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AyToBocnanuTesnibHble 3aboneBaHunsA

«AyToBocnanutenbHble 3aboreBaHusa 4YenoBeka» (Human
autoinflammatory diseases — HAIDS) rpynna pepkux,
reHeTuU4eCKn oOOYyCnOBJIEHHbIX COCTOSAHUU, KOTOpble
XapaKTepusyrTcs Hanuyuem o4HOro MYTaHTHOro

(naTonorunyeckoro) reHa, He npoBoOLUpPYEMbIMU
npuctynamm BOCHnarieHus, neoroTnpyroT
peunanBupyrowlen nvxopagkoun n KITMHNYeCKOoN
CUMMTOMAaTUKOM, HanoMuHawLlen peBMaTu4eckue

OGone3Hu, Npn OTCYTCTBUN ayTOMMMYHHbIX MapKepoB UMK
MH(PEKUMOHHBbIX MPUYMH



[lepuogunyeckme nuxopanovHbie CUHAPOMBI
(AyToBocnanutenbHble 3abornieBaHuA)

e [Nleb6ioT B BOo3pacte ot 0 go 18 ner
e Peunausupylowme aTaku BbiCOKoM Temnepartypbl (38-40 C)
e BocnaneHune cepo3Hbix 06on0ueK (nepukapa, nnespa, 6proinHa)

e [lopakeHue

— KOXMWU (pa3sHoobOpa3Has CbiMnb)

— OMOpPHO-ABUraTesribHOro annapara
— BHYTPEHHUX OpraHoB

— HEepPBHON CUCTEMBbI

— opraHa 3peHus ('
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[lepnogunyeckue nmxopagoyHble CUHOPOMbI
(AyToBocnanuTtenbHble 3aboneBaHus)

 BbIcokne nabopaTtopHbie noKkasartenm akTUBHOCTU
 PasButue amumnouposa

 [lonunopraHHas HeAOCTAaTOYHOCTb
 WMHBanuausauus

 CHMXeHMe KauvecTBa XXU3HU

* [lpexpeBpeMeHHass CMepTb NauneHToB
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[Mlepuoanyeckue nmxopagovHblie CUHOPOMbI
(AyToBOocnanutenbHble 3aboreBaHuA)

 CemeunHan cpeon3seMHOMOPCKasa nuxopaaka

— pacnpocTpaHeHHocTb oT 1/200 — 1/1000 HaceneHus
— MyTauua B reHe MEFV

— aYTOCOMHO-peueCCMBHbIﬁ TN HaclnenoBaHusA

« 00a poauTens ABNATCA HOCUTENAMU AeeKTHOro

* BEpPOATHOCTb POXAEHUSA pebeHKa C HOCUTEeNLCTBOM
MyTaHTHOro reHa - 50 %

* BEpPOSATHOCTb pPOXAEeHUs pebeHKa 6e3 — 25%

* BEPOSATHOCTb pPoOXAEHUSA 6onbHOro pebéHka — 25 %

z Cepo3HbIX NePpUTOHUT
Me3ageHuT ,
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https://ru.wikipedia.org/wiki/%D0%93%D0%B5%D0%BD
https://ru.wikipedia.org/wiki/%D0%9C%D1%83%D1%82%D0%B0%D1%86%D0%B8%D1%8F

lNepuoanyeckme nmxopapoyHblieé CUHOPOMbI
(AyToBocnanuTtenbHble 3aboneBaHuA)

 KpuonupuH-accoummpoBaHHble nepuoanyveckme CUHOPOMbI
— CemeunHasn xonogoBasi KpanuBHuua (FCAS)
— CwuHpgpom Makna — Yanca (MWS)

— MnapeH4yeckoe MynbTUCUCTEMHOE BocnanutenbHoe 3aboneBaHne (CINCA/NOMID)
— pacnpocTtpaHeHHocTb 1/360 Tbic. — 1/1 MnH.
— myTauumsa B reHe NLRP3
— ayTOCOMHO-,qOMVIHaHTHbIﬁ TN HaclnegoBaHuA

— ©onesHb nepegaeTcs OAHUM U3 poAUTENEN - HOCUTENEM aHOMaIbHOW KOMUKU reHa (Kaxkaoro
YyernoBeKa - 2 KOMnuu BceX reHoB)

— pWCK Nepedayn MyTMpOBaBLLEN KONuK reHa n bonesHn ot poamtens-Hocutens - 50%
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[Mlepuogunyveckmne nuxopagovyHbie CUHAPOMbI
(AyToBocnanutenbHble 3aboneBaHus)

 [lepuognyeckum CUHOPOM, acCCOLUMNPOBaAHHbLIN C peluenTopoM cakTopa
HeKpo3a onyxonu [TRAPS-cuHapoMm]

— pacnpocTtpaHeHHocTb 1 Ha 1 000 000

— myTtauum reHa TNFRSF1A, koanpyrowero TNFR1

- ayTOCOMHO-AOMMHaHTHbIﬁ TN HacnenooBaHuA




[Mlepuogunyveckmne nuxopagovHbie CUHAPOMbI
(AyToBocnanutenbHble 3aboneBaHuA)

OcHoBHOU MeanaTop BocnaneHusa UJl-1



KaHakuHymab — yenoBe4yeckoe
MOHOKNOHanbHoe aHTuteno Kk UJl-13

CANAKINUMAB
I'Ionyqel-l reHHO-NHXeHepHbIM nNyTeM

PabGoTaeT no npyHUMNYy «30510TON NynNn» -
cBasbiBaeT UJ1-18

Bnokupyet

— B3aumogeuncteue UI-1B c ero peuentopom IL-1b
— WIN-1B nHayumpoBaHHYO aKTUBaLMIO reHa 5 %

— NpoAyKUUI0 MeanaTopoB BocnareHus
B TeueHMe nepBbIX CYyTOK ob6ecneynBaeT

— npeKpaleHune rimxopagku IL-1RAcP
— YMEeHbllueHue Bblpa)KeHHOCTVIIVIC‘-Ie?aHOBEHVle cbinu, 6onm

U BocnanutenbHbIX U3BMEHEHUI B cycTaBax @@ﬁ@@g@ @@@g @@g@g@@@@

B TeyeHne HeCKONbKMX AHeUn obecneyuBaeT

— CHMXEeHMe U HopManu3auuio nadopaTopHbIX
noka3sateneun (COJ3, CPb, umcno nenkounTos, NO

TPOMOOLMTOB KPOBM) SIGNAL
TRANSDUCTIO




Moka3zaHMs K Ha3HAa4YeHUI0 KaHaKMHymaba
(ocpmumanbHas UHCTPYKLUUSA)

AyTtoBocnanurtenbHble CUHOAPOMbI MepPnoaNYeCcKOnN NInXxopaaku
KpuonupuH-accoummpoBaHHbin nepuoanyvyeckum cuHgpom (CAPS) y B3pochnbIx
U oeTen B Bo3pacTe 2 fieT U cTaplue, BKNoYas:

« CemeMuHbIn xonopoBou aytoBocnanutenbHblin cuHapom (FCAS)/cemenHas
xonogoBas KpanuBHuua (FCU)

« CuHppom Makna-Yanbca (MWS)

 MnapeH4yeckoe MYNbTUCUCTEMHOE BOCnanuresribHoe 3aboneBaHue
(NOMID)/xpoHn4yeckum mMnageH4eCKUM HEBPOSIOTMYECKUU KOXHO-apTUKYISAPHbIN
cunapom (CINCA)

Nepunognyeckun cuUHAPOM, accouMMpoBaHHbLIN C peuenTopaMmum K dakTopy
HeKkpo3a onyxonu (TRAPS) y B3pocnbIX U AeTen B Bo3pacTe 2 fieT U cTapLue

Nmnep-lgD-cuHpgpom/cuHppom pedmumta MeBanoHaTt-kmHasbl (HIDS/MKD) vy
B3pOCnbIX U AeTeun B Bo3pacTe 2 fieT U ctaplue

CemenHass cpeguslemMHoMopckaa nuxopagka (FMF) y B3pocnbix U geten B
BO3pacTe 2 neT U cTaplue



CemMeMnHasa cpeguseMHOMOpPCKasa nMxopaaka
KaTeropuun geten, KotopbiM NoKa3aHO Ha3Ha4YeHue
KaHakKMHymaba

BLissiBneHHas MyTauus B reHe MEFV MeTo4OM
MOJIeKyNnApPHO-reHeTU4YeCKOro nccrieqoBaHus

Bo3pacTt 2-18 net

HeaddekTMBHOCTL U/ HeNepeHOCUMMOCTb KOJNXULMHA

UHunumauunsa TeparnnMmmn Ha OCHOBaAHWUU 3aKJTHO4YEeHUA
CDe.qepaanoro LEeHTpPa, B TOM HYUClie C
ncnosfib3oBaHUeEM
TenemMmeguUUHCKUX TEeXHOMOruu



KpnonupuH-accoummpoBaHHbIe nepuoanvyeckue CUHAPOMbI WU
TRAPS-cuHgpom
KaTteropunn geten, KOTOpbIM NOKa3aHO Ha3Ha4YeHMe KaHaKMHymaba

1. BoiaBneHHaa wmyTtauma B reHe NLRP3/TNFRSF1A
MeToAOM MONEeKYJISpHO-reHeTU4eCKoro nccrieqoBaHus

2. Bospact 2-18 net

WHuumauma Tepanmm Ha OCHOBaHWUM 3aKKOYEHUS
depepanbHOro LeHTpa, B TOM YUcre C
ucnorib3oBaHueMm
TerneMeauUMHCKUX TeXHOJOrmm



PepepanbHble LEHTPbI, B KOTOPbIX
NPOBOOATCA MOJIEKYNAPHO-reHeTUYEeCKUe
nccregoBaHuA

MeAOuko-reHeTU4eCKUN Hay4YHbIN LeHTpP», . MockBa
HMWU 3popoBbsa aeten M3 PO, r. MockBa

HMMWL, peTckon remaTonormm, OHKOsIOrMm U UMMYHOJ10OIrMun
nmeHn Omutpusa Porayesa M3 PO, r. MockBa

CaHkT-lleTepOyprcknm rocygapCTBeHHbIU NeguaTpuvyecKum
MmeanuuHcknun yHusepcutet M3 PO, r. CaHkT-[eTepOypr



PepepanbHble LEHTPbI, OCyLleCTBNAIOLWMUE
MHULUMALUIO Tepanun KaHaKMHYMaooMm m
HaobnwoageHve 3a 6onbHbiIMU ¢ AB3

HMWUL 3popoBba aeten M3 PP, r. MockBa

HMWL geTckou remaTtorniormm, OHKONOrMm U UMMYHOJOINN
uMm. Amutpuna PorayeBa M3 PD, r. MockBa

HUU pesmaTtonorum umenun B.A. HacoHoBoun, r. MockBa

CaHkT-lleTepOyprckum rocyaapcTBeHHbIN NeanaTpnvecKkum
meanunHckum yHusepcutet M3 PO, r. CaHkT-lleTepOypr



[JaHHble perucTtpa
ayToBoOCHMnannTenbHbIX 3aboreBaHUN
Accouunaunm geTckux pesmartorsnioros Poccum

Konuuecrso agerten, n = 181

14% B TRAPS B CAPS O FMF

B HacTosiLlee Bpema Hamm 3apernctpupoBaHo 181 nauyueHT c AB3:
* TRAPS - 26 naumeHToB, CAPS - 32 naumeHTta, FMF — 123 nauumeHTa



HOeTtn c ayToBOoCnanutenbHbIMN 3a060neBaHNsAMM,

He obecne4yeHHble KAHAKUHYMaOOM
Ha 12.03.2021

3aboneBaHus KonuyectBO nauneHToB
crEMF 11

TRAPS 3
CAPS 9
Bcero 23




CToMMOCTb rogoBOro Kypca tepanum
npenapaTtomMm KaHakmHymab (Unapuc®)

3apernctpupoBaHHas LieHa Ha npenapaTt KaHaKuHymab
(Unapuc®) 1 donakoH 150 mr 530 922,67p.

NoTpebHOCTL CtoumocTb
BO chn. Ha rogoBoro Kypca 1
rog nauuveHTa, 6es HOC

BroaxerT, 6e3
HOC

3abone KonunyectBo KpatHOCTb
BaHUe MNauMeHTOB BBeAeHUS

FMF 11 1 p B4 Hen. 13 6 901 994,71 75921 941,81
TRAPS 3 1 p B 4 Hegq. 13 6 901 994,71 20 705 984,13
1 p B 4 Hegq. 6 901 994,71 34 509 973,55

1 p B 6 Hega. 4778 304,03 4778 304,03

1 p B 8 Hega. 3 716 458,69 11 149 376,07

147 065 579,59




A hekTMBHOCTL KaHaKMHYyMaba npu aytoBocnanuresibHbIX
3aboneBaHUAX

Hukuta K., 2,5 roga
B ak3oHe 04 reHa NLRP3 bbina obHapyxeHa mytauma ¢.796C>T (p.Leu266Phe) B
reTepo3nroTHOM COCTOSIHUN
HOwnarHos: CunHgpom CINCA

 boneH c poxaeHus
« Bec 10 kr, poct 80 cm
* Jlnxopaaka, cbinb

ApTpuT: 605b, OTEK
AedopmMmaLmm U KOHTPAKTYpPbI B
cycTtaBax

 He ctout
* He xoaut
* He cnbiwumr

* He Bnaur

« He roBopurt
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Hukuta K.
Yepe3 18 mec Tepanun KaHakKMHymabom
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Hukuta K.,
Yepes 4,5 roga Tepanum KaHakKMHymMmabom

 Pemuccusa saboneBaHUsl: CUCTEMHbIX
NpPosBNeHUNn, apTpuTa HeT

B domsnyeckom n ncuxmyeckom
pa3BUTUMN He OTCTaeT OT CBEPCTHUKOB

 [oTOBUTCA K LLUKONE

* PocTt 116 cm, Bec 20 kr
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HeTn KaHaknHymaba
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