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MepHopHUUECKWH CHHAPOM, aCCOLMUPOBAHHbBIH
C MyTaLueH peuentopa hakTopa HeKpo3sa

onyxonu (TRAPS)

B.B. Pamees', J1.B. Jlbicenko (Koznoeckas)', C.0. Canyruna?, H.B. Yebotapesa',
H.M. BynaHos’, A.B. Hoeukos', M.B. bapcyk', C.B. Moucees'

MNepuoanueckuit CUHAPOM, aCCOLUUPOBAHHDIN C
MyTauuen peuentopa hakTopa HeKpo3a onyxosiu
(TRAPS), Hapsgy ¢ neproguyeckoi 6onesHbio,
OTHOCHTCS K rpyrne CEMenHbIX NEPUOLUUYECKHUX
JIMXOPAJOK — PELKMX HAC/IELCTBEHHbIX ayTOBOC-
nanuTenbHbix 3abonesaHui. Xapaktepuayercs
NPUCTyNaMu IMXOPafiKH, KOTOpble BO3HUKAIOT Oe3
SIBHOM NPHUYMHbBI, CONPOBOXAAIOTCA BONAMU B
YKMBOTe, MaKysionanysesHokl cbinbio, 6onamu B
MbILILAX WU CyCTaBax U labopaTopHbIMU NpU3HaKa-
MW BOCMaseHUs U NpofosiKatoTcs oT 5 aHen no 3
Henenb. [NepcucTupoBaHue ayToBocnaneHus npu
TRAPS moxeT npuBecTu K pa3eutuio AA-amu-
nowposa. B cratbe Ha npumepe agyx HabogeHHM
06CYK/AAI0TCA CNOXKHOCTU AMArHOCTUKMU U MeTofbl
neuenuss TRAPS.

KnioueBbie cnoBa. AymoBocnanetue,
TRAPS, AA-amunoudos, unmepneiikun-1, kaHa-
KUHYMae.

C.B. Moucees. [leprnoanueckuii CHHIPOM,
aCCOIIMMPOBAaHHBI € MyTalMell pelenrTopa
(axTopa Hekpo3a onyxoiu (fumor necrosis factor
receptor-associated periodic syndrome — TRAPS)
— 3TO peaKoe MOHOT€HHOE ayTOBOCMAIUTENb-
Hoe 3abosieBaHME, KOTOpOE IMepenaercs Io
ayTOCOMHO-IOMUHAHTHOMY Tuily. TRAPS 0ObL1
BIiepBbIe omucaH B 1982 1. y 16 wieHOB 60Jb-
10K MPIAaHICKON CeMbH B TpeX MOKOJEHMIX
[1]. Bce oHm XamoBanuch Ha MPUCTYIbI JIMXO-
PajiKu, COMPOBOXKIAABLICHCS MUATITUSIMU U KOX-
HBIMU BBICHITIAHUSAMM, a TakKxke OOJSIMU B
KUBOTE, JIEUKOLMTO30M U moBbiieHneM COD.
Ilosnnee M. McDermott 1 coaBT. yCTaHOBUJIU,
yto npuunHoit TRAPS siBnsitoTcst MyTanuu reHa
TNFRSF1A, xonupyioluero petentop ¢dakropa
Hekpo3sa onyxonu (PHO) 1 Tuna, u BnepBbie
TIPEIIOXKMINA KOHIETIIMIO ayTOBOCITAIEHUST KaK
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OCHOBBI TaTOTeHe3a psla HacAeACTBEHHbIX
3200/1eBaHUI, COMPOBOXIAIOIIMXCS T€HETUYE-
CKM OOYCJIOBJIEHHBIM HapYIIEHUEM BPOXIECHHO-
ro UMMyHHTETA [2].

OCo0EHHOCTbIO aYTOBOCHATUTENbHBIX 3200-
JIEBaHUI SIBISIETCS Pa3BUTUE JIOKAIM30BAHHOTO
WM CUCTEMHOTO BOCIMAJEHHUsI TIPU OTCYTCTBUU
AyTOMMMYHHBIX HapyIIEHUI, CBSI3aHHBIX C TPO-
OyKuuei ayroaHtuten B-numdouuramu unum
arpeccueil ayropeakTuBHbIMU T-n1umdoriuta-
mu. [lpu sTomM BocmaneHue obecrieunBaeTcst
HCKJTIOUMTENBHO CUTaMU (aroluTOB CHCTEMbI
BpoxIeHHOTo UMMyHMTeTa [3]. TlepBoHauanbHO
K BTOH TpYyINe OTHOCUJIM HECKOJBKO DPEIKUX
MOHOTEHHBIX  3a00JieBaHWi, TakKUX  Kak
neproauueckasi 00je3Hb (cemMeliHasi cpeau3emM-
HOMOpCKasl JIMX0pajika), KpUOMMPUH-aCCOLINN-
POBaHHBIN CUHIPOM U IIP., OMHAKO TIOCTETIEHHO
KOJIMYECTBO M3BECTHBIX HACIEACTBEHHBIX ayTO-
BOCTIAJIUTEJIBHBIX 3a00JIEBAaHUI YBEJIMUMBAIOCH
U CETOMHSI MCUMCIISIETCS] HECKOJIbKUMM TeCsTKa-
Mu. [Ipu HEKOTOPBIX ayTOBOCHAIMTETbHBIX
3a00JieBaHUsIX, B YacTHOCTU Oonesnu Crusia
B3POCJIBIX MU MIUOTATUYECKOM PEIUANBU-
pyIollleM TepuKapauTe, NepPBUYHbINA reHeTnye-
CKMi1 1e(peKT He YCTAaHOBJIEH, B CBS3U C YEM MX
pa3BUTHE CBSI3BIBAIOT C  MHOXECTBEHHOM
9KCIpeccueid  MPOBOCMAIUTENbHBIX  TEHOB.
AyToBOCIMaJieHUEe MMEET BaXHOE 3HAueHWEe U B
rnaroreHese 0ojiee paclpoCTpaHEHHBIX BOCIA-
JIUTEbHBIX 3a00JIeBaHUil, B TOM YMcie Moaa-
rPUYECKOTO  apTpUTa,  CIIOHIWJIOAPTPUTA,
BOCTIAJIMTENIbHBIX 3a00J€BaHUI KUIIEYHUKA U
np. bosee TOro, oHO BHOCHUT OMpeneJeHHbli
BKJaJ M B pa3BUTUE “KJACCUYECKUX~ ayTo-
MMMYHHBIX 3a00J1€BaHUI1, TAKUX KaK CUCTeMHast
KpacHast Bomyanka win AHIIA-accounnpoBaH-
Hble BacKyIuThl. COOTBETCTBEHHO, UMMYHOBOC-
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najauTe/bHble 3a00JeBaHUSI MOXHO paccMaTpuBaTh Kak
KOHTHHYYM, MpeAroJaraliiii B3auMoaeiCTBUE BPOXIEH-
HOTO U MPUOOPETEeHHOro (aJanTUBHOrO) MMMYHUTETA U
npeobyiajaHue TeX WM WHBIX HapyueHuii [4,5]. KakoBbl
MexaHu3Mbl pa3Butus TRAPS u ero ocHoBHBIE KIMHUYE-
CKHE MPOsIBIEHUS?

B.B. PameeB. TRAPS — 310 cucreMHOe ayTOBOCITAJIM-
TeJbHOEe 3a00sieBaHKe, KOTOPOE HACIENyeTCsl M0 ayTOCOM-
HO-IIOMUHAHTHOMY TUITy U OOYCJIOBJIEHO MyTallUSIMU B TeHe
TNFRSFIA, xonupywonieM p55 cyObeaIMHUIYy pelenTopa
DHO-a [6]. B HacTos1iee Bpemst n3BectHO Gomee 170 muc-
CEHC MyTallMii 9TOTO TeHa, KOTOpbIE 3aTParMBaloT IIaBHbIM
00pa3oM 3 1 4 3Kk30HbI [7]

M3BecTHO, uTO peuenuus KieTkoir curHaga or @HO-a
BOCIIPMHUMAETCS Yepe3 IBa TUMa pelenTtopoB. Peuentopbl
I-ro TMMma comepxXaTr Tak Ha3bIBa€MbIH “JIOMEH cMepTH”,
Yyepe3 KOTOphIi 1Mo curHanbHoi cucteme TRADD/FADD
MPOUCXOAUT WHAYKLMS aKTUBHOCTM Kacra3 8-ro TuIa,
CUHTE3 liepaMuia, YTO 3aBeplliaeTcs aronTo3oM KieTku. Ha
MOJIENIM  KYJBTYPBl OIYXOJEBBIX KIETOK I3TOT 3bhdeKT
COIPOBOXIAJICSA MX TMOeNblo, YTO M JAJI0 MOBOJ Ha3bIBATh
UUTOKMH (akTopoM Hekposa. PeuenTtopel 2-ro Tuma, B
LIeJIOM, IPOTUBOACHCTBYIOT 3¢h(eKTaM OT pelenTopoB 1-ro
TUIA Yyepe3 COOCTBEHHYIO CUTHAJIBHYIO CUCTEMY, OIocpe-
nyeMyio 0enkoM RIP-1 u BBI3BIBAIONIYIO aKTUBAIIMIO JKC-
Mpeccuyd aHTUamomnToTudeckoro Oenka-1. CyiecTByer
TakXe TpeThsl curHanbHast cuctema TRAF-2/5, kotopyio
3aIycKarT oba TUIa peliernTopoB. DTa CUTHAIbHAS cUCTEMa
npu nocpeactse NF-kB nosponser ®HO-a pean3oBbiBaTh
cBOM (DYHKIMU KakK MPOAYKTY IeHa IJIABHOTO KOMILIeKca
comectumoctu III kimacca mo obecrneyeHUIo MpoLECCUHTA
aHTUTeHOB. TakuM 00pa3oM, CJIOXHbBIE MEXaHU3MbI BO3IEH-
ctBuss PHO-o Ha KJIeTKY OTpakaioT ero JUIUTENbHYIO 3BO-
JIIOLIMI0 KaK y4YacCTHUKA CHCTEMBbl TJIABHOTO KOMILIeKca
TMCTOCOBMECTUMOCTH K (DYHKIITMOHMPOBAHUIO B KAUYeCTBE
MMPOBOCHAIUTEIBHOTO LHUTOKMHA W OOBSICHSIOT HEPEIKO
MPOTUBOpeUYnBbIe Orosoruyeckue 3¢hHEKThl 3TOr0 HUTOKM -
Ha.

ITpu TRAPS mytaius nopaxaet pelentopbl 1-tumna, yto
Y HaxOOUT OTpakeHue B 0003HAUEHWHU T'eHa 3TOTO PEeLEenTO-
pa mudpoit 1 — TNFRSFIA. Mytauus peLenropa IpuBO-
IUT K HapylleHMIO IIeAAuMHTra (CMbIBAaHMS) KOMILIEKca
petentop-®HO-a ¢ moBepxHOCTH KIeTKH. [Ipn 5TOM KOM-
MJIEKC CTAHOBUTCS (PaKTOPOM TUTIEPCTUMYJISALMK KIETKU.
Takoii MOLIHBII MPOANONTOTUYECKUIT 3(PdeKT, BEpOsITHO,
SIBJISIETCSl OIHUM M3 (haKTOPOB BHYTPUKIIETOUHOTO CTpecca,
xapaktepHoro 11 TRAPS. C apyroii cTopoHbl, HaKOIUIEH-
Hble MEMOpPAHOIi KJIETOK HECMbIBAEMblE KOMILIEKCHI pelern-
TOP-LIUTOKWMH BOCTIPUHUMAIOTCSI KJIETKOW KaK aHOMaJIbHbIE
0esKM, TIojIeXale dMMMUHALIMM, YTO TPUBOAUT K aKTH-
BallUM CUCTEMbI BHYTPUKJIETOUHOU Aerpaianuu OeaKoB, a
KOMITJIEKC PeLeNTOP-IIUTOKUH TIOABEPTaeTCsl IHAOIMTO3Y 1
paspylieHuo B darojauzocomMax. DTOT Mpolecc 00o3HaYa-
eTcsl TepMMHOM ayTodarus, TpedyeT 3HAYMTEIbHbIX 3aTpaT
SHEPrUM U B YCJIOBMSIX MAacCOBOTO 3HJOLIMTO3a aHOMAaJIb-
HBIX OEJTKOBBIX KOMIUIEKCOB CTAHOBUTCS pellalonuM Hak-
TOPOM BHYTPUKJIETOUHOTO CTpecca, pe3yJbTaToM KOTOPOTO
SIBJISIETCSl MOIIIHAsI TUTeprpoaykiust narepieiikuya (UJI)-1
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[8]. UmeHHO 3TOMY MexaHU3My TIPMAAIOT Beayllee 3Have-
HUe B peanu3anuu BocraneHus npu TRAPS [6,8].

[TonyTHO 3ameTuM, uTO AUCHYHKIIMS CUCTEMBbI ayToda-
UM SIBJISIETCS BEAYLIUMM JIOKAJIbHBIM MEXaHU3MOM aMUJION -
JOTeHe3a B TKAHSX, a MOCTOSIHHOE pa3ipakeHHe CHCTEMbI
ayrodaruy CTaHOBUTCSI OJJHOM M3 MPUUYMH BBICOKOIi 4acTo-
Thl AMWJIOM03a TIPU ayTOBOCTIAINTEbHBIX 3a00JIeBAaHUSIX.

JI.B. Jlbicenko (Ko3aoBckas). OcHOBHOE MpOsIBIEHUE
TRAPS — npuctynbl JUXOpaaKud, KOTOPbie BO3ZHMKAIOT 0e3
SIBHOU TIPUYMHBI WX TTON AeCTBHEM (PaKTOPOB OKPYKaro-
el cpeabl (3MOIMOLMOHANIbHOE HamMpsixkeHue, dusznye-
CKUe Harpy3ku, MHbEKIuu, TpaBMa UM T.I.) U
COMPOBOXIAIOTCS OOJMSIMU B XXMBOTE, MAKyJOMarnyJae3HOi
CBITIbIO, OOJISIMU B MBIILIIAX U CYCTAaBaX U APYTUMU CUMIITO-
MaMu. OOBIYHO SMU30MIbI JTUXOPAIKU PA3BUBAIOTCS KaxkIble
4-6 Hemes b W TIPOAOJDKAIOTCS OT 5 AHeW 1o 3 Hexenb [7].
CxonmHble TIPOSIBIEHUS OTMEUAlOTCS W TMPU psjae APYTUX
CUCTEMHbIX ayTOBOCMAINTEIbHBIX 3a00€BaHU, KOTOpbIE B
3apy0eXHOM JIUTepaType Ha3bIBAIOT “CeMEMHBIMU MEPUOIN -
yeckumu nuxopankamu”. Hapsany ¢ TRAPS, onu Bkiio-
4yaloT B cedsd mepuoaMyeckyilo 00Je3Hb (ceMelHylo
CPenM3eMHOMOPCKYIO JINXOPAJKY), KPUOTIMPUH-ACCOLIUU -
poBaHHbIN nepuoandyeckuit cunapom (CAPS) u cunapom
HEIOCTAaTOYHOCTH MeBAJOHATKMHA3bI/TUIIEPUMMYHOTIO0Y-
quHemun D (HIDS/MKD). Kiunuveckyio KapTuHY
TRAPS u TpyaHocTu pacmo3HaBaHMS 3a00JeBaHUS WJLTIO-
CTPUpPYET clienytolee HabIoIeHNUE.

M.B. Bapcyk. [Mauuenr 1. B Bo3pacte 24 jer nepeHec
OCTPBIi MOHOAPTPUT OOJBIIOrO Iajblia MPaBOM CTOILI.
YuuThiBas MOBBILIEHWE YPOBHS MOYEBON KUCIOTH 10 500-
600 MKMOJb/JI, AMATHOCTMpOBAHa Iojarpa, KOTOpas
nepuoauyeckK peuuauBupoBana. Yepes 5 jer chopmupo-
BaKCh MepUapTUKYIsIpHbIe Todychl. [lanueHT cBsA3bIBAT
aTakM TOJArphl C SMU30JaMU YIOTPEOICHUS aJIKOTOJIS U B
JabHENIIeM MPaKTUYEeCKU OTKa3ajicsl OT ero ymorpeoiie-
Hus. Ilogarpa Gonee He peLUMIMBUMPOBAIA, OLHAKO COXpa-
HsJach  TUIIEpYpPUKEMHUsI, OeCIIOKOWJIW  apTpaliTvH,
oTMeyYajgach MoYyeyHasl KOJMKa C OTXOXICHUEM TJIaIKuX
CBETJILIX KOHKPEMEHTOB.

B Bo3pacte 30 net BrepBble pa3BUIICS TPUCTYN OoJieil B
JKMBOTE, COMPOBOXAABILUIiCS Jauxopankoit 1o 39°C, Toui-
HOTOI M U3XOroi u mpopoykapiuiics: 3 qHsi. Ha mporsike-
HUM Tocenyroinux 40 JeT mpucTynbl 00Jeil TOBTOPSIUCH
onuH pa3 B 1-2 roga. MiHorna oHM COMPOBOXIANNUCH CUMII-
TOMaMU pas3apaxeHus OpIOLIMHBI, YTO 1aBajo OCHOBaHUE
00CyXIaTh IMAarHo3 amnmeHIUINTa, OMHAKO BPauu BCSKUI
pa3 yAepXHBAJUCh OT OINEPaTHUBHOTO BMeEIIATeIbCTBA.
[ManueHT MpUBBIK K 3TUM OOJISIM M cTapaJicsl He oOpaliaTh-
cs K BpayaM I10 MX TOBOAY, YTOOBI M30eXaThb HEHYXHOTO
XUPYPTMYECKOro BMmellaTeabcTBa. I[lpu obciaemoBaHuu
0TMEYaJIoCh CTOMKOE MOBbIlLIeHUe conep)aHusi C-peakTUB-
Horo 6enka (CPB) mo 45 mr/n.

Y nouepu ¢ 29 et TakxKe dMU30/bI JUXOPAIKU, apTpas-
Ml 1 MUAJITUIA JJIUTEIBHOCTBIO OT 4 10 30 IHei, KOoTopble
pPa3BUBAJIUCh C MHTEpPBAJaMU OT 2 Heleslb M0 HECKOJbKUX
net. Bo Bpems mpuctyna yposeHb CPb mosbimancs mo 50-
80 Mr/1, HO BHE MPUCTYIa OCTaBajCsl HOpMaJbHbIM. B B03-
pacrte 37 ner oocnenoBana B HUU peBmatonorum um. B.A.
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Opran 3penust

» Konvtonktusur (37%)

¢ TlepuopOuTanbHblii oTeK (28%)
e bonb B opoutax (7%)

Causucroie 000104KH

¢ @apunrur (4%)

¢ Adtosublit ctomatut (3%)

* DkceynatuBHblil hapunrut (1%)

Koxka

¢ MakyJonamyssipHasi cbinb (60%)
¢ Kpanusuuua (12%)

* Poxemnono6Hast apurema (3%)

CKeJIeTHO-MbIlIeYHasl CHCTEMA
e Muanruu (69%)
 Aprtpairuu (69%)

e Onuroaprpur (12%)

e Macuuur (4%)

¢ Monoaprput (8%)

* TTosmaprpur (2%)

e Muosur (2%)

* Bonb B kocTsax (1%)

Tlo4Kku/MOYEBBIBOSAIINE TYTH
* Ammtonnos (10%)
* Bonb B sinukax (3%)

Puc. 1. Knunuueckue nposisnenus TRAPS [6]

HaconoBoii. PeBmaTomaHblil (hakTop, aHTUHYKJICAPHBIN
(akTop M aHTUTENA K LIUTOMIa3Me HEUTPOMUIOB He OOHA-
PYXeHBI. YUNTBIBAs HaIW4KMe TIPUCTYIIOB y OTIA, 00CyX-
JaJics IMarHO3 CeMEMHOM MeproandecKoil nuxopaaku. [1pu
MOJIEKYJISIPHO-TEHETUYECKOM ~ MCCIEIOBAaHUU ~ MYTalluu
reHoB Tepuoanyeckoit 6onesnu (MEFV), xpuonupuHa
(NLRP3) n meBanoHatkuHasbl (MVK) He BBISIBIEHBI, HO
obHapyxeHa myTaunusa reHa peuentopa ®HO-a (TNFES-
FRIA Arg121Trp). VYcranosnen nuarHo3 TRAPS.

IIpn MOJNEeKYISIPHO-TEHETUUYECKOM HCCIEIOBAHUM Y
HAlIlIEro MalueHTa, KOTOpOMY K 3TOMY BpeMEHM MCIOJIHU-
Jock 70 JieT, TakKe ObLTM BBISBICHBI MyTaIlMK TOTO Xe TeHa
(kpoMme 3aMeHBl apTMHMHA Ha TPUNTO(haH B IOJOXEHUU
121 onpenensuiach 3aMeHa aprMHMHA Ha TJIYTAMUH B TOM XK€
nosnoxeHnnn). Takum obpasom, TRAPS Obi1 nuarHoctupo-
BaH ciycts 40 et mociie mosiBieHus: nepsBoro mpuctyna. C
Jera 2021 r. manMeHT MojyyaeT JeyeHue KaHaKhuHyMaboM,
KOTOpOE TIPUBENIO K TPEKPAIleHWIO TTPUCTYIIOB OOJE3HU U
HopMmanu3auuu conepxanus CPbB. [loub neyeHue B HACTOSI-
1iee BpeMsl He MOJydyaeT B CBSI3U ¢ KOPMJIEHUEM HOBOPOX-
JIEHHOTO peOeHKa.

C.0. Camyruna. C. Cudrici 1 coaBT. 000OUIMIN KIMHU-
yeckue nposiieHusi TRAPS y 209 maiimeHTOB, KOTOpbIE
OBUTH BKIJTIOYEHBI B paHee OIMyOJMKOBaHHbIE MCCIIEIOBAHMS
(puc. 1) [6]. BenymuM cuMnrToMoM 3a00JIeBaHUS OBLIN
MPUCTYIbI JIUXOPAAKK, KOTopasi HabIoaanach NpakTuyecku
y Bcex manneHToB (96%) 1 0OBIYHO COTIPOBOXKIANIACH OOJIS-
mu B xusote (70%), aprpaiarusimu/muanrusamu (69%) u
SPUTEMaTO3HBIMU BhIChITaHusIMK (60%). Pexe BcTpeyanich
6o1b B Tpymu (33%), ocTpblii KOHBIOHKTHBUT (37%),
nepuopoutaabHbiii otek (28%), aptpur (22%), mumdane-
Homatust (16%), yBelqWdyeHWe MEYCHHM W/WIM CEJIC3CHKU
(4%) w ronoBHas 6onb (13%). TTpuunHoii Goneit B XMUBOTE
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KoHcTuTynMOHAIbHbIE
* Jluxopaznka (96%)

HespoJornueckue
» TonosHast 6011b (13%)
e Cynoporu (0,5%)

Cepaue/cucreMa JbIXaHust
e bosb B rpynu (33%)

e Tepukapaut (2%)

o Kamrens (2%)

* [TueBmonwust (1%)

XKelry104YHO-KHIIeYHbIE

* Bosb B kxuBote (70%)

» Tuapest (9%)

* 3arnop (7%)

* PBota (6%)

* CruteHomeranust (4%)
 T'enatomeranusi (4%)

* Acenrtuueckuii neputoHut (3%)
* Kposoreuenue (1%)

JlnmdaTnyeckas cucrema
¢ VBenuueHue MmeiHbIX
numbarndeckux y3nos (12%)
¢ Bosb B tumbatuieckux ysnax (7%)
¢ TenepanuzoBanHas auMbaneHonatus (4%)

u rpynHoil kietku mpu TRAPS sBnsercs BocmajaeHue
CEPO3HBIX 000JIOUEK, BbI3bIBAIOILEE PELUANBUPYIOLLINE SN -
30/1bI ACENTUYECKOTO MEPUTOHUTA, TIEPUKAPINTA U TIICBPH -
ta. Bo Bpems TmpucTyma BCeraa  OMPeAessSioTcs
J1TabopaTopHbIe MPU3HAKM BOCMANEHUSI, TAKME KaK yBeJnye-
Hue cogepxanusg CPb u COD, tpoM0bo1IMTO3 U HENTPO-
(GuabHBIN JNeKouuTo3. MexXay mpucTynaMmu coaep:KaHue
CPBb u COD yalie HOpMATM3YIOTCS, HO MOTYT OCTaBaThCsl
TTOBBIIIEHHBIMHU.

[IpucTtynbl 0OBIYHO HAYMHAIOTCS B JETCKOM BO3pacTe,
XOT$SI MOTYT TIOSIBUTBCS B CTapLIeM WM Jaxe MOXUJIOM BO3-
pacre. [lo maHHBIM MexayHapoaHoro peructpa Eurofever/
EUROTRAPS, B xoTophnlil BKIOUEeHO 158 manueHTOB ¢
TRAPS, y 22% mnauuMeHTOB Hayajo 3a00JeBaHUS OBLIO
3apeTUCTPUPOBAHO B Bo3pacTe ctapire 18 jer, ay 9% —
crapure 30 mer (MakcumyMm B 63 roma) [7]. Heobxommumo
TakXe YYUThIBaTh, YTO AUATrHO3 PEIKUX CUCTEMHbIX ayTo-
BOCIAJIMTEIbHBIX 3a00JIeBaHUI, KaK M B HalIMX JBYX
HaOJIOIEHUSX, YaCTO YCTAaHABJIMBAIOT C OOJIBIIMM OIO3/1a-
HUEM, UHOTIA CIYCTSl JeCATUIIETUST TIOCIe MOsIBIEHUs Tep-
BbIX cumrnromoB. Hampumep, cpenu 1049 mamumeHTOB ¢
Pa3MMYHBIMA MOHOT€HHBIMU ayTOBOCTIATMTEIbHBIMU 3a00-
JIEBAHUSIMU, BKJIIOYEHHBIX B MEXIYHAPOIHBI PETUCTD
Eurofever, Mmeaurana cpoka oT Havyajga 00Je3HU 10 YCTAaHOB-
JIEHUs1 aMarHo3a cocraBuia 7,3 roma (ot 0,3 go 76 ner) [9],
a npu TRAPS — 10,3 rona (ot 0 no 77 net) [7]. Kak ykaza-
HO BBbILIE, /151 YCTAHOBJIEHUSI IMarHo3a y Hallero rainueHTa
notpedoBanoch 40 net, npuyem myrtauuu reHa ITNFSFRIA
OblTa BbISIBJIEHA MTPU CEMEIHOM CKPUHMHTE.

B peructpe Eurofever/EUROTRAPS meaunana exeron-
Horo KosiuyectBa npuctynoB TRAPS cocraBuia 7,7, onHa-
KO 3TOT TMoKazaTejb BapuabeJbHbId, UTO MOATBEPXKAAIOT
HaIllM HaOJIOIEHUSI.
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C.B. Moucees. CxoaHble KJIMHUYECKUE MPOSBICHUS
(MMXopamka, apTpaJrMy/apTpUT, MUAITUM, KOXHBIE BBICHI-
MaHusl U T.M.) HAOMIOAAIOTCS MPU CUCTEMHBIX ayTOMMMYH-
HbIX 3a00JieBaHUSX, TaKuMX KakK CHUCTeMHas KpacHas
BoTyaHkKa. YTo HEOOXOAMMO YUMTHIBAThH MpU AU depeHII-
aJIbHOI TUarHOCTUKe?

H.B. YebotapeBa. Y B3pOC/IbIX MALMEHTOB NIPU HATUIUH
JUIUTEILHOTO aHaMHe3a (MeCSIbl MM Toabl) auddepeHIu-
aJIbHasl TMarHOCTUKA CEMEMHBIX MePUOAMYECKUX JTUXOPATOK
U ayTOMMMYHHBIX 3200JieBaHWII OOBIYHO HE TMpE/CTaBIIsIeT
Oombimx TpyaHocTeit. [Ipu ompoce mpexkne Bcero ooparia-
eT Ha ce0s1 BHUMaHUE CTePEOTUITHOCT npucTynoB TRAPS,
UX TPEXOASIINNA XapakTep U OTCYTCTBUE KaKMUX-TMOO CUMII-
TOMOB B MEXIPUCTYIHBIE MHTePBAJIbl. XOTS U3MEHEHUS
Jab0paTOPHBIX MOKa3aTeNeil CXOMHbI ¢ TAKOBBIMU MPU ayTO-
MMMYHHBIX 3a00JIeBaHUSIX, clienuduiecKre 1abopaTopHbIe
HapyleHus (aHTUHYKJIeapHbIi dakTop, anturena K JHK,
peBMaTtouaHblid (pakTop u T.1.) npu TRAPS, kak u apyrux
CEMEIHBIX MEePUOAMYECKUX JTMXOpaaKaX, OObIYHO HE OTpe-
nensitorces. OnHako uutenbHO HeseyeHHbIn TRAPS Benes-
CTBME MEPCUCTUPOBAHUS ayTOBOCTIAIEHUSI MOXKET BTOPUUHO
aKTUBHUPOBATh U CUCTEMY CIELU(PUUECKOTO UMMYHUTETA.
Tak, mIMTeIbHAs TUIEPIPOAYKLIUS UHTEPICHKUHA-6
SIBJISIETCSI MOIIHBIM CTUMYJISITOPOM B-1uMboLUTOB, B 3TOM
ciyyae BO3MOXHO OOHapyXeHHe ayTOaHTUTE]I B YMEPEHHO
TTOBBIILIEHHBIX TUTpPaX.

CrenyetT OTMETHTh, YTO MpUMepHO ¥ 60% OGOJTBHBIX C
TRAPS npuctynel Bo3HUKaOT HeperyasipHo. Cpeny mamm-
€HTOB, BKJOUeHHBIX B peructp Eurofever/EUROTRAPS,
PeryJIsipHbIe TIPUCTYITBI OTMEYAIUCH TOJNBKO B 12% ciydaes,
XOTSl y JeTeil OHM HaOJIoJANKCh Yalle, YeM Y B3POCIHbIX
(26% n 5%, coorsercrBeHHO; p<0,05) [7]. ¥V 25% nauueH-
TOB MPUCTYIbl Pa3BUBAIUCH MOJ JNEUCTBUEM Pa3IUYHbBIX
TPUITEPOB, TAKMX KaK SMOILIMOHAIbHOE HAIpPsSLKEHUE, MEH-
cTpyauuu, uHGpeKIun, (pu3nyeckue Harpy3Ku M BaKLIMHA-
uusi. B mosib3y HaclencTBEHHOro reHesa 3a0oJieBaHUSs
MOTYT CBMIETEJbCTBOBATh HAayajo MPUCTYIOB B NETCKOM
BO3pacTe U IMOJIOXUTEIbHBIN CeMelHbIN aHaMHe3 (IpuMep-
HO B 80% m 40% ciydaeB, cooTBeTcTBeHHO). [Ipn aHanmm3e
MOCJIeIHEeTO CJIeNyeT YUYUThIBaTh BO3MOXHYIO Bapuabesb-
HOCTb (D€HOTHUIIOB 3a00JIeBaHUs Y POACTBEHHUKOB IIPOOAH-
na. B Hammx HaOMIOAEHMSIX UMEHHO HaJMYue MOXOXHMX
TPUCTYNOB Yy OTLIA W €ro J0YepH IMO3BOJIMUIIO 3aMOM03PUTh
HacJIeACTBeHHOe 3a0o0JieBaHUE U TOCTYXMJIO OCHOBAHMEM
JUTSL MOJIEKYJISIPHO-T€HETUYECKOTO UCCIIeIOBAaHUSI.

ClioXHee YCTaHOBUTb IMArHo3 B Hauvajie 3a00JieBaHMS,
KOTJa KOPOTKMII aHaMHe3 He JTaeT BO3MOXHOCTH OLIEHUTD
crepeoturnHoe teyeHue TRAPS, ocobeHHO npu Hanmuuuu
0oJiee IUTUTENIBHBIX MHTEPBAJIOB MeEXIy Mpuctyrnamu. B
3a0JIyKIeHNEe MOXET BBECTM M JIOXKHOTIOJOXHUTEIbHBIM
¢ dekT sMnupuyeckoil Tepanuu aHTUOMOTUKAMU WU
TJIIOKOKOPTUKOCTEPOUIaMH, KOTOPYIO HEepPEeIKO Ha3HavyawoT
MPY HAJTMYMU JIMXOPAIKK U JJabOpaTOPHBIX TIPU3HAKOB BOC-
naneHusi. Ecau mxopajaka couetaercsi ¢ 00MsIMU B KUBOTE,
MpU3HAKAMU TEPUTOHUTA U HEUTPOPUIBHBIM JIEHKOIIUTO-
30M, MTPUXOJIUTCS MCKITIOYATh OCTPBIE XUPYPrUdecKue 3a00-
JIEBAHMS, TIPEXJE BCEro amnmeHIuUuT. TakuM nmauueHTam
HepelnKo TPOBOMST ONEpaTMBHbIE BMEIIATEIbCTBA, MHOTIA
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noBTropHbie. [lpM HEMPOAOMOIKUTENBHBIX TPUCTYIAX
HUCKJIIOUUTh XUPYPIUUeCKoe 3a00JieBaHME MO3BOJISIET ObI-
CTpO€ yJIydlleHWE COCTOSIHUS MalueHTa 0e3 KakKoro-imdo
JICUEHUSI.

C.B. Moucees. [Ipuctymnbl 60Jjeii B XMBOTE XapaKTEePHbI
i nepuoandeckoit 6one3nu. Kaxk ormnmmuuts TRAPS ot
3TOro 3a00JIeBAaHUS M APYTUX CEMEHHBIX MepUOANYECKUX
nuxopanok? CyllecTBYIOT 1 KiacCU(UKALIMOHHbIE KPUTE-
pum 3TUX 3a60eBaHuii? KakoBa posib MOJEKYJISIPHO-TeHe-
TUYECKOro uccienoBanust B auarHoctuke TRAPS?

JI.B. JIvicenko (Ko3znoBckas). [1pucTtymnbl abmoMuHaITuii
W TOpaKaJITHii, 0OyCIOBIEHHBIE ACENTUUECKUM BOCTIAJICHU-
€M Cepo3HbIX 00ojioueK, HabmomatoTcss Kak npu TRAPS,
TaK U TIepuoanyeckoit 6onesnu. boau B XxuBoTe, compo-
BOXIAIOLIWECS PBOTOM M Juapeeil, a Takxke LIEHHBIM JIUM-
(ameHUTOM, 4YACTO BCTPEYAIOTCS W Yy TMAalMEHTOB C
MKD/HIDS — ayTocOMHO-pelleCCUBHBIM 3a00JIieBaHUEM,
CBSA3aHHBIM C MyTauMsMu reHa MVK, kotopble TPUBOIAT K
nedUnTy MeBaJOHATKMHA3bl U AUCHYHKIIMU TYaHO3MH-
Tpudocdarasbl, aKTUBUPYIOLIEH MMPUHOBYIO NH(IAMMACO-
My. Ilpu mepuommyeckoil OGone3HM HPUCTYNHBl OoJieil B
KMBOTE OOBIYHO KOPOTKME M TMPOAOJIKAITCS HECKOJIbKO
nHel, B To BpeMs Kak it TRAPS xapakrepHsl 6osee aau-
TesbHble mpuctynel. [lo paHHbiM peructpa Eurofever/
EUROTRAPS, y 68% naunentoB ¢ TRAPS nipuctymsl ipo-
JoJDKanuch 6ojee 7 mHeil, B ToM uncie y 14% — Gonee 14
nHeit [7]. OpHako MIMTEIbHOCTh MPUCTYMOB HE MO3BOJISET
HajgexHo nuddepeHIMpoBaTh 1Ba 3a00JeBaHUS, TaK Kak
MpU NePUOINYECKOI O0I€3HU TIPUCTYIIBI MOTYT 3aTATMBATh-
cs, a 'y Tpetu mauueHToB ¢ TRAPS oHu mponosxkaworcs
MeHee 7 qHel. Y 00cien0BaHHOIO HaMU TMallMeHTa MPUCTY-
bl 00J1 B XXMBOTE OBLIM KOPOTKUMHU U OOBIYHO IPOAOJIKA-
Juch He Oonee 3 mHeit. sl AMArHOCTUKU MEPUOAMYECKOM
00J1e3HM BaxkHOE 3HAUEHUE MMEET ITHUUYECKasl TPUHAIJIEK-
HocTh nmauueHTa. B Poccuun ato 3aboneBaHue yaliie BCTpe-
YaeTcsl y apMsiH, pexe — Yy MpeacTaBUTEIed HEKOTOPBIX
NPYrUX HAllMOHATIbHOCTEN (a3epOaiiikaHIleB, TPEKOB, eBpe-
€B U Ap.), OJHAKO 3THUYECKUI KPUTEPUil TakxKe ObIBaeT
HeHazexHbIM [10].

11 TOATBEPX/IEHUSI AMarHo3a HeOoOXOAUMO TMPOBOIUTH
MOJIEKYJISIDHO-TEHETUYECKOE UCCIIeOBAHUE, XOTS OHO He
Bcerla JOCTYITHO M HEpelNKO HE IO03BOJISeT YCTaHOBUTH
HO30JIOTUYECKUI IMarHO3, OCOOEHHO €CIM TeCTUPYIOTCS He
BCE€ T€Hbl, MyTallMM KOTOPBIX MOTYT MPUBECTU K PAa3BUTUIO
AyTOBOCTIAIUTEbHBIX 3a00sneBanuii [11]. PesynbraThl reHe-
TUYECKOTO MCCIIENOBAHUSI MOTYT 0Ka3aThCsl Masio MH(MOpMa-
TUBHBIMU, €CJU ONPEAEeNSIOTCS MYyTalluu, KJIMHUYECKOE
3HaYeHME KOTOPBIX elle He U3BeCcTHO [12].

HenaBHo ObuM MpeIoKeHbl KiacCUbUKAITMOHHBIE KPU-
TepUM, KOTOPbIE MOTYT ObITh MCIOJb30BaHbI M1l nIubde-
PEHIIMAJIbHON OUAarHOCTUKU MOHOTEHHBIX CHCTEMHBIX
ayTOBOCTIAJIUTE/IbHBIX 3a00JIEBAaHUIA, €CIM TPUCTYIIBI JIUXO0-
pajiki B COUYETAHUM C TOBBILIEHWEM COfAEpPXKaHUSI OETKOB
octpoit pasbl (COD, CPb u/unu SAA) npomoskarorcs B
TeYeHWe MO KpaifHeil Mepe 6 MeC M UCKIIOYEHBI Ipyrue
MpUYUHBI BocmajgeHus [13]. DTu Kputepuu MOTyT IpuMe-
HSThCSA KaK NMPU HAJIMYMM, TaK M OTCYTCTBUM DPE3YJIbTAaTOB
MOJIEKY/ISIPHO-TEHETUYECKOTO MCCIIeI0BAHUSI.
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Ecnu y mauueHra BoisiBieHa MyTanusi reHa TNFRSFIA,
T0 nuarHo3 TRAPS mMoxeT ObITh YCTaHOBIEH IPU HATMIUU
Mo KpaiiHeil Mepe OTHOTO M3 MepPeYMCAeHHBIX HUXE MpU-
3HAKOB (WJIM JIBYX MPU HAJTUUMK MyTallMU HEOIpeIeIeHHO-
T0 KIMHUYECKOTO 3HAUEHUS):

+ JIMUTeIbHOCTh IPUCTYIOB >7 AHEN

+ Muanruun

+ Murpupyomas ChlIb

- IlepuopOuTaNbHBINA OTEK

- CeMeiiHbllT aHAMHE3

Ecnu pe3ynbTaToB MOJIEKYISPHO-TEHETUUECKOTO HCCIIe-
noBaHMs HeT win mytauus reHa TNFRSFIA He oOHapyxe-
Ha, To i nuarHoctuku TRAPS HeoOxommmo Habpath 1o
KpaiiHeil Mepe 5 6a/UIoB IpHY aHAINU3e HATMYKS/OTCYTCTBUS
CJIeAYIOLIMX TIPU3HAKOB:

Haauuue:

- Jluxopanka >7 gHeit (2 6anna)

- Jluxopanka 5-6 gHeit (1 6amn)

+ Murpupytoiuas coinb (1 6anr)

+ IlepuopbutanbHblit otex (1 6amt)

+ Muanruu (1 6amn)

+ CemeiiHbiit anamue3 (1 6an)

Omcymcmeue:

+ AdTo3Hblit cromaTut (1 Oas)

+ Tonzunnodapuurur (1 6asw)

B 11e710M, 3TH KIMHUYECKUE KPUTEPUU XapaKTepU3YIOTCs
MeHblIe HaAeXHOCTbIO, YeM KIMHUYECKHUE KPUTEPUU
MepUOANYECKOl 0O0JIe3HM M, cCKOopee, MOTYT ObITh OCHOBA-
HMeM IJIs MpoBedeHUs auddepeHInaIbHOT0 AMarHo3a Io
pesyJbTataM MOJHO3K30MHOTO CEKBEHUPOBAHMSI.

C.B. Moucees. Yem yrpoxaer TRAPS? KakoBbl B0o3-
MOXHbIE OCJIOXHEHMUSI 3TOro 3a00JeBaHUS?

B.B. PameeB. OcHoBHOe ocioxHenne TRAPS, kak n
J000TO APYroro MOHOTOTEHHOTO ayTOBOCTIAJIMTEIbHOTO
3aboneBanus, — AA-amwiounos [14]. Cpenu 158 manueH-
ToB ¢ TRAPS, BK/IIOUEHHBIX B MEXAYHAPOJIHBII PErUCTP
Eurofever/EUROTRAPS, passutre 3TOro OCIOXHEHUS
HaOmonamu B 16 (10%) caydasx (MemmaHa Bospacta 43
rofa, auanazoH ot 20 no 77 xaet) [7]. ¥V nauueHToB ¢ AA-
aMUJIOUIIO30M JJTUTEIbHOCTh OCHOBHOTO 3a00jIeBaHMUs OblIa
OXMIaeMO OOJIbIlE, YeM Y MalMeHTOB, Y KOTOPBIX MPU3Ha-
KM aMujion03a oTcyTeTBoBaM (39 1 19 J1eT, COOTBETCTBEH-
Ho; p<0,001), mpuuem B 13 u3 16 ciayyaeB TepBhIC
CHUMIITOMBI MOSIBUJINCH B IETCKOM Bo3pacte. Passutue AA-
amuionno3a npu TRAPS wutoctpupyer ciepyioliee
HaOJIo/IeHNE.

A.B. HoBuxkos. Ilanmuentka K. C 21-neTHero Bo3pacra
€XETOIHO OeCIOKOST MPUCTYIIbI JUXOPATKU, COMPOBOXKIAB-
mmecs 0oJIMU M TpUIyXaHWeM cycTaBoB Kucteit. [Ipu
oOpalleHUH K PeBMATOJIOTY B CBSI3U C KPaTKOBPEMEHHBIM
XapakTepoM apTPUTOB, OTCYTCTBMEM AECTPYKIMU CYCTaBOB
0o0CyX/1aau AMarHo3 peakTUBHOTrO apTputa. BHe mpucrtyna
oTMevaloch HopMalbHoOe coxepxxanue CPb. PeBmatoun-
HbIl (pakTop He ompenensics. B Bospacte 30 yneT mosiBu-
JIUCh OTEKM HOT, YBEJIMYECHUE CeJe3eHKHU, HeOOoJbIIas
MPOTENHYPHUsI, BEIpakeHHas aHeMus (reMorioouH MeHee 80
r/n), aeiikouuto3 u tpombouuTos. Ilpu obcienoBaHun y
reMaroJyiora (crepuayibHasi MyHKIIUSI, UMMYHOXMMUYECKOE
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uccienoBaHue, onpeaeieHue GuaaaeabGuiickoir XpoMoco-
MbI) TJaHHBIX 32 XPOHUYECKOe MUEIONPOIndepaTUBHOES WU
JIpyroe reMaTtojioruyeckoe 3abojieBaHHWE HE BBISIBJICHO.
OTMEUYEHO MOBBILIEHNE CHIBOPOTOYHOTO YPOBHSI KpeaTUHU -
Ha 10 260 MKMOJb/1. Pa3Butre aHeMHMU CBSI3BIBAIU C XPO-
HUYECKON MOYeYHON HemAoCTaTouyHocThio. Yepes rom, B
Bo3pacte 31 roaa, mocjie oCTpoi pecnupaTopHOil BUPYCHOI
MHOEKIMY OTMEYeHO HapacTaHWe OTEKOB M YBEJIWUYCHUE
npoteuHypuu o 3,5 r/cyt. ComepxkaHue KpeaTMHMHA B
ceiBopoTKe coctanisiiio 1300-1500 MkMosb/i, B CBSI3U C
YeM HayaTo JIeYeHUE TeMOIUATM30M, a TAKXKe IPUTPOII0I-
THHOM U Mpemnapatamu xenesza. [Ipu Ouomncuu necHbl U
MOAKOXHON XMPOBOW KJIETYATKU BBISIBJIEH aMMJIOUI.
BHermoueuyHbIX MPpOSIBICHUI aMIIIONI03a He 00HApY:KeHO, B
YaCTHOCTM TOJIIMHA 3aIHEl CTEHKM JIEBOTO Xeayaouka U
MEXCKEeTYIOYKOBOM Teperopoaku cocrabisia 10-11 MM,
(pakuns BEIOpOCaA JIEBOTO XKeIyIouKa U I0Ka3aTeIv TpaHC-
MUTPAJIbHOTO MOTOKA HE M3MEHEHbI, aMIUIUTYIA Xeaymod-
KOBBIX KOMILJIEKCOB B CTaHIapTHBIX oTBeacHusx DKI He
CHIDKEHa.

Hnst ninddepeHIranbHOi TMarHOCTUKN ayTOBOCMAN -
TEJILHOTO 3a00JIeBaHMsI, OCJOXHUBILIETOCSI BTOPUUYHBIM AA-
aAMUJIOMI030M, M HACJIEACTBEHHOTO TPaHCTUPETHHOBOTO
aMUJIOUA03a TIPOBENEHO  MOJEKYJISPHO-TeHETUYEeCKOe
uccinenoBaHue. OOHapyXkeHa reTepo3uroTHasi MyTalus reHa
TNFRSFIA ¢ 3ameHOi1 IMCcTeMHA Ha apIMHUH B 59 T0JI0Xe-
Huu (Cys59A4rg). MyTtauuu reHOB KpUOIMUPUHA, TTUPUHA,
MEBaJIOHATKMHA3bl U TPAHCTUPETHHA OTCYTCTBOBaIU. Bce
YJIEHBI CEMBbM PYCCKHE, O 3a00JeBaHUSAX OTIIA HE OCBEIOM-
JieHa, MO MaTepMHCKON JMHUM aHaMHe3 He OTSTOILEH.
Ycranosnen nuarHo3 TRAPS u BropuyHoro AA-amuiiou-
no3a. Hauato neyeHne KaHakKMHyMaOOM, KOTOPOE IPUBEIO
K YCTOWYMBON HOpMalu3aluu YpOBHEH OCTpoha3oBbIX
MapkepoB BocnaseHusi. CHMXEHUE BOCHAIUTEIbHOM
AKTUBHOCTH TTO3BOJIWJIO TOATOTOBUTH MAlMEHTKY K TpaHC-
MJIaHTALMK TIOYKH, KOTOpas Oblia BBIMOJIHEHA B BO3pacTe
32 ner. B teyeHue 2 et TpaHCIUIaHTAT (PYHKIIMOHUPYET
VIOBJIETBOPUTELHO, MMPU3HAKOB aMUJION103a B TPAHCTLIaH-
TaTe B BUIE MPOTEUMHYPUM WM YXYALIEHUS TOYeUHOM
(ynk1IMM HeT.

C.B. Mowucees. Kak 3amono3putb AA-aMUIONI03 MPU
TRAPS u npyrux MOHOTE€HHBIX ayTOBOCTATUTEIbHbBIX 3a00-
neBaHusix? YeMm OH OTJIMYaeTCsl OT APYTMX BapMAHTOB aMU-
Jionao3a’?

H.M. bBynanos. IlpeamectBeHHUKOM AA-aMmuiouaa
SIBJISIETCSI CHIBOPOTOUHBIN aMUJIOUAHBIN A-TipoTenH (SAA)
— 0esok ocTpoil ¢as3bl, comepkaHUe KOTOPOTO B KPOBU
MOBBILIAETCS MPU BOCHAJIEHUM, MOITOMY AA-aMUIOUI03
MOXET Pa3BUThCS MPH JIIOOOM XPOHUYECKOM BOCIIATUTENb-
HOM 3a00JIeBaHUM, OCOOEHHO €CJIM OHO TUIOXO TOIJAeTCs
JieyeHnto. BeposiTHOCTh pasBuTus AA-aMuUIONA03a BbIllIE
MpU UINTEJILHOM COXPaHEHWM BOCTIAJIEHUSI, B TOM YUCTIE
CYOKJIMHUYECKOTO, MPU3HAKOM KOTOPOTO MOXET CIYXHTh
cToiikoe nosbileHue coaepxkanust CPB. [luarno3 amuion-
032 HEOOXOAMMO TONTBEPAUTH IMPU TUCTOJOTUYECKOM
WCCIIeIOBAHUM, TTPUYEM aJbTePHATUBON OMOIMCUM TTOYKH
MOXET OBbITh MCCIIENOBAHUE CIU3UCTON O00OJOUKM KeTyaKa
WM TIPSIMOM KWIIKWA WM TTOIKOXHO-KUPOBOM KJIeTUYaTKH,
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XOTSI TPU OTPUIIATEILHOM pe3yJibTare OMOTICUM 3TUX TKa-
Heil HeoOXOIMMO BCE X€ BBIMOJHUTb OUOTICHMIO TMOYKHU.
Benyuiee mposiBieHue AA-amuiounosza — MOpaxeHUe
MOYEK, KOTOPOE MPOSIBJISIETCSl HapacTallleil TpoTenHypHeit
MpY OTCYTCTBUU M3MEHEHWI MOYEBOTO OCaaKa, B YaCTHO-
CTU MMKpPOTeMaTypuM, WU MPUBOIUT K PA3BUTHIO XpPOHUYE-
CKOM MOYEYHOI HEIO0CTaTOYHOCTH. OTioxeHust
AA-aMuIoMa03a, Kak M MPU APYTUX TUIAX CHUCTEMHOTO
aMUJION1032, MOXXHO OOHAPYXUTh B Pa3HbIX OpraHax u TKa-
HSIX, OJJHAKO KJIMHWYECKHUE IMPOSIBICHUSI UX TMOpaxeHus
Yaie BCero OTCYTCTBYIOT. Ecim y mamnmeHTa ¢ aMMJIOMIO-
30M OMpENessIIOTCSl TPU3HAKU MOPakeHUsT cepaia (CHUXe-
Hue amruintyasl kKoMriekca QRS Ha OKIT, cummerpuuHoe
YTOJIILIEHUE MEXOKEJIYIOUYKOBOM TMEePEeropoJku M 3aaHen
CTEHKM JIEBOTO XeJyJI0uKa, AUIaTallus JEeBOro Mpeacepaus
MpU OTCYTCTBUM CYIIECTBEHHOIO CHUXEHMSI (paKuuu
BBIOpOCA JIEBOTO XeJIylTouKa, 3acTOiHas cepievyHasi Helo-
CTaTOYHOCTb, TJIOXO MOJIaoIasIcs JeYeHUI0), HEOOX0AUMO
B IIEPBYIO ouepeab MCKIoYaTh AL-aMmionno3, KOTOphIi
OTHOCSAT K TPYIIIE TJIa3MOKIETOUYHBIX TUCKpPA3uil, a TakkKe
pexe Bcrpevatowuiicss ATTR-amunonnos. B npencrasieH-
HOM HaOJoieHun 0oJiee BEPOSITHBIM TPENCTaBISIOCh
Hanuure AA-aMUJIOMI03a, YIUThIBAs HaJIUYUE BOCIAIH-
TEJILHOTO 3a00JieBaHUsI, TSKeJIoe MopaxkeHue movyek (Hed-
POTMYECKMIT CUHAPOM W  XpOHWYECKass IovevyHas
HEeOCTaTOYHOCTh, TIOTPEOOBaBIIIAsT 3aMECTUTENILHOM TTOYed-
HOIi Tepamuu), OTCYTCTBME MPU3HAKOB MOPAXEHUS cepaia
u/vnm nepudepruueckKoil HEpBHOM CHCTEMBbI, XapaKTepHBIX
st ATTR-ammnonnosa. Uckmounts AL-amMunonno3 mos-
BOJISLIO OTCYTCTBME MOHOKJIOHAJIbHON CEKpelMu JETKUX
Lerneit MMMYHOIJIOOYJMHOB TPU WMMYHOXMMUYECKOM
WCCIeIOBaHUM.

B.B. PameeB. AA-amwionao3 HaOmogaeTcss U Ipu Apy-
I'MX MOHOTEHHBIX ayTOBOCMAJUTEIbHBIX 3a00JeBaHUSIX,
Mpexae Bcero Tnepuommyeckoil Oose3nu. IMpuunHamu
AA-amuionao3a MOIYT ObITh TaKXKe€ XpOHUYECKHE MH(pEK-
LMOHHBIE 3a0ojieBaHusl  (TyOepKysie3, OCTCOMMEIHT,
OPOHXIKTA3bl, acMepruiie3, MyKOBUCIIUIO3 U JIP.), UMMY-
HOBOCITAJIUTEbHbIE peBMAaTUYECKUE 00JIe3HU (pEeBMAaTOMI-
HBII apTPUT, TICOPUATUYECKUI apTPUT, CIOHAMIOAPTPHUT,
noxarpa, aprepunT Takascy, 0oje3Hb bexuera), 3mokaue-
cTBeHHBIe omyxouu [15,16]. B mocnenHue roabl pacrpo-
CTpaHEHHOCTh AA-aMUJIOUI03a U €T0 J0JIsI B CTPYKTYpe
CHCTEMHOTO aMUJIOMI03a CHU3WINCH [17], 4TO oTpaxkaer
noBbilieHne d(PGHEKTUBHOCTY JIeUEHUsT XPOHUUYECKUX BOC-
MaJIMTENIbHBIX 3a00JIeBaHMIA, B TOM YHUCJIE 32 CUYET LIMPOKO-
ro TpUMEHeHMs] O0a3MCHBIX MPOTUBOBOCTIANUTEIbHBIX
MpernapaToB ¥ reHHO-MHXKEHEPHBIX OMOJOTMYEeCKHX Mperna-
paToB MpU peBMATUYECKUX OOJIE3HSX M KOJXULMHA TPU
neproanyeckoit 6onesnu. Hampumep, B mcciemoBaHuU,
npopopuBiueMcss B Typuuu, y LeTeil ¢ MepuoauMyecKoit
00J1e3HbIO OBUTO BBISIBJIEHO CHMXXEHUE YaCTOThl TUATHOCTH -
k1 AA-amumionnosa ¢ 12% B 1978-1990 rr. mo 2% mocie
2000 r. (p<0,001) [18].

HHorpa, kak B HailleM HaOmoaeHUM, AA-aMUIOUI03 C
MOopaXXeHWEM TTOYEK OKa3bIBAETCS TMEPBBIM IMPOSBICHUEM,
3aCTaBISIONMM 00CYXIaTh TUArHO3 ayTOBOCMAIUTEIbHOIO
3a0oneBanust [19]. B omHOM mccienoBaHum auarHo3 AA-
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aMIJION103a MPeJIecTBOBAI JAUArHo3y OCHOBHOIO 3aboJie-
Banusa y 40 u3 41 nmaunuenta ¢ TRAPS [20], uto, ckopee,
CBUIETENbCTBYET O CMa3aHHOM, TPEUMYILIECTBEHHO CYO-
KinHu4eckoMm, teueHun TRAPS, cosnaBaBiieM wiio3uio
OTIepeXKaloIlero pa3BUTHS aMUJIONI03a.

C.B. Moucees. KakoBbl COBpeMEHHbBIE MOAXOIBI K Jieue-
Huto TRAPS? MoxHo 7y npenynpennTh MOsiBJIeHUE TpH-
CTYIIOB 3TOTO 3a0o0yieBaHMS U pa3BuTHe AA-ammionnosa?

B.B. PameeB. /1151 yMeHblIIeHUS IPU3HAKOB BOCIIAJICHUS
y naumeHToB ¢ TRAPS, xak M ApyruMu MOHOT€HHBIMU
ayTOBOCTIANIUTEbHBIMU 3200JI€BAHUSMM, HEPENKO TPUMe-
HSIOT TJIIOKOKOPTUKOCTEPOUIIbI, XOTS [UIUTEJIbHAS Teparus
rperaparamMu 3TOI TPYIIbl HE BIMsJIa Ha YaCTOTY MPUCTY-
moB 3abomeBaHMs U pa3BuTHe AA-amuiaoungosa [6].
OCHOBOI1 JleueHusT MePUOANUECKON OONE3HN SIBJSIETCS KOJ-
XulMH, onHako mpu TRAPS oH 3HauuTenbHO MeHee
a¢dextuBen [21]. Pesynbrathl mpuMeHeHUs UHTUOMTOPOB
®HO-a npu TRAPS okazanuch npoTuBOpeuuMBBIMU. B
cepusiX HaOMOIEHW T 1 HEKOHTPOJIMPYEMbBIX UCCIETOBAHUSIX
STaHEPIENT BBI3bIBAJ YMEHbBIIEHHWE YACTOTBI TPUCTYIOB
3a00JIeBaHUs U COAEpKaHUs OEJIKOB OCTpOoil (asbl y yacTu
mameHToB ¢ TRAPS [22], onHako addexT aToro mpemnapa-
Ta YacTO OKa3bIBAeTCSl HETMOJHBIM U CO BPEMEHEM yMeHb-
maercs [21]. Opyrue uaruouropst ®HO-a, B TOM uucie
WHGAMKCMMa0 M aganuMyMmMabd, B HEKOTOPBIX Clyyasx
BBI3BIBAIM JaXe TMapajoKcalbHOE YBEIWYCHUE TSKECTH
oboctpennii TRAPS [6].

Xotst mexaHu3mbl pazButusi TRAPS u mpyrux MmoHoreH-
HBIX ayTOBOCIAIUTEIbHBIX 3a00JeBAHMI OTIMYAIOTCS, TEM
HE MeHee, OOLIMM MeAMaTOpOM TPHU ayTOBOCTATMTEIbHBIX
cocrostHusIx siBisietcst MJI-1p, 4To mocimykusio oOCHOBaHUEM
TS M3yYeHUsT OJI0KATOPOB 3TOTO LUTOKMHA, B YaCTHOCTH
KaHaKMHyMaba — 4esJoBeuYeCKMX MOHOKJIOHaIbHBIX 1gG1
antuten K WJI-1B, KoTopble CBSI3BIBAIOTCSI ¢ IUTOKUHOM M
OJIOKMPYIOT ero B3aMMOMAEMCTBME C peuentopamu. B oriu-
yue OT aHaKMHPbI, KaHAKMHYMaO OKa3bIBaeT JJUTEIbHOE
NENCTBUE, YTO TMO3BOJISIET BBOAUTH €0 OAMH pa3 B MeECSII
WIN Jaxe pexe.

DddexkTrBHOCTh KaHAKMHYMa0a MPU CEMEMHBIX Mepro-
MAYECKUX JIMXOpaakax Obljla yCTaHOBJIIEHa B JBOWHOM
cienoM, Iianedo-koHTponupyeMoM ucciaenoBanu CLUS-
TER, B xoTopoe Obuth BKIIOYeHBI 46 60mbHBIX TRAPS, 63
OOJBHBIX  KOJXUIMHPE3UCTEHTHON  MEpPUOIUYECKOit
6one3nbio u 72 nmaumenta ¢ MKD/HIDS [23]. V Bcex
MalMEeHTOB TUarHo3 ObUT MOATBEPXKICH MPU MOJEKYJISIPHO-
FeHEeTUYECKOM HCCIEOBAaHUU, a TeuyeHue 3abosieBaHue
ObLIO TsKEIbIM. [1epBMYHOM KOHEYHOI TOYKOM MCCIea0Ba-
HUST CITYXWIa I0JIS1 MAllMeHTOB, Y KOTOPBIX ObLT JOCTUTHYT
MOJIHBIN OTBET yepe3 15 aHel (MHAEKC aKTUBHOCTU <2 U
ypoBeHb CPB <10 Mr/1) U OTCYTCTBOBaIM HOBBIE 00OCTpe-
Hus B TeueHue 16 Hemenb. Yepes 15 gHeit yactota Kymupo-
BaHust oboctpeHuss TRAPS B rpymnre kaHakuHymaba Oblia
IIOCTOBEpPHO BBIILIE, YeM B IpyIre Iuiamnedo (puc. 2). Eme
0osiee BBIPAXEHHOE MPEMMYILECTBO KaHaKMHyMaba nepen
J1aie00 ObUIO BBISIBJICHO MIPU aHaIM3e MEePBUYHON KOHEu-
HOM Touku. YacToTa IMOJHOTO OTBETa Y MAIMEHTOB C
TRAPS cocrasuna 45% wu 8%, cootBeTcTBeHHO. [lpn
BKJIIOYEHUM B aHAJIM3 TAIMEHTOB, y KOTOPBIX 103aX KaHa-
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Puc. 2. dpdekTuBHOCTD KaHaKWHYMaba y nauueHToB ¢ TRAPS, KonXULMHpPE3UCTEHTHOH Nnepuoauyeckoii 6onesHbio (MbB) u

MKD /HIDS B uccneposanuu CLUSTER

KuHyMmaba Obuta yBenmdeHa mo 300 mr kaxaele 4 Hemenu B
CBSI3U C HEMOCTaTOUYHOM 3(h(HEeKTUBHOCTBIO JIeUeHUsI, 4acTO-
Ta MOJIHOTO OTBeTa yBenuumnach 10 73%. IpomomkeHue
JIeYeHUs] KAHAKMHyMaOOM Y OOJIbHBIX, TOCTUTIIMX TIOJIHOTO
OTBETa, MO3BOJISIO COXPAHUTb AOCTUTHYTHIA 3¢ deKkT B
teueHne 24 Hemenb y 83% 6GonbHbIx TRAPS. Cxomnble
pe3yIbTaThl ObLIM TIOJYYEHBI Y TMAIlMEHTOB C KOJXUIIMH-
PE3UCTEHTHOM mepuoauyeckoi done3nbto 1 MKD/HIDS
(puc. 2). Kanakunyma6b 1o 3(pheKTUBHOCTH MPEBOCXOINIT
mianebo BO BCEX BO3PACTHBIX IPYIMIAxX MallMeHTOB, B TOM
yucine ot 2 1o <12 net, or 12 mo <18 ner, 18 net u crapiue.

Yepes 40 Henenb ypoBeHb SAA CHM3WIICS BO BCEX KOTOP-
Tax 001bHBIX. K 3TOMY CpOKYy MenmaHa ero KOHILEHTpaLuu
y nauueHToB ¢ TRAPS cocrapnsina 10,5 mr/in, npudeM B
NIBYX TPeTSIX CilyyaeB conepxaHue SAA Obuto Huke 20 mr/i,
YTO acCOLMUPYETCS C MOAABICHUEM Pa3BUTHUS WJIM IPO-
rpeccupoBaHust AA-amuionno3a. AnekBaTHasi POTUBOBOC-
najauTeNbHasT Tepanusi OOOCHOBaHA M Yy MAllMEHTOB C
AA-aMUIIONI030M, YK€ HaYaBIIMX JICUSHUE TUATM30M, IS
MOJATOTOBKU WX K TPaHCIJIAHTALIMU MOYKU U MPOPUIaKTH-
KM pa3BUTUSI aMUJIOMI03a B TPAHCIUIAHTATE.

PesynbraTtel uccnenoBanuss CLUSTER mosBossiior pac-
CcMaTpuBaTh KaHaKMHyMad Kak mpenapaT MepBOi JUHUU B
neuyeHun TRAPS. B pekomennanusx EBporneiickoro anbsH-
ca accolualnuii peBMaToJOroB U AMEpUKAHCKOI KOJUIEIMU
pemarosioroB (EULAR/ACR) yka3zaHo, uTO 06J0KaTOpPbI
NJI-1 mo 3¢ heKTUBHOCTH, B TOM YHUCJIE YACTOTE TOCTUXE-
Husa pemuccuu TRAPS u mpodunakTuke oOTHaIeHHBIX
OCJIOXHEHMI, MPEBOCXOMAT IPYrMe TeHHO-MHXEHEPHBIE
Ouosornyeckue mpernaparbl U CTaHAapTHBIE OA3UCHBIE TTPO-
THBOBOCIAJIMTEIbHBIC TIpernapatsl [24].

C.B. Moucees. [IpuBeneHHbIC HAOIIOAEHUS CBUIETEb-
CTBYIOT O TOM, YTO no3aHee pacno3HaBaHue TRAPS waie
BCEro ONpenesseTcsl He TPYTHOCTSIMM €0 TUAarHOCTUKM, a
HU3KON MH(MOPMUPOBAHHOCTBIO Bpaueil O MOHOTEHHBIX
CHCTEMHBIX ayTOBOCTIAJIMTEIbHBIX 3aboyieBaHusIX. [Ipen-
nojaratb TRAPS cienyer nmpu HanuMuuy CTEPEOTUITHBIX
MPUCTYIIOB JUXOPAIKU, KOTOPbIE COMPOBOXKAAIOTCST KOXKHBbI-
MU BBICBITAHUSIMU, MUAITUSIMU/apTPaITUSIMU, OOJSIMU B
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JKUBOTE M/MJIM M3MEHEHUSMHM CO CTOPOHBI OpraHa 3peHus,
YacTO HAUMHAIOTCSl B IETCKOM BO3pacTe M OOBIYHO MPOIOJ-
KaloTcd B TeyeHue Oosee 7 mHeil. Bo Bpems mpuctymos, a
WHOTAA M B MEXIPUCTYIHbBIE TEePUOIbI, ONMPEIesIOTCs
JnabopaTopHble Mpu3Haku BocnaieHus (yseaudeHue COD u
conepxaHnust CPb, HeiiTpouibHBII IEHKOIIMTO3 U Ap.), HO
OTCYTCTBYIOT B TUIIMYHOM cliydyae crienuduieckue ayTo-
aHTUTeNa, XapaKTepHble IS ayTOMMMYHHBIX 3a00JeBaHUIA.
[Toxoxwue mpucTymnbl HAOMIOMAIOTCS U TP APYIUX 3aboie-
BaHMSIX 3TOM IPYIIbI, B YACTHOCTU MEPUOANYECKOM 00JIe3-
HU, TodTOMy i auddepeHInanbHO OUAarHOCTUKU
BaXKHOE 3HAUEHWE MMEIOT Pe3yJIbTaThl MOJEKYJISIPHO-TeHe-
TUYECKOTO MCCIeTOBaHUSI.

IIpu Bcex MOHOTEHHBIX CHCTEMHBIX ayTOBOCHAIUTEb-
HbIX 3a00JI€BaHUSX BO3MOXHO pa3BUTHEe AA-aMWIOna03a
MOYEK, KOTOPBIN MPOSIBISETCS HapacTAIOLICH MPOTECUHYPU-
eil M MPUBOIUT K XPOHUYECKOH TOYEYHOI HEeJ0CTaTOUHO-
ctu. Kak v mpu apyrux BocnajJuTebHBIX 3a00JeBAaHUSIX B
PEBMATOJIOTMM XPOHWYECKOE ayTOBOCMAJIEHKWE, B TOM YHCIIE
npu TRAPS, saBnsercs dakTopom pucka paHHEro atepo-
CKJIepo3a, YTO MOXKET pacCMaTpuBaTbCs Kak elle OJHO
nokazaHue ISl aKTUBHOTO JIeYeHUsT CYOKIMHUYECKU TeKY-
1IEr0 BOCTIAIEHMSI.

OOuMM 1151 BCeX CEeMEMHBIX MEPUOANIECKUX JTUXOPATOK
SIBJISIETCS TOBBIIeHUe comepxkanus MJI-1, KoTopelii urpaet
KJIIOUYEBYIO pojib B UX maroreHe3e. COOTBETCTBEHHO, IS
nedeHuss TRAPS u n1pyrux MOHOTEHHBIX ayTOBOCHAINTEb-
HBIX 3a0oJieBaHUU NpUMeHsSII0T uHruoutopsr WJI-1, B
YaCTHOCTU KaHaKWHyMab, 3G beKTUBHOCTb KOTOPOTrO MOJ-
TBEpKIEHA B IBOITHOM CJIETIOM, TUIale00-KOHTPOJIUPYEMOM
nccaenoBaHuu. JureabHas Tepanusi TaKMMHU TTperapaTaMu
HeoOXoqMMa He TOJbKO JJISI MPEemyNnpekaeHusl MPUCTYTIOB,
HO ¥ NIpOUIAKTUKY pa3BUTUSI AA-aMUIONI03a.
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Tumour necrosis factor receptor-associated
periodic syndrome (TRAPS)

V. Rameev', L. Lysenko (Kozlovskaya)',
S. Salugina’ N. Chebotareva', N. Bulanov',
A. Novikov', M. Barsuk', S. Moiseev'

'Tareev Clinic of Internal Diseases, Sechenov First Moscow State
Medical University, 2Nasonova Research Institute of Rheumatology,
Moscow, Russia

Tumour necrosis factor receptor-associated periodic syn-
drome (TRAPS) belongs to a group of rare hereditary autoin-
flammatory diseases (familial periodic fevers). TRAPS is
characterized by the periodic occurrence of fever, abdominal
pain, maculopapular rash, arthralgia/myalgia and laboratory
signs of inflammation that persisit for 5 days to 3 weeks. AA-
amyloidosis can complicate persisting autoinlammation in
TRAPS. The authors report two cases of TRAPS and discuss
its diagnosis and treatment.
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