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Autoinflammation is a new concept, new nosologies. How to recognize it and what to do?
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AyToBocnajuTebHbIe 3200.1eBaAHUS 00BEAMHSIOTCS B 00JIbUIYIO FPYNITY ATOJIOTHii TeHeTHYECKOi WK MYJIbTU(hAKTOPHOI NPUPObI,
XaPaKTePU3YIOUIMXCSl PAHHUM /I€0I0TOM, TOBTOPHBIMY MH30/IaMH CHCTEMHOTO BOCTIAJIEHHs (JIMXOPA/KA, Chillb, OBBIIEHHE YPOBHS
ocTpoda3oBbIx 0€JIKOB), He CBSI3AHHOrO ¢ MH(pEKUMAMM MM JPYrUMHU GoJiee pacnpocTpaHeHHbIMH NpUYMHaMu y aeteii. Hepenko
y 0OJIbHBIX OTATOLIEH CeMEiiHbIii AHAMHE3: BCTPEYAIOTCS AHAJOTMYHBIE CIyYau cpeau wieHoB ceMbi. ITomMophu3mM KIMHHYECKHUX
NPOSIBJICHUI AYTOBOCHAJIMTEIbHBIX 3200J1€BaHUil 00YC/IABIMBAET HEOOXOIUMOCTh MYJIbTHANCUMILIMHAPHOIO MOAX0MA; UX M3yYe-
HHEM 3aHUMAIOTCS BO BCeM MHUpe BPA4d PA3JIMYHBIX CHEHUATLHOCTEl: NeAUaATPbl, MIMMYHOJIOTH, AJLIEProJIOrd, PeBMATOJIOTH, reMa-
TOJIOTH M Jp.

B cratbe ocBenieHbl BONPOCHI JMATHOCTHKU U AuddepeHnnaibHoi AHATHOCTHKH, KJIMHUKO-JA00PATOPHBIX NpPOSIBJIEHUI, TeHe-
THYECKOIi TUATHOCTHKH, OCJIOKHEHHIi, TepaneBTHYeCKUX MOAXO0I0B, AJITOPUTMOB 0oJiee OBICTPOi MOCTAHOBKM JMATHO3a, PaHHei
M CBOEBPEMEHHO# Tepanuu. 3aTPOHYTbie BONPOCHI KACAIOTCS, B OCHOBHOM, Hau0oJiee H3y4eHHBIX U Yalle IPYTHX BCTPEYAOMUXCS
B PeaJIbHO KJIMHNYECKOi MPAKTHKE MEePHOIMIECKHX JTUXOPAIOK Y ieTeii: ceMeiiHas cpeJu3eMHOMOPCKAs JMX0PAAKA, KPUONUPHH--
aCcCONMHMPOBAHHBIE TEPUOAMYECKHE CHHIPOMBI, NMEPUOINYECKHid JTUXOPAJI0YHbI CHHAPOM, ACCONMMPOBAHHBIA C MyTalueil reHa
penenrtopa ¢akropa HeKpo3a omyxoJm-ajibha, cuHapoM AedunuTa MeBaTOHAT-KHHA3DI.

Karoueevte caosa: demu, MOHOCECHHbLe aymoeocndaiumenbHole 3060/16‘661H1/lﬂ, nepuodu%ectme /zuxopadlcu, duaeﬁocmmca, ceHemuka

Ansa umtuposarus: CanyruHa C.0., ®enopos E.C. AyToBocnaseHne — HoBasi KOHLEenLusl, HoBble HO30s10ruu. Kak pacrnosHatb v 4To aenatb?
Poc BectH nepuHaton n neaunarp 2025; 70:(6): 116—-126. DOI: 10.21508/1027-4065-2025-70-6-116-126

Autoinflammatory diseases are grouped into a large group of pathologies of a genetic or multifactorial nature, characterized by early
onset, repeated episodes of systemic inflammation (fever, rash, increased levels of acute phase proteins), unrelated to infections or
other more common causes in children. Patients often have a family history that is burdened: there are similar cases among family
members. The polymorphism of clinical manifestations of autoinflammatory diseases necessitates a multidisciplinary approach; They
are studied all over the world by doctors of various specialties: pediatricians, immunologists, allergologists, rheumatologists, hema-
tologists, etc. The article highlights the issues of diagnosis and differential diagnosis, clinical and laboratory manifestations, genetic
diagnosis, complications, therapeutic approaches, algorithms for faster diagnosis, early and timely therapy. The issues raised relate
mainly to the most studied and most common recurrent fevers in children in real clinical practice: familial Mediterranean fever,
cryopyrin-associated recurrent syndromes, recurrent febrile syndrome associated with mutation of the tumor necrosis factor alpha
receptor gene, mevalonate kinase deficiency syndrome.
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YTOBOCTIAJIUTEIbHBIE 3a00J1eBaHUS MpeacTaB- mymupoBaHHas JI. Kacraepom B 1998 romy. CormacHo

€HBbl IIIMPOKUM CIIEKTPOM I1aTOJIOTMI TeHeThYe-
CKOI M MYJIbTU(MAKTOPHON TIIPUPOIBI, XapaKTepU3yIo-
LIUXCS TOBTOPSIFOLIMMMUCS SITU30JaMK «OeCTIPUYMHHOIO»
cucteMHoro BocmajieHus: [1—4]. Bonee 25 mer mpomuro
¢ Tex mop, Kak Ha pyoexke XX-XXI BeKOB B MeIMIIMHE
OblTa 03ByYeHa HOBash KOHIEMINS — y4eHUe 00 ayTOBO-
CajJieHN W ayTOBOCITAJIMTENILHBIX 3a00JIeBaHUsIX, chOop-
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9TOI KOHLEIIINU, ayTOBOCMaJeHUe — DTO TMAaTOJOTHUe-
CKO€ COCTOsSIHWE, pa3BUBAlOIIeeCs BCJIEICTBUE TE€HETH-
YeCKM JIeTePMUHUPOBAHHOW aHOMAJIbHOM aKTHUBALIMK
BPOXIEHHOTO WMMYHUTETa, TIPU KOTOPOM, B OTIUYME
OT KJIACCMUYECKOTO BOCTAJIIUTEIBHOTO TIpoliecca, OTCYT-
CTBYET MPOBOLMPYIOIINIA (haKTOp B BUIE TOBPEXKICHUS
wm uHpekuuu [4]. Tlyts K ¢GopMUpOBaHUIO yUeHUSI
00 ayTOBOCHAJIMTEILHBIX 3a00JIEBAHUSIX OBbUI JJIATEThb-
HBIM ¥ HAYWHAJICS C BBIACJICHUS W KIMHUYECKOTO OTH-
CaHMs OTAETbHBIX Ho30Joruit. Tak, Ha TpUMepe OTHOTO
W3 BapUaHTOB HACIEICTBEHHBIX TEPHOANUECKUX JIMXO-
panok —TRAPS-cunmpoma (ot anrin. TNF-Receptor-
Associated Periodic Syndrome) B 1999 romy Obu1 BriepBbie
chopMyIMpOBaH TePMUH <«AyTOBOCIIAJUTEIbHBIE 3a00-
JieBaHusl» [5, 6]. B Ty rpynmy BolLIM penkue, reHeTuJe-
CKU JIeTepMUHUPOBAHHBIE COCTOSTHUS WU MOHOTEHHBIE
ayTOBOCTIAINTETbHBIE 3a00JIEBaHNS, XapaKTePU3YIOLIECST
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HEMPOBOLIMPYEMBIMU TIPUCTYITAMM BOCITAJICHUST W TIPO-
SIBJISIIOIIIMECS] IUXOPANKON M KIMHUYECKON CUMIITOMATH-
KOI, HallOMMHAIOIIEe peBMaTUYECKYIO, TIPU OTCYTCTBUU
ayTOMMMYHHBIX WIM WHQPEKIMOHHBIX MpUuuH [5, 6].
Co BpeMeHeM ObLTM MPEeUIOKEHbI U JIPpYrue orpeese-
HUSI, OTHAKO OHM HE BIIOJIHE YIOBJIETBOPSUIM MCCIEI0-
Bareseil U mpakTuKoB. OCHOBBIBASICh Ha aHAM3e JIUTE-
patypbl M COOCTBEHHOM HAayYHO-KJIMHUYECKOM OIIbITEe
HaMu TIPEIJIOKEHO  OIlpelieieHne ayTOBOCTAIUTEb-
HBIX 3a00JieBaHUII KaK TpymIibl 3a00eBaHUII MOHOTEH-
HOW M MYJbTH(AKTOPHOM TIPUPOABI, B OCHOBE KOTOPBIX
JIEKUT TIATOJIOTUSI CUCTEMbI BPOXIEHHOTO WMMYHUTETa
C HeaJeKBaTHBIM OTBETOM Ha MOJEKYJIbI, acCOLMUPO-
BaHHBIE C TTaTOreHaMu. B mepBylo ouepenb B Hee BOIILIA
rnepuoanMvecKre HacJIeNCTBEHHbIe Juxopaaku. B mocie-
NyIOIIeM B 3Ty TPyMIy ObUIM BKIIIOUEHBI U TakKue 3a00-
JieBaHUsl, Kak 0one3Hb CTuiia B3pOCIIbIX, IOBEHWIbHBIN
apTPUT C CUCTEMHBIM HauyajoM U Apyrue 3abosieBaHUs,
MMeEIOIINe CXOMHYIO CUMIITOMATUKY, HO JJIST KOTOPBIX
He ObLTO HaliIeHO KaKMUX-JIM0O reHeTUYeCKUX MPUUUH [7].
B 2008 romy rpyrmoii menuaTpoB-peBMaTONIOrOB ObLT CO3-
naH MexayHaponHblii poekt Eurofever Project, B pam-
Kax KOTOPOTO OCYILECTBJISIETCS] perucTpalys nalyeHToB
C ayTOBOCTIAJIMTEIbHBIMU 3a00JIEBAaHUSIMU U3 Pa3IMUHBIX
CTpaH M UCCIIeN0BATEeIbCKMX LIEHTPOB, U3YUalOTCSI X OCO-
OEHHOCTU, pa3pabaThIBAIOTCSl KPUTEPUU JTMATHOCTUKU
u nonxonbl K Tepanuu [8]. K 2024 rogy B MexXmyHapoI-
Hblil peructp Eurofever BkimoueHo 6os1ee 5000 naimeHTOB
u3 44 crpaH, 135 ueHTpOB co Bcero mupa. B Hacrosiiee
BpeMsT TiepedeHb MOHOTEHHBIX ayTOBOCITATUTEIbHBIX
3a0oseBaHMI TIpencTaBieH Oosiee yem 50 HacaenCTBEH-
HBIMU 3a00JIEBaHUSIMU, I OH TTIOCTOSTHHO OOHOBJISIETCSI.
YacTeIM M TPAKTUUECKU 00S13aTeIbHBIM CUMITTOMOM
ayTOBOCTIAJIMTEJIbHBIX 3a00JIeBaHUt siBiIsieTcsl (peOpuhb-
Hasl JIUXOpajaKa: TMPEeUMYIIECTBEHHO TepuoauyecKast
unm pexe arieproanydeckas. [TpomnomKuTeTbHOCTb JTUX0-
pPamOUYHOTO 3MU30/1a U CITOKOMHOTO TMeproa MeXITy HUMU
MOKET HaBECTH Bpaya Ha MbICJb O BEPOSITHOM JMarHO3e.
JpyrumMu oOLIMMU CUMIITOMaMM MOTYT OBITH pa3HOO-
Opa3HbIe MOpaXKeHUsI KOXU U ee TPUIaTKOB (YpTUKApHBIE,
MSATHUCTO-TAIYJIe3HbIe, PUTEMATO3HbIE W JIp.), CEPO3-
HBIX 000JI0YeK (acenTUYeCKUil TIEPUTOHUT, IUIEBPUT,
MepUKapINT, MEHUHTUT), CYCTaBOB (apTpUTHI, apTpaj-
run), BOBJIEUEHME CHUCTEMbI MOHOHYKJIEAPHBIX (harorm-
ToB (MMMdaneHonartusi, remnarocrjieHoMmeranus) [2, 3].
AKTUBHBIE KJIMHUYECKUE TIPOSIBJIEHUS] TIPU aOCOJIIOTHOM
OOJIBIIMHCTBE MOHOTEHHBIX ayTOBOCIAJIUTEIBHBIX 3200-
JIEBaHW COTIPOBOXIAIOTCSI TOBBIIIEHUEM OCTPO(DA30BbIX
J1ab0paTOPHBIX MapKepoB, Tpexe Bcero C-peakTUBHOTO
Oesoka, KOTOPBIN SIBJISIETCS CBOEOOPa3HBbIM JabopaTop-
HBIM «TE€PMOMETPOM», U3MEPSIIOIIMM aKTUBHOCTb 3200-
neBaHus, a Takke COD u CBIBOPOTOYHOTO aMMJIOWa
A (CAA), B KpoBH BBISIBJISIETCS IEHKOIUTO3 ¢ HEUTpO(DU-
JIe30M, TPOMOOIIMTO3, aHEeMUsI, OTCYTCTBYIOT ayTOAHTH-
Tena (aHTUHYKJIeapHBIi (haKTop, peBMAaTOWIHBIN (hakTop
u np.). HopmanbHble ToKazarenn ocTpoda3oBbIX Map-
KEpPOB B MOMEHT KJIMHWYECKON aKTUBHOCTHU TIO3BOJISIIOT

C BBICOKOI J10JIEi BEPOSITHOCTH OTBEPIHYTh JUATHO3 ayTO-
BOCTIAJIMTETLHOTO 3a00J1eBaHUsI. DTO HauboJjiee CripaBe/-
JINBO B OTHOULIEHWU KJIACCUYECKUX MOHOT€HHBIX ayTOBO-
CTIaJIMTEILHBIX 3a00JIeBaHMIA.

AuddepeHunanbHag aMarHocTuKa

TTauyeHTHl ¢ ONMMCAHHBIMU BBITIIE BOCTIATUTETbHBIMUA
CUMIITOMAMU MOTYT BCTPETUTLCS B TPAKTUKE Bpadeit
pa3HBIX CITEUATbHOCTEM: TeauaTpoB, WMMYHOJIOTOB,
MHGEKIIMOHUCTOB, PEBMATOJIOTOB U Ap. BBUIY Hecnienu-
(UIHOCTHU MPOSBICHUI, HATMIUS CUCTEMHOTO BOCTIAI -
TEJILHOTO TIpollecca HEOOXOAMMO MPOBENEHUE TIIATETb-
HOI M depeHIMaTbHON TMarHOCTUKY ¢ UCKITIOYeHUEM
0oJiee YacThIX MPUYUH BocrajieHus y aeteii. OcoOGeHHO
3TO aKTyaJIbHO Ha paHHMX 3Tarax 0oJjie3HU (B TiepBbIe 6
MecsueB — 1 rox). B xpyr nuddepeHInpyeMbIX COCTO-
SHUI 00s13aTeIbHO BKIIIOYAIOTCS MH(MEKIMOHHBIE ITPO-
1IeCChl, OTHENBHO CJIEeAYeT BBIICTUTH HOBYIO KOpOHAa-
BUPYCHYIO MH(MEKIINIO, B TOM YHCIIe ¢ MaHU(ecTalueit
MYJBTUCUCTEMHOTO BOCHMAJUTEIbHOTO cuHApoMa. Oco-
00ro BHMMaHMUS 3acCIykKMBAIOT 3a00JI€BaHMSI, COMPOBO-
SKIAIOIINECS] CUCTEMHBIMU TPOSIBIICHUSIMU B COYETAHUU
C KOXHBIMHU BBICBIITAHUSIMU, YTO, OCOOEHHO Y NeTeid,
Takke TpeOyeT MCKIIIOUeHUs IIMPOKOTo Kpyra 3aboJe-
BaHMit. K HUM 00513aTeIbHO OTHOCSITCSI OHKOTEeMAaTOJI0-
ruJeckasl maToJIOTUsI M COJIMIHBIE onmyXxoiu. PaznmuuHbie
BapMaHThl TEPBUYHBIX WUMMYHOIEHUIIUTHBIX COCTOSI-
HUM, B TOM YKCJIe TEHETUYECKU OOYCIOBIIEHHBIE, MOTYT
MPOSIBIATBCSI  CXOAHBIMU cuUMMTOMaMu. Kpome Toro,
HWCKITIOYAIOTCS M IPYTHE COCTOSTHUS, TaKMe KaK BOCTIAIH -
TeJbHBIE 3a00JIeBaHUS KUIIIEYHNKA, cMHApoM KaBacaku,
pSI peBMATMUYECKUX M HEpPeBMATUYECKMX TATOJOTHIA.
B cBs13u ¢ MHOroOOpa3veM MpOSIBIEHUI 3TUM TallMeH-
TaM TIPOBOIMTCS yIiIyOJieHHOe oOciienoBaHre, KaK mpa-
BWJIO, B YCJIOBHMSIX MHOTOIMPOMWIBHOTO TeauaTpude-
CKOTO CTallMoHapa, B KOTOPOM y4acCTBYIOT Bpaul pa3HBIX
crieranbHoCcTe. CHeKTp TPOBOAUMBIX MEPOTPUSTHIA
XOPOIIIO 3HAKOM CIEeMaTCTaM M BKITIOUaeT OakTepu-
OJIOTUYECKUE, CEPOJIOTUYEeCKHe oOCIenoBaHus, 00s3a-
TeJbHOEe MOPGOJIOTUYECKOE HCClIeOBaHUE KOCTHOTO
MO3Ta, KOXH, TUMGOY3I0B, SHIOCKOTMTNYECKNE MAaHUITY-
Jsiuuu 1 np. Bee 310 monpoOGHO oTpaxkeHO B COBpEMEH-
HBIX KJIMHUYECKNX peKoMeHmaumsax [9—11].

BaxxHO MOAUEpPKHYTh, YTO JIMAarHO3 MOHOTE€HHBIX
ayTOBOCTIATUTETbHBIX 3a00JIeBaHU I obcyxmaercst
TOJILKO TIOCJIE MCKJIFOUEHUS 1IeJIOTo psifa 3a00JIeBaHUM,
0oJiee YacTo BCTPEUarIIMXCcsl B OOIIel TTeAuaTpuIecKoi
MpaKTUKe:

— nHpexkuuu (BUpyCcHbIE, OaKTepualbHble, Mapa3u-
TapHbIE);

— OHKOJIOTUYecKUe 3a0osieBaHMsT (JIEHKO3bI, TUMDO-
nponrdepaTUBHBIE 3a00JIeBaHUsI, COJUIHBIE OITYXOJIH,
HelipobyiacToMa u Jip.);

— TIEPBUYHBIE UMMYHOIEMUILIMTHBIE COCTOSTHUSI;

— BOCTAJIIMTEIbHBIE 3a00JIeBaHNUS KUIIIEYHNKA,

— peBMaruyeckue 3abosieBaHus (OCTpasi peBMa-
TUYeCcKasl JINXOpaaKa, CHCTeMHas KpacHas BOJYAHKa,
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IOBEHUJIbHBIN apTPUT C CUCTEMHBIM HaydajioMm, 00Jie3Hb
CTtuiiia  B3pOCHBIX, OBEHWJIBHBIN  JePMAaTOMMO3UT,
CHUCTEMHbBIE BaCKYJIUTHI, CMHIpOoM KaBacaku u 1ip.);

— XpOHHWYECKas KpaluWBHUIIA, APYTHe YPTUKapHBIC
BaCKYJUTBI, B TOM YHUCJI€ TUIOKOMITJIEMEHTEMUUYECKUIA
BaCKYJIUT;

— MyJIbTH(AKTOPHBIE ayTOBOCTAIMTEIbHEIE 3a00JTe-
BaHuUs (007e3Hb CTUILIa B3POCIBIX, OBEHWIBHBIN apTPUT
C CUCTeMHBIM HauajoM, cuHapom IHUTIUIEp, CUHIPOM
aKTHUBALIMU Makpodaros).

Cpean MOHOTEHHBIX ayTOBOCITAJUTEIBHBIX 3a00Jie-
BaHUII HamboJiee N3YYeHHBIMU COCTOSTHUSMU STBIISIIOTCST
4 TIepUOANYECKUX JTUXOPAZOYHBIX CHUHIPOMAa, K KOTO-
PBIM OTHOCSITCSI CeMelHasl CpeIrM3eMHOMOpPCKAas JINXO-
paaka, KpUOMUPUH-aCCOMMPOBAHHBIE TIEPUOINIECKIE
CUHIPOMBI, TEPUOANYECKUN JTMXOPATOYHBINA CUHIPOM,
aCCOLMMPOBAHHBIN ¢ MyTallell TeHa perenTopa (ak-
TOpa HeKpo3a OIyxoJu-ajibda, CUHAPOM AeduInTa
MeBaJloHAT-KWHa3bl. MexXay coboil yKazaHHbIE CHH-
JIPOMBI TAKKe HEPEIKO OYeHb TTOXOXKH, TTOOTOMY HEOOX0-
MO TIPECTABIAThL OCOOEHHOCTH KaXKIOTO U3 HUX.

CeMeiiHas cpeau3eMHOMOpCKas nIuxopaaka

IlepBbIM 1 MOJETBLHBIM 3a00JIEBAHUEM CPEIU MOHO-
TeHHBIX ayTOBOCIAJUTEIBHBIX 3a00JeBaHWI SIBUJIACh
ceMelfHasT cpen3eMHOMOpCKast JInXxopaaka. B coBeTckoii
" (PpaHKOSI3BIYHON TUTEpaType ISl 0003HAYECHUST ITOTO
3a00IeBaHUsI JUTUTETbHOE BpPEeMsT WUCITOIb30BAJICSI Tep-
muH <«[lepunonnueckast 6onesHb» (Maladie periodique).
Hauano kiamHMYecKoro M3ydeHus 3a00JeBaHMS YXOIUT
KopHsIMHM B CpeHeBEeKOBbe, KOTIa BETMKUI apMSHCKUIA
Bpau Mxwutap [l'epamu, xuBmuii B XII Beke, B cBoeM
Tpyne «YTellleHue MpH JIMXOpaaKax» OMucal KIMHUYE-
CKYIO KapTMHY CeMEWHOW Cpeam3eMHOMOPCKON JMUXO-
panku. B HoBoe Bpems maumeHTa ¢ TIepUOIMIECKON
mmxopankoii ormcan Y. I'ebepaen [12]. ITo-HacTosmemy
OTKPBITHE 3a00JIeBaHUSI COCTOSIOCh B XX BeKe, KoTraa
ceMelfHasT cpeTM3eMHOMOPCKast JIMXopaaKa Obljia 3aHOBO
«tepeotkpeiTa» T.C. Janeway u H. Mosental B 1908
roay u S. Siegal B 1945 rony [13, 14]. Ho 3Tu coo6iie-
HUST He TIPUBJIEKJIM B TOT MOMEHT JOJIKHOTO BHUMAaHUSI.
ITpopblB B u3yyeHUM CEMEHHON Cpearu3eMHOMOPCKOM
JIMXOpanKu cocrtosuics mocie nyonukaumu H.A. Rei-
mann B 1948 roay [15]. CemeliHasi cpeau3eMHOMOpPCKast
JINXOpaJKa — OJHA M3 CaMBIX YaCTBIX MEPUOINUYECKUX
JINXOPAIOK U TIO CYTU SIBJISIETCS] MOMAEJBIO TSI M3yYeHUS
MOHOTEHHBIX ayTOBOCIAJIUTEIbHBIX 3a0boneBaHuii [16].
CeMmeitHast cpeauM3eMHOMOpPCKasl JIMXOpaJKa acCOLMU-
poBaHa ¢ mytanussMu B reHe MEFV 1 nmeeT ayTOCOMHO-
pellecCUBHBIN  TUTT  HacienoBaHus. [eHeTMyecKue
JneMeKThl TPUBOISIT K aKTUBALIMM TTUPUHOBOM MHMIIaM-
MacoMbl M W30BITOYHON TIPOAYKIMU WHTEepJIeHKNHA
(IL)-1B. 3aboneBanue HauboJiee YACTO PETUCTPUPYETCS
B pervoHax Cpean3eMHOMOPCKOTO OacceifHa, CBSI3aHO
¢ omnpeleeHHBIMUA 3THocaMHu. YacToTa BCTpe4aeMOCTH
CEeMEMHON Cpean3eMHOMOPCKOW JIMXOPAAKW y apMsiH,
TYpOK, eBpeeB-cedapaoB, apadboB cocrapisieT 1:500 —

B MOMOLLIb TPAKTUYECKOMY BPA4YY

1:1000, B apyrux perrMoHax BCTpEYaeTcsl pexe, OTMe-
yaeTcsl TakXkKe Cpedu HapoaoB 3akaBKasbsi, CeBEpHOTO
Kagkasza, B Kpbimy, naxe y pycckux. OpreHTUPOBOYHOE
pacueTHoe 4ucio ciydaeB B Poccum coctaBiiseT okosio
3700, pexe Bctpeuaercss B Amonun, Unamum, HOxHOI
EBpone, KOxHoit AMepuke.

Knunuko-naboparopHasi ~ KapTuHa  MpeacTaBieHa
TUMUYHBIMUA KOPOTKMMU (0 72 4YacoB) MOBTOPHBIMU
SMU30[aMU  JIMXOPAJKU, CEpO3UTOB (0OIM B KMBOTE,
TPYIHOW KJIETKE), apTpuTa, KOXHBIC TPOSIBJICHUS Yallle
B BUIIE DPOXEIOMOOHON BPUTEMBbI C TPEUMYIIECTBEH-
HOM JIoKaju3alueit B 00JIaCTA TOJIEHOCTOITHBIX, KOJIEH-
HBIX cycTaBoB (puc.l). YacroTa mpuCTYIIOB BapbupyeT
OT €XEHEeENIbHBIX 0 HECKOJbKUX Pa3 B TO/A. Y OOJIbHBIX
CeMeIHOI CpeIM3eMHOMOPCKON JIMXOPAaAKOl MOTYT ObITh
TakKe TeMOopparuyeckue BhICHITaHWs U coueTtaHue ¢ [gA-
acCOLIMMPOBAHHBIM BacKysnuTtoM («mypriypa [llenneiiHa-
I'eHOxa»), ¢ y3eJIKOBBIM TTOJIMAPTEPUNTOM, a TAKXKE C PeB-
MaTUYeCKMMM 3a0osieBaHUSIMU (PEBMATOMIHBIA apTpUT,
IOBEHWJIbHBII MIMONATUYECKUI apTPUT, aHKWIO3UPYIO-
W CIOHIWIIUT, CaKpouJeuT, O6one3Hb bexuera u mp.).
OnHUM W3 pelKuX, HO SIPKMX W TSDKEJIbIX TPOSIBICHUI
SIBIISIETCST 3aTsDKHAs (heOpmbHasg Muanrus [16].

MNepuoaunyeckuin nMXopaaoU4Hblii CUHAPOM,
accouMupoBaHHbI C MyTaLuMel reHa peuenTtopa
¢dakTopa Hekpo3a onyxonu-anbda (TRAPS-
CUHAPOM)

PaszButne cunnpoma TRAPS cBsizaHo ¢ myrauwmeit
B reHe TNFRSFIA, xomupylomeM peuentop ¢axropa
Hekpo3sa omyxoiu aibda (PHO-0) 1 trma, 3aboseBa-
HHUE MMEeT ayTOCOMHO-IOMUHAHTHBINA THUI HacjeaoBa-
aug. [lamyenTsl ¢ cuaapomoM TRAPS xapakrepusyiorcst
pPELMAVBUPYIOLIEH  JIUXOPAaKoi, abmoMWHAIbHBIMU
U CYCTaBHBIMHU OOJSIMM, apTPUTOM, TIJICBPUTOM, TIpPHU-

Puc. 1. PoxenonoOHast apuTeMa B 00,1aCTH TOJIEHOCTOIHOTO CY-
CTaBa y NALMEHTA C CeMEeHHOM Cpen3eMHOMOPCKOM TMXOPAIKOM
Fig. 1. Erysipeloid erythema in the ankle in a patient with famil-
ial Mediterranean fever

POCCUCKWIA BECTHUK MEPUHATOJIOMMV U MEANATPUM, 2025; 70:(6)

118

ROSSIYSKIY VESTNIK PERINATOLOGI! | PEDIATRII, 2025; 70:(6)



Canyeuna C.0., @edopos E.C. AyroBocnaneHiie — HOBast KOHIICTIIMS, HOBbIe HO30M0rnu. Kak pacro3HaTh v 4To feiath?

CTyMbl MHOT/Ia HAITOMUHAIOT aTaKy MpU CeMEWHOI cpe-
NIM3eMHOMOPCKOW JIMXOpanKe, HO B OTJMYNE OT TOCTe-
HEW MOTYT IUTUTBCSI OT OMHOW IO HECKOJIbKUX HEIEesb.
Becbma xapakTepHbIMU TMpPU3HAKAMU SIBISIOTCST 00Je3-
HEHHbIE MUTPUPYIOIINE 3pUTEMBbI (pUC. 2a), OTpaxarwo-
mue (pacuuuT, KOJbLIEBUIHBIC BHICHITIaHUS C (heCTOH-
YaTbIMU KpasiMu U TIeproOpOUTaIbHbBIN oTeK (puc. 20, B),
pexe BCTpevaeTcsl yBeUT U UPUT. XapaKTepHO TMOBBIIIIE-
Hue COD, C-peakTUBHOTO OeJika, ChIBOPOTOYHOTO aMM-
nouna A, ¢bubpuHOreHa M JApYyrux ocTpodazoBbIX Map-
KepoB OCOOEHHO B MOMEHT aTaku. Mexmy nmpucTtyrnamu
KJIMHWYECKNE TIPOSIBIICHUSI U BOCMAJIMUTENIbHAsl aKTHB-
HOCTh, KaK TIpaBWJIO, OTCYTCTBYIOT, XOTSI BOCIaJICHUE
MOXET COXPaHAThCS CYOKJIMHIYecKH |2, 3, 17, 18].

Mepuopnyeckunini CUHOPOM
C runepumMmMmyHornooynuHemmeii D, unu cuigpom
Aeduumuta mesanoHaT-kMHasbl (cuHapom HIDS/MKD)

Ilepuonuyeckuit CUHAPOM C TUIIEPUMMYHOTJIO0Y-
guHemueir D, wam cunapom HIDS/MKD (ot anr.
Hyper IgD Syndrome/ Mevalonate Kinase Deficiency) —
MEepUoINUEeCKUl CUHIPOM, OOYCIIOBJIEHHBIN MyTaluein
B reHe MVK. Tun HacienoBaHusI CUHAPOMa ayTOCOMHO-
pelieccUBHBIN. 3abojieBaHME CBSI3aHO C JAe(ULINTOM
depmeHTa MeBasoHaT-kKMHa3el [19, 20]. Omnucano 2
TUIIA CUHApOMa: | TUIT — TsKesnasi MeBaJIOHOBas allvIy-
pusi, CBsI3aHHAs C TIOYTH TIOJTHBIM OTCYTCTBHEM aKTHUB-
HOCTM (pepMeHTa U, yallle BCTPEUarIIniiCsl B TIPAKTHUKE
peBmarosiora, TN 2 — Kiaccudyeckuii cuaapom HIDS,
npoTeKaonuii 0ojiee OnarompusaAtHo. i cuHapoma
XapaKTepeH paHHUI 1eOrT (MepBoe MoIyroaue XXUu3Hun),
TAUNUYHBIE aTakKu IIaTcs 4—7 JHeil, TOBTOPSIOTCS
¢ yacToToi ot 1 paza B 1—2 Heneau 10 HECKOJIBKUX IITH -
30110B B rof. CUMIITOMbI KpOMe JINXOPaAKW BKJTIOUYAIOT
raCTPOMHTECTUHAJIbHbBIC TIPOSIBIICHUS, B TOM Yunciie abao-
MUWHaJIbHbIE 00JI1, TOIIHOTY, PBOTY, JUM®daneHONaTho,
a(Thl BO pPTY, peXe Ha TEHUTAIMSIX, apTpaJruu, MUaj-
MU, CIJIEHOMETaJnio, MOTYT ObITh Hecrneuuduyeckue
KOXHBIE TIPOSIBJICHUSI B BUJIE MAaKyJEe3HBIX M MaKyJio-
ManyJae3HbIX 2JIEMEHTOB, KOTOPbIE TIOSIBJISIIOTCST BO BpeMsI
MPUCTYTIa, OBICTPO MCYe3al0T. Y MAlMEHTOB C CUHIPO-
moMm HIDS/MKD onpenensiercst TOBBILIEHHBIN YpoO-
BeHb IgA, IgD (c aTuM cBsI3aHO ONHO M3 €ro HasBa-

&

TRAPS

Huit — runeplgD cuHApOM), OMHAKO HET KOppEesiluu
C aKTMBHOCTBIO 3a00JIeBaHUsI, TAHHBIM TECT HEe UCIOJb-
3yeTCsl B HACTOSIIEE BPeMsI ISt OLIEHKU TSKeCTH 3a00J1e-
BaHUs U 3(PeKTUBHOCTH Tepanuu. [ToBbIIIEH YpOBEHb
MEBAJIOHOBOM KHCJIOTBI B Moue, OCTpoda3oBbie Map-
Kepbl. bosee BeIpaxkeHHbIE U3MEHEHUS U TSIKECTh COCTO-
STHUST OTMEYAloTCsl TIPU MeBaJIOHOBO# atuaypuu [19, 20]

KpuonupuH-accouumpoBaHHbie Nepuoauyeckme
CUHAPOMBI

KpuonupuH-accouumpoBaHHbIE MepuoanIecKue
CUHIPOMBI OOYyCNOBIEHBbI MyTaiveit B TreHe NLRP3,
XapaKTepU3ylTCsl ayTOCOMHO-IOMUHAHTHBIM HacJea0-
BaHMEM, MPEICTaBJIeHbl TpeMsl M3BECTHBIMU (hEHOTU-
MaMHu B 3aBUCHMOCTH OT TSIKECTU TIPOSIBJICHU: Haubosiee
JIETKUI — CEMEWHBIM XOJOAOBOM ayTOBOCHATUTEIbHBIN
CUHIPOM, UK ceMeliHas XxononoBas KpanvupHua (Famil-
ial Cold Autoinflammatory Syndrome/Familial Cold
Urticaria — FCAS/FCU); cunapom Maki-Yaica
(Muckle-Wells Syndrome — MWS) — camblii TsKebIit
MO CBOMM TIPOSIBJIEGHUSIM M OCJIOXKHEHUSM XpOHUYE-
CKUA MJIAQAEHYECKUU HEPBHO-KOXHO-apTUKYJISIPHBINA
CUHIPOM, WM XPOHUYECKOE MJIAIeHYECKOE MYJIbTUCH-
cTeMHOe BocnanuTenabHoe 3aboeBanue (Chronic Infan-
tile Onset Neurologic Cutaneous Articular/Neonatal
Onset Multisystem Inflammatory Disease — CINCA/
NOMID) [21]. B knaccupukamnmm ayToBoCTIaTuTeTbHbIX
3a00JIeBAaHUIT KPUOTIMPUH-ACCOLIMUPOBAHHBIC TIEPUOIM-
YyecKMe CUHIPOMBI MPEICTaBIISIIOT TPYIIY 3a00IeBaHUI,
XapaKTepU3yIIMXCS COUeTaHWEeM CHUCTEeMHOIO BocTaje-
HUS U yPTUKAPHBIX BeICkIMaHuii [7]. KoxHasi cumntToma-
TUKa TaKXKe XapaKTepHa U TpeJcTaBieHa YPTUKAPHBIMU
BBICHITIAaHUSIMU, OY€Hb HAIIOMUHAIOIIUMU KParMBHUILY,
OIHaKO MPU MOPGhOJIOTUUECKOM MCCIIeIOBAaHUU HE UMEET
ee XapaKTepHbIX Mpu3HakoB (puc. 3a, 6). Yactora mopa-
>KEeHUsI KOXU MPU KPUOTTUPUH-ACCOLIMMPOBAHHBIX MEPU-
OIMYECKUX CUHIpoOMax aocturaer 85—97%, mpu 3TOM
89% MMeIoT ypTUKapOITog0OHbIe 3JIeMeHTHI [21, 22].

VY nauueHToB ¢ ceMelHOI XOJIONOBOI KparnmvuBHULIEH
HU3KHME TeMIlepaTypbl OKpYXKalollel Cpelbl BbI3bIBAIOT
BOCITaJIUTENIbHBIE TIPUCTYIIBI, KOTOPbIE TPOXOAST B TEUEHUE
HECKOJIbKMX YacoB (10 24—48), B TO BpeMsl KaK «KparB-
HUIL@» Y TALIMEHTOB ¢ CUHIPOMOM MakJi-Yajuica u XpoHu-

Puc. 2. Dpurema (a), ﬁomuenpmm.le BbICbIManus (0), MepMOPOUTAJIbHBINA OTEK W IpUTeMa (B)
y nanuenToB ¢ TRAPS-cunapomom
Fig. 2. Erythema (a), ring-shaped rashes (0), periorbital edema and erythema (B) in patients with
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YeCKUM MJIAICHYECKUM MYJITBTUCUCTEM-
HbIM BOCHAJIMTEILHBIM 3a00JIeBaHVEM,
Kak MpaBWJIO, HE BbI3BaHA XOJIOIOM, BO3-
HMKaeT 6e3 BUIAUMBIX TIPUUUH U MOXET
COITPOBOXK/IATh TIAIIMEHTOB Ha TIPOTSIKe-
HMM Bcell MxX Xu3Hu. MIX TpymHO OTIuU-
YUTh OT OOBIYHOHM XOJIOZOBOI KpaItmB-
HMIIBI, B CBSI3U C OOJBIIMM BHEITHUM
CXOACTBOM UX HeobxomnuMmo 1udde-
PEHLIMPOBATh OT KPANMBHUIIBI OCTPOTO
U XpoHWUYecKoro TeyeHus. [loMorb
B auddepeHInaTbHON  TMarHOCTUKE
MOXET OKa3aTh orpeiesieHue ocTpodaso-
BBIX MapKepoB. JIpyriMu posiBJIeHUSIMU
KPHOTTMPUH-aCCOLIMMPOBAHHBIX TIEPUO-
MNYECKUX CUHIPOMOB SIBJISTIOTCST JIMXO-
pamka, TJIa3Hble CUMIITOMBI (KOHBIOH-
KTUBUTHI, YBeUT, Kepatut) (puc. 3B),
HeMpOCEeHCOPHAasl TYroyxXxoCThb, MAaToJIO-
TUs LEHTPAJIbHOW HEPBHOW CHCTEMBI,
cyctaBoB [2, 3, 21, 23]. XapakTepHO TOBBIIIEHNE YPOBHSI
octpodazoBbix MapkepoB (COD, C-peakTMBHOTrO 0Oelka,
CBIBOpPOTOYHOTrO amumionna A). Ortmedarorcss OOIIEKOH-
CTUTYLIMOHAIbHBIE CUMITOMBI (BSUIOCTh, YTOMIISIEMOCTD,
CHMXXEHHUE pPabOTOCITOCOOHOCTH), MUAJTUM, apTPaJITUH,
apTPUTHI, apTPONATUM, KOTOPBIE MOTYT OBITH JTOOpOKa-
YeCTBEHHBIMM TIpU CUHIpoMe Maxki-Yamica, a Ipu xpo-
HUYECKOM MJIAZICHYeCKOM MYJIbTUCHCTEMHOM BOCTIAIM-
TeJTbHOM 3a00JIeBaHUN HOCST e(OPMUPYIOIINI XapaKTep
¢ (dyHKuMOHATBLHBIMU orpaHuyeHusmMu [23]. HabGmona-
€TCsl TaTOJIOTHS TJIa3 B BUIE PEIUIUBUPYIONINX KOHBIOH-
KTMUBUTOB U JOOPOKAYECTBEHHOTO YBEWTA Yy TAIMEHTOB
¢ cuHApoMoM Maki-Yasica 10 TSKeJI0ro MOBPEeXKISHUS
BCEX OT/EJIOB IJla3a C pa3BUTHUEM CJIETIOTHI TIPU XpOHUYE-
CKOM MJIaZICHY€CKOM MYJIbTUCUCTEMHOM BOCIAITUTEIbHOM
3a001eBaHUM, HEMUPOCEHCOPHAs TYrOyXoCTh, DPa3BHUBAIO-
masicsl B MOJAPOCTKOBOM M MOJIOZIOM B3pOCJIOM BO3pacTe
Mpy cuHapoMe Makii-Yajuica v mpakTUYeCKU cpasy Tociie
POXIEHHUsI y TIAIMEHTOB C XPOHUYECKUM MJIaneHUECKUM
MYJBTUCUCTEMHBIM ~ BOCTIAJIMTEIbHBIM  3a00JIeBaHUEM.
OCcO0OEHHOCTBIO TeUEHUS Y MOCTIECTHUX SIBISIETCSI pa3BUTHE
TSDKEJION HEBPOJIOTMYECKOM TATOJIOTUN, PEUMANBUPYIO-
IIUX aCENTUYECKUX MEHWHTUTOB, TUAPOLIe(paTbHOTO CHH-
IipoMa, OTCTaBaHUE B (PU3MUECKOM M YMCTBEHHOM DPa3BU-
tam (puc. 4) [23].

Syndrome (B)

D,I/IaI'HOCTVI Ka MOHOIreHHbIX ayToOBOCNaNIUTEeJIbHbIX
3aboneBaHui

B cBsI3M ¢ TPYOZHOCTSIMU IMATHOCTUKU y TIAIMEHTOB
OTMeUaeTcs BbIpaXkeHHasl 3afepkKKa TTOCTAaHOBKU JIHa-
rHO3a, WHOTAA COCTaBJIsIIOIIasl NeCSITKU JeT (puc. 5)
[8, 19]. Ilo mamnHeiIM HayyHo-mccienoBaTeIbCKOToO
MHCTUTYTa peBmarosnoruu um. B.A. HacoHoBoii 601b-
IMMHCTBO MAllMEHTOB C MOHOT€HHBIMU ayTOBOCIIAIM-
TeTbHBIMU 3a00JIEBAHUSIMU MaHU(ECTUPOBAITU B TIEPBhIE
5—10 yret xu3HM, OOJIee paHHUI BO3pacT 1e0r0Ta OTMEUEeH
y TTALIMEHTOB ¢ KPMOTTMPUH-aCCOLMMPOBAHHBIMU TTEPUO-

B MOMOLLIb NMTPAKTUY OMY BPA

Puc. 3. YpTukapHble BBICHIIAHHS Y MANMEHTOB C KPUOMHPHH-ACCOMMAPOBAHHBIME
neproINYeCKUMH CHHApoMamu (a, 0), KOHBIOHKTHBUT y mamueHTKn ¢ Muckle-Wells

Fig. 3. Urticaria in patients with cryopyrin-associated periodic syndromes (a,0), con-
junctivitis in a patient with Muckle-Wells Syndrome (B)

Puc. 4. T'naponedanbHblii cuaapom, hopMa 4epena y nammeHTa
C XPOHMYECKHM MJIAJEHYECKMM MYJbTHCUCTEMHBIM BOCHAJIM-
TebHbIM 3a001eBanneM CINCA/NOMID

Fig. 4. Hydrocephalus syndrome, the shape of the skull in a pa-
tient with Chronic Infantile Onset Neurologic Cutaneous Artic-
ular/Neonatal Onset Multisystem Inflammatory Disease

IUYeCKUMM cuHapomMaMu u cuHapomom HIDS/MKD.
3anepKKa MOCTAaHOBKM TMAarHO3a y MOJIOBUHBI OOJIbHBIX
cocTaBuia 6onee 5 net, y 24,7% — 6onee 10 net, Hanbo-
Jiee ObICTpasi TOCTAHOBKA TMarHo3a oTMe4YeHa y OOJIbHBIX
C CeMENHOU Cpean3eMHOMOPCKOW JTUXOPATKON.
IToBOpOTHBIM 3TAaroM B Pa3BUTHMM YYEHUSI O BOC-
najeHuu SIBUJIOCh OTKpbiTHE B 1997 romy mpaktuye-
CKM OJIHOBPEMEHHO JBYyMs TpymIiaMu UCCleaoBaTe-
et (ppaHIy3CKOl U MEXIyHAapOJHOM) TeHEeTUUeCKOn
MPUPONIBI CEMEWHOU CPean3eMHOMOPCKOM JTUXOPAIKH,
cBsI3U 3a00JieBaHUsA ¢ MyTauusmu reHa MEFV [24, 25].
BrniepBbie ObLIO TMOKa3aHO, YTO TMEPUOAMYECKUE JTUXO-
pagKyd MOTYT HMMETh T€HETUUYECKYI TPUPOIYy C MEH-
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JIETUPYIOIIMM/MOHOTEHHBIM THUIIOM HacJie-
noBaHusg. B mocnenyroomem 1997—1998 rr.
OBUI  OTKPBITHI TEHBI, MYTallUAd KOTOPBIX

OTBETCTBEHHBI 3a  pa3BUTHE CUHIpPOMa ot
TRAPS (ren TNFRSFIA), nepuoanyeckoro 70 -
CUHAPOMA C TUIEPUMMYHOTIOOYIMHEMHUEH
D (ren MVK), a B 2001 romy — o01iero 60
IJIST  KPUOTIMPUH-aCCOMUPOBAHHBIX TEpU-
OOMYeCKUX  CcuUHApoMoB reHa  NLRP3, 50
YTO TTO3BOJIMIIO TTOKA3aTh, YTO 3T TPU (DOPMBI
KPUOMMUPUH-ACCOLIMMPOBAHHBIX TMEepPUOIAYe- 3 40 -
CKMX CHHIPOMOB, PaHee CUMTABIIMXCS camo-
CTOSITETbHBIMU HO30JIOTUSIMUA, €CTh MO CYTH 30
pasnuuHble (PEHOTUITBI OMHOTO HACJIEICTBEH-
Horo 3aboneBaHus [6, 26—28]. 20
K mHacTtosmieMy BpeMeHU TeHeTudecKas
JIMarHOCTMUKA MOHOTEHHBIX ayTOBOCTIATUTEIb- 10 -
HBIX 3a0o0JieBaHUI cTaja GoJjiee TOCTYITHOM
U paclvpuiia CBou Bo3MoxXHocTH. [1pu uccre- 0

Boapacr nagasa cenvrromor

]
Bospacr npu nocranosxe amarsosa

AHRArHocTHMeCKAN 3AALPAKA, FOABI

! il L, Ié i

L -

JIOBAaHUU WCITOJTb3YIOTCS Pa3IMUHble METOIBI:
MMOUCK TEHETUYECKNX BApUAHTOB B <«TOPSINX
TOYKax», T.e. 30HaX TeHa, IJe HauboJjee 4acTo
BBISBIISIIOTCST MyTallUM, Kak, Hampumep, B 10
9K30He 11 reHa MEFV; cekBeHMpoBaHME
Bcero reHa mo CaHrepy; MpoBelNeHUE UCCIIe-
JIOBaHWST Ha TapreTHBIX maHeassx NGS, BKIIO-
YapIIMX Ha COBpeMEHHBIX 3Tarnax yxe ooyiee 500 reHOB.
B psime ciydaeB MpOBOOUTCS TMOJTHOIK30MHOE/TTOTHOTE-
HOMHO€ CeKBeHMpoBaHue (puc.6 ).

B Hacrosimee BpeMsl 3aperMCTPUPOBAHO OOJIBIIOE
YUCJIO PA3IMYHBIX TEHETUYECKUX BapUAHTOB (MyTaIluii),
OTBETCTBEHHBIX 32 Pa3BUTHE CEMEIHOI CpeTM3eMHOMOP-
ckoit muxopanku (406), KpMOTTMPUH-ACCOIMUPOBAHHBIX
nepuonnueckux cuHapomoB (303), TRAPS-cunnpoma
(184), cunnpoma HIDS (285). Cnucok ux e€xerogHo
nonosiHsiercst B 6aze pernctpa INFEVERS wu npyrux
6azax [29]. IIpoBemeHne MOJIEKYISIPHO-TEHETUYECKOTO
aHaJIi3a SIBJISIETCST OUYeHb BasKHBIM MOMEHTOM IS TTOCTa-
HOBKM JIMarHO3a MOHOTEHHBIX ayTOBOCITAJTUTEIBHBIX
3aboeBanuii. Ha Ham B3rysm, 6e3 reHeTUYeCKOro IO -
TBEPXKIEHUST TOCTOBEPHBIN MMAarHo3 (3a MCKIIOUYEHHEM
XpPOHMYECKOTO  MJIQJIEHYECKOTO  MYJIBTUCUCTEMHOTO
BOCMAJIUTENBHOTO  3a00JI€EBaHUSI) YCTAHOBJEH ObITh
He MoxeT. CoBpeMeHHbIe KJTaCCU(UKALIMUT MOHOTEHHBIX
ayTOBOCTIAIMTEILHBIX 3a00JIeBAHUI YYUTHIBAIOT TEHETHU-
yeckuit BapuaHT 3abosieBaHus (Taou. 1) [30].

B nmarHocTHMKe CYIIECTBEHHYIO MOMOIIb MOTYT

OoKa3aTb TaKne JOITOJTHUTECIIbHBIC O6CHCI[OBaHI/IH
CekBeHMpoBaHne CekBeHupoBaHue
9K30HOB » rexa ‘

"lopsune Toukn” (no CaHrepy)

FMF TRAPS CAPS HIDS/
MKD

Blau PAPA NLRP12

Puc. 5. 3anepKKa MOCTAHOBKHM JMATHO32 Y NAIMEHTOB C MOHOTEHHBIMH AYTOBO-
cnajaMTeIbHbIME 3a001eBannavu (agantuposano u3 N. Toplak ¢ coasr. 2012) [8]
Fig. 5. Delayed diagnosis in patients with monogenic AIDS (adapted from To-
plak N. et al. 2012) [8]

Kak OMOMMKPOCKOITMS IJla3a, ayauorpamMma, OMOICHsT
KOXHU, MOP(hOJOrnYecKoe McclieqoBaHe Ha aMUJIOW-
no3 [9—11].

OCHO)KHeHI/I'iI MOHOreHHbIX ayTOoBOCNaNNTEeJIbHbIX
3aboneBaHuii

OcHOBHOE KM3HEeyTpoXKarlIee OCJIOKHEHUE
MOHOTEHHBIX ayTOBOCMAJIUTENbHBIX 3a00JieBaHUT —
AA-amuiionio3, BTOPUYHBIA BapMaHT aMWJIOMI03a,
KOTOPBIN pa3BUBAeTCsl MPU Pa3TUUYHBIX XPOHUUECKUX
BOCTTQJIMTEIbHBIX 3a00JIEBAaHUSIX, B TOM YHCJIE ITPU ayTO-
UMMYHHBIX. KiimHuU4Yecku naHHass ¢hopma aMUIOUI03a
nposiBiIsieTcs HepporaTueii, TOCTOSTHHO HapacTawolei
MPOTEeMHYpUE U TIPUCOEANHEHNEM CO BPEMEHEM XpO-
HMYECKOW WMJIM OCTPO IOYEYHOU HEIOCTATOYHOCTHU.
JlnarHo3 TOATBEpKIaeTCsl TUCTOJIOTMYecku. B penkux
ciyyasix AA-aMWIOUA03 TIOYeK SIBJISIETCS “TIepBBIM”
MPOSIBJIECHUEM  MOHOTEHHBIX  ayTOBOCTIAJUTEIbHBIX
3ab0oseBaHmnii. CBIBOPOTOYHBINM amuiionas A — 0elloK
0oCTpoii (ha3bl, coaepkaHe KOTOPOTO B KPOBU TOBbIIIIA-
eTcsl TIpY BOCIAJICHUU, SIBJISIETCS TIPEAIIeCTBEeHHUKOM
AA-ammtonna [31, 32]

[MaHenb reHoB
(NGS)

[MOMHO3K30MHBbIN/
reHOMHbI aHann3

=

Puc. 6. DTaHOCTH BHITIOIHEHUSI TEHETHYECKOTO HCCIIe0BAHUS Y nanmyMeHToB C nmpeanoJjaraeMbiIMi MOHOT€HHBIMUA 2ayTOBOCHA-

JIMTEIbHBIMH 3200/I€BAHUSAMU

Fig. 6. The stage-by-stage of performing genetic research in patients with suspected monogenic autoinflammatory diseases
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Puck passutusi amuiaonno3a B OOIIEH TMOIMYJISILIMKA
MalLMEHTOB C CEMEMHOI Cpean3eMHOMOPCKOM JIMXOPaaKoi
cocrasisieT 30%, a B MOMYJISIIUSX BEICOKOTO PUCKa, B TOM
YUCIie He TTOJYJaloINX TeParmio KOJIXULIMHOM, HapacTaeT
1o 75%; y maumenToB ¢ TRAPS-cuHapoMom pa3BuBaeTcst
¢ vactotoif 10 25%; Tpu KpUOMUPUH-aCCOIMUPOBAHHBIX
MEPUOANIECKIX CUHIpPOMAaX B 3aBUCUMOCTH OT (heHO-
tuna — ot 2 10 25%. IepuonnuecKkuii CUHAPOM C TUTIEP-
“UMMyHorooymHemueir D — HamOosiee OGaronpusiTHOe
ayTOBOCITAIMTENTIbHOE 3a00JIeBaHNE C TOUYKU 3pPEHUS pa3BU-
s AA-amuonno3sa (mo 10%) [3, 32].

3HAYUTENIBHO peXe y TAlMEeHTOB ¢ MOHOT€HHBIMU
ayTOBOCTIAIMTEIbHBIMUA ~ 3a00JIEBAHUSIMU  MOXKET pas3-
BUTBCSI CMHAPOM aKTWBAUM Makpodaros. Taxxke cie-
JIyeT TTIOMHUTD O APYTUX OPTaHHBIX TTOBPEXICHUSIX, OTH-
CaHHBIX BBINIE (HApYIIEHUS CITyXa, 3peHUs U JIp.).

CoBpeMeHHble NpeAcTaB/IeHUs O NaToreHese
M NoAxoAbl K Tepanuy MOHOreHHbIX
ayToBOCMNaNuTesbHbIX 3a60neBaHuii

Crnemyer OTMETUTb, 4YTO TIpUMEHEHUE aHTHOaKTe-
pUabHOM, AHTUTMCTAMUHHOM Tepanuu He OKa3bIBaeT
3HAYUMOTO BJIMSIHUSI Ha TeYeHUE BOCTIAJIUTEIbHBIX
SMHU30/I0B, 3TO OBLIO HATJSITHO MPOAEMOHCTPUPOBAHO
KJIMHUYECKON MpaKTUKON. DPDHEeKTUBHOCTh Oa3ZMCHBIX
MPOTUBOBOCITAJINTENIbHBIX TpernapaToB, MCITOJb3yeMbIX
B PeBMATOJIOTMM, TaKMX KaK METOTpeKcar, cyibdacana-
3UH, JedyHOMUI U 1p., He AoKa3aHa. CorjacHO COBpe-
MEHHBIM PEKOMEHIALUSIM W TIPAaKTUYECKOMY OTIBITY
B KauyecTBe CHUMIITOMaTMYeCKOro, 00e30011MBaroIIero
U TIPOTMBOBOCHAJIMUTEILHOTO CpEeACTBAa BO BpeMsi 000-
CTPEHUSI MOTYT MCIOJIb30BaThCSl HECTEPOUIHBIE MTPOTU-

B MOMOLLIb TPAKTUYECKOMY BPA4YY

BOBOCITAJIUTENIbHBIE TIpenapaTthl, TITIOKOKOPTUKOCTEPH-
ofibl U UX KoMOuHawms [9—11, 33—39].

KonxvmH ~ sBAsIeTcss  OCHOBHBIM  TIperapaToM
U0 JIEYEHUS] CEeMEUHOU Cpemnm3eMHOMOPCKOW JINXO-
pagKku, OH JOJDKEH OBITh Ha3HaueH cpasy Ioclie MmocTa-
HoBkM mauarHosa [38, 39]. C 1972 roma KOJXULIMH
MpUMeHsIeTCs IpK 3ToM 3abosieBanuu, ¢ 2016 roma 3ape-
TUCTpupoBaH. JleTssM 0 5 JleT OH Ha3HayaeTcsl B J103€
0,5 mr/cytku, 5—10 ner — 1 mMr/cytku, crapiie 10 geT —
1,5 Mr, MakcuMmajnbHasl 103a IJIs MMOJPOCTKOB COCTaB-
JISIET 2 MT/CyTKHU, 1Uist B3pocibix — 2—3 mr/cytku. Cre-
IyeT OTMETHTh, YTO TIPUMEHEHUE KOJXUIIMHA IOJIKHO
MPOBOINUTBCS Ha TTOCTOSTHHOW OCHOBE W JJIUTEIBHO
(MOXXM3HEHHO) B HEeoOXoauMoit ao3upoBke. [Ipumene-
HUE KOJXUIIMHA B KauyeCcTBEe CHUMIITOMATHUECKOTO Cpe.-
CTBa B MOMEHT aTaku He siBJiseTcs 9(pHeKTUBHBIM. B ciy-
yae HeMmepeHOCHMOCTH TIperapaTa WIK HeTOCTaTOYHOTO
OTBeTa Ha Hero (KOJXULIMHPE3UCTEHTHOCTh) MallieHTaM
Ha3HavyaloTCs TeHHO-UHXEeHEPHBbIe OMOJOTUYECKUE TIpe-
mapathl. KOJXMIIMHPE3UCTEHTHOCThIO, KOTOpast pas-
BuBaercda y 3—15% naumueHToB, ceayeT CUMTaThb HaJIU-
ype 6osiee 6 TUIMMYHBIX O0OOCTPEHUI B roj Wiau Gosee 3
000CTpeHMit B TeueHUe 4—6 MecsleB; HEMOJTHOILEHHBIE
000CTpeHMs C TIOBBIIIEHNUEM YPOBHST peaKTaHTOB OCTPOIA
¢a3pl (C-peaktuBHoro Oenka, COD, CHIBOPOTOYHOIO
ammionna A) He MeHee, YeM B 2 pa3a MeXIy o0ocTpe-
HUSIMU, aMWIOWI03. B peaqbHON KIMHWYECKON TpaK-
TUKE B HEKOTOPBIX CIIy4asiX KOJXWIIMH MOXET YCTIEITHO
HCTIONb30BaThCsl TPU IPYTMX MOHOTEHHBIX ayTOBOCTA-
nuTenbHBIX 3a0oeBaHusIX (cuHapoMbl TRAPS u HIDS),
OIHAKO NP KPUOIMMPUH-ACCOLMUPOBAHHBIX TEPUOTN-
YECKUX CUHAPOMAX KOJXULIMH ObUT Hed(h(HeKTUBEH.

Tabauya 1. Knaccudmkanusi MOHOTEHHBIX AyTOBOCTIAJMTEIbHBIX 3a00J1eBaHuii (anantupoaHo u3 M.Gattorno ¢ coasr., 2019) [30]
Table 1. Classification criteria of mAIDS (adapted from M.Gattorno et al., 2019) [30]

CAPS

FMF

TRAPS

HIDS/MKD

IMonTBepxkaaroas MyTalus
reda NLRP3* u > 1 u3 cne-
JIYIOLIMUX MTPU3HAKOB:

KpanusHuia
ITokpacHeHue r1a3 (KOHb-
IOHKTUBUT, STTUCKIIEPUT,
YBEUT)
HeiipoceHcopHas Tyroy-
XOCTh

MJIN He nmoaTBepxKaaroias
myTtarusg NLRP3**u > 2
U3 CJEAYIONIMX TPU3HAKOB:

KpanusHuna
KpacHplif 11a3: KOHBIOHKTH -
BUT, SMMCKJIEPUT, YBEUT
HeiipoceHcopHas nmorepst
ciyxa

IMonTBepkaaroas MyTalus
reHa MEFV* u > 1 u3 cneny-
IOILIUX MPU3HAKOB

ITponomKUTETbHOCTD TTU30-
noB 1—3 nHga
Aptputr
Boab B rpyau
Bob B xuBoTe

MJIN He noaTBepxKaaromas
mytamuss MEFV** u>2
U3 CJEAYIONIMX TPU3HAKOB:

ITpoaomKuTeIbHOCTD AMU30-
noB 1—3 mHs
ApTpuT
Boub B rpynu
Bonb B xuBoTE

TTonTBepxnatoiast MyTa-
st reHa TNFRSFIA* m > 1
U3 CIEIYIOIINX MPU3HAKOB

[IponomKUTeNIbHOCTD SIU30-
JI0B >7 nHe’
Muanrus
Murpupytomas chlib
[eprnopOuTaIBHBII OTEK
Crpagaroniie poaCTBEHHUKH

MJIN He moaTBepxKaaroIas
mytanuss TNFRSFIA** u>2
U3 CJIEAYIONIMX TPU3HAKOB:

IIpomomKxuTeIbHOCTE S1H30-
J10B >7 nHel
Muanrus
Murpupyromnias ChIITb
[lepuopOuTanbHbIA OTEK
Crpajarolye poACTBEHHUKU

[MonTBepxaatonias MyTanus
reHa MVK* u> 1 u3 cienyto-
LMX IPU3HAKOB

KenynouyHo-KuIeuHbIE
CAMIITOMBI
[letinpIit TUMbaTeHUT
AdTO3HBIN CTOMATUT

Ilpumeuanue: CAPS- cryopyrin-associated periodic syndromes, FMF- familial Mediterranean fever, TRAPS- tumor necrosis factor (TNF)
receptor-associated periodic syndrome, MKD — mevalonate kinase deficiency. *I[ToarBepxnatoriasi MyTalusi — nmaToreHHasi WJid BEpOSITHO Ta-

ToreHHasi; **He roarsepxxaaioiasi — MyTalysi HessICHOI 3HAYMMOCTH
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Canyeuna C.0., @edopos E.C. AyroBocnaneHiie — HOBast KOHIICTIIMS, HOBbIe HO30M0rnu. Kak pacro3HaTh v 4To feiath?

Tabauya 2. VIATuOMTOPBI HHTEPJIEHKNHA- 1 IPY MOHOTEHHBIX AYTOBOCHAIMTEILHbIX 32001eBaHusAX (WWW.grls.rosminzdrav.ru)
Table 2. IL-1 inhibitors (canakinumab, anakinra) in monogenic autoinflammatory diseases

Kanaknuyma6 AnaknHpa
IIpenapar (IMOTHOCTBHIO YeI0BeYeCKOe MOHOKJIOHAJIbHOE AHTHTEJI0 (peKOMOMHAHTHDBIE PACTBOPUMbIE
K IL-1B) AHTaroHMcThb! penentopos IL-1)
Tloxasarms Ch HIDS/TRAPS/FMFxp* CAPS / FMFxp*
(FCAS,MWS,CINCA/NOMID)
®eppanb 2021 — CAPS
Jlata peructpaiuu 05.03.2013 17.11.2016 Hosi6pb 2021 — FMF
Hetn
2 rojga u crapiie, Al 2 Rel 1 o, >8 MecsiieB
Bospact/Bec Jm6o ot 7,5 Kr
mbo ot 7,5 Kr Beca B ¢ Becom >10 kr
3POCIIBIC
B3pocabie
< 40 Kr — 2 Mr/KT
Mg 2—8 Mr/Kr > 40 kT — 150 Mr <50 kr — 1-4 mr/kr
MaKCcUMaJIbHO 10 300 mr >50 xr — 100 mr/cyt
MakcuMaabHO 10 300 MT
Yacrora Kaxnpie 8 Henenb Kaxnpie 4 Henenu ExxenHeBHO
ITyTh BBEIACHUS TMOJIKOXHO MTOIKOKHO TIOJIKOXHO

Tlpumeuanue: CAPS- cryopyrin-associated periodic syndromes, MWS — Muckle-Wells Syndrome, FCAS — Familial Cold Autoinflammatory
Syndrome, CINCA/NOMID — Chronic Infantile Onset Neurologic Cutaneous Articular/Neonatal Onset Multisystem Inflammatory Disease,
FME- familial Mediterranean fever, kp-kkonxutinapesuctentHasi, TRAPS- tumor necrosis factor (TNF) receptor-associated periodic syndrome,

MKD — mevalonate kinase deficiency *Kp- KOJIXULIMHPE3UCTEHTHOCTD

CoBpeMeHHbI MOAXO0M K Teparnuu y O0JbHBIX C MOHO-
T€HHBIMU AYTOBOCHIAIMTEbHBIMU 3200JI€EBAHUSIMU U KOJI-
XULIMHPE3UCTEHTHON  CEMEMHON  CpenrM3eMHOMOPCKOiA
JIMXOPAJIKON BKITIOUAET paHHee MPUMEHEHUE NHIMOUTOPOB
WHTepJIeliKMHa-1, 4To MMeeT moja coOOi orpeneieHHbIe
ocHoBaHud [7]. YueHne o0 ayToBOCIIAJIEHUM CO3aBaJIOCh
Kak paszien MeIUIMHbI, NU3y4alollnii MaTOJOTHI0 CUCTEMBI
BPOXXJIEHHOTO MMMYHHUTETA, HEOTbEMJIEMBbIM aTPUOYTOM
aKTHUBAllMK KOTOPOW SIBJsIETCsl (hopMUpPOBAHUE BOCHATIU-
TEeJIbHOM peakiiuu. BaxHelmmmu perysitopaMu Bocnase-
HUSI, UTPAIOLLIMMU OMPENIEIISIONILYIO POJIb B €T0 MHULIMALIAH,
MoANepKaHWU U TIpeKpallleHUU SIBJISIIOTCS IIUTOKUHBI —
BEILIECTBA, KaK IMPaBUJIO, TICTITUAHON TMPUPOIbI, SIBIISTIO-
1yecs: MPOAYKTaMU MPEUMYIIIECTBEHHO aKTMBUPOBAHHBIX
KJIETOK UMMYHHOI CUCTEMBI, XapaKTepu3sylouuecs: 01m13-
KOIEWCTBUEM, JIMIIEHHbIE AHTUTEHHOW CHEeLM(MUIHOCTU
U OO0YyCIaBIMBAIOIINE MEXKJIETOUHbIE B3aMMOJECTBUS
MPpU Pa3INYHbIX (PUNOTOTUYECKUX W TATO(hU3UOIOTU-
YyecKMX Mpolleccax, TakKMX Kak TeMOMod3, BOCHaJeHUE,
UMMYHHBII OTBeT [7, 8]. YueHue o0 ayToBoCIaJieHUU B 3Ha-
YUTEIbHON cTerneHu (HOPMUPOBATOCH KaK YUEHUE O 1IUTO-
KMHOBOI IMCPETYJISIINM, TIpA KOTOPOI HapylleH OajaHC
MEXy MPO- U MPOTUBOBOCHATUTEIbHBIMUA LTUTOKUHAMM.
B opraHusme HUTOKMHBI B3aUMONEHCTBYIOT, (HOPMUPYS
LIMTOKMHOBYIO CE€Th, OTHAKO MPY TOI WJIX MHOW HO30JIOTUH
MOXKHO BbIIEJTUTDb BEAYILEE 3BEHO, BO3ACICTBYS Ha KOTOPOE
MOXHO NOOUThCS TEPANeBTUYECKOTO yCrexa U TMONaBUTh
MaToJ0rnyeckKuil mpoiiecc. Uil KIacCUYeCKUX MOHOTEH-
HbIX ayTOBOCHAJIUTEIbHBIX 3a00JI€EBAHUI TaKWUM LIUTOKU-
HOM U KJTIOUEBBIM MEIMATOPOM MATOJIOTMYECKOTO Mpoliecca
cran WUutepneiikun-1p (IL-1B). Bo MmHOrom, otyacrtu 6ma-
romapsi U3y4eHUIO ayTOBOCHAIMUTENbHBIX 3a00J1eBaHUI
CTajla TIOHSTHA BaxHelmas ponb IL-1p kak meauatopa
CHUCTEMbI BPOXIEHHOTO MMMYHMUTETa B TeHe3e BOcCIale-
HUSI: OH BbIpAa0AThIBAETCSI B BUJE HEAKTUBHOI MOJIEKYJIbI-

MpeKypcopa, KoTopasi pu HeOOXOAMMOCTU B HEM JOJDKHA
ObITh akTuBMpoBaHa. st aktuaiuu npo-UJI-1 cyie-
CTBYET CHELUATIbHBIA CYTTPaMOIEKYJISIPHBIA MYJIBTHOETKO-
BBIIf KOMIUIEKC, UMEHYEMbI MH(IaMMacoMoii, a 3a0oJie-
BaHUSI OTHOCAT K MH(IaMMacoManarysiM, B TOM YHCJIe 3TO
KacaeTcss OCHOBHBIX MOHOTEHHbBIX ayTOBOCIAIMTEIbHBIX
3a00JIeBaHMI1, O KOTOPBIX UIET PeUb B HACTOSIIIIEM COOOIIIE-
Hun. [lo3TOMYy OCHOBHOI MMIIIEHBIO TIPM MOHOTEHHBIX
ayTOBOCIAIUTEIbHBIX 3a00JIeBaHUSX CTaTu WHTUOUTOPBI
1L-1 (kaHaknHymMa0, aHaKMHpa), KOTOPbIE SIBJISTIOTCS TIpe-
napaTamMv TIEpBOM JIMHUM TIPU OCHOBHBIX TIEPUOIMYE-
CKUX JINXOpaJKax, OHU 3aperucTpupoBaHbl B Poccuiickoi
®enepanyu. [TokazaHust, CITOCOOBI TIPUMEHEHUST U O3Bl
TpernaparoB IIpencTaBieHbl B Taduie 2. DPheKTUBHOCTh
TEparnuu OYeHb BBICOKAs, MEPEHOCUMOCTb YIOBJIETBOPH-
TeJIbHAs 1 10 YMCIY HeXeJlaTelbHBIX SIBJIEHUI He OTIMJa-
eTrcs oT Ipyroii Teparuu [40—44].

WMHunumanus tepanuu reHHO-UHXXeHEPHbIMU OMOJI0-
TMYECKMMU TIperapaTaMu OCYILECTBIISIETCS B PeBMAaTOJIO-
TMYEeCKMX OTAeIeHUsIX (heiepanbHbIX IeHTPOB. [TocKombKy
JIe4eHue SIBJISIeTCSI KpaiiHe J0POTOCTOSIIIIMM, €0 TIPOI0JI-
>KEHME MOCTYITHO IUISl TIAlMEeHTOB B pamMKaX MpOrpaMMbl
«Kpyr noodpa». 5 suBapst 2021 rona npesuaeHT B.B. [Tytun
noanucan Ykaz Ne 16 «O co3manun DoHma MmoaaepKKu
NIETEH C TSOKETBIMU SKU3HEYTPOXKAOIIMMU XPOHUYECKUMU,
B TOM 4Yucjle penkuMmu (opdaHHBIMU) 3a00JIeBaHUSIMU
«Kpyr nobpa». Llenb ¢poHga — obecrieyeHre TaKUxX neTeit
JIEKapCTBEHHBIMM TIpernapataMy U MEITUIIMHCKUMU U3JIe-
JIUSIMU, B TOM YKCJIe HE 3aperMcTpupoBaHHBIMU B Poc-
cuiickoit Menepanuu. TakuM rpemrapaToM T TAIlUEHTOB
C MOHOTEHHBIMU ayTOBOCTIAIUTEIbHBIMU 3a00JIeBAaHUSIMU
siBsieTcst uHrnouTop IL-1 kaHakuHyMao.

Yro KacaeTcsl Ipyrux TeHHO-WHXEHEPHBIX OMOJIO-
TMYECKUX TIPEraparoB, TO ODUIIMATLHONW pPEeTUCTpaliuu
MpPU MOHOTEHHBIX ayTOBOCTAJIUTEIbHBIX 3a00JIeBAHUSIX

POCCUVCKWIA BECTHUK MEPUHATOJIONMN U MNEANATPUM, 2025; 70:(6)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2025, 70:(6)

123




HET, OJHAKO B COBPEMECHHBIX KIMHNUYCCKNX PEKOMCHIA-
OUAX OTPaXE€HbI OTACJIbHBIE CUTyallUUN JIsd UX UCITOJIb-
30BaHUA IO MHIAWBUAYAJIbHBIM ITOKAa3aHUAM. IT10 oa-
TBEPXKIACT U KIIMHNYECCKaA MpaKTHUKa.

3akovyeHue

Taxkum o6pa3om, cpenn aeTeil ¢ IMXOPagKoul W TpU-
3HaKaMM CHCTEMHOIO BOCITaJIEeHUsI MOTYT CKpBIBAThCSI
MalUeHThl C PEAKMMHU MOHOTEHHBIMU ayTOBOCITAJIM-
TeJbHBIMU 3a00JI€BAHUSIMM, KOTOPBIE CJIEAYET BBISBISIThH
U CBOEBPEMEHHO Ha3HAyaTh WM TapTeTHYIO TEpaIluio.
YT0ObI 3aMOIO3pUTh MOHOTEHHOE ayTOBOCHAUTETbHOE
3a0oieBaHNe y TMAIIMEHTOB C MPU3HAKaMU CHCTEMHOTO
BOCHaJIEHNSI, HEOOXOAMMO TPEACTABIATh cebe, B KaKMX
CHUTYyaLMsIX Ha 3TO €CTh OCHOBaHMUSI.

Mpodunb naumeHTa ¢ MOHOreHHbIMU
ayToBocnanutenbHbiMU 3a00N1€eBaHUSMMU:

— WckomouyeHsl apyrve MpUuurHbI;

— Her orBeTa Ha HecTepouIHbIE MPOTUBOBOCITAIN-
TeJbHbIC TIpernapaThl, aHTUOAKTepUaIbHbIE, aHTUTUCTA-
MUWHHBIE TIpeTapaThl, €CTh OTBET Ha IMTIOKOKOPTUKOU/IBI;
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