RARUS

PEJIKUE
BOJIE3HU

KYPHAJ OF OPOAHHBIX 3ABOJIEBAHHAX

AYTOBOCHNAJIUTENbHDIE
3ABOJIEBAHMA

3TO YJIbTPAPELOKWME BOJIE3HW, NMPUN KOTOPbLIX

NMPOUCXOOUT CEOM BPOXXOEHHOW CUCTEMbl UMMYHUTETA.
YACTO MPUXOOUTCA OOJTTO UCKATb MPABUJTbHbIA OUATHO3,
HO KOIrdA OH YCTAHOBJIEH, YHbIBATb HE CTOUT:
3ABONTIEBAHUNA UMEIOT JIEHEHUE

BCEPOCCUMUCKOE OBLWECTBO OP®AHHbIX 3ABOJIEBAHUN
CMELUUATbHbIN BbINYCK
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BBEAEHME

oporue Apy3bs!

n B a10i 6po-

IIIOPE BbI
HalizieTe OTBETHI HA YacTO
3aJlaBaeMble BOIIPOCHI

II0 OYeHb penKuM 6oes-
HsIM YeJIOBeKa — ayTo-
BOCIAJIUTENILHBIM 3a60-
neanusaM (AB3). Jonroe
BpEMSI JIS1 TepaIiu STUX
GoJe3Helt MOTJIH [PezJIo-
UTb TOJILKO CUMIITOMATH-
4ecKoe JIeYeHue, HO ceii-
9ac MOSIBUJIMCH HOBBIE
IIOZIXO/IbI K JIEYEHHIO, TAK
KaK cTasio GoJiblie U3BECT-
HO O TOM, KaK BO3HUKAIOT
TaKue 3a00JIeBaHusL.

Camo#i 13BecTHO# 60-
JIe3HBIO U3 3TOM IPYIIIbI
ABJISIETCS ceMelHast cpe-
AU3eMHOMOpCKas JINXO0-
pajxa, HO JlaXe ee IUAaTHO3
He BCerzia yaeTcsi ocTa-
BUTb OBICTPO U TOYHO.

Taxoxe B Poccuu juarso-
CTUPOBAHbI MALUEHTHI

C APYTUMH YIIbTPAPEAKUMA
ayTOBOCIAJIUTEIbHBIMH
3aboeBaHUAMHU (CeMeii-

Hasl X0JI0/10Bas KpalMBHULIA, CAHAPOM Makna — Yaica,
NOMID-cuHApOM), TUIIEPUMMYHOIIO6YIMHEMUEH

D (ne¢urut meBanoHatkuHassl), TRAPS (cuHzpOM,
00yCIIOBIEHHBIN MyTalueli reHa perenTopa K Gpaxkropy
Hekpo3a onyxonu [©@HO]-a).

Janeko He Bcerzia BpayX 3HAIOT 1IPO 9Ty NMATOJIOTHUIO,
¥l AL[MEHTHI MOTYT JOJIrOe BpeMst HabMOAaThCs ¢ IPYTu-
MU ANaTHO3aMH U He [OJIy4aTh HeO6XOAMMOTO JieUeHHs.

[TauuenTam c PEAKUMU 3a00JIeBaHUSIMU OY€EHb CJIOKHO
HaUTH Bpadya, MMOHATH, KTO U KadK UX [NOJIKEH HaﬁJI}OL[aTb,
1 HEPEJKO BO3HUKAIOT C€Pbe3HbIE Hp06JIeMbI C 11ojyiy4ge-
HHUEM COBPEMeHHOfI Tepamnuu. B cBA3U ¢ Hac/IeACTBEHHBIM
XdpPAKTEPOM 3TUX 00JIe3HEN B CEMbE MOXKET CTpagaTb
HECKOJIbKO MOKOJIEHUH.

HeKOTOprM CJIOKHO O6Cy>KI[aTb CBO€ reHeTU4€eCKoe
3360JI€B3HI/Ie, 1 13-3a 9TOr0 JII0AU TePAKT B3aUMOIIOHUN -
MaHUe C pOACTBEHHUKAMU. Hapneemcs, uto 3Ta 6[)0]1[10'
Pa IIOMOXKeET BCEM, KTO CTOJIKHYJICS C 60]163Hb}0, CTaTb
YBEPEHHEE 1 [TIOTOM 3a/1aTh BOIIPOCHI CBOMM JI€dalllM

Bpa4dam. HeKOTOpre 13 BOIIPOCOB CTOUT NOATOTOBUTH AJIA

Bpada-reHeTrnKa, IOCKOJIbKY 3a0o0JieBaHMe sIBJISIETCS Ha-
cnenctBeHHbIM. KoHeuHo, 6yl[yT BOIIPOCHI, KOTOPbIE MOX-
HO 3a7aBaTh MpeJACTaBUTEIAM 06H.IECTBeHHbIX opraHusa-
ui. B HUX pa60Ta10T TaKHe Xe, KaK Bbl, IIAIMUEHTbI U UX
PoAHbIE, KOTOPbIE YK€ MPOILIN ITYTh OT YCTAHOBJIEHNSI
AWarHo3a 0 MoJydeHus Je9eHunsd. Onu noAazepxart Bac

B pr;[HbeI MOMEHT, KOr'Zld BbI TOJIBKO y3HAJIM O IUarHo3e.

IIpexe Bcero He BOJHYHATECH.

Bropoe — mosie3Ho y3HaTh O CBOeM 3a60JIeBaHUY KaK
MOXHO GoJblre. MbI HajieeMcst, 4To 3Ta GpOIIIopa CTaHeT
BAllIUM IyTeBOAUTe IeM Ha [lepBoM 3Tare. Ho He 3a65bI-
BaliTe: M0G0 YeOBEK — OCOGEHHBI, U K KaXKAOMY HYy-
KeH UHUBUAYaJbHbIN N0AX0A. ToNBKO B3aUMOZEHCTBY A
CO CBOMM BDPa4oM, Bbl CMO3KeTe OIlpeie/IUTh IPaBUIbHOE
HalpaBJleHue JIefCTBUIA.

TomHwuTe BhicKasbiBaHue? «Hac Tpoe — 6osbHOM, 60-
Jie3Hb ¥ BPad, ¥ MOOEIUT TOT, C KeM OOJIbHOI» . IMeHHO
BMeCTE C BPauOM MOYKHO T0GeauTh 3a6oseBaHue. A eciu
PSZIOM ellie 00IIeCTBeHHbIE OpraHu3aluy — OUTBa 06s13a-
TeJIbHO 6yzeT BeIrpaHal

BeepeHue / AB3

Iayuenmam

¢ pedxumu
3060/1€6aHUAMU O4EHD
CL0JCHO Halimu épa4a,

u HepeoKo 803HuUKarOm
cepve3nsie npooaemol
¢ nosy4enuem
COBpeMEeHHOU
mepanuu

A

Janexo He acezoa
epayvu 3Harom npo anty
namoanozuro,

U nayueHmovt MoZym
dosizoe gpems
Habrodamocs

¢ dpyzumu duaznozamu
u He notyuamo
Heo6x00uM020 euenHus

B cemoe moxcem
cmpadamo HECKOJIbKO
noxoneHu



MpuurHbl passutia / AB3

AB3 - 570 30601eBaHus,
rnpu KOTopbiX NMponucxoauT
HapyLieHne BPOXXQ4EeHHOU
cucTeMbl UMMYHUTETQ,

M BOoCnannTesibHAs

peaKuuns BOSHUKAeT camMa
no cebe, d He B OTBET HA
nonagaHuvue Boléyaurtesnen
B OPraHu3m

N
/ E>xero4HO OMuCbIBAOT HOBble 6GO/IE3HU
P n CHMHAOPOMbI, d TAKXe HOBble [eHbl,

OTBeTCTBeHHble 3 X pa3BuUTHE

AyToBOoCnanurenbHblie 3a6oneBaHusA

H3BecTHO 0K0JI0 30 ayTOBOCTAIUTENbHBIX 32001€BaHUI,
U UX NlepeyeHb IOCTOAHHO NMoNoJHsAeTcA. ExerogHo
OIKMCBIBAIOT HOBBIE GOJIE3HU M CHHIAPOMBI, 8 TaK)Ke HOBBIE
TeHbl, OTBETCTBEHHBIE 33 UX pa3BUTHe.

AyToBocnanuTebHble 3a60JIeBaHUS — CPAaBHUTENBHO
HOBas rpynmna. Tak, Hanpumep, reH ceMeiHO! Cpesiu-
3eMHOMOPCKO#t uxopaznku (MEFV) 6bu1 upeHTHOHLIN-
posaH B 1997 roay, Bcero 23 rona Hasaz. Jlaxe TepMUH
«ayTOBOCHAUTENbHbIE 330071eBAHUA> TIOSBUIICS B KOH-
e XX Beka — ero npezyoxun B 1999 rogy noxrop Jlen
Kactrep. Ho u3BecTHO Ipo 3TH 60J1€3HU GBLIO JaBHO.
ITepBble yHOMUHAHUA CUMITOMOB CeMeliHOM cpefiu3eM-
HOMODCKOM IMXOPaJKH BCTPEYAIOTCSA B aHTUYHBIX
nokyMeHTax. Tak, Bo II B.H.3. ;peBHePUMCKUI MeJIUK

u dunocod T'aseH cBA3aM LUKIMYECKUE TUXOPATKU

c pa3HbIMu da3amu JIyHbL

ITo cBoum nposBnenrsaM AB3 MOryT HallOMUHAThb U3BECT-
HbIe ayTOUMMYHHbIe 3a60JIeBaHNs, TAKKe KaK CUCTEM-
Has KpacHasi BOJTYaHKa, PeBMAaTOUAHBINA apTPUT U T.1.

Ho npuunna AB3 HeCKOJIBbKO Apyras.

NMpuYUHbI pa3BUTUSA
ayToBOCHaNIUTENIbHbIX
3a6oneBaHuM

ITpnunnamu AB3 sABJAeTCS HapylleHre IMMYHHOM cu-
CTeMBI, I03TOMY MHOT/Ia 60JIe3HN OTHOCAT AaXKe K IPyIIIe
UMMYHOZeDUIUTOB. TOIBKO MPU HUX MPOUCXOAUT OO
0c0060i CUCTEMBI IMMYHHUTETA, CAMO¥ IpeBHEN B HallleM
OpraHu3Me U Ha3bIBaeMO ellle BPOXK/JeHHbIM UMMYHHU-
TETOM. DTa CUCTeMa ABJISAETCS ePBBIM 3TAaoM 6OPbObI

¢ nH}EKIMOHHBIMY areHTaMu. [IpOTUBOCTOSIHIIE HA4H-
HaeTcs € BOCMAaNUTeIbHOTO MPoLiecca, KOTOPbIH MoApasy-
MeBaerT 3aMyCcKk MeXaHU3MOB ISl <IPUBJIeYeHHsT> 0COOBIX
KJIeTOK (Hampumep, Makpodaros), KOTOpble YHUYTOXAIOT
BO36yauTeneit vHGeKIu.

Ectut 3TOr0 He[OCTaTOYHO [JIs1 VHUYTOXKEHHUS BO36Y-
auTeseil UHGEKLUNHY, TOJKII0YAeTCs IPUoOpeTeHHAs
MMMYHHas1 CUCTeMa, KOTOpasi «M3ydaeT» BO30yAUTeNs
uHQEKIINY, a 3aTeM BbIpabaThIBaeT aHTUTENA, Crenudu-

MpuynHbl pa3sutig / AB3

Bo Il 6.1.3.
dpesnepumcKuil Meoux

u punocog I'anen césaszan
YuKAUMecKUe TUXOPAOKU
¢ pasusimu pazamu
JIynot

T'en cemeiinoi
cpedu3emMHoMOpCKOLL
auxopadxu (MEFV)
udenmuduuuposan
6 1997 200y

E/[ KneTku Mmakpogaru
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A
lMposBreHus
HArMoOMUHAT
PEAKLMIO OPraHM3MA
HQ MHGEKLNIO: OCTpOoE
HQyas1o, IMXOPAaKa,
CblIrb, OTEYHOCTb
cycTaBoB, 607/1b,

c/1a60CThb, 66ICTPASA
YTOM/IIEMOCTb

Mpuvunst c60s npu
MHozux AB3 ceésa3arnsl
C MymayuAMu 6 2eHax,

Komopbie yuacmeyrom
8 peaxuyusax
eocnaneHusn

o
"y

“ - \
& ="
4ecKue K JAaHHOMY BO30yaUTeNI0. AHTHTeNIa CBA3bIBA-
I0TCA C TATOTeHHBIMY MUKPOOPTaHU3MaMH U 06Da3yioT
KOMIUIEKCBI, KOTODBIe 3aTeM YHUUTOXAITCA. B oTnuune
OT BPO3X/IeHHO! IPUOBpeTeHHAst CUCTeMa «3alIOMUHAET»
[IaTOTeHHBIIl MUKPOOPraHNU3M U MOXeET KpaiiHe GbICTPO
IIPOU3BOAIUTE CIelUpUYecKye K HeMy aHTUTeJIa 6J1aro-

napsa «PIMMyHHOﬁ naMATHU», eCJIK 3TOT IIaTOreH CHOBA
IIPpOHUKAET B OPraHU3M.

AB3 — 310 3260J1€BaHUS, IPU KOTOPBIX IPOUCXOAUT Ha-
pylieHre BPOXeHHON CCTeMbl IMMyHHUTeTa 1 BOCTIA/IU-
TeJIbHAs pPeaKlus BO3HUKAET caMa 1o cebe, a He B OTBET
Ha ToNajiaHue Bo30y/uTesIell B OpraHu3M. B pesynbrare
NpOsiBJIeHNA 3a60JIeBaHUS HATOMUHAIOT PeaKIUIo Opra-
HM3Ma Ha HHQEKIHIO0: OCTPOe Hadaslo, IMXOPazKa, Chlllb,
OTeYHOCTb CYCTaBOB, 60Ib, CIA6OCTh, GBICTpast yTOMIIsze-
MOCTb.

[TpuunHbI c6051 pu MHOTHX AB3 yxe N3BeCTHBI, OHU
CBSI3aHBI C MyTallUsIMU B TeHaX, KOTOPbIe Y4aCTBYIOT

B peakuuaAx BocnanaeHus. Ho ecTs ciydau, IpU KOTOPBIX
Bpa4y He MOTYT HalTy PUYMHY 6ose3HH. BeposTHO, 4TO
erje GYZyT OTKPBITHI HOBBIE reHbI 1 GopMbl AB3.

Ha ceroziHs 13BeCTHO, YTO KJIF0YeBOM MOJIEKYJIOH 3amycKa
Tpoliecca BOCIaJleHUs ABJIAETCS UHTepIIeHKuH-1, 6eTa
(IL-1B). DTo curHambHAs MOJIEKYJIA COOBIIAeT UMMYH-
HBIM KJIeTKaM O He0OXOAUMOCTH [IepeMeCTUThCS Ha yua-
CTOK, IZie 0OHAPY)XeHbI TATOTeHHble MUKPOOPTaHU3MBI.

VimeHHO C BBICOKUM ypoBHeM IL-1 cBsA3aHBI
TIOBBILIEHIE TeMIIEPATYPbl, TOJIOBHAs 60JIb, OTEY-
HOCTb U GOJIM B CyCTaBax, a TaKXe MOBPeXieHue
TKaHel pa3JN4HbIX OPTaHOB.

HacKonbKO 4YacTo
BCcTpeualorca AB3

AB3 — ouenb pezikue 60sie3HHU, HEKOTOPBIE GOp-
MBI OIIMCaHbI BCETO Y HECKOJIBKUX COTEH IaleH-
TOB B Mupe. YacToTy MHOTMX GOPM OLIeHHBAIOT
Kak 1-2 ciydas Ha 1000 000 HOBOPOXK/IeHHBIX,
TaK 4TO 3TU 3a60JIeBaHIs MOJKHO TaK)Ke Ha3BaTh
yJIbTPapeJKUMHU.

EnvHCTBEHHBIM UCKIIIOUEHNEM SIBJISIETCS Nepu-
onmyeckast 60sie3Hb. Y HAPO/IOB, IPOKUBAIO-
mux B Gacceitie Cpei3eMHOTO MOPsT, — apMsiH,
eBpeeB-cedapzioB U pexxe apaboB, TYPKOB — ee
HOCHTEJISIMU SIBIISIETCS KaXKABIN IAThIN-1eCAThIN
xuTesb. YacTota 3a601€BaHUS B 3TUX CTPa-

Hax KpaliHe BbICOKas U cocTaBsAeT 1-3 ciydas
Ha 1000 HOBOPOX/IeHHBIX.

B 1pyrux 3THU4YecKUX rpyniax nepuoauyde-
ckasi 60Jie3Hb BCTpedaeTcsi peiko. B 3amaqHoi
EBpore el noziBepsxeHbl OpsAAKaA 2,5 4eIoBeKa
13 100000, B Poccum 370 3a60s1eBaHMe OTHOCHT-
cs1 K penkum, opdaHHbIM GOJIE3HSIM.

NeHbl M reHeTHKA

I'eHBI pacIoI0XeHbl B CTPYKTYPaXx, Ha3bIBa€MbIX
XpOMOCOMaMH. XpOMOCOMBI I1epeflaloTCs OT PO-
nuteneit — 23 ot MaTepu U 23 oT oTia. Takum
o6pa3soM, y Hac jBa Habopa 1o 23 XpOMOCOMBI,
unu 23 napsl XxpoMocoM. Tak Kak Ha XpoMOCoMax
PACIIOJIOKEeHbI TeHbl, Mbl HACJIelyeM I10 IBe KOIIUU
Ka)k7ZI0TO FeHa — I10 OAHOM OT Ka)XXA0Tr0 U3 pOAu-
Tesel.

XpOMOCOMBI, a 3Ha4YUT, U FeHbl, COCTOAAT U3 XUMU-
YeCcKoro coeguHeHus, Ha3biBaemoro JIHK. MHoraa
B OJJHOM KONIUY T'eHa BO3HUKAaeT U3MEHeHUe

4
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i

Rl

Y HapoaoB B 6acceviHe
CpeamsemMHoro

MOpS — APMSIH,
eBpeeB-cepapaoB

v pexke apabos,
TYPKOB — HOCUTE/IIMMU
nepuoamyeckomn
60s1e3HM 9BISeTCo
KayKObIVi N9TbIV-
AeCaTbIv KUTe b

Aymocommnvie 3a6onesanus
yasmpapeoxu: Mrozue Qopmot
écmpeuaromces ¢ Hacmomou
1-2 cayuaa na 1 000 000
HOB0POIHCOEHHBIX
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Hexomopwoie
aymocomHo-
doMunanmmole

2enemuyeckue
3ab6oneeanus

nposAenArOmMcs cpasy

nocne poxcoenus.
Jpyeue mozym

nposasumsCAa moJjibKo

60 83pociom
eo3pacme

y

Hexomopuie
3a6oneeanus

nepe()aromc;l 6 cemove u3
NOKOJIEHUA 6 NOKOJIeHUe

no 0oMuHaHmMHoOMYy
muny: uenoeex
Hacaedyem oony
HOPMANBHYIO U 00HY
U3BMEHEHHYI0 KONUU
2eHa, HO UBMEHEHHAS
Konus domunupyem,
nodaensem

Hnozda o6a
podumenu 300poaot,
HO 8 Alluexiemxe
unu cnepmamo3soude
BO3HUK/IA HOBAS
Mymauus, u max
noseuJics nepéotii
6010101 pebernox

8 cemve

(MyTanus), KOTOpoe HapyllaeT HOPMaJIbHYIO paboTy
reHa. Takas MyTaL1s MOXKeT IPUBECTH K Pa3BUTHUIO Te-
HeTH4eCKOro (HacJIe/ICTBEHHOr0) 3a601eBaHNUs, TaK KaK
M3MEeHEeHHBI I'eH He NepefiaeT HyKHYI0 MHGOpPMAaLHIO AJIs
OpraHu3Ma.

HOBpe)K,Z[eHHbeI TeH HeJIb34 UCIIPABUTb — OH OCTAETCA
N3MEHEHHBIM Ha BCIO )XU3Hb.

YTO0 TaKOe ayTOCOMHO-AOMHMHAHTHOE
HacjenoBaHMe?

Hekoropsle 3a60/1eBaHUS EPENAIOTCS B CEMbe U3 IIOKO-
JIeHUs B IOKOJIEHKe 110 JOMUHAHTHOMY THUITY. DTO 03Ha-
4aeT, YTO YesI0BEK HACTIeayeT OAHY HOPMAJIbHYIO U OfIHY
M3MeHEeHHYI0 KOIHUIO reHa. OHAKO U3MeHeHHas! KoK
IOMUHUPYET, 0/IaBJIsIeT HOPMaJIbHYI0 KOMKIO. B pesyiib-
TaTe Pa3BUBAETCA eHeTHIecKoe 3a00IeBaHue.

OT TOTO, KaKy!0 MH-

Y,
bopMAITHIO oMKeH Moo6bL NOABUNOCH

aymocomno-
ObLI IepesiaTh Opra- peueccusroe

HU3MY TeH, OKa3aB- Hacnedosanue, 1en06ex
IIMIACS N3MEHEeHHbIM, doscen ynacnedoeamo

06e KOnuu usMeHeHH020
2ena — no o0HoU om
Ka3c0020 u3 300p06six
podumeneit

3aBUCAT POSIB-
JieHust 3a00/1eBaHMs.

Io3gusas maande-

cranus. Hexoropeie

ayTOCOMHO-ZIOMUHAHTHbIE TeHeTHYecKue 3a601eBaHus
IPOSIBJISAIOTCS Cpasy Mocye poxkaeHus. JIpyrue MOryT
0603Ha4YUTH ce0st TOTBKO BO B3POCTIOM BO3PACTe — TaKUe
3a6oieBaHKs HA3bIBAIOT 3a60I€BAaHUSMH C TO3HUM Ha-
YaJIoM, WM C N037Hel MaHubecTarueit.

IlepBblii 60J1bHOM. VIHOT/a MALMEHT ¢ ZOMUHAHTHBIM
3a60JIeBaHIIEM OKa3bIBAaeTCs IePBBIM GOJIBHBIM B CEMBe.
DTO MOXKeT 0OBACHATBCA TEM, UTO B CLIEPMATO30U/IE

WU SITleKTIeTKe, U3 KOTOPBIX Pa3BUJICS JJaHHBII pebe-
HOK, IPOM3011IJIa HOBas MyTauus (U3MeHeHue) B reHe,
BIIepBbIe B IOKOJIEHUAX ceMbU. Ecin Takoe npoucxo-
ZUT, TO POAUTEIN 340POBEL. B 3TOM cilydae BepOATHOCTb
POX/IeHUsI APYroro pebeHKa ¢ TAKUM e 3a60JIeBaHyeM

y 9TUX e pofiuTeseil oueHb Masa. OHaKO BOIpoC 06s13a-
TeJILHO CJIeflyeT 06CYAUTD C BPauoM.

AYTOCOMHO-
OOMWUHAHTHbIX TUM
HACJIEOOBAHNA

OOuH 13 poauTenen 6oneH NN MyTauma NPOUCXOOUT
B criepmaTosouae/amueKneTke Brnepsble. B pesyrnbTa-
Te YerloBeK MOYKET YHacenoBaTh OqHY HOpMarbHYo
M OHY M3MEHEHHYIO KOMUIo reHa. Ecrin goMuHupyeT
M3MeHeHHbIW reH, To pebeHok byaneT 6oneH

BonbHom
oTtel,

PeueccuBHbIN

reH \

OOMUHAHTHbIN

/ reH

300pPOBbIN FeH —— [eH 6onesHu

S

N

'\\
\ N

®=

300pOBbIN BonbHaga

CbIH Oo4Yb \ /
50%

BEPOATHOCTb MONYy4YUTb 3aboneBaHue
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3popos

BboneH

3pgopoBad
MaTb

300poBble

BonbHoM
CblH

/ rentl

300poBas
noyb
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He cxpuisaiime 60ne3to
om poocmeeHHUK08.
Hudopmayus nomoxcem
npunamo peuterue 06

ob6cnedosanuu, 4mo
0cobGenno 8axcHo 0ns
mex, y K020 ecmo unu
naanupyromes demu

4

Ipu aymocomrno-
peueccusHom
Hacnedosanuu o6a
podumenu 300poaot,
HO HOCAM Mymauuu
6 00HOM U moM

ace zene. OOum u3
yemoipex demeit
umeem wanc
yHacaedosamo
UBMEHEHHYI0 KONUIO
om o06oux pooumenei
- u mozda ox
oxazcemcs 6GONbHLIM

Ecnu uenoeex
Hacaedyem moasko
00HY U3MEHEHHYIO
KOnuro zena, ox
A6AAEMCcA HOCUmMenem:
Yy Hocumeeii He
nposeamcs npusHaxu
3a6onesanus,
NOCKONBKY
HOPMANILHAA KONUS
2ena xomnencupyem
dynxuyuro usmenennou

A BOT 60JIBHO# pe6eHOK — KaK ChbIH, TaK U JJ0Yb, ¥ KOTO-
PBIX MOSIBUJICS U3MEHEHHbIiA TeH, — B GyAylieM MOXeT
TepesaTh ero CBOUM JETSM.

BapuaGenbHast 5KCIpecCHBHOCTD. HeKoTopbIe oMU~
HaHTHbIe HAaCJIe[ICTBeHHbIe 3a601eBaHIs MOTYT IPOSIB-
JIATHCA Y Pa3HBIX YJIEHOB CeMbU 04YeHb I10-PasHOMY. DTO
Ha3bIBaeTcs1 BapHabesbHOM HKCIpeccuBHOCTRIO. Ha ca-
MOM [ieJie JOMUHaHTHOe 3a60J1eBaHYe IPUCYTCTBYeT B Ka-
K7IOM IIOKOJIEHUH, HO Y HEKOTOPBIX IIPOSIBIEHUs 3a6071e-
BaHMs HACTOJIKO HE3HAYUTEJIbHBI, YTO JIOAU CIATAIOT
ce6s1 310poBbIMU. OHU MOTYT Ja)Ke He 3HATh O ero Haju-
yny. ITprMepaMu ABJIAIOTCA U HEKOTOPbIe ayTOBOCIIAIN-
TeJIbHbIE 60JIe3HN, HAaIpUMep CUHAPOM Maka — Yanca,
cunzipom TRAPS.

Eciu y Koro-m6o B ceMbe ecTb JOMUHAHTHOE 3a6071eBa-
HIHe, Bbl, BO3MOKHO, ByzieTe 06CYKAaTh CATYALHIO C APY-
rMu YieHamu ceMbr. ViHopManus o Gone3Hu noje3Ha
BAIIKMM POJHBIM IS pelileHust Bompoca 06 06cienoBaHuy,
0COBEHHO ¥ TeX, ¥ KOTO yKe eCThb WM IVIAHUPYIOTCS AeTH.

YTo0 TaKkoe ayTOCOMHO-peLecCHBHOe
HacjegoBaHHUe?

YTo6BI Pa3BUIOCH ayTOCOMHO-PellecCHBHOe 3a601eBa-
HYe, 9eJIOBeK JJOJDKeH YHacIe[J0BaTh JBe KOIIMU U3Me-
HEHHOTO IeHa — I10 OHOM OT KaXJ0To U3 PoAuTeen
(maHC — 25%).

Ecnu yenoBek HacseiyeT TOJBKO OZIHY KOIIUIO, OH SIBJISIET-
cs HocutesieM (aHe — 50%). Y HocuTenell He IPOSBATCA
TIIpU3HaKy 3a60JIeBaHusl, IOCKOJIBKY HOPMaJIbHas KOS
reHa KOMITeHCHPYeT QYHKIMIO N3MeHeHHON.

[TpumepamMu ayTOCOMHO-PeLieCCUBHBIX 3a00JIeBaHMIA
ABJIAIOTCSA CeMelHasA CpelM3eMHOMODCKas JTUX0PajiKa,
runep-IgD/nedunuT MeBaJOHaTKUHA3EI.

Ecnut 06a poautesist SIBJISIFOTCS HOCHTEIISIMU M3MEHEHHOM
KOIIMHU OJJHOTO U TOTO e FeHa, OHK MOTYT Ilepe/iaTh CBOe-
My peGeHKY KaK HOPMaJIbHYIO KOIUIO, TAK U U3MEHEHHYIO.
DT0 MpoUCXOAUT Ciy4aitHbM 06paszoM. Takum 06paszom,
KaX/[bIil peGEHOK y POAUTEIEH, KOTOPbIE SIBJISIOTCS HO-
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AYTOCOMHO-PELIECCUBHbIN
TN HACNEOOBAHUA

AyTOCOMHoe HacenoBaHMe —3TO HacriegoBaHMe npmn- Bonen

3p0poB

3HaKOB, KOTOPbIE PACMOMOMEHbI B HEMOOBbIX XPOMO-
comax — ayTocoMax. Mpu ayTOCOMHO-PeLECCUBHOM

TUNe HacnegoBaHWsa oba poamTend 300pPoBbl, HO AB- O 3n0p0s,

HO HeceT
reH 6onesHun

narTca HocuTenamMmm MyTtaumnm. bonesHb BO3HUKHET
Yy denoBeka, eCni OH NoNy4YnT ABa OAMHAKOBbIX peLiec-
CUBHbIX FreHa — OT 06omx pO,D,l/ITe}'Iel;l.

300poBble
poaouTenn —
HOCUTENW reHa
6one3Hun

340poBble
/ reHsl <

[eH 6onesHu
(peueccuBHbIN)

/

BonbHa 300poBa, HoCUTENb 300pOoB, HOCUTENb 300poB,
reHa 61e3HU reHa 6nesHm He HocuTenb

|
25% so%

BEPOATHOCTb BEPOATHOCTb CTaTb HOCUTENEM
3aboneBaHus MyTaL MM, HO He 6oneTb




14

[OuarHoctuka / AB3

p—,

A

U3-3a cxoxkecTu

CUMMOTOMOB C APY MMM
6onesHamu s
TOYHOUM ANArHOCTUKM
MOXKET MoTpeboBATLCA
HEeCKOJ/IbKO
1a60PATOPHbIX

U MUHCTPYMEHTA/IbHbIX
ob6c/1enoBaHMN, UTO6bI
BpPQY-CreumnaamncT
UCKITIOYW Apyrve
natosaorum

Jluazno3 cmaeam na
ocrosanuu ucmopuu
3a6o0se6anus,
KAUHUMecKux
CUMNMOMO8,

nabopamopHsix
npusHaxos

u pesyniomamos
00noTHUMENBHO20

UHCMPYMEHMANBHOZO0
ob6cnedosanus

CUTENIIMU MyTalluil B OHOM U TOM JXe FeHe, IMeeT MaHC,
olLieHuBaeMblii B 25% (1 u3 4), yHacneoBaTh U3MeHeH-
HYIO KOIIHIO TeHa OT 060X pOAUTeNieit U, Cliefl0BaTeNbHO,
0Ka3aThCst OOJILHBIM. B TO 3Ke camMoe BpeMsi 3TO 03HaYaeT,
YTO CYILIeCTBYeT LIaHC, OLleHUBaeMblil B 75% (3 u3 4), 4ro
pebeHOK He Gyznet 6oJieH faHHBIM 3a60seBaHueM. OLeHKa
BepoATHOCTHU (25% unu 75%) — ofiHa U Ta e [/ Ka-
JKZIO0¥ HOBOI GepeMeHHOCTH 1 OAMHAKOBA JISl MaJIbYMKOB
U JIeBOYEK.

AMarHoCcTUKa ayToBOCNa/IMTeIbHbIX
3a6oneBaHuM

HuarHoctuka AB3 — c105xHbIH poliecc. DTO CBSI3aHO

C PENKOCTBIO JaHHBIX 3200 IeBaHUIA, TOCKOJIBKY TaKue
CHUMIITOMBI BCTPEYAIOTCS 1 [IPY MHOTHX APYTHX OOJIe3HSX.
CrenoBaTenbHO, A7 TOYHOMN JUArHOCTAKY MOJKeT MOTpe-
60BaThCsI HECKOJIBKO JIaGOPAaTOPHBIX 1 UHCTPYMEHTAJIb-
HBIX 00CJIeI0BaHUIA, YTOOBI Bpay-Crel[aaucT UCKITIOUIIT
IpyTHe CXOHBIe [0 KIMHKKeE MaTOJNOTHH. Y BBIXOALIEB

u3 CpennseMHOMOpbs 1 KaBKasa ¢ HEMPOAOIKUTETTbHbI-
MU TIPUCTYIIAMK JIMXOPAaKU (MeHee Tpex [Heil) B ePBYIO
ovepesib UCKIIOYAIOT IEPUOAIIECKYIO 6OIe3Hb.

J17151 OLIeHKM pHCKa CeMeMHBIX NepUOANIeCKUX JTUXO0-
panoK MpeoXeH CleldanbHbIi «UHAeKC», aBTOMAaTU-
3UPOBaHHBIN pacdeT KOTOPOTO MpeJaraeTcs Ha caiTe
Eurofever Project u npuBezieH B Ta6. 1.

OuarHoctuka / AB3

Ta6auua 1. JuarHocTHYeCKHi HHAEKC AJIS pacyera pUcKa ceMeiHbIX

nepuoANYecKHX IMX0paAokK '

AOnOMHHAITUHA

AQTO3HBII CTOMATHT

Topakaiaruu

Muapes

Cnyqan 3a00/1eBaHMs B CEMbe

0 — HMKoOrJa

2 — nepuoAuYeCKHU MU 9acTo
3 — MOCTOSAAHHO

0 — HUKOrAA

1 — meproaMYeCKHU MU 9aCTO
2 — NOCTOSAAHHO

0 — oTcyTCTBYIOT

1 — umerorcsa

0 — HMKoOrJaa

1 — o4eHb peaxo

2 — UHOrJAa

3 —4gacro

0 — OTCYTCTBYIOT

1 — uMeroTcs

ITo ¢popmye MOXKHO PacCIUTATh BEPOATHOCTH iarHo3a AB3 (auarHocTryecKuil MHzEKC
= (0,067 x Bo3pacr Havana B Mecsinax) + (1,494 x abnomunanruun) — (1,504 x adpros-
Hbli croMatut) + (1,958 x Topakanruu) + (0,901 x auapes) + (1,503 x cinydau 3a6ose-
BaHUs B ceMbe). Eciu quarHocTnydeckuii nHaekc 6oblie 1,32, To BepOATHOCTb AUAarHO3a

AB3 10BOJILHO BBICOKA.

'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
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IuddepenimanbHas guarHocTuka AB3 npoBoauTcs ¢ MHGEKIMOHHBIMY, OHKOTeMAaTo-
JIOTUYeCKUMH, PEBMATOJIOTUYECKIMHU U IPYTUMH CXOXHMH 10 CUMIITOMaM 3a60J1eBa-
HUsMU. JIMarHo3 CTaBAT Ha OCHOBaHUYM MCTOPUY 3a00JIeBaHUS, KIIMHUIECKUX CUMIITO-
MOB, 1Ta00PaTOPHBIX IPU3HAKOB 1 PE3YJIbTATOB AOMIOJHUTEILHOTO HHCTPYMEHTAIbHOTO
ob6c¢renoBanus (0pTaabMOJIOrNYECKOe — OCMOTP Ha IieNIeBO¥i JIaMIle, peHTTeHOJIOTY -
4ecKoe, CypA0JIOTn4ecKoe — UCCIeI0BaHKe CIyXa, aHaInu3 CIMHHOMO3TOBOM XXUKOCTU

IpY HeO6XOUMOCTH).

JlaboparopHoe 06ce0BaHUe BKIIIOYAeT OpesieNieHre YPOBHA 0cTPoda3oBbIX Map-
KepoB 3ab6o:eBanust: COD, C-peakTUBHbIA GEJI0K, CLIBOPOTOYHBIH aMUIOnA-A (SAA),
KOTOpBbIe CYLIeCTBeHHO MOBbILIeHbL. BaXKHbI TaKKe yueT ceMeifHOro aHaMHe3a 1 HaJIn4une

MOXO0)Kel CUMIITOMATUKU Y POACTBEHHUKOB.

KnuHuuyeckue nposisnieHUsa 6onesHem

Tlepuoanyeckasi 60Jie3Hb, «aQPMAHCKas 60JIe3Hb>

B mecToM 3mu3o/ie IATOro ce3oHa rejecepraina «JJokTop Xayc» NaluyeHThl, OTel U [104b,
e/lBa He yMepJIX U3-3a ceMeHOI cpein3eMHOMOPCKOH INXOPaaKHY, BbI3BaBIIel COM-
HamOyu3M. VIHOTZIa TOCTaBUTDb AUArHO3 3TOr0 3a060JIeBaHUS OUeHb CJIOKHO U JUarHo-

CTU4YECKas «oaucces» MOXKET AJINTbCA rogdMU.

[Mepuoanyeckasi 6osie3nb (I1B) Gosee n3BecTHa B aH-
TJI0513bIYHOM JIUTEepaType N0J] Ha3BaHUeM «Cpefiu3eM-
HOMOpCKasi INXOpaZika» U BJISIETCS ApeBHeNIIUM
3aboseBaHieM. B OCHOBHOM BCTpeyaeTcsi y HapozoB
cpean3eMHOMOPCKOro GacceiiHa (apMsiHe, eBper U apa-
6bI), MO3TOMY OHO YacTO ¥ B MHOTOHAL[OHATBEHON
Poccun.

ITepBbie HabmoAeHus [1B omucaHBI elile HA 3aKaTe
CpenHeBekoBbsi. B 1629 rony Aubrey o001 o cBoem
CTpaJlaHuy, KOTOpOe MPOSIBIANOCH 03HOGOM, TOLIHO-
TO4, PBOTOI1, 6OJIAMY B XMBOTE, ATALIUMUCS IO TOJTY-
CYTOK ¥ BO3HUKAIOIIMMU CHavaza Kax/ble [Be HeJiequ,
TI03Ke e)XeMeCsYHO, OIMH Pa3 B TPU MecsAlla, OH pa3
B IIOJITO/IA.

Kak otzmenbHoe 3abosiepanue I1B Obuta BblZIl€JIEHA

Ecnu ne neuumso
nepuoou4ecxyro
6one3nn, mo
npumepnoy 6-8
u3 10 nayuenmoe
paseueaemcs
amunoudos. Ipu
HeMm Habnrodaemcs
Haxonnenue 6enxa
6 nouxax, useecmmoe
Kax amunouo, umo
Modcem npueecmu
K omKxa3y nouex

TOJIbKO B cepesuHe XX cronerus. B 1948 rogy H. Reimann Ha 0OCHOBaHUY LIECTH Ha-

GrofeHunit 00beANHILT OOIINM TEPMUHOM <«IIepUoAUYecKas 601e3Hb> Psifi CUHAPOMOB.
B Hareii crpane uccienoBaHusmMu 3a6osieBanus 3anuMamchk O. M. Bunorpazosa (1964,
1973), B. A. ActBauatpsH. ITocne oTkpbiTusA reHa MEFV, MyTaiy KOTOpOro NpUBOAAT
K Pa3BUTHUIO KJIMHIUYECKUX posiBieHuii [1B, 6b11i chOpMyIMpPOBaHbI OKOHYATEBHbIE
kputepuu I1b.

KnunHuyeckas xapaktepuctuka / AB3

KJracciecKuMM IPU3HAKAMM TIPUCTYIIA «IIEPUOUYECKOM
60J1e3H1»> ABJIAIOTCS:

)’ KOPOTKMe 3MM30/bl TUXOPajKH (2448 4) no
39-40 °C B cOYETAaHUH C BBIPAXKEHHBIMU OOJISIMU
B XMBOTe. BoJI BO3MOXHBI HACTOJIBKO CUJIBHBIE, YTO
BpayK HePeKO OMMO0YHO IPUHUMAIOT KX 3a [IPOSIB-
JieHHe OCTPOTO anNeHANIATa, IPOBOAAT ONepaLuIio,
HO [IMarHo3 anmeHIMLUTa He TIOATBeP)KAaeTcs;

' JIMXOpaJKy MOT'yT COIIPOBOXAATb YMEPEHHbIE 6ou
B )XMBOT€, TOLIHOTA, PBOTA;

J’ BO BpeMs IPUCTYIIa BO3MOXHO BOCIaJIeHKe CyCTa-
BOB — 4allle KOJIeHHOTO (apTPUT) X BO3HUKHOBEHUe
POXenofo6HbIX BEICBIIAHMI Ha KOXe (Jallle Ha roJie-
HAX), BOCTIaJIeH/e MOIIOHKU.

Takue OPHCTYIBI MOTYT BO3HUKATD JIOBOJIBHO YacTO —

1o 12 pa3 B roz u 6oee. Bosie3Hb MPOSBISAETCS IPEUMY-
IIECTBEHHO B IETCKOM MJIM I0HOIIECKOM BO3pacTe, Jalie
Y MyX4V/H, U XapaKTepu3yeTcsl XpOHNIEeCKUM TedeHreM

€ 060CTpeHHSAMY ¥ PEMUCCHSIMU, BOSHUKAIOLIMMH OT pa3-
HOOOPAa3HbIX MPUYKH U Yepe3 Pa3IidHble CPOKH.

Mesxay npuctynamu 60J1e3HeHHbIe IPOSIBIIEHNUS
OTCYTCTBYIOT, @ BO BpeMsi IPHCTYIIa MHOTHE TAL[eHThI
COXPAHAIOT Pa6OTOCIOCOGHOCTD. [IPUCTYIIBI IPOROI-
JKAIOTCSA OT 12 4acoB 710 TPeX CYTOK, a 3aTeM IPOoXo-
AAT. IIpONOIKUTEBHOCTD MEXIIPUCTYITHOTO [IEPHOAiA

¥ OZJHOTO U TOTO e IalleHTa COCTaBJISAET OT HECKOJIb-
KUX JHell 10 HECKOJIbKUX MeCsILeB, XOTs MHOTAa pu-
CTYIIBbI CJIEAYIOT OAUH 3 IPYTUM C TPOMEKYTKaMu B 1-3
IHSI, HO IPX 3TOM BO3MOXHBI U AJTUTEIbHbIE PEMUCCUN
710 HECKOJIbKUX JIeT.

XapakTepHbIil IpH3HAK 60JIE3HH, UIMEIOLIHFT JUaTHOCTHYe-
CKOe 3Ha4YeHue, — CXOXKeCTb PUCTyNoB. [anueHTy, Kak
npaBuiIo, 6e3 Tpyza yAaeTcs OTIMIUTD GOJIb 1 JINXOPaj-
KY, BbI3BaHHbIE IPUCTYIIOM GOJIE3HH, OT MOJOGHBIX CUM-
ITOMOB APYTOTO reHe3a.

Ecimi He nieunTh 601€3Hb, TO IPUMEpPHO Y 6—8 13 10 mariveH-
ToB ¢ I1B pa3BuBaercs aMiionzi03 — 3a60JieBaHue, PH
KOTOpOM Hab:1i0faeTcst HakoIleHKe Oeska B MOYKAX,
M3BECTHOE KaK aMuionA. OH cnocobeH MPUBECTH K OTKA3y
HOYexK.
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B yenom

y nepuoduuecxoi
bonesnu nem
cneyuuueckux
cumnmomos. Ona
Cnocoona ckpsieamscs
n00 MACKAMU PA3HBIX
3a60s1e6anuil.
Hauyuenmot mo2zym
00120 U OWMUOOUHO
Habnrodamecs

Y pasuoix
Cneyuanucmos—
xXupypeoa,
2acmpo3nmepo.Ji0208,
J10p08, yponozoe

Amunoudos -
Hapywenue
benxo60z0 o6Mena,
conpogoxcoaroweecs
omaoyceHuem

8 mranax
cneyuguuecxozo
benxoeo-
noaucaxapuonozo
Komnnexca —
amunouda
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Ipucmynot mozym
803HUKAMB 0060J16HO
uacmo — do 12 pas
6200 u 6osiee

Bo3moicHo, umo He
ece ciyuwau KAIIC
Oduaznocmuposarst

u vacmoma smux
6one3mneii zopazodo
evtute

B 1es1oM y neprondeckoit 60y1e3HY HeT crenupUiecKux
cuMIToMoB. OHa CIOCOGHA CKPBIBATHCSA MO MaCKaMu
pasHbIX 3a60JIeBaHMIA, ¥ MALIUEHTHI MOTYT TUTETbHOE
BpeMsI OIMO0YHO HAabOMOAAThCA Y Pa3HBIX CIENUAINCTOB —
XUPYProB, FacTpo3HTeposoros, JIOP-Bpaueii, yposoros,
TI0Ka He Oy/IeT IIOCTaBJIeH UCTUHHBIH AnarHo3. Kak
IPaBUJIO, OH BBICTABJIAETCSA JOCTATOYHO NO3AHO, HEPEAKO
CIyCTA AeCATUNETHs], KOTZa Y>Ke Pa3BUJICA aMUTIOU/03
TI04YeK U YesIoBeKy TpebOyeTcsl TPaHCIUIaHTALMA [TOYeK.

Haubostee Tsixesoe TedeHre 60e3HH HabmoaaeTcs mpu
MmyTauuax 10-ro sk3ona: M694V, M6801, M6941. ITanu-
€HTBI JOCTOBEPHO Yallle CTPaZialoT apTPUTaMH, KOXHBIMU
IPOSABJIEHUSMM.

OnucaHbl TPUMephl, KOTZa NalUeHThl, IBAASACH TOMO3U-
roramu (yHacJiel0BaBIIe iBe KOTUM ZIe(pEeKTHOTO reHa)
T0 JIETKUM MYTalUAM, MOTYT He MMeTb KJIMHUYeCKIX

WK TabOPaTOPHBIX IPOSIBIIEHMIA 3a00JIeBaHHs1, PABHO KaK
Y TeTepO3Ur0THOE HOCUTENIbCTBO «BBICOKONIATOTeHHOM»,
TSKeJION MyTallui MOKeT COIPOBOXAAThCS KIMHUUeCKON
KapTuHoi I1B.

KinuHuYeckue nposiBlieHus 60J1e3Hei, CBA3aHHbIX
c mytauusamu B rese NLRP3

KpuonupuH-accoluupoBaHHbIe EPUOANIECKIE
cunnpomsl (KAIIC) (aurz. Cryopyrin-associated
periodic syndromes (CAPS)) — penxue (opdaHHbIE)
HacJleZCTBeHHbIE MOHOT€HHbIE ayTOBOCIATUTEIbHbIE
3aboieBaHys, BKIIOYAOLINE B ceOst TPH KIMHUYECKIX
BapUaHTa:

J CeMedHbIH X0I010BO ayTOBOCIATUTEIbHbIN
curnpom (auri. Familial Cold Autoinflammation
Syndrome (FCAS));

p cunapom Maxkna —Vanca (asr. Muckle — Wells
syndrome (MWS));

p cunapom CINCA/NOMID — XpoHUYecKuii Mia-
ZleH4eCKU KOXHO-CyCTaBHO-HEBPOJIOTYEeCKUI
CUHJIPOM / MJIafieH4ecKoe MYJIbTHCHUCTEMHOE BOC-
nanutenbHoe 3aboseBanue (auri. Chronic Infantile
Onset Neurologic Cutneous Articular/Neonatal Onset
Multisystem Inflammatory Disease
(CINCA/NOMID)).

KnunHuyeckas xapaktepuctuka / AB3

ITposiBAAIOTCS HellpepbIBHOM WK NIepUOANIeCcKOM JINXO0-
panKoii, ChbINbI0, HEIPOCEHCOPHOM TYTOYXOCThIO, Opa-
YeHHeM CyCTaBOB, HEPBHOM CUCTeMBI U IPYTUX OPraHOB
Pa3IUYHOM CTelleH! BHIPa)XKeHHOCTH U OCJIOXKHSAIoLIelcs
AA-aMUJIOUI030M.

Bce Tpu 3a6071€BaHIs HACTIEAYIOTCS TI0 QyTOCOMHO-/IOMHU-
HAHTHOMY THITy ¥ 00YCJIOBJIeHb! MyTaLyeid rena NLRP3, ko-
TOPBIi KOAUPYeT 6eI0K KPUONUPUH. VI3MeHeHHs JaHHOTO
reHa IIPUBOJAT K HelpepbIBHOMY 06pa3oBaHuto IL-1

Y, KaK CJeICTBHe, 060CTPeHHOH BOCTIAIUTeIbHOM peak-
1Y, BIUSIIONIEN Ha BeCh OpraHu3M. DTu 3a00ieBaHuUs
MMeIOT ayTOCOMHO-/JOMUHAHTHBIN TUII HAC/IeZJ0BaHHUA.
Bo3MmoxHO, uTO oTzienbHbIe ciyyan KATIC He quarnocTu-
POBaHBI U YaCTOTA 3TUX G0Je3Hel ropaszo BhIIIe.

TsKecTb ¥ YaCTOTa BO3HUKHOBEHUS CUMITOMOB OTJIX-
YarOTCs [J1s1 KAKIOTO U3 TPeX YKa3aHHBIX 3a60/IeBaHUIA.
FCAS cuuntaercst HauboJee ierkoit popmoii 3a60ieBaHuUs
¥l He CBsI3aH C XpOHNYeCKUM BocraneHneM. HaubGoee
TsDKeNoi GopMoii 3a601eBaHIs SIBISETCS MYJIbTHCU-
CTeMHOE BOCTIAJIUTENIbHOE 3a00JIeBaHIe HEOHATAILHOTO
Bo3pacta — NOMID/CINCA.

K munuynbiM cumnromMaM KAIIC oTHOCSTCS Chlillb, Ha-
NOMUHAIOIAsA KPalUBHHUILY, YYBCTBO yCTANI0CTH, TOJIOB-
Hasi 60JIb, OBbILIEHKE TEMIIEPATYPbI, 60JIb U OTEYHOCTh
CyCTaBOB, TOKpacHeHue ry1a3. IIposiBIeHre CUMITOMOB
MOJKeT ObITh CIIPOBOLMPOBAHO XOJIO/IOM U U3MEHEHHEM
TeMIIepaTypbl, CTPeccoM U GU3NIECKOI Harpy3KOu.

Jns Hanbonee Tskensix Gopm KAIIC xapakTepHb
Apyrue CUMIITOMBI, B TOM YKCJIe HapylleHue ClIyXa Uin
HopakeHue Mo3ra.

—, N

A

lMposiBneHue
CUMMTOMOB MOIYT
CrpoBOLMPOBATH
xosno4 uu
M3MeHeHune
TeEMMepaTypbl,
cTpecc

m pusmndeckas
Harpyska

A

K munuuneim
cumnmomam KAIIC
OMHOCAMCA CobING,
HanoMuHarowas
KpanueHuuy, 4¥y6cmeo
ycmanocmu, 20106HAA
60216, noevtutenue
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O6ocTpeHuna TRAPS
yalye Bcero Anarcs
OKOJ10 TPEX

Henesnb

4

TRAPS - kpaiine pedxoe
aymoeocnanumesnvHoe
3abonesanue, komopoe

00b14H0 HAYUHAEmMCA
6 éo3pacme 0o 4 nem.
Xapaxmepno o

esponeiiues, 00HaAKO ce

Hauwie ecmpevaemca

u 6 Opyzux SMHUHECKUX

epynnax

B 6onswurcmee
cyuaee Mymavuu
TRAPS eo3nuxarom

CNROHMAaHHO, NO3IMOMY

y podumeeii 6 Kpoeu

U3MEHEHUT MOodicem He

Habnrodamecs

KnnHnYeckas xapaktepucTmka / AB3

Cunzpom TRAPS - IleproanyecKuii CHHAPOM,
CBSI3aHHBIN C penentTopoM paKTopa HEKpo3a
ONMyX0JIx

TRAPS — kpaiiHe peZiKoe ayTOBOCIAIUTeNbHOE 32601e-
BaHMe, KOTOPOe 0OBIYHO HAYMHAETCS B BO3PACTE 10
yeTbIpex JieT. CorynacHo oneHKaMm, yactota TRAPS —
1 Ha 1000 000 HOBOpOXIEHHBIX. [laHHOE 3a00JIeBaHEe
XapaKTepHO B OCHOBHOM /171 eBpOIlelileB, OHAKO Bce
yalle BCTpe4YaeTcs U B APYTUX STHUUECKUX TPyMax.

B nutepatype omucaHo okoso 1000 ciydaeB Takoi
60J1e3HN.

ITpu TRAPS Habr0iaeTCsl aKTUBALIKS BPOXKAEHHOTO
UMMYHUTeTA U3-3a U3MeHeHU! B reHe, KOTOPbIN KoAu-
pyeT GeJIoK, M3BECTHBII KaK pelenTop $pakTopa HEKpo3a
OIyXOJIY, YYaCTBYIOLINI B BOCIANUTEIbHOMN PeaKkLuy.

Dr0 3a6071€BaHNE NMEET ayTOCOMHO-OMUHAHTHBIH
THUII HaCJleJOBaHKA. B GOJIBIIMHCTBe CITyYaeB MyTaluH,
BoI3bIBatoIe TRAPS, BO3HUKAIOT CIIOHTAaHHO,
TI03TOMY Y POAUTeell B KPOBU N3MEHEHUH MOXeT

He HaGJII0AAThCA.

Kaxk u gpyrue AB3, TRAPS mpoTekaeT BOJHOOGpa3Ho,
npy 060CTPeHUAX HaBIIONAIOTCS CTOMKAs INXOPAsiKa,
60JIb B )KMBOTE U (UJIK) TPYAH, TOLIHOTA, PBOTA, AUapest
WM 3a10p, 60Jie3HeHHas, YaCTO MUTPUPYIOIAs ChIb
KpacHOTO LIBeTa B BepXHell 4acTu Teja U (UIK) Ha
pyKax/Horax, onyxaHue ria3 (lepruopOUTaIbHbIA OTEK)
¥ (M1M) KOHBIOHKTUBUT, GOJIb B CYCTaBax U MBILIIAX,
4acTo B 06JIaCTH MOSIBIEHUS ChITIHL.

Co BpeMEHEM MHTEHCUBHOCTD ITPUCTYIIOB CHU)KAETCS,
Y OTAEJbHBIX TALIFIEHTOB H36JII'0Z[alOTCﬂ OJINTEeJIbHBbIE
VHTEpPBAJIbl MEXY HUMU UJIN ME€HEEe ‘laCTbIe/CI/UIbeIe
MPHUCTYIIBI BO B3POCJIOM BO3paACTe.

O6ocrpennsi TRAPS MOTYT JTUTHCS OT HECKOIBKUX AHEH
70 HECKOJIBKUX MecsIleB, HO Jallle BCero OKOJIO TpeX He-
Zesb. OGBIYHO OHU BO3HUKAIOT CIIOHTAHHO, HO UIX TAKXKe
MOTYT CIIPOBOLIMPOBATh HE3HAUUTeJIbHAsA TPaBMa, CTPecc,
MHOEKIIVs, TOPMOHAIbHbIE U3MEHEeHHs1.

ITpumepHo y Tpex u3 20 yenoBek TRAPS moxeT mpuso-
JUTDb K aMUJIOUZIO3Y U TSKeJION MAaTOJNIOTUH MOoYeK.

KnunHuyeckas xapaktepuctuka / AB3

CHHIPOM rHNIepUMMYHOIIO0yIMHeMuH D

CuHzpoM runepuMmyHornobyauaemun D (runep-IgD-
CHH/IPOM) — ellle OfHO 3a60JIeBaHue, OTHOCAIeeCs

K AB3. D10 BecbMa HeoGbI4YHOE 3a60IeBaHIE, TAKKE
U3BECTHOE KaK rojUIaH/CKas JIMXOPaZiKa, TaK KaK BIIepBbIe
OIMCAaHO B TOJIAHACKOM MOMyJIALMY, HO ceyac IMpUcyT-
CTBYeT II0BCEMECTHO.

ITaToJI0rMs CBSI3aHA C YaCTUYHBIM CHIDKEHHEM aKTUBHO-
cru GpepMeHTa MeBaJIOHATKUHA3bI, YTO CBSI3aHO C MyTallu-
smu B reHe MVK, notomy 3a6oieBaHye 4acTo Ha3bIBaIOT
runep-IgD/nedunyr MeBasonatkuHassl (JMK). Drot
IepUUUT BbI3bIBAET LIETTHYIO PEAKIMIO0, IPHBOASAILYIO

K U36BITOYHOMY 06Pa30BaHHUIO INTOKHUHOB, B OCHOBHOM
IL-1B

IManuenTsl ¢ cuaapoM runep-I1gD /JIMK umeroT anu3onsl,
HaIlOMUHaIIMe TakoBble Ipu I1B, HO AnAIMecs OT AT
IO CeMH CyTOK. Bo BpeMsi 3THX SMU30/10B GOJIbHBIE XKaJy-
10TCS1 Ha 60U B JKUBOTe, BBICHIMAHKS Ha KOXe, apTpal-
ruy. YacTo yBennunBaroTcs TuMaTHyeckue y3ibl, HHO-
r71a Bo3HUKaeT GpapuHrut. Y 6osbHbIx runep-IgD /MK
AVarHOCTHPYIOT BHIP)XEHHBII a6JOMUHANBHBIA CHHAPOM
B COUETaHUU C PBOTOM U Auapeeil. IToce npucTyna nauu-
€HTBI, KaK [IPaBUJIO, BBITJIALAT aGCOMOTHO 3[0POBBIMH,

Y TaK JI0 CJIeZIYIOIIEro 3MIU30/a.

Heo6b14HOCTB 3TOT0 3a60JI€BaHUS 3aKITIOYAETCS B TOM,
YTO OHO He CBSI3aHO C MyTaLMsIMU B TeHaX MIMMYHHOH
CHCTEMBI, 8 OTHOCUTCS K MeTaboJIMuecKUM. MeBasioHaT-
K¥Ha3a — 3T0 GepMeHT, y4acTBYIOIHIl B GOCHHTE3e
xoJiecTeprHa. Y GOJBIUIMHCTBA TALKEHTOB C CHHAPOMOM
runep-IgD /JIMK Ha6nrofaetcs 6oJiee BEICOKOE 110 CPaB-
HEHUIO CO 3[J0POBLIMU JIIOIbMU COZiepKaHKe B KPOBU aH-
TuTeNa uMMyHOr06yuH D (IgD), 0T KOTOPOro CMHHAPOM
THIOJTy4uJI CBOe Ha3BaHUe. TeM He MeHee B HaCTosAIee Bpe-
Ms1 U3BECTHBI Ipyrue 3a00JIeBaHuUs, IPU KOTOPHIX MHOTZA
HoBbIIIAeTCA cofepxkanue IgD, moaToMy ero u3MepeHue
GOJIblIIe HE PACCMATPHUBAETCS KK HAMJIYYLINIA METOZ MOJ-
TBepK/eH! HaJIM4IKs CHHAPOMA.

Ha naHHbI MOMeHT u3BecTHO Bcero 200 ciydaeB BO BceM
MHpe, XOT4 CYILIeCTByeT BePOATHOCTb HAMTMYUA JPYTUX
CJIy4aeB, KOTOpbIe He GbUIM AUarHOCTUPOBaHbL. Cpesut
M3BECTHBIX MAI[EHTOB MPe0BIa/laloT eBPOMeHIIbI.

Ha oannvoti
MOMeHm
uszeecmno 200
cayuaee
cundpoma zunep-
UMMYHOZO0-

oyaunemuu D

60 6cem Mupe,
xoms cywecmeyem
eeposamnocmo
Hanu4us

dpyzux ciyuaee

A

Hocne npucmyna
nayuexnmaot 06614HO
8b12/10AM A6CONTOMHO
300poesimMu, u max 0o
cnedyrouezo anu300a
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Jnsa noomeepicoenus
OJuazno3a uccnedyrom
2eHbl, OmeemcmeenHble
3a AB3




OuarHocTtrka. KoHcynbtpoBaHme / AB3 [OunarHocTtuka. KoHcynbTpoBaHue / AB3

O6octpenus cunapoma rumep-I1gD /IIMK mpoucxXoAsT CIIOHTAHHO, HO UX TaK)Ke MOTYT
CIIPOBOLIMPOBATh MHGEKIIUH, CTPECC, SMOLIMOHAIBHOE PACCTPOMCTBO MU GpU3NIecKoe
HeJJoMOraHue.

Y HeKOTOpPBIX MAleHTOB ¢ cuHApoMoM runep-IgD /[IMK uHorza pa3BuBaeTcs
aMUJION/IO3 TOYEK.

H3BecTHBI U Apyryue o4eHb pegxkue AB3: Mrozue naGopamopuu

pacnoaazarom 0coobIMU
2eHemMu4ecKuMu naneaiamu,
mapzemHsIMU NAHEAMU,
Komopbuvie 6K1r04arom eéce

)’ Hakao — Hummmypa (Nakajo — Nishimura) -
PpeLuBUPYIOIIAs IMXOPazKa C y3eJIKOBOK
3PUTEMOTIOZIOOHOH CHIMBIO, IUTTOMBINIEYHOH
nuctpodueil ¥ KOHTPAKTYPOH CyCTaBOB;

u3eecmmole 2eHbl,
. omeemcmeernoie 3a AB3.
)7 JMP — cuHApOM, CBA3aHHBIN C KOHTPAK- Taroit ananus sensemea
TYpOH CyCTaBOB, MbIIIEYHOH AUCTpOdUeit Gonee dopozocmosugum

¥ TAaHHUKYJIATAMU; u aﬂumenbnbm,

HO no3eonsnem
npoananu3upoeams noOJAHyr0
nocnedo8amensHOCHb 2eHOE,

) CANDLE — XpOHUYeCK1i aTUIIMYHbIN Heli-
TPOGUIBbHBIH IEpMaTo3 C IMIOANCTPOodHEeH
Y IUXOPaJKOM;

Mymauuu 6 KOmopovix —
npueodsm x AB3 NpOaHaIU3MPOBATh IOJIHYIO OC/IeA0BATEIbHOCT [eHOB, /
)7 PAPA-cMHAPOM — COCTOSIHUE, XapaKTepu- MyTalLM B KOTOPBIX IPUBOAAT K AB3. ;l
3ylolleecsl MMOTeHHBIM CTePUIbHBIM apT-
PUTOM B COUETaHUU C TAHTPEHO3HOM M1O/iepMIel, BbIpaKeHHbIMU aKHe B o4eHb penKuX CIydyasx MOXKeT NOTpeGOBaThCs aHAIN3 Bcem cembam
U GypyHKYJIe30M; BCeX M3BECTHBIX '€HOB YeJloBeKa — MOJIHOe 3K30MHOe c AnarHosom AB3
WJIM TeHOMHOE CeKBeHUPOBaHMe. DTU TeCThbl HOCAT CKOPee  peKkoMeHAyeTcs rpouTi
WV Mapxun-cunaapom (Majeed) — xpoHIIecKuil MyIbTHU(HOKATBHbINA OCTEOMUETUT Hay4HO-UCCIe0BaTeIbCKUH XapaKkTep U MO3BOJAIOT MeaMKO-reHeTuYecKoe
C IU33PUTPOINIOITUYECKO aHeMHUel; 0GHapYKUTb B TOM YKCJIe U PaHee He U3BEeCTHbIE TeHbl, KOHCY/IbTUPOBAHME

U3MeHeHMs B KOTOPbIX ABJAIOTCA NpU4MHON AB3.
V DIRA — eduiiT aHTaroHKUCTA pelienTopa HHTepIelkuHa- 1, cuaapom Bay.

Meauko-reHeTU4YecKoe

Jla6opaTopHana AMArHOCTMUKa KOHCYNbTUPOBaHUE
JInd MOATBePXKAEeHUA JUarH03a UCCIIeYIOT FeHbl, OTBETCTBEeHHBIe 3a AB3. BceM ceMbsiM, B KOTOPBIX GbUI yCTaHOBJIEH AuarHo3 AB3,
peKoMeHAyeTCs IPOITH MeIUKO-TeHeTUIeCKoe KOHCYIb-
OG6BIYHO HA EPBOM 3Tare MPOBOZSAT MOUCK HanboJIee YacThIX, PaCIPOCTPaHEHHBIX TUPOBaHUe. Bpay-reHeTUK pa3bsCHUT, KaK HaCJeyeT- k
MmyTauuii. Hapumep, pu cpei3eMHOMOPCKOH TMX0Pa/ike BbICOKOMHPOPMATHBEH Ya- cs1 3a60eBaHye, aCT PEKOMEH/AINK, KOMY U3 WIeHOB
cTUuHbIN aHanu3 reHa MEFV (uccnenoBanue 10-ro sk30Ha), npu KAIIC — ananus 3-ro ceMbH HeOBXOZIMMO TaKKe 06CIe/I0BaThCS, MOSICHUT B Poccuu
1 4-ro 3x30H0B reHa NLRP3. Ec/i MyTaliuu He BBIABJIEHBI, TO MCCJIEAYIOT FeHbI II0JIHO- TeHEeTUYECKUE PUCKH. nepuoodu4eckoi
CTBIO. Oone3noro uawe
B Ka)XZIOM peruoHe UMEITCA MeIUKO-TeHETUYeCKHE KOH-  3AHUMaromcs
Ceityac MHOrUe 1ab0paTOPUK PaclojaraloT 0COObIMU reHeTHYeCKUMH (TapreTHbIMU) cyapTanuy. Kpome Toro, Bpaun-reHeTUKY BeflyT IpUeM peemamonozu
HaHeJsIMU, KOTOPbIe BKJIIOYAIOT BCe U3BeCTHbIe [eHbl, OTBeTCTBeHHble 3a AB3. Takoii B HEKOTOPBIX KPYNHBIX CTAallMOHAPaX, MeJULIUHCKUX 1 Ha-

aHaJIM3 SBJsETCs GoJiee AOPOroCTOAIINM U AJINTEJbHBIM, HO Iae€T BO3MOXHOCTb Y4HBIX LEHTPAX.
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NeyveHne / AB3

Ku3no nocne
ycmanoenenus
duazno3a noaxHa
cnoxcHocmet,
COMHEHU

u Heonpedenennocmu,
MOZYym 8O3HUKHYMb
cmpaxu neped
0yOoywum u 3a
OnusKux, KOHPAUKMBL
6 cempe

4

B neuenuu
nepuoduuecxou
6051e3HU BbICOKYTO
agpexmuenocmo
noxasviéaem npenapam
«Konxuyun». On
npedynpescdaem
npucmynet u no3eosasem
npoeodumo neuenue

u npodunaxmuxy
amunoudosa

Dpdexmuenocmeo
npenapama npu
amunoudose novex
Dpe3Ko cHujcaemcs Ha
cmaduu nove4Hou
Hedocmamounocmu,
ceudemenscmeyrouieit
0 msaxcecmu
cKaepomuuecKux
u3MeHeHul

NMeuyeHnmue

JlaHHBIMY 3260JI€BaHUSAMY B HaIllel CTpaHe 3aHUMAIOTCA
B OCHOBHOM peBMaTojiory. OHU CTaBAT AUArHo3, 00s3a-
TeJIbHO HAalPaBJIAIOT Ha TeHeTHYeCKOe NOTBePIK/ieHIe
Y Ha3HAYaIOT TepaIuIo.

Vuruéurops: UJI-13

B HacTosImee BpeMs UMeeTCs HeCKOJIBKO ITpenaparos,
KoTOpbIe nHrHGupyioT UJI-1(3 (61okatopst UJI-1). Dtit
TIpenapaThl MO3BOJISIOT OBICTPO U 3G PEKTUBHO Kynupo-
BaThb BOCIMAJIEHNe, ChIllb, IMXOPAAKY, 60/Ib 1 yTOMIIsie-
MOCTb Y BceX 3a601eBaHUAX Ipymibl AB3.

Taxkoe nedenue 3¢ PeKTUBHO yydlIaer ria3Hble ¥ HEBPO-
JIOTMYecKye paccTpoicTBa. IIpy HEKOTOPBIX YCIOBUAX
TIpenapaThbl MOTYT CHUXKATh IJIyXOTY M KOHTPOJIMPOBATh
aMUJIOUTI03.

IIpenapaToB HECKOJIbKO, OHK MMEIOT Pa3/IMYHBII PeXUM
Z03MPOBAHUSA U CIOCOObI BBe/ieHUs1. DPPEeKTUBHOCTH
Tepanuy BO MHOIOM 3aBUCHT OT CPOKOB HadaJia JIeYeHust
¥ TSDKECTU 3a6071eBaHMA.

JleyeHue MePUOAUIECKOI GOIe3HH

M5t nedenus I1B BbICOKYIO 3¢ PeKTUBHOCT OKa3bIBaeT
npemnapat «KonxunuH», KOTOPbI T03BOJIsAET He TOJIbKO
IpeAynpexAaTh IPUCTYIbI 60JIe3HU, HO TaKXe IPOBO-
IUTb JledeHue ¥ MPoQUIaKTUKY aMUJIOU/03a, 4TO CyILe-
CTBEHHO yJIy4lIaeT POTHO3.

ITo nanupiM Knvnuku um. E. M. Tapeesa, «Konxuuus»
addexTiBeH faxe y GOMbIINHCTBA G0IbHBIX ¢ HePPOTH-
YeCKUM CHHIPOMOM, O/THAaKO 3P eKT HAaCcTymaeT He cpasy,
CIyCT#1 ZIBa-4YeThbIpe roia NOCTOSIHHOTO npreMa «Ko-
XUlYHa». DOPEeKTUBHOCTH Mpenapara Ipy aMUJIOUI03e
MOYeK pe3K0 CHU)KaeTCs Ha CTaIui IOYe4YHOU HeloCTa-
TOYHOCTH, CBUZIETEJIbCTBYIONIEH O TSXKECTH CKJIepOTHYe-
CKUX U3MEeHEeHUM.

YKazaHHbIE J03bl 0OBIYHO XOPOLIO [IEPEHOCATCS, B TOM
4uclie IpY MHOToJIeTHeM npueMe. Hepenko pa3BuBaio-
Iascs B Hadasle JleueHus Auapes HOCUT MPeXOAAIui
XapakTep ¥, KaK PaBUJIO, He TpeGyeT OJHON OTMEHBI
npenapata. [IpubnusuresnbHo y 15-20% 6onbHbix «Kos-
XUIUH» OKa3bIBaeTCsl M3HA4YaIbHO He3PeKTUBHBIM.

Hasznauyenue I/IHI‘I/I6I/ITOpOB NJI-1 peKkOMeHZ0BAHO MaLu-
€HTaM, Pe3UCTeHTHBIM K JiedeHUI0 «KOIXUIMHOM>.

NeyeHune / AB3

Fae MOXHO NPOMTU ANArHOCTUKY

OI'BY «<HannoHa bHbII MEAUIMUHCKAHA HCCIIe0BATEIbCKHIl IEHTP AeTCKOM re-
MaTOJIOru", OHKOJIOTU! U UMMYHOJIOTUH M. Z[MPITpI/I}l PorayeBa»
& 117997, Mocksa, I'CII-7, yn. Camopel Mawerna, z. 1.

s
oy

& https://www.fnkc.ru

OI'BHY «<Meguko-reHeTUYeCKUil HeHTp uM. akagemuka H. I1. BoukoBa»
B 115522, MockBa, ya1. MockBopeuse, 1. 1.

s
oy
wEEy

& https://med-gen.ru

OTI'AY «<HanuoHaIbHbIA MeIUIIMHCKUN UCCIIeI0BATeIbCKAH EHTP
37I0pOBbS AeTei»

B Mocksa, JJoMOHOCOBCKUH npocIL., A. 2, cTp. 1.

@ nhttp://nczd.ru/contact

®TBOY BO «CaHKT-IleTepOyprckuii rocyAapcTBeHHbIH NeauaTpruiecKnii Meay-
OHUHCKUN YHUBEPCHUTET>

B CankT-Iletep0ypr, yi1. JIUTOBCKas, A. 2.

@ https://gpmu.org

LleHTpbI JIeUEeHUS AayTOBOCHNAIMTENIbHbIX 3a6oneBaHMM

O®OTI'AY «<HanuoHaIbHbIA MeIUIIMHCKUNA UCCIIeI0BATeIbCKAH HEeHTP
37I0pOBbS AeTei»

B Mocksa, JJoMoHOCOBCKUH npocIL., A. 2, cTp. 1.

@ nhttp://nczd.ru/contact

OI'BY «<HannoHa bHbII MEAUIUHCKAHA HCCIIE0BATEIbCKHIl IEHTP AeTCKOM re-
MaTOJIOTHH, OHKOJIOTUH U HMMYHOJIOTHH uM. [iMmutpus PorayeBa»
B¢ Mocksa, I'CII-7, yn. Camops! Mamena, a. 1.

s
oy

& https://www.fnkc.ru

OTBHY «Hay4yHo-HucclieloBaTeIbCKUHA HHCTUTYT PeBMaTOJIOTHH
umenHu B. A. HacoHoBo#»
B Mocksa, Kamupckoe 1., 1. 34A

s
oy
L

& https://rheumatolog.su

Knunuka pesmaTtosnorus, Hegposorun u npodpnaronoruu um. E. M. TapeeBa
B Mocksa, yu. Pocconumo, 1.11, ctp. 4, 5
& https://sechenovclinic.ru

®TBOY BO «CaHKT-IleTepOyprcKuii rocysapCTBeHHbIH NeauaTpuyecKuii
MeANIHCKHI YHHBEPCHUTET>
B CankT-Ilerep0ypr, yi1. JIUTOBCKas, A. 2.

s
oy
Lo

% https://gpmu.org
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O6pa3s »u13Hn / AB3

4

Hseecmno 200

cyuaes cunopoma
2unepuMMyHo-
2no6yaunemuu D

80 6cem Mupe,

xoms cywecmeyem
6epPOAMHOCIMb HATUYUSA
dpyeux ciyuaee

Yuoi6ams ne cmoum,
eedv maxue Gone3Hu
umerom nevenue,
pAdom ecmo 8pauu,
obwecmeennole
opeanusavuuu u pondet,

20moevte npuitmu Ha
nomous

O6pa3s XM3HM

JKu3Hb yenoBeKa, y KOTOpPOro JUarHocTUpoBaHo AB3,
MEeHseTCs He TOJIbKO /IS CaMOro IIALIMEeHTa U €0 CEMBH,
HO U IJIA1 €ro Apy3eii 1 GIU3KHX.

JKu3Hb noCIe yCTaHOBJIEHVS IMarHO3a MOJIHA CJI0XXHO-
cTell, COMHeHUH U HeollpeZieJleHHOCTH. MHOTUM naiueH-
TaM U UX POIHBIM MOXXET MOHAL06UTHCS KOHCYIbTALHs
IICUXOJIOTa, YTOOBI MPUHSATh JUAarHO3. MOIyT BO3HUKHYTb
cTpax nepex GyAyIIMM, 3a GIU3KUX, JENPeccus, 1 3TO
PUCKOBAHHO M3-3a KOH(IIMKTOB B CEMbe, TOUCKA «BUHO-
BaTBIX».

CI105XHO []aTh KaKKe-TO PeKOMeHZalluY, T1aBHOe — HyX-
HO [OHATb, 4TO 3a60JIeBaHIe HMEET JledeHue, PSAZIOM eCTh
Bpayuy, 00LIeCTBeHHbIE OpPraHU3aluy U GpOH/IbL, TOTOBbIE
NPUATY HA IOMOLIIb.

MonesHasa nHdopmMauma / AB3

OpraHmMsaumm, KoTopbie
NOMOraioT CeMbSfiM C peAKUMM
3a6oneBaHUSIMM

B Poccuu cyiiecTBYIOT allMeHTCKYe OpraHu3aluy,
KOTOpBIe 00'be/IUHAIOT JIO/Ie, CTPafaloUX PeAKIMU
He/lyraMH, OKa3bIBAIOT UM MHPOPMALMOHHYIO, ICUXO0-
JIOTMYEeCKYIO U IOPUANYECKYIOo IOAePXKKY. Bbl cMosxeTe
HalTH MHPOPMaLUIO O HUX B ceTu VIHTepHeT.

Bcepoccuiickoe 00mecTBo peakux (opdaHHbIX)
3a0oseBanuii (BOO3)

Bcepoccuiickoe obiectBo penkux (opdaHHbix) 3a60-
nesanuii (BOO3) co3nano B 2012 rozly no MHULIKATHBE
HAIFIeHTOB, YIEHOB UX CeMel U 3KcrepToB. CeronHs
BOO3 o6wenutsier 6osee 400 manueHToB u3 47 peruo-
HoB P® ¢ 63 penxumu 3a6oneBanusiMu. BOO3 BxoauT
B MEXX/IYHAPOZIHYIO OPraHMU3aLHIo [0 peKUM 60JIe3HIM
ERORDIS u Bocrouno-EBponelickyro accolraluto 1o pea-
KUM 0O0JIe3HSM.

@ http://www.rare-diseases.ru

Bcepoccuiickmii coro3 nanuentos (BCII)

@ https://vspru.ru

BiarorBopuTenbHbIii GpoHpA <IloacomHyXx>

@ https://www.fondpodsolnuh.ru Todconnyx QR

NMone3sHbie CCbINIKM:

JKypHnan <RARUS: Peaxue 601e3nu B Poccun»
@ http://journal.rare-diseases.ru
Orphanet — GecriaTHbIil MHTEPHET-PeCypC, IPeIoCTaB-

JISTFOMINI NHPOPMALIUIO O PeAKIX 3a00JIeBaHUSX, KIUHI-
YeCKUX MCCIeZI0BAHUSAX, mpenaparax B EBpore

www.orpha.net

Autoinflammatory Alliance — mexxyHapozHbIii pe-
CypC [0 ayTOBOCTIAIUTENbHBIM 3360JIeBaHUAM

@ http://www.nomidalliance.org
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4

Twamensno cobepume
naxem 00KyMeHMOo8

u o6pamumecs 6 opzanst
30pagooxpanenus
pezuona, a 6 ciyuae
omxasa — 6 Munu-
cmepcmeo 30paeo-
oxpanenus PO,

K ropucmam

Ymo6o1 o61ezuumo
amom nyme, 66t
Modcenme ob6pamumocs
8 06uecmeennyIo
opzanusauuro,
npunoxcumso
nucoMa 6 opzanst
30paeooxpanenus,
Meduyumnckue
doxymenmot

¢ npocv6oli nomous
8 J1eKaAPCMBEHHOM
obecneuenuu
nawuenma

Ecnu BaM ycTaHOBUM AMarHos AB3
LWAT 1: Co6paTb AOKYMEHTbI

a) HOJIy‘{I/ITb Ha PYKHU BBINIMCKY U3 MEAWLIMHCKOTO y4-
pexzaeHus Co CjIeAyIomnMA TaHHbIMHA:
. JUAarHo3 OCHOBHOTO 3360J’IeBaHI/IH;

4 Ha3Ha4eHue C yKa3aHUeM Iperapara 110 XU3HeH-
HBIM IIOKa3aHUAM;

* yKasaHue obbema u PpeXrMa BBEIeHW A perapara;

» HampasyieHue Ha MCD 111 yCTaHOBJIEHHS TPYIIIIBI
MHBAaJIMIHOCTU [0 MECTY XUTeJIbCTBA.

6) O6s13aTesIbHO HAIMYKE TPOTOKOJIOB BPaueOHbIX
KOMUCCHH (IIPOBOJIATCS 110 MECTY JKUTeJbCTBA U B dene-
paJbHOM yUpeXaeHUN).

WAT 2: MNepepaTb AOKYMEHTbI
nevyaweMy Bpauy
ITepenaua makera JOKYMEeHTOB JledallieMy Bpady, KOTOPbIi

COCTaBJISIET 3aIBKY HA BO3MOXXHOCTD IIP€AOCTaBI€HNS
JIedeHnA.

LWAT 3: O6paTUTbCHl B OpraHbl
3ApPaBOOXPaHEeHMUSA PEermoHa

O6paTI/ITbCH C IPAJIOKEHNEM I1aKeTa JOKYMEHTOB B Op-
raHbl 3IpaBOOXPaHEHNA peruoHa AJis peleHns Bonpoca
O 3aKyIIKM IIpernapara.

LWAT 4: O6paTUTbCH B O6LIECTBEHHYIO
opraHusaumio

OGpaTuThes B 06IIECTBEHHY0 OPraHU3ALHIO, IPUTOXHUTh
NKCbMa B OPraHbl 3[PaBOOXPAaHEHNUS, MEJIULIMHCKHUE JIOKY-
MeHTBHI C IPOCHOO0¥ TOMOYB B JIEKAPCTBEHHOM ofecrede-
HUMY MAlMeHTa.

WAT 5: Mucbmo B MuH3apas PO

Eciv BbI Oy 9HJIM OTKA3, TO CJIeYeT HAKCATh MACh-
MO B MuHucTepCTBO 3apaBooxpanenust PO, o6eyxaaTh
JaNbHEHIIYIO TAKTHKY C IOPUCTOM U TIPeACTaBUTEN MU
00111eCTBEHHO! OpraHU3aIluH.

fopsauas nuHusa / AB3
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Topsiuas munausi BOO3 (061mas):
8-800-201-06-01

T'opsiyast TUHUA /15 NALUEHTOB CO CPeIu3eMHO-
MOPCKOH JINXOPaAKOM U APYTUMHU ayTOBOCIAIH-
TeJbHBIMU CUHAPOMaMHU:

8-800-201-73-50
Topsiyast JIMHWS IS TAUKUEHTOB C AMABPO30M
JleGepa:

8-800-201-74-50
I'pymnnel B cOLUaNbHbIX CETAX:
3 https://www.facebook.com/

groups/ 308924616791974/
’ref=share

ER https://m.vk.com/
club196599664

IIpu paGoTe Hapx GPOLIIOPOIi HCIIOIb30BAHbI HCTOYHHUKU:

http://rare-diseases.ru/images/Article /recessive_inheritance russian.pdf
< Nttp://www.autoinflammatory.org/downloads/final CAPSbrochure_web.pdf
Ammd http://www.autoinflammatory.org/downloads/final CAPSbrochure web.pdf
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BubnuoTteuka «AKapeMms peaKkux 6onesHen: or A go d»

. o .. Vuiugmarop u nsparens: Beepoccuiickoe 061ecTBO peaKux
( e 9% (oppanmbix) saGoneanuii
Bcepoccuiickoe o61recTBo penkux (opdaHHbIX) 3ab60JeBaHuUIA IPHU-
CTYIHUJIO K BBIIYCKY CleljaJbHbIX OPOLIIOP, TOCBSLIEHHBIX OTAeNb-
HBIM HO30JI0THsM. VX 1jeJib — B IOCTYIHO# pOpMe paccKasbiBaTh
THaLeHTaM 1 BpayaM 061ieil IPaKTHKH, Y3KMM CHeLUaInCTaM, IPe/ICTaBUTENISIM 3aKOHOAATeIbHBIX
Y VICIIOJIHUTENIbHBIX OPTaHOB BJIACTH, MEAULMHCKUM yueOHbIM yIpexxaeH!sM 06 0c06eHHOCTAX
penkux Gose3Hell, UX CHMITOMAX, IMATHOCTUKE, TePAIKH, MePCIeKTUBHBIX TEXHONOTHSX, O peabu-
JIUTALMY IALMEHTOB 1 UX 00pase KU3HH, O MpobJieMax i BApUAHTAX UX PeleHHs.

BbiliNM B CBET

Bonesnr Humanna — Ilnka
Pezikoe renetnyeckoe 3a6oseBanue, npu KoTopoM 6enok NPC1 nnit NPC2 He BBINOJIHSET CBOeR
byHKIMY, TO3TOMY XOJIeCTepHH U JIMIH/bI 3aIePKUBAIOTCS U HAKAIUIMBAIOTCS B JIM30COMAX U KJIeTKax

Myxkonoaucaxapuno3 (MIIC) II Tuna. Cuaapom XaHTtepa: oguH Ha 100 Teicsa4
CunzpoM XaHTepa, WM MyKorosucaxapuzao3 II, — oHa U3 caMbIX 4acThIX pOpM MyKoIoIMcaxa-
puno3os (MIIC). B mupe xwuset Gosiee 2000 naiueHToB ¢ 60Jie3HbI0 XaHTepa

AyToBocnajnureibHble 3a601eBaHUA

Dr0 ynbTpapenkye 60Je3HHU, IPU KOTOPBIX IPOMCXOAUT COO BPOXKAEHHON CHCTeMbI IMMYHHTe-
Ta. JacTo NpUXOAUTCA KOJITO UCKATh PABUIIBHBIN IUAarHO3, HO, KOT/IA OH YCTaHOBJIEH, YHBIBATD
He CTOMT: 3a00/IeBaHNs UMEIOT JIedeH e

FfoToBATCHA K NeyaTu

MactouuTto3

B 60]'II>I.LII/IHCTB6 CJIy4aeB MpuinHa 3a6OJIEBaHHH OCTaeTcAa HeHBBeCTHOﬁ, a CUMIITOMBI ITOABJIAKTCA
3a0Jro0 a0 O6paH.IEHI/I${ K Bpaqy. Ka)i(/:[blﬁ cnyqaﬁ YHUKaAJIEH U TpeGy'ET TH.IaTeJ'IbHOfI JUarHOCTUKU
n I‘paMOTHOﬁ TepaHeBTH‘{eCKOﬁ TAaKTUKU

®eHUNKEeTOHYPHUS

Dra 6ose3Hb TpeGyeT OT POAHUTENIe 1 AaLeHTOB GOJIBIIONO TepHeHNs 1 e)XeHEeBHOI OTBETCTBEH-
Hoctu. Ho oco6ast Aera MOXeT CTaTh HOBBIM 06pa30M JKU3HY, a Cyab0a IPUHECeT MHOTO SIPKUX
COOBITHIA, ¥ BCe MEYTHI 00513aTeNIbLHO COYAyTCS

HacnepcrBeHHas JUCTPODHA CeTYATKH B BONPOCAX U OTBETaX

Dt pesxue 6one3HU BeAyT K cnaboBuaeHuto Ho Moau ¢ TakuMu 3a001eBaHUAMU MOTYT AOCTOHHO
KMTb: CYILIECTBYET MHOTO CIIeIHaIbHOr0 060pyA0BaHNSA, KOMIIBIOTEPHBIX TPOrPaMM B ra/KeTax.
EcTb U [IpaBuIa, KOTOPbIe IOMOTYT IPaBUILHO OPTraHM30BaTh IPOCTPAHCTBO B IOMe

AdeTanm orT 3KcneprTos

IToxpoGHee 0 AMArHOCTHKe, TepaNuy U peabunurauny opdaHHbIX 3200JIeBaHHUI BHI CMOXeETe
y3HATh OT 9KCIIEPTOB, BUAEOBBICTYIIIEHHsT KOTOPBIX PACIIOJIOKEHbI Ha caiiTe «AKafeMus PeKUX
GonesHeit: ot A fi0 >

https://rare-academy.ru

Kak nonyumuTtb

3a meyaTHBIMU WM 3JIEKTPOHHBIMY BepcusiMu Gpomrtop 1 xypHaia «<RARUS. Penkue GosiesHn
B Poccum» Bl MOXeTe 00paTUThCS 1O afpecy: vooz@bk.ru
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