, COXPAHAETCA BIUIOTH /10 MO3/ITHUX
craauii 3aboseBanud. dposuu npu CB penku, ogHAKO BO3-
MOJKHBI JIICILIACTHYECKHE fedopManuy, BKII0YAsA KAMITO-
JIAKTUJIHIO, IIPH KOTOPOY OJIMH HJI HECKOJIBKO ITAJIBIEB PYK
WJIN HOT IIOCTOSTHHO COTHYTBI; JIUCILIA3HIO 3aIACThs; aHO-
MaJIbHYI0 (POPMY JIOKTEBOH U JIy4eBOH KocTel [4, 13, 18].

KoxxHbIe IIPOSABIEHUA SBJIAIOTCA BTOPBIMU IIO YaCTOTE
npu CB 1 00BIYHO BO3HUKAIOT B IIEPBbIE MECHIbI XKU3HH,
IIpeIIecTBYs CHMIITOMaM CO CTOPOHBI CYyCTaBOB. 3a4acCTyIO
MIPOSABJIAIOTCA HE3YJAIUMU 3PUTEMATO3HBIMU IAIyJIaMU
pasMepoM ¢ OyJIaBOUHYIO TOJIOBKY [19], Makysonamysies-
HOHM WJIM MHKPOIIAIYJIE3HOH, a TaKKe MXTHO30I0/I00HOH
CBITIBIO [14, 20]. Buorcus KOXKH IIOMOTaeT MOATBEPAUTH
JINarHO3, BBIABJIAA NPU3HAKU I'PAHYJIeMaTO3HOTO JiepMa-
TUTA B BUJIe HAINYNS HEKA3€03HBIX IPAHYJIEM [4].

Hecmotps Ha TO uTO 71e6ioT Cb wame xapakrepusyercs
MOSIBJIEHHEM apTpUTa U IOJIUMOPGHOH ChIIH, Hanbosee
TSKEJIBIM IIPOSIBJIEHNEM 3a00sIeBaHuA ABJIAeTcA yBenuT. OH
pasBuBaercs Ha 6oJiee O3/THUX HTANAX U JIaXKe IIPU aKTHB-
HOH MMMYHOCYIIDECCUBHOU TepaIMy HEPEIKO IPUBOJUT K
TSIKEIIBIM O(PTAIBMOJIOTUIECKUM ITOCIIE/ICTBUAM, BKIIOYAS
HeoOpaTHMYIO IOTepIO 3peHus [15, 21]. Bocnanenue cocy-
nucroit 06os0ukm ria3a npu Cb uaiie GhIBaeT /{ByCTOPOH-
HUM, XPOHUUYECKUM, C IPAHYJIEMATO3HBIM WJIN HErPaHyJIe-
MAaTO3HBIM IIEPEJTHUM YBEUTOM, BOBJIEYEHHEM CPEIHETO
(BUTpENT) U 33/THETO OT/EJIOB IJIa3a WX TaHyBenToM. I1pu
IPaHyJIEMAaTO3HOM yYBEUTE PETUCTPUPYIOTCS IPEIUIIUTATEI,
IIUPOKKE 33JIHAE CUHEXUU, XOPHOUJTAIBHBIE U PETHHAIIb-
HbIEe TPaHyJIEMbI, MaKyJIIPHBIA OTEK, BACKYJIUT, BUTPEaJIb-
Hble MeMOpaHbl [14, 15]. OcioKHeHwUs, BKJIOYasl KarTa-
PaKTy, JIEHTOBUAHYIO KepaTOIATHIO, XOPHUOPETUHAJIbHBIE
[IOpaKeHUs, [TOpaXKeHHe 3PUTEIBHOTO HepBa (OTeK JUCKa,
6JIeTHOCTD JINCKA, Y3JI0Bble 00pa30BaHUsI HAa €ro Kpasx),
OTCJIONKY CeTYaTKH W IVIAyKOMY, IIPUBOJAIIME K Hapylle-
HUIO 3peHHs U TpeOymolue XUPypruuyecKoro BMellaTesIb-
CTBa, BOBHUKAIOT YaCTO, HECMOTPS HA MECTHOE U CHCTEM-
Hoe JieueHue [13, 15, 21].

[IpumeyaTesbHO, YTO B HEKOTOPBIX HCCJIEOBAHUAX CO-
o0Iaercs 0 penyIUBUPYIOIIEN JINXOPAJKe U IOPAKEHUH
JIPYTHX OPTaHOB U CHCTEM (CEPJEYHO-COCYIUCTOH, HEPBHOH
CHCTEMBI, KMIIIEYHHKA, IIeYeHH U IoueK) [13, 22, 23]. ¥V ma-
nueHToB ¢ CB onuchIBayIv MAHHUKYJIUT, TPAHYJIEMATO3HYIO
auMbaieHonaTHo, THPAPKT MO3Ta, CAPKOW/IHBIE I'DaHY-
JIEMBI IIeYeHU, BACKYJIUT KPYIHBIX COCYZIOB, B TOM YHCJIE
Taxkascy-11o100HBIH, KapAHONATHIO, APTEPUATIBHYIO THIIEP-
TEH3UI0, 'PaHy/IeMaTO3HbIH IJIOMepyI0He(pPHUT, UHTEPCTU-
OHaIBHBIM He(PUT, KDAHUATIBHYIO HEBPOIIATHUIO, TPaHYyJIe-
MaTO3HOe MOpPAKEeHUe sindeK [3, 20, 24—26]. [lopaxeHue
serkux rpu CB Berpeuaercs kpaliHe pesko [11, 27], 4To oT-
JINYAET €T0 OT CAPKOHU/I03a Y B3POCIIBIX.

CB cuuTaercs TsXKeJIBIM M PE3UCTEHTHBIM K TepaIluy 3a-
6onesanuem [1]. Beuay peakocru Cb u oTcyTcTBUs cTaH-
JIAPTU3UPOBAHHBIX KJIMHUYECKUX PEKOMEH/IANN JIedeHHe
IIPOBOJIUTCA HA OCHOBE HKCIIEPTHBIX MHEHHH.

biaroziapss cBoeMy IPOTHBOBOCHAIUTETBHOMY d(dexTy
okokoprukocrepousibl (I'KC) MmHUpOKO TpPUMEHSIOTCA
npu Cb. Mectaple I'KC saBistoTea Tepanuell epBoi INHUU
JULAL JIeYEeHUs KOJKHBIX CHMIITOMOB U YBEUTA JIETKOH U CPeJi-
Hell crenenu TsxecTH. Cucremuble I'KC 06bI9YHO HEOOXO-
JUMBl HAIMEHTaM C IIOP’KEHUEM IJIa3 W/WJIN CyCTaBOB
[20]. OxHO# U3 ocHOBHBIX TpobJieM y manueHToB ¢ Ch sB-
JIsIeTCs JIUTETbHOE IIPUMEHEHNEe BEICOKUX HJIU [TOJ/IePIKH-
Barotux 103 [KC, Gosiee 10 MT B JieHb, /IJisl yCTOHYHUBOH pe-
Muccuu 3a60J1€BaHUSA, YTO OTPAHUYHBAET MX HCIIOJIH30Ba-
HUe BBU/Y pasBUTHA 11060YHBIX 3 dexToB [28] u npuso-
JUT K HA3HAYEHUIO JIOIIOJIHUTEJIHBIX UMMYHOCYIIPECCHB-
HBIX IIPEIIapaToB B OOJIBIINHCTBE ciIyvaes [11, 29]. Ilomumo
3TOTO, B MHOTOIIeHTPOBOM mccsenoBanuu C. Rosel u coasr.
(2015 T.) PO/IEMOHCTPUPOBAJIH, YTO TOJBKO y 4 (13%) u3
31 manueHTta 3a00JieBaHHE OCTABAJIOCh HEAKTHBHBIM Ha
done tepanuu I'KC [13].

ITpu yBenTax B pamkax Cb koMOmHIpOBaHHAsA MeCTHAA U
cucremHas tepanua I'KC ocraerca OJHUM U3 OCHOBHBIX
nozxoz0B. OxHako jyutesnbHoe npumeHeHne I'KC npobiie-
MaTHUYHO, OCOOEHHO B BBICOKHX /I03aX U B JIETCKOM BO3-
pacre. B meraananuze 1. Maccora u coaBT. (2025 T.), BKJIIO-
YaBIIeM 11 UCCJIEAOBAHUM, HEe BBISABJIEHO IOCTATOYHOM J10-
KasaTeJbHOH 6asbl JiIA BbIOOpA ONTHMAJIBHOHM Tepanuu
yBeuta npu Cb. 9¢ddeKkTuBHOCTD BCexX MperapaToB OcTaBa-
Jlach HUBKOH (20—22%). OtHocuTenbHaA 3P GEKTUBHOCTD
TaMuAoOMu/a, ajzanuMyMmaba U uHQIUKcHMaba TpebyeT
JAJIbHEUIINX HCCIIEZOBAHUN JIJIA OIIPENIeJIEHH X POJIU B
KJIMHUYECKOU TpaKTHKe [30]. B MpoCeKTHBHOM UCCIIeI0-
Bauuu H. Nascimento u coasT. (2018 r.) O6bL1a IPO/IEMOH-
cTpupoBaHa 3(()EeKTUBHOCTh BHYTPUIVIA3HBIX HHBEKIIMH
I'KC B xauecTBe a[/bIOBAaHTHOU Tepanuu IpHU pedpakTep-
HOM yBewurte [31]. Takum obpasom, yBeut upu Cb ocraercs
TSKEJIBIM M PE3UCTEHTHBIM K TEPAIIUY COCTOSHHUEM C BBICO-
KHM PHCKOM IIOTepH 3peHusA. [IepCreKTHBHBIMHU HaIpaB-
JIGHUAMU SABJIAIOTCA u3ydeHHne WUHrubutopoB JAK-STAT
IIyTH, KOTOPBIA runeppeaktuBeH npu CB, u paspaborka
TapreTHO Tepanuu [30]. Xupypruueckoe BMeIIaTeIbCTBO
MOJKeT OBITh PACCMOTPEHO IIPH KaTapakTe, OCIOKHAIOMIEeH
3peHUe, I10cjie KyIIUPOBaHUA BocnaieHus [32].

Coob1masioch, YTO HHUBKHE /03Bl MeToTpekcara (10—
15 Mr/M2 B HeJIeNTI0) MOTYT ObITh 3 GEKTHBHBI IIPH KOCTHO-
MBIIIEYHBIX 1 KOXKHBIX IIPosiBiIeHnAx CB, yMeHbIas CHMII-
TOMATHKY apTPUTa U IpefoTBpamias 1edhopMaIyy CyCTaBOB
[14, 33, 34], a Tak:ke CHUKAS PUCK OCIOXKHEHHH CO CTOPOHBI
wia3 [23, 29, 35]. OfiHAKO MpU JIeYeHUU METOTPEKCATOM Ya-
cro tpebyercs ero kombuHanusa ¢ I'KC u ApyruMu ©UMMyHO-
cynpeccantamu [28]. B uccienoBanuu C. Rosel ¢ coasr.
(2015 r.) MeTOTpeKcaT Ha3HAYAIICS 55% TAIMEHTOB, OTHAKO
peMuccHs Y JaHHBIX AIUEHTOB HE I0CTUTaIach [13].

TauoMuy], KCIOJIB3YIONTUICA P MHOTHX pEBMaTHUe-
CKUX 3200JI€BaHUAX Y B3POCJIBIX, Oy1arozaps cBoel criocoo-
HOCTU MOJIABJISATh curHaiabHbIN myTh ®HO-a/NF-kB, mo-
JKeT OBITh 9(PHEeKTUBEH B KOHTPOJIE KOXKHBIX, CYCTaBHBIX U
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[JIa3HBIX MposiByieHn# y nanuentoB ¢ Cb [11, 28, 36—38].
OnHako HEOOXOAMM CTPOTHMH MOHUTOPHHI HEBPOJIOTHYE-
CKUX CUMIITOMOB, TaK KaK IIPUEM TaJIHIOMHU/IA MOXKET IIPH-
BeCTH K nepudeprdeckor Heliponaruu [39].

B macrosmee BpeMsa HanOosbIIyl0 3G(EKTHBHOCTh B
sedenuu Cb 1eMOHCTPUPYIOT IIpenaparsl TeHHO-UHKeHep-
Hol Guosornyeckoit Tepanuu (I'MBT), U3 KOTOPHIX yaile
BCETO0 UCNOIb3yTcsA NHruouTopsl ®PHO-a. MOHOKIOHATIB-
Hble aHTUTEJIA, TaKWe Kak HHQIKcuMab u ajaaiuMymao,
GJIOKUPYIOT aKTHBAIUI0 MakpodaroB u 06pa3oBaHUE I'M-
TaHTCKUX KJIETOK, IIPEIOTBpAIas Pa3BUTHE TPaHyJIeM [23,
40]. laHHbBIE ITpernapaTsl JIEMOHCTPUPYIOT CIIOCOOHOCTS /10-
CTHKEHUSA JUINTEJIBHONH PEMUCCHH, HOPMAJIU3Ys YPOBEHD
MapKepoB BOCIIAJIEHUA U yiaydmias (PyHKIMOHAJIBHBIE HC-
x071bI [41]. Ajanumymab, B 4acTHOCTH, TOKa3ast 3G deKTrB-
HOCTb B KOHTPOJIE YBEHUTA U IPEAOTBPALEHUH II0TEPU 3pe-
HUS [23, 42], XOTSI B HEKOTOPBIX CIIy4Yasx OTMEUYaJInCh pe-
[UJUBBI IIPY YBEJINYEHUH HHTEPBAJIOB MEXK/Ty BBEJIEHUAMHU
[41]. Dranepuent, pactBopumbiii perentop ®HO-a, ne-
MOHCTPUPYET MeHbIIYI0 3(GEKTUBHOCTh U ACCOIUNPOBAH
C DHUCKOM OCJIO)KHEHUH, TaKUX KaK MHEJIONATHA, UYTO
OTpaHHYMBAET €ro IpUMeHeHue [43].

Bisiokarops! WJI-1, BKIOYas aHAKWHPY UM KaHAKUHYyMa0,
0OBIYHO HUCHOJIB3YIOTCA IIpU HedPEKTUBHOCTU AHTH-
OHO-a-repanuu. [lanHble mpemnapaTtbl IPOJEMOHCTPUPO-
BaJIM IIOTEHIINAJI B KOHTPOJIE pedPaKTEPHOTO YBEUTA U CH-
CTeMHOT0 Bocnasienus [16, 44]. Tak, kaHakuHyMab M03BO-
JIWJI IOCTUYb PEMUCCUU Y IAIFeHTa ¢ YCTOHYUBBIM K MHO-
JKeCTBEHHBIM BapHaHTaM Tepaluu yBeuToM [44]. OxHako
cJIydau epBUYHOU HeadPeKTHBHOCTH IOJIEPKUBAIOT Ba-
prabesbHOCTD OTBETa U HEOOXOJUMOCTD TIATEIBHOTO OT-
6opa marueHToB [45].

Ha ¢one npumenenus ronmsymadba (MOHOKJIOHAIBHOE
aHTHUTENO K penenrtopy WJI-6) nupu Cb B psazne ciaydaes oT-
MeYaIoch KIIMHIYECKOe yiIydnieHue [3], B Ipyrux — He yza-
JIOCh JIOCTUYD CTOMKOU pemuccud [40]. TIoBbIIIIEHHBIN yPO-
BeHb I1JI-6 y manmientos ¢ CB TeopeTnuecku 060CHOBBIBAET
HCIIOJIb30BaHue Tomwiudymaba [3, 16, 40], olHAKO HEIO-
cTaTo4yHasA JoKasaTesJbHad 6a3a JUKTYeT HeOOXOAUMOCTb
JAJIbHEHIIINX UCCIEIOBAHUM.

AxtuBanusa curHasnibHoro 1yt JAK-STAT, Britouaroiero
saHyc-kuHa3bl (JAKs) u 6GesoK-TpaHCIYKTODP, aKTHBATOP
tparckpunnuu STAT, MpUBOAWT K TOBBIIIEHUIO YPOBHEH
[IUTOKUHOB, TAKUX KaK WHTepdepoH-y u 1NJI-6, mpoaynupye-
MbIX T-KIeTKamMu ¥ MakpodaraMu, 4TO UIpaeT KIIIOYEBYIO
ponb B martoreHe3e CB. Takum oOpa3oM, MHTHOWpOBaHHE
nytu JAK-STAT moxer crath 5(pdeKTHBHOM crpareruei
seuenus CB. B pa6Gore S. Zhang u coasr. (2021 r.) 65171 11pO-
JIEMOHCTPUPOBAH OIIBIT YCIIEIIHOTO JIEYEHUs TpeX JIETed ¢
CB uHru6UTOpPOM SAHyC-KMHA3 TOQaUTHHUOOM [46].

Kom6unanusa 'KC, IMMyHOCYIIDECCHBHBIX IIPEIapaToB
(manpumep, mertorpekcara) u I'MBT wacro Heobxonuma
JUISL KOHTPOJIA TsKenblx nposBiaeHui Cb. [liaurtenpHOE
npumeHenre 'KC orpannueHo no6ounsiMu sddexrramu,
49TO TpebyeT paHHEero MOJKII0YEHHS CTEPOUCOepETaOIIIX
npenaparoB [11, 29]. CoueTaHue MeTOTpeKcaTa C AHTH-
OHO-a-tepanneil win aHTu-NJI-6-Tepamnuell MOBBIIIAET
3(pdeKTUBHOCTD U CHUKAET PUCK (GOPMHUPOBAHUA HEUTpa-

JIUBYIOIUX aHTUTeN [23, 41]. OfHAKO JjaXe arpecCUBHBIE
cXeMbl He Bcerjja 00ecIieYuBaloT PEMUCCHIO, 3a4acTyIO 3a-
0osieBaHME OCTaeTCs AKTHBHBIM, HECMOTPs HA IIPOBOZH-
Myt0 Tepanuio [15, 28].

B craTpe mpencrasieHo HabiioeHHe peGeHKa paHHETO
Bospacta ¢ CBb, wutiocTpupymolnee AUarHOCTUYECKHe CII0K-
HOCTH ¥ 3((PEeKTUBHOCTh CBOEBPEMEHHO HAa3HAYEHHOU Te-
panuu.

KnnHnueckoe HaGHIOAEHI/Ie

MaJbuuK, 1 rOJL 4 MeC, IIOCTYIIHII B OT/IeJIEHHE PEBMATO-
soru MOpPO30BCKOM JIETCKOH TOPOJICKON KJIMHHUYECKOU
6onpuunbl (MATKB) ¢ kamobamu Ha yuTenbHYyI0 (eb-
pusbHYI0 HX0pagKy (10 39°C), moMMMOPQHYIO ChIIb (IIAT-
HUCTO-IIAITyJIE3HAS C IIEJIyIIEHNEM) U CYCTaBHOU CHHAPOM.

V13 aHaMHe3a H3BECTHO, YTO 3a00J1eBaHNE 1e0I0THPOBAIIO
32 MecAI] JI0 IOCTYIUIEHUSA B OT/I€JIEHHE PEBMATOJIOTHH C
pasBUTHEM DENUJUBUPYIOLIEH CBHIIM HA TYJIOBHUILE U KO-
HeuyHocTAX. Ha ¢doHe Tepanmuy MeCTHBIMU aHTHOAKTEPH-
aJIbHBIMH U IIPOTHBOBOCIIAJINTENBHBIMU CPEJCTBAMU OT-
Mevasiach MUHUMAaJIbHASA ITOJIOXKHUTEIbHAA AUHAMUKA. Ye-
pe3 2 HeJ npucoefuHWIACH HeOpuibHaA JIuxopagka (1o
39°C), uto moTpeboBaIO TocnuTaIM3anuu. Bo Bpems 06-
CJIEZIOBAHUA B CTAlIOHApe ObUIM BBIABJIEHBI JIEHKOIUTO3
(22,1x109/11) ¢ TOMUHUPOBAaHUEM HEUTPOGDUIIOB, TOBBIIIIE-
uue C-peaktuBHoro 6esika (CPB) 1o 151 mr/Ji, Ha3HaYeHa
anTubaxkTepuasbHas Tepanus (nedrpuakcon). Ilpu npose-
neHuu asxokapauorpabun (IxoKI) pasmeps! mosocreit
cepzana 6pLIN B IIpeJieax HOPMBI, TOJIIUHA MUOKap/ia — B
IpeJiesIax HOPMBI, KODOHAPHBIE aPTEPHU HE PACIIMPEHBI.
Uepes 5 AHeH OT Havyayia aHTUOAKTEPUAIbHON TEPAITUH OT
JAJIbHEHIIIETO HAXOXKAEHHS B CTAllHOHApE MAaTh OTKa3a-
sacek. Cnycrs 1 HeJ, pe6eHOK ObLI BHOBb TOCHUTAIU3UPO-
BaH, YCTAHOBJIEH HarHo3 «6ose3Hp KaBacaku». [Tosygasn
BHYTPHUBEHHBIN HMMYHOIJIOOYJIVH B I03€ 2 I'/KT, al[eTHJICa-
JIMIAJIOBYIO KUCJIOTY 50 MI'/KT, OZTHAKO HECMOTPs Ha IIPO-
BOJIMMYIO TEPAIHIO COXpaHsaIach GpebprIbHAsA JHUX0PaiKa,
BBHJIy Uero pebeHOK ObLI IIepeBeJIeH B OT/eJIEHNE PEBMATO-
soruu MJIT'KB.

ITpu nocrymiennn Habmomanuch (GeOpHIbHAA JIUXO-
paznka (mo 39°C) u mosmmmopdHas cbilib (Ha JIUIE, TYJIO0-
BHUIIE U KOHEYHOCTSAX) — IAIlyJIe3HO-ILATHUCTBIE DIEMEHTBI
¢ yyacTkamu ILienymenus, 6e3 syzaa (puc. 1). CycraBHOU
CUHZIPOM He perucrpuposaica. Ha ¢pore mpoBogumoit aH-
THOAKTEpUAIBbHOU Tepanuy (MepoIIeHeM) COXPAHAIOCH I10-
BBILIIEHHE TeMIlepaTypsl Tesaa 10 38°C oauH pa3 B [IeHb B
YTPEHHHE Yachl, ChIIlb 0e3 IMHAMUKHU. B aHanm3ax KpoBH
BOCIIAJINTEJIbHASI aKTUBHOCTH (B iuHamuke CPB ¢ Hapacra-
HUEM JI0 149 MTI/JI, yPOBEHb IPOKAJIBIIUTOHIHA B HOPME,
IoceBbI KPOBU pocta He fanu). [Ipu 9xoKI' 6puia obHapy-
JKeHa DKTasWs CTBOJIA JIEBOW KOPOHAPHOH apTepuH, IIpU
5TOM KJIAIIAHbI cepAna — 6e3 3HAaYMMbIX HAPYIIIEHUH CTPYK-
Typel U (YHKIUH, pa3Mepbl IIOJIOCTEH cepAla, Iepero-
POZKH cep/Iia, COKPATUMOCTD JIEBOTO JKeJIy/I0uKa — B IIpe-
Jieiax HOpMBI, ppakIusa BEIOpoca JIEBOTO KeJIyZovuKa 65%.
[TpousBeseHa cMeHa aHTHOAKTEpUAIBHOW Tepanuu (zo-
0aBJIeH BaHKOMUIIMH), IIPOBEJIEHO BBEJIEHHE BHYTPUBEH-
HOT'0 UMMYHOIJIOOYJIHA U3 pacyeTa 2 I'/KT.

| KTUHWYECKMIA PA3BOP B OBLUEA MEAULMHE | TOM 6 | No11| 2025 | Clinical review for general practice | VOL. 6 | No. 11| 2025 | 29



Knununyeckmii anyvail / Clinical Case

Puc. 1. MATHUCTO-Nanyne3Has CbiNb Ha KOXKe NaluneHTa Ha MOMEeHT
nepsoii rocnutanusauun B MArKB.

Fig. 1. Maculopapular rash on the patient’s skin at first admission

to the Morozovskaya Children's City Clinical Hospital.

Puc. 2. BHewHmi1 Bug mexdanaHroBbix 1 Jiy4ye3ansacTHOro CycTaBoB
neBow PyKu naumneHTa.
Fig. 2. View of the patient’s left interphalangeal and wrist joints.

IIpu KoMIBIOTEPHON TOMOrpaduy OPraHOB TIPYAHOUN
KJIETKU C KOHTPACTHPOBAHWEM BBISABJIEHBI TI'MIIOBEHTIIISA-
[IMOHHBbIE M3MEHEHUs, MaJbIi I'HIPOTOPAKC CJIeBa, UHTEp-
CTUIMAIbHbIE HU3MEHEeHUs B 0a3ajIbHBIX OTZEJIaX JIETKUX,
BHYTPUTPYZHAsA W NOJAMBIIIeYHass JuMdaseHonaTus.
Ha xomnbioTepHOH TOMOrpaduy OpraHoB GPIOIIHOU I10JIO-
CTH C BHYTPUBEHHBIM BBeJIEHHEM KOHTPACTHOT'O BEIECTBA —
reraToCIUIEHOMET AN, CHIKEHHE IUIOTHOCTU ITapEeHXHMBI
IIeY€eHY, eJUHIYHBIA KOHKPEMEHT B IIPABOM Ha/IIIOYEUHUKE.
ITpu wcce[0BaHUM IIyHKTaTa KOCTHOTO MO3ra JIAaHHBIX B
I10JIb3y OHKOT'€MAaTOJIOTHYECKIX 3200IeBAaHUH HE MOJIyIeHO.

VuuTeiBasg Bo3pact 1e0I0Ta, JUINTEJIBHYIO JINXOPAJIKY, OT-
cytcrBre 3¢ derTa OT IPOBOUMON TePaIUH, UCKIIOUEeHHe
00beMHBIX, JIUMdonpoudepaTHBHBIX 00pa30BaHUU, JIEH-
Ko3a pebeHKy ObuT ycTaHoBseH nuaraos3 «IOUA c cucrem-

HBIM HA4YajoM, aKTUBHOCTb 3-U CTEIIEHH, PEHTTeHOJIOTHYe-
ckas cragud 1, yHKITMOHAIBHBIHA KJTace 2». bputa mHUIMN-
posana I'MBT npenapaToM aHakuHpa (AaHTArOHHCT pelel-
topa WJI-1, 2 mr/kr B cytku). Ha ¢oHe oTcyTeTBUA KIIMHIYE-
CKOTO OTBeTa (COXpaHEeHHe JIMXOPAJKH{, OTCYTCTBHE JUHA-
MUKH CBIIIY, BOCIIAJIHUTEIbHbIE U3MEHEHH 110 J1abopaTop-
HBIM JIaHHBIM) TIpousBejieHa cmena BT Ha Toruanzymad
(arTurena k penenropy NJI-6, 12 Mr/Kr Ha BBE/IEHHE) B KOM-
OWHAIIUY C IIyJIbC-TE€pANEd METHUJIIPETHNU30JI0HOM. 3ape-
THCTPUPOBAH KJIMHUYECKUH OTBET Ha IIPOBOIUMYIO TEPAIIHIO
B BHJIe HOPMIM3AUMU TEMIIEPATYphl TeJa, YMEHbIIEHUs
CBIIIY, KyIIHPOBAHHUA MapKepOB BOCIAJINTEIPHOH aKTHBHO-
CTH TIO IAHHBIM JIADOPATOPHOTO 06CIe/IOBAHUS.

Yepes 1 Mec peOeHOK OCTYIINTI B OTZeJIEHHUE JIA IIAHO-
BOTO BBEJIEHH S TOIWIN3yMaba ¥ KOHTPOJIA J1ab0paTOPHBIX
aHaJIM30B KPOBH. IIpy 0cMOTpe 3aperucTprupoBaHO Pa3BH-
THE CYCTaBHOTO CHHJpoMa (puc. 2): MacTO3HOCTh U
OrpaHMYEHUE IBIKEHUA B JIy4e3allsICTHBIX CyCTaBax, IPH-
IIyXJIOCTh MeK(aJaHTOBBIX CYCTaBOB 00OEUX KHCTEH, CO
CJIOB poAuTeNed yTpeHHEeH CKOBAaHHOCTH HE OTMEUYaJioCh.
Ilo naHHBIM YJIBTPA3BYKOBOTO HCCJIEZIOBAHUA CYCTABOB
OIPEEISAINCh OFHOPOAHBIA JKUIAKOCTHON KOMIIOHEHT B
HeOO0JIBIIIOM KOJIMYECTBE B 000UX JIyUe3allACTHBIX CyCTaBaXx,
yMepeHHasA UHQPUIbTPAIA OKPYKAIOIIUX MATKUX TKAaHEH
MeK(baJaHTOBBIX CYCTaBOB KHCTeH ¢ 00eux CTOpoH 6e3
IIPUBHAKOB CKOIIEHUS JKH/IKOCTH B IPOEKIUHU CYCTaBOB.
CorstacHO J1a60paTOPHBIM JIAHHBIM, COXPAHSJINCH BOCHIAJIH-
TeJIbHAsA aKTHUBHOCTH (JerikonuTo3 28,9 Thic./MKiI, CPB
12,4 mr/i), TpombonuTos (459x10%/1). [IpoBenena uudy-
3 TOIWIN3YMa0OM BHYTPUBEHHO U3 pacyera 12 MI/KI Ha
BBeJleHHE. YUHTHIBasd Pa3BUTHE CYCTAaBHOTO CHUHJIPOMA,
WHUIUUPOBAHA TEPAIIHA METOTPEKCATOM 7,5 MT IIOZIKOKHO.

[Tpu rocuTaIM3aLNH 110 IIOBOJLY 3-T'O BBEIEHUSA TOIWIIH-
3ymaba 0TMeYaIiCh OTEK, OTPAHNYEHNE CTUOAHNSA U PA3TH-
OaHA JIyJe3alsACTHBIX CyCTaBOB, OTEK MeK(paJIaHTOBBIX CY-
CTaBOB BCeX MaJIbIleB (KpoMe GOJIBIIIOTO) HA PYKax U HOTaXx,
VTPEHHAA CKOBAaHHOCTb HE perucrpuponainach. Jlabopa-
TOPHO OTMeuasiach HOpMAaJM3alusd IoKaszareseidl o0ero
a"anusa kposu u CPb.
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B nqunamuke depes 6 mMec OT cTapTa Tepaluy TOLUIN3Y-
MaboM COCTOsTHHE PeOeHKa — ¢ BBIPAXKEHHOH I10JI0KHUTEIb-
HOH IMTHAMUKOW: KOKHBIE TIOKPOBBI YHUCTBIE OT CBIIH, SIIU-
30/10B JIIXOPAJKH HE OTMEYAIOCh, CYCTABHON CHH/POM CO-
XPaHAJICA B BHU/Ie HE3HAUNTEJIPHON OTEYHOCTH MesKdasaH-
TOBBIX CycTaBoB. IIpm yspTpPasByKOBOM HCCJIEIOBAHUH
MesKk(aJaHTOBBIX M JIy4e3aIlsCTHBIX CYCTaBOB B WX IIPO-
exnuu — 6e3 IMPU3HAKOB CTPYKTYPHOH IaTOJIOTHH U IIATO-
JIOTUYECKOTO KUJKOCTHOTO COZIEPKIMOT0, BU3YaTHU3HPYe-
Mble (parMeHThl CHHOBHAIIBHON 000JIOUKY HE YTOJIIIEHBI,
CYXOKMJIbHO-CBAI30YHBIM amnmapaT 06e3 ocobOeHHOCTeH,
OKpy»Kalollie MATKHE TKaHW He m3MeHeHbl. Ha xomImbio-
TEPHBIX TOMOTPAMMax OPTraHOB IPY/IHON KJIETKH OYarOBbIX
¥ MHOUWIBTPATUBHBIX U3MEHEHUH B JIETKUX HE BBIABJIEHO.
Ba’kxHO OTMETHUTB, UTO BO BCE TOCIHTAIU3AIUU PeOEHOK
ocMarpuBasics 0TaIbMOJIOIOM, JAHHBIX B IIOJIb3Y YBEUTA
U pyro¥ 0pTarIbMONATOIOTUN He IIOJIyIeHO.

C2023r. B oTziesienuu pesmarosioruu MIT'KD netsam ¢ qu-
arHozoM cucreMHOl (opmbl IOVIA mpoBoguTcsa reHeTHde-
CKO€ HCCJIEZIOBAHME C IeJIbI0 HMCKJIIOUEHUS MOHOTEHHBIX
AB3. IIpu ceKkBeHUPOBaHUH 119 F€HOB, aCCOLUMPOBAHHBIX C
AB3, y manuenra 0buta HIeHTHUINPOBAHA TE€TEPO3UTOT-
Has mytanus B rene NOD2 (c.1001G>A, p.Arg334GlIn), knac-
cudpunupyemass kak marorennas (OMIM: 605956.0004,
dbSNP: rs104895461). Hannurie 1aHHOM MyTaI[iU B COU€ETa-
HUU C KJIMHHYECKUMU U JIAO0PATOPHBIMYU IIPU3HAKAMH 103~
Bosinio guarHocruposats CB. Takum obpasom, Bepuduxa-
M AWArHO3a y HAIIETo MalFieHTa COCTOsIach Yyepe3 5 Mec
ot siebrota nepsbix cumntomMos CB.

Ha momeHT mocjieHeH TOCIHUTAIN3anMH BO3PACT pe-
6eHKa 2 roza 10 Mec. IIpu ocMoTpe JIyue3ansAaCTHBIX CycTa-
BOB OTMEYaJINCh OTPAHUYEHUA CrHOaHuA U pasrubaHusd, B
obs1acté MeXk(asTaHTOBBIX CYCTaBOB BCEX HAJIBIIEB, KPOMeE
60JIBIIIOTO, BBIPAXKEHHBIN 0TeK, (OPMUPYIOMAsACS KaMIITO-
jaktuua (puc. 3). IIoMHMO 3TOTO PErucTpUpPOBAIICA Cy-
CTaBHOHM CHH/IDOM B 0OOMX KOJIEHHBIX CyCTaBaX ¢ U3MeHe-
HUEM II0X0/IKH (nedopManus cycTaBoB ¢ GOPMHPOBAHHEM
KOHTPakKTyp). PeGeHOK OCMOTpeH OQTaIbMOJIOTOM, BbI-
SIBJIEHBI KEPATOKOHBIOHKTUBUT CJIEBA, CyOIIUTETHATBHbIE
nHGUIBTPATHl poropuIlpl. Co CJI0B MaTepU U3BECTHO, YTO
3a MOJIT0/1a /10 TOCJIeIHEN rocnuTaau3anuu pebeHok aMmoy-
JIATOPHO MOJIydaJl JiedeHue 10 ITOBO/Iy KEPATOKOHBIOHKTHU-
BUTA ¢ HHOWIBTPATAMHU B POTOBHUIIE.

YunTheIBasg OTPHUIATENIBHYIO IUHAMUKY, K TEPAIUU II0/I-
KioYeH ToQanuTHHUO (MHTUOUTOp SAHYC-KHHA3, 2,5 MT
2 pasa B JieHb). [IpoioKeHo HAOII0/IeHHe.

O6cyxaeHne

¥ nanuenTtos ¢ Cb wacro auarnocrupyerca IOMA. B uc-
cieoBanuu Z. Zhong u coaBT. (2024 T.) 11€J1€BOE CEKBEHU-
poBanue reia NOD2, BBIIIOJIHEHHOE y 123 TIAaIUEHTOB ¢ pa-
Hee yCTaHOBJIEHHBIM auarHo3oM OMA, y koTopbix HabJI0-
JIJINCh YBEUT WJIA KOKHBIE ITOPayKeHHUA Ha (HOHE apTPUTa,
MOATBEPAWIIO MOJIEKYJIsIpHbINH auarao3 Cb y 26 (21%)
OOJIPHBIX U NIPHBEJIO K U3MEHEHUIO TAKTUKU JIeYeHUs ¥ 10
u3 HuX. Takum oOpasoM, cekBeHnpoBanue NOD2 nd me-
pecmorpa auarHosa IOVA saBseTcs BaXKHOU 4acThIO Bejle-
HUA TAHHOH TPYIIIBI TAIIMEHTOB, B 0COOEHHOCTH ITPU HAJIH-

Puc. 3. BHellHui1 BUA cycTaBoB pe6eHKa B Bo3pacte 2 net 10 mec.
Fig. 3. View of joints of the child aged 2 years 10 months.

YW JIOTIOJIHUTEIbHBIX KJIWHUYECKUX NPU3HAKOB, YKa3bl-
Baroux Ha CB [47]. Y pebetka B HallleM KIMHUYECKOM Ha-
OJroZieHUH He OBLII0 HUKAKHX OPTAIBMOJIOTHYECKIX CHMII-
TOMOB, OTHAKO HaJIMYWe apTPHUTa C JJINTEJIBHO COXPAHAI0-
IUMHUCA U PEIUUBUPYIONINMU KOXKHBIMU IIPOSABIEHUAMEI
MokeT TpeGoBaTh HckiIoueHuss CBb y manueHTOB ¢ paHee
nuarHoctupyembelM FOMA. Kpome Toro, mocse Bepuduka-
nuu CB y Hamrero manueHTa He TpeOOBAJIOCh IIPOBOIUTH
CMeHy Tepaluy, YIUTBIBasA XOpomui 3¢ deKT OT eueHns
rTonmin3yMaboMm. IIpyu Hanuuuy yBeuTa BaXKHBIM JIJ1A 1u (-
(epeHnIMIATIPHON [MATHOCTUKHU ABJSAETCA TOT (AKT, UTO
BOCHAJIEHHE IIPU yBEHUTe, accoquupoBaHHOM ¢ IOUA,
OTPaHMYMBAETCA IIEPETHUM CEeIrMEeHTOM IJla3a, TOTZa Kak
Cb MOKeT IPUBECTH K BBIPAYKEHHBIM BOCIIATUTEIBHBIM I10-
pakeHusiM ryazHoro AHa [6]. Koxkubiil cunapom npu Chb
4acTo OIMIMO0YHO IPUHUMAETCS 32 AaTOIUYECKUN 1IepMaTUT
WJIN CBIIIb, ACCOIMUPOBAHHYIO C AJJIEPTUUECKON peaknuei
[20]. Tak, B HalIeM KJIMHIUYECKOM HAOJIIOJIEHUH ChITIb Y Pe-
OeHKa B IIepBbIe MeCALBI JKU3HHU PACLEHUBAJIACh KaK IIPO-
ABJIEHUS aTOINYECKOTO JIePMAaTHTA.

Omubounas muarnoctuka Cb kak 6osesnu KaBacaxu c
TIoCJIeyIOIINM Ha3HaueHUeM BHYTPUBEHHOTO NMMYyHOTIJIO-
OysiviHa, KaK B HAIlleM KJIMHUYECKOM HaOGJIIOJIEHUU, TAKKE
onucaHa B sinreparype. K. Cho u coasr. (2022 r.) npeacra-
BIJIN HaOJIIO/IEHNE 13-MeCSYHOIO MaJIbYUKA C PEIU/INBH-
pyolIel JIMXOPaZKoON U reHePaTM30BaHHON CBINBIO, ¥ KO-
TOpPOro M3HAYAJIBHO ObLIA AMarHOCTHpOBaHa 6ose3Hb Ka-
Bacaku ¢ pedpaKkTepHbIM TedeHHeM. [lanineHT mocTynui B
cTarroHap ¢ TeMmuepaTtypoi tesna 38,7°C, KOHbIOHKTHBAJIb-
HOH MHBEKINeH, TeHepaIn30BaHHON 3pUTEMAaTO3HO-TIAILy-
JIE3HOH CBHIIBIO U yBeJIMUEHNEM IIeHHBIX JTUMQpaTHIECKUX
y3s10B. JlabopaTopHble aHAIN3bl BBIABWIN JIEHKOIIUTO3,
aHeMHIo, MOBBIIIeHHBIH ypoBeHb CPB um NT-proBNP.
Hecmorps Ha /IByKpaTHOE JiedeHe BHYTPUBEHHBIM HMMY-
HOTJIOOYJTMHOM | BbIcOKuMHU fio3amu ['KC, cuMIITOMBI CO-
XpaHsAJINCh, YTO IOTPebOBaIO yIirybjeHHOro obciienoBa-
HudA. Bpuia BbIlOJIHEHA OGUOIICHA KOXKH, OOHAPYKMUBIIAA
HeKa3eo3Hble I'DaHyJeMbl. ['eHeTHYecKoe HCCiIel0BaHIE
noaTBepauno auario3 CB (rerepo3uwrotHast MyTamus
p-Arg334Trp B rene NOD2). B quHamMuKe y JaHHOTO IaIiyi-
€HTa Pa3BIWJINCHh CHCTEMHBIE OCJIOKHEHHA: aCIUT, IUJIEB-
PajIbHBIN BBIIIOT U I'ellaTOCIVIEHOMETaIN s, IOTPeOOBaBIIIHe
Ha3HAYeHUA IIyJbC-TEPAIIUH METHJIIPEJHU30JI0HOM C
TIOCJIEYIOIINM IIEPEX0IOM Ha ITePOPaJIbHBIN IPEHU30JI0H
u MeTtoTpekcaT. HecMoTps Ha nmepBOHAYaJIbHBIM OTBET, B
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BO3pacTe 3 JIeT PUCOEJUHUIICA apTPUT KOJIEHHBIX CyCTa-
BOB, UTO CTAJIO [TIOKAa3aHUEM JIJIs1 BBEZIeHUA afjaTuMyMmada —
naruburopa PHO-a. K 4 rogam y nmamuenTa pa3Busics me-
penHuii yBeut, kynupoBaHHBIN Tonunueckumu [KC [48].
Taxum 06pa3oM, KIr049eBbIME AU hepeHITnaTbHO-/IUarHO-
cruyecknMu rnpusHakamu CB u GosesHu Kapacaxku sB-
sst0TCs oTcyTeTBre Tpu Cb m3MeHeHn Ha CTU3UCTHIX 000-
JIOUKax U KOPOHAPHBIX OCJIOKHEHUH, a TaKyKe TMCTOJIOTH-
JecKoe IOJITBEPIK/IeHNe HeKa3eO3HBIX rpaHysieM. OfHaKo
IIPOBEZIEHIe NHBA3UBHOU OHOIICUU MOKET OBITh HEJOCTYII-
HBIM U IIPOBeZieHNe CeKBeHupoBaHusA rena NOD2 saBiserca
MIPe/TIIOYTUTEIPHON cTpaTerueii. B 1iesiomM mpu pe3ucTeHT-
HOCTH K Tepaluu y HNalleHTOB ¢ nojo3penuem Ha IOMA
nim 6osie3Hp KaBacaku mesiecoobpasHO IPOBeZIEHUE CEKBe-
HupoBaHus reia NOD2 nna uckiatouenus Cb, 4To 1o3Bo-
JISIeT CBOEBPEMEHHO CKOPPEKTUPOBATH JIeUEHHE.

OtMeuaercs IMUPOKas BapuabeIpHOCTh CUMIITOMOB y I1a-
nueHToB ¢ CB. Y HEKOTOPHIX GOJIBHBIX OTMEYAETCH TOJIBKO
KJlaccudecKas TPHUaZa CHUMIITOMOB, Yy JPYTHX JaHHas
TpHasia He perucrpupyercs. Moryt 6bITh BOBJIEYEHBI U JIPY-
rHe OpraHbl U CHUCTEMBI IIOMHUMO KOXKH, IJIa3 U CYCTaBOB.
Ocraercsi HeACHBIM, C YEM CBsA3aHA JlaHHAsg BapHabesb-
HOCTb JIJa’Ke Y TAallEHTOB C OJHOM U TOU JKe MyTallel reHa
NOD2. B pabore C. Cordova-Fletes u coaBt. (2020 T1.),
BKJIIOYAIOIIeH onucanue Tpex nanueHTos ¢ CB, y Bcex ne-
Tell ObUIM OOHApY)KEeHBI [IaTOT€HHbIE BAPUAHTHI B JIPYTUX
rerax (PRR12, TLR10, MEFV, SLC22A5),y 1 pebeHKa — My-
tanus B reHe MEFV, acconupoBaHHAasA ¢ CEMEHHOH cpefu-
3€MHOMOPCKOH JINXOPAJKOH, YTO MOKET OOBACHATH KOM-
OMHUPOBAHHBIN (PEHOTHUII B BH/IE COYETAHUA CHMIITOMOB
CB u penuINBUPYIOIIErO TOJIUCcEPO3UTa [49].

V pebGeHKa B OIMCAHHOM HaMU KJIMHHYECKOM HabJiioze-
HuH B reHe NOD2 GObuia BBIABJIEHA T€TEPO3UTOTHAS MyTa-
nua p.Arg334Gln, noxkanusyomasncsa B HyKJI€OTH/CBA3bI-
BAIOIEM JIOMEHE, BJIMAIOIIEM Ha aKTHUBHOCTH a/IeHO3UH-
tpudocdarassl u akrupanuio NF-xB [17]. Jannas myra-
YA ABJIAETCSA OJTHOH 13 Hanbosiee pacpoCTpaHEHHBIX IIPH
CB u OOBIYHO XapaKTepHU3yeTcs THUIHNYHBIM (HEHOTHIIOM
CBb. OpHako ommcaHbl M PeJKUe BapUAHTHI KJIMHUYECKOU
Ipe3eHTalluy y MMaleHToB ¢ JJaHHOW mytanuel. Tak, B pa-
60ote M. Whyte 1 coaBT. (2018 1.) IIpe/IcTaBIeHO KIIMHIUYECKOE
HAOJIIO/IEHNE 4-JIETHEH JIEBOUKH, Y KOTOPOU HaOJII0/IaIHCh
TsDKEJIast TUIepKasbiyeMust (710 13,6 Mr/ /1), BhI3BaHHAS U3-
OBITOYHON NIPOAYKIMEH 1,25-JUTHIPOKCUBUTAMHUHA D —
1,25(0OH)2D, HedpoKasbIUHO3, HapylleHne QYHKIUH I0-
YeK U reHePaJIM30BAHHBIA OCTEOCKJIEPO3, UMUTHUPYIOITUN
ocreomnetpo3. IIpu peHTreHOJI0TNYecKOM HCCIIeZIOBAHUH Y
pebeHka ObUTH BBIABJIEHBI JU(DQY3HOE MOBBILIEHHE IIIOT-
HOCTU KOCTeH, CHHOBHUT U TEHOCUHOBUT, a IIPU T'UCTOIATO-
JIOTUYECKOM HCCJIeJTOBAHUH KOCTHOTO MO3Ta — COXpaHeHUe
Hepe30pOUPOBAHHOTO XPAIIA, YTO XapaKTEPHO JJI OCTEO-
[IeTPO3a, OJTHAKO MapKepbl KOCTHOTO O0MeHa YKa3bIBAJIH
Ha aKTUBHBIA MeTaboyu3M. PeOeHOK Ioyydas JiedeHHe
I'KC (mpesHH30JI0H), METOTPEKCATOM M HHIHOUTOpaMU
®HO-a (amanmumymab, mHQIuKCcHMab), YTO IPHUBEJIO K
HOPMaJIN3aIU{ YPOBHSA KaJIbI[Ws, I0/IaBJIEHUI0 YPOBHSA
1,25(0OH)2D, ysyuriieruio GyHKI[UN [TOUEK ¥ YMEHbBIIIEHUIO
CyCTaBHBIX CHUMITOMOB. CIIOHTAaHHOE paspellleHHue MeTa-

¢usapHOrO OCTEOCKIEPO3a TPOU3ONLIO Ha (POHE JAUETHI ¢
OrpaHHYeHHeM KajbludA. Takum obpa3oMm, y pebeHKa B
JJAaHHOM HaOJIIOIEHUH OTMEYaJIOCh OTCYTCTBHE KJlaccuye-
ckux nposiaeHuil Cb nIpu HUIMYMY TAXKEJIOH THIepKasb-
[IUEMUU U OCTEOCKJIEPO3A, YTO MTOJITBEPIKAAET BIUAHIE My-
Tanud rena NOD2 Ha OCTEOKJIaCTOT€HEe3 W BHEIIOYEeUHBIH
cunre3 1,25(0OH)2D mocpencTBOM HapylleHUs pPeryJIAnuN
NF-kB, noxasaTesibcTBOM 4ero sABsieTcs 3(P@deKTHBHOCTD
IIPOTHUBOBOCIIAJIUTEJIBHON Tepaluu B KOPPEKIUH MeTabo-
JIMYECKUX W [TIOYEYHBIX HapyLIeHui [50].

ApTEpUHUT CPEJHUX U KPYIHBIX COCY/IOB fABJIAETCH peJi-
KUM KJIMHUYECKUM TposiBjieHreM y nanuentoB ¢ Cb [12].
TmaTesnpHOEe 00OcienoBaHUe ePUGEPUUECKOTO IIyIbCca U
peryjispHOe H3MepeHHe apTePHAJIBHOTO JABJIEHUS MOTYT
CII0COOCTBOBATh PAHHEMY BBIABJIEHUIO COCYHCTBIX OCIOXK-
HeHUH. OHAKO, KaK JIEMOHCTPUPYET Halle KIMHUYECKOe
Habs0/leHne, IOopa)keHHe KOPOHAPHBIX apTepuil Takke
TpebyeT BHUMAaHH:A, HECMOTPS Ha OTCYTCTBHE THUITMYHBIX
a7 Cb m3MeHeHUH B KPYIHBIX COCyZax. Y OIHMCAHHOTO
HaMHM IalleHTa C IOATBEPKAEeHHBIM JUarHo3oM Ha OXoKT'
BBIABJIEHA DKTA3Ws JIEBO KODOHAPHOU apTepwH, YTO pac-
IIUPSET CHEKTP BO3MOKHBIX COCYJUCTHIX ocyioxkHeHUN Chb
U HO/{YePKHBAaeT HEOOXOJUMOCTb PETYJISIPHOTO KapHuo0JIo-
THYECKOT0 MOHHUTOPHHTA JIaXKe IIPU OTCYTCTBUU KJlaccuye-
CKUX IIPU3HAKOB apTEPUUTA.

B Hamewm HaGrofeHNH y pebeHKa OTMEYeHa OTYEeTIUBAsA
IIOJIOJKUTEIbHAS TMHAMUKA Ha (POHE NHUIIMALIUY TEPAIIUH
TOLMIN3YMaboM, OJHAKO B IOCJIEAYIOIEM ObUIO 3aperu-
CTPHPOBAHO YXY/AILIEHHUE COCTOSHUSA B BUZIE IIPOTPECCUPOBA-
HUA CYCTaBHOTO CHHJPOMA, Pa3BUTHUA KaMIITOJAKTUJIHH,
(opMUpOBaHHA KOHTPAKTYP B KOJIEHHBIX CyCTaBaX, IOsBJIE-
HUA U3MEHEHUH CO CTOPOHBI IV1a3 (KepaTOKOHBIOHKTUBUT C
WHOWIbTPATAMU POTOBUIBI), YTO IOTPEOOBAIO YCHUJIEHUA
Tepanuy ToGanuTHHUO0M. VIcX0o/ U3 JaHHBIX JINTEPATYPHI,
JIeICTBUTEJIHHO, HE Y BCEX JIeTEH yAAeTcsA IOCTUIb CTOHKOTO
s dexra Ha ogHOoM npenapare [UBT. Tak, B pabore T. Na-
gakura u coaBT. (2017 r.) coo0IIAIOCH 00 YJIYyUIIEHUH KJIH-
HUYeCKOU KapTHWHBI Ha (OHE Tepanuy TOIMIN3YyMaboM C
MIOCJIEIYIOIIMM DPEIUINBOM apTPUTA y OZHOTO pebeHKa, a
TaKKe O HEOOXOJMMOCTH CMEHBI TEPAIIMH BBU/LY HAIHMYUA
MMMyHOTI71I00y/1HOB E K Tonmmmsymaly y Apyroro nanyueHTa
[40]. CiroxxHOCTB TOZI00Pa 3 PeKTHBHOU Teparuu 00yCI0B-
aeHa pegkocrbio Cb, oTcyTcTBUEM CTaHAAPTHU3UPOBAHHBIX
IIPOTOKOJIOB U BBICOKOH BapHabeshbHOCTBIO OTBETA HA pas-
snunble npenapatsl [UBT, Takue kak antu-MJI-6 (Toruim-
3yma6), antn-OHO-a (agasimmymab, nHbnkenmal), aHTH-
NJI-1 (aHakuHpa, KAaHAKUHYMAa0) U HHIHOUTOPBI STHyC-KHHA3
(TrodaruTuHNb), UTO MOATBEPIKIAAETCS KAK JAHHBIM KIMHHU-
YeCKUM Ha0JII0/ieHueM (I1epBOHAYAIBHBIA OTBET HA TOIMIIU-
3ymMab ¢ mocienyomeld mnorepell 5GQeKTUBHOCTH), TaK U
OTMCAHHBIMH B JiuTepaType [16, 23, 30—34, 36—38, 41, 42,
46, 51]. HeoOxoiuMbl WH/IUBUYaJIbHBIN TO00D TEPAIHU 1
TOTOBHOCTb K CMeHe KJiacca Ipernapara npu HeadHeKTUBHO-
CTH WJIU IIOTEPE OTBETA.

3aknueHmne
[IpejicTaBlieHHOE KJIMHUYECKOE HAOJI0ZIEHNE TO[4ep-
KHUBAET KJIIOUEBBIE JUATHOCTUYECKHUE U TepaHeBTI/I‘{eCKI/Ie
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cnoxuoctu npu CBb U HEOO6XOAUMOCTH TIATESIHHOTO
nuddepeHIIpoOBaHHOrO nojxoza. HenosHasa wim aru-
nuvyHas MaHudecTaus KjIacCUuuecKou Tpuaabl (epma-
TUT, apTPUT, YBEUT), a TaKXKe€ CXOJ[CTBO CHUMIITOMOB C
IOUA wmu Gosnesnplo KaBacaku Hepeaxko IPHUBOJAAT K
OIIMOOYHOU HHTEpIPETAIUN KJIMHUYECKONH KapTHHBI.
IIpu nopospennu Ha Cb meseBoe ceKBeHMPOBAHUE TeHA
NOD:2 1103B0JIIET yCTAHOBUTD UArHO3. B cBOIO ouepenp,
paHHAA BepudUKANUA AUATHO3a IO3BOJIIET CBOEBpe-
MEHHO HAa3HAUYHUThH ITATOTEHETHYECKYIO TEPAIHIO U IIPes-
OTBPATUTh HEOOpATHUMBbIE OCJIOKHEHUA. MeXIUCIIUIIIN-
HapHOe B3auMojeicTBue (Imeauarp, peBMaTosor, od-
TAJIHMOJIOT, T€HETHUK, Kap/IH0JIOT) U MEePCOHATU3UPOBAH-
HBIH IIOJIXO/T OCTAIOTCA OCHOBOU YCIEITHOTO BeJEeHUA Ia-
IIMEeHTOB ¢ 3TUM peakum AB3.
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