PEAKUE
| BOJNIE3HW_

AyTO-
BOCNauTenbHble
3a601eBaHUs

Bpoluopa ons naumMeHToB 1 poguTenei

peakunx (opdaHHbIX) «AKageMusi pegKmnx

Bcepoccuickoe o6LecTso § Bubnuoteyka
3aboneBaHui

6onesHen: ot A go A»

[laHHbI MaTepuarn He ABASeTCs peKoOMeHAaLnen K NeYeHnio U He MogMeHseT coboli KOHCynbTauuto cneymanncTa.
[na nonyvexus KBanMouLMpoBaHHOM MeaULMHCKOM KOHCY/bTaLUK1 UV MOMOLLM 06paTUTeCh K CBOEMY flevalleMy Bpayy.




OCHOBHbIe TeMbl
BbIMyCKa

- 3aragKa OpeBHeN nuxopagku

-> [lo4yemy cbmBaeTCs BPOXAEHHbIN
UMMYHUTET

-> CKoJIbKO ayTOBOCMaNIUTENbHbIX

3aboneBaHui cywecTByeT

Knaccundoumkauma 6onesHemn

JlnxopagKku «apMsaHCKas»

N «rofiTaHaCcKas»

KapTa gnarHocTukm

dopMyna BEPOATHOCTH

YeM onaceH aMuionaos

Buabl ne4yeHus

CTtepoungHble

1 HECTEpPOMOHbIE NMpenaparhbl

vy

2R 2

2

Kak gencreyeTt
bronormnyeckasa Tepanus
-> Balun pecypchl

Baw opya u napmHep,
Bcepoccutickoe obuwecmso
pedKux (opghaHHbIx)
3a6onegaHul



>30

cTonsko AB3 yxe
OTKPLITO B MUpe

[epuogunyeckas
60M1Ee3Hb, N Cpean3eM-

Camas pacnpocTpaHeHHas
dopma, koTopow bonetoT

B Cpean3eMHOMOPCKNX
pernoHax, Ho HeKoTopble
dopmbl AB3 aBngtoTca
yNbTPapeaKnMmMm

AyTOoBOCManuUTesnbHble
3abonesaHus | AB3

rpynna 6onesHen, KoTopble 06YCNOBMEHDI
MyTaLUsMU B FeHaX, OTBEYaIOLLMX

3a 3BEHbS BPOXXAEHHOr0 MMMYHUTETA],

1 NPOSIBNAIOTCH CUCTEMHBIM aCenTUYECKUM
Neprvogu4yeCcKnM BoCraneHneM.

MpuynHa 6onesHu

37O He MHbEKUUS, He UMMYHOAePULNT,

a cboli ApeBHero 61MoNOrM4YecKoro MexaHmama -
BPOXAEHHOIrO UMMYHUTETA.

MpucTynbl nMXopaaKku — rnaBHoe
nposiBNeHue

MPOMEXYTKM MEXAY HUMWU MOTYT 6bITb B HECKOJIbKO
NeT, UV OHU CMIERYIOT NMoYTK 6e3 nepepblBa.

370 3aBUCUT OT GOPMbI 3a60/1EBAHMS.

Mo4yeyHas HEAOCTAaTOYHOCTb — FPO3HOEe
ocnoxHeHue AB3

AMW‘IOVI,E!,O3 - rnaBHbIV PUCK, ecnu 60ne3Hb
BbIABUITN NMO3OHO UM HET HeOGXO,DMMOI’O nevyeHud.

MauneHTbl UMEIOT NeYyeHue
CnMnToMaTU4ecKoe U naToreHeTuYecKoe.



BHuMaHVe Ha aTy 60ne3Hb COBPeMEHHNKM 0bpaTuim ewe

BO || BEKe Halllel 3pbl, HO FreH CPeamn3eMHOMOPCKOM NMXopaaKu
61N noeHTUGULMPOoBaH NuLb 18 BeKoB cnycT4, a B XXI ctonetum
rnosBMNInCb apPeKTUBHbIE NpenapaThl.
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EkaTtepuHa 3axapoBa
3aBefytolLlasd nabopatopuren
HacneaCcTBEHHbIX 6bonesHen
o6MeHa BelecTB PIrEHY
«MefunKo-reHeTu4ecKni
HayYHbIN LEeHTP UM. akafeMunka
H.M. BoykoBa», pykoBoanTenb

SkcnepTHoro coseta BOO3, A.M.H.

Hoporue apy3bs!
B aTol 6powtope Bbl HangeTe OTBETbl Ha BOMPOCHI MO

OYeHb pefKnM BonesHAM - ayToBOCMNanmUTeNbHbIM 3a60-
nesaHusam (AB3). CaMblM M3BECTHbLIM AIBSETCA ceMeiHas
cpeguseMHOMOpCKaa nuxopagka, UM nepuogmuyeckas
60ne3Hb, HO flaXke ee AMarHo3 He Bcerga ygaeTcs nocTa-
BUTb BbICTPO 1 TOYHO. B Poccum grarHoctupoBaHsbl U gpy-
rve oyeHb pegkune ¢opmbl AB3. Bcero ke ¢opM BbISBNEHO
y)Ke nopsgka TpmauaTu.

BonpocoB y cemei ele MHoro. He Bcerfga Bpayu 3HatoT
3Ty MaTOMNOrMIo, U MauneHTbl MOryT AoAro HabnopaTbcs
C APYrMMU AMarHo3amMu 1 He nony4vaTb He06XoAMMOro ne-
yeHus. CeMbsl He Bcerga NoHMMaeT, KaKoM Bpay el HYXXeH
M Kak 6onbHOro HabnopaTk. bbiBaloT Npobnemsl ¢ nonyye-
HMEeM COBpeMeHHOM Tepanun. A B ceMbe, rge 3abonesa-
HMEeM MOXeT CTpaaTb HECKOMbKO MOKONEHWIA, HEKOTOPbIM
CIOXHO 3TO 06CYXAaTb M HAXOAUTb B3aMMOMNOHUMaHMe.
Ho cerogHsi 0 60n1e3HN U3BECTHO Y)XXe bosblue, N NOMU-
MO CMMMTOMaTMYECKOro NIe4YeHNst MOSIBUIUCh HOBbIE MOfA-
XOf4bl K Tepanun. Hageemcs, 4To 6poLlltopa NOMOXKeT BaM
NoNy4YnTb HYXXHY MHbOPMaLMo, 06pecTy YBEPEHHOCTb,
4TO6bl 3alaTb BOMPOCH!I CBOMM JlevallMM BpayaM U HaTu
NPaBW/bHbIA OWArHO3 WM Mony4mutb Hambonee adpodek-
TUBHOE feYyeHue.



HTo Takoe AB3

AyTOBOCMaNMTENbHbIE 3a60MeBaHNA - 3TO rpynna
6onesHel, Npu KOTopbIX MepUOANYECKN BOSHUKAET
BOCnannTenbHaa peakuna.

OCHOBHbIle nposiBfieHUsa

Mpu nNpucTyne NMXopagKM MOBbIWAETCS TemnepaTtypa,
BO3HMKaIOT rofIoBHas 60/1b 1 60/ B CyCTaBax, MOSBASIOT-
CS1 KOXKHbI€e BbICbINaHus.

CKonbKoO BUA,0B CyllecTByeT

M3BecTHO yxe okorno 30 ayToBocnanuTenbHbIX 3aboneBa-
HUW, N 3TOT NepeyeHb NOCTOSHHO NonosHsAeTcs. Kaxkabin
rof OnuUcbIBalOT HOBble 60/E3HU U HOBble reHbl, OTBET-
CTBEHHbIE 3@ UX pa3BuUTHE.

3710 UHpeKuua?

HeT, Takoe cocTosiHME He CBA3aHO C MHEKLUMEN, TaK Xe
KaK He CBSI3aHO M C MaToNOrMYecKUMU aHTUTenamm, To
€CTb 3TO He ayTOMMMYHHas 60Me3Hb.

Kak otnnuutb AB3

[ns Bcex GopM xapaKTepHbIM MPU3HAKOM SIBASIETCS ne-
PUOAMYHOCTb PasBUTUS ayToBOCManeHus. XoTa 1 ¢ pas-
HOWM YaCcTOTOW, HO MPUCTYMbl MOBTOPSAOTCS, U TMXOPafKa
COMPOBOXJAeTCs APYrMMU XapaKTepPHbIMU CUMMTOMaMu
BOCManeHus.

MoMoryT nn aHTM6UOTUKIU?

AHTUBaKTepuanbHas Tepanus nNpu Takoro TMna nnuxopag-
Kax adpdeKkTa He MMeeT, NPUCTYN Yepe3 onpefeseHHbIN
CPOK NpoxoanT caM. N aTo ogHa 13 0cobeHHOCTeNn, KOTo-
pasi ykasbiBaeT Ha AB3.

aneH

OPEeBHEPUMCKUIA MeanK

1 ¢unocod, Il Bek H.a.
Ces3an uMKn4yeckme nnuxopanxku
C pa3HbIMU pasamMm J1yHbl

A

O

"\

Y KaxkOon NnMxopafKu cBost
[OBOJIbHO YCTOMYMBasa KapTUHa
6onesHu, oHa NpoTeKaeT
OAHOTUMHO, N aHTUBaKTe-
puarnbHble cCpeacTBa Ha Hee

He JencTByloT



MpunymHomn ayToBoOCna-
NINTENbHbIX 3ab0neBaHnmn
ABNSeTCA CO0M B peakumsax
BPOXEHHOr0 UMMYHUTE-
Ta. Cbor 3anyckatoT MyTa-
LMV B reHax, OTBETCTBEH-
HbIX 38 CUHTEe3 6eNnKoB

YTO6bI NOHATH CMeUUPUKY ayToBOCMHANNUTEbHbIX
3aboneBaHunI, HYXHO pasobpaTbcs

B MexaHM3Max Tpex TUMNoB 3aboneBaHnin

CO CXOXMMM CUMMTOMaMU (MHPEKLIMOHHBIMM,
ayToBOCManUTeNIbHbIMU, ay TOUMMMYHHbIMI)

1 B MEXaHWKe OBYX TUMOB UMMYHUTETA
(BPOXOEHHOrO 1 NMPUOBPETEHHOIO).

Mudekuviontbii]

CucTteMa BPOXAEHHOrO WMMMyHUTETa SIBNSETCA CaMoW
OPEBHEN N BK/IOYaeTCs NepBOM Mpu nonagaHum NHeek-
LIMOHHOro areHTa. Korga 4y»epofHble areHTbl pacnosHa-
Hbl (MHOEKLMOHHLIA areHT, NoBpeXAeHHas TKaHb U ap.),
KNeTKM CUCTEMbl UMMYHMTETa 3amnyCKaloT KacKap peak-
LA, OCHOBHbLIMM MPOAYKTaMU KOTOPbIX SBASIOTCS LMTO-
KWHbI, B MepBYIo odepefb MHTepnenkunH-1B3 (IL-18).
UHTepneiikun-1B (IL-1B) - aTo curHanbHas mMonekyna,
KoTopasi cooblaeT MMMYHHbIM KeTKaM O HeobxoAnMo-
CTW NEepeMecTUTbCS Ha y4acToK, rae obHapy»XeHbl naTo-
reHHble MUKPOOPraHn3Mmbl. IMEHHO C BbICOKMM YPOBHEM
IL-1B cBA3aHbl NOBbILEHWE TeMMepaTypbl, FOf0BHas 601b,
OTEYHOCTb 1 60M B CycTaBax, MOBPEXAEeHMEe TKaHel pas-
NNYHBIX OPraHoB.



eHapum N°

HapylueHns dyHKLMN 6e1KOoB, Y4aCTBYHIOLLUX
rlpM‘-IVIHOﬁ HacneacTBeHHbIX ayToBOCMNaNNUTeIbHbIX 3ab60-
NeBaHUN aBnAK0TCA MyTalnn B reHax, otee4atowmx 3a CUH-
Te3 6enkos, KOTOpble Yy4acCTBYIOT B peakKuuax BPOXOEeH-
HOro MMMyHUTETA. Ecnun nponcxogaT NoOJIOMKU 6enKkos,
KOTOpble y4acCTBYIOT B KacKafe peaKu,Mﬁ BPOXOEeHHOro
MMMYHUTETa, TO 3anycKaeTca BOCManuUTenbHbIN npouecc
CaMOCTOATENIbHO - BO3HMKaeT ayToBOCnaneHne, Onaga Ko-
TOPOro He Hy>XeH VIHd)EKLI,VIOHHbIﬁ BOSGy,D,MTeﬂb.

Ay o
CueHapun N23
OUMMYHHbIN

3,D,er CTpafaeT cMCTeMa He BPOXAEeHHOro, a npmoGpe-
TEHHOro MMMyHUTETAa. SBOJ'IIOLIMOHHO OHa 6osiee HoBas
1 cneunduryHasn. OHa «n3yyvaeT» BO3OYAUTENS MHPEKLMY,
a 3aTeM BblpaGaTblBaET aHTUTeNa K aToMy BO36y.D,VITeJ1IO.
AHTUTENA CBA3LIBAIOTCH C NATOrEeHHbIMMU MUKpOOpraHnama-
MU N 06pa3leT KOMIJIEKCbI, KOTOPbIe 3aTeéM YHUYTOXKaloTCA.
B otnnyme ot BpO)K,D,eHHOﬁ I'IpMOGDETEHHaﬂ CUCTEeMa «3a-
MOMWHAaET» NaTOreHHbIM MUKPOOPraHn3am u1 6naro,u,ap9| aToM
«l/IMMyHHOﬁ NaMATU» MOXXeT 6bICTp0 npons3BoanTb cneL-
Md)M‘-IeCKVIe K HEeMY aHTuUTena, eClqin 3TOT NaToreH CHoBa
MPOHMKaeT B OpraHn3m.

AyTOMMMyHHbIe 3aboneBaHNA CBA3aHbl C HapylweHnamu
B pa60Te npmo6peTeHHoro MMMYHUTETa, C natonorun4ye-
CKOW BblpaboTKOM CNeLNPUYECKNX aHTUTEN, N NMPOSBIEHMUS
TaKnx 6onesHemn He COonpoBOXAatkTCcd nepnognyecKnMmum
3Nn3odaMu nnxopagKu.
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B aTOM rofy y4yeHble ngeH-
Tnbunumpoanu reH MEFV,
MyTaLnn B KOTOPOM SABNSOTCS
NpUYYHOW Cpean3emMHOMOop-
CKOW Nnxopagkm

W

[Mpn ayTOBOCNANNUTENbHbIX
3aboneBaHusX B pesynbraTe
MyTaLMiA B FeHax, OTBETCTBEH-
HbIX 38 CMHTE3 6eNKOoB Kackaga
peaKkuuii BDOXXAEHHOMO UMMYHU-
TeTa, BO3HMKaeT nepnognyeckoe
BOCManeHue, KoTopoe

He CBSI3aHO C MHdeKumen



B HEKOTOpPbIX 3THUYe-
CKUX rpynnax Kaxabln
MATLIN-AECATbIA YeNnoBeK
ABMAETCH HOCUTENEM
cpenmM3eMHOMOPCKOMN
nxopagku

1-3:1000

YyacToTa nepuoanyeckon
60oresHu/cpean3eMHOMOPCKONM
NUXOPaKN B HEKOTOPbIX
3THUYECKUX Fpynnax

YacTtoTa: peako

U VJibTpapeaxKo

AyToBOCManuTesnbHble 3aboneBaHns pegku
v yneTpapenku. Yactoty MHOrmMx GopMm
oueHueatoT B 1-2 cnyyas Ha 1 000 000
HOBOPOXAEeHHbIX. HekoTopble popmbl AB3
ornmcaHbl BCEro y HECKONbKUX AECATKOB
WX COTEH MaLMeHTOB B MUpe.

Mepuoaunyeckas 6onesHb — HepeaKu cnyyan
VcknioyeHneM sBnsieTcs nepuogmndeckass 6onesHb, Um
cpepuseMHOMopcKaa nuxopapka. OHa XxapakTepHa Ons
HEKOTOPbIX 3THWUYECKUX FPynn, NO3TOMY YacToTa 3abo-
neBaHWs B 3TUX MONYNSALMSAX KpalHe BbICOKas M COCTaB-
nsaet 1-3 Ha 1000 HoBoOpOXaeHHbIX. Hanbonee yacto AB3
BCTpeYaloTCs y apMsiH, eBpeeB-cedappoB, pexe y apa-
60B, TYPKOB.

B Apyrux aTHMYeCKUX rpynnax nepuopmyeckas 6onesHb
BCTpeyaeTcs KpalHe pefnko. B cTpaHax 3anapgHoi EBpo-
nbl e nopBepXeHbl nopsiaka 2,5 yenoseka n3 100 000.
B Poccum 310 3a6oneBaHne OTHOCUTCS K pefKuMm, opdaH-
HbIM 6ONEe3HAM.



AN
[eHbl U TeHeTUuKa

leHbl pacnono)eHsl B XPOMOCOMaX. XpoMOCOMbI nepe-
JalTCa HaM OT poauTeneint: 23 - oT MaMbl 1 23 - OT Nanbl.
B ntore y Hac gBa Habopa rno 23 XxpoOMOCOMbI, UK 23 napsl
XpPOMOCOM. TaK KakK Ha XpOMOCOMaxX PacronoXeHbl FeHbl,
Mbl HacnegyeMm no ABe KOMWWU KaXAoro reHa — no ogHom
KOMUM OT Ka)KA0ro U3 pogutenen. Takxke HaM nepegatoTcs
OT poauTenen nonosble XpoMocoMbl X 1 Y, KOTopble onpe-
LensioT non.

XpoMocoMmbl (criegoBaTesibHO, U FeHbl) COCTOST U3 XUMU-
Yyeckoro coegunHeHus, HasbiBaemoro [OHK. NHorpa B of-
HOW KOMUW reHa BO3HWKaeT U3MeHeHue (MyTauusl), KOTo-
poe HapyluaeT HopMasbHYyo paboTy reHa. Takas MyTaLus
MOXET MPMBECTM K PasBUTUIO reHeTudeckoro (Hacneg-
CTBEHHOr0) 3a60/1eBaHMs, TaK Kak MSMEHEHHbIN FreH He Mne-
pefaeT HY)>KHYIO A5 opraHn3mMa MHPopMaLMIo.

Ees reHoTepanum
VI3MEHEHHbIN FreH
Henb3s UCMNPaBUTb:
OH OCTaeTcs name-
HEHHbIM BCHO XXU3Hb




ullbl HacJieaoBaHUA

AyToBOCManuTenbHble 3a6oneBaHns MMeKoT

MHOro GOpM, M OHM MOTYT HacegoBaTbCs
Nno-pasHoMYy - ayTOCOMHO-AOMUHAHTHOMY

V1 2y TOCOMHO-PELIeCCUBHOMY TUMY HacnefoBaHUS.
B yeM pasnunyne aTux MexaHM3MOB N KaKOBbI
LaHChl - byaeT Ny pebeHoK 6oseH, 300POB UMK

He byaeT 6oseTb, HO ByaeT HOCUTb MOSIOMKY,
KOTOpas MOXeT rnepefaTbcs ero getam?

AVTOCOMHO-OOMUWHaAHTHOE HacsieadoBaHKe)

HekoTopble 3aboneBaHUsi nepefaloTcsi B CEMbe M3 MOo-
KOMIEHUS B MOKOJIEHME MO [OMUHAHTHOMY TUMY: YenoBeK
HacnepyeT OfHY KOMWIO reHa 3h0POoBYI0, a APYryo — 13-
MeHeHHY0. OfHaKo U3MeHeHHas Konus JOMUHUPYET, Nno-
LaBnsieT HOPManbHYH0. 3TO M NMPUBOAUT K Pa3BUTUIO FreHe-
TUYeCKOro 3a6oneBaHus.

HekoTopble ayTOCOMHO-LOMUHAHTHbIE reHeTUYeCcKMe 3a-
6oreBaHNa NPOSBAAIOTCA cpasy Mnocnie poxaeHus. Opy-
rMe MOryT MPOSIBUTLCSA TONBKO BO B3POC/IOM BO3pacTe -
Takme 3ab60/ieBaHNs Ha3bIBalOT «3a60MeBaHNs C NO3AHMM
Ha4asioM», Un C No3aHen MaHupecTaLmen.

Bcerpga nu npuumnHa B pogutensax?

MHorga nauneHT ¢ LOMUHaHTHBIM 3a6oneBaHMeM MepBbIi
60nbHOM B ceMbe. Bo3MOXHO, B cnepmaTtosounge nunm sii-
LeKeTKe, U3 KOTOpbIX pasBuics pebeHOoK, npounsolna
HOBasi MyTaLsl, HOBOE U3MEHEHWE BrepBble B ceMbe (My-
Taumsa de novo). YTo XAEeT TaKylo cemMblio B ByayLuem?
Ecnu Takoe nponcxoauT, TO pOAUTENM NauyeHTa 300pOoBbI
N BEPOSITHOCTb POXAEHNS Y HUX APYroro pebeHka ¢ TakmM
»xe 3aboneBaHneM oyeHb Mana. OgHako 3ToT Bonpoc o6s-
3aTeNbHO 06CcyauTe C BpayoM. A BOT pebeHOK, y KOTOporo
NOSIBUICS UBMEHEHHBIN reH, MMeeT 3abonesBaHne u B By-
AyLeM MOXeT nepefaTtb ero CBOMM AeTaM



YTto Takoe BapuabenbHas 3KCNpPecCcUBHOCTb

3To cnyvaw, Korga HeKoTopble AOMWHaHTHble Hacnef-
CTBEHHble 3ab6oneBaHUs MOryT MPOSIBNATLCH Y Pa3HbIX
4YNIEHOB CEMbW 04eHb Mo-pa3HoMy. [la, 3aboneBaHmne Npu-
CYTCTBYET B KaX[,0M MOKOMEHUN, HO Y HEKOTOPbIX MPOsiB-
NEHUS HACTONbKO HE3HAYUTENbHbI, YTO MALVEHTbl CYMTatOT
cebs 30POBbLIMU N HE 3HAIOT, YTO Y HUX eCTb BONE3Hb.
MpuMepsbl: cuHgpom Makna - Yannca, cuHgpom TRAPS.

AYTOCOMHO-peLieccnuBHoe

Hac/enoBaHune

[Mpn HeM yenoBeKk HacnepyeT ABe KOMUU U3MEHEHHOro
reHa - Nno ofHOM OT Ka)kAoro U3 poautenei (WaHc - 25%).
Ecnu pebeHoK HacnegyeT TONMbKO OOHY KOMWIO, OH SIBNSAET-
ca HocuTenem (waHc - 50%), To eCTb caM OH He 60J1eH, HO
OfiHa M3 KOMUI reHa y Hero nsMeHeHa.

MpuMepbl: cemeiHas cpegnseMHOMOPCKas NMXopaakKa,
runep-lgD/neduunT MeBanoHaTKMHa3bI.

Ecnu maMa 1 nana - Hocutenu

Korpa Kax bl U3 HUX UMeeT N3MEHEHHYIO KOMWIO OJHOro
M TOrO e reHa, OHW MOryT nepefaTb CBOEMY pebeHKY Kak
HOPMasbHYIO KOMWIO, TaK M USMEHEHHYIO. STO NMPOUCXOANT
cny4YyanHbIM 06pasom.

MUMeeTcq WwWaHc poauTb 3a0poBoro pe6eHka?
Kaxapli pebeHOK MMeeT LWaHC, oleHnBaeMsblli B 25% (1 13
4) yHacnepoBaTb U3MEHEHHYIO KOMMIO FreHa OT 060MX Po-
ouTenen, a 3Ha4ynT, oKasaTbCs 60NbHbIM. OgHaKO 3TO 03-
HayaerT, YTOo cylecTByeT WaHc B 75% (3 13 4), 4To pebeHokK
He bygeT 6oneH.

ATtarpynnaB 75% COCTOUT U3 TEX, KTO HOCUT U3MEHEHHbIN
reH Un xe MMeeT 3[0POoBbIe KOMUK reHa. LaHc yHacne-
[0BaTb OfHY KOMMUIO M3MEHEHHOro reHa - 50% (2 13 4 pe-
Tell). Takol pebeHoK He byaeT 60/eTb, a CTaHeT HoCUTe-
NeéM U3MEHEHHOI 0 MeHa, KaK 1 ero pognTenu.

OcTanbHble 25% (1 13 4) - 370 WaHc, YTo pebeHOoK yHace-
AyeT ABe HopMaJsibHble KOMWM FreHa — No OJHOWM OT KaXXAao-
ro ns pogutenen. B atom cnyyae 3aboneBaHusa He byger,
M HOCUTESNIEM €ro OH TOXe He CTaHeT.

75+
25y

COOTHOLLEHME LWaHCOB Npu
Ka)X 10/ HOBOW 6epeMeHHOCTM:
byneTt nu pebeHoK 300poB,
OKa)eTCcs 3[,0POBbIM HOCUTEIEM
VI3MEHEHHOro reHa nnun 6oneH

Bbibop konuin reHoB
onpepenseTcsa cnyyamHbiM
06pa3oM, NO3TOMY OLEHKa
BEPOSTHOCTW OfiHa U Ta
e 0115 KaXXOon bepeMeH-
HOCTW 1 OAMHaKoBa Ans
Masb4y/KOB 1 [,eBOYEeK



AYTOCOMHO-AOMUHAHTHbIN
WUn HacnepoBaHUs

O[VH poanTenb
BboneH

o a»

AVTOCOMHO-pPELIECCUBHbIN
N HacnegoBaHUs

poouTenn
300pP0OBbIl, HOCUTENN
MyTauum
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[latb rpvnn

TOBOCIaJINTEJIbHbIX

3aboneBaHuUn

Ha cerogHs cyuectsyeT 6onee 30 ayToBocnanu-
TenbHbIX 3a6onesaHuii (AB3). Mo KNNHUYECKMUM
NPOSBIEHUAM UX MOXHO Pa3fennTb Ha NATb rpynn.
OHuM npepfcTaBneHbl B Tabnuue.

AMMHOVI,‘JOS - HakonnexHue
crneunenyeckoro 6enKoBo-
caxapWaHOro KoMnnekca
(amunonpa) Ha ocHoBse 6enka
0CcTpoda3oBoro BocnaneHms

B Pas3NnYHbIX OpraHax

(B nepByto oyepefb B NoyKax).
HakonneHve NPUBOAMT K pasBuTUIO
bYHKUMOHABHOM HEAOCTAaTOYHOCTM
3TUX OpraHoB, B TOM 4ucne

K NnoYyeyHom HeagoCTaTO4YHOCTU.

ApUTMUS = HapyLleHne
CepAeyHoro putMa.

ApTpanrim - 601 B cycTaBax.

ApTpO3 - NOpaXKeHue XpsiLeBow
TKaHW cycTaBsa.

AcenTUYeCcKnii MEHUHIUT —
BocnaneHne o60n104kn Mosra 6es
Hanuuusi 6akTepuii U BUPYCOB.

AcenTn4yeckuii ocTeEOMUENUT -
o4arun BocnasneHunsa B KOCTAX

6e3 Hannymsa B o4are 6aKkTepuii.
MpoaBnseTcs 60Mbl0 B MOpa)eHHoM
KOCTW, OTEKOM, MOKpacHeHneM

1 NOBbILLEHNEM TeMMNepaTypbl Tena.

AdTO3HbLIN CTOMATUT -
BOCnaneHue CIN3NCTon
POTOBOW MONOCTY, NPOSIBASIETCS
S13BOYKaMM Ha CIN3NCTOM
pPOTOBOW MNONOCTU.

[enatocnneHomeranus -
yBenmyeHve pasmepos nevyeHun

N ceneseHkKu.

[lnapes - yacTbI XUAKUIA CTy.
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[v3aputponoaTnyeckas
MukpochepouuTapHas aHeMus -
CHWKEHME reMornobuHa n 3pUTPO-
LIMTOB B KPOBU, yMEHbLLEHNE
pa3mMepa 3pUTPOLUTOB U CHUKEHME
coflepXXaHus KonmyecTea
remMorno6vHa B apuTpOLMUTaX.
AHemusa npossnseTca 61eAHOCTbIO,
CNaBoCTbIO U OfbILLKOWA.

KapnMOMeranwﬂ - yBenu4yeHune
pa3MepoB cepgua.

KOHTpaKTypb\ CyCTaBOB —
OorpaHuvyeHune gBumxxeHusa
B CycTaBe.

KOHBIOHKTUBUT - BOCNaneHne
KOHBIOHKTVMBbI rNa3a. MNposiBnseTcs
B BU/E NOKPACHEHWS, OTEYHOCTH,
cnesoTe4eHus], CBETOBOS3HN.
MoryT 6biTb BbieNIeHns U3 rnasa.

KpanneHnLa — KOXKHble BbICbINaHUs
B BMAe 6onbLMx KpacHbIX NATEeH

C HEPOBHbIMU KOHTYpaMu,
MOXOXXNMU MO BUOY Ha KOXHble
M3MEHEeHUdA NMpun oXxore KpaHMBOVI.

IlnmdoapeHonaTtus -
yBenuyeHve n 60n1e3HeHHOCTb
nMMdaTUYECKNX Y3N0B.

Ivnopvctpodus - aTpodusa
MOAKOXHOW XMPOBOW KNeT4aTKu.

Murpupyiolas aputemMa -
KOMbLieBUAHOE NMOKPACHEHWE KOXU,
KOTOPOE MOXET PaclUMpsATLCS

CO BpeMeHeM.

Muanrus - 6onb B MbllWLAX.

YT0o6bI Nerye
OpPUEHTMPOBATLCS

B dpopmax AB3,
No3HaKoMbTeCb

C TepMMHaMW,
KOTOpble 0603Ha4atoT
OCHOBHblE CUMMNTOMbI
1 Opyrve nposiBNneHuns
3aboneBaHus



Knaccuoumkaumnsa ayToBOCManmTesibHbIX 3aboneBaHUM

HasBaHue Tun HacnepoBaHusa KnuHuyeckune nposiBneHus

leH BepOﬂTHOCTb aMmunoungosa

1 Mepuoaunyeckmne nuxopapaku

HDOQBFI;HOTCH npenMylleCTBeHHO ann3ofamm CUNbHOM nnxopagku
M MOryT conpoBoxgaTbca 6onsmMu

= CemeliHas AyTOCOMHO-peLeCCUBHbIN BospacTt ge6ioTta: fo 20 net
cpefv3eMHOMOpCKas ONUTeNbHOCTb NPUCTYNOB: ~ 4acoB-3 AHS
nmxopapgka CUMNTOMBI: NXopafKa, 601K B XXMBOTe

MEFV M FpyAn, poxenoao6Has Chifb
Mepuopunyeckas
60nesHb 25-70%

N CuHpapoMm gedpuunta AyTOCOMHO-peL,eCCUBHbI Bo3pacT ge6iota: 0-6 mMecsiLieB
MeBasloHaTKUHa3bl AnuTtenbHocTb NpucTynos: Ao 3-5 gHen
/cuHppom C BO3pacToM YacToTa U UHTEHCUBHOCTb
rMnepuMMyHo- MVK MPUCTYMNOB MOTYT CHMXaTbCS
rno6ynuHemum D CuMNTOMBI: NXOpafKa, Anapes, apTpanrum

M apTpo3bl, apTO3HbIN CTOMATUT,
numdoapeHonaTns

> CuHgpom TRAPS AYyTOCOMHO-AOMUHAHTHbI BospacT pe6iota 0-4 roga, MHoraa Bo

B3POCNOM BO3pacTe
ONUTenbHOCTb NPUCTYNOB: >7 AHEN

TNFRSF1A CUMNTOMBI: IMXOpafKa, NepnopbuTanbHbIv
OTeK, MUrpUpyHoLLas apuTemMa, Muanrum

15-25%

2 KpuonupuHonaTtuu

XaDaKTeDMB\/}OTCQ npu3HakamMm CMCTEMHOI O BOCrnasieHna B co4eTaHnun
C KOXXHbIMU BbICbINaHUAMUN MO TUMY KpanuBHULLbI, MPOBOLMPYIOTCA XO/T040M

> CeMeliHbIl AYyTOCOMHO-AOMUHAHTHbIN BospacT ge6ioTa: fio 10 ner,
XONOA0BOW MHOr[a BO B3POC/IOM BO3pacTe
ayTOBOCMANUTESbHbIN LANUTeNnbHOCTb NPUCTYNOB: 14ac-CyTKK
CUHOPOM NLRP3 MpoBoUMpPYIOTCA XON0A0M

CUMNTOMBI: KOXHbI€ BbICbINaHWUSA MO TUNY
KpanuBHULbI, NUXOpafKa, KOHbIOHKTUBUT

2-4%
> CuHApOM AyTOCOMHO-A0MUHAHTHBbI BoapacTt ge6iota: 0-10 net
Makna - Yanbca OnutenbHOCTb NPUCTYNOB: 1-3 CyTOK
Boree Tsxenoe TeYeHme No CpaBHEHUIO
NLRP3 c xonogosbiM AB3

CUMNTOMBI: apTpanrun, nuxopanka,
HelpoCeHCOopHas TyroyxocTb

20-40%



HasBaHue Tun HacnepoBaHUs

KnuHun4yeckue nposiBneHus

l'eH BeposiTHOoCcTb amunonposa

> XpoHnyeckun AyTOCOMHO-AOMUHAHTHbIN BospacT ge6iota: 0-3 roga

MnapeH4yecKui HaunHas ¢ KOXHbIX MPOSBAEHNA
HEPBHO-KOXHO- OnuTeNnbHOCTb NPUCTYMOB: NPaKTUYeCcKn
CYyCTaBHOW CUHAPOM NLRP3 OTCYTCTBYET MEXMNPUCTYMHbIA NEPUOA,

CHUMNTOMBI: KOXHasl CbiMb, CTOMKas

1 MUrpUpYIOLLas IMXOPaAKa, acenTuiecKui
MEHWHIWT - ryapouedanus 1 Cy[opPOXKHbINA
CUHAPOM, YMCTBEHHas OTCTanocTb
KOHBIOHKTUBUT, YBEUT KOHTPAKTYpbl CYyCTaBOB
1 nopaeHve KocTemn

PaHHMin amnnongos

3 MpaHynemaTo3Hble AB3

XapaKTele3y}OTCﬂ GopMMpoBaHMEM HEKA3e03HbIX rpaHynem

AyTOCOMHO-[OMUHAHTHbI BospacTt ge6ioTa: fo 20 net
CUMNTOMBI: AEPMATUT, apTPUT, YBEUT
(rpaHynemaTo3Hble)

NOD2 KnrHMYeCcKn HanoMmMHaeT Cakouaos, HO
B paHHeM Bo3pacTe 1 6e3 Nopa)eHus Nerkmnx

= CuHppom bnay

BonesHu 3Ton rpynnbl
nebloTUpYIoT B feTCcTBe
UM MONoaocCTU

Bonn? Tunbi
NnoMceposnToB

HeliTpodunbHbI fepmaTos —
KOXHblE BbICbINaHUs

B BMAE YMIOTHEHUI KpacHOro
LBeTa, KOTopble BbICTynalT
Haf, MOBEPXHOCTbIO KOXM

1 OKPY)XEHbl PO30BbIM 060AKOM.

Meprop6uTanbHbIN OTeK —
OTEK BOKPYr rnas.

[leprocTuT - BOCnaneHune
HaAKOCTHWMLbI, KOTOPas
oKpy’kaeT KocCTb. MposBnsieTcs
Bblpa)KeHHOW 60/bio, OTEKOM,
noKpacHeHneM.
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MycTynesHbii AepmaTuT —
FHOMHUYKOBAas CbiMb Ha KOXe.

Poxxenopo6bHas cbinb -
KOXHble BbICbiNaHWs Yalle
Ha rofieHsx B Buae
MOKpPaCHeHUs 1 oTeKa,
KOTOPbI€ OrpaHNYeHbI

OT 3[10POBO KOXW BaNIMKOM.

YeenT - BocnaneHue
COoCyANCTOl 0605104KN

rnasa, KoOTopoe nposBnseTcs
noKpacHeHneM rnasa,
cnesoTeyeHunemMm, CBETO60S3HbIO
W CHMXXEeHWEeM 3peHund.

[lepnToHUT - BOCNaneHmne o60/104KN
KUMLIeYHMKa, pe3Kme CUbHble 6onn

B )XMBOTE, BOCMNaNMTeNIbHas XXUAKOCTb
cKannueaeTcs B 6PIOLLIHOM MONOCTH

[lepuKapauT - BoCnaneHve o60104K1
cepfla, HapyLlaeTcs cepfeyHblit
PWTM, CKanIMBaeTCs XUAKOCTb
BOKPYT cepAua

[neBpuT - BOCNaneHme

060/104KMN Nerkumx, 6011 B rpyaHom
KNeTKe, CKaniMBaeTCs XNOKOCTb
BOKPYT NIerknx



HasBaHue Tun HacnepoBaHUs KnuHu4yeckue nposiBneHus

F'eH BeposiTHocTb amunonposa

MunoreHHble AB3
XapaKTepwsyK)Tcg Hann4ymem CTepusibHbIX MUOTeHHbIX aﬁcu,eccos KOXW, KOCTeln n CyCTaBOB

> PAPA-cvHppom AYyTOCOMHO-[OMUHAHTHbI Bo3spacTt pe6iota: fo 10 net
CUMNTOMBI: PELIVANBUPYIOLLME apTPUTBI
B Kaxaplli NPUCTYM Nopa)XaeTcs OAuH
PSTPIP1 CyCTaB - Yallie IOKTU, KONIeHW, NOAbIXKKMN,
raHrpeHo3Has FHOMHWYKOBAsi KOXHasi CbiMb
KWCTO3HbIe aKHe: C MOAPOCTKOBOro Bo3pacTta

> CuHppoM Mapxupa AyTOCOMHO-peLeCcCUBHbIN BospacT ge6ioTa: 1 mecsau-1,5 roga
(XpoHWueckuit CMMNTOMBI: MHOFOO4aroBbIli acenTUYECKUiA
peLvanBUpYOLNiA OCTEOMWENHUT, HacTo C NINXOPaAKOW,
MHOroo4aroBbli LPIN2 [U33pUTPONO3THUYECKas
OCTEOMUENUT) MUKpochepoLnTapHas aHemus,

HENTPOdUNbHBIN fepmMaTos

5 MpoTeacoMHo-accouumpoBaHHble AB3
XapaKTepusyloTcs anM30faMu IMXOPafKM ¢ KOXHbIMU BbIChIMaHUSMU MO TUMNY KONbLEBUAHOM
3PUTEMBI C NoCNefyoLWLUM GOPMUPOBAHNEM TUNOAUCTPODUINA, MbllLEYHO aTpoduren
M KOHTPaKTypamMu CycTaBoB

=N CuHgpom AyTOCOMHO-peLLeCCHBHbIN BospacTt ge6iota: 0-5 net
Hakao - Huwwumypa HauynHaeTcs ¢ anM3040B NMXOPaAKM N KOXHbIX
(CANDLE-cuHapom) BbICbINaHWA MO TUMY KOMbLLEBUOHOW 3pUTEMBI,
PSNB8* a c BO3pacToM GpopMuMpyloTCS

J'IVII'IOHVICTqu)VII/I Ha MecTe npepLecTByoWmnx
KOXHbIX BbICbIMaHWN1

CuUMNTOMBI: KOHTPaKTypbl CyCTaBOB, Yalle
NopaxatTCHA KNCTU U CTOMbI, MbllWeYHas
aTpodusa, renatocnieHomeranus,
MWUKpOUMTapHasa aHeMUs, Kapgumomeranus
naputmMun

* NS 3TOro BapmaHTa ONMcaHo BO3HMKHOBEHWE 3a60/1eBaHNS He TONTbKO NP HaNnyYnn ABYX MOPaKEHHbIX
KOMUI ogHoro reHa PSNB8 (ay TOCOMHO-peLeCcCHBHbIN TUM HAaCNIe[0BaHWS), HO U BO3HUKHOBEHWE 3a60NeBaHna
B C/lyyae, KOrfia UMeeTCsi o OfHOM MyTaluK, HO B BYX Pa3HbiX reHax, y4acTBYIOLWMX B paboTe NpoTeacoMMbl —
PSNB8, PSMA3, PSMB4 (pureHHoe HacnefoBaHve). 3TO BaXKHO Y4YUTbIBaTb NPY MPOBEAEHWUN MONEKYNSAPHO-
reHeTM4eCcKol ANarHoCTUKM.
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KnuHudyeckas

apakTepucTuka
OCHOBHbIX AB

Flepuoguyeckas 6onesHb
WY apMAHCKasa 601e3Hb!

[Neprognyeckasn 60nesHb ABNSETCS OPEBHENLLMM
3abonesaHneM. OHa yrnomMMHaeTCs B PEBHUX
MaHycKpunTax. Kak camocToaTensHasa eguHmua
OHa bbina BblgeneHa B cepegmHe XX Beka. Nocne
OTKpPbITUA reHa MEFV, MyTaL My KOTOPOro NnpuBogaT
K Pas3sBUTUIO KITMHUYECKMX NposiBneHni MNb,
OKOHYaTesIbHO CHOPMYNMPOBaHbl ee KpUTepUN.

PervoHanbHasi cneuuduka

B aHrnoasbiyHoM nnTepaTtype nepuognyeckasa 60ne3Hb
(|_|5) M3BeCTHa nod Ha3BaHMeM «Ccpegn3eMHOMOpPCKada nn-
XOpaaKan». B ocHOBHOM OHa BCTpe4YaeTcd y HapoaoB cpe-
OM3eMHOMOpPCKOro 6acceliHa — apMsiH, eBpeeB 1 apaboB.

MNepBble NnposiBNeHus
BonesHb BO3HMKaeT npenmmyulectBeHHO B AeTCKOM Mnun
IOHOLWEeCKOM BO3pacTe, Halle y MY>XX4YUH.

XapakTep npoTeKkaHus

XpoHuYecKoe TeyeHre ¢ 060CTPEHUSIMU U PEMUCCUAMM.
O60CTPEHUsI BOSHUKAIOT OT PasfiMyHbIX MPUYMH U Yepes
pasHble Cpoku. MpUCTynbl NPpogomKaoTca oT 12 Yyacos
[0 TPEeX CYTOK, a 3aTeM MPOXOAAT.

CTepeoTUnHOCTb NpUcTyna

MaumeHTy, Kak npaewuno, 6e3 Tpyaa ypaeTcs OTINYUTL
60/b N NNXOPapKy, Bbl3BaHHble MPUCTYMNOM 60Me3Hu,
OT Nofo6HbLIX CMMMTOMOB Apyroro reHesa. CtepeoTun-
HOCTb MpPUCTYMa ABNSETCS XapaKTePHbIM MPU3HaAKOM 60-
Ne3Hu 1 noMoraeT guarHoctuposathb [16.
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1629

B nHeBHMKax Aubrey
COO0OLLKM O CBOEM
CTpagaHumn, KoTopoe
NPosIBNANOCH O3HOOOM,
TOLUHOTOW, PBOTOM.

A 6onu B XmMBoTe AJNINCH
[10 MONYCYTOK U BO3HWUKam
CHavana Kaxxgble oBe Hegenu,
NMo3)Ke KaXabl Mecsl,
OAVH pa3 B TpM Mecsaua,
OAVH pa3 B nonroga

1948

[JokTop H. Reimann

Ha OCHOBaHMM LIECTU
HabNaeHNUN 06beaUHUN
O6LMM TEPMUHOM
«riepuopmnyeckast 601e3Hb»
HECKOJIbKO CUHOPOMOB.

O. M. BuHorpapoBa (1964,
1973), B. A. AcTBaLaTpsiH
nccrnepoBann aTo
3aboneBaHne B CCCP



[MpucTynbl Npn
nepuvogmyeckon 6onesHu
MOryT BO3HMKaTb B FOf, No
12 pa3 v 6onee 1 NpoTeKkaTb
12 yacos 1 6onee

OcTpble 605n
B )KMBOTE MHOrda nyTalT
C NPUCTYMNoM anneHauumTa

Bo Bpemsa npucTtyna MHormne
nauyeHTbl COXpaHsloT
pPaboTOCNOCOBHOCTb

Ecnn 6onesHb He BbISABUTb
VN He NeYnTb NpaBUibHO,
TO BbICOK PUCK OTKa3sa no4vyek

Cneumnduka npuctyna

MpopomxuTenbHOCTb
KopoTkue anusoppl nuxopapkm (12-72 yaca) ¢ Temnepaty-
pown po 39-40 rpafgycos.

OCTpbIii XXKMBOT

JlnxopafKy conpoBOXXOatoT Bblpa)KeHHble 60/ B XXUBOTE,
KOTOpble MOT'YT 6blTb HACTONBKO CUbHBIMU, YTO BPayu He-
penKo oWNB0YHO NPUHMMAIOT UX 3a NPOSIBNIEHNE OCTPOro
anneHguMumMTa, NPOBOASAT onepauuio, HO AMarHo3 annex-
OvunTa He nogTBepXKAaeTcs.

TowHoTa u psoTa
JlnxopadKy MOryT COMpPOBOXAaTb TaKXe YMepeHHble
6011 B )XMBOTE, TOLWHOTA, pBOTa.

BocnaneHue cycTaBoB 1 BbICbiNaHUA
BocnasneHne BO3MOXXHO BO BPeMs MPUCTYMa, YaLlie KoMeH-
HOro cycTtaBa (apTpuT). A Ha KOXKe MOTyT BO3HUKaTb POXKe-
NoLO6HbIE BbIChINAHWA - Yallle Ha FOMeHsIX.

MeXxnpuctynHbii nepuopn

Y OfHOro 1 TOro e naumeHTa MOXeT COCTaBsATb OT He-
CKONbKMX [HEN [,0 HECKOMbKMX MecsaLeB. MIHorganpucTymnbl
cnepyloT OAMH 3a APYrnuM C NpoMexyTkamu B 1-3 OHs,
HO BO3MOXHbI U ANUTENbHbIE PEMUCCUN — [0 HECKONBbKUX
netT. Mexxgy npucTynamm 6onesHeHHble NPOSBIEHUs! OT-
CYTCTBYIOT.

OCnoXHeHus

Ecnu 6onesHb He nevar, To y 6-8 nauneHToB 13 10 pas-
BMBaeTCsH aMUIoMao3 — 3abofieBaHue, Npu KOTOPOM Ha-
6nogaeTcs HakonneHne 6enka B Noykax, U3BECTHOE Kak
aMUIoUA, YTO MPUBOAMUT K HapyLUEHMIO paboTbl MOYEK.

Tshxenblie popMbl

Hanbonee Tshxenoe TeyeHne 60n1e3HM HabnogaeTca npm
MyTaumsax 10-ro ak3oHa - M694V, M680I, M694I. MauneH-
Thbl Halle CTpagaloT apTPUTaMM, KOXHBIMWU MPOABIEHUSMMN.



«

B 6-M ann3oae 5-ro ce3oHa
Tenecepwuana «[JOKTop Xayc»

«CTepTbie» ¢popMblI
OnuncaHbl npvMepsbl, Korga nauuMeHThbl, Yy KOTOPbIX ABe MYy-
Taunu, MOryT He UMeTb KIIMHUYEeCKNX 1nm ﬂaGOpaTOprIX
I'IpOFIBﬂeHVIVI 3aboneBaHus, PaBHO KaK U HOCUTeSIN TOJb-
KO O,uHOﬁ, HO TSXKesIon MyTaunn MOTyT UMEeTb HeTAXellble
CUMNTOMbI 60NE3HM.

«Macku» 6onesHu

Y nepuopgmyeckorr 60ne3Hn HeT crneunduyecknx cCum-
NTOMOB, Hepe[KO OHa CKpbiBaeTCAd nofa MackaMu Opyrmx
AnarHo3oB. |_|aLI,V|eHTbI MOryT oonro un OLIMBOYHO Habnto-
[aTbCA Yy CaMbIX pa3HbIX CrneunannmcTtoB — XMpPypros, ra-
CTPO3HTEPOSIOroB, YPOIOros, OPOB. YacToO NpaBUbHbIN
AWarHo3 ycTaHaB/IMBaeTCd JIWWb CNycTa OecATuneTuvd,
Korpga y>e passuncga ammnongos u TpeGyech TPaHCNNaH-
Tauund noyek.



BoamoxHo, yacToTa
KAIC ropasgo Bbllwe,
NMOCKOJIbKY He BCe cry4au
OMarHOCTMPOBaHbI

BonesHu ¢ Mytaumamm B reHe NLRP.

KpuronvpurH-accoummpoBaHHble nepnognyeckmne
cuHapomsl (KATC; aHrn. CAPS - Cryopyrin-
associated periodic syndromes) aBnsioTcs
penknMm (opdaHHbIMM) HaceACTBEHHbIMU
MOHOI€HHbIMW ayTOBOCMaNNTENbHLIMU
3aboneBaHUAMM.

Tpw KNIMHUYECKUX BapUaHTa

1. CeMeliHbI/i XONOA0BOW ayTOBOCMAaNUTENbHbIA
CUHAPOM (aHrn. FCAS - Familial Cold Autoinflammation
Syndrome).

2. Cuigpom Makna - Yannca (aurn. Muckle - Wells
syndrome, nan MWS).

3. CuHppoM CINCA/NOMID - xpoHuyeckuii Mna-
LEHYECKUI  HEePBHO-KOXHO-apTUKYNSPHbLIA  cuHOpom/
MnafieHYeckoe MynbTUCUCTEMHOE BOCManuTenbHoe 3a-
6onesaHne (aHrn. CINCA/NOMID - Chronic Infantile
Onset Neurologic Cutneous Articular/Neonatal Onset
Multisystem Inflammatory Disease).

MexaHuU3M HacnepoBaHUS

Bce Tpu 3a6oneBaHns nepepatoTcs Mo ayTOCOMHO-A0MU-
HaHTHOMY TUMy K 06ycnoBneHsl MyTauuer reHa NLRP3,
KOTOpPbIV KOQMPYET 6e10K KPUOMUPUH. VI3MeHeHUs aToro
reHa NpUBOAAT K HenpepbIBHOMY 06pasoBaHuio IL-1 n, Kak
cnegcTene, 060CTPEHHOW BOCManMUTENbHOM peakLmmn, Ko-
Topas BNUSIeT Ha BECb OpPraHm3Mm.

OCHOBHbI€ CUMMNTOMbI

Cbinb, HaNoOMWHaloLWas KpanuBHULY, YyBCTBO YCTanocTy,
ronoBHas 60/b, MOBbILEHWE TeMnepaTypbl, 60/1b N OTey-
HOCTb CYCTaBOB, MOKpacHeHWe rnas. [lna Hanbonee Ts-
wenbix popm KATC xapaKTepHbl HapyLlleHWe crnyxa uam
nopaxeHue Mosra. NposiBneHne CUMMNTOMOB MOXET 6bITb
CNPOBOLIMPOBAHO XON0A0M UMW U3MEHEHWEM TeMnepaTy-
pbl, CTPECCOM U GPU3NYECKOW Harpy3KOM.



XapakTep npoTtekaHusi
FCAS cumnTaetcs Haubonee nerkon ¢popmon 3abonesa-
HWS N He CBsI3aH C XPOHMYecKuM socnaneHnem. NOMID/
CINCA - Haubonee Taxenas dopma, MynbTUCUCTEMHOE
BOCManuTenbHoe 3aboneBaHWe HeoHaTaNlbHOro BO3pac-
Ta. 3TO HenpepbiBHas, UK Nepuodnveckas, nnmxopanka,
KOTOpasi COMPOBOXAAETCS CbiMbl, HEMPOCEHCOPHON TY-
rOYXOCTblO, MOPa)eHMem CycTaBOB, HEPBHOW CUCTEMbI
N OPYrmx opraHoB (C pasfiMyHOM CTEeMNeHblO BblPpaXKeHHO-
cTu), AA-aMUIOMA030M.

nHopom TRAPS

OAMNYECKUI CUHAPOM, CBA3aHHbIN
LLenTopoM dpaKTopa HEKPO3a OMyXxonm

KpaliHe pepgkoe ayToBocnanuTenbHoe 3abonesaHue, KO-
TOopoe 06bl4HO HaYyMHaeTcs B Bo3pacTe [0 4 net. B nute-
paType onucaHo okono 1000 cnyyaes TRAPS.

PervoHanbHasi cneuuduka
BonesHb xapakTepHa ANns eBponernLes, 0gHaKo BCe Yalle
BCTPEYaeTCcsa U B [PYrnX STHUYECKUX rpynnax.

Mpuy4nHbI 6oNnesHun

BpoxOeHHbIi UMMYHUTET aKTUBU3MPYeTCs M3-3a U3Me-
HEeHWI B reHe, KOTOpPbIM KOAMPYET 6enoK, N3BECTHbIN KakK
peuenTop dakTopa HeKpo3a OMyXxonu, YYacTBYOLLWUIA
B BOCManMTeNbHOM peakLmu.

MexaHn3M HacnepoBaHus

MepepaeTcsa Mo ayTOCOMHO-AOMUHAHTHOMY Tuny. YacTto
MyTaLMn BOSHMKAOT CMIOHTaHHO, MO3TOMY B aHann3e Kpo-
BU poguTenen UsMeHeHNn MOXeT He HabnogaTbCes.

Cneuuduka npoTeKaHUs U pa3BUTUSA

Kak n gpyrmne aytoBocnanutesnbHble 3abonesaHus, TRAPS
npoTeKkaeT BoNHOoO6pa3Ho. Co BpeMeHeM MHTEHCUBHOCTb
NPUCTYMNOB CHMKaeTCS. Y HEKOTOPbIX B3POC/bIX NaLMeH-
TOB HabnopaloTcs ANUTENbHble MHTEpBanbl UM MeHee
YacTble/CUNbHbIE MPUCTYbI.

Y

1000 000

>ToTa TRAPS cpegm
BOPOXOEHHbIX



TRAPS MOXeT npmBoguUTb
K aMUIonL03Y U TSHKeNomn
rnaTonorum noYeK

MpucTynbl

O6ocTpeHnsa TRAPS MoryT AnmMTbCSA OT HECKOMbKUX [HEWN
[0 HECKOJTbKMX MecsLeB, HO Yalle okono 3 Hefenb. O6bly-
HO OHWM BO3HMKAIT CMOHTAHHO, HO MX MOT'YT CMPOBOLMPO-
BaTb HE3HAYUTENbHas TpaBMa, CTpecc, MHGeKUUs, ropMo-
HalbHble NU3MEHEHUS.

CUMNTOMbI

Mpn o6ocTpeHusix HabnopalTCs CTOMKas NMXOopaaka,
60MM B XXMBOTE W/UNK rpyau, TOWHOTa, pBOTa, Avapes
nnu 3anop. Kpome Toro, 601e3HeHHas, 4acTo MUrpUpyio-
Lan CbiMb KPACHOro LBeTa B BEpXHel YyacTu Tena u/mnm
Ha pyKax/Horax, 0Te4HOCTb BeK (MepropbuTabHbii oTek)
W/VNN KOHBIOHKTUBUT, 60/b B CyCTaBax M MbilULax, 4acTo
B 0611aCTV NOSIBNIEHMS ChIMW.

CUMHAPOM runepuMMyHornobynmHemmum D
[vinep-lgD-cnHppoM, nnu cMHapoMm geduumta
MeBasioHaTKMHa3sbl, - 3TO HeO6blYHOE 3aboneBaHue,
Tak)Ke M3BECTHOE KaK rofnnaHackas nuxopagka,
MOCKOJbKY BrepBble ONMCaHOo B rofINaHACKOM
nonynaumm. Ceyac NpucyTCTBYET NOBCEMECTHO.
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MpuynHa 6onesHun

MaTonorusi cBsfisaHa C YaCTUYHBIM CHMKEHNEM aKTUBHO-
CTW depMeHTa MeBasloHaTKMHA3bl, YTO OBGbSACHSAETCS MYy-
Taumammn B reHe MVK. 3ToT geduunT BbI3bIBaeT LEMHY
peaKkuuio, NMpmMBOASALLYIO K M36bITOYHOMY OBpasoBaHuIo
LIMUTOKMHOB, B OCHOBHOM IL-1B. Y 60nblUMHCTBA NAaLMUEHTOB
C 9TUM 3aboneBaHMeM HabnogaeTca 6onee BbICOKOE MO
CpaBHEHWIO CO 3[,0POBbIMM NOAbMUY COfEPXXaHMe B KPOBU
aHTUTEeNna uMMyHorno6ynuH D (IgD), oT KOTOpPOro cMHAPOM
nony4unn CBOe HasBaHue.

Tem He MeHee M3BEeCTHbI Apyrve 3aboneBaHuns, Npn KOTO-
pbIX MHOrAa MNoBbiWaeTcs copgepxaHue IgD, noatomMy ero
M3MepeHue 6onblle He paccMaTpUBaeTCs Kak HaumyyLlmni
MeTo[ MOATBEPXKAEHMS HAaNNYusa CUHOPOMA.

PernoHanbHasi cneuuduka
Cpean U3BeCTHbIX NaLMeHTOB NpeobnagatoT eBponemnLbl.

MpucTynbi

O6ocTpeHus cuHgpoma runep-IgD/OMK  npoucxopsaT
CMOHTAHHO, HO MX MOryT CMPOBOLMPOBATb WMHDEKLMN,
cTpecc unmn ¢mnsnyeckoe He[oMoraHue.

CMMNTOMbI

MaumeHTbl ¢ cuHapoMoM runep-IgD/OMK umeloT anu-
30[bl, KOTOpPble HaMoOMUHalOT NepuopuyecKyto 6onesHsb,
HO gnaTcs oT 5 go 7 cyToK. BonbHble anytTca Ha 6onun
B XXMBOTE, BbIChINAHMSA Ha KOXe, apTpanruu. YacTo yse-
nuymnBatoTcs nuMdaTUYECcKMe y3nbl, MHOMAa BO3HWUKaeT
BocnaneHue B ropsnie (bapuHruT). Takke gMarHoCTUpYOT
BblPaXXEHHbIN abAOMUHasbHbI CUHOPOM (OocTpble 60Mu
B )KMBOTE) B COYETaHMM C PBOTOM U AMapeeit.

MeXxnpuctynHbii nepuop,
Kak npaBuno, 0o cnefytoLwero anMsofa naumeHTbl Bbiris-
OAT abCOMOTHO 340P0BLIMM.

Ocno)xHeHus
Y HEKOTOPbLIX NaLUMEeHTOB pa3BMBaeTCAad aMUTIONO03 NoYekK.

>38°

Jluxopapka
O3HMKaeT nepmnoamny4eckmn

L

)T HECKOJIbKNX YaCcoB
10 HECKOJIbKUX CYTOK

Ko><Hble BbiCbINnaHUs
ATHUCTO-MNanynesHas
bilb, KOMbLEBUAHbIE
OKpacHeHus. Pexe -
HOMHUYKOBas CbliMb



Monucepo3utbl
BocnaneHve obono4vek
BHYTPEHHUX OPraHoB:
KULLEYHMK, ceppLe, nerkme

AcenTuyecKkuii ocTeoMUenuTt
Oyvaru BocraneHus B KOCTSX —
He baKTepuanbHOro xapakrepa
bonb B KOCTH, OTEK,
MOKpacHeHWe, NnoBbIlWeHne
TeMrepaTtypsbl Tena

AA-amunounpo3s
[Topa)kaeT
NpenMyLLecTBEHHO
NMoYkn. Ha nos3gHux
cTaguax 6o1e3Hn MoXeT
NepenTy B MOYEYHYIO
HEeOoCTaTOYHOCTb

MosbiweHue
C-peaKTUBHOro

6enkau CO3
l MapKepbl BOcnaneHus
L} B KPOBM

ApTpuUThI

BocnaneHue B cycTaBe,
60s1b, OrpaHnyeHue
[ABWKeHUA. KoXka BOKpYr
cycTaBa KpacHeeT,
TeMrnepaTypa B palioHe
cycTaBa NnoBbIWaeTcs

N\l
71\

B ocHoBe Bcex AB3 nexat

CUCTEMHbIe BoCcnannTesbHbie
peakumn. OHU BO3HMKAIOT
6€e3 NHPEKLMOHHOro areHTa,
TO ecTb 6e3 6akTepum
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[narHocTtmka AB3 - ClOXHBbIN npouecc.

3TO CBA3aHO C PEAKOCTbIO TaKMX 3aboneBaHui

VI TEM, YTO MOXOXME CUMMTOMbI BCTPEYaloTCH Nnpu
MHOIMX APYrnX 60Ne3HNAX.

Kak ycTtaHaBnuBaloT guarHos

Ha ocHoBaHWW unCTOpuM 3aboneBaHusl, KIMHUYECKUX
cuMNTOMOB, AnddepeHUnanbHON AUMarHOCTUKKM, nabo-
pPaTOPHbIX MPU3HAKOB W Pe3ynbTaToB [OMOSMHUTENBHOMO
WHCTPYMeHTanbHoro o6crnepoBaHus. Ons onpepeneHns
BEPOSATHOCTM CEMENHBIX NEPUOAMYECKMX NIMXOPAROK Cy-
LLeCcTBYeT cneunanbHbIi MHOEKC, KOTOPbI onpeaenseTcs
no ¢opmyrne.
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Kyaa obpatutbca?

B MeguvKko-reHeTnyeckue
KOHCYIbTauun — OHN eCTb

B Ka[10M pervoHe Poccum.
Bpauun-reHeTukmn BenyT
npuem B HEKOTOPbIX KPYMHbIX
CTaunoHapax, MeUUMHCKNX
M Hay4HbIX LeHTpaXx




YKOHCYNbTUPOBaTLCH
KHO BCEWN CeMbe:

21 MOI'YT OKa3aTbCs
IMEHTbI CO CTEepPTON
)TUHOMN 60NE3HU

OuddepeHuranbHas guarHocTuka

AB3 HY)>XHO oTnM4aTb OT MHPEKLMOHHbIX, OHKOreMaTono-
rMYeCKUX, PEBMATONIONMYECKMX U APYTrnX 3a6oneBaHui co
CXOXMMKU cuMnToMaMu. Y Bbixogues n3 CpegmnseMHOMO-
pbs 1 KaBKkasa ¢ HEMPOZOMKUTENbHBIMU NPUCTYNaMu -
xopagku (MeHee 3 gHel) UCKIOYaloT B NMepByo odepedb
nepuvoguyeckyto 60nesHsb.

JNTa6opaTopHoe o6cnepoBaHue

OnpepensieT ypoBeHb OCTPO()a30BbIX MapKepoB Bocna-
nenHus: CO3, C-peaKTUBHbIN 6e0K, CbIBOPOTOYHbIA aMU-
nona-A (SAA), KoTopble NoBbilLeHbI Npu AB3.

CeMeliHblli aHaMHe3

Mpn pMarHoCcTMKe BaXKHO YYUTbIBaTb MOXOXYIO CUMMTO-
MaTUKY Y POACTBEHHUKOB. A KOra AMarHo3 yCcTaHOBIEH,
CeMbsIM pPEeKOMeHAYyeTCs MPONTU MefMKO-reHeTu4Yeckoe
KOHCYNbTUPOBaHWe. Bpay-reHeTnK pasbsCHUT, Kak Hacne-
nyeTcsa 3aboneBaHue, 4acT pekoMeHpaunm, KoMy ns vne-
HOB CeMbM HEOBXoaMMo 06cCneaoBaTbCH, MOACHUT reHe-
TUYECKMNE PUCKN.



OuarHocTuyeckum
MHAEKC Ang pacyeTa
pUcKa ceMenHbIX
nepuoamuYecKux
nuxopapok*

A6p0oMuHanrum
6011 B XnBOTE

0 - HUKorpa

2- nepnoanyecKn nnm 4acto

3 - MOCTOSHHO

APTO3HbBIN CTOMaTUT

O - HMKorpga

1 - nepuopunyecku nnm 4acto

2 - NOCTOSIHHO

Topakanrum
60M1€eBOV CUHAPOM KonioLwero

VI HOIOLLErO XapaKTepa, KoTopbli
JIOKanuU3yeTcs B rpyaHOM
OTAE/E NO3BOHOYHVKA

0 - oTcyTCTBYIOT

1- nmetotcsa

O - HMKorpga

1- 04eHb peako

2 - vHorpa

3 -yvacTo

Cny4au 3abonesaHus B ceMbe

0 - oTCcyTCTBYIOT

1- vmetoTcsa

PacueT BeposTHOCTM anarHosa AB3

N5 OLleHKM pUCKa CeMEeMHbIX MePUOANYECKMX NINXOPaaoK
npeanoxeH creumanbHbii MHAEKC. Ero aBToMaTusnpo-
BaHHbI pacyeT npeanaraeTcs Ha cate Eurofever Project
M npusedeH B Tabnuue «QuarHOCTUHECKUIA MHOEKC O/1s
pacyeTa pyCKa CeMeMHbIX MepuoanYecKnX NMXOPamoK».
Ero BO3MOXHO paccumntaThb Mo creyunansHom Gopmyre.

dopmyna. flnarHoctudecknin nipekc = (0,067 x BospacT
Havana B Mecsauax) + (1,494 x abgoMuHanrmm) - (1,504 x
adTO3HLIN cTOMaTUT) + (1,958 x Topakanrum) + (0,901 x
ouapes) + (1,503 x criydav 3a6oneBaHust B CEMbe).
PesynbTart. 21,32 - BepoAaTHOCTb iMarHo3a AB3 BbiCOKa.

JNa6opaTopHoe o6cnepgoBaHue

OnpepensieT ypoBeHb 0CTPOha30BbIX MapKepoB
BocnaneHuns: CO3, C-peaKTUBHbIN 6€/10K, CbIBOPOTOYHbIN
aMunouna-A (SAA), KOTOpble CYLLECTBEHHO MOBbILIEHbI MPY
AB3.

CeMeliHblA aHaMHe3

|_|le ANArHOCTUKe BaXXHO YHYUTbIBaTb MOXOXYIO
CUMNTOMaTUKY Y POACTBEHHMKOB. A Korfa AnarHos
YCTaHOBJIEH, CeMbsM peKoMeHyeTCH I'IpOﬁTM MegunkKo-
reHeTU4eCKoe KOHCYNbTUPOBaHMeE. BpaH-FeHeTVIK
Pa3bACHUT, KaK HacnefyeTcs 3aGoneBaHme, pacTt
pekoMeHgauunu, KOMy N3 41eHoOB CeMbM HeOGXOp,I/IMO
OGCJ'Ie}J,OBaTbCFI, MOACHUT reHeTU4eCKne puUCcKun.

* Gattorno M., Sormani M., D’Osualdo A., et al. A diagnostic score for molecular
analysis of hereditary autoinflammatory syndromes with periodic fever in
children. Arhtr Rheum 2008; 58(6):1823.



CerogHs rnosiensieTcs Bce 60/blle BO3MOXHOCTEN N9 ANarHOCTUKN
cpear3eMHOMOPCKOWN NMXOPafKM — reHeTU4eCcKoro saboneBaHus,
KOTOpPbLIM CTpafanu elle B JPeBHOCTU. YeM paHblUe NocTaBaT
[MarHo3 1 HasHa4aT NpaBUbHYIO Tepanuio, TeM ny4lle byaet
pesynerat. bygbTe BHMMaTebHbl K cebe 1 65M3Kum!
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CueHapum

4

abopaTtopHOU

ANalrHOCTUKU

[ns nooTBep)KOEHUS OUarHo3a UCCNeRYoT FeHbl,
OTBETCTBEHHble 3a AB3.

.

FIOUCK YacTbIX My TaLLi

YuuTbiBas faHHble KAWHWYECKOW KapTUHbI U CeMeMHbIN
aHaMHes, MOXKHO MPefnoNoXnUTb TOT WU UHOW BapuaHT
AB3, n Torga Ha nepBoM aTarne NpoBOASAT NOUCK Hanbornee
pacnpocTpaHeHHbIX MyTauui. Ecnn myTaumm He BbisBne-
Hbl, TO UCCNEAYIOT reHbl MOTHOCTbLIO.

N

dpreTtHble naHenun

Ecnu ecTb npegnonoxexue, 4to y naumeHTa AB3, HO HeT
YKasaHWI Ha KOHKPETHbIN BapuaHT, TO CYLLEeCTBYIOT ApYy-
rme BO3MOXXHOCTW MCCNefoBaHUsA: MHOrMe nabopaTtopum
pacrnonaratoT 0CO6bIMU FeHeTUYECKMMIN NaHenssMu, Tap-
reTHbIMU NaHenssMn. OHM BKJTIOYAIOT BCE U3BECTHbIE M'eHbl,
OTBETCTBEHHbIe 3a AB3.

TakoW aHanus 6onee JOPOrocTosl, U ANUTENeH, HO faeT
BO3MOXHOCTb MPOaHanM3nMpoBaTb MOSHYK MocnefoBa-
TeNbHOCTb FEHOB, MyTaLMK B KOTOPbLIX MPUBOAAT K AB3.

-

OK30MHOE/rEHOMHOE CEKBEHUPOBaHUE

MoxeT noTpeboBaTbCs B O4EHb PEAKUX cny4vaax. J70 aHa-
N3 BCEX N3BECTHbIX FEHOB YesloBeKa. Takme TecTbl HOCAT
CKopee Hay‘-IHO-VICC}'Ie,D,OBaTeﬂbCKMﬁ XapakKTep 1 no3eBo-
nawT 06Hapy)KMTb B TOM 4ucrne U paHee HeuU3BeCTHble
reHbl, UBMEHEHMS B KOTOPbIX ABMAOTCS NpuinHon AB3.
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[Mpwn neprogmyeckomn

©0/1e3HM BbICOKO-
MHGOPMaTUBEH YaCTUYHbIN
aHanuna reHa MEFV
(nccneposaHue 10-ro aK30Ha),
npu KAMC - aHanuna 3-ro
ak30Ha reHa NLRP3

OK30MHOE U reHOMHOoe
CeKBEHMPOBaHMe NHorpa
BbISIB/IIET HOBbIE TUMbI
MyTaLui, KOTopble
ABNAKOTCS NPUYNHOMN
ayToBOCManMTeNbHbIX
3aboneBaHumn
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Tepanuven AB3 B Poccun 3aHMMalOTCSi B OCHOBHOM
peBmaTtosnoru. Kak npaBuno, UMEHHO OHU

CTaBAT QMarHos, HarnpasnsoT Ha FeHeTUYecKoe
NOATBEPXKOEHME N HAa3HAYaloT Tepanuio.

CuMnToMaTuyeckas Tepanusi

HecTepougHbie npoTuBoBOCNanUTesibHbie
npenapatbl

McnonbayoTes TpaguLUMOHHO A8 KYyNMpoBaHUs CUMNTO-
MoB npucTtyna. Cpean HUX — MHOOMETaLMH, UbynpodeH,
MenoKcmnKaM u ap. MNMpu HekoTopbix dopmMax AB3 3To OKa-
3biBaeTcs aPpHEeKTUBHO, HO TaKoe NevyeHne He No3BonseT
npepynpeauTb pasBuTMe aMuiongosa.

Mpn AAUTENbHOM MPUMEHEHUM 3Ta rpynna npenapaTos
MOXeT MMeTb Nob6oyHble ahdeKTbl — NMoBpexpaTb Chu-
3UCTYIO 0BOMOYKY HKENMYAOYHO-KULLIEYHOro TpaKTa. 3To
06BbACHSAET, MOYEMY TaKme NeKapCcTBa HYXXHO MpUHMMaTb
nocne epgsl.

CTepougHbie npenapaTbl

OHW Takxxe obnapatoT HecneunpuyeckmMm npoTrUBOBOC-
nannTesibHbIM ,D,EVICTBMGM. MOFyT NMPUMEHATbCH, Korfa
nedyeHne HecCcTepoungHbIMM NPOTUBOBOCNANINTESIbHbIMU
rnpenapataMm He OKasblBaeT OO/MKHOro adpdekTta, a Tak
6blBaeT B 60/1bLIOM npoueHTe cny4yaes. Cpe,u,m cTepouna-
HbIX NMpenapaToB — NPegHN30J10H, MeTUNNpPegHN30/10H.

Ecnu Bbl AnuTenbHO K coxaneHuio, 1 Takue npenapaThl Yallle BCEro He oKasbl-
NpUHMMaeTe HeCTEPOUAHbIEe BalOT HY)KHOMO addeKTa. A Npu AIUTENBHOM NMPUMEHEHMN
NpOTVBOBOCMANUTENbHbIE B [IETCKOM BO3pacTe BO3HUKaeT [OBO/IbHO MHOMO MNo60o4-
rpenapartkl, He 3abbiBanTe HbIX [EeMCTBMM: CHMXeHMEe CKOPOCTU pocTa, Habopa Beca,
cnefuTb 3a COCTOSIHUEM NoBpeXAeHWe CIM3NUCTON XKeNyAKa, yMeHbLUeHne
xenygka MNOTHOCTU KOCTHOM TKaHU U ap.
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FlaToreHeTn4yeckas repanvs

CerogHsa gns HekoTopbix AB3 paspaboTaHbl 6uonoruv-
Yeckme npenapaTbl. TakMX NpenapaToB HECKONbKO, OHU
MIMEIOT pasnnNYHbI PeXxruM Oo3MpoBaHUa U cnocobbl BBe-
neHus. K 3TMM HOBbIM NIeKapCTBaM MOXHO OTHECTU WH-
rMBUTOPLI MHTEepnenkHa-1. AGPeKTMBHOCTb Tepanumn Bo
MHOIOM 3aBWUCUT OT CPOKOB Hayasna NleYeHUs U TSHKeCcTn
3abonesaHus.

MexaHusm gencTBus

Mo HeMy Takue npenapaTbl MOXHO OTHECTU K NnaToreHe-
TUYECKOWM Tepanuu, NOCKOMbKY OHW He TOSIbKO CHMMatoT
CUMMTOMBI, HO W BO3[ENCTBYIOT Ha MexaHu3sM GpopMUpo-
BaHWs BocnaneHus npun AB3, 6nokupys genctene UI-1B.
CylecTByeT HECKOIbKO BapuaHTOB TaKMX MpernapaTos,
KOTOpble BBOAATCH MOAKOXHO WM BHYTPUBEHHO. B ux
OCHOBE NeXkaT MM MOHOKJIOHamNbHble aHTUTena, CBSA3bl-
BaloLMe LUTOKMHbI, TM60 MONEKYIbl, KOTOPble 6IOKUPYIOT
peuenTopbl K 3TUM LIUTOKUHAM.
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CTOUT OTMETUTL
BbICOKYH CTOMMOCTb
BMONOrnYecKmx
rnpenapaToBs

DewncTBue

Brvonorunyeckne npenapatbl 06nagaloT MOLHbBIM NPOTU-
BOBOCMaNNUTENbHbIM OENCTBMEM U NPU HekoTopbix AB3
MOryT MOSIHOCTbIO HWBENMPOBaTb CUMMTOMbI 3aboneBa-
HWS W NPefynpPeanTb PasBUTUE OCIOXHEHUI. U npu Bcex
6onesHAx rpynnel AB3 aT npenapaTbl NO3BONAIOT 6bICTPO
1 3PPEKTUBHO KyNMpoBaTb BOCNaneHue, Cbifb, MMXOPag-
Ky, 60/b Y YTOMNSEMOCTb.

Yemy ele MOryT NoMoub

370 neveHme ahpGeKTUBHO MOMOraeT Npu rnasHbIX, HEBPO-
NOTMYECKMX PacCTPOCcTBax. MpU HEKOTOPbIX YCMOBUSAX
MOXET CHU3WUTb MYXOTY U KOHTPONMPOBaTb aMUIOMAO3.

Mo6o4Hoe pgeicTBUE

B0O3MOXeH pUCK pa3BUTUS MHDEKLMOHHbIX 3a601eBaHUi,
YTO npepncTaBigdeT OonacHOCTb AN1A NnauyneHTa. Tak)xe He-
05X0,D,VIMO OTMEeTUTb HeOoCTaToO4YHO ,D,J'IMTeanblﬁ CpOK
HaﬁnIO,D,eHVIﬂ 3a nauyneHTamu, nonydarowmmm anntesibHO
6uonormnyeckme rpenapaTbl, YTO NMOKa He NOo3BONAeT O0-
CTOBEPHO roBopuThb 06 OTCPOYEHHbIX OCJTOXXHEHUAX.

eYyeHue nepmoanyeckom 6onesHm

MNpenapaToM NepBoM NIMHUN B Ie4EHUN
NepuoanYeckoin 60Me3HN ABAETCSH KOMXULIMH.

OH NosBosfeT NpegynpexaaTts NPUCTYbI

60s1e3HM 1 MPOBOAUTL NledeHne 1 MPodUNaKTUKY
aMUIoN03a, YTO CYLLECTBEHHO YyYLlaeT NPorHos.

KnuHuyeckas npakTuka

MpuMeHsieMble [,03bl 06bIYHO XOPOLLO NePEeHOCATCS, B TOM
yuncne Npu MHoroneTHeM npmeme. HepepfKko pasBuBatoLla-
SCA B Havase nevyeHns gnapes HOCUT NPexXoasaLLmii XapaKk-
Tep U1, Kak NpaBuo, He TpebyeT OTMeHbI NpenaparTa.

Mo gaHHbIM KnuHnkn nM. E.M. TapeeBa, KonxmuuH adpdek-
TUBEH aXKe Yy 60MbWMHCTBa 60IbHbIX C HEPPOTUYECKUM
CUHAPOMOM, ogHaKo addeKT HacTynaeT He cpasy, a cny-
CcTs 2-4 roga NnoCTOSAHHOroO Npuema.
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HoBble 6Uonornyeckme npenapatobl
Nno cBOEMY AENCTBUIO CPaBHUMDI
C NaTOreHeTUYEeCKUM JIe4HEHUEM

Pucku

2P PeKTMBHOCTb NpenapaTa Npu aMUIoN4o3e NoYveK pes-
KO CHMXaeTcs Ha CTaguu MOYeyHoM HefoCTaTOYHOCTHU,
4YTO CBMAETENbCTBYET O TIXKECTU CKIIEPOTUYECKUX U3Me-
HeHUn. Y 15-20% 60nbHbIX KONXULMH OKa3biBaeTCs U3Ha-
YanbHO HE3DHEKTUBHBIM UM HEMEPEHOCKMbIM BBUAY €ro
TOKCUMYHOCTU. TaKMM NauneHTaM cnefyeTt paccMaTpuBaTb
BOMPOC O Ha3Ha4YeHUN BUONOrnM4YecKom Tepanuu, B 4YacT-
HOCTW 610KaTOPOB NMHrMBnTOopOoB UJ1-1.

JleueHue CAPS, TRAPS, HIDS/MKD

[MoMbITKM NCMONb30BaHUA B NEYEHUM KONXULMHA, MeToTpe-
KcaTa, azaTWOrMpuHa He Janun pesynsbTaTos.

MaumeHTam c ayToBOCManuUTeNbHbIMM 3abofieBaHUAMMU
HepeaKo aMNMPUYECKU HasHavaloT MMIOKOKOPTUKOCTEe-
pouabl, Kak NPaBUIIO B TeX Crly4asx, Korfga guMarHos octa-
€TCH HEACHBIM, @ HEaDPEKTUBHOCTb NeYEeHNT aHTUBUOTU -
KaMu No3BONseT UCKNYNTb BaKkTepuarsbHble MHOEKLMN.
XOoTSa rMIOKOKOPTUKOCTepoumabl 061afatoT MOLWHOW NPOTU-
BOBOCMaNUTENIbHOM aKTUBHOCTbBIO Y MO3BONSAOT YaCTUYHO
nogaBUTb BOCMANUTENbHbIA OTBET 060N MpUpoLbl, Npu
OONbLIMHCTBE ayToBOCMaNUTENbHbIX 3ab0neBaHU OHWU
Mano adpPeKTUBHbLI NN He 3PDEKTUBHBI.

[MprHMMas BO BHMMaHWe BbICOKYIO YaCTOTY pa3BUTUSA CTe-
pPOMOOPE3UCTEHTHOCTU N CTEPOMA03aBUCMMOCTH, [to-
KOKOPTUKOCTEepOU bl LiefiecoobpasHo codeTaTb C UMMY-
HOCYNpPeCcCUBHbIMM MpenapaTtaMM, oOKasblBaloLWNMK
cTepounpgocbeperatollee gencTeme.

M3y4yeHne MmexaHM3MOB ayTOBOCMaIEHUst OTKPbISIO HOBblE
nepcneKkTMBbI B JIeYeHUM ayTOBOCNanMUTENbHbIX 3aboneBa-
HU. OQHMM N3 OCHOBHbIX MeAMaTOpPOB BOCMaNUTENbLHOMO
oTBeTa aBngetcsa UJ1-1, MHFMBUTOPbLI KOTOPOro OKasanucb
3P DEKTUBHBIMU MPK 3a6oneBaHUSX 3TOM rpynmnbl.

HekoTopble naumeHThbl
He NepeHOCAT KONMXUUMH
113-3a ero TOKCUYHOCTW.
B Takom cny4yae Bpau
MOMeT pacCMoTpeTb
BOMPOC O Ha3Ha4eHun
Bronornyeckom
Tepanuu



Bpa3s YXU3HU

X13Hb YenoBeka, Y KOTOpOro AMarHoctMposaHo AB3, me-
HsieTcs. He Tonbko a1 caMoro nauMeHTa 1 ero cembu, HO
v ANS ero gpysen n 6IM3KNX UMeeTCs MHOXeCTBO COMHe-
HUI U HeonpefeneHHoCTb Ha 3Tane AMarHoCcTUKU. MHo-
M MauneHTaM 1 Ux poaHbIM MOXeT MOHaJ06UTbCSH KOH-
cynbTaumsa ncmxonora, YTobbl NPUHATL AMarHos. MoxeT
BO3HMKHYTb CTpax nepepf 6yaywmMm, cTpax 3a 6AMSKMX,
Jernpeccusi, 1 Bce 3TO MOXXeT NPUBOAUTb K KOHGMIMKTaM
B CEMbe, MOUCKY «BMHOBaTbIX». CIOXXHO AaTb Kakne-To pe-
KOMEeHJaLnK, raBHOE — HY)>KHO MOHSATb, YTO 3ab6oneBaHne
VMeeT NieyeHne, psaaom ecTb Bpayun 1 obLecTBEHHbIe Op-
raHmsaumm 1 GoHAbl, FOTOBbIE MPUATU Ha MOMOLLb.
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B Poccuu cyuwecTByIOT NaumeHTCcKue
opraHMsalLmn, KoTopble 0b6beAUHSIOT NI0GEN,
CcTpafalolmx peKuMU HeflyraMum, oKasbiBatoT
M MHPOPMaLMOHHYI0, MCUXONOrMYECKYI0

M topUanYecKyto nofaepxKy. B HUX Bbl MOXeTe
MO3HaKOMUTBLCS C APYrMMU CEMbAMU, KOTOPbIE
XVBYT C TEM Xe 3abofieBaHneM, 0bMeHnBaTbCA
C HAMM OMbITOM, MOMYYUTb MOJAEPXKKY.
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