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BexueTa-noao0Hblii ceMeiiHblii ayTOBOCTAIMTEIbHBIA CHHAPOM — pPelKoe ayTOBOCHAJIUTEIbHOE 3200/1eBaHie C AYTOCOMHO-IOMH-
HAHTHBIM THIIOM HACJIEJIOBAHUA, B OCHOBe KOTOPOTO JIeXKAT reTepo3uroTHoie Myrauuu B reie 7NFAIP3. Cunnpom mpossiseTcs
PeNMINBUPYIONIUMH JIMXOPAIKOi, 3PO3UBHO-I3BEHHBIMH MOBPEK/ICHUSIMA CJM3UCTHIX 000JI0Y€K MOJOCTH PTA M TOJOBBIX OPraHOB.
B MupoBoii uTeparype onucaHo HECKOJIbKO NALMEHTOB C JaHHBIM 3a00aeBanneM. [IpeacTaBiaeHHblil B CTaTbe KIMHMYECKUI CTydai
JIeMOHCTPHPYET HOBBIii CMeIIAHHbI ()eHOTHI NATOJIOTHH B BUJIE COYETAHUS CUMIITOMOB, HAOMUHAIOIMX 00J1e3Hb Bexuera u ayto-
HMMYHHBII TuMbonpoandepaTUBHbIi CHHAPOM. DTO HAO/IIOEHNE MO3BOJISIET 0OOTATUTh HAINM 3HAHMS O TEHETHYECKON MpUpoIe
Bexyera-nogo0Horo ceMeifHOro ayroBOCHAIMTEILHOTO CHHAPOMA U YKa3bIBAeT HA HEOOXOIMMOCTb 0osiee AKTUBHO HCHOJIb30BATD
MOJIEKYJISIPHO-TeHETHYECKIE METO/IbI MCCIeI0BAHUSA TS M) epeHIHATbHOI TUATHOCTHKY JAHHBIX 3200.JIeBAHUIA.

Karoueswte caosa: demu, pedkoe (opghannoe) 3abonesanue, pesonamus, bexuema-nodoOuslii cemeiinblii aymosocnaiumenvHulil CuH-
dpom, een TNFAIP3, 0630p, kaunuueckuii cay4ail.

Ans untuposanus: [Notpoxosa E.A., banesa J1.C., CunsirnHa A.E., Sikywesa E.H., Ca¢poHosa M.[1. bexyeTa-nonobHbivi cemeriHbii ayToBocna-
JINTEJIbHBIV CUHAPOM: KITMHUYECKUI CrTy4ari n 0630p antepatypsl. Poc BecTH nepuHaton nneanarp 2021, 66:(2): 110-115. DOI: 10.21508/1027-
4065-2021-66-2-110-115

Behcet-like familial autoinflammatory syndrome is a rare autoinflammatory disease with an autosomal dominant mode of inheritance,
which is based on heterozygous mutations in the 7NVEAIP3 gene. It is characterized by recurrent fever, recurrent oral-genital ulcers.
Currently, only few patients with this disease are described in the world literature. The clinical case presented in the article demonstrates
a new mixed phenotype of pathology in the form of a combination of symptoms resembling Behcet’s disease and autoimmune lymphop-
roliferative syndrome. It allows us to enrich our knowledge about the genetic nature of autoinflammatory familial Behcet-like syndrome,
and indicates the need to more active use of molecular genetic research methods in the differential diagnosis of these diseases.
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Bexqua—noz[o6an71 CEMEWHBI  ayTOBOCTIATUTEb-
vt cuHapom (BITCAC, anra.: autoinflammatory
syndrome familial Behcet-like, OMIM 616744) — aT0
ayTOBOCTIAJTUTETbHOE 3a00JIeBAaHNE C ayTOCOMHO-IIOMM-
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HAHTHBIM TUTIOM HAaCJIeIOBaHUSI, TTPOSIBIISIIONIEECs Pelv-
JMUBUPYIOIIMMH JIMXOPAAKOW U 3PO3UBHO-SI3BEHHBIMU
MOBPEXICHUSIMUA  CJM3UCTBIX 000JIOYEeK TIOJIOCTH  pTa
U TIOJIOBBIX OpPraHoB. 3aboieBaHe BXOIUT B TPYITITY ayTo-
BOCTIAJIMTETbHBIX CUHAPOMOB. TepMUH «ayTOBOCITaJIEHUE»
obu1 npemtoxeH D. Kastner u O'Shea B KOHIIe MPONLIOTO
Beka [1]. DTo oTHOCUTENIBHO HOBAs TPYIITa 3a00JeBaHUM,
KOTOpast MpUBJIeKIa K ceOe BHUMaHUE YUEHBIX M Bpaydeid
B cepearHe XX BeKa M MHTEpeC K KOTOPO HEYKIOHHO
HapacTaeT B TocjienHue aecsatuietus. [Iporpecc B u3yue-
HUM  ayTOBOCTIAJIMTEIBHBIX ~ CUHAPOMOB  OOYCIIOBJIEH
MPOPBIBHBIM ~ Pa3BUTHEM  MOJIEKYISIPHO-TEHETUUECKHIX
METOJIOB MCCIIEIOBAHMSI, JABIIUM BO3MOXKHOCTH PaCIIv-
¢poBaTh TeHETUYECKYIO TIPUPOAY MHOTHUX ayTOBOCITAI-
TeJIbHBIX CUHAPOMOB. B ocHOBe 3TuX 3a001eBaHUil JiexKaT
MyTally TeHOB, YYaCTBYIOIIMX B aKTUBALIUK U TIOJIEPKa-
HUUW BOCTIAJIEHUS] B CUCTEME BPOXICHHOTO MMMYHUTETA,
MPEeUMYIIECTBEHHO B MOHOLIUTAX 1 Makpodarax [2, 3].
Inybokoe u3yyeHMe MeXaHU3MOB pPa3BUTHUS ayTO-
BOCTIAJTUTEIbHBIX CUHAPOMOB TTO3BOJIMIIO B TOCETHUE
TOIbI BBIIEIUTHh OTHENBHYIO TPYIIy — TaK Ha3bIBae-
Mble pesnonaTtuu (relopathy), B o0CHOBE KOTOPbBIX JIEXUT
HealeKBaTHasl aKTUBAIlUS TPAHCKPUITLIMOHHOTO SIIep-
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Ilompoxosa E.A. u coagm. bexdeta-1om100HBII CEMEUHBIIT ayTOBOCTIAIUTENbHBIN CHHAPOM

Horo dakTopa NF-«kB, mnpuBopsimas K ycuieHHOM
BBIpAOOTKE IPOBOCITAJIMTEILHBIX ITUTOKUHOB [4, 5].
TepMuH «penonaTusi» TPOU30ILIE] OT Ha3BaHUS JOMEHA
romoyiornu Rel, uMmerolierocst y Bcex npeacTaButeseit
cemeiictBa NF-xB, koTopslii obecrnieunBaeT oOpa3oBa-
Hue OenKoBBIX auMepoB, cBs3biBaHue NF-kB ¢ JIHK
U pealin3aluio MPOBOCATIUTEIbHBIX 3((PeKTOB.

Kak n3BectHo, NK-«xB urpaet kiitoueByto poJib B pery-
JISIUAW Pa3IMIHbIX UMMYHHBIX peakliiii 1 oOHapyxuBa-
eTCsl B KJIETKaX IMOYTH BCEX TUIIOB; €0 aKTUBALMSI MOXKET
MPOXOIUTh TIO JBYM IIyTSIM: KaHOHUYECKOMY U HeKa-
HOHMYecKoMy. HekaHOHMYecKMil MyTh 3amyckaeT Ouo-
JIOTMYECKHE TPOLIECChl, YYaCTBYIOIME B OpraHoreHese
JIMM)OIIUTOB, U peryavpyeT BbDKUBaHue B-numdornron
MocJjie akTUBAlIMU UX JIMTaHaaMu 13 cyriepcemeiictBa TNF
(tumor necrosis factor), Hanpumep CD40L. Kanonuue-
CKUIA TTyTh MHIYLIMPYETCS CBSI3bIBAHUEM TTPOBOCTIAIUTE b~
HbIX HIUTOKUHOB (TakuX, kak TNF u IL-13 unu natoreH-
aCCOLIMMPOBAHHBIX MOJIEKYJISIPHBIX CTPYyKTYp — PAMP)
C COOTBETCTBYIOIIMMU pELIeNTOPaMU U PEryJIupyeT Tpo-
11ecCChbl UMMYHHOTO OTBETa, BOCIMAJIEHUSsI, Tpoudepaiuu
KJIETOK U TTOaBJIeHue arnonTo3a [6—8].

ITpumepom penonatum ¢ axkrtuBauuein NK-«xB
MO KJAaCCMYECKOMY TIyTH CIYXUT bexuera-momoOHbIi
CeMEMHBIN ayTOBOCIAJIUTEbHBI CUHAPOM (CMHOHUM
cuHApoM TaruioHenocrtatouHoctn A20). 3aboseBaHue
BbI3bIBAETCS T€TEPO3UTOTHOMN MyTalueit B reHe TNFAIP3
(TNF-Alpha Induced Protein 3), nokajiu3oBaHHOM
Ha [UTMHHOM T1jTede XpoMocoMblI 6 (6q23.3). Ten TNFAIP3
COCTOUT U3 7 3K30HOB, KoaupyeT 6e10K A20, KOTOpbIii
SIBJISIETCSI MOJIEKYJIIPHBIM «TOPMO30M» KaHOHUYECKOTO
nytu aktuBaiuu NF-«B [9, 10].

IMTporeun A20 comepxut N-koHueBoit OTU-nomen
n 7 ZF-nomeHoB Ha C-KOHIlE ¢ YOMKBUTMHJIWUTA3HOM
akTUBHOCTHIO [11]. Momudukaius yoOuKBUTUHA B CUT-
HambHBIX MoJiekynax NEMO/IKKy, TRAF6 u RIPKI
MPUBOAUT K WX MHAKTUBALIMM, WHTMOMPOBAHUIO CUT-
HaJIbHOTO TMYTU W CHUXEHUIO TMPOAYKIIMKA Meaua-
topoB BocmaneHus: IL-1p, TNF, IL-6, IL-18 u IL-17
[9, 12—14]. Ilpu myrauuu B rene TNFAIP3 cHuxaeTcs
BbIpaboTKa A20 M «pacTOpMaxkKMBaETCsI» KJIACCUYECKUIA
CUTHAJILHBIN TyTh HApsIAy C aKTUBALIMEN TPAaHCKPUTILIM-
OHHOTO siiepHOTO (haKTOpa U BHIPAOOTKON MTPOBOCITAIM-
TEJbHBIX [IMTOKWHOB.

Ilo maHHbBIM JUTEpaTyphl, MyTauuu B reHe TNFAIP3
acCoIMMPOBAHbl HE TOJBKO ¢ pa3BuTueM bexdera-mo-
JIOOHOTO CEMEHOro ayTOBOCHAIUTENbHOIO CHUHIPOMA,
HO M ¢ Apyrumu 3abosieBaHUsIMU. B uyacTHOCTH, TeHe-
TUYECKUE HCCIIeI0BaHUS TIPOJAEMOHCTPUPOBAIN CBSI3b
ONHOHYKJIEOTUIHBIX noauMopbusMoB (SNP) TNFAIP3
B COMaTUYECKUX KJIETKAX C PSIIOM ayTOMMMYHHBIX 3a00-
JIeBAaHUI, TaKUX KakK CHCTeMHasl KpacHasi BoOJIYaHKa
[15—17], peBmatouaHbrii aptput [16], 601e3ub KpoHa
[18, 19], a Takke tumpomamu [20, 21].

3abojieBaHME OTHOCUTCSI K peakuM (opdaHHBIM),
HECKOJIbKO JIeT Hazaj ObUlo BKJIOYeHO B 0azy OMIM
Ha OCHOBaHMM OIyOJMKOBaHHBIX Q. Zhou M COaBT.

(2016 ) manubx [22] o 14 mamumentax (12 >KeHIIWH
1 2 MyX4YMH) U3 6 HEpOACTBEHHBIX ceMeil (eBporeii-
CKMe KaHalllbl, eBpOIeCKNEe aMepUKaHIIbl, TOJUTAH/ILIbI
U TYPKU), UMeIoIUX MyTaluu B reHe TNFAIP3 1 paHHIO0
MaHuGeCTali0 KIMHUYECKUX CUMIITOMOB, aHaJoTHUY-
HbIX Oosie3Hu bexuyera. [IpumeuarenbHO, 4TO 5 U3 3THUX
MalyeHTOB ObLIM BBISIBICHBI B pe3yJibTaTe TeHeThde-
CKOT0 McciefoBaHusl KOoropTel n3 150 mammeHToB ¢ aua-
THOCTUPOBaHHOU Oose3Hblo bexyera, u eme | manu-
€HT — B aHaJOTMYHON BBIOOPKE B3POCIBIX MAllUEHTOB
TYpPELIKOTO 1 SITTOHCKOTO TpoucxoxaeHus (rmo 384 yeno-
Beka cootBeTcTBeHHO). B 2017 . M. Takagi u coaBt. [23]
OMNMUCAIM KIIMHWYECKUI clydail 7-MeCcS/MHOTO MajbuMKa
C CHMNITOMaMH, COOTBETCTBYIOIIMMU AUATrHOCTUYECKUM
KPUTEPUSIM  ayTOUMMYHHOTO  JuMornpoandepaTns-
HOTO cUHApoMa. MajlbuyuK ObLI HOCUTEJEM TeTepPO3UroT-
Hoil mytanuu c.1245 1248del (NM_001270507) B reHe
TNFAIP3 (p.Glin415 f5*) co cABUTOM paMKU CUUTHIBAHUSI.
Takum o0pa3om, B HacTosI1Iee BpeMsl B MUPOBOIi JIUTepa-
Type MpeACTaBIeHbl 1Ba (PeHOTUMA CUHAPOMA: MePBbI —
HarnoMUHaIoMi 6oie3Hb bexueTa, BTOpoil — 1Mogo0HbIi
ayTOUMMYHHOMY JTUMGOTpoSinhepaTUBHOMY CUHIPOMY
CO 3HAYUTEJbHBIM TPeodJalaHheM B KOJIUYECTBEHHOM
COOTHOIIEHUU MEePBOro BapuaHTa. Bmecte ¢ TeM OKOoHYa-
TeJIbHbIE BbIBOJIBI JIEATh MPEXIEBPEMEHHO B CUITY MAJIOTO
Yyycia MPeACTaBIeHHbIX KIMHUYECKUX CTyYaeB.

MaHnudecranusi KIMHUYECKUX CUMIITOMOB Hadu-
HaeTcsl B paHHEM BO3pacTe U B OOJIBIIMHCTBE CJy4yaeB
HarmoMuHaeT Oosne3Hb bexuera (tadna. 1) [22]. KnuHu-
YeCKNe CUMIITOMBI 7-MECSYHOro pedeHKa, ONMMCAaHHOTO
M. Takagi u coaBt. [23], cCOOTBETCTBOBaIM ayTOMMMYH-
Homy JuMoriponudepaTuBHOMY CHUHAPOMY M BKJIIO-
Yajau JIMXOpalKy, JABYCTOPOHHIOWO MIEHHYIO JuMdb-
aJIeHOMNAaTHIO, TEeNaToCIUIEHOMETAINIO, TPAH3UTOPHBbIN
CUHIPOM LIMTOJIN3a (aKTMBHOCTh aJlaHMHAMWHOTPAHC-
depas3sl B 1,5 pasa, acmapraramMuHOTpaHcdepasbl —
B 2,5 pasa BbIllIe HOPMbI), IK3aHTEMY, TPOMOOIIUTO-
MEHUIO, TUMepraMMarjoO0yJIMHEeMUI0, BBICOKHE YPOBHU
1gG, IgM, IgA, Hanuuue ayTOAHTUTEN K ABYX- U OJHO-
nenoyeyHoit AHK, aHTuHyKI€apHbIX aHTUTEN, yBEJIUYE-
HUEe KOHIIEHTpallM1 MapKepoB BocrajieHus (C-peakTuB-
Horo Oenka, pepputuna, IL-10, IL-18, sFasL).

C y4eToM KJIMHUYECKOW CHMIITOMATUKH, CXOXek
¢ 6osie3Hblo bexuera, ayTouMMyHHBIM JIMMpoTiponunde-
paTUBHBIM CUHIPOMOM, BeIylllasi pojib B TUarHOCTUYE-
CKOM TIoucKe 1 nuddepeHInaNIbHON TUaTHOCTUKE TTPU-
HaJIJIEXXUT TEHETUYECKUM METO/IaM MCCIIeI0BAHUSI.

B HacTosiiiee Bpemst B IuTepatype onrcaHo 7 rerepo-
3UTOTHBIX MyTalnii B reHe TNFAIP3, acCOLMMPOBAaHHBIX
¢ pazButueM bexueTta-nogoOHOro ceMeitHoro ayroBocma-
JINTEJILHOTO CUHJpOMa, cpeau KOoTopbix Tpu (p.Leu227%,
p.Phe224Ser fs*4, p.Pro268Leu fs*19) pacmonmaratorcst
B 5-M 3K30He, 2 (p.Arg271*, p.Tyr306) — B 6-M 3K30He,
komupytormmiM noMeH OTU-6enka, u mBe (p.Thr604Arg
f5%93, p.GIn415fs *) — B 7-M 3K30HE, KOAUPYIOIIEM TOMEH
ZnF4. O6e obHapyXeHHbIe MyTalluu B 7-M 9K30HE UMEU
cratyc de novo [22, 23]. B npuBeieHHOM HaMU KJIMHUYE-
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CKOM cJIyyae y TMallMieHTa BBISIBJIeHa paHee HeolmrcaHHast
reTepo3nUroTHass MyTauusl B 3-M 3k3oHe reHa TNFAIP3
(chr6:138196112G>A), mpuBoasIast K MOSBICHUIO caiiTa
MpeXIeBpEMEHHON TepMMHALIMU TpaHCIsIMu B 142
konoHe (p.Trp142Ter, NM_001270507.1).

Knunnyeckuii ciyvaii. Manbuuk A., 9 set, mocTymui
B mnenMatpuyeckoe otneseHue MHcTuTyTa mnemnmaTtpuun
M. akagemuka FO.E. Bensrumena B 2016 1. ¢ skanobamu
Ha pEeLMIUBUPYIONINI SI3BEHHBI CTOMATHUT, JTUXOPAIKY,
yBeJIMUeHWEe JTUM@aTUIECKUX Y3JI0B, TOJOBHBIE O0OJIH,
MOTJIMBOCTh, YTOMJISIEMOCTb, CJTA00CTh, OOJTN B KUBOTE.

ITocTosTHHOE MECTO KUTENhCTBA CEMBU — PETUOH
C YpPOBHEM 3arpsI3HEHHMs IOYBBHI MO 1e3uio-137 —
1665 xkbk/M? (30Ha ¢ rTpaBoM Ha orcejieHue). Ha MomeHT
aBapun Ha YepHoObUIbCKOM ADC MaTepu pebeHKa ObLIOo
5 neT, oty — 15 Jer.

PeGeHok oT miepBoii OEpeMEHHOCTH, MpPOTeKaBIIeH
Ha (oHe ToKcrKo3a B | TpuMecTpe 1 000CTpEeHUsT XPOHU-
yeckoro rnuenoHedputa Bo Il Tpumectpe, cpouHbIX puzno-
JIOTMYECKUX POAOB; Macca mpu poxiaeHnu 3600 1, mmHa
52 cM, otieHka o mkane Anrap 8/10 6amuioB. Ha rpymHom
BcKapMimBaHuM 10 15 mec. B Bospacte 10 Mec mepenec
MPaBOCTOPOHHIOK CErMEHTAPHYIO TTHEBMOHMUIO.

PomocioBHast oTsromieHa 1o psimy  3a00JIeBaHUIA:
y Marepu — XPOHWYECKUI THEJTOHePUT, MO JIMHUKA

KJINMHUYECKUE CJTYHAU

Marepu y 6a0yIIK1 — ruriepToHndecKasi 60je3Hb, TPOMO03
COCY/IOB TOJIOBHOTO MoO3ra (CcMepTh B Bo3pacte 51 rona),
1O JIMHUU OTIa Y 0a0yIIKK — TUMepTOHUYeCKasl 00JIe3Hb,
BapuKO3Hast 00JIe3Hb BEeH HUKHUX KOHEUHOCTE.

W3 anamHesa 3a06051eBaHUST U3BECTHO, YTO MaHM(eCTa-
1T CUMITTOMOB TIPOM30I1UIa B Bo3pacte 1,5 roma ¢ mosiBite-
HUSI TUXOPAIKU, aTO3ZHOTO CTOMATUTA, PBOTHI, HAXOIWIICS
Ha CTallMOHAPHOM JICYeHUN B MH(EKIIMOHHOM OTIEICHUN
10 MECTY XXHUTeJIbCTBA. BO BpeMst 00cIe10BaHMST BBISIBIICHBI
MPU3HAKK KeJie30Ae(UIIMTHON aHeMUU JIETKOM CTereHH,
rernaTocTuIeHOMeTanus 1 TuMdbaneHonatust. B mocnemyio-
IIMe TOIBl OTMEYAJIOCh 10 3—4 3IMM30I0B SI3BEHHOTO CTO-
MaTUTa B TeYEHWE TOJa, COMPOBOXKIAIOIIMXCS JIMXOpAI-
koii 10 40 °C TIpomoKUTETLHOCTRIO 5—7 THEH, B peIKux
CJTydasiX TIOSIBJICHMEM eIWHUYHBIX 3PO3WiA Ha CIIM3MCTOM
000JI0YKe TI0JIOBOTO WIeHa, COXPaHSTUCh TeHepaT30BaH-
Hasg JMdaneHonaThsl, TeraToCIIeHOMETausI, JierKast
xenezoneunTHasg aHemust. [TpoBoIMIMCh HEOMHOKpAT-
HBle KYpChl Tepanmuu OaKTepuaJbHBIMU JIM3aTaMU, TPO-
TUBOBUPYCHBIMA M aHTUOAKTEpUATBHBIMU TIperapaTamMu.
C JIOIIKOJILHOTO BO3pacTa Havyajau OeCrOKOUTh MEepUOIn-
YyecKre 00 B OKOJIOMYTIOYHOM 00J1aCTH, YTOMJISIEMOCTD,
¢71a0b0CTh, TTOTJIMBOCTh, TOJI0BHEIE 0o, C 4 jeT Habmo-
JaeTcsl TaCTPOIHTEPOJIOTOM C IHMATHO30M: JUCHYHKIIMS
OMIIMApPHOTO TPaKTa, ¢ 7 JIeT — HEBPOJIOTOM — C pacCcTpOii-

Tabauya 1. Knmanmyeckas manndecrtamus y nanueHToB ¢ bexyeTa-nogo0HbIM ceMeiHbIM AyTOBOCTIAJMTEILHBIM CHHAPOMOM [22]
Table 1. Clinical manifestations of individuals with autoinflammatory syndrome familial Behcet-like [22]

Yucio nanMeHToB

IIpusnak ¢ MPU3HAKAME/BCETO JleTanu3anus Nnpu3HAKOB
MManueHToOB

Manudecraius:

1o 3 1et 3/11

3—6 ner 3/11 Ot 7 mec 10 16 net

7—10 net 1/11

11—-18 et 4/11

S3BBI CIMBUCTOM 000JI0UKY TTOJIOCTH PTa 11/11

SI3BBI CTMBUCTOI 000JOUKH MTOJOBBIX OPTaHOB 10/11

KoxHbIit cuHIpoM 4/11 DOoTUKYIINT, 9pUTEMATO3HBIE TAILYJIbI

ITopaxeHue ra3 3/11 YBeuT, peTMHAJIbHbIN BACKYJIUT

TTopaxkeHre HEPBHOI CUCTEMBI 2/11 LlepeGpoBacKyInT, XOpesi, MUTPEHb, TOJIOBHAS 00JIb

Tlopakerive KenyotHoSK i HOTO pakTa 5/11 DPpO3UBHO-SI3BEHHBIE TTOBPEKIEHNUSI, AHOPEKCHSI,
ne(ULIUT MacChl Tejia

IlaTeprus 3/11

AT ST 6/11 Yaie HeneopMUPYIOLINIA TOJUAPTPUT C TTOpaxKe-
HUEM KPYITHBIX ¥ MEJTIKUX CYCTaBOB

Tlepuoauueckas 1uxopaaka 2/11
AnTHHYKIIeapHbIe (4/11), BOMT9aHOYHBIN aHTH-
KkoaryasHT (3/11), aHTUTeNa K ABYXLIEITOYSUHOM

AL L 6/11 JAHK (1/11), antukapauoaunuHosbie (1/11), aHTuH-
Tesia K puboHykieonporenny (1/11)

TemonuTrueckas anemus 1/11

TpombolMTONEeHNYeCKas mypiypa 1/11

JInmdorenmst 2/11
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CTBOM BETreTaTMBHOI HEPBHOM CHUCTEMBI; B 3TOM € BO3-
pacTe 3HIOKPWHOJIOTOM JUArHOCTUPOBAH ayTOMMMYHHBIT
TUPEOUIINT, 3aMECTUTENIbHAS Teparysi TOPMOHAMU IIHATO-
BUIHO >XeJie3bl He TIPOBOINIIACH.

Ilo nmaHHBIM OOBEKTMBHOTO OCMOTpAa COCTOSIHUE
MpU TIOCTYIJICHUM pacUEHMBANIOCh KaK CpeaHeil cre-
MEeHW TSKECTH, (DUBMUECKOe pa3BUTHE — TapMOHMWY-
Hoe, Me3ocoMaroTunl (Macca tena 28 Kr, 25—75%o, poct
132 cMm, 25—75%0), obpalany BHUMaHue OJIETHOCTh KOXK-
HBIX TIOKPOBOB, TeHepaln30BaHHasT JMM(baIeHOTaTHsI
(TiepeiHe- W 3agHelIeitHble TUM@aTUIecKue y3Jbl aua-
METPOM JI0 2,5 cM, momuentocTHeie — 1,0 cM, HagKITIound -
Heie — 0,8 cM, monmbieyHbie — 1,0 cm, maxossie — 1,0
CM, Haja JUMGATUIECKUMU Y3JIaMH KOXKHBIE TTOKPOBBI
He W3MEHEHBI, TeMIlepaTypa He TOBBIIIeHA, JUMbaTH-
YeCKHWe Y3JIbl TTOABMIKHBIE, C OKPYXAIOIIUMU TKaHSIMU
He crassHbl, 0e300Jie3HeHHbIe, TUIOTHO-3JITACTUYECKOM
KOHCUCTEHIIMH), TenmaToCIIeHOMeraaus (IMaJblaTopHO
Kpaii meyeHu BeIcTynaeT Ha 1,0 cM u3-mox Kpast pebepHOit
JIYTU TI0 CPEAHEKITIOUMYHON JIMHUU, Kpail Cele3eHKH —
Ha 2,0 cMm), ymMepeHHass OOJIE3HEHHOCTh MPU TMaJIblaluy
MUWIOPOIYOJeHATbHOK 30HbI. Ha MOMEHT rocnuranusa-
MM OOOCTPEHUST ayTOBOCTIAJIIMTENILHOTO 3a00JIeBaHUS
He OBUIO (TeMmIlepaTypa Tejla HOpMallbHasl, CIU3KCThIE
000JIOUKH TIOJIOCTH PTa, TTOJIOBBIX OPTAHOB YHCTHIE).

B kimHMYECKOM aHaiM3e KPOBM OMPECIISTIOTCS TP~
3HAKW TMTIOXPOMHOM aHeMMM JIETKOW CTereHU (IPHUTPO-
untel 4,73-10'2/n, remormooud 115 1/1, cpenHuii 06beM
sputpounToB 72,1 i, cpenHee conepkaHre reMorjo0nHa
B aputpouute 24,4 mr, 1iBeToBOI nokazatesb 0,73), B 61o-
XUMHWYECKOM aHaIn3e KPOBU — TPU3HAKU CUICPOTICHUH
(>keJ1e30 CHIBOPOTOYHOE 4,2 MKMOJTb/JI, 00I111asT 3KeJIe30CBsI-
3bIBAIOIAs CITOCOOHOCTh CHIBOPOTKM KpoBU 76,8%, dep-
puTuH 11 Hr/MJI), HE3HAUUTESHHOE MMOBBILIEHUE YPOBHSI
JlaKTaTaeruaporeHassl 10 454 en/n (Hopma no 450 en/n),
JIACTIPOTEMHEMUST 32 CYeT THIepraMMarjooyTuHeMUN
(otH. 19,2%, abc. 13,2 t/7). Tlokazatenu ocTpodazoBbIX

6eJIKOB He TIPEBBIIIAIN JOMYCTUMBIX HOPMATUBHBIX 3HAYE-
Huit (C-peakTuBHBIN Oenok 3 Mr/in, ¢epputuH 11 Hr/mi,
¢ubpuHoren 2,0 r/m). Pesynbrathl MMMYHOJOTUYECKOTO
WCCIIEIOBAHUST  TIOKa3aJld  He3HAUYMTeJbHOE — COKpallle-
HUEe TIONYJISILIMKA [IMTOTOKCUIECKHUX JTUM(BOIIUTOB HapSIIy
¢ yBeuuenuem IgA, IgE (tabn. 2) m Hecrieumndpuyecknx
ayToaHTUTeN (aHTUHYKJIeapHbIA (akTop — 1:160, MenKo-
TPaHYJIIPHBIA TUI CBEUCHUS; aHTUTeTa K IBYXCITUpATb-
Hoit IHK — 57,1 en/mn, HopMma no 20 en/mu). M3yueHue
TUPEOUTHOTO TIPOMUIIST BBISIBUIIO 3HAYUTETLHOE YBEJTIe-
HHUE CITeIMPUUECKX ayTOAHTUTENT K THPEOIIepOKCHIa3e
1o 216 ME/mn (ipu HopMme 1o 30 ME/mi) u tupeorio-
oynmuny — no 12,2 ME/mn (nipu Hopme no 4,0 ME/mi)
MPY HOPMAJIBHBIX YPOBHSX TUPEOTPOITHOTO TOPMOHA, CBO-
Goaubix T, 1 T,, 4TO MOATBEPANIIO TEUEHHUE Y PEOEHKA ayTO-
VMMYHHOTO THpEOUANTa 0e3 M3MEHEeHUST (PYyHKIIMOHAIb-
HOTO COCTOSTHUS ITUTOBUIHOM 3KeJIe3bl.

C penvio muddepeHINaTbHON IMAarHOCTUKUA TeHe-
palM30BaHHON JUMdaneHOaTu TPOBOIUINCH AWa-
CKUH-TECT, OUArHOCTMKAa C TIOMOIIbI0 MMMYHOMIYO-
PECLIEHTHOTO aHaju3a HauboJiee BepOSITHBIX MH(EKINi
W Tapa3suTo30B (BUPYCHl TPOCTOrO reprieca 1-ro
W 2-TO THUTIOB, LIMTOMETAJIOBUPYC, BUPYC DMINTEHA—
Bapp, Bupyc repreca yenoBeka 6-ro M 8-To THUIIOB, XJia-
mumodwiIa, MUKOIUIa3Ma, BUPYC WMMYyHOAe(hUIIUTA
yejoBeKa, OJiegHas TpermoHeMa, BUPYCHl TEMaTUTOB
B u C, TokcomiazMo3, ackapuao3, OMUCTOPX03, IXU-
HOKOKKO3, TOKCOKapo3). TakuM o0pa3om, HUCKIOYEH
WHOEKIIMOHHBIN 1 TTapa3uTapHbIi TeHe3 CUHApOMa.

Ilo pe3ynbrataM WHCTPYMEHTAJbHBIX — MCCIIEIOBA-
HMIA BBISIBICHBI M3MeHeHus. 1o JaHHBIM  YJIBTPa3ByKO-
Boro wuccrenoBaHust (Y3U) opraHoB OprOIIHOIN TOJO0-
CTM W TIOYEeK — TeraToMeTajins, peakKTUBHbIE M3MEHEHUS
TeYeH!, YBEJTMUCHIE XeJTUHOTO ITy3bIps, peaKTUBHBIE N3Me-
HEHUST TTOKETYIOYHOM KeJie3bl, CIITIEHOMETaJTUs, YBETJe-
HHe (KOJMYECTBEHHOE M TI0 JIMHEMHBIM pa3MepaM) Me3eH-
TepUATbHBIX JTMM(PATUUECKUX Y3JIOB, JTUM(PATHIECKHX Y3IIOB

Tabauya 2. Pe3yabTaTbl UIMMYHOJIOTHYECKOTO UCCIIEIOBAHUS MAIIMEHTA

Table 2. Results of the immunological study of the patient

IToka3arenan Pesyasrar, % Hopma, % Pesyasrar, aoc. Hopma, aoc.
CDI19+, CD3— 26,8 10-31 702 B 1 MKJT 200—1600 B 1 MK
CD3+, CD19— 63,2 55-78 1653 B 1 Mxur 700—4200 B 1 MK
CD3+, CD4+ 42,3 27-53 1065 B 1 Mxit 300—2000 B 1 MK
CD3+, CD8+ 17,3 19—34 230 B 1 MK 300—1800 B 1 MK
CDI16+, CD56+, CD3— 7,5 4-26 177 B 1 MK 90—900 B 1 MK
CD3+, CD16+, CD56+ 1,0 0,5—6,0 258 1 MK 7—165 B 1 MK
CD3+, HLA—DR+ 3,0 3—14 83 B 1 MK 50—700 B 1 MK
CD4+, CD25+ 4,9 160 B 1 MK
IgM, r/n 1,32 0,5-2,5
IgA, r/n 2,17 0,35-2,0
1gG, r/n 12,1 6,5—16,0
IgE o6mmii, ME /Mt 360 1o 83,3
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B BOpOTAX TeUeH! U cesie3eHKU. Y3 MTOBUITHOM KeJe3bl:
nuddy3Hble U3MEHEHUSI IIMTOBUIHON Keje3bl, 00beM
LIUTOBUIHOM Xeje3bl 6,8 cM?, yBemueHne (KOJMIeCTBEH-
HOEe W TIO JIMHEHHBIM pazMepam) JIMM(MATUIECKUX Y3TI0B
MHOTUX Tpyri. ®uoporacTpomyoneHOCKOIHS: TyONeHWT,
aKcnpecc-TecT Ha Helicobacter pylori orpuniatebHbIN. Diek-
TpOKapIrorpaMMa B TpejiesiaXx BO3pacTHOM HOPMBbI. DXoKap-
Juorpaduyeckrie TIpU3HaKK TTIOPOKOB Ceplia He BISIBJICHBI,
ornpe/iesieHbl TIPOIOJIbHbIE TPAOEKYJ/Ibl B JIEBOM KEITYIOUKE.
Ha xommbloTepHOIT TOMOTpaMMe OpPraHOB TPYAHOM KIIETKU
OovyaroBble W WHMWIBTPATUBHBIE M3MEHEHUS B JIETKMX
He BBISIBJIEHBI, 00HApY>KeHbI IPU3HAKK MUKPOAJICHOITATHH.

PebeHOK KOHCYIBTUPOBAaH 3HAOKPUHOJIOTOM — JIHar-
HOCTHUPOBAHBI ayTOUMMYHHBIA TUPEOUANT, TUTIEPTPODU-
yeckasi hopma; aytupeo3. OPTanibMosIoromMm ycTaHOBIEHA
muonusi ciaboit creneHn OU. VYposiorom BbISIBJIEHBI
YaCTUIHBbIE CMHEXUM KpaitHel mmoth. 1o 3akimoyeHuo
(bTr3maTpa, 4eTKUX MaHHBIX, TTOATBEPXKIAIONINX TyOep-
KYJIE3HBII MpoIIecc, He TOJYyYeHO, U1 YTOUHEeHUS Auar-
HO3a HeoOXxonuma Ouoricus JauM¢aTUIecKoro ysia.
C 1enblo UCKIOYEHUS crnenudUuIeckoro mpoiiecca
u aumdonposndepatuBHOro 3abosieBaHusI Oblia TIPO-
BelleHa orepallMoOHHasi OMOITICUsT IIEHHOTO JuMdaTrie-
CKOTO Yy3Jla, OMOTICUIHBIA MaTepuan KOHCYJIBTMPOBaH
B POHLI nm. H.H. broxmna: naHHBIX, TOATBEP>KIAIOIINX
JmuMboMy, HET, B TIpeICTaBIeHHOM MaTtepuaie — IpU-
3HAKW peaKTUBHOM TUM@aaeHOTaTUH.

KitoueBbIM METOIOM B JIUArHOCTMYECKOM TTOMCKE
U nipoBefeHUU AU depeHIIMaTbHON AMarHOCTUKU CTaJIO
MOJIEKYJISIPHO-TEHETUUECKOe MCcClieoOBaHue, MO Pe3yiib-
TaTaM KOTOPOTO peOeHKY ObLI c(OpMYIUPOBAH 3aKITIO-
YUTENBHBIN KIWMHWYeCKWit nuarHo3. OcHoBHOM: bex-
YeTa-MojoOHbIA  CeMEeNHBII ayTOBOCITAJIUTEIbHBII
cUHApOM (TIepuoanyecKasi JMxopaaka, peluuauBUPYIO-
IIUI S3BEHHBI CTOMATUT, 3PO3WBHBIM 0aJaHOTIOCTUT,
reHepajauM3oBaHHasl JMMpaaeHoraTusi, renarocruieHo-
Meraiaus, XpoHuWuyeckuit ayoneHuT). ComyTCTByOIIME:
AyTOUMMYHHBIY TUPEOUIUT, TUTIEpTpodrIecKas popma,
sytupeos. XKenezonedunTHasE aHEMUS JIETKOM CTETeH!
CcMelllaHHOTO TeHe3a. Mwonus cnaboit cremenu OU.
BosneiicTBre pagnallnOHHOTO 3aTrPsI3HEHMSI.

OTCyTCTBUE KIIMHUYECKUX CUMITTOMOB ayTOBOCTIAIM-
TEJIbHOTO 3a00JIeBaHUSI Y poauTeseit pebeHKa Mpu ayTo-
COMHO-TIOMUHAHTHOM THIIe HACJeIOBAHUSI TTO3BOJISIET
cesiaTh BBIBOA O HAJIMYMM y MaJbuMKa MyTalliM, BO3-
HUKIEN de novo.

PeGenok Tmosyyasm CHUMNTOMATUYECKYIO Teparuio:
npenapaTbl Xeye3a, MeTabOJIUThI (JIEBOKAPHUTUH, yOU-
JleKapeHoH), aHTauuabl. Peakue obocTpeHus 3aboseBa-
Hus (3—4 pasa B rof), OTCYTCTBME CYCTaBHOTO CUHApOMa,
BOCTIAJIUTEILHOTO 3a00JIeBaHUSI KUIIIEUHMKA TTO3BOJIUIIN
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MOJIOCTH PTa M TOJOBBIX OPTraHOB). ¥ OMHOTO TallMeHTa
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3akntovyeHue

Takum o0Opa3omM, bexueTta-1momoOHBIII CceMeWHBII
ayTOBOCTIAJIMTEIbHBI CUHIPOM SIBJISIETCS OYEHb pe-
KMM 3a00JieBaHMEM, B OCHOBE KOTOPOTO JIeXKaT reTepo-
3UrOTHBIE MyTauuu B reHe TNFAIP3, OTBETCTBEHHOM
3a pa3BUTHE M TOHJIEpXKaHWE BOCHAIUTEBHOTO TMPO-
lecca B opraHu3Mme uejoBeka. B HacTosiiee Bpemsi
B MMpPOBOI JIMTEepaType OINMUCAHO HECKOJIbKO Talu-
€HTOB C JaHHOW MaTOJOTHEel, KJIMHUYEeCcKass KapThuHa
KOTOPBIX B OOJIBIIMHCTBE CJydyaeB WAEHTUYHA 00JIe3HU
bexuyeta, HO MOXeT OBbITb MOJOOHA AyTOMMMYHHOMY
nuMdonponudepatuBHOMY cuHapomy. I[lpeacraBneH-
HBII KIIMHUYECKUH cllydyail mo3BosieT 000raTUTh Halllu
3HaHUS O TeHeTu4yeckKoil nmpupojae bexuera-momoOHOTO
CeMEeHOro ayToOBOCTAIUTEIbHOTO CHUHApPOMA, JEMOH-
CTPUPYET HOBBIN CMEIIaHHBIA (PEHOTUIT B BUJE COYE-
TaHWsI CUMIITOMOB, HallOMUHaloIIMX 0oie3Hb bexuera
U  ayTOUMMMYHHBII JuMdonponudepaTuBHbIA CUH-
JIPOM, M TMOATBEPXKAAET HEOOXOAMMOCTh 0OJiee aKTMBHO
WUCIIOJIb30BaTh  MOJEKYJISIPHO-TEHETUYECKUE METO/IbI
nccienoBanus Wit uddepeHInaaTbHON TMarHOCTUKI
JIaHHBIX 3200JIeBaHUIA.
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