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D89.8 — Ilepuomuueckuii CHHAPOM, aCCONMMPOBAHHBIN C MyTallMEeW reHa perenTopa
dakropa Hekpo3a omyxomu (TRAPS) (IIpyrue yTOYHEHHBIE HApYyIIEHUS C BOBJICYCHUEM
MMMYHHOT'O MEXaHH3Ma, He KIacCUu(PUIIMPOBAHHbBIE B IPYTUX PyOpUKax).

OIIMCAHMUE 3ABOJIEBAHUA

Omnpenesienue.

[Meproguyeckuii CHHIPOM, AaCCOIMMPOBAHHBIA C MyTaluedl reHa pernenropa ¢akropa
Hekpo3sa omyxoau (Tumor Necrosis Factor Receptor-Associated Periodic Syndrome) TRAPS —
HACJIC/ICTBEHHBII MOHOTE€HHBIA TEPHOIMYECKUI JTMXOPAJOUYHBIA CHHIPOM, OOYCIOBJICHHBIN
MyTarnueir reHa penentopa | Tunma dakrtopa Hekposza onyxomn (PHO) TNFRSFIA wu
IPOSBIAIOIUICS TEPUOJAMYECKUMHU  DIMU30JaMU  JIMXOPAAKUA PA3NIMYHOM  UIMTEIbHOCTH,
00JIE3HEHHBIMU BBICHIIIAHUSAMHU, HHTEHCUBHBIMH OOJIIMHU B )KMBOTE U B TPY/H, IOPAXKEHUEM TJ1a3
u p..

IIaTorenes.

TRAPS sBnsercs 3aboneBanuem, oOycioBiaeHHbIM Mmytanueil reHa TNFRSF1A. Ilpu
TRAPS naOmronaercs aTUIMYHAS aKTUBAIS IMMYHUTETA. DTO IPOUCXOJUT U3-3a HAPYIICHHUH B
reHe peuenTopa (hakropa HEKpO3a OMYXOJIH, YIaCTBYIOIIEr0 B BOCIIAIUTEIEHOM OTBeTe. TOUHBIN
MEXaHHU3M U3MEHEHMSI BOCIAIIUTEILHOTO OTBETA 10/ BAMSHUEM MyTUPOBAHHOT'O I'€Ha JI0 CUX IOp
HE YCTaHOBJIEH. TOJYKOM K pPa3BUTHIO MpPUCTyNa 3a00JI€BAHUS MOTYT CIIY>KUThb HHQEKIHH,
TpaBMbl WM Iicuxosorudeckui crpecc. Jlnarno3s TRAPS craBuTcs Ha OCHOBaHUYM KIMHUYECKOU
KapTUHBI ¥ MOATBEPKIAACTCA METOIOM I'€HETUYECKOIO TECTUPOBAHUS.

Knununueckasi kKapTuHa.

OCHOBHBIMU CUMITOMAaMU SIBJISIIOTCS ITOBTOPSIOIIMECS IPUCTYIIBI JIUXOPAJKU, KOTOPBIE,
KaK TIpaBUJIO, JUISITCS JIBE-TPU HEJENH, HO MHOI/IAa MOTYT IPOAOJKAThCSA B TeUeHHe OoJiee UiIu
MEHEee UIUTEIBHOTO BPEMEHH. DTH SMU30/1bI COMPOBOXKAAIOTCS 03HOOOM U MHTEHCUBHOM O0JIBIO
MBILII TYJIOBUIIA U BEPXHUX KOHEUHOCTEH. THUMHMYHAS ChIIIb UMEET KPAaCHBIM LBET, OTIMYAETCS
00JIE3HEHHOCTBIO U OTpaXkaeT BOCIAJICHNE TOJJIEXKAIIET0 Y9acTKa KOKM M MbIIII. boabmuHCTBO
NAallMEeHTOB B Hayaje IMPHUCTYyNa HCHBITHIBAIOT TIyOOKHE CIa3MaTHYeCKHE MBbIIIEUHble O0IH,
MHTEHCUBHOCTH KOTOPBIX ITOCTENIEHHO HApacTaeT, U OHM HAYMHAIOT MUTPUPOBATH B IPYTUE YaCTH
KOHEYHOCTEM, C MOCIEAYIOIUM MOSBICHUEM ChINU. ChIIb TAK)KE MOXKET HOCUTh KOJIbLIEBUAHBIN
XapakTep ¢ aKypHbIMH KpasiMu. YacTo y malueHToB 0TMEUaroTcsl 00NN B )KUBOTE Pa3HOM CTENEeHU
BBIPaKEHHOCTH, COIPOBOXKAA0IIKEcs TOIHOTON U pBoTol. J{ins TRAPS-cunapoma xapakTepHsl
BOCHaJieHue O00OJOYKH, TMOKpBIBAIOIIEH NEpeqHIO dYacTh TIJla3a (KOHBIOHKTHBBI) WIIU
INPUITYXJIOCTU BOKPYr TJla3, XOTS O3TOT CHUMIITOM MOXET HaOJIolaTbCss W TpU  APYTrux
3a0oneBaHuax. OnMcaHbl Takke O0JIM B TPYAM, BbI3BAHHBIE BOCHAJICHHEM ILIEBPHI (000JIOUKH,
OKpY’Kalollel JIerkue) uiM nepukapa (000J04YKH, OKpysKaromiel cepale). XapakTepHOU Takxke
ABJIsieTCs kajoba Ha Ooib B 00JacTW MOUIOHKH. YacTo BO3HHUKAIOT apTpParMU B KPYIHBIX
CyCTaBaX, PEAKO — apTPUTHl (aCUMMETPUYHBIE MOHO-OJUTOApTPUTHI KPYIMHBIX CYCTaBOB),
TEHJAWHUTH! (€IUHUYHBIE Clydau). TN U TPONOJKUTEIBHOCTh CHUMITOMOB M 0OOOCTpEeHMIA
3a00JIeBaHUs CYLIECTBEHHO Pa3IMyYalOTCs y Pa3HbIX MAI[EeHTOB.

Y HEKOTOpBIX NAaIMEeHTOB, OCOOEHHO B 3peloM Bo3pacTe, O00Je3Hb MPOTEKAEeT
BOJIHOOOpa3HO M MMEET CyOXpOHMYECKOe TeUeHHE, XapaKTepHU3yrollleecss BCIbIIKamMu 00U B
’KUBOTE, CYCTaBHBIMH M MBIIIEUHBIMH OOJIIMH, TJIA3HBIMU HPOSBICHUSIMH C TOBBIIIEHUEM
TEeMIeparypbl Tejla Wid 0e3 Hero M CTOWKHMM IOBBIIIEHHEM JIaOOPAaTOPHBIX IOKa3areien
BocriasieHus. TRAPS coxpaHseTcs Ha NPOTSKEHUM BCEW KU3HU, HO C BO3PAacCTOM SIHU301bI



3a00/IeBaHUsl CTAHOBATCA JieT4e U pexe. AMMIOHI03 SBISETCS Hauboliee TKEIbIM
JOJITOCPOYHBIM ociiokHeHueM npu TRAPS-cunapome, ormeuatromumest y 10-15% marueHToB.
AMuson03 O0OyCIIOBIEH HAKOIUIEHMEM B TKaHU LUPKYJIUPYIOLIErO BEIIECTBa, KOTOPOE
BbIpa0aThIBa€TCS BO BpEMs BOCHAICHHS W HA3bIBACTCSI CHIBOPOTOYHBIM aMUIIOMAOM A.
OT1noxeHre aMWION1a A B MOYKaX MPUBOJUT K MOTEpe OOJIBIIOrO KOJIWYEeCcTBA OEIKa ¢ MOYOH U
IIPOIPECCUPOBAHUIO TIOYEYHOW HEJOCTATOYHOCTU. Puck ammionyosza oOyCIOBIEH THUIIOM
MyTallU: HOCUTEIBCTBO ATONEHHBIX ajljlesied, IPUBOJAIIMX K 3aMEHE [IUCTEMHOBOI'O OCTAaTKa B
OENIKOBOI MOJIEKYJIe — MTPOYKTE TeHa, CO3Jat0T HAMOOJIBIITUI PUCK.

Jlmarnocruka.

Kaxkmue ucciienoBanus He00X0AMMBbI?

B MOMEHT mOCTaHOBKM JMarHo3a HEOOXOJUMO HCKIIOYHUTH 3a00JIeBaHUSl, KOTOpHIE
MPOTEKAIOT C TMOXOXUMH KIMHUYECKUMHU TPOSIBICHUAMU (MH(PEKIUOHHbIE, aJUIepruyecKue
3a00JeBaHNs, OCTPBIA M XPOHUYECKUN OCTEOMHEIHUT, BOCHAIUTENIbHBIC 3a00JI€BaHHS KUIIICYHHKA,
Jpyrue peBMaTHuYecKue 3abosieBaHuss W Ap.). [is 3TOro mpoBOAWTCS TONHOE OOCIEI0BaHHE,
BKJIIOYAIOLIEE KOMILJIEKC JIaDOpaTOPHBIX M HHCTPYMEHTAJbHBIX HCCIEJOBAaHUM, NEepeyeHb
KOTOPBIX OIPEEISIET Balll Bpay-pPEBMATOJIOT B COOTBETCTBUU C KIIMHUYECKUMU PEKOMEHAALIUSMHU.

OnbiTHBINM Bpay 3an0103puT TRAPS-cunApoM Ha OCHOBAaHMHU KIMHUYECKUX CUMIITOMOB,
BBISIBJICHHBIX B X0JI€ 00bEKTHUBHOI'O OCMOTPA, M CEMEHHOr0 aHaMHe3a. [ 'eHeTnyeckuil ananus ams
BbIsiBJieHUs MyTanuu B reHe TNFRSF1A mpoBoauTcs ajie OKOHYATENIbHOIO MOATBEPKICHUS
JMarHo3a B CHEIHATM3UPOBAHHBIX T€HETHUECKUX Jaboparopusx. JlaboparopHoe obcnenoBanue
BKITIOUAET OTpEIeNICHuEe YPOBHS OCTpoda3oBbiXx MapkepoB 3adoneBanus: COD, C-peakTHBHBIN
0esoK, ChIBOPOTOUHBIM amMmiiona-A (SAA), KOTOpble CYHIECTBEHHO MOBBIIMIEHBI. DTH aHAJINU3bI
NEepPUOJANYECKH  IOBTOPSIIOTCS, Korga y  peOeHKa  MPOXOJIAT  CUMITOMBI,  YTOOBI
IIPOKOHTPOJIMPOBATh, IPUIIUIM JIM ATH NIOKA3aTeNU B HOPMY. AHAJIN3 MOYHM TAK)KE€ UMEET LIEJIbIO
ONpeAeNuTh NPUCYTCTBUE B HEMl Oelka M KpacHBIX KJIETOK KpoBU. Bo Bpems mnpucrynos
BO3MO>KHBI BpEMEHHbBIC U3MEHEHHS. Y MAMEHTOB C aMIJIOUI030M BBICOKHE YPOBHU O€Jika B MOYE
IIPUCYTCTBYIOT ITOCTOSIHHO.

Jleuenme.

Ha cerogusmuuili eHb He CYIIECTBYET METOAMKH JICUEHHs, KOTopas IO03BOJisIa Obl
NPEeOTBPAaTUTh UM W3JIEUUTh JaHHOE 3a0osieBaHue. HecteponHble MPOTUBOBOCHANINUTEIbHBIE
npenapats! (HIIBII) momoratot o6nerdynts cuMnToMbl. BICOKHE 10361 KOPTUKOCTEPOUIOB YACTO
3¢ (EeKTUBHBI, HO MOCTOSHHOE NMPUMEHEHHE 3TUX IpEenapaTroB MOXKET NPUBECTU K CEPHE3HBIM
1000YHBIM 3P PeKTam.

Haubonee »¢dextuBHbIM cpenctBoMm jeueHuss TRAPS B Hacrosimiee Bpems siBisieTcs
npumenenue I'MBIl — unaruburopos MJI-1 (kanakunymal, anakuupa). B P® no nokazanusm
TRAPS 3apeructpupoBaH kaHakuHyma0. B psne uccienoBaHuii ObUIO NOKa3aHO, YTO 3TOT
npenapar mo3BoJsieT 3PPEeKTUBHO KOHTPOJIUPOBATh BOCHAINTENbHBIE NposiBieHus npu TRAPS,
€CJIM €ro BBOAMTH IIOCPEJCTBOM IIOJIKOKHOM HHBEKUMU OIUH pa3 B 4 Henenu. Bauny
FEHETUYECKOTO XapakTepa 3a00JeBaHUS MOXKHO MPEIINOJIOKUTh, YTO (hapMaKoIoruyecKkas
osokama NJI-1 momkHa moanepKUBaThCs B TEUCHHUE TUTEIIHHOTO BPEMEHH, €CITH HE BCIO JKU3Hb.

Cnenuduyeckas 610kana pocnanureabHoro nutoknHa @HO ¢ momoIpo pacTBOPUMOTO
peuentopa ®HO (3Tanepuent), Takxke sABIseTCsA 3PPEKTUBHBIM METOI0M JIEUEHUSI Y HEKOTOPBIX
NAIUEHTOB, O3BOJISAIOIIMM MPEAOTBPAIATh IPUCTYIBI JINX0opaaku. OTHAKO B IPOLIECCE JIEUEHUS
HEpPEeAKO pa3BUBAECTCA BTOpUYHAs HedPPeKTUBHOCTD. [Ipenaparsl Ha OCHOBE MOHOKJIOHAJIBbHBIX
auturen Kk ®HOa (uHpaukcumad, amamumymald u ap.) Hedh(EKTUBHBI U HE TMOKa3aHbl IS
NpUMEHEHUS NIPU JaHHOM 3a00JieBaHUH. BbITO MOKa3aHo, YTO MCIOJIb30BAaHHE MOHOKIOHAIBHBIX



antuten npotuB ®HO wHOrnma BBI3BIBaET 00OCTpeHHE 3a00sieBaHUS. B HEKOTOPHIX Clydasx
BO3MOKHO IPUMEHEHHE KOJIXMLMHA. Tepamus METOTpEeKCaToM, Aa3aTUONPUHOM U JIPYrUMHU
MMMYHOCYTIPECCUBHBIMHU ITpernapaTamMu Hed(hPeKTUBHA.

Hecreponanbie NMpOTHBOBOCHAJINTEIbHbIE M NPOTHBOPEBMATHYECKHE INpenapatbl
(HIIBII)

HIIBII — cpeactBa [ CUMITOMAaTHYECKOTO  IIPOTHUBOBOCHAIUTEIBHOTO U
AHTUIMPETUYECKOTO (TIOHMUKAIOIIETO TEMIIEPATYPY) JIEUEHUS; «CUMIITOMATUYECKOE» 3HAYUT, YTO
OHH HE CITOCOOHBI BBI3BAaTh PEMUCCHUIO 3a00JI€BaHUS, A JINIIb KYITUPYIOT CUMIITOMBI, CBS3aHHBIE C
BocrniasieHueM. Haubonee wyacTto mnpuMeHsIOTCA OUKIOPEHAK, HUMECYIUJ, MEJIOKCHKaM,
noymnpoden, naparneramon. HIIBII o0braHO X0pomio mepeHocarcs aetbmMu. Cpeau moOOYHBIX
3¢ dexToB — muckoMpOpPT B 00JIACTH KEITYAKA, KOTOPBIM Yallle BCTPEUAETCsl y B3POCIBIX, YEM Y
neteit. MUnorna oqun HITBIT MmoxeT ObITh 3¢ (heKTHUBEH B TOM CiTydae, KOT/ia Ipyroi HeJJoCTaTOYHO
s dexruer. KomOuaupopanue paznmununbix HIIBIT He mokazano. OntuManbHOE BO3ACHCTBHE HA
BOCIAJIEHUE CYCTaBOB OTMEYAETCS YEPE3 HECKOJIBKO HEJENb 110CIIE Hayasa JICYEHHUs.

' 1I0KOKOPTHKOUABI

['mokokopTHKOUIBl  SBISIFOTC  Hawbosee  3()(QEKTUBHBIMH W3 JIOCTYITHBIX
MPOTUBOBOCHIAJIUTEIILHBIX MPENAapaTOB, HO UX MCIIOJIb30BAHUE OIPAHUYEHO TEM, UYTO JUIMTEIIBHOE
UX TPUMEHEHHE COMPOBOXKIACTCS PSIOM CEPbE3HBIX MOOOYHBIX SIBICHHI, B TOM YHCIE
OCTEOIOPO30M M 3aMEJICHHEM pocTa. TeM He MeHee, NMPEUMMYIIECTBOM TIJIIOKOKOPTUKOWIOB
ABJISIETCSI TO, YTO UX MOXHO HPUMEHSAThH IS JICYEHUS] CUCTEMHBIX CHUMIITOMOB, KOTOpBIE HE
MOJJJAIOTCS APYTrOMY JIEUEHUIO, PU KU3HEYTPOXKAIOIINX CUCTEMHBIX OCIIOKHEHUSX, a TAKXKe KaK
«IEepexXoqHOe» JICUEHHE B OCTPBIM Iepuoj 3a00JieBaHUS W B MEPUOJ OXKUJAHHUS IOSIBICHUS
s deKTa OT FTeHHO-MHKEHEPHOH OMOJIOTHYECKON TepaIyH.

Jlpyrue cnoco0bl JieueHust

Peabunimranus

Peabunuranuss  sBisieTcs  BaXHBIM ~ KOMIIOHEHTOM  JjiedyeHus. OHa  BKJIIOYAeT
COOTBETCTBYIOIINE YIPAKHEHUS, @ TAKKE, IPU HATMYUH MOKA3aHUM, NCTIOJIb30BaHUE CYCTABHBIX
IIMH 7S yIep’KaHhs CYCTaBOB B yMOOHOHM mo3e, 4TOObI MpeaoTBPaTUTh 00Jb, CKOBAaHHOCTH,
MBIIIEYHBIE KOHTPAKTYpbl U AedopManuu cycTaBoB. PeaOunurtainvs MOKHA HAYMHATHCA Ha
paHHEl cTaauy U MPOBOJUTHCS PYTUHHO AJISl YIYUILIEHUS UM COXPAHEHMsI COCTOSIHUS CyCTaBOB
Y MBIIIIII.
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KYJIA OBPAIIIATBHCS:
CIHMCOK MEIMIMHCKHX ((eepabHbIX / pErHOHATBHBIX ), MHBIX YUPEXKICHUH (€CIIi IMEETCs B
cuILy crienu(UKy 3a00IeBaHU)

INABJIOH MAPIIPYTU3ALIUUA:
IlepBUYHBIN BU3UT K NEeAUATPY

OcymiecTBiIsSIETCST O MECTY JKUTEJIbCTBA B MEIUIMHCKUX OPraHM3aIUsX, OKa3bIBAIOIIUX
amMOynaTtopHyto nomoius. [Ipy Hanmu4YuK Npru3HaKoB 3a00JIeBaHMs NAIIMEHT HAMIPABJISETCS K Bpady-
PEBMATOJIOTY 110 MECTY KUTEJIbCTBA.

IlepBUYHBIN BUSHT K Bpauy-peBMaTOJIOIY

OcymecTBisieTcss 0 MECTy JKUTEJIBCTBA B MEAMIMHCKMX OpraHM3alMsaX, OKa3bIBAIOIIMX
amMOyJIaTOpHYI0  TOMOIIb.  Bpau-peBmMaTosnor  ompenensieT  HEOOXOAMMOCTb  CPOYHOM
TFOCHOUTAIM3AIMKA B CTAlLlMOHAP WJIM HA3HAUYEHUsS JONOJHHUTEIBHOIO OOCIIEOBAaHUS C IENbIO
JUArHOCTHKH, TIOJTBEPKACHUS WIM UCKIFOYEHUS AUarHo3a.

IHoMowb B cTanmonape

HaLII/IeHT C YCTAHOBJICHHBIM OHWAarHo3oM pEeBMAaTUYCCKOIO 3a00JIeBaHus HaIpaBJIACTCA B
npoduibHOE OTAENCHHE (PEeBMATOJIOTMYECKOE OTIEIECHUE WM OTJENIEHHE, KOTOpOe HMMEET B
COCTaBE PEBMATOJIOTMUYECKUE KOUKH).

JluarHocTuka W JIEYEHUE TSDKENIbIX U CIOXKHBIX BapHAHTOB 3a00JE€BaHUA, a TaKXKe
Ha3HAYEHUE/KOPPEKLUs TEHHO-WH)KEHEPHBIX OMOJIOTHYECKHUX TPENapaToB MPOBOIUTCS IPH
Y4aCTMHM MEAMIMHCKUX OpraHu3auuil (eaepaqbHOro MOJYMHEHHs (B TOM YHUCIE C MOMOIIbIO
TEJIEMEIUIUHCKUX TEXHOJIOTUH).

IIpoBenenne Mos1eKy/ISIPHO-TeHETHYECKUX MCCJIe[0BAHUM

B Hacrosiee BpeMsi MOJIEKYJISIPHO-TEHETUUECKHE UCCIIEOBAHUS U1 TIOATBEPKACHUS AUarHo3a
ayTOBOCIAUTEIHHOTO 3a00sieBanus B Poccuiickoit Deepannyi MOKHO IPOBECTU OECIIIaTHO.
[Tonyunts Bclo HMH(pOpPMAIMIO O JHArHOCTUKE ayTOBOCHAIUTENbHBIX 3a00JIEBaHUM, a Takxke
OslaHkM MH(GOPMAIMOHHOIO COIJIacus MallMeHTa, HANpaBJICHUE Ha HCCIEI0BAaHUE, Bl MOXKETE,
MO3BOHUB 10 HOMepy OecriaTHoi ["opsiueit muHun

I'opsiuas JInnus npeaHasHaAYeHa HCKJIKYUTENbHO 1JIs1 MeIMIHHCKUX PA0OTHUKOB.

Ten. 8-800-100-15-92 B paboune nuu ¢ 08.00 1o 18.00 mo MockoBCKOMY BpEMEHH.

YcraHoB/IeHHE TMATHO3a M AMHAMHY€ECKOE Haﬁnmz[elme
C MomMmeHTa YCTAHOBJICHUS AHArfHo3da MW HA3HAYCHHUA JICUCHUS IMAllMCHT HAXOJUTCA Ha
AUCITAaHCCPHOM Ha6HIOI[eHI/II/I Bpada-peBMaATOJIOra 1o MeCTy KUTCJILCTBA.



YACTO 3AJABAEMBIE BOIIPOCHI:

Yro Takoe mepuoaMYecKUil JUXOPATOYHBIH CHHAPOM, 00YCJIOBJEHHbIH MyTauuel
rena peuenropa I tuna pakropa nekposa onyxoau TRAPS cungpom?

TRAPS sBnsiercs peakuM HacleACTBEHHBIM T'€HETHYECKHM 3a00JeBaHUEM, KOTOPOE
XapaKTepU3yeTCs OBTOPSAIOIIUMHUCS SNU30/1aMHU TIOBBIIEHUS TEMIIEPATYPBI TENA, MBIILIEYHBIMU U
CYCTaBHBIMH OOJISIMU, TIPUITYXaHUEM CYCTaBOB, OOJBIO B )KHBOTE, TOJOBHON OONBIO M KOXKHOMN
ceinbio. Yactora passutusa oboctpennit TRAPS konebneTcst oT 0AHOTO B HECKOJIBKO HEAETh 10
OJIHOTO B HECKOJIbKO JIeT. /nurenpHoCTh MpUCTYynoB cocTaBisier oT 7 1o 20 nuell. CuMITOMBI
3a00JIeBaHUA Y Ka)KJIOT0 IALIUEHTA MOTYT pa3innyarbes. Ha mo3nHux cragusax 3a00€BaHus MOXKET
OTMEYaThCs HapylieHue GyHKuu novek. [logoOHbIe cirydan MOKHO HAOII0AATh Y WICHOB OJIHOM
U TOU 7K€ CEMBH.

Kak yacto BcTpeuaercsi 310 3a00/1eBanue?

TRAPS cumtaercs penkum 3abojieBaHHEeM M BcTpedaercs ¢ vactoroit 1 ma 1 000 000
YEJIIOBEK M SBIIAETCS BTOPBIM IO YacCTOTE HACJIEACTBEHHBIM CHHAPOMOM NEPHOINYECKON
JIMXOPAJKHU MTOCIIE CEMENHOM CPEM3EMHOMOPCKON TUX0opaaku. [1ogaBiasonryro 4acTh NallueHTOB
COCTABIISIIOT E€BPONEHIIBI, OAHAKO B JPYTrUX STHUYECKUX TPYIIAX BCTPEYAETCs] BCE OOIbIIe
cinydaeB. Bo Bcem mupe auarnoctupoBano 6osee 1000 ciiyqaeB TRAPS. 3a0oneBanue nopaxaet
00a 1oJia B paBHOM CTENEHU U HAUMHAETCS, KaK MPaBUJIO, B IETCTBE, XOTsI ObUIM OIMCAHbI TAKkKe
MAIMEHTHI, Y KOTOPBIX JIaHHOE 3a00JIeBaHKEe Pa3BUIIOCH B 3PEJIOM BO3pacTe.

KakoBbl npu4uHbI 3200/1€BaHus?

TRAPS snsercs 3aboneBanuem, oOycinosieHHbIM Mytanueil rena TNFRSF1A. Ilpu
TRAPS naGnrogaercs aTUNUYHAs aKTUBALMA UMMYHUTETA. DTO MIPOUCXOIUT U3-3a HAPYIICHUN B
reHe peuenTopa (hakropa HEKpo3a OMYXOJIH, yIaCTBYIOIIEr0 B BOCIIAIUTEIILHOM OTBeTe. TOUHBIN
MEXaHHU3M U3MEHEHMSI BOCIAIIUTEIBLHOTO OTBETA 10/ BAMSHUEM MyTUPOBAHHOT'O I'€Ha JI0 CUX IOp
HE YCTaHOBJIEH. TONYKOM K DPa3BHTHIO MPHUCTYyNa 3a00JE€BaHUS MOTYT CIIY)KUTh WHQEKIHH,
TpaBMbl WJIM TICUXOJIOTUYECKHM cTpecc. JlaHHBIX B MOJIB3Y TOTO, YTO BpeMs roja WM KIUMaT
BJIMSIET Ha TeYeHUe 0OJIE3HU, HET.

Juarno3 TRAPS cTtaBuTCs Ha OCHOBaHMM KIMHMYECKOW KAPTHUHBI U TMOATBEPKIAETCS
METOJIOM F€HETUUECKOTO TECTUPOBAHMSI.

SIBasieTcs JIM 3TO 3a00J1eBaHHE HACIEACTBEHHBIM ?

TRAPS nacnenytorcs Kak ayTOCOMHO-JJOMHHAHTHOE 3a0ojieBaHME. DTO O3HA4aeT, 4To
0oJe3Hb IepenaeTcss OAHMM M3 POJUTENEeH, y KOTOPOro HMMeeTcs 3a0oieBaHMe M KOTOPBIN
aBiseTcss HocuTeneM aHomanbHOM komuu reHa TNFRSF1A. Poautenu Ttakke Moryr ObITh
HOCUTEISIMU MYTAallid, HE uUMes Npu3HaKoB 3aboseBaHUs. [IOCKONBKY y KaXJIOTro 4eraoBeKa
UMeeTcs 2 KoMK BCeX HallMX IT'eHOB, pUCK nepenaun MytupoBasiieil konuu rena TNFRSF1A ot
pOAMTENs], KOTOPBIM SIBISIETCS €ro HOCUTENEeM, a 3HAYUT U PHUCK Iepenadd OOJIe3HU KaKAOMY
pebenky, cocrapisiet 50%. Cnenyer OTMETHTb, YTO HE Y BCEX HOCUTENEH MyTaHTHBIX T€HOB, 1aXke
B CEMbSX, B KOTOPBIX UMEIOTCS OBTOpHBIE ciiydan TRAPS, pazBuBaercs KIMHUUYECKash KapTUHA
3a0oneBanus. TeM He MeHee, BEpOSITHOCTb MocTaHOBKH nuarno3a TRAPS Bozpacraer, eciu KTo-
TO W3 OMmKaWIMX PpOJCTBEHHUKOB HMMEET JaHHOE 3a00JeBaHHe WM SBISETCS HOCUTENIEM
M3MEHEHHOT0 TeHa. MoryT BO3HUKATh U MyTalluu de novo (HOBbIE); B ATHX CIy4asiX HU OJUH U3
ponuteneil He uMeeT 3a0oeBaHus U He sBIseTcs HocuteneM mytanuu B reHe TNFRSFIA, HO
HapyllIeHUe TeHa MosBIIeTcs Npu 3ayaThu. B Takom ciyuae puck pa3sutust TRAPS y npyroro
peGeHKa HOCHUT CITydaiiHBIN XapakTep.

SABasiercs jiu 310 3a00/1eBaHNe HH(PEKIIUOHHBIM?



TRAPS He sBnsieTcss nHQEKIIMOHHBIM 3a00IeBaHUEM. JTa 00JIE3Hh MOXKET Pa3BUBATHCS
TOJIBKO Yy JIMI] C TEHETUYECKUMH HApYILICHUSIMU.

OnuHaKoBO JiM MPOsIBJIsAETCS 3a00/1eBaHUe y Bcex Jereit?

[IposiBnenuss TRAPS-cunapomMa BapbUpylOT Yy KaXJ0ro TalMeHTa B  IUIaHE
IPOJODKUTEIBHOCTH  KaKJIOTO IIPUCTYNNa M JJIUTEIBHOCTH OECCHUMIITOMHBIX IEPHUOOB.
CoyeraHrne OCHOBHBIX CHMIITOMOB TaK)K€ M3MEHUMBO. BO3MOXXHO, 3TH paszauuMsi OT4acTU
OOBSICHAIOTCS ICUCTBUEM I'€HETHYECKUX (PAKTOPOB.

KakoB noarocpo4ynsblii npornos 3a6oJieBaHus?

JHonrocpounslii mporHo3 TRAPS 3aBucutT oT TeueHus 3a0osieBaHUS, BOCIAIUTEIBLHON
AKTUBHOCTH BO BpeMs U, OCOOEHHO, MEXy MPHUCTYyaMH, OT BapHaHTa T€HETUYECKOW MyTalluu.
Ha kauecTBe XKM3HM MOTYT CKa3blBaThCSl MOBTOPSIOIIMECS S3MHU30bl JIUXOPAJKU U JPYTUX
nposiBieHuil. Ha oarocpodsslil MPOTHO3 MOKET MOBIUATh Pa3BUTUE aMUJIOUA03a U HApyLLIEHUE
dbyHakun movek. Jleuenne 6moxaropamu MJI-1 3HaunTenpHO ynyuinaer nporHos mpu TRAPS.

Kak HacueT HeTpaAMIMOHHBIX METO0B JIeYeHHUs1/I0NOJTHUTEJIbHOH Tepanuu?

EcTb MHOTO 1OIIOJTHUTENBHBIX U aJIbTEPHATUBHBIX METO/I0B JICUEHUS, U ITO MOYKET BBECTH
B 3a0JTyK/ICHUE MAIMEHTOB U UX ceMbH. [logymaiiTe XOpomeHbKo 0 pUCKax M MPEUMYIIECTBAX
MPUMEHEHUS TaKOW Teparuu, MOCKONIbKY ee A((EeKTUBHOCTh HE JI0Ka3aHa U MOXKET 00XOUTHCS
JIOPOTO Kak B IJIJaHE BPEMEHU, HArpy3KHU Ha peOeHKa, TaK U B JCHE)KHOM BbIpakeHUH. Eciu BbI
XOTUTE pa300paTbcs B BOZMOXKHOCTSIX JOMOJTHUTEIBHBIX U aJbTEPHATUBHBIX METOJOB JICUCHUS,
nokajayhcTa, 00CyUuTe 3TU BapUaHTBI CO CBOUM JETCKUM peBMaroioroM. HekoTopeie MeTobl
JICUYSHHSI CIIOCOOHBI B3aMMOJICHCTBOBATh C OOBIYHBIMH JIGKAPCTBAMHU. BONBIIMHCTBO Bpayei He
OyIyT NpOTHUB AJIbTEPHATHBHBIX METOJOB JIEUEHUS IPU YCIOBUH, YTO Bbl OyJeTe CleI0BaTh
pexomeHaanuaM Bpada. O4eHb BaKHO HE MPEKpALaTh [IPUEM JIEKApCTB, MPOMMCAHHBIX BPAYOM.
Korpa nexapcrtsa, Takue kak 'K, HeoOXomumebl, 4TOOBI epkaTh 00JIE3HB TOJI KOHTPOJEM, TO
IPEKpalLEHUEe UX IIPUEMa MOXKET OKa3aTbCs OYEHb ONACHBIM, €ClId 3a00JIeBaHUE MO-TIPEKHEMY
HaxoauTcs B akTuBHOU (aze. [loxkamyiicra, oOCyauTe BOIPOCHI, KOTOpPhIE Bac OECIOKOST B
OTHOILIEHUH Ha3HAUYEHHOr' 0 Mpenapara, ¢ BpauoM Ballero pedeHka.

KakoBbl ocHOBHBIC 10004HbIE I PeKThI TeueHns?

IIpenapatsl, ucnons3yemsle npu jgeueHuH TRAPS, kak mpaBuiio, XOpoIIo MepeHoCsTCs.
HenepenocumMocTh co cTOpOHBI kemyika — camoe vactoe nmodounoe nevicrsue HIIBIT (koTopsie
MMEHHO MOATOMY HEOOXOAMMO MPUHUMATD C MHUILEH) — Y JeTel 0OTMeYaeTcss MEHee 4acTo, YeM Y
B3pociibix. HIIBIT MoryT BbI3bIBaTh OBBIILIEHHE YPOBHS HEKOTOPHIX (PEPMEHTOB I1€YEHH B KPOBH,
HO 3TO PEKOE SIBJIEHUE MPU MpUEMeE MperapaTos.

JumnrensHoe npumeHeHne ['K B BBICOKMX [103aX COIPOBOXKIAETCS PSAAOM 3HAYMMBIX
no6oyHbIX 3¢ ¢dekToB. OHU BKIIOYAIOT 33JEPXKKYy pocTa U ocTteonopo3. Beicokune no3sr I'K
BBI3BIBAIOT 3aMETHOE TOBBIIIEHUE aMIETUTA, YTO B CBOK OYEPEb MOXKET IPUBECTH K 0KUPEHUIO.
[TosTOMY Ba)XHO MOOLIPATH JETEH €CTh MUILlY, KOTOPas MOXET yJOBJIETBOPUTh UX amlNeTUT Oe3
YBEJIMYEHUS TOTPEOJICHUS KaTOPHA.

I'UBII, xak npaBuiIo, XOPOLIO NEPEHOCATCS, IO KPalHEW Mepe, B MEPBBIE T'OJIbI JICUCHMUS.
[TarueHTOB HEOOXOAMMO TIIATENILHO KOHTPOJIMPOBATH HA IIPEIMET BO3MOKHOTO BO3SHUKHOBEHUS
MHGEKINNA WM IPYruX HeXellaTeNbHbIX siBIeHUd. Tem He MeHee, Ba)KHO MOHUMATh, YTO OIBIT
NPUMEHEHHs JIeKapCTBEHHBIX CpPEJCTB, HCHOIb3yeMblx s Jjedenus CAPS, orpanuuen
KOJINYECTBEHHO U M0 BpeMeHH (OMO0JIOTHYeCKHe MpernapaThl CTajln JOCTYMHBI ToJbKO ¢ 2000 roaa).

Korma Heo0xoanmMo HAYHHATL JIeUeHHne?



B Hacrosmee BpeMsl CyHIECTBYIOT OTEYECTBEHHBIE, MEKIYHAPOJHbIE M HAlMOHAJIbHbBIC
pPEKOMEHIalliH, KOTOPBIE OMPENIEI0OT CPOKH Hauaia JiedeHus . JleueHue 10KHO ObITh Ha3HAYEHO
cpa3y nocje yCTaHOBJIEHUSI IMarHO3a.

Kaxk 10/1ro He00X0aMMO NPOJ0JIKATH JeueHue?

Jleuenue murenbHoe. Ero mpoaomKUTENbHOCTh OIMpPEACSeTCs JIeYalldM BpavyoM Ha
OCHOBAHUU COCTOSIHMS MAIIEHTA.

Kak mo:xeT 00/1€3Hb NOBJMATH HA pe0eHKa U OBCEIHEBHYIO KU3Hb CEMbH ?

Henpenckasyemsiii xapaktep »mu3070B TRAPS o3Hauaer, 4to TpyaHO ONpENEIUTH
BIIMSIHUE, KOTOPOE OH MOXET OKa3bIBaTh Ha MOBCEIHEBHYIO >KM3Hb. Y HEKOTOPBIX IALMEHTOB
000CTpeHusl pa3BUBAIOTCS Ka)KIble IIECTh HENENb, TOTJA KaK Yy APYTUX MPUCTYIBI JIUXOPAIKU
MOTYT HE ITOBTOPSTHCS B TEUEHHE MHOTUX JIET, YTO MTO3BOJISIET UM JKHUTh ITOJIHOW KU3HbI0. YacTbie
Y MPOAOJKUTENIbHBIE IPUCTYIIBI HAPYIIAOT HOPMAJIbHYIO KU3Hb CEMbU M MOTYT OTPa)KaTbCs Ha
pabote poauTenei uin nauuenTa. Yacto uMeer MeCTo 3HaUMTEIbHAs 33/IEPKKa C YCTAHOBJICHUEM
MPAaBUJILHOTO JIMArHO3a, YTO BIEYET 3a COOOW BOJIHEHUsS POAMTENICH, a MHOTNA M MPOBEICHUE
HEHY>KHBIX MEIMIIMHCKUX Tporneayp. JlanHoe 3a0osieBaHre HEIb3sI U3JICYUTh, HO MOKHO MHOTOE
C/IeNaTh, YTOOBI YMEHBIIIUTD €T0 BIUSHHUE HA TOBCEIHEBHYIO KU3Hb. Ba)HO Hala uTh KpENKUe 1
JIOBEPUTEJIbHBIE OTHOIIECHUSI C MEAMIMHCKUMU CIELHAIUCTAMU, 3aHUMAIOIUMHUCS JIEYEHUEM
TRAPS, 3T0 NOMOXKET CylIECTBEHHO MOBBICUTh CAMOYYBCTBUE U KAUECTBO KU3HU B LIEJIOM.

Kak nacyer mkoJibi?

YacTble TpUCTYMBI BHI3BIBAIOT MPOOJIEeMbl ¢ MocemeHueM mkonbl. [Ipu s¢dextnBHOM
JICYCHHUH MPOMYCKHU 3aHATUN B IIKOJIE CTAHOBATCS Oosiee peakuMu. JJis geTeit ¢ XpOHMYeCKUMU
3a00JI€BaHUSMH BA)KHOE 3HAYCHHE HMMEET MPOJOJDKEHHWE OOY4YeHHs. YUHTENs OJDKHBI OBITh
poruH(OPMHUPOBAHBI O OOJIE3HH U O TOM, YTO HYXKHO JIeJIaTh B CITy4ae, €CIIU MPUCTYIT HAYMHACTCS
B mKoyie. Pojureny u yautens AODKHBI CielaTh BCE, OT HUX 3aBHUCSINEE, YTOOBI PeOSHOK MOT
y4acTBOBATh B INKOJBHBIX MEPONPHITHSIX B OOBIYHOM IOPSIIKE HE TOJBKO IS TOTO, YTOOBI
peOeHOK OB yCTICTHBIM B yueOe, HO, M YTOOBI OH ObLI MPUHSAT U HalIell IPU3HAHUE B KPYTY CBOUX
CBEPCTHUKOB M B3pocCibIX. bymaymias uHTerpamus B npohecCHOHaTbHOM MUPE MMEET BaKHOE
3HauUEHUE I MOJIOJIOTO TAIMeHTa W SIBJISETCS OJHOM M3 Ienel T00anbHONH TOMOIIH
XPOHUYECKUM OOJBHBIM.

Kak nacuer cnopra?

3aHATHS CIIOPTOM SIBJISIFOTCSI BAXKHBIM aCIIEKTOM TOBCEIHEBHOM KU3HH JTIOO0TO peOCHKA.
OnnHa U3 1eneil Tepanuu COCTOUT B TOM, YTOOBI MO3BOJIUTH JETSAM BECTH HOPMAJIbHYIO JKH3Hb,
HACKOJIBKO 3TO BO3MOKHO, M YyBCTBOBATh, YTO OHM HUYEM HE OTJINYAIOTCSI OT CBOMX CBEPCTHUKOB.
[TpuBeTCTBYIOTCS 3aHATHS CIOPTOM/(pU3MUecKast aKTUBHOCTh, OJHAKO TUT (PU3UUYECKON HATPY3KU
JOJIKeH ObITh T0I00paH HHAWBUTyaIbHO, HAIIPUMEp, Hora U JIeTKHe YIIPaKHEHUs, KOTOpbIe OyeT
MPOIIE BBIMOJHAITH peryisipHo. Tem He MeHee, B TepHoJ] OCTPOil a3kl HEOOXOAUMO OTPAHUYUTh
dbuznueckue Harpy3Ku Wik 00eCrevYuTh OT/IbIX.

Kak nacuer querni?

Huxaknx KOHKpPETHBIX JHETHYECKUX PEKOMEHIAIMK JaTh Heab3s. B 1enom, pebeHok
JIOJDKEH CcOoOTIoAaTh cOAIaHCUPOBAHHYIO, HOPMAJIBHYIO JIJII CBOETO BO3pacTa JUETY. 370poBasd,
XOPOIIIOo cOaTaHCHUPOBAHHAS THIIA C JOCTATOYHBIM COJIEPKaHUEM OEITKOB, KaJIBITUS 1 BUTAMUHOB
PEKOMEHIyeTCs ISl pacTYIIero pedeHKa.

Mo:keT Ji KJIMMAT BJMATH HA TeueHue 001e3Hu?

Hert, HEe MoxeT.

Mo:kHo 11 pedeHKY Ae1aTh IPUBUBKH?



PebGeHok, MOKeT ObITh, M JOJKEH ObITh BAKLIMHUPOBAH; OJHAKO JICYAIlero Bpaya HYKHO
nH(pOpMUPOBaATH O HATMYHUH 3a00JIEBaHUS, TIPEXKIC YeM peOeHKY OyAeT MpoBeIeHa BaKIIMHAIISA,
YTOOBI MOYKHO OBLJIO ITPEIOCTaBUTh HaJUIeXkKAIlMe PEKOMEH 1AM Ha MHUBHlyadbHOM ocHOBe. He
PEKOMEH1yeTCsl IPUMEHEHHE )KUBBIX BaKIUH.

Kak HacueT no/10Boii :ku3HH1, 6epeMeHHOCTH, KOHTpauenuuu?

Jlo cux mop uHpopMaIHs MO 3TOMY BOIPOCY B JIMTEpAType OTCYTCTBYeT. IlammeHTs! ¢
TRAPS-cuHIpOoMOM MOTYT BECTH HOPMAJIBHYIO IOJIOBYIO KM3Hb U UMETh COOCTBEHHBIX JIETEH.
Tem He MeHee, OHU JJOJDKHBI 3HATh 0 HaTHM4uK 50% BEpOATHOCTH TOTO, YTO OOJIE3Hb MEPEAACTCS
ux pebenky. [lanmenraM HEOOXOJUMO MPEATIOKHUTH T'€HETUUECKOE KOHCYJIbTHPOBAHUE, YTOOBI
0O0CYIUTh 3TOT acleKT ¢ JeTbMM M 4YieHaMu ux ceMmei. JKenmaTenbHO, Kak U B ciydae JIpYrux
ayTOBOCHAJIUTENbHBIX 3a00J€BaHUM, BIYMYMBO IUIAHUPOBATH OEPEMEHHOCTb, TAK KaK 3TO
IIO3BOJIMT CKOPPEKTHPOBATH JIEUCHHME 3apaHee, IMPUHUMAas B PacyeT BO3MOKHBIM MOOOYHBIN
3¢ eKT OMOTOTHUECKUX PEnapaToB Ha IUIOI.

BJIAI'OTBOPUTEJIBHBIE ®OH/AbI NJIN HKO:

1. Me)erI‘I/IOHaJ'ILHa}I 6J'IaFOTBOpI/ITeJ'IbHa}I 06H_ICCTB€HH8.}I OopraHu3anusa COﬂCﬁCTBHH B
peanmaunn COILIMAJIBHBIX HpOFpaMM B 06JIaCTI/I MCOUIIUHBI N 3I[paBOOXpaHeHI/I$I
«BO3POXJIEHUE»
https://childhope.ru/
vk.com/vozrozhdenie2007
t.me/childhope

2. HpO(i)I/IJ'IBHaH HCKOMMCPUYCCKaA Opranu3anus «ACCOLII/IaLII/I}I JACTCKHUX PCBMATOJIOI'OB»
https://aspirre-russia.ru/
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