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Aymosocnarumensroie cunopomst (ABC) — epynna npeumyuiecmeeHHo Hacae0CmeeHHbIX 3a001e6aHUL, CBA3AHHBIX CO CHOHMAHHOU HEKOHMPOAUPYEMOLL NPOOYK -
yueli nPo8OCHANUMENbHbIX UUMOKUHO8. JL1s 6onbuuncmea 3a601e8anull U36ecmubl MOAEKYASPHbIE MEXAHU3MbL U mun Hacredosanus. [Ipedcmagaeno onucanue
ocrosHbix ABC, makux kak cemeiinas cpeou3eMHOMOPCKas AUXopaoka, KpUORUPUH-ACCOUUUPOBAHHDLIL NepuoOuHecKuli CUHOPOM (ceMelinas X010008as Kpanue-
Huya, cunopom Muckle — Wells, cundpom CINCA/NOMID), nepuoduneckuii CUuHOpOM, CEA3AHHbII ¢ Mymayuell 8 eeHe peyenmopa haKmopa HeKpo3a onyxonu
(DHO) a, cundpom eunepummyroenrodyaunemuu D, cundpom nepuoduueckoil Auxopaoku ¢ GOeHUmMoM, Gapuneumom u agpmosnvim cmomamumom. s kaxicoo-
20 3a00ne6anus 0anyl XapaKmepucmuka muna Hacie008anus, MoaeKyaapHuli degexm. Onucanvt npuHyunsl ouaznocmuiku u mepanuu. Onpedeaena poas 6.10-
kamopos unmepaneiikura 1 6 mepanuu ABC. Boidenensl saxcheliuiiie CUMRMOMbL, NPU HOMOULU KOMOPLIX MOICHO pACho3Hamy ocHogHble ghopmbl ABC. [Ipusede-
na Gaslini score — cneyuanvhas gopmyaa, n03604310UAs HA OCHOBAHUU KAUHUYECKUX CUMNIMOMOG 8bl0eAUMb NAUUEHMO8 ¢ 8bicOK0 8eposimHblm ABC, komopsim
HeobXxo0umo eeHemu4eckoe munuposarue, U NayueHmos, y komopuix eeposimuocms ABC neeeauka. Ilpedcmasnen Kaunuko-ouaeHocmu4ecKuil areopumm, ¢ no-
MOULBIO KOMOPO2O MOJICHO pacno3Hams nayuenmog ¢ ABC 6e3 omuemaugoii KAuHU4eckoil KapmuHbl U onpedeaums NOKA3aHus U CPOKU GbINOAHEHUS MOACKY AP~
HO-2eHemu4ecKk020 Mmunupo8anusl, olpams NPUOPUMEMHbLe 2eHbl.
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Autoinflammatory syndromes (AISs) are a group of predominantly hereditary diseases associated with the spontaneous uncontrolled production of proinflammatory
cytokines. Most diseases are known to have molecular mechanisms and an inheritance pattern. The paper describes major ALSs, such as familial Mediterranean fever;
cryopyrin-associated periodic syndrome (familial cold urticaria, Muckle — Wells syndrome, CINCA/NOMID syndrome), tumor necrosis factor-o receptor-associat-
ed periodic syndrome; hyperimmunoglobulinemia D syndrome; periodic fever, aphthous stomatitis, pharyngitis, cervical adenitis syndrome. An inheritance pattern and
molecular defects are characterized for each disease. The principles of diagnosis and therapy are described. The role of interleukin- 1 blockers in the therapy of ALS is
defined. The most important symptoms that can be used to detect the major forms of ALS are identified. The Gaslini score, a special formula using the clinical symp-
toms to identify patients at high risk for ALS who need genetic typing and those at low risk for ALS, is described. A clinical diagnostic algorithm is presented, which can
be used to detect patients with ALS and to determine indications to and the time of molecular genetic typing, and to choose priority genes.
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AyTtoBocnanutenbHbie cuHapombl (ABC) — rpynma npeu-
MYIIIECTBEHHO HACJIeICTBEHHBIX 3a00JIeBaHUI, CBSI3aHHBIX CO
CIIOHTAHHOW HEKOHTPOJUPYEMOW TPOIYKIIMEH MPOBOCHAIM-
TeJIbHBIX UMTOKUHOB [1]. [ToCKOIbKY TMXOpaaKa sBIAsSETCS OC-
HOBHBIM, HeOTheMIeMbIM cuMnToMoM ABC, ux 3adactyio oT-
HOCST K TpyInIie nepuoandyeckux Juxopanok [2]. bmaromaps
HCCIeNoBaHUSIM B 3TOil obnactu nepedyeHb ABC mocTtossHHO
OOHOBJISIETCS, PACIIUPSIOTCS BO3MOXHOCTH TTOITBEPXKIAIOIe i

NUAaTHOCTUKU (MOJIEKYISIPHO-TE€HETUUECKOE TUITMPOBAHUE),
pa3pabaThIBalOTCS U BHEAPSIIOTCSI HOBBIE MpernapaThl 1S Jieye-
HUs 3a0osieBaHUil 3Tol Tpynnbl. ABC gBasitoTcsi TUMMYHBIMU
opdaHHBIMU 3aboneBaHusIMU. KX pemkocTs, mommmopdusm
KJIMHUYECKUX TPOSIBICHU, 324aCTyI0 OTCYTCTBAE BO3MOXHO-
CTH [IJIs1 TOATBEPXKAAIOLIEe TMarHOCTUKY, a TakXKe HU3Kasli UH-
(opMuUpoBaHHOCTH Bpaueil MPUBOAAT K MO31HEN BepuduKa-
LIMU JAMAarHo3a, pa3BUTHIO CEPbE3HbIX OCIOXHEHUU (HU3KO-
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pociaocTb, nopaxeHue LHHC, opraHoB 4yBCTB, aMUJIOWI03).
[pyrasi cTopoHa 3Toit mpoOaeMbl CBsI3aHa C TEM, UTO MallMeH-
taM ¢ ABC Hepenko cTaBsST HeBepHBII IMarHO3 U Ha3HA4YaloT
OTHIONb He 0e300MIHYI0, B TTOAABIISIONIEM OOTBITUHCTBE CIIy-
yaeB Hea(PDEKTUBHYIO Tepanuio (MHOTOUKMCICHHBIE KYPChI aH-
THOAaKTepUAbHBIX TPENaparoB, IJIWTEIbHAS TJIIOKOKOPTHUKO-
WIHas1, UMMYHOCYTIPECCUBHAs M LIUTOCTaTUYECKasl Teparus).
ITanmentsl ¢ ABC yacto noaBepraioTcsi HEHY>XKHBIM JAUarHO-
CTUYECKHUM TIPOIIETyPaM.

B crartbe ocBemeHs! Hanboee yacTeie ABC: ceMeiiHas cpe-
JMM3eMHOMOPCKas JIMXOpaaKa, KpUOIMMPUH-aCCOIIMUPOBAHHBII
MepUOANYECKUI CUHIPOM, MEPUOANIYECKUI CUHIPOM, acCOLIM-
MPOBaHHBII ¢ MyTallMeil B reHe pelenTopa (akTopa HEKposa
onyxom (PHO) o, cuHApPOM rUnepuMMyHONTOOyIMHEMUN D,
CUHIPOM TIEPUOIUIECKON JTMXOPANKU C aleHUTOM, (hapuHTHU-
TOM U aDO3HBIM CTOMATUTOM.

Cewmeiinas cpeau3eMHoMopcKas Jmxopanka (familial medi-
aterranean fever — FMF) — HanboJsee pacnpocTpaHeHHOe 3a00-
JIeBaHMEe, U3BECTHOE C AaBHUX BpeMeH. DTo nepsoe ABC, mis
KOTOPOTO OBUT TOKa3aH MOJIEKYJISIPHO-TeHETUIECKIIA TeekT —
myTauuu B rede nupuHa (MEFV) [3]. FMF piutenbHo cuuTa-
JIach KJIACCMIECKUM MEHICJIEBCKIM MOHOTEHHBIM 3a00JIeBaH1-
€M C ayTOCOMHO-peleccuBHBIM (AP) Tumom HaciaemoBaHUs,
OJIHAKO MO Mepe HAKOTJIEHUs 3HAaHUI TPaHUIIbI €T0 KaK MOHO-
reHHOro 3a00seBaHus ¢ AP-TUITOM Hacen0BaHMs pa3MbIBaIOT-
cs. B HacTosiiee BpeMst oOHapyxeHo 6osiee S0 myTalyii B reHe
MUpWHA, OJHAKO JaJIEKO He BCe OHU KIMHUYECKW 3HAYUMBI, B
CBSI3U C 3TUM MYTAllMU TTOAPA3ACIISIOT Ha BBICOKOIIEHETPAHT-
HBIE, T. €. CBSI3aHHBIE C Pa3BUTHEM 3a00JIeBaHNsI, 1 HU3KOIICHE-
TpaHTHbIE, CBsI3b KOTOpbIX ¢ FMF comHuTtenbHa. CyliecTByIOT
dopmbl knaccuueckoit FMFE, o0yclioBlieHHbIE HOCUTEIbCTBOM
BCEro OIHOW BBICOKOTICHETPAHTHOM MYTalllM, COYETAaHMS BbI-
COKOITEHEeTPAaHTHOU ¥ HU3KOTICHETPAHTHOW MYTaIlUid, T. €. JYac-
to FMF npencrasisier coboii 3a0ojieBaHrE ¢ ayTOCOMHO-I0-
MuHaTHBIM (AJl) Tunmom HacienoBaHus [4—7]. B c¢Bs3u ¢ aTUM
MpU HAUTMYKUU TUMTUYHON KIIMHUYECKOI KapTUHBI MIeHTU(dUKa-
1UsI MyTallUM B T€TEPO3UTOTHOM COCTOSIHUM TO3BOJISIET TUAr-
HoctupoBaTh FMFE. PacnpoctpaHeHHOCTh MyTalldii B reHe Mu-
pVHA MMeeT YeTKYI0 STHUUECKYIO TPUHAJIEXKHOCTh. Tak, Hau-
OoJiee 9acTo 3a00JIcBaHNE BCTPEYAETCS B STHUYECKMX TPYIINax,
MMEIOIINX CPEIU3EMHOMOPCKIE KOPHU (TypKHU, apMsIHE, azep-
OaliKaHILIbl, eBpeU, apadbl).

TunuyHas kiuHuyeckasi kKaptuHa FMF cknanbiBaetcst u3
CTePEOTUITHBIX SITM30I0B JIMXOPATKHA C 03HOOOM, COMPOBOXK/IA-
IOIIUXCST BBIPAKEHHBIM YXYIIIEHMEeM CaMOUYYBCTBUS, TPOIOJI-
KHUTEJTbHOCTBIO 24—72 4. [IpuCTyIbl BOBHUKAIOT B CPEIHEM pa3
B M€CSI1l, COMPOBOXIAIOTCSI CEPO3UTOM (0O0JIbIO B XKMBOTE; HaU-
0oJiee 4acTo 3TO aCENTUYECKUIA TIEPUTOHUT, PeXe MJIEBPUT WU
nepukapauT). Yacto B CBSI3M C MEPUTOHUTOM MALIMEHTHI MO/ -
BEpraloTcs JIAITapOTOMUU U aNMeHIIKTOMUM. BO3MOXHBI 3pH-
TEeMaTO3HBbIE POXKETIONOOHbBIe WM TeMOpparndeckue BBICHITIA-
Husg. CycTaBHOII CUHIPOM HaOJII0gaeTCs He MPH KaXKIOM IpH-
CTYIIE U, KaK ITPaBUJIO, TIPOSIBIISIETCSI MOHOAPTPUTOM. M3 penkux
MPOSIBJICHUIA ONMCAHbI OPXUT, CEPO3HbI MEHUHTUT. Y XKEHIIMH
MPUCTYTBI CEMEHHOU Cpenn3eMHOMOPCKOM JIMXOPaaKU 4YacTo
HaOJTI0IAIOTCS BO BPeMsI MECSIUHBIX.

JlaGoparopHast AMarHOCTMKA HecTeludUIHa: B MOMEHT
npucTyna onpeaenstorcst yckopeaune COD, pe3koe (B IeCSITKHA
pa3) noBbilieHHe ypoBHsSI CPB, HeUTpOohUIbHBIN JTEHKOIIUTO3,
aHeMUsl, TPAaH3UTOPHAs MPOTenHYpus (10 1 r/cyT), yBeaudyeHue
YpOBHsI (GMOpUHOTEHa, ChIBOPOTOYHOTr0 amuiounaa A (SAA), ru-
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rnepramMmmarjo0yinHeMusi, OTCYTCTBUE ayToaHTUTe . Bee aTu u3-
MEHEHMSI OTMEUaIoTCsl TOJTbKO BO BpeMsI IIPUCTYTIA, TOTIA KaK BO
BHETIPUCTYITHBIN TIepUOJ aHAIM3bI KPOBU, KaK MPaBUIIO, B HOP-
Mme. [Tamenty ¢ nono3penrem Ha FME, kak u 1t000My namyeH-
Ty ¢ ABC, Bce aHaM3bI ClIeayeT BBITIOJHSITL U Ha BBICOTE TIPH-
CTYIIa, ¥ BO BHEMIPUCTYITHOM TEPUO/IE.

[Tpy HaMMYUY TUNMMYHON KJIMHUYECKON KapTUHBI, CeMeli-
HOTO aHaMHe3a, STHUYECKO MpeIpaciosoXXeHHOCTH, U3MeHe-
HWIl B aHaM3aX KPOBU B MOMEHT IPUCTYIIa HEOOXOIUMO TIPO-
BOIUTH TTOATBEPKAAIOIIYIO0 MOJICKYISIPHO-TEHETUUECKYIO TUar-
HOCTHKY.

TeueHue 3abosieBaHUSI MOXET BapbUpOBaTh — OT TUITUY-
HBIX €XEeMECSIYHBIX MPUCTYIIOB 10 CTEPTHIX (DOPM C peIKUMU
npuctynamu (1—2 paza B roja), a Takxke GHopM, pU KOTOPHIX
TIPUCTYIIBI TIPOSIBIISTIOTCS] SMU30AaMU CyO(heOpIIbHOM JIMXO-
pagku B COYETAHUM ¢ MUAITUSIMM M TUIOXUM CaMOYYBCTBUEM.
HawnGosnee Trpo3HBIM OCIOXHEHMEM HEJIEYEHOTO WU TLIOXO
KOHTpOJIMpyeMOro 3abojieBaHUsT sIBisieTcs] AA-aMUJIOUI03,
KOTOPbIIi MPUBOAUT K Pa3BUTUIO TEPMUHAIBHON XPOHUYECKOM
MMOYEeYHOI HEJIOCTATOYHOCTH U SIBJIIETCSI OCHOBHOM MPUYMHOMN
JIETAJIbHBIX MCXOMIOB.

XoTs 3ab0JieBaHNE U OTHOCUTCS K 00JIE3HSIM BPOXKICHHOTO
MMMYHMTETa, y maimeHToB ¢ FMF HamHoro vaiie, yem B momy-
JISIUMM, BCTpEYaloTCsl TaKMe peBMaTHUYeCKUe 3a00JeBaHMsI, Kak
y3eJKOBbII MosrapTepuuTt, nmypnypa IllenneiiHa — [eHoxa, aH-
KWJIO3UPYIOIIMI crioHauIuT (0oJie3Hb bexTepesa).

Tepanus FMF 3axitouaercst B MOCTOSTHHOM TTOXU3HEHHOM
MpreMe KOJXUIIMHA, KOTOPBI CITOCOOEH MpeAoTBpallaTh WIn
YMEHBIIATh YaCTOTY U BBIPAXKEHHOCTh MPUCTYIIOB, MIPETSTCTBO-
BaTh pa3BUTHIO AA-aMUIOMI03a.

Kpuonupun-accouunpoBaHHbIii NepUOAUYECKHI CHHIPOM
(cryopyrin associated periodic syndrome — CAPS) — rpynna Ha-
CIIeICTBCHHBIX 3aboyieBaHuil ¢ AJl-TUIIOM HacjedOBaHUs,
CBSI3aHHBIX C MyTallMsIMW B TeHe KpUOMMPUHA
(Cryopyrin/CIAS1/NLRP3). CAPS npencraBieH Ttpems ¢e-
HOTUMAMM, KaXAblii U3 KOTOPBIX SIBJIsIeTCSl Oojiee TsKeaou
¢opMoil MO OTHOIIEHUIO K Mpeabiayieii [8].

Cenmeiinas xonodosas kpanuenuya (familial cold autoinflam-
matory syndrome — FCAS) — HaubGosee Jerkuii (peHOTHI,
BriepBbie onucaH B 1940 . B ceMbsIX ¢ peliuANBUPYIOIIei Kpa-
MUBHUIIEH B COUETAHUU C JIUXOpaaKoii. 3ab0IeBaHe HAUMHA-
eTCsl y HeTeil cTapiile 6 MeC U XapaKTepH3yeTCsl MOSIBICHUEM
reHepaJM30BaHHOM YPTUKApOIogooHoi chimu cmycTss 30—60
MWH TIOCJIe KOHTaKTa ¢ X0JIoaoM. [1pomokuTeIbHOCTb TIpH-
cryrma — oT 6 10 72 4, Kak IpaBWJIO, MEHee CYTOK. Bo Bpemst
MPUCTyIa BO3MOXHBI TOJOBHAsI 00Jb, KOHBIOHKTUBUT, apT-
panruu. AMUIOUA03 U HEMPOCEHCOPHAsI TYTOYXOCTb JJISl 3TOM
¢dopMbI HeTUNTMYHEL. JlTabopaTopHast IMarHOCTUKA — IMOBbIILIE-
HUe YpoBHsSI peakTaHTOB ocTpoii ¢daszbl (COD, CPBb, SAA,
HEeUTPpODUILHBIN JIEHKOIIUTO3) B MOMEHT TipucTyma. [1pu ru-
CTOJIOTMYECKOM MCCCAOBAHUM KOXHW BBISABIISIOTCS TepUBa-
CKyJISIpHasi MOHOHYKJIeapHasl U HeiTpoduibHast MHPUIBTpa-
111, OTeK BEPXHUX CI0EB I€PMbI. B OTIMYME OT UCTUHHBIX Y-
TUKapHbIX 3JIEMEHTOB B OMONTAaTe HET 203UHO(DUIOB, TUCTUO-
LIMTOB, OTpUIIAaTeTbHasl peakidsl Ha rucTaMuH. [lonTBepxka-
IoIasi TUarHOCTUKA — BBISBJICHUWE MYTAllMil B TE€TEPO3UTOT-
HOM COCTOSTHMM B TeHEe KpUOIIMPHUHA.

Cundpom Muckle — Wells (MWS) — mpomeXyToyHast 1o
TsiKecTH hopma 3abosieBaHUsI, CBSI3aHHAs ¢ MyTallUSIMU B Te-
He KpMOMUpPUHA, BIiepBbie onucaHa B 1962 r. 3abo1eBaHue HO-
CUT ceMeliHbIit XxapakTep ¢ AJl-Tunom HacienoBaHus. [deboT
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100, ruapouedanbHas (GopMa ueperna,
CKeJIETHBbIE aHOMaIMU (TUMepIUIa3usl U
nedopMariust Kocteit, MOHOAPTPUT C TH-
nepruiazveil HaAKOJEHHUKA, XOHIPO-
Mbl). DopmMupoBaHUE TUIIMYHOTO Ye-
pernHo-JIULEeBOro aucmopdusma y of-
HOTO U3 HAIUMX MAlMEHTOB C CUHAPO-
Mom CINCA/NOMID mnpencraBieHo
Ha puc. 1.

XapaxkrtepHbl mopaxkenue LIHC —
XPOHUYECKUIU MEHUHTUT, IPUBOAALINNI
K ruapouedanuu, atpoduu BellecTBa
MO3ra, pa3HOU CTEMeHu 3aaepxKKa WH-
TEJUIEKTYyaJIbHOTO Pa3BUTHUs. XpPOHUYE-
CKUIl MEHWHTUT HE WMeeT KIMHUYe-
CKUX CUMIITOMOB, KOTOPBIE OOBIYHO
MPUCYTCTBYIOT Yy MALIMEHTOB C OCTPBIM
UHGEKIIMOHHBIM MeHUHTUTOM. [lanu-
€HT MOXET He MpPeabsIBIsTh Xanoo,

Puc. 1. Qopmuposarue munuurnoeo uepenHo-auye6020 OUcCMoppuzma npu CUHopome
CINCA/NOMID: a — 5 mec; 6 — 6 mec; 6 — 8 mec; e — 15 mec; 0 — 31 mec; e — 41 mec

BO3MOXEH B JIIOOOM BO3pacTe, MPOIOJIKUTEIILHOCTD MPUCTYTIA
— ot 12 10 48 4, IPUCTYIIBI YACTO MIPOBOLIMPYIOTCS UHTEPKYP-
PEHTHBIMU 3a00JIeBAHUSIMU, CTPECCOM, IEPEOXIAXKICHUEM.
Bo Bpemst mpucTymia BO3MOXHbBI KOHbIOHKTUBUT, APTPUT, YBE-
uT, 1uMmdaneHonaTusi, 60Jb B XuBoTe. OTInyreM 3Toit hop-
MBIl OT IPEABIAYIICH SIBISETCS IepCUCTUpYIolee TedeHHe,
MpucoeIMHEeHNEe HEeWPOCEHCOPHOU TYroyxoCTU, pa3BUTHE
amwionno3a B 25% ciydaeB. HeiipoceHCOpHas TyroyxocThb,
KakK IIpaBUJIO, Pa3BUBACTCSI BO BTOPOM-TPETHEM IECITUIETHHI
JKM3HM, a MHOTAa U 1mo3xe. OmucaHbl CeMbU, B KOTOPBIX PO~
CTBEHHMKMU ITPOOaH/a, ABISAICh HOCUTEISIMU TOM Xe MyTalluu,
HMMEIOT TOJIbKO HEHPOCEHCOPHYIO TyrOyXoCTh 06€3 JTUXOPaaKH,
YPTUKAPOITOAO0OHOM CHITIH, UTO, TTO-BUINMOMY, CBSI3aHO C pa3-
HOM 3KCIIPECCUBHOCTHIO TeHA.

JlabopaTopHast IMAarHOCTHKA TAaKKe Hecrenn(puIHa 1 aHa-
JIOTMYHA TaKOBOM Mpu nmpeasiayiieit hopme. [ToarBepsknarormast
JMUATHOCTUKA — BBISIBJICHUE MYTallMii B TeT€PO3UTOTHOM COCTO-
SHUM B TeHEe KPUOIMUPHHA.

Cundpom CINCA/NOMID (chronic infantile neurologic, cuta-
neus articular syndrome — CINCA; neonatal onset multisystem
inflammatory disorder — NOMID). Haubonee Tsokemas dopma
CAPS, HOCUT cropaanyecKuii XxapakTep, BCe U3BECTHbIC MyTa-
LMY ObLIM BBISIBJICHBI BIIEPBbIE, TAK KaK MMallMeHThI 6e3 Teparnuu
He TOXMBAIOT 10 MOJOBO3PEJIOro Bo3pacTa U He UMEIOT MOTOM-
cTBa. 3abojieBaHue repBbiMU onucaniu A.M. Prieur u C.
Griscelli B 1981 1. [9]. KiimHnueckass kapTUHa 3TOM TSXKeoit
(GOpMBI IOCTATOYHO CreudUYHA, TTOITOMY BO3MOXHA €€ KIIH-
HUYEeCKasi IMarHoCTUKa 0e3 TeHeTUYEeCKOro moarsepxkaeHus. K
Tomy ke y 30—40% nanuenTos ¢ cunapomoM CINCA/NOMID
He yaaeTcs MISHTU(UIMPOBAThL MyTallMM B reHe KPUOMMUPUHA,
YTO CBI3aHO ¢ 3(PDHEeKTOM COMATUYECKOTO MO3aulM3Ma JU0Oo C
HEM3BECTHBIMU Ha CETOMHS MyTaLIUSIMU B Ipyrux reHax [10].

Kak mpaBuiio, 3a0oieBaHre HAYMHAETCS C IIEPBBIX YaCOB
(mHeit) >KU3HU, MOSBJISAIOTCS JUXOpaakKa M ypTUKApHBIE 3Jie-
MeHThl. MIHOrma ypTuKapuy MOIYT MPEAIIeCTBOBaTh BO3HMK-
HOBEHUIO JIMXOPAIKU U OBITh MEPBBIM CUMIITOMOM 3a00JieBa-
HUs. I 5TOTO CMHApOMA XapaKTepHBI YePeITHO-JTNIIEBOI T~
cMopdu3M (TUTTOILIA3Us CpeAHEH TPETH JIUIIa), BHICTYITAOIINIA
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BO3MOXHa TOJIOBHasi 0O0JIb, TOTIa KakK
TOIIHOTA, PBOTA, PUTUIHOCTH 3aThI-
JIOYHBIX MBI HETUITUYHBI. XpOHHUYEC-
CKMIf MEHMHTUT UICHTUDULUPYIOT MO
NaHHBIM MarHUTHO-pEe30HaHCHOI Tomorpadpuum (MPT) —
ycuneHue MP-curHana ot o60104eK Mo3ra, a Takxke Mo BOC-
MaJIUTEIbHBIM M3MEHEHUsM JIMKBOpa. [ToMrUMO TopakeHust
LHHC, Becbma yacto HabJogaeTcs MopaxeHue opraHa 3pe-
HUs, MPEICTaBICHHOE MEPEeIHUM W/WIN 3aTHUM YBEUTOM,
M3MEHEHMSIMU JAMCKa 3PUTEJIbHOIO HEpBa U CETYATKM IO THU-
My nanuuiodaeMsl ¢ hopmupoBaHueM Apy3. [TopaxeHue ciy-
xa (HelpoceHCOpHasl TYroyXoCTb) Takxe xapakTepHo. s
€ro JMArHOCTUKHU MPUMEHSIOT aynnoMeTpuio. Bocmanuresnb-
HBI XapaKkTep MOpakeHUsT YIUTKU MOXHO BBISIBUTB TIPU TTO-
Mmomu MPT (ycunenme MP-curnama ot BHYTpEeHHETO yxa),
YTO MO3BOJISIET OTJIIMYUTh HEHPOCEHCOPHYIO TYTOYXOCTh MPHU
CINCA/NOMID ot HeBOCHaJIUTEIbHBIX (DOPM TYTOYXOCTH.
3abosieBaHue TPOSIBISIETCS 3alepKKOM (DU3MYECKOTrO U UH-
TEJUIEKTYaJIbHOTO Pa3BUTHsI, MaJoil MPOIOJIKUTEIbHOCTHIO
KW3HU, Pa3BUTUEM CJIETIOTHI, TIOTEPU CJIyXa, a TaK¥kKe BBICO-
KUM PUCKOM BO3HMKHOBEHHUS aMMJIOMI03a — HEMOCPEACT-
BEHHOI MpUYMHBI cMepTH [11, 12].

Teuenue 3abojeBaHus BapuabesbHO. Tak, BO3MOKHBI
KpaiiHe TsKelble (pOpMBbl C JIeTalbHbIM MCXOIOM B IE€pPBblE He-
CKOJIbKO JIET XW3HM, BO3MOXKHO TakKe HaJTUIMe TTPOMEXKYTOU-
HBIX (OPM C OTCPOUYCHHBIM WA HETIPOTPECCUPYIOIINM OpTraH-
HBIM TIopaxkeHreM. CyIIeCTBYIOT M CPaBHUTEIBHO JieTKue Gop-
MBI, TIPOSIBJISTFOIIMECS TTPEUMYIIIECTBEHHO CKEJIECTHBIMU U JINIIE-
BbIMM aHOMAJIUSIMU C TIO3AHUM TPUCOENMHEHUEM OPraHHOTO
MOpaXeHHsl, YTO MOXKET ObITh CBSI3aHO C pa3HOI MEHETPAHTHO-
CTBIO MyTallWii U IKCIIPecCreil TeHa.

Teparmust CAPS cyliecTBeHHO M3MEHWIACh C MOMEHTa
TMepBOTro onrcaHus 3aboaeBaHuii 3Toi rpynmbl. HecmoTpst Ha
HaJIM4Me BOCIAJIMTEIbHON aKTUBHOCTU U HapYIIEHUS BPOX-
JICHHOT0 MMMYHHUTETa B IaToreHede 3abojeBaHUst, 3GHEKT
rmokokopTukouaoB (I'K) Obl1 HeqocTaTOYHBIM U HOCUJT 10-
303aBUCUMBIIA XapakTep, orMevancs 3(p@ekT «oonbmux» 103,
JIIOOBIC TIOMBITKY YMEHBIIEHUS 036l IPUBOIVIIN K PELIUAUBY
3a00JIeBaHMsA, HE IMpeIoTBpallaid pa3BUTHE aMUJIOUI03a U
opranHbix opaxeHuii (LIHC, opransr uyBcTB). [IpmMeHeHue
LIMTOCTAaTUYECKUX U MMMYHOCYIPECCUBHBIX TpenapaToB He
npuBoauIio K yayuineHuto. [lepeBopor B Tepanuu CAPS mnpo-
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M3011e Mocjie MosiBAeHUs 6110kaTopoB uHTepeiikuna (MJI1) 1 —
aHaKWHPBI, pUJIOHAIIeTITa U KaHaKMHyMa0a. AHaKWHpa SIBJISeT-
Cs1 pPEeKOMOMHAHTHBIM PELIENITOPHBIM aHTarOHUCTOM, KOTOPBIi
cBsI3bIBaeTcd ¢ peuenrtopom WMJI1, 610Kupys akTUBaLIUIO BHYT-
PUKJIETOYHOTO CUTHAJIbHOTO Kackana. [IpemapaT mpuMeHeHs -
10T €XEeIHEBHO, B TSDKEJBIX ClydasiX €ro J03y YBeJUYUBAIOT U
BBOJISIT Kaxble 12 4, 4TO CBSI3AHO C CYIIECTBEHHBIMU HEYI100-
CTBaMU [JIs1 TalMeHTOB. PujoHanent — peKOMOMHAHTHBIN
MPOTEeWH, CONEPXKAaIii BHEKJIETOUYHBIN (DparMeHT ueioBeve-
ckoro peuenrtopa UJI1. IlpenmyiiiecTBoM Tpenapara siBisieTcst
OoJiee UIMTENBHBIN MEPHOM TTOJYBBIBEICHUSI, YTO TTO3BOJISICT
MPUMEHSITH ero pa3 B Henento. KaHaknHymMab — MOHOKJIOHAIb-
Hele antutena Kk MJI1P. [penapar sipasiercst Hauboee cenexk-
TUBHBIM, TaK KaK CBsI3bIBaeT UMeHHO Mouiekyay WMJI1B. bnaro-
napss HauOOJIbIIEMY TIEPUOAY IIOJYBBIBEJACHUSI TIperapar
MOXHO MCTIOJIb30BaTh 1 pa3 B 8 Hen. B Hacrosimee BpeMs KaHa-
KMHYMa0 sIBJISIETCS €IMHCTBEHHBIM 3apeTrMCTPUPOBAHHBIM Ha
tepputopun Poccuiickoit ®Degepanny mpernaparoMm, paspe-
LIEHHBIM [J151 JieyeHus mauueHToB ¢ CAPS, HauuHas ¢ 2-yet-
Hero Bo3pacta. OnbIT npuMeHeHust 6okaTopoB UJI1 ns neve-
Hust CAPS ykasbIBaeT Ha HaJlnuue J10303aBUCUMOTro 3¢ deKTa,
KOTOPBIII 0COOCHHO BBIpaXXeH TMPU IJIUTEILHOM HUX MCITOIbh30-
BaHUU: TpeOyeTCs yBeIUYEHHE JO3bI U COKpAIIEHUE IIPOMEXKYT-
KOB MeXJy BBEACHUSIMU ISl TIOAACPKAHUS MPOTUBOBOCTIAIM -
TeJibHOTO aevicTBus [13, 14].

Cumnmomut, Hacmopaxcusarougue 6 ommuouenuu CAPS:

* JIMXOpaJKa U YPTUKAPOIIOA00HAs ChIllb, 0COOEHHO HAYU-
Hasl ¢ TIEPBBIX YacoB (JIHEH, Helle/b) KU3HU,

* IMXOpaaKa MOCTOSTHHAS WU Tiepuoanyeckas. BosamMoxHo
MOSIBJICHWE YPTUKAPOIOAOOHOM CHINU J0 JTUXOPAIKU;

* 00s13aTeIbHO Bhicokue noka3atean COD, CPb u ¢pubpu-
HoTeHa (Kak MpaBuiIo, HOCSIINE «HEOObSICHUMBII» XapaKkTep);

* HEHTPODUIbHBIN JIEUKOLUMTO3, Xeae30aeuliuTHas TH-
TMOXPOMHasI aHEMMSI;

* TUMWYHBIC M3MEHEHUS JIWIIA: YBEJIUYEHHE OKPYXKHOCTH
TOJIOBBI, MPEUMYIIECTBEHHO 3a CYeT JOOHBIX KOCTEH, TUIOIa-
3Usl CpeHEl YacTH JIMIIA;

e nopaxeHue LIHC: ronoBHast 00Jib, Tuapouedanus, Xxpo-
HUYECKUII MEHWHTUT (OCOOEHHO BBISIBIEHHBIN Ha 1-M TOmy
KHU3HM), pexXe CYTOPOXKHBIM CUHAPOM, 3amepXKKa ICUXOMO-
TOPHOTO Pa3BUTHUS (pexke yTpaTa MMEIOIINXCS HAaBBIKOB) B CO-
YeTaHUM C JIUXOPAAKOi, 9K3aHTEeMOM U JIaOOpaTOPHBIMU U3-
MEHEHUSIMU;

* [TOpakeHHe OPTaHOB YYBCTB (B COUYETAHUU C JIMXOPAIKOM,
aKk3aHTeMol, cumnToMamu nopaxeHusi LIHC u nadoparopHbi-
MU U3MEHEHUSIMU): 3peHUe — ManuUIodaeMa, 3aCTOMHbBIE AUC-
KM 3pUTEIBHBIX HEPBOB, CO BPEMEHEM pa3BUTHE aMOJIMOINK
BILUIOTh AO IOJIHOM CJIETIOTHI; CIyX — HEWpPOCEHCOpHasl Tyro-
YXOCTb BILIOTh J0 MOJHOM IJTYXOThI;

* [MopakeHHe CyCTaBOB, KaK MPaBUJIO, MOHOAPTUKYJISIPHOE,
CBSI3aHHOE ¢ TUNepTpodueit Xpsiia U KOCTU (Haubojee TUMuY-
Hasl JJOKaJIu3alusl — HaaKOJCHHUK);

* pa3BUTHE aMWJIOWI03a B COYETAHUM C JIMXOPAIKO, K-
3aHTeMoOl, cumrntoMamu nopaxeHust LIHC u nmabopaTopHbIMU
U3MEHEHUSIMU;

* cemeliHblii aHamHe3 (st FCAS u MWS).

Jluxopadka, sx3anmema u 1a60pamopHvie U3MeHeHUs 16451~
romces ocHosonoaazaruwumu cumnmomamu. OcmanvHvle CUMRMO-
Mbl MOZYm 6CMPe4amsvCsi 8 PA3HOM COYeMAaHul, UMems Pa3Hyr
CmeneHb 8blpaNCeHHOCMU U CKOPOCMb PA38UMUSL OP2AHHbIX U3Me-
HeHul.
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IIpn nono3pennn na CAPS Heo0XomuMbl ciieayiomme uccie-
JIOBAHMS:

1. KoHTposb 1a00paTopHOIl aKTUBHOCTU (HEUTPOMWIbHBII
netikoruTo3, COD, CPb, cuneponenust, runephruOpUHOTCHEMYS).

2. SAA.

3. KoHcynbranusi oTOpuHOJapUHIrojora (ayamorpamMmma),
OKyJMCTa (TJ1a3HOe HO), HeBpoJsiora (HelpoBU3yaIU3alUsl —
HeiipocoHorpadusi, MPT).

4. KoHcynbranmsi peBMaToIora, UMEIOIIEeTO OIBIT MarHO-
ctuku CAPS.

5. MonexynsapHo-TeHeTuueckoe TunupoBaHue reHa CIAS .

6. INpn KiaccHYECKOil KIMHUUECKON KapTUHE MOJIEKYJISIP-
HO-T€HETUYECKOe TUITMPOBAHUE HEo0sI3aTebHO, TMAarHO3 MO-
KT ITOCTABUTD OITBITHBIN KIIMHUIIKCT.

Yame maunreHToB, crpamatommnx CAPS, HabmogaoT HeoHa-
TOJIOTH, TIeIUATPhbl, MHMEKIIMOHUCTHI, aJlJICPTOJIOTH, UMMYHO-
JIOTH, peXe — HEeBPOJIOTH, OKYJIWCThI, OTOPUHOJAPUHTOJIOTH,
PEBMaTOJIOTH.

Ilepuoanyeckuii CUHAPOM, ACCONMMPOBAHHBINA ¢ MyTanuen
B rere peuentopa ®HOao (TNFa Receptor-Associated Periodic
Syndrome — TRAPS) — nepuoanyecKuii TMxopagouyHblil CUH-
IPOM, BITepBBIE OMMUCAHHEIN B 1982 T. B CeMbsSIX UPIAHICKOTO
M IIOTJIAHJACKOTO TPOMUCXOXAeHUA. B Hacrosiee BpeMst u3-
BECTHO, YTO OH pacipoCTpaHEH MOBCEMECTHO.

XapakrepeH AJl-Tum HacjenoBaHMS, ONMUCAaHbl CEMEWHbBIC
ciyyau 3aboneBanusi. TRAPS nmeeT BecbMa HecnieIMPUIECKYIO
KapTUHY, 3MU301bI (GeOPWILHON TUXOPAIKK, TPOMOJIKUTETb-
HOCTB OT 1 10 4 Hex, Kak TpaBuio, 2—3 anm3ona B rom. [ToMumo
JINXOPAJIKW, MOTYT HaOMIOAAThCSl MMAJITUH, apTPaITuM, ypTUKa-
poroso0Hast ChiMb, CEPO3UT (0oJiee TUMTMYEH TUIEBPUT, B OT/IM-
yue ot FME, 1151 KoTopoii 6oJiee XapakTepeH NMEPUTOHUT), KOHb-
IOHKTUBUT. Hanbomnee crienmmdWUHbBI CUMIITOM — JOKaJbHBII
TIepUOPOUTAITEHBIN OTEK, Yallle OTHOCTOPOHHMIA, BOZHUKAIOIIHiA
BO BpeMs MPUCTyIa. Tak KakK JUXOpagKa MOXKET ObITh ¢IMHCT-
BEHHBIM TTPU3HAKOM 3a00JIeBaHNsI, 003aTeJIbBHO MOJIEKYISIPHO-
reHetuyeckoe noarBepxkaeHue. Ilopaxenue LIHC, opranos
YYBCTB HeXapaKTepHBI, OHAKO aMUJIOMI03 BcTpedaercss y 10%
MalreHToB (Kak IpaBWJIO, aCCOLMUPOBAH C OIpeaeeHHBIMU
mytanusamu). [Tpu cbope cemeitHOro aHaMmHe3a y MalMeHTOB C
TRAPS crnenyer obpaiiath BHUMaHKE Ha CTEPThIe (DOPMBI 3a00-
JIEBaHUSI, TIPOSIBIISIIONIMECS] PELIUANBUPYIONICHT OOJIBIO B XKUBOTE
B COYETAaHWM C HEMOTMBUPOBAHHBIM TMOBBIILIEHUEM OCTpO(dazo-
BbIX MTOKa3aTeeit.

JlabopaTopHasi iTMarHoCTUKa HecrielM@prUIHa — OTMeYaeTcst
TIOBBIIIIEHNE YPOBHSI OCTPO(DA30BBIX PEaKTAHTOB BO BPEeMsI TTpH-
cryma. [TonTBepxXaaromnias IMarHOCTUKa — BBISIBICHUE MyTaIlUid
BreHe TNFRSFI [15].

Tepanus 3axiouaercs: B npuMmeHeHue 'K B MoMeHT nipu-
CTYIIa, OHAKO UMEETCsl PUCK Pa3BUTHSI TOPMOHO3aBUCUMOCTH.
HecMoTpst Ha HaMIMe MyTalluy B TeHe, KOIUPYIOIIEM pellel-
top ®HO «, npumenenne 6okaropoB ®HO o okazanoch ma-
103 HEKTUBHBIM, OTMEUYEH HEIMPOIOJIKUTEIBHBIN U 3a4acTyIO
HeroHbIi ux 3ddexrT [16]. Hanbosee mepcrneKTMBHBIM HaIpa-
ieHuem Tepanuu TRAPS, mo MHeHUIO psiia 9KCIIEpTOB, SIBJISI-
ercs mpuMeHeHue 6okatopo UJI1.

Cumnmomot, hacmopaxcugarousue 6 omuowenuu TRAPS:

* 1e0I0T TMXOpaIKy nocye 3 JieT;

* JIMXOpaJKa CTPOTO Iepuoanudeckast. HAIUTeNTbHOCTh
npucrtyna — 7—28 mHeil, Kak mpaBuiao, 2—3 3mu304a B TOI.
Bo3MOXHO TOsIBIeHWE YPTUKAPOIOJ00HOI ChINMKU BO BpeMsi
JIMXOPAJKU;
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lenemuueckoe munuposanue
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Husicuit pucrc <1,32 3abosneBanne ¢ AP-

HacJe10BaHUEM, CBSI-
3aHHOE ¢ MYTallUsSIMU
B IeHEe MEBAJIOHOBOM
kuHa3bel (MVK). [e-
O0I0TUpPYET B BO3pacTe
6 Mec u Ooiyee, TU-
MUYHBl 3TIU30bl JIU-
XOPaaKu, TMPOTOJIKH-
TeJIbHOCTbIO 3—7 CyT,
coueTtamomiuecs: ¢ yp-
TUKAPOMOAOOHOM
ChINbIO, aMTO3HBIM
MOpaXeHUeM CJIU3U-
CcTOil 00070YKHU TTO-
JIOCTU pTa, a TakKxke
cepo3ut (60Jb B XKU-
BOTE), pBOTA, nMapes,
numdbageHonaTus,
apTpajruu, MUaITUU.
YacTo mpucTyIbl Mpo-

Habnwodenue (6— 12 mec)

Paspewenue cumnmomoe
uau yayuuerue

Y
Habarwoenue (6— 12 mec)

Puc. 2. Kaunuxo-ouaenocmuueckuii aieopumm, 0CHO8AHHbLIL Ha pesysvmamax Gaslini score

* XapakTepeH MepruopOUTAIBHBIN OTEK BO BpeMsI MIPUCTYTIA
JINXOPAJIKH;

® apTpaJITui, apTPUT, KOHbIOHKTUBUT, YBEUT, O0JIb B KUBO-
Te, CepO3UT (Yallle TIJAEBPUT) SIBJSIOTCS HETTOCTOSIHHBIMU;

* 00s13aTesIbHO BhicOoKMe noka3areau COD, CPb u ¢uod-
pUHOTeHa BO BpeMsI IIpUCTyIa. BHe mpucTyIia, Kak mpaBuiIo,
aHaJIU3bl B HOPME, XOTSI y YaCTU TAllMEHTOB BO3MOXHO Ha-
JINYUE «HEOOBSICHUMO» MOBBIIIEHHBIX O0CTPO(ha30BhIX IMOKa-
3aTeJIe;

* XapaKTepHbl HEUTPOMUIbHBINM JIEHKOIUTO3 M TUIIO-
XpOMHasi aHEeMMUs, CUIEPOIEHHUs, TUIEPUMMYHOIJIO0YIMHE-
must A, M, G;

* nopaxkeHue opraHoB yyBcTB, LIHC HexapakTepHO;

* BO3MOXXHBI PeIyLIMPOBaHHBIC (DOPMBI, TTPAaKTUIECCKN O3
JIMXOpaaKu (TTPUCTYIIO00pa3Has eproandeckast 60Jb B (KUBOTE
B COYETaHUU ¢ OCTPO(Da30BbIMU MMOKA3ATESIMM);

® ceMeiiHbIif aHaMHe3 (clieayeT oOpalllaTb BHUMaHUE Ha pe-
IYIPOBaHHBIE (DOPMBI, aMUTIOUIO3).

IIpn nono3pennu Ha TRAPS Heo0xoauMsI ciieayionme uccJe-
JIOBAHUS:

1. KoHTpob 1a60paTOpHOI aKTUBHOCTHU (HEHTPOMPUILHBII
neiikouuto3, COD, CPb, cuneponenusi, runeppudOpuHoreHe-
MUs, TUTIEPUMMYHOIJIOOYIMHEMUS ).

2. SAA.

3. KoHcyabrauusi peBMaToJiora, MMeIoLero OrbIT JUarHo-
cruku TRAPS.

4. MonexkyIsapHO-TeHETUYEeCKOe  TUIIMPOBaHMWE  TeHa
TNFRSF 1. be3 MoeKyJIIpHO-TeHETUUECKOrO TUITMPOBAHMS Mar-
Ho3 TRAPS KIMHMYECKU MOCTaBUTh MPAKTUYECKU HEBO3MOXKHO.

IMauuentsl, crpanatoimne TRAPS, yvaile Bctpeyaiotesi Ha
npueMe y rneauarpa, MHQEKIMOHNCTA, ajlJIeprojiora, UMMYyHO-
JIora, pexke OHM T0TaaloT K OKYJIUCTY M PEeBMATOJIOTY.
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BOIIUPYIOTCS WHTEp-
KYPPEHTHBIMU 3a00-
JIeBAaHUSIMU, CTpec-
CcOoM, MepeoxaaxkaeHueM, BakKiiMHauueil. BHe npuctyna netu
YyBCTBYIOT ceOsl 310pOBbIMHU, 3aboJjieBaHUE, KaK IpaBujo,
He oTpaxaeTcst Ha pa3BuTuUM pebeHka. C Bo3pacToMm yacToTa
TMIPUCTYTIOB YMEHBIAeTC .

JlaGopaTopHasi AMarHOCTHKa HecreUnpHrUHa — ITOBBIIIE-
HHe ocTpoda3oBbIX MTOKa3aTeseii BO BpeMs TPUCTYIIa, BHE MPH-
CTyTIa Bce Mokasareau B HopMe. [10cKoIbKy KIMHUYECKHe Mpo-
sapneHus: HIDS BecbMa HexapakTepHBI, K TOMY K€ MPUCTYIIbI
MOTYT MPOBOIIMPOBATHCS MHTEPKYPPEHTHBIMU 3a00JIEBAaHUSIMU,
VMEIOIINMHY CBOIO KIIMHUYECKYI0 KapTUHY, KIMHUYeCKasl Tuar-
HOCTHKA HEBO3MOXHA, TPEeOYeTCS] MOJIEKYISIPHO-TEHETUIECKOE
MOATBEPKACHUE.

Tepanus Hecnenuduueckasi, Kak MpaBUIO, TIPU OTCYTCT-
BUM 3¢ deKTa OT HECTEPOMIHBIX MPOTHUBOBOCIIAIUTEIbHbBIX
MperapaToB M aHTUIIMPETUKOB Ha3HAYAIOT MPEIHU30JI0OH 110
cxeMme: B 1-i1 meHb — 1 MT/KT, BO 2-1i (Ip1 HEOOXOTUMOCTH) —
0,5 mr/kr. Ony0IMKOBaHBI KIMHUYECKUE HAOIIOMCHUS, TTOI-
TBepxKaawIme 3(pHeKTUBHOCTh aHTUIIUTOKMHOBBIX Tpernapa-
ToB B Tepanuu HIDS.

Cumnmompot, nacmopaxcugaroujue 6 ommuouwenuu HIDS:

* 1e6I0T JINXOPaIKU Mocje 6 Mec;

* JUTUTENTLHOCTh JIMXOPAMOYHOTO TIpUCTyra — 3—7 MHel,
TMPUCTYIIBI YACTO IMPOBOLUPYIOTCS MHTEPKYPPEHTHBIMU 3a00J1e-
BaHUSMU, CTPECCOM, TIEPEOXIaXKIEHUEM, BaKIIMHALIMECI;

* BO3MOXHA YPTUKAPOIOA00Hasl ChIITb BO BpeMsI IIPUCTYTIA;

* a(hTO3HOE MOpaXxeHue CAU3UCTON 000J0UKH MOJOCTH PTA;

* 6OJIb B XKMBOTE, PBOTA, JIMApest;

® apTPaTUU, aPTPUT, MUAJITUHN SIBJISTIOTCSI HETIOCTOSTHHBIMU,

* 00s13aTebHO BhICOKME moKazateinen COD, CPb u ¢u-
OpuHOreHa BO BpeMs mpucTyna. BHe mpucTymna Bce mokasa-
TeJIM B HOpMe, 3a00JieBaHKE HE OTpaXkaeTcsl Ha pa3BUTUM pe-
OeHka;
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® XapaKTepHbl HEUTPOMUIBHBIN JEHKOLIUTO3, TUTIEPUMMY-
Hom1oOynuHeMust A u D (He y BceX MallMeHTOB);

* opaxxeHue opraHos yyBcTB, LIHC He onucaHo;

® CEMEUHBIN aHAMHE3.

IIpu nomo3pennu Ha HIDS HeoOxomumbl clienyromue uccie-
JIOBAHUST:

1. KoHTpoJIb J1abopaTOpHOI aKTUBHOCTU (HEUTPODUIBHBII
neiikouuto3, COD, CPB, runepdubprHOreHeMusi, rUrepuM-
MyHorjoOyauHemust A u D).

2. SAA.

3. KoHcynbranusi peBMaTojI0Ta, UMEIOIIEero OIbIT JUarHO-
ctuku HIDS.

4. MoJekyasapHO-reHeTu4ecKoe TurmpoBaHue rena MVK.

5. be3 MoieKyIsIpHO-TeHETUUECKOTO TUITUPOBAHUST KIIMHU -
yeckM moctaBuTh nuarHo3 HIDS nmpakTruecku HeBO3MOXHO.

Yame Bcero ¢ manyeHTamu, ctpagatommmu HIDS, cranku-
BalOTCS TeAUATPhl, MH(PEKIIMOHUCTHI, aJJIEProJOru, UMMYHO-
JIOTH, TAaCTPOIHTEPOJIOTH, PEXKEe NX HAOIIOAAI0T PEBMATOJIOTH.

CMHIPOM MEePHOIUYECKOI JIUXOPAIKH C aIeHUTOM, (hapuHru-
TOM U aTO3HBIM cTOMATUTOM (Periodic Fever, Adenitis, Pharingitis
and Aphtous ulcers — PFAPA-cunopom, cunmopom Mapwanaa).
EnuncrBeHHOE 3a00eBanune u3 rpynmbl ABC, MonekymnsipHO-
TreHeTUYecKas IpUpoaa KOTOPOro He YCTaHOBJIEHA. XapaKTepu-
3yeTcsl peUUAMBUPYIOIIMMU 3MU30AaMU JIMXOPaaKu, KakK Ipa-
BWJIO, €XKEMECSIUHBIMU C YETKUMU MEXITPUCTYITHBIMU MHTEPBA-
JIaMU, TIPOIOJIKUTETLHOCTBIO 3—6 THEl, B COYeTaHNM C aHTHA-
MU. DT0 3a00JieBaHKE, IPU KOTOPOM MaTh peOeHKa MOXeT 0e3-
OIMOOYHO Ha3BaTh JATy CJEAYIOIIeH aHTWHBI. IUTeIbHOCTH
JIMXOPAJKK — OT 3 10 5 THEM, TUITMUEH DKCCYyIaTUBHBIM (apuH-
TUT, IIPU 3TOM JIETH OOBIYHO He XKaJlyIOTCsI Ha 00Jib B ropJie. Xa-
paKkTepeH pernoHapHbli TMMbaAeHUT, KaK MPaBUiIo, HE COMpPo-
BOXKIAIONINICST BBIPAXKEHHBIM 00JIEBBIM CUHIPOMOM. A(TO3HOE
TOpakeH!e CIM3UCTON 000JI0UKY ITOJIOCTH PTa, 6OJTH B XKUBOTE,
cycTaBax, MbIIILAX OTMEYAIOTCs He TIpU KaxaoM npuctyte [17].

ITomHOCTBIO OTCYTCTBYET 3(D(EKT aHTUOAKTEPUAIBHOM Te-
panuu. 3abosieBaHKE MPOTEKAET BeChMa cTepeoTuInHo. [lanueH-
taMm ¢ PFAPA-cuHIpoMoM 3a4acTyio HeolpaBIaHHO Ha3HAYaloT
KypChbl aHTMOAKTepUalbHOW Tepanuu. Mbl HabJI01aIM AEBOUKY,
uMeBliyo 42 snu3ona aHruHel B ctpykType PFAPA-cunapoma,
KaXXIIbIit M3 KOTOPBIX OE3YCTICITHO JICUMIN aHTUOMOTUKOM.

JlaGoparopHasi quarHocTMKa Hecrelur(puyHa: IMOBBIIICHUE
CO3, yposHst CPB, HelitpodunbHblii eiikouTos, SAA Bo Bpe-
M3 npuctyna. BHe npucTyna Bce mokasaresu B Hopme. st quar-
HOCTHMKU 1 JIEYeHMSI UCTIOIB3YIOT TeCT C IIPETHN30IOHOM, CXeMa
Tepanuu uneHTuyHa takopoit mpu HIDS. TlpumeuarenbHo, uto
Ha (hOoHe JICYCHUST TTPETHU30JIOHOM MCYE3ar0T JTUXOpaaKa U CUM-
MTOMBI SKCCYIAaTUBHOTO (hapyMHTUTa, aleHUTa U ahTO3HOTO CTO-
MaTuTa. XapakKTepHO PEe3KOe CHIKEHME IOBBIIIEHHOTO paHee
ypoBHst CPb. Tepanust PFAPA-cuHapoma 3akiodaeTcsl B Ha3Ha-
yeHUU |—2-IHEBHOro Kypca IpelHu30J0Ha (KaK yKa3aHO BbI-
1), OMHAKO YacTO 3TO MPUBOIUT K YKOPOUEHUIO MEKTIPUCTYTI-
HOTO TIepHofa, YTO HEMUHYEMO 3aKaHYMBACTCS XUPYPIUICCKUM
JICYEHNUEM — TOH3WLIdKTOMUEH, 3 dekTrBHOM B 99% ciydaes.
ITpu nogo3pennu Ha PFAPA-crHAPOM MbI peKOMEH/IyeM BbITOJI -
HUTb KIuHu4eckuit aHanu3 kposu (CPb u ¢pubpuHoreH) B riep-
Bble 24—48 4 nocJie Havyaia MpUCTyra, 3aTeM — TeCT C MPEIHU30-
JIOHOM ¥ TIOBTOPHO TIPOKOHTPOJIMPOBATEH TIOKA3aTe I aKTUBHO-
ctu. [Ipu ToTOXXUTETPHOM TecTe (pa3pelicHre CUMIITOMOB 3200~
JIeBaHMSI, HOPMaJIM3alusl TToKa3aTesIeil BOCIaIuTeIbHOI aKTHUB-
HocTr) auarHocTupyioT PFAPA-cuHIpoM U Hampap/sioT Malm-
eHTa K JIOP-Bpauy [1s1 BbINMOJIHEHWS TOH3UUI9KTOMUHU.
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Juaenocmuuecxue kpumepuu PFAPA-cunopoma [18]:

* PEIMIVBUPYIOIIE T30/l PeOPUITHLHOM TUXOPAIKH C JIe-
OI0TOM B BO3pacTe JI0 5 JIET B COYETAHUU KaK MUHUMYM C | u3 3
CJIEYIONINX CUMITTOMOB TIPY OTCYTCTBUY MPU3HAKOB MHGMEKIINHT
BEPXHUX JAbIXaTeJbHbIX MyTei 1 IUKJIMYECKOW HeUTporieHH: adp-
TO3HBIM CTOMATUT; IIEAHBII TUMbaaeHUT; (PapUHTUT.

C nmanueHTtamu, crpagatomumMu PFAPA, yaie BcTpeua-
I0TCSl TIeIMaTpPhl, OTOPUHOJAPUHTOJOTH, WH(MEKIIMOHUCTHI,
aJUIeprojIoTh, UMMYHOJIOTH, K PeBMAaToJIoraM Takue O0JTbHbIe
TOTaJaloT Pexe.

B nacrosiiiiee Bpemst Harbosiee TpyaHBI AJ1sT PACTIO3HABAHUS
ABC, He nMelolme 4eTKO 0YepUYeHHOM KIMHUYECKON KapTUHBI:
HIDS, TRAPS u FME B cBs3u ¢ 3TUM TpyImnoi no u3y4yeHuIo
ABC, pa6oratomieit B npoekte EUROFEVER non pykosojact-
BoM M. Gattorno, BbIBeneHa hopMyIia, TTONyINBIIIas Ha3BaHUE
Gaslini score (ITo MeCTy OCHOBHOTO IieHTpa — rocrutanb Gaslini
B [eHye). D1a hopmyJia MO3BOJISIET IO KIMHUYECKUM CUMIITOMAaM
BBIIEIUTD MALIMEHTOB C BLICOKO BeposiTHBIM ABC, KOTOpBIM He-
00X0IMMO TeHETUYECKOe TUIMPOBaHUE, U MALMEHTOB, y KOTO-
pbix BepossiTHOcTb ABC HeBenuka. Ha ocHoBaHuu a1oit hopmy-
JIBI OBIT pa3paboTaH TakKe KIMHUKO-TUATHOCTUYECKUN aJro-
pPUTM, C TTOMOIIBI0 KOTOPOTO MOXKHO pPAacTio3HATh MAIMEHTOB C
HekoTopeiMi ABC, He MMEINMK OTYETIUBON KIMHUYECKOM
KapTUHBI, U OMPENeNUTh MOKA3aHUsI IIsT MOJIEKYISIPHO-TEHEeTH -
YECKOTO TUITMPOBAHMSI U €ro CPOKH, BbIOpAaTh MPUOPUTETHBIE
IUTSI MOJIEKYJISIPHO-TEHETMYECKOTO TUTTMPOBAHMSI TeHBI.

JarHOCTUYeCKUil alrTOPUTM, OCHOBAHHBII Ha MCTIOIB30-
Banuu Gaslini score, ipencrasieH Ha puc. 2 [19].

Pacuyer Gaslini score:

— (0,067 x Bospact*) + (1,494 x 6GoJb B XHUBOTE') —
(1,504 x adroszHOe mMoOpaxkeHUe CIAM3UCTOM 000J0YKMu?) +
(1,958 x 60np B rpynHoil kietke’) + (0,901 x nuapes’) +
(1,503 x ceMeliHBII aHAMHE3’)

* BO3pacCT yKa3bIBaCTCsd B MECsllaX, HAJTUYMUEC U BBIPa’KCHHOCTb BCEX OC-
TaJIbHBIX KIMHUYECKUX CHUMIITOMOB OLECHUBAIOTCA TOJIbBKO BO BPEM:A
IpucTyIa, BHE NPUCTyIla OLEHKA HE IIPOBOAUTCA.

Jns pacuera Gaslini score UCIOJB3YIOT CAEAYIOIIUE KOJIbI
(cM. TabulLy).

Koodw 0as pacuema Gaslini score

IIpusHak Kon

Huxkorna — 0
WHorma niam yacto — 2
Bcerma — 3

1. Bousib B XuBOTE

Huxkorna — 0
Wnorma mam yacto — |
Bcerma — 2

2. AdTo3HOE MopakeHue

Her — 0
Ectp — 1

3. Bosb B rpyaHoit KieTke

Huxorna — 0
WNnorma — 1
Yacto — 2
Bcerma — 3

4. Inapest

Her — 0
Ectp — 1

5. CeMeiiHbIi aHaMHE3
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Cmamos onybaukosana npu purancogoii noodepicke 000 «Hosapmuc Papma» (Poccus) 6 coomeememeuu ¢ 6HymMpeHHUMU NOAUMU-
Kamu obuecmaa u deticmeayouwum 3axonooameascmeom Poccuiickoii Dedepayuu. OO0 «Hosapmuc apmar, eco pabomuuiku aubo npedcma-
sumenu He NPUHUMAAY YHACMUS 8 HANUCAHUU HACMOAWell CAmbU, He HeCym 0meemcmeeHHOCIU 3a CO0epIcanue Cmambi, a makKice He He-
cym omeemcmeeHHOCMU 34 N100ble B03MOICHbIE OMHOCAUUECs K OAHHOU cmambe 002080peHHOCIU AUO0 QUHAHCOBble cOAAUIeHUs] ¢ N00bIMU
mpemvumu auyamu. Muenue OO0 «Hosapmuc Papmar moxcem omauvamocs om MHeHUs Agmopa cmamvl U peoaKyiuu.
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