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A Japanese family case with juvenile onset Behcet’s
disease caused by TNFAIP3 mutation

Ohnishi H., Kawamoto N., Seishima M., Ohara O.,
Allergology International. 2017;66; 146-148
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Correlations with Allergy—Associated Features
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Expanding the spectrum of A20 haploinsufficiency in two
Chinese families: Cases report

Li G.M., Liu H.M., Guan W.Z., Xu H.
BMC Medical Genetics.2019;20:124
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Pseudodominance of autoinflammatory disease in a single
Turkish family explained by co—inheritance of
haploinsufficiency of A20 and familial Mediterranean
fever
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Clin Exp Rheumatol.2019;37:89-92.
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Phenotype and Management of Infantile—onset Inflammatory
Bowel Disease: Experience from a Tertiary Care Center in
China

Ye Ziqing, Zhou Ying, Huang Ying, Wang Yuhuan, Lu
Junping, Tang Zifei, Miao Shijian, Dong Kuiran, Jiang
Zhinong
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Haploinsufficiency of A20 Due to Novel Mutations in
TNFAIP3

He T., Huang Y.,
Ling J., Yang J.
Journal of Clinical Immunology. 2020;40; 741-751.
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A20 haploinsufficiency (HA20): clinical phenotypes and disease
course of patients with a newly recognised NF-kB-mediated
autoinflammatory disease

Florence A Aeschlimann, Ezgi D Batu, Scott W Canna, Ellen Go,
Ahmet Gil, Patrycja Hoffmann, Helen L Leavis, Seza Ozen,
Daniella M Schwartz, Deborah L Stone, Annet van Royen-Kerkof,
Daniel L Kastner, Ivona Aksentijevich, Ronald M Laxer,

Annals of the rheumatic diseases 2018;77:728-735
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UNUSUAL SYSTEMIC LUPUS ERYTHEMATOSUS/ SJOEGREN'S
SYNDROME PHENOTYPE IN A PATIENT WITH A TNFAIP3 GENE
MUTATION

Kerstin Nott, Yvonne Glackin, Stephen D. Marks, Paul Brogan,
Annals of the rheumatic diseases 2019;78:1174-1175
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Autosomic dominant familial Behcet disease and
haploinsufficiency A20: A review of the literature

Florian Berteaua, Bénédicte Rouvierea, Aurélien Dellucb, Alice
Naua, Rozenn Le Berrea,c, Guillaume Sarrabayd, Isabelle
Touitoud, Claire de Moreuil, Auto immunity reviews
2018;17:809-815
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Infantile Onset Intractable Inflammatory Bowel Disease Due to
Novel Heterozygous Mutations in TNFAIP3 (A20)

Cuifang Zheng, Ying Huang, Ziqing Ye, Yuhuan Wang, Zifei Tang,
Junping Lu, Jie Wu, Ying Zhou, Lin Wang, Zhiheng Huang, Haowei
Yang, and Aijuan Xue, Inflamm Bowel Dis 2018;24:2613-20
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Haploinsufficiency of TNFAIP3 (A20) by germline mutation is
involved in autoimmune lymphoproliferative syndrome
Masatoshi Takagi, Shohei Ogata, Hiroo Ueno, Kenichi Yoshida,
Tzuwen Yeh, Akihiro Hoshino, Jinhua Piao, Motoy Yamashita, Mai
Nanya, Tsubasa Okano, Michiko Kajiwara, Hirokazu Kanegane,
Hideki Muramatsu, Yusuke Okuno, Yuichi Shiraishi, Kenichi
Chiba, Hiroko Tanaka, Yuki Bando, Motohiro Kato, Yasuhide
Hayashi, Satoru Miyano, Kohsuke Imai, Seishi Ogawa, Seiji Kojima,
and Tomohiro Morio, ] Allergy Clin Immunol 2016;139:1914-22

HHY B O Y o SRS RE (ALPS) b D F B A4 29~ 5 R
ER &R 5 Z &,

WET A JIE B

tyTr T ALPS kD £ BB 54 5185 1% WES TAZ J—=27L
77 FEESNTWAERIZEHL T, 7R OEM % in
vitro EER TR+ 2 Z & THREftT 2 B 2/ - 7=,

PSEIEL TNFAIP3 O RN[EE S 7= BIR

ey LN ATFTHaA R, vZaARY Y, 2aTx/)—EET =TI

rA - faBRIN )

F2T U N LFH
(=2 FRARA 2 B)

KEIR D=

S

7 M HEFIZREL, CRP @iEA R, BEUIBRICSKEL, —
WD FHEREREE S 2 20 H A b vz, 1 RRFICHEL, FEE Y
NEIEIR, BB EROT, BEVGELE L, I & 28 S,
E 7 a7 ) L ORENRE 2 ebivizny, ShRiT e hoTz, M
IR, mA v~ a7 SE T, dsDNA $ifk, ssDNA

PURBGIETE 572, 1L-10, A[¥EPEFAS U > K, IL-18 @ k&,
double negative T il DHIIN 278D, ALPS D2 B 2 il 7=

L7z, Vb R=vynur bt raxRY o ONMETY o/ HiER
IFERKE L, MEkB LML A o~ e 7Y ES ER L LT,

L)L, BT OISR ELZRD D, 7 AR Uh
LT /)= NBET o FNVICER L E ZAERITSEL
776

HEs 27 REIaTdx ) — BT T = FLOEE CEMNE
LT\ 5,
= S N 1HIERETHY , = EF A LUKV,

a7 )BT = FILOEFENRIRIN TS,

S LI B 4

FCB




FEEESA A RV
HH 4

MEE4 & H
HAGES A b

A20 Haploinsufficiency Presenting with a Combined
Immunodeficiency

Melissa D. Gans & Hongying Wang & Natalia Sampaio Moura &
Ivona Aksentijevich & Arye Rubinstein, ] Clin Immunol
2020;40:1041-44
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Knee Joint Swelling at Presentation: A Case of Pediatric Crohn
Disease With a TNFAIP3 Mutation

Dongmei Zou, Shaoming Zhou, Huanhuan Wang, Jing Gou,
Shaohua Wang, Pediatrics 2020;146:20193416
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Paediatric-onset haploinsufficiency of A20 associated with a
novel and de novo nonsense TNFAIP3 mutation

Yushiro Endo, Yasutomo Funakoshi, Tomohiro Koga, Kaori
Furukawa, Daisuke Sasaki, Kiyonori Miura, Katsunori Yanagihara,
Hiroyuki Moriuchi and Atsushi Kawakami, Rheumatology
2020;59:e85-87
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Type I interferon signature predicts response to JAK
inhibition in haploinsufficiency of A20

Schwartz Daniella Muallem, Blackstone Sarah A, Sampaio—
Moura Natalia, Rosenzweig Sofia, Burma Aarohan M, Stone
Deborah, Hoffmann Patryc ja,
Barron Karyl S, Waldman Meryl A

Annals of the rheumatic diseases 2020;79: 429-431
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Lessons from characterization and treatment of the
autoinflammatory syndromes

Aksentijevich Ivona, McDermott Michael F

Current opinion in rheumatology 2017;29:187-194
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A Case of Adult-Onset Still’s Disease Caused by a Novel
Splicing Mutation in TNFAIP3 Successfully Treated With
Tocilizumab

Lawless Dylan, Pathak Shelly, Scambler Thomas Edward,
Ouboussad Lylia, Anwar Rashida, Savic Sinisa

Frontiers in immunology 2018;9:1527
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Janus kinase 1/2 inhibition for the treatment of
autoinflammation associated with heterozygous TNFAIP3
mutation
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Early-onset autoimmune disease due to a heterozygous
loss—of—function mutation in TNFAIP3 (A20)
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Novel mutation in the gene tnfaip3 in autoinflammatory
syndrome familial behcet-like
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A De Novo Frameshift Mutation in TNFAIP3 Impairs A20
Deubiquitination Function to Cause Neuropsychiatric
Systemic Lupus Erythematosus
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Haploinsufficiency of A20 (HA20): updates on the
genetics, phenotype, pathogenesis and treatment
Yu M. -P., Xu X.-S., Zhou Q., Deuitch N., Lu M.-P.
World Journal of Pediatrics 2020;16:575-584
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A child with recurrent pyogenic arthritis with the PSTPIP1
mutation
Yan—Nan Guo

SAGE Open Medical Case Reports, The Author(s) 2020, Volume 8:
1-5
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A Novel De Novo Pstpipl Mutation In A Boy With Pyogenic
Arthritis, Pyoderma Gangrenosum, Acne (Papa) Syndrome
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Brief report: genotype, phenotype, and clinical course in
five patients with PAPA syndrome (pyogenic sterile
arthritis, pyoderma gangrenosum, and acne)

Andrew P. Demidowich
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Cerebral vascular findings in PAPA syndrome: cerebral
arterial vasculopathy or vasculitis and a posterior

cerebral artery dissecting aneurysm
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PSTPIPl1-associated myeloidrelated proteinemia inflammatory
syndrome (PAMI)
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Clinical picture of 7 PAPA patients followed in a single
pediatric rheumatologic center
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Annals of the Rheumatic Diseases, Scientific Abstracts
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Extensive pyoderma gangrenosum—like lesions revealing a
case of hyperzincemia and hypercalprotectinemia: when to
suspect it?
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Identification of a Homozygous PSTPIP1 Mutation in a
Patient With a PAPA-Like Syndrome Responding to Canakinumab
Treatment
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Imaging findings of sterile pyogenic arthritis, pyoderma
gangrenosum and acne (PAPA) syndrome: differential
diagnosis and review of the literature
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Novel PSTPIP1 gene mutation in a patient with
pyogenicarthritis, pyoderma gangrenosum and acne (PAPA)
syndrome
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Osteolytic Lesion in PAPA Syndrome Responding to Anti-—
interleukin 1 Treatment
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with adalimumab
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Pyogenic arthritis pyoderma gangrenosum and acne syndrome:
A rare but important diagnosis for antibiotic—resistant
erysipelas—like erythema and osteonecrosis
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Annunziata Di Palma

Journal of Paediatrics and Child Health
1381

Tiziana Serena and

(2018) 54 pp. 1378-

B PAPA DOEERIZZIT DIEFIERE & PAPA RE 11T 5 prednisone M%)
RORER)

WrgET A JE RS

vy T PAPA 2352 831F % prednisone $¢5-

Wk (P) A% B UL PAPA JEMERE (PSTPIP1 A250Q Z8#) 14

3 LN 2 mg/kg/day of prednisone

I - fEREET- (E or
I)
x5 (C)

TR T T N LEEM
O RARA 1)

B¢ & B




f(‘n S

WEZMClT, B RER L OZE T, 7 N T7F Y Na &
TA aAF T = OFARNTR G- % 2 BT - =038 I3 R S /e )
572, MRI TiE, T2 WL — 7 v ACRBIT D EREE OELED
B AR L, ALIEMERER (WBC 97 000 / mm 3) OHEH A5 4
BHOIE &2 21T 208, B OAEMII B S e o T2,
S5, FEREFERSGHME L E 2 A, RBITEVENS I
BEIR OB Y — FTHIERISEEDORE Y v~ F L2 S
NIZZ ERHA LI o 7z, mBlE, FIEMERIEIR OB 2
ANOEEREE 2 NDWE ZZ28iE L=, 2l EoEsid o
7oy, BEO R CRIEMERZ R, MEFV & PSTPIP OB A5 1i#
Mra4To7=, T OfEF., B3I PSTPIP1 @ E250Q O~T 1 ZZ R %
88 PAPA JEMERE & OFZWI B HEE LTz, S HIZMEFV O~T 7D
c6056>A DA ZFRH TS, Fiz, HRMEBESANHE Sz
RPUT, T T PAPA SEERE DA 217 TV . PSTPIPL 51
WCRELRILERNS D Z ERHALMNI ol Dk, BEIX
2mg / kg /HOT L R=Y TRl S, FEOREE, BIEiOfE
N ETRANERICSGE LT, FIREFICRIE~—T—0 b L
Too TNVFARTOA RIIHRAICHEE L, 4 BEZIZFIES L,
BAFIRIISERITHE L, ERITHEENEIE Lz, 6 A%, B
IR AT L0 | BEYER 7 X B & MRT O 5 THPIRE DO BESE
RENRII, L FHRIZIT, AFEOMESROE Y — N2 2
L. SHEEO7 L R=Y ra— 2 TIHREICKE LT,

i i

PR AR T, WICREBZWEREIT A NER D D, B
XEIEHUAEMEIRFR IO E T, AMEIORIER bdE Lo 7o
7o, IEMEZRIRIED B e 2 Wi A L IR OBIR 2 8o, B
DOFIEOFFRVEBEIR OFEMLUL, AID O A[EENMED & 2 2Wriz o7z
235, PAPAJEMERED Z AV E TRl STV o T2IEIR 2 520R
L. SRS O B# 9 5 BREO B EFOH 5
INROBERIZEHZ BV THARIEMRREBETHILERH D Z
EEIRIET D,
PUAYEMHERIE B L O 72 1M R ER 2 R LTV B
FTlE, IEfERFIERE L OVPSTPIPL & in T D4y bt & FEhi-4
LVERDH D,

aAXh

HRBIZNIROT, TET VA LULEKN,

RS LD IR ERE

R BT

Pyogenic Arthritis, Pyoderma Gangrenosum, Acne, Suppurative
Hidradenitis (PA-PASH) Syndrome: An Atypical Presentation
of a Rare Syndrome
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Pyogenic arthritis, pyoderma gangrenosum, and acne syndrome
(PAPA syndrome) with E250K mutation in CD2BP1 gene treated
with the tumor necrosis factor inhibitor adalimumab
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Successful Treatment of PAPA Syndrome with Dual Adalimumab
and Tacrolimus Therapy
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Successful treatment of PASH syndrome with infliximab,
cyclosporine and dapsone
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Targeted treatment of pyoderma gangrenosum in PAPA
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Treatment of autoinflammatory diseases: results from the
Eurofever Registry and a literature review
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Nakajo-Nishimura syndrome
Kanazawa N., Arima K., Ida H., Yoshiura K., Furukawa F.
Japanese Journal of Clinical Immunology; 34; 388-400

Hh P A E A

HHY

A ARICH T D PHE-PEFHEBERE O IR G, BARBVRHE Z @i
24

WeeT A BlESE

N AN S/ AA 2011 O#HE

pSE35iE AL RANT E R RSP RN TR U 7 G RHE R R
11 $1

R ELA

(P - fEBRIA )

ERT T N LG
(= FARA 2 B)

S AT aA REGHGIZL 0 EBITEET L0, BEICKVES
WAL, EIRZEMEICIIESICTH D, B 7 LA R,
DDS WIRDFEZN LT & WO MENRH DD, TOHAALLNT
RN, BT TNF- o 835 H1 IL-1 B BUKINA RN Td 5 ATHEMEN
HHN, HEHINTIERNTEZ 720,

s AT uA REFEEIZL Y BB T 8, BEICLVES
WL, FLENZERCITES TH S,

AR

WS LIPS ERE 4 | e

HEEHX A PV PSMB10, the last immunoproteasome gene missing for PRAAS

e Sarrabay G., Méchin D., Salhi A., Boursier G., Rittore C., Crow Y.,

Mgk & H Rice G., Tran T.-A., Cezar R,, Duffy D., Bondet V., Boudhane L.,

HAZEX A F L Broca C., Kant B.P., VanGijn M., Grandemange S., Richard E.,
Apparailly F., Touitou L.
Journal of Allergy and Clinical Immunology; 145; 1015-1017.e6
PSMB10. PRAAS TR L CWAKEDRET 0T T Y —LiE
=¥

B PSMB10 i&{s1KHE D & 5 PRAAS FH DL

BT P A A LH— |

vy T 7T A 2020 O




R EH

T 77— 5BIH E O REVE ERE(PRAAS) D 3 5D &L

i 2N
IrA - faBRIA )

ATHaA LA MLF—FaeRE

F2T T N LR
(=2 RARA 2 B)

IS

AT aA FEA R LFRY— RSN LT, KEGE
ZRO T EHIE LI,

i i AT A REA MR — ERESBICE LI, KGR
WO LI LI,

Ak

MG LI ERE 4 | FiE

HEEX A RV
E=pd

MeRE4 B H
HAGES A MV

Nakajo-Nishimura syndrome and related proteasome-associated
autoinflammatory syndromes

Ohmura K.

Journal of Inflammation Research; 12; 259-265

g - ADERRERS JOBE 2 7077 Y — ABEH CRIE
PESE AT

H#Y PRAAS OFEEL, R, JRRBAFEA = X KOV T, EIZ
NNS (ZH& 5% & T TR,

T A kL B 2 —

vy T s HA 2019 fFO@E

PIESsE ) WEINTWA T rT T Y — LB H CRIEME R R

e ilE A

(A - fEBRIA )

By NN A i
(= RARA U b)

il A

W, BIBEERLVE OGRS ™MTbd UNETIE1
H7L F=Y o #AEE 1~2mg/kg. A TiX 0.4~
1mg/kg, RADOHEFRFRIX 5~10mg/H) . BIBEER/LVE Y
OFWEIZLI VRS ICHEHBL, AMMLIY—F I =a—
U UBERK, ho U X7 RWMEHINTWDE, ZTOMEHE
SHITH D, JAKL/2 FHERITHDH N U F =T M 10 4 D
CANDLE JEfHF B (21 3 R S, 80%LL LoD
WZABT, S0%MEIBLEAT B RO LIZHL b
O EME A ER LT,




i

IR RERVE L OEgRENMTbS (MNETIH1 BT L
N=>'nrm HHEE 1~2mg/kg. A TIE0.4~1mg/kg. LA
DOHEFRFRIL 5~10mg/ H) 25, WiETHICAES IZHET 5,

WY F =T BRZEMICAN TH L0 5 INTELEH LT
F720A N Y U F=TIBIE, NNS/PRAAS DipiiEA 7' =
vELTRbAEZHIN TS,

Ak

G LD ER A 4

P

HEEHX A IV
EHL

MEE4 & H
HARGESX A v

Systemic autoimmunity in a patient with CANDLE syndrome
Yamazaki-Nakashimada M.A., Santos-Chavez E.E., De Jesus A.A.,,
Rivas-Larrauri F., Guzman-Martinez M.N., Goldbach-Mansky R,
Espinosa-Padilla S., Sdez-De-Ocariz

Journal of Investigational Allergology and Clinical Immunology;
29; 75-76

CANDLE JEREED BE T 1T 2 25V A O iE

H i H CRIE & H C5JE DR % 7~ L7- CANDLE JiE (ERE B %
HT D,

WrgET A v r— AL AR— |k

vy Tr T AFxva 2019 FOHE

SR BHE 5 ik D A ¥ 22 N0 PSMB8 #{n1% 4 £7-> CANDLE JiE e

£ N iﬁfmfuy%&\x%wivk:fmyﬂwx\yﬁmx

IrA - fEBRIA )

Ry, VYX~T, 337z /) —IBEE7cFLEL,

E227 U NI LEEA
(=2 FARA 2 B)

TS

a7 ) VR, ATFALT L Ry a LA v
B AR UG EITo NS ES NI 2Tz, TD 1 » Atk
WU YFRo~wTeIarye ) —BET = FANRAKB S, M
BRA & IS REMATEIE 3 » HRICIEFEICRE > 7=,

At e a7 ) UEE, ATFALTL K=y a VAL v
0 AR U ERITo TN EES N o7,
a Ak

R LD IR B 4

L




JEEEZ A MV Insights from Mendelian Interferonopathies: Comparison of

B CANDLE, SAVI with AGS, Monogenic Lupus

Mizka K H Kim H., Sanchez G.A.M., Goldbach-Mansky R.

HAZESX A4 L Journal of Molecular Medicine; 94; 1111-1127
A T OVOIER G OIA%E : CANDLE, SAVI & AGS, HIFEMER
9B O R

HEY BRSO T R ARRORIE DTE M OFREEE T2 720, MRS
VT IARER B OE W E BET 5,

WRT VA kL B2 —

vy T4 TAYH 2016 FOHE

KGR 2010, 2011 42 7z PSMBS s 148 f 4 RF o i vl
FHEWERE, CANDLE JiE (B E B

iz EIA

(Ir A - fEbRIK )

LT v b LEH
(=2 FARA > B)

i R

JAK BHEHIT & % tofacitinib 1%, IFN-vy THilJk L 72 CANDLE f&
FHOHBZERT O STAT-1 U U FR{b & 1P-10 2 w7, T
7 —24 Tli&. CANDLE JEERFEEIZIBW T, JERA =T & 1 H
DAT A FLEENAEICHED L, BRORUEN RGNS
ZERSINTVD,

it A JAK [HEHITH 5 tofacitinib AL E 2055,

= AV

WEIELIDEERE 4 | EilE R

WEEZ A MV CANDLE Syndrome: A Recently Described Autoinflammatory

e Syndrome.

MizkA L % Tiifekgi O, Bengoa S, Karapinar TH, Ataseven EB, Irken G, Oren H.

HAZE X o ]\ ,1/ Journal of Pediatric Hematology/Oncology; 2015; 37: 296-99.
BAL &2 72 o 72 B CRIEMR R T 5 CANDLE JEERE

HiY r— AL AR— |k

I e r—AL7R— b

vy Tr T CANDLE JEfEHEESE, hL=

EIE] CANDLE JEME#E BT 1

22N 7L

(N - fERRIKT)

E72T U N AR | ANEH

(= RARA )

IS

7L K=Y nrr 1mg/kg/day &1 77 7:/“(73[17;5‘5511
P CHEEL, 1 M TAOHEREL, 74+ v —HIfHIc «//\E%




JEAR, ATPPUE, & FU 2 Ut' ) FiE, B SfEiEsimtEm

DIERITIH L, 7L F=Y 1 i3,

it el

ES VAN T R=Y a7 7 = TR P RHERRE O SIE ]
BNZENTH D AREMERH 5,

E4 ¥R L

HEEX A bV
EHL

MEE4 & H
HAGEX A FL

Chronic atypical neutrophilic dermatosis with lipodystrophy and
elevated temperature (CANDLE) syndrome.

Torrelo A, Patel S, Colmenero I, Gurbindo D, Lendinez F,
Hernadndez A, Lépez-Robledillo JC, Dadban A, Requena L, Paller AS.
Journal of the American Academy of Dermatology. 2010: 62: 489-
95.

CANDLE JiEfERE

H 1 Hr—Z L R— K

WIETF A J—ALHR— b

CvT s CANDLE JEERERF, 7 A UM
KREH CANDLE JEMEREE 4 6
RN 2L

r A - fEBRIR )

T U N LFHE | AR

(= FARAL )

i e

1 B H X, NSAIDs, =)Lt F > 2mg/day, ¥ 7> 100
mg/day [T\ TN bkER L, 7L F=Y 1 mg/kg/day T
TORUELBO DD, A N FLFH— b 10 mg/m2/week
IFECR FIRAE D 2 > s 1 — W ZER IS ZET), =& Rt
7 I 0.4mg/kg/week D 5-1%, 2 [0 H O G-I EHRE DO
k&5l iz Lk,

2 BIHEIE, FEBUCx LT NSAIDs, 7L K=>"> 1 mg/kg/day
A LI HIC 22D, SAMRAEE D Y T L U ORRIERE 135 R
M O A B b LEY— b 0.3mg/kg/week |E L DD
MER LT,

3B X, NSAIDs, AF /L7 L K= /LR 1g/week, #%
N7 L K=Y 20mg/day, A kL% — |k 20 mg/week,
TYF ATV 50mg/day, {7 VX wT

500mg/month, 7 7 AR Y > 200 mg/day TIN5 H D
), VY ¥ L ~7 800mg/dose DFGTIITF7 4 T7F v —
BOG % B Uz, REBVTHEFTYE T 14 % CHRIKARIASEL, Hifi7e
Lo

4 IH X, IVIGSg/weeks, 7 7% 7 15mg/day X i, AF
N K=Y 1 7L A 330mg/2weeks, 7L K=Y nmr
6mg/day, % 7Y 10mg/day, {7717 x> 450mg/day T
IEENSbar ha— LIZELRNoT,

it i

mL

I A b

NSAIDs, L K=Y, Ak FlLFtE— MIEIEROWEEIC
HhThHAREMERH S, b Fr, XISV, =Xt
TR, THFFTV o, A7V F~vT, VYR wT,
WIG, 7T F AN TIERNE LI,

PRE+E




HEEX A bV
FEAL

Mst4 & H
HARGESX A v

A case of proteasome-associated auto-inflammatory syndrome
with compound heterozygous mutations.

McDermott A, Jesus AA, Liu Y, Kim P, Jacks ], Montealegre Sanchez
GA, Chen Y, Kannan A, Schnebelen A, Emanuel PD, Shalin S, Hiatt
K, Goldbach-Mansky R, Gao L. Journal of the American Academy of
Dermatology, 2013: 69.

BE~T a B X o THRIE L7z PRAAS O

HH r—Z L R— |k

WoeT A r—ZLR— |k

vy T4 CANDLE JEEREESE, T AU
KREH CANDLE JEMEREEAE 1 4

R 2N L

(I - fEBRIKF)

E2T v N AFHE | AR

(= FARAL )

i R

JAK1/2 BLEAICTH 530 v F =7 %6 H L7 iR B NIH
THEEITT TH Y (NCT01724580) | A O EHITZ O
FECBFR SN TN D,

/(\n 3‘ fé? L

axeb HARRY R IBRICB L TR b Tueny,

B4 ¥R+

WX A v Recurrent fevers, progressive lipodystrophy, and annular plaques
B A in a child.

HAGES A bv

Cardis MA, Montealegre Sanchez GA, Goldbach-Mansky R, Richard
Lee CC, Cowen EW:. Journal of the American Academy of
Dermatology. 2019: 80: 291-95.

PRFEPETEEN, EATYENGNIZEME, BRIRBE 2 2 L7/ NR

g7 A v r—ALAE—b

YT CANDLE JEM#ERFE, 7 AU A
eyt CANDLE JEfEREER 1 4
R =L

r A - faBRE )

ERT T A LFHE | AREA

(= RRA U b)

il A

vl LA areF o BLOT X738y, o
R TIIRIESIE D EFLZ o b Lz, R95 & LR O
W5 2B, L F=>" 1mg/kg/day I3IELR D ER Sy B 72 88
s L=, B IE NIH O BERRBR I8 S T

(NCT02974595) , JAK FHEHXINY v F =7 (2mg/day) X
bOREOWELZ GO Lo, B, BEER, HRIERZE
MR =72, HE 6émg/day £ THIN, TOHTL K=
Vo OH I E BRSO EFLERO T, N F =TI X
% 36 M H OIRIE% ., BEIXEIREMR 2R L sy, |k
ROBRYE, JRH BK A VARG, —@tEo&m - TR




7 F—Y LR - RS AR LT, BB E S, REEY
m, FERARF, NEEREELE R LT,

i A Y XAXF—F 1/2 [HEHANY O F=71F, BERIER & ki
DREDUE, REMA 2 —7 x o Y 7S U RED
F, MOaLFaRxrTaf FREEOEDEME S GLRERE
~LTz,

AR TV R=Y 3 EIEROUGEICAEN TH D RN D 5,
NYvF=TFmikar ta—L, A7 A ROBEICAZT
HOLWREMERH L, BEMEHELY L ZOEEZLEL TS
Db LI7Ruy,

B4 (A

FEEHX A PV A clinical guide to autoinflammatory diseases: Familial

e Mediterranean fever and next-of-kin.

HAFES A bv

Ozen S, Bilginer Y. Nature Reviews Rheumatology, 2014: 10: 135-
47.
HCRIEMRB ORI A N« FEEH e s 2 OFEk

H i PR L E 2 —
e A PRI L E 2 —
vy T 4T PR L Ea—
POE 384 PR L E o2—
F R PLIA 2L
(PN -+ fElRIK 1)
FeT T N LAFHE | 72 L

(= FARA 2 B)

i R

PUIL-1. U TNF, $TIL-6 Wik &, R ATREZe &AWl
FICITE IR BOS LB SN TV EH A,

A i e L
=N ARG ORI RTRE 7 VR IRV, SRS
Exa A

MeEE4 & H
HAGES A hVv

Genetically defined autoinflammatory diseases. Oral Diseases.
de Jesus AA, Goldbach-Mansky R:. 2016: 22: 591-604.

XA kv BARHIME B O JRAEMER
H iy R E 2—
WRTYA PHRLE 22—
T4 AL E2—

KRB L E 2—

ey 0N 2L

(Ir N - fERRIR 1)

FRT YT N LEFHE | 2L

(o RABRA U F)

IS

WEOHETNSAIDs, I/LeFo XV AKX
— k. #7aULA, THYFAFV . BLOPITNF, #iIL-




1, PLIL-6 Hl7e EOAEMFRIRAIDER TV D03, 1RIEIC
{3 B PRI RAFIE I LEIT LT\ 5, IFN ¥ 7 U EE
DO INE R HET —Z 6, JAK1/2 BHERINY F =
7 &M LI BRARREBR AT T 5 (NCT01683409)

L

TNE A

I AR A O Rl rTRE 2R TEHRIEI T, SRS

Ehh (e e

WEEZ A bV Chronic atypical neutrophilic dermatosis with lipodystrophy and

e A elevated temperature syndrome: A case report.

Miska & H Ramot Y, Czarnowicki T, Maly A, Navon-Elkan P, Zlotogorski A.
=5 Pediatric Dermatology. 2011: 28: 538-41.

R A b QWMEﬁ@ﬁﬁj%

H Y Ir— AL IR— |k

WHET A o~ Sr— AL IR— |k

T 47 CANDLE JEfRFEEE, A AT/

WL B CANDLE JEfEREEA 1 4

RN 3L

Ur A - fEBRIE )

T2 v A NEE | AR

(= FARA 2 B)

i R

9 MDIFIZ, BBHERE 2T A2MOrORBERE LTS T
7 =)L T6 MARNBERESNZN, AL RSEEL,

T i L
I ALk T = UTAEN TR O LIvR Wy,
B4 s+

WEEX A RV
EE4

MigE4 B H
HARGEX A RV

A case of neonatal-onset autoinflammatory syndrome with a de
novo PSMB9 mutation resembling Nakajo-Nishimura syndrome.
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Preliminary response to Janus kinase inhibition with baricitinib in
chronic atypical neutrophilic dermatosis with lipodystrophy and
elevated temperatures (CANDLE).
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Type I interferonopathies in pediatric rheumatology.
Volpi S, Picco P, Caorsi R, Candotti F, Gattorno M. Pediatric
Rheumatology. 2016: 14.

MRV U~FIZBT D1 MA 2 —Txm ) RF—

H PR Ea—
W7 A FEHRL B 2—
vy T 4T R Ea—
X G R L B a—
e 2L
(PN - fERRIKT)
ERT T N LFHE | 2L

(= FARA L H)

i R

NY S F =T OEKFERA . NIH T CANDLE, SAVI, LU
FEMER SRR DBRE 2 X SRICEITH TH Y (NCT01724580)
BYERFERNREN TV,

it e L
a Ak A CRMI FTRE 2R IRRIE T, SRS
e R L

WEEX A RV
EE4

MigE4 B H
HARGEX A RV

Proteasome assembly defect due to a proteasome subunit beta
type 8 (PSMB8) mutation causes the autoinflammatory disorder,
Nakajo-Nishimura syndrome.
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Monogenic Autoinflammatory Diseases. Disorders of Amplified
Danger Sensing and Cytokine Dysregulation.
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Candle syndrome: An extended clinical spectrum.
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Rheumatology. 2014: 53: 2119-20.
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Pluripotent Stem Cell Model of Nakajo—Nishimura Syndrome
Untangles Proinflammatory Pathways Mediated by Oxidative
Stress .

Honda—0zaki F., Terashima M., Niwa A., Saiki N.,
Kawasaki Y., Ito H., Hotta A., Nagahashi A., Igura K.,
Asaka I., Li H.L., Yanagimachi M., Furukawa F., Kanazawa
N., Nakahata T., Saito M.K. Stem Cell Reports. 2018:
10: 1835-50.
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The 2021 European Alliance of Associations for
Rheumatology/American College of Rheumatology Points to
Consider for Diagnosis and Management of
Autoinflammatory Type I Interferonopathies:
CANDLE/PRAAS, SAVI, and AGS.
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Periodic Fever, Aphthous Stomatitis, Pharyngitis, and
Adenitis Syndrome —Is It Related to Ethnicity? An

Israeli Multicenter Cohort Study

Amarilyo Gil, Harel Liora, Abu Ahmad Sabreen, Abu Rumi
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RREX A L Surgical outcomes and unique histological features of
tonsils after tonsillectomy in adults with periodic
fever, aphthous stomatitis, pharyngitis, and cervical
adenitis syndrome
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The role of tonsillectomy in the Periodic Fever,
Aphthous stomatitis, Pharyngitis and cervical Adenitis

syndrome; a literature review

Forsvoll Jostein, Oymar Knut
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BMC ear, nose, and throat disorders. 2018;18:3
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Comorbidity of PFAPA (periodic fever, aphthous
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control study
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Assessment of effectiveness of anakinra and canakinumab in patients
with colchicine-resistant/unresponsive familial Mediterranean fever.
Ali Sahin, Mehmet Emin Derin, Fatih Albayrak, Burak Karakas,
Yalcin Karagdz. Adv Rheumatol. 2020;60:12.
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Long-term efficacy and safety of canakinumab in patients with
colchicine-resistant familial Mediterranean fever: results from
the randomised phase 111 CLUSTER trial.

Ozen S, Ben-Cherit E, Foeldvari I, Amarilyo G, Ozdogan H,
Vanderschueren S, Marzan K, Kahlenberg ]JM, Dekker E, De
Benedetti F, Koné-Paut I. Ann Rheum Dis. 2020;79:1362-1369.
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Canakinumab for the Treatment of Autoinflammatory Recurrent
Fever Syndromes.

F. De Benedetti, M. Gattorno, J. Anton, E. Ben-Chetrit, J. Frenkel,
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Efficacy of Interleukin-1 Targeting Treatments in Patients with
Familial Mediterranean Fever
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Tolerance and efficacy of off-label anti-interleukin-1 treatments
in France: a nationwide survey

Linda Rossi-Semerano, Bruno Fautrel, Daniel Wendling, Eric
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Canakinumab in Children with Familial Mediterranean Fever:

A Single-Center, Retrospective Analysis

Rabia Miray Kisla Ekinci - Sibel Balci - Dilek Dogruel - Derya Ufuk
Altintas - Mustafa Yilmaz

Pediatric Drugs (2019) 21:389-395
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Guidelines for the management and treatment of periodic fever
syndromes familial Mediterranean fever
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patients: real life data from the HELIOS registry

Sag Erdal, Akal Fuat, Atalay Erdal, Akca Ummusen Kaya, Demir
Selcan, Demirel Dilara, Batu Ezgi Deniz, Bilginer Yelda, Ozen Seza
Rheumatology (Oxford, England); 2020;59:3324-3329

vk FARGUE/ N FMF B T ot IL-1 15% : HELIOS L
CANIMEDITNT A TT—H

H i HELIOS (Hacettepe univErsity eLectronlc research fOrmS) 127 &
hU D= e FUmitER L ORMPED/NE FMF 8512810 %

PUILLIGROAME L ettt 2fiE T 5 2 &

W7 A Hifi s 1% A1 & BLEE

tyT T /L=, Hacettepe University, Department of Paediatric
Rheumatology

X EBE Hacettepe KF/NNEV U~F R CTT7ru—&h, b7l tb 6
AU EPUILL IGRRE %2072 40 4

g EIA 7% T ORMBAEIL 2mg/kg /B (K 100mg /H)

(A - fERRIAF)

%X~ 7 OB EIX 2mg / kg /MBH  (Bx K 150mg /H
)

FAEDS 6 P H WG AR GHE AL HE LI

EERA Ay N N i
(v RARA > B)

PUILL R & 5210 T2 8 DFRIR BRI, RIS EINE ST A —4
—. RS, etk

S

40 4 (34 L DMKRERIIC, 6 A A LT~ RER) o/hNR
FMF BE NS 7 — 28 T, fkrIcHt IL1 3K TR
NI N—F (& 61.7%) OF T, b FUBELEROE
¥) (SD) 4l 5.55 (3.87) ik, #t IL1 GO
1147 (5.41) k., FXLEBHIMIX 3.87 (1.96) 4, 7 FF
T —WPUILLIERE E U CEA S22y 22 Ao BE 9l

(IQR) 9.5 (3.2-14.1) MH THFF X~ 7ICUIV X b
7oo PUILLIAMEIL. CRP & HAEEE L HIEE AR NS ¥z, H
TR P FMF BIEZ R 29 4 A&, Ao T~ K7
X7 (ABRWIHG 3 HEEH) THEINL. 150 H 0B
BRI AR ERED e o Te, BREE DIRYMEIZ K D 3 D AREAR
WEIN, 11 N\OBREDRRFTEERISZ R LT, 2 ADOR
FIXT X0 7 200 AMERBAE A RAE Lo, 1 ADOBEIX
T1F % X T H D M MRRAE &2 9T LT, BRSO
O HEEREIER TR0 > 7,




TFX I ENTFRX=TEHELLL, AT UMmMEB LD
A /INE FMF BB 2R Tl e 72 - 7=, /N
FMF BEICBIT 55 IL1 OF4 5~ > RERITH B o
HFEER Z LTV D BEEMO LRSI TREMEN 5 5,

= VAN INBL, TFFr T4 T~ RIBEIZOWTH e L7-W5E
WiE e ERiE 4 | AlH HBA 1

FEEESA A RV
HH

MEE4 & H
HAGEZ A b
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Efficacy and safety of long-term treatment with intravenous
colchicine for familial Mediterranean fever (FMF) refractory to
oral colchicine

Grossman Chagai, Farberov Itzhak, Feld Olga, Livneh Avi, Ben-Zvi
I[lan

Rheumatology international;2019;39:517-523
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Nationwide Experience With Off-Label Use of Interleukin-1
Targeting Treatment in Familial Mediterranean Fever Patients.
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Efficacy and safety of canakinumab in adolescents and adults with
colchicine-resistant familial Mediterranean fever.

Giil, A., Ozdogan, H., Erer, B., Ugurlu, S., Kasapcopur, O., Davis,
N., & Sevgi, S.

Arthritis Res Ther. 2015;17:243.
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Efficacy of anti-IL-1 treatment in familial Mediterranean fever: a
systematic review of the literature.
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On demand use of anakinra for attacks of familial Mediterranean
fever (FMF).

Babaoglu H, Varan O, Kucuk H, et al.
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Effect of interleukin-1 antagonists on the quality of life in familial

e A Mediterranean fever patients.
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IL1-blocking therapy in colchicine-resistant familial Mediterranean
fever.

Kohler, B. M., Lorenz, H. M., & Blank, N. (2018).

Eur J Rheumatol. 2018; 5: 230-234.
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Treatment of familial mediterranean fever with

L canakinumab in patients who are unresponsive to colchicine
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POE-3riE Tel Hashomer, Livneh, and Yalginkaya O 2 Wi HEZ K - T2l
Shi 655 18 D /L b F U HHIE FMF B3 (crFMF)

ey £N BT F R~ 7 % 4mg/kg/H O ETHIE 3 [0l % TR T#&E

(IrA - fERRIAF)

L. T0%IF2 n AZLICE Lz, EHEFIE, aresF
YOG EEERTH e —ER (1.5~2mg/day) &
517,

EEVAQ YA NN i
(=2 RaRA 2 h)

NFHX X~ TEEH%, BT E Y — M3 BYEERISY
ENEFETHL Lo b > TRFIBOERTME ER L
Too BTN, FAEOBEIERE & REOBAD B LU/ £213R
PEMPOSE DIEOWA & L TEFR ST,

S

NF XX TG, BIETRD Dol SHEHEISY
BIX 22 HICIERfETH o7, CRP L5 AT 6.8+4.1 mg/dL,
5% 17 HT04+03mg/dL THo7=. ¥ SAA I, &
H-fif 465.2+58 mg/L, 5% 1 7 H 51+£2.6 mg/L ThH -
Too BIWERNE, MEJE, BUR, 0, BAHTRE7e & OIFRYMEAZE
FE L AFREIUERCHEL DFIE, SETHIDOFAEIT R T,

BT X X<T1L, 2k F AL L2V FMF B3 O%1E%
W L, FMF (B84 2 5 O R R AT 72 88 2 A %o
BRI ETHS.

AR

Bl DBIZAFIE CTldd D2, orFMF (231F D5t IL-1 LN
FHZh T D aREM IR STz,

S LI ER A 4

T RE
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Anti-interleukin-1 treatment among patients with familial Mediterranean
fever resistant to colchicine treatment. Retrospective analysis.

Sargin G, Kose R, Senturk T. Sao Paulo Med J. 2019;137:39-44.

Ve FUARIGHE FMF IS8T 2 5T TL-1 FREDOHHEIZ DN T

HH L FURIGHE, ARME FMF EBE ORRIRIIFIC DWW THGEES 5, /e F
UARIEYE, RMHE FMF BEICBIT DT X0 7 0FME, BEFRICOWTH
AET D,

WMETHA B—Jis%|Z331F 5 descriptive observational study

vty T 2015~2017 #£1Z, bh/L 2@ Adnan Menderes University Medical School U w7~
FRT, 7TF2 7 2&E STV NF B34 14 B35,

PSEI5ES 30 14 1%, Tel-Hashomer criteria (ZHSWTEZMrIh, /b F U RILH
FIIARME &2 S, 7T xR T akbE ST, Ve FURIGDER
1, FEAESHEE >6 B/ Fd DV >3 El/4~6 A & Lie, 7 ImA F—T RN
Bl LT, BARA AT U7z, 14. %S IREVMEFHESS, 7. 1%20% A0SD & A0F L
Tz,

ey £N TFx T (100 mg/H), FEFEGHIE 16.228.9 0 A,

IrA - fabRIA )

FT v N AFEAM
(=2 RARA 2 B)

T T ERbAEI, BRME%AIRE], 2EIH, 3EIEOZZICBIT S, BIEHEE,
KRR, (ESR, CRP), &y 37 R (24 BEREEIR), QOL (VAS scale),

S

@ L b F RGN, AN FMF B3 14 151 OO BG R R %

B B, LobE 5B, SRS 41,3110, 7 %, 2WrE CTOWIR 11.8+8.84ET
bole, MIREINS 13 6], AMEl (THEREREZH V) 2R 1EITH o7z, 2fili=
e F RG22 T TR Y, 1GRBAREYR G EIT 1.710.3 mg/H Th
STz, THNZE T I aA F—T 22RO (B 16, Ltk e i, FHFE 42+
10.9 5%, 7IvA K=Y AZWrE COVBHHIM 7.2+45.5 4, FHareF
Fe 58 1.840.2 mg/H), 13 B TES TN Z1TV, 78.5% T M694V 248 H 458
oo BT A F—3 AAHHFITIX, M694V ARE 3 {5, E148Q ~7 2 /M694V
T 11, MB94V ~F 11 /R202Q ~T 11, M694V 75 E /R202Q AE, R202Q ~F 11 734 1
BITH o7,

@ Lt FURIGE, ARMmHEFMF B3 14 BB 57 %07 0 « 7
=G

- VRSB

TR T 10 FICTRENHERL, 3 flThe &b 50%6DRIELEEE O
DERBOIZ, 1HIFE T I oA R—YRIZLL5BFART, 77X 70 10 H
BT LT,

- ESR, CRP (median (IQR), PfEILY J 3 7 BHlaRT & D ELEL)

ESR, CRP & 12, THF v IREGBKICHEITIKT LIz,

ESR (mm/h) : 7 F %> ZBhAAT 65.5 (24-93), =iz 1 [BIH 28 (10.5-63.5)
(P=0.002), 2[a]H 25 (13.7-58) (P=0.005), 3[AH 15 (12-38) (P=0.008)
CRP (mg/dL) : 7F %> ZB#ART 41.9 (10.2-102.3), %ZZ 1EA 9.9 (3.1-
24.1) (P=0.002), 2[AH 4.5 (1.4-10.8) (P=0.005), 3[alH 1.9 (0.8-17.3)




(P=0. 02)

s Z NI PR (24 BFEIER) (mg, median (IQR), PAEIZY 7% Z kAR & O
beg)

7 v K=Y ZAE0HICEWT, %2 3 BH CHERBD 2RO,
7% T BAMGET 13,995 (5,298.2-17,795), %2 3 [HIH 2,508 (1,387.5-
9,009.7) (P=0.02)

- QOL (VAS scale) (mean=®SD, PAEILT F3% 7 BHAHET & O L)

TInA K=V 2BV /R LEELE BICT X U TR RICERRUEER O,
TInAg F=YRBVEE: T X THAGAT 2.151.0, 2 1HE 5.8%0.9
(P<0.05), 2 H 8.0+1.2 (P<0.05), 3EH 8.5+1.0 (P<0.05)

TInAg R—=VRRUEE T ¥ TAGAT 4.840.7, 2 1HIHE 6.8%+0.7
(P<0.05), 2MEH 9.0+0.7 (P<0.05), 3[EH 9.0+0.8

- FEER

2 B CIHEREAL S ZFRD TN, *HERIELZ ALY X2k L7z, 9 b
1 BTG EBALEYYE, IRIEZ2 G 0F Lo oDk LT,

T TR, MiEFERIATR (BSR, CRP), # /37 JR, QOL ZdE L
7o 2 BICHISEAALI SR 2 FRD T2, ket -2 vRE CTd o 7o,

MV a OB —HERIZRB T 1% 5RA7: descriptive observational study Tdh
%o MR FAIET R (ESR, CRP) [FFEER:/ [ M 0 XA 2SR L S L Tuh7any,
N FE DRI AEFNC K o TR 5, JEFIE D72 <, BEHIF A E W, x5
7 78.5%7% exonl0 A TH 5 M694V ZRAH L TRV, A& BIRAIT 5
2%,

HERRE
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Age dependent safety and efficacy of colchicine treatment for familial
mediterranean fever in children.
Goldberg 0, Levinsky Y, Peled 0, Koren G, Harel L, Amarilyo G. Semin
Arthritis Rheum. 2019;49:459-63.

/N FMF BB ICxid 5 al ke 7’“‘/?’*%@@#1&?%@%@% HPEIZHOWT

EED

4 FEARTG DO/ FMF BBE 2RI % 2L e F ooy, ARMEIC SV T 4~8 %D
PMF 84 & BRBRGES 2.

WFET A

BL—Jiig% T? retrospective study

N A INE/

2010 4 6 H~2018 45 8 A £CIZ, A AFT/L® Schneider Children’s Medical
WY v~FROTF — &% X — 2 THF S, Yalginkaya,
Rheumatology, 2009 @ criteria |[Zfif-> T2Wr S 417z 0~8 %D FMF FBE N4,
PFAPA UISN DR A GO L TWDIER], 7+ v —7 v 7N 2 2> A KO AEH]
BRI L7,

Center /) et al.

SR EH

4RI CaLe FUoEBIELI- 46 B0 H B, 7 —7 v ZTHIRIA 2 25 H Kl
® 4 5l & genotype-matched control N -o 7= 1 filZ RNz 41 1] CEYZIE
i 1.7010.86 %) ZXHE LTz, 4A~8 @ CalrF o a20thL, B rie
~ v FIHT A8 Il CEBIFIEF M 3. 461,40 5k) = br—LffE L L7z, #l
22 (median (IQR)) 13, 4 mARTHAET 16 72 (5.63-31.70), 4~8 EEE T 18. 62
22 H (9. 74-36.00) (P=0.19) Toh o7z, MR, AFE, MAREOA IOV IR
MCTHBEZRDRN-T2M, FMF OFEEEEIE 90. 2% vs 60. 4% (P=0.001) THE
FEERDT, BRI, BRZRL, M694V ~TF 1, V726A ~7 2, M694V 7KE,

V726A 7, E148Q ARE, M694V/V726A, M694V/E148Q, M680I/V726A (2O T, i
BEECOTN O AR EEZRORD o T2, 4 AR CRAIEHEE (/H, median (IQR))
DEALICE D> 72 (2.0 (1.00-4.00) vs 1.00 (1.00-2.00) (P=0.041)),

Ur A - fabRIA 1)

gL FoPEEERE (ng/kg, median (IQR)) X 4 mEATEEET 0.038 (0.034-
0.046), 4~8 EEEET 0.036 (0.031-0.050) Th -7 (P=0.60), R+
BB B2 U-GEBNIE 68. 3% vs 60.4% (P=0.44) TdH -7,

FR2T U NI L
(=¥ RARA 2 B)

BRIMEIZOWTCIE, FEEFHMBIEE & L C, b F U RS o mAE O A B (CR:
FAEER, PR FAEHERD, NR: BOEHEZE(R L/, BIKEHEEE & L
T, aeFoRNEOZWE (VU~FHMEIZEZ22Z28Ob &, ft IL-1 L L B
) & Lz, BRMEICOWTIE, FEIHMEEA & LT, AFEFRORE (BEE
X Rheumatology Common Toxicity Criteria (RCTC) ver 2.01ZX % grading %
B, BIRGHEEE & LT, AEFRICEI 2 areTFUBEEZIEaLET R
Mt D2k & Lz,

S

@G AME (4 FARGHE vs 4~8 BkHE)

TV F U BLE 3~12 73 H OIS T, CR 13 61% vs 60. 4%, PR 13 24. 4% vs 29. 2%,
NR 1% 14. 6% vs 10.4% (P=0.77) Th o7z, b F U RNGHlE B &, fill-1
WA BIRA U 70EBNE, 7.3% vs 12.5% (P=0.49) Th -7z,

@Mt (4 TKATEGRE vs 4~8 BkHE)

BEFEGIAER (34% vs 39.6% (P=0.59)), =Lt F /I (0.053 mg/kg vs
0.05 mg/kg (P=0.33)) ICIFHEZEEZRBDRD -7, RCIC score BlZHD L, 1




(mild) 1% 17. 1% vs 10.0%, 2 (moderate)i 9.8% vs 16.0%, 3 (severe)iX 0% vs
4. 0%IZFRD BHAL, 4 (life-threatening) (XMiHE & HIZFRD Lo T, HEH
G LTI THIARKE T (24.4% vs 22.9% (P=0.87)), MilZHEs s (7.3% vs 4. 2%
(P=0.65)), M@ (0% vs 2.1% (P=1.0)), FZ7 A7 IF—Bfl LA (11.8% vs
23.3% (P=0.19)), HMERHED (0% vs 4.4% (P=0.50)) Z3BH7=, BIFICLY =
e F o AR UTERNE 12. 2% vs 16.7% (P=0.55) Th-o7-, 9 b, 4~8kkf
D 1 I CHEEONTHRER E 2R D 7203 (AST=172 U/L, ALT=487 U/L), JWEIZ XY
U LTe, 0~4 Bt 2L e F ARG 1 FIT GEIEM: FRIE), AEW5r0HRis
ZOFH L7,

MREZITEFMET VT I VIREBETH Y, BEEIZER TH o7,

4 EATEDO /N FMF I WT, I FUTEINOLETHAH Z EVHB LT,

oAb

H—iR 21T 5 retrospective study ThH D, EFE, Bl rilid~ v TF &
72 2 BERI TR ZAT > T D 25, BT RITIAS & BRI RN 72 5, FDA T
HREINTWD 3 e F o OdEER 2 4 Ll ETH Y, European Medicines
Agency TH/NEA~DHEIL DAL STV W Z &b, Alal 4 A O /NN %
%Wﬁ%kbf“éoZ/Fﬂ*wﬁ@$%i4~8muﬁﬁéﬂfhw,%ﬁ
o, BRAH & DI T TV, £, arteF oGRS LY TS
=TT DI TVRY, 3L b F RSl NS FMF (26 LT H B E T~
SVRPRIE L E 2 BN D0, S%ITERITIS U7z dose regimen DFRFI A NI &
EZoiD,
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Biological agent experience in patients with Familial Mediterranean Fever:
Real-life data.
Mart EO, Dogan I,

Yaman S, Ersoy 0, Erten S. Annals of Clinical and

Analytical Medicine. 2020;59:3892-9.
FMF (2 361 2 A4 2 H B D 1 IR

EED

A fiia FMF FBE ~ DA PRI O RIBEEE, EHRANZ SV THREET 5.

WFET A

BL—Jiig% CT? descriptive observational study

N A INE/

2014 £ 1 H~20194 1 HIZ b2 ® Yildirim Beyazit University U 7 ~<FFh
W ABE L7 N FMF B3 (Livneh diagnostic criteria (Livneh,
Arthritis Rheum. 2010) |{ZE-SX2ZWr) 734 3% 4,

et al.

X EH

EC 734 1 (BB 33. 5%, i 66. 5%, RN 38.84+13. 79 %) D 9 H, FMF @
FHEEEIL 61. 3%ZFRD B ALz, T7. TDRERFN D72 < &b 1 DO MEFV s 1248 7
DR HAL, M694V RN 23.3% & % Th o7 (~7 81 13.2%, HE 10.1%),
49. 5% BIHIJ/ BAEM, 12. 3% ARG Z8, 10. 2027 I mA R— X, 10.9%
IZIBMEREARENBO SNz, e FURGEEIINUEETIE, 0.5 mg/HN
3.7% 1 mg/HN45.2%, 1.5 mg/HA 39.5%, 2 mg/HN 11.6%DEF |G I
T\, e F o, EYFRRFILAOHERERE LT, $ 7207 7Y
DUMN8.6% AY MLFE—RIAR3.8% b RoFxroodrn 2% B
BATaA RN25% THFATV N 1L 1%DBEEITEG ST,

IrA - fabRIA )

AR ) S

FR2T U NI L
(=2 FRARA > B)

AR 31T D AW AR BRI O FSERE, (8 3]

S

11% (81 1)) 23 MR BIA| 2 % 5 S Cue, HUINF o SUHI2S 6.3% (46 1) & Hx
£ THY, Wi Z Xt 7 3% (224)), 77XV L~7 1.5% (11 4]), 1>
ZVFT=T 1% TH), TVL=T0.7% GF), B X<T0.1% (16
Thol-, PLIL-1 BANIT T %27 3.8% (2841), T FX~70.5% (441 T
bole, BZXX<T7H30.4% @Gfl) ICRESN T\, TTFX 7253
TU7z 28 il 21 f5°C MEFV {5 A RBGE® vl fbHEENE - T-D1%
M694V ZF T 6 BIZERD bz (~7T 1 14, KT 56,

AW RIE & B 5 SN PMF FBE T, B TNFo AR b £ < A SR
TV, IV FURIGHE MR B LT 2 B A R—3 24 0FFMF (26 LTIt 1L-
1 B 2 532N, (LM BARG K, 1BMERIEIZE G OMIIT 6 L CIEHT INF o 414 55—
IR E LTz, BT INF o BANTAUAG BRI /1B MEBIEI R A OF Bl kT L, 2Eric
BIRENAHEEICH -T2 EEZ DD,

oAb

B 2B T 5% 5 RAI 7 descriptive observational study TH YV, Bk
TOEYFRIA ORI OWTE EH TS, BIEXOIRFEEHIZLD,
L INF o REAIAMUNGZ B2 /R E BRI 2 & OF FUF 2% L, Bt TL-1 WAL Y HEe
NG SN DI H > 7o AR ERN B 2 23, W DIRRIRZ I L7 b DT
X7 <, U IL-1 AN 250 INF o BAI O Z R H O TiEAR W,
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Long—-Term Follow-Up and Optimization of Interleukin—1 Inhibitors in the
Management of Monogenic Autoinflammatory Diseases: Real-Life Data from
the JIR Cohort.

Hentgen V, Koné-Paut I, Belot A, Galeotti C, Grateau G, Carbasse A,
Pagnier A, Pillet P,
Pharmacol. 2021;11.
BIRME A CRIEMEREICK T DR 7 + v —7 v 7 L H IL-1 FRE D Faf iz
WT

Delord M, Hofer M, Georgin-Lavialle S. Front

EED

M H CRIEMREBICT 550 IL-1 8HIDOEE 1L X 2250 TC European
Medicines Agency (EMA) labeled recommendations & O#EEM: 2 RGEd 5, il
P & B DG LU A VAR L WA, FORARICOWTHRET 5,
HEERIZOWTET 5,

WFET A

1 2°F, retrospective study,

N A INE/

7 v AFENO/NBEARIE A CRIEMERBAE O 27— b (JIR cohort) T 2017
6 H 12 HE TITBEESI N TV D EBEEN RS,

SR EH

JIR cohort |[ZHEGEKINTWDHHEZFD H B, EUROFEVER/Printo classification
criteria ([ZHEDWTRE S B s O RIEMER B IESE (CAPS, TRAPS, FMF,
MKD) T, $T IL-1 &K% 1 RILLEERGEINTZERNH D 45 HD7 T 0 ANEE,
56, PMFIZ 136 TH Y, 26153 exonl0 A4 LT = (1692del /V726A 1
i, M694V/M694V 7 51|, M694V/WT 4 %, M6941/M6941 1 f31),

IrA - fabRIA )

PrIL-1 8K, 7F %2 7 D standard dose 1%, %A 100 mg/H, /NE 2 (+0.5)
mg/kg/H, W7 ¥ X~T7 D standard dose I%, 4 EMIZ 150 mg (or 2 (+0.5)
mg/kg) & L7z, standard dose X 0 #&5-&, & H5HEENDL2WEE % lower dose,
2\ A% intensified dose & L7z, P IL-1 JRIEBIMEHRIC T %0 T 2 &% 4
SITWZBEIX /1361 (69%), B T¥X~T71X4/134] (31%) Th-o7-, &
HZ DD 2 VI IL- 1B IR ST % 0 7 25 SN QW =8B 3F135/13
Bl (38%), FFFX~T71L8/13 %] (62%) Th -7z,

FT v N AFEAM
(=¥ RARA 2 B)

Bof&s iz Rid 5 VDT IL-1RIEF IERFE TICERH S 2512 A & (lower,
standard, intensified @ 3 BEIZHS, #E LI A U MIT patient—-years T
L, x4 2816 TR, M & R 5851 VAL TV
B3t ONE, AEFEL,

S

@5 DD 5 TP IL-1 B IERF E CICBRA S5 LY 2> (FWF
D)

T X T0%, lower BEDS 44%, standard FEDS 56%CTdH Y, intensified BEiZ 0%
ThHolz, B FTFX~71%, lower BED 1009 TH Y, standard &f, intensified
FEIZ 0% CTH o7,

ORI L B DG LA DONE (FIF D)

TFTXUTTE, 2HIRA Ty RIEIETHY, ToMiTkE (A &S
b LT L ERGERNDR) Tholz, I FXX~vT7 T, 1R T~
NMFEIETH Y, EOMITTRGHEEN DRI T,

@ L EHS (FWF LS ORE b ET)




BEFEGIAEIRIT 1T 1 1£/100 patient/years T o7, BRI 6 {F, iz
Pt IL-1 RANCRIH T 5 & B 5 FEFLED 40 b -7z, BYJENHKZ T,
TFXT UM, B TFRX~=T 26/ ThHhoTe, THFXR T E I TFFX~
T CHEFROBAERIZEIT o7 (P=0.55), BT 1L-1 AIOEKE &L HE
FLROFAERIZEAEILI D o7, BERLAEFEL L AW Sz 9 FilF 3 Fln
intensified regimen Tdh 7=, BICHIH EFRIIL D>, ﬁ%%gﬁ@ﬁ E A
SIIRETH Y, EREHB SN b O, REEAR L O REIC B
Dék%z%ﬂtoﬁmWTﬁﬁf@&%ﬂﬁ$iﬁ+%377fﬁuLmﬂ
ST (T2 T 29% (7/2561) vs HFF X~ 92% (33/36 1) (P<0.0001)),

Pt IL-1 BANTEARNE B CRIEMERBICXT T 2 BRI RE IR CTh o 7=, FMF
TIE, EMA OHERE LD BARWAHEM & T, 0 RBRBOSYEDTS & 4L 5 v RetEDS
boHEEZLNI,

AR

7F U ADEET —F N Aad R E LTRY, ARLTBBHNERBRRD,
PMF D4BiI7% exonl0 Z2HZ2 A L TBY, FMMHITOFHIZS TR, A
FeCix, 77 R ARHL IL-1 8K OBEL A IBESIN TS, 5L
VA VIRBIEDME A BRI 5 L BEZAOND D, REFEEBELT I n
A R—=VAZEHETY RRA b & LEZRRT A v Tl 2 0 ERH D &
BEAHND,
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Risk Factors for Amyloidosis and Impact of Kidney
Transplantation on the Course of Familial Mediterranean
Fever

Ben-Zvi I, Danilesko I, Yahalom G, Kukuy O, Rahamimov R,
Livneh A, Kivity S

IMAJ 2012; 14: 221-224

A - fEBRIA+)

HiY B ZZ T T-HEEDO R 7 2 a4 R—Y ZARJEICHOVNTAH
a7, ERIREY, BARAERKFOREFHZH & Sz FUF @
PRI R T R OGN

e T A v % TR IR ZE

vty T BB A2 T2 16 HIDO FMF 7 2 v A R— ZBEOK 7 7
A, R, RAED D NDFEHER, R, BREYHT —4
L., 7ImA F—3 20720 18 5l FMF BEDF — &
LD EIT T2,

KRB FMF 72 vA R—v ABHE

B EN B

FRT U L
(o RABRA U B)

AR, BnA L DR

IS

BAERTO FMF 7 2 1A R—3 R EBRF OIRIEFRE & B R0 EiE
X, 73 R= ZADRWERNF BE ERBEETH-oZ, Lo
L. bt FURREOBESFRIIIEF LD 572 (50% vs.
98%) . BB O NF 7 In A R—Y ZAEFET, FAEFICHES
TR IR AE DI AENT D 7o o T (Bt DFRAED B Y
2214 H vs. 143 H) . FMF 7 2 oA K—3 AHBE TILF i&
LA DM BEEDI %[ L TN, T I, K=Y A&k
D72V ENF Tl Z R 46 LT iz,

i

FMFIZHBIF AT I A R—Y ARIED LB fERRKA T1X. FMF
OFEIEE TIE <, JGEOBS L BEIIRE TH D, BRIX
FME O31EZ TR 5 & bivd, sk ORER & E
IIHBETE 2,

A b

B D BB OIENT TH Y | FRIBInFAR E OFEIZONT
IFREB oA — b g s b b,

R LD IR B 4
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Amelioration of familial Mediterranean fever during
hemodialysis

Rubinger D, Friedlaender MM, Popovtzer MM

The New England Journal of Medicine 1979;301:142-144

HHY

FMF & R AR 20 B3 2 xhBmiT b & EB% OARBRE B OERK
HIREE D U DR F

WIET A =AY —X

T o7 Jersalem Hardassah university Hospital
1967 471978 AEZ /T T FMF & RKHIB AR 242 H 5 5 Hlo B
DIMERFIM BT & BAEIER 22 T T2, IATHRO L E 2 —,
B FiE, HYELOHEEIZEE LAV THIET—4%
L TET LT,

SR BHE KR 2E 2T 2 FIF B3

RN NTLgtr, BBhH

(U - fEBRIA )

LT v b LEH
(= FARA L H)

FRPRREE (FMF JEMEOMEE &) | AR

i R

BEFTRTIET 7V DR LY N (BHE3IHA, &E24) .
FMF OFZWHI R B ££ 9 8RR BEIENRE L, BIEIX 376 i =
E R BT 12748 ARG L BRI PR32 Z LRIL E &
Too B 3HNT, BIETICEERS A O, 1 HIX 15 mF
\ZERBED T2 A LTz, 2B INF OFREN S - 7=, BE
1. 2. 4 T, ﬁ%é@itimiﬁf7 A R— /xk
méhho%%4fi SRR T DIV AT R
WM L 5 & 7 méhto%%lfigﬁé%%%ﬁ%
Dﬁ@@ %mmﬁrﬂ WO B, %ﬁ&nﬁ%@ﬂriﬁL

ITHEDOEEREAREZ R LTz, 10 W A0 6 18 1 Akt 7z
ﬁzﬁmr@% @ﬁ%k%@ﬁ@ﬁﬁ%%éﬂtomﬁéﬁ
BRI S 72 <IEJR L BAO R ITER = 572 2oz, 3HIT
SERINTAERNE R U, 2 Bl EE D BAE R & RIS DRLBEDS E 4
WCHETARETH - 72,

i ERFIZB W TSN & BRIAR (I8 & RO RENIE £
V. MBI TPICEIRE Lo T2 2 L s, K& X FMF @
FAETIHICHN TH D ARENER S D,

aRx b HWHE - T2 ThY, BEIEE D,
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Transplantation within the era of anti-IL-1 therapy:
case series of five patients with familial Mediterranean
fever-related amyloidosis

Ozcakar AB, Keven K, Cakar N, Yalcinkaya F

Transplant International 2018; 31: 1181-1184
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PLIL-1 BEEZZ T 27 2 v A R—v ABBHEBE ORERAT A
EIREN RO

WHET A

r—=Av ) —X

vy T4

Ankara University School of Medicine

2008 4E 2018 DO MICB A A T FMF B Y S 1 R—
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Familial Mediterranean Fever Is Associated with
Increased Mortality after Kidney Transplantation—A 19
Years’ Single Center Experience
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Transplantation 2017;101:2621-2626
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Amyloid A Amyloidosis After Renal Transplantation: An
Important Cause of Mortality

Sarihan I, Caliskan Y, Mirioglu S, Ozluk Y, Senates B,
Seyahi N, Basturk T, Yildiz A, Kilicaslan I, Sever MS.
Transplantation 2020;104:1703-1711
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Impact of amyloidosis on long—term survival in kidney
transplantation

Karakayali H, Demirag A, Moray G, Ersoy E, Turan M,
Bilgin N, Haberal M

Transplantation Proceedings; 1999;31:3221-3223
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Long—Term Outcome of Renal Transplantation in Patients
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MiEEL &R H Familial Mediterranean Fever Amyloidosis: A Single-
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Keven K, Sengul S, Kutlay S, Ekmekci Y, Anadol E,
Nergizoglu G, Ates K, Erturk S, Erbay B
Transplantation Proceedings, 2004:36:2632-2634
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Effect of Amyloidosis on Long—Term Survival in

Kidney Transplantation

R. Emiroglu, 0. Bas. aran, S. Pehlivan, F.N. Ozdemir, T.
Colak, G. Moray, T. Noyan, and M. Haberal
Transplantation Proceedings, 37, 2967-2968 (2005)

Hi BT IuA R—URABFITB T BB O M

T A % AR

vy T T Baskent University, Department of General Surgery,
Transplantation Unit, and Department of Nephrology
198547200447 H DI T E L7 115961 OB g DN, A:
K K= OBAEI53%1] (82.3%) . JEIK K —D OBHE
206 (17.7%)

KGR BB A2 T S0 R— R

RN B

UrA - fEBRIA+)

FRT U N AR
(= FARA 2 B)

AR, 7304 K=Y ADFKEA,
KX OB O AEFER

B OFERE, B R

i R

TInA R—YABFOBEBAEIL 32 5] (B 28 #], Zik4
B, SR 31,4 +/- 1.7k, #PH 21~485%) TiTHiL, £
DL 28 B (87.5%) MM NI —. 46 (12.5%) 23K K
T =B Z T Tz, 22 6 (68.7%) 25 FMF, 1 431
(3.1%) MPEHEIY v~FIZHFE L, VD9 H (28.1%) 1EJH
BT InA F— 2 Tholz, FHBHIRIL 51,2 +/-
5.7 (#iPH 27124 78 H) THhotz, FHHLA R A~ v F R
1%2.2 +/- 1 Thotz, 2661 (81.2%) NZOKETERE. B
FE R I 3RERE L, SIS Cr fEiX 2.1 +/- 1.5 ng/dL Th -
7o B 1 FEB LV FEDBRER L UOBIE OAERIT,
FIEI 90, 6%F LT 84. 3%, FBIL N8I 2% L TN68. 1% TH -
77

i FIaA Ry AR IIBREE 2T B OB R ES & FEEC
ZRICEBMAZT D2 LNFAETHD,
TAL 7 IuA F—=v A% VI U TR LRIHT TV 5720,

ARIFEFBIC K D R A RO 5N D,

R LD IR B 4

AT HE A




BB H
Epd
MegE4 & H
HARGESX A v

A kv

Outcome of Kidney Transplantation for Renal Amyloidosis:
A Single—Center Experience

Celik A, Saglam F, Dolek D, Sifil A, Soylu A, Cavdar C,
Temizkan A, Bora S, Gulay H, Camsari T.

Transplantation Proceedings, 2006:38;435-439
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Long—term outcome of renal transplantation in patients
with familial Mediterranean fever amyloidosis: a single-—
center experience

Abedi AS, Nakhjavani JM, Etemadi J

Transplantation Proceedings 2013;45:3502-3504
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Long—term Results of Kidney Transplantation in Patients
With Familial Mediterranean Fever and Amyloidosis
Saritas H, Sendogan DO, Kumru G, Sadioglu RF, Duman N,
Erturk S, Nergisoglu G, Tuzuner A, Sengul S, Keven K
Transplantation proceedings 2019;51:2289-2291
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Outcomes of Canakinumab Treatment in Recipients of
Kidney

Transplant With Familial Mediterranean Fever: A Case
Series

Saritas Hazen, Sendogan Damla Ors, Kumru Gizem, Sadioglu
Rezzan Sendogan DO, Saritas H, Kumru G, Eyupoglu S,
Sadioglu RE, Tuzuner A, Sengul S, Keven K
Transplantation Proceedings 2019;51:2292-2294
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Ffficacy of interlerkinl targeting treatments in patients with familial mediterrareen
Fever:

GetinP, Sari T, Sweri B Inflamation 2015;38:27-3L
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Efficacy and safety of Canakinumab in patients with
periodic fever syndromes (colchicine-resistant fmf,
hids/mkd and traps): results from a phase 3, pivotal,
umbrella trial

De Benedetti F, Anton J, Gattorno M, Lachmann H, Kone-
Paut I, Ozen S, Frenkel J, Simon A, Zeft A, Ben—Chetrit
E, et al. Pediatric rheumatology 2017; 15:37
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F. De Benedetti et al/. Canakinumab for the Treatment of
Autoinflammatory Recurrent Fever Syndromes. N Engl J
Med 2018;378:1908-19. |Z331F 5 Epoch 2 MDFHMi, Figure 2 1Z
i

AT X X7 OHEEICET A2RENREL EEVES,




[y

| s s EcE 4 | LRt

WEEH A L
EHEAL
Meak4 & H
HARGEX A ~v

Long—term efficacy and safety of canakinumab—treated
patients with colchicine-resistant FMF, traps and
hids/ MKD: results from the phase 3 cluster trial.

De Benedetti F, Frenkel J, Simon A, Anton J, Lachmann
H, Gattorno M, Ozen S, Kone-Paut I, Ben—Chetrit E,
Wozniak MB, et al. Pediatric rheumatology 2018;16
(Suppl 2): 52.
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Effect of canakinumab on health-related quality of life
in patients with periodic fever syndromes

Lachmann H, Simon A, Anton J, Gattorno M, Kone-Paut I,
Ozen S, Frenkel J, Ben—Chetrit E, Hoffman H, Zeft A, et
al. Pediatric rheumatology 2017;15(suppl 1) 37
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Phase 3, randomized, placebo—controlled study of
Canakinumab in pts with Periodic Fever Syndromes
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Tocilizumab in the treatment of patients with AA
amyloidosis secondary to familial Mediterranean fever.
Yilmaz Sedat, Cinar Muhammet, Simsek Ismail, Erdem
Hakan, Pay Salih. Rheumatology (Oxford, England)
2015;54:564-565
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Is colchicine therapy effective in all patients with
secondary amyloidosis?

Unverdi Selman, Inal Salih, Ceri Mevlut, Unverdi Hatice,
Batgi Hikmetullah, Tuna Rana, Ozturk Mehmet Akif, Guz
Galip, Duranay Murat Renal failure 2013;35:1071-1074.
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Safety and efficacy of anti—interleukin—1 treatment in
40 patients, followed in a single centre, with AA
amyloidosis secondary to familial Mediterranean fever.
Ugurlu Serdal, Ergezen Bilgesu, Egeli Bugra Han, Selvi
Oguzhan, Ozdogan Huri. Rheumatology (Oxford, England)
2020;59:3892-3899.
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Efficacy and safety of treatments in Familial
Mediterranean fever: a systematic review.

Demirkaya Erkan, Erer Burak, Ozen Seza, Ben—Chetrit
Eldad. Rheumatology international 2016; 36:325-331.
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A systematic literature review of efficacy,
effectiveness and safety of biologic therapies for
treatment of familial Mediterranean fever.
Kuemmerle—-Deschner Jasmin B, Gautam Raju, George Aneesh
T, Raza Syed, Lomax Kathleen G, Hur PeterRheumatology
(0Oxford, England) 2020;59:2711-2724.
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Familial Mediterranean fever in childhood: a single-
center experience

Barut Kenan, Sahin Sezgin, Adrovic Amra, Sinoplu Ada
Bulut, Yucel Gozde, Pamuk Gizem, Aydin Asli Kirectepe,
Dasdemir Selcuk, Turanli Eda Tahir, Buyru Nur,
Kasapcopur Ozgur. Rheumatology international 2018; 38:
67-74.
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Canakinumab treatment in children with familial
Mediterranean fever: report from a single center.
Yazilitas Fatma, Aydog Ozlem, Ozlu Sare Gulfem, Cakici
Evrim Kargin, Gungor Tulin, Eroglu Fehime Kara, Gur
Gokce, Bulbul Mehmet. Rheumatology international 2018;
38: 879-85.
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Anti-interleukin—1 treatment among patients with
familial Mediterranean fever resistant to colchicine
treatment. Retrospective analysis

Sargin Gokhan, Kose Reyhan, Senturk Taskin. Sao Paulo
medical journal (Revista paulista de medicina) 2019;
137: 39-44.
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Renal Transplantation in the Amyloidosis of Familial
Mediterranean Fever Experience in Ten Cases

Arch Intern Med 1979;139:1135-1138.
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Efficacy of anti-IL-1 treatment in familial Mediterranean fever: a
systematic review of the literature

van der Hilst JCh, Moutschen M, Messiaen PE, Lauwerys BR,
Vanderschueren S.

Biologics: Targets and Therapy 2016;10:75-80
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Renal transplantation in patients with familial Mediterranean
fever

Emre Erdem, Ahmet Karatas, Coskun Kaya, et al.

Clinical Rheumatology 2012; 31: 1183-1186.
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Infliximab therapy for familial Mediterranean fever-related
amyloidosis: case series with long term follow-up

Z. Birsin Ozgakar, Sel¢uk Yiiksel, Mesiha Ekim & Fatos Yal¢inkaya
Clinical Rheumatology. 2012; 31: 126-1271.
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Anti-IL-1 treatment in familial Mediterranean fever and related
amyloidosis

Z Birsin Ozgakar, Semanur Ozdel, Songiil Yilmaz et al.

Clin Rheumatol. 2016 ;35(2):441-6.
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Transplantation in renal amyloidosis

B A Turkmen A, Yildiz A, Erkoc R, et al.

Mizka L K Clin Transplantation 1998; 12: 375-378
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TEEX A PV Canakinumab treatment in kidney transplant recipients with AA

B amyloidosis due to familial Mediterranean fever

Mizka K H Sinan Trabulus, Merve Korkmaz, Eda Kaya, Nurhan Seyahi
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Kidney transplantation for end-stage renal disease secondary to
familial Mediterranean fever
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Clin Transplant. 2016;30(7):787-90.
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IL1-blocking therapy in colchicine-resistant familial
Mediterranean fever

Eur ] Rheumatol. 2018;5(4): 230-234.
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Recurrence of proteinuria after cessation of tocilizumab in
patients with AA amyloidosis secondary to FMF

Sedat Yilmaz, Emre Tekgoz, and Muhammet Cinar

Eur ] Rheumatol. 2018; 5(4):278-280
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F1—1 NLRP3E{=FDEEREXE R DRI (Infevers 1)

CAPS - The registry of NLRP3 (CIAS1/NALP3/PYPAF1/CLR1.1) sequence variants

Location Usual name protein name Sequence change Alteration Base substituted Classification Status Associated phenotype

Exon 1 D19H p.(Asp19His) ¢c.55G>C substitution G>C Likely pathogenic keratoendotheliitis fugax hereditaria

Exon 3 R168Q p.(Arg168GIn) ¢.503G>A substitution G>A Likely pathogenic PROVISIONAL NLRP3-AID-severe (CINCA/NOMID)

Exon 3 R170S p.(Arg170Ser) c.508C>A substitution C>A Likely pathogenic VALIDATED NLRP3-AID-moderate (MWS)

Exon 3 727 p.(lle172Thr) ¢c.515T>C substitution T>C Likely pathogenic PROVISIONAL NLRP3-AID-severe (CINCA/NOMID)

Exon 3 C259W p.(Cys259Trp) c.777T>G substitution ™G Likely pathogenic VALIDATED NLRP3-AID-mild (FCAS)

Exon 3 R260W p.(Arg260Trp) c.778C>T substitution C>T Pathogenic VALIDATED NLRP3-AID-mild (FCAS) NLRP3-AID-moderate (MWS)
Exon 3 R260L p.(Arg260Leu) c.779G>T substitution G>T Pathogenic VALIDATED NLRP3-AID-moderate (MWS)

Exon 3 R260P p.(Arg260Pro) c.779G>C substitution G>C Pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)

Exon 3 V262A p.(Val262Ala) c.785T>C substitution T>C Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)

Exon 3 V262G p.(Val262Gly) c.785T>G substitution ™G Likely pathogenic PROVISIONAL NLRP3-AID-mild (FCAS) NLRP3-AID-moderate (MWS)
Exon 3 L264F p.(Leu264Phe) c.790C>T substitution C>T Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)

Exon 3 L264V p.(Leu264Val) ¢.790C>G substitution C>G Likely pathogenic VALIDATED NLRP3-AID-moderate (MWS)

Exon 3 L264H p.(Leu264His) c.791T>A substitution T>A Pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)

Exon 3 L264R p.(Leu264Arg) c.791T>G substitution ™G Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)

Exon 3 L264P p.(Leu264Pro) c.791T>C substitution T>C Likely pathogenic VALIDATED CAPS

Exon 3 T266P p.(Thr266Pro) c.796A>C substitution A>C Likely pathogenic PROVISIONAL NLRP3-AID-moderate (MWS) MWS/NOMID

Exon 3 F302C p.(Phe302Cys) c.905T>G substitution ™G Likely pathogenic NLRP3-AID-moderate (MWS)

Exon 3 F302L p.(Phe302Leu) c.906C>A substitution C>A Likely pathogenic NLRP3-AID (CAPS undefined)

Exon 3 D303N p.(Asp303Asn) c.907G>A substitution G>A Pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID) NLRP3-AID-moderate (MWS)
Exon 3 D303H p.(Asp303His) ¢c.907G>C substitution G>C Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)

Exon 3 D303G p.(Asp303Gly) c.908A>G substitution A>G Pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID) Mild

Exon 3 D303A p.(Asp303Ala) c.908A>C substitution A>C Likely pathogenic VALIDATED NLRP3-AID-moderate (MWS)

Exon 3 E304K p.(Glu304Lys) c.910G>A substitution G>A Pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)

Exon 3 L305P p.(Leu305Pro) c.914T>C substitution T™C Pathogenic VALIDATED NLRP3-AID-mild (FCAS)

Exon 3 Q306K p.(GIn306Lys) c.916C>A substitution C>A Likely pathogenic PROVISIONAL NLRP3-AID-severe (CINCA/NOMID)

Exon 3 Q306E p.(GIn306GlIu) c.916C>G substitution C>G Likely pathogenic PROVISIONAL NLRP3-AID-severe (CINCA/NOMID)

Exon 3 G307S p.(Gly307Ser) c.919G>A substitution G>A Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)

Exon 3 G307V p.(Gly307Val) c.920G>T substitution G>T Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)

Exon 3 F309S p.(Phe309Ser) c.926T>C substitution T>C Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)

NLRP3-AID-severe (CINCA/NOMID) NOMID with atypical features

Exon 3 F309Y p.(Phe309Tyr) c.926T>A substitution T>A Likely pathogenic VALIDATED (congenital hearing loss, autoantibodies, hepatitis)
Exon 3 G309_F311del ;"(Phemgﬁ'smZde""STy' ¢.926_934del deletion TTGACGAGC  Likely pathogenic NLRP3-AID (CAPS undefined)

Exon 3 E311K p.(Glu311Lys) c.931G>A substitution G>A Likely pathogenic VALIDATED NLRP3-AID-moderate (MWS)

Exon 3 H312P p.(His312Pro) c.935A>C substitution A>C Likely pathogenic VALIDATED NLRP3-AID-moderate (MWS)

Exon 3 R325W p.(Arg325Trp) c.973C>T substitution C>T Likely pathogenic VALIDATED NLRP3-AID-moderate (MWS)

Exon 3 G326E p.(Gly326Glu) c.977G>A substitution G>A Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)

Infevers website: https://infevers.umai—montpellier.fr/web/search.php?n=4



F1—1 NLRPIEEFDEERELRD KR (Infevers 2)

Location Usual name protein name Sequence change Alteration Base substituted Classification Status Associated phenotype

Exon 3 S331R p.(Ser331Arg) c.993C>A substitution C>A Likely pathogenic PROVISIONAL NLRP3-AID-severe (CINCA/NOMID)
Exon 3 1334V p.(lle334Val) ¢.1000A>G substitution A>G Likely pathogenic PROVISIONAL NLRP3-AID-severe (CINCA/NOMID)
Exon 3 T3471 p.(Thr3471le) c.1040C>T substitution C>T Likely pathogenic NLRP3-AID (CAPS undefined)

Exon 3 T348M p.(Thr348Met) c.1043C>T substitution C>T Pathogenic VALIDATED NLRP3-AID-moderate (MWS)

Exon 3 V351M p.(Val351Met) c.1051G>A substitution G>A Likely pathogenic PROVISIONAL NLRP3-AID-severe (CINCA/NOMID)
Exon 3 V351L p.(Val351Leu) c.1051G>C substitution G>C Likely pathogenic PROVISIONAL NLRP3-AID-severe (CINCA/NOMID)
Exon 3 V351LGT p.(Val351Leu) c.1051G>T substitution G>T Likely pathogenic NLRP3-AID (CAPS undefined)

Exon 3 A352T p.(Ala352Thr) c.1054G>A substitution G>A Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)
Exon 3 A352S p.(Ala352Ser) c.1054G>T substitution G>T Likely pathogenic NLRP3-AID-moderate (MWS)

Exon 3 A352V p.(Ala352Val) c.1055C>T substitution C>T Pathogenic VALIDATED NLRP3-AID-moderate (MWS)

Exon 3 L353P p.(Leu353Pro) ¢.1058T>C substitution T>C Likely pathogenic VALIDATED NLRP3-AID-mild (FCAS)

Exon 3 E354D p.(Glu354Asp) c.1062G>T substitution G>T Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)
Exon 3 K355T p.(Lys355Thr) c.1064A>C substitution A>C Likely pathogenic VALIDATED NLRP3-AID-moderate (MWS)

Exon 3 K355N p.(Lys355Asn) c.1065A>T substitution AT Likely pathogenic PROVISIONAL NLRP3-AID-severe (CINCA/NOMID)
Exon 3 H358R p.(His358Arg) c.1073A>G substitution A>G Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)
Exon 3 L359V p.(Leu359Val) c.1075T>G substitution ™G Likely pathogenic NLRP3-AID (CAPS undefined)

Exon 3 A374D p.(Ala374Asp) c.1121C>A substitution C>A Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)
Exon 3 T405P p.(Thr405Pro) c.1213A>C substitution A>C Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)
Exon 3 M406V p.(Met406Val) c.1216A>G substitution A>G Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)
Exon 3 M4061 p.(Met406lle) c.1218G>C substitution G>C Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)
Exon 3 L411V p.(Leud11Val) c.1231C>G substitution C>G Likely pathogenic PROVISIONAL CAPS

Exon 3 L411F p.(Leud11Phe) $ﬁ3"1233de""3 delins CTG / TTT Likely pathogenic NLRP3-AID-moderate (MWS)

Exon 3 L411M p.(Leud11Met) c.1231C>A substitution C>A Likely pathogenic NLRP3-AID-severe (CINCA/NOMID)
Exon 3 W414L p.(Trp414Leu) c.1241G>T substitution G>T Likely pathogenic PROVISIONAL NLRP3-AID-moderate (MWS)

Exon 3 T4331 p.(Thr433lle) c.1298C>T substitution C>T Likely pathogenic PROVISIONAL NLRP3-AID-severe (CINCA/NOMID)
Exon 3 T436P p.(Thr436Pro) c.1306A>C substitution A>C Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)
Exon 3 T436A p.(Thr436Ala) c.1306A>G substitution A>G Likely pathogenic VALIDATED NLRP3-AID-mild (FCAS)

Exon 3 T436DEL p.(Thr438del) ¢.1306_1308del deletion ACC Likely pathogenic PROVISIONAL NLRP3-AID-severe (CINCA/NOMID)
Exon 3 T436N p.(Thr436Asn) c.1307C>A substitution C>A Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)
Exon 3 T4361 p.(Thr436lle) c.1307C>T substitution T Pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID) Mild
Exon 3 A439T p.(Ala439Thr) c.1315G>A substitution G>A Likely pathogenic VALIDATED NLRP3-AID-moderate (MWS)

Exon 3 A439P p.(Ala439Pro) c.1315G>C substitution G>C Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)
Exon 3 A439V p.(Ala439Val) c.1316C>T substitution T Pathogenic VALIDATED NLRP3-AID-mild (FCAS)

Exon 3 F443L p.(Phe443Leu) c.1329C>G substitution C>G Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)
Exon 3 F444Vv p.(Phe444Val) c.1330T>G substitution ™G Pathogenic Recurrent fever

Exon 3 N477K p.(Asn477Lys) c.1431C>A substitution C>A Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)
Exon 3 1480F p.(le480Phe) c.1438A5T substitution AT Likely pathogenic VALIDATED w‘xzf_AID_se"ere (CINCA/NOMID) NLRP3-AID-moderate
Exon 3 F523C p.(Phe523Cys) c.1568T>G substitution ™G Pathogenic VALIDATED NLRP3-AID-moderate (MWS)

Exon 3 F523Y p.(Phe523Tyr) c.1568T>A substitution T>A Likely pathogenic VALIDATED NLRP3-AID-severe (CINCA/NOMID)
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Location
Exon 3
Exon 3

Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3

Exon 3

Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 4
Exon 4
Exon 4
Exon 4
Exon 6

Exon 6

Usual name
F523LC>A
F523LC>G

E525K
E525V
R554X
Y563N
G564D
F566Y
F566L
E567K
E567Q
E567A
E567G
K568N
G569R
G569A
G569V
Y570N
Y570C
Y570F
L571F
L571FG>C
1572F
F573S
T5871
S595G

1598F

R605G
E627Q
E627G
E627D
L632F
M659K
M662T
E688K
G755RG>C
G755RG>A
G755A
G767S
Y859H

Y859C

protein name
p.(Phe523Leu)
p.(Phe523Leu)

p.(Glu525Lys)
p.(Glu525Val)
p.(Arg554%)
p.(Tyr563Asn)
p.(Gly564Asp)
p.(Phe566Tyr)
p.(Phe566Leu)
p.(Glu567Lys)
p.(GIu567GIn)
p.(Glu567Ala)
p.(GIu567Gly)
p.(Lys568Asn)
p.(Gly569Arg)
p.(Gly569Ala)
p.(Gly569Val)
p.(Tyr570Asn)
p.(Tyr570Cys)
p.(Tyr570Phe)
p.(Leu571Phe)
p.(Leu571Phe)
p.(Ile572Phe)
p.(Phe573Ser)
p.(Thr587Ile)
p.(Ser595Gly)
p.(1le598Phe)
p.(Arg603Gly)
p.(Glu627GIn)
p.(Glu627Gly)
p.(Glu627Asp)
p.(Leu632Phe)
p.(Met659Lys)
p.(Met662Thr)
p.(Glu688Lys)
p.(Gly755Arg)
p.(Gly755Arg)
p.(Gly755Ala)
p.(Gly767Ser)
p.(Tyr859His)

p.(Tyr859Cys)

NLRPIEEFDEERELRD KR (Infevers 3)

Sequence change Alteration

c.1569C>A
c.1569C>G

c.1573G>A
c.1574A>T
c.1660C>T
c.1687T>A
c.1691G>A
c.1697T>A
c.1698C>A
c.1699G>A
c.1699G>C
c.1700A>C
c.1700A>G
c.1704G>C
c.1705G>C
c.1706G>C
c.1706G>T
c.1708T>A
c.1709A>G
c.1709A>T
c.1713G>T
c.1713G>C
c.1714A>T
c.1718T>C
c.1760C>T
c.1783A>G

c.1792A>T

c.1807A>G
c.1879G>C
c.1880A>G
c.1881A>T
c.1896G>T
c.1976T>A
c.1985T>C
c.2062G>A
¢.2263G>C
c.2263G>A
c.2264G>C
c.2299G>A
¢.2575T>C

c.2576A>G

substitution
substitution

substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution

substitution

substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution
substitution

substitution

Base substituted Classification

C>A
C>G

G>A
AT
C>T
A
G>A
A
C>A
G>A
G>C
A>C
A>G
G>C
G>C
G>C
G>T
A
A>G
AT
G>T
G>C
AT
T™>C
C>T
A>G

AT

A>G
G>C
A>G
AT
G>T
A
T™>C
G>A
G>C
G>A
G>C
G>A
T™>C

A>G

Likely pathogenic
Likely pathogenic

Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Pathogenic

Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic

Likely pathogenic

Likely pathogenic
Likely pathogenic
Pathogenic
Likely pathogenic
Pathogenic
Pathogenic
Likely pathogenic
Likely pathogenic
Pathogenic
Pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic

Likely pathogenic

Status
VALIDATED
VALIDATED

VALIDATED
VALIDATED
VALIDATED
VALIDATED

VALIDATED
VALIDATED

VALIDATED

VALIDATED
VALIDATED
VALIDATED

VALIDATED
VALIDATED
VALIDATED
VALIDATED
VALIDATED
VALIDATED
VALIDATED
PROVISIONAL
VALIDATED

VALIDATED

VALIDATED
VALIDATED
VALIDATED
VALIDATED
VALIDATED
VALIDATED
VALIDATED
VALIDATED
VALIDATED

VALIDATED

VALIDATED

Associated phenotype
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-severe (CINCA/NOMID) Schnitzler's syndrome

NLRP3-AID-mild (FCAS)
NLRP3-AID-severe (CINCA/NOMID)
FMF atypical Triggered by exposure to cold
NLRP3-AID-mild (FCAS)
NLRP3-AID (CAPS undefined)
NLRP3-AID-moderate (MWS)
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-moderate (MWS)
NLRP3-AID (CAPS undefined)
NLRP3-AID-moderate (MWS)
NLRP3-AID (CAPS undefined)
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-moderate (MWS)
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID (CAPS undefined)
CAPS

NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-severe (CINCA/NOMID)

NLRP3-AID-severe (CINCA/NOMID) NLRP3-AID-moderate (MWS)

NLRP3-AID-moderate (MWS)
NLRP3-AID-moderate (MWS)
NLRP3-AID-mild (FCAS)
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-severe (CINCA/NOMID) Mild
NLRP3-AID-mild (FCAS)
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID (CAPS undefined)
CAPS

NLRP3-AID-severe (CINCA/NOMID) arthralgias, headache,
intracranial hypertension, hearing loss, short stature
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NLRPIBIZFNDEEEELTENDEKTIE (ClinVar 1)

Name Gene(s) Protein change Condition(s) Clinical significance (Last reviewed)
NM 004895 4(NLRP3):c.784C>T (p.Arg262Trp) NLRP3 R260W, R262W Cryopyrin associated periodic syndromelFamilial amyloid nephropathy with oy o i1 ot reviewed: Mar 13, 2019)
urticaria AND deafness|not provided|Familial cold urticaria
NM 004895 4(NLRP3):c.785G>C (p Arg262Pro) NLRP3 R262P, R260P Familial cold urticarialnot provided|Chronic infantile neurological, cutaneous | oo oeenic(Last reviewed: De 11, 2018)
and articular syndrome
NM_001243133.1(NLRP3):c.902G>A (p.Gly301Asp) NLRP3 G303D, G301D Familial cold urticaria|not specified Likely pathogenic(Last reviewed: May 18, 2019)
NM_004895.5(NLRP3):c.911T>G (p.Phe304Cys) NLRP3 F304C, F302C Cryopyrin associated periodic syndrome Pathogenic(Last reviewed: Dec 29, 2019)
Cryopyrin associated periodic syndrome|not provided|Familial cold
NM_004895.4(NLRP3):c.913G>A (p.Asp305Asn) NLRP3 D303N, D305N urticaria|Familial amyloid nephropathy with urticaria AND deafness|Chronic Pathogenic(Last reviewed: Sep 19, 2019)
infantile neurological, cutaneous and articular syndrome
NM_004895.4(NLRP3):c.916G>A (p.Glu306Lys) NLRP3 E306K, E304K Familial cold urticaria|not provided Pathogenic(Last reviewed: Apr 27, 2017)
NM_004895.4(NLRP3):¢.920T>C (p.Leu307Pro) NLRP3 L307P, L305P Familial cold urticaria|not provided Likely pathogenic(Last reviewed: Aug 11, 2016)
NM_004895.4(NLRP3):¢.925G>C (p.Gly309Arg) NLRP3 G309R, G307R not provided Likely pathogenic(Last reviewed: Jan 18, 2017)
NM_004895.4(NLRP3):¢.926G>T (p.Gly309Val) NLRP3 G309V, G307V Familial cold urticaria|Cryopyrin associated periodic syndrome Likely pathogenic(Last reviewed: May 4, 2019)
NM 001243133 1(NLRP3):c.926T>C (p.Phe309Ser) NLRP3 F309S, F311S C‘:‘Iz""'r‘;,"::a_:t"e neurological, cutaneous and articular syndromelFamilial o\ o o oot reviewed: Jul 1, 2002)
C urticari
NM_004895.4(NLRP3):c.983G>A (p.Gly328Glu) NLRP3 G328E, G326E Familial cold urticaria|Cryopyrin associated periodic syndrome Pathogenic(Last reviewed: Apr 24, 2019)
NM_001243133.2(NLRP3):c.1000A>G (p.lle334Val) NLRP3 1334V, 1336V Cryopyrin associated periodic syndrome Likely pathogenic(Last reviewed: Sep 20, 2019)
NM_004895 4(NLRP3):c.1049C>T (p.Thr350Met) NLRP3 T350M, T348M not provided|Familial amyloid nephropathy with urticaria AND Pathogenic(Last reviewed: Apr 1, 2020)
deafness|Familial cold urticaria|Cryopyrin associated periodic syndrome
NM_004895.4(NLRP3):c.1061C>T (p.Ala354Val) NLRP3 A352V, A354V not provided|Familial amyloid nephropathy with urticaria AND gy e oty pathogenio(Last reviewed: Aug 9, 2019)
deafness|Cryopyrin associated periodic syndrome|Familial cold urticaria
not specified|not provided|Familial cold urticaria|Chronic infantile
neurological, cutaneous and articular syndrome|DEAFNESS, AUTOSOMAL
NM_004895.4(NLRP3):c.1064T>C (p.Leu355Pro) NLRP3 L353P, L355P DOMINANT 34, WITH OR WITHOUT INFLAMMATION|Familial cold Pathogenic(Last reviewed: Oct 25, 2019)
urticaria|Familial amyloid nephropathy with urticaria AND deafness|Keratitis
fugax hereditaria|Cryopyrin associated periodic syndrome
NM_004895.4(NLRP3):c.1071A>C (p.Lys357Asn) NLRP3 K357N, K355N not provided Pathogenic(Last reviewed: May 4, 2017)
NM_004895.4(NLRP3):c.1219A>C (p.Thr407Pro) NLRP3 T407P, T405P not provided|Familial cold urticaria Likely pathogenic(Last reviewed: Aug 28, 2018)
NM_004895.4(NLRP3):c.1313C>T (p.Thr438lle) NLRP3 T438I, T4361 Familial cold urticaria|Cryopyrin associated periodic syndrome Pathogenic(Last reviewed: Mar 13, 2019)
NM_004895.4(NLRP3):c.1322C>T (p.Alad41Val) NLRP3 A439V, Ad41V C;I‘;°p‘r’t",'”;_sas°°'ated periodic syndromelnot specified|not provided|Familial by, o vic) act reviewsd: Nov 27, 2019)
C urticari
NM_004895.4(NLRP3):c.1579G>A (p.Glu527Lys) NLRP3 E527K, E525K Familial cold urticaria|Cryopyrin associated periodic syndrome Likely pathogenic(Last reviewed: Oct 29, 2018)
NM_004895.4(NLRP3):c.1705G>A (p.Glu569Lys) NLRP3 E569K, E567K Familial cold urticaria|Cryopyrin associated periodic syndrome Pathogenic(Last reviewed: Aug 26, 2019)
NM_004895.4(NLRP3):c.1711G>A (p.Gly571Arg) NLRP3 G571R, G569R not provided Pathogenic(Last reviewed: Jul 9, 2013)
NM 001243133 1(NLRP3):c.1705G>C (p.Gly569Are) NLRP3 GB569R, G571R Z::’f'r']':i:”d urticaria|Familial amyloid nephropathy with urticaria AND Pathogenic(Last reviewed: Jun 1, 2002)
NM 001243133 1(NLRP3):c.1718T>C (p.Phe573Ser) NLRP3 F573S, F5755 C‘:‘Iz""'r‘;,"::a_:t"e neurological, cutaneous and articular syndromelFamilial o\ o o ot reviewed: Jul 1, 2002)
C urticari
NM_004895.4(NLRP3):c.1789A>G (p.Ser597Gly) NLRP3 S597G, S595G not provided Likely pathogenic(Last reviewed: Jul 25, 2017)
NM_001079821.2(NLRP3):c.1805A>G (p.GIn602Arg) NLRP3 Q602R, Q600R Pleural effusion|Pericardial effusion|Fever Likely pathogenic(Last reviewed: Jan 4, 2016)
NM_001243133.1(NLRP3):c.1880A>G (p.Glu627Gly) NLRP3 E627G, E629G Familial cold urticaria Pathogenic(Last reviewed: Nov 1, 2001)

NM_004895.4(NLRP3):c.2582A>G (p.Tyr861Cys) NLRP3 Y861C, Y859C, Y804C not provided|Familial cold urticaria Pathogenic(Last reviewed: Jan 9, 2019)
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