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

Location

Exon 1
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

Usual name

D19H
R168Q
R170S
nr7art
C259W
R260W
R260L
R260P
V262A
V262G
L264F
L264V
L264H
L264R
L264P
T266P
F302C
F302L

D303N

D303H
D303G
D303A
E304K
L305P
Q306K
Q306E
G307S
G307V
F309S

F309Y

G309_F311del

E311K

H312P
R325W
G326E

protein name

p.(Asp19His)
p.(Arg168GIn)
p.(Arg170Ser)
p.(Ile172Thr)
p.(Cys259Trp)
p.(Arg260Trp)
p.(Arg260Leu)
p.(Arg260Pro)
p.(Val262Ala)
p.(Val262Gly)
p.(Leu264Phe)
p.(Leu264Val)
p.(Leu264His)
p.(Leu264Arg)
p.(Leu264Pro)
p.(Thr266Pro)
p.(Phe302Cys)
p.(Phe302Leu)

p.(Asp303Asn)

p.(Asp303His)
p.(Asp303Gly)
p.(Asp303Ala)
p.(Glu304Lys)
p.(Leu305Pro)
p.(GIn306Lys)
p.(GIn306Glu)

p.(Gly307Ser)
p.(Gly307Val)

p.(Phe309Ser)

p.(Phe309Tyr)
p.(Phe309_His312delinsTyr
)

p.(Glu311Lys)
p.(His312Pro)

p.(Arg325Trp)
p.(Gly326Giu)

Sequence change Alteration

¢.55G>C

¢.503G>A
c.508C>A
c.515T>C
c.777T>G
c.778C>T
c.779G>T
c.779G>C
c.785T>C
c.785T>G
c.790C>T
¢.790C>G
c.791T>A
c.791T>G
c.791T>C
c.796A>C
c.905T>G
c.906C>A

c.907G>A

¢.907G>C
c.908A>G
c.908A>C
c.910G>A
c.914T>C
c.916C>A
c.916C>G
c.919G>A
c.920G>T
c.926T>C

c.926T>A

¢.926_934del

c.931G>A
c.935A>C
c.973C>T
c.977G>A

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

deletion

substitution
substitution
substitution
substitution

Base substituted Classification

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

G>A

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

A

TTGACGAGC

G>A
A>C
C>T
G>A

Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Pathogenic

Pathogenic

Pathogenic

Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Pathogenic

Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic

Pathogenic

Likely pathogenic
Pathogenic

Likely pathogenic
Pathogenic

Pathogenic

Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic

Likely pathogenic

Likely pathogenic

Likely pathogenic
Likely pathogenic
Likely pathogenic
Likely pathogenic

Status

PROVISIONAL
VALIDATED
PROVISIONAL
VALIDATED
VALIDATED
VALIDATED
VALIDATED
VALIDATED
PROVISIONAL
VALIDATED
VALIDATED
VALIDATED
VALIDATED
VALIDATED
PROVISIONAL

VALIDATED

VALIDATED
VALIDATED
VALIDATED
VALIDATED
VALIDATED
PROVISIONAL
PROVISIONAL
VALIDATED
VALIDATED
VALIDATED

VALIDATED

VALIDATED
VALIDATED
VALIDATED
VALIDATED

NLRP3E{=FDHEERELXE R DRI (Infevers 1)

Associated phenotype

keratoendotheliitis fugax hereditaria
NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-moderate (MWS)

NLRP3-AID-severe (CINCA/NOMID)

NLRP3-AID-mild (FCAS)

NLRP3-AID-mild (FCAS) NLRP3-AID-moderate (MWS)
NLRP3-AID-moderate (MWS)

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

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

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

CAPS

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

NLRP3-AID (CAPS undefined)

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

NLRP3-AID-severe (CINCA/NOMID)
NLRP3-AID-severe (CINCA/NOMID) Mild
NLRP3-AID-moderate (MWS)
NLRP3-AID-severe (CINCA/NOMID)
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-severe (CINCA/NOMID) NOMID with atypical features
(congenital hearing loss, autoantibodies, hepatitis)

NLRP3-AID (CAPS undefined)

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

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



F1—1 NLRPIEEEFDEERELRD 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) c.1000A>G substitution A>G Likely pathogenic PROVISIONAL NLRP3-AID-severe (CINCA/NOMID)
Exon 3 T3471 p.(Thr347lle) 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.1438A>T 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)

Infevers website: https://infevers.umai—montpellier.fr/web/search.php?n=4
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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.(Glu567GIn)
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.(Argb603Gly)
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 substitution
c.1569C>G substitution
c.1573G>A substitution
c.1574A>T substitution
c.1660C>T substitution
c.1687T>A substitution
c.1691G>A substitution
c.1697T>A substitution
c.1698C>A substitution
c.1699G>A substitution
c.1699G>C substitution
c.1700A>C substitution
c.1700A>G substitution
c.1704G>C substitution
¢.1705G>C substitution
c.1706G>C substitution
c.1706G>T substitution
c.1708T>A substitution
c.1709A>G substitution
c.1709A>T substitution
c.1713G>T substitution
c.1713G>C substitution
c.1714A>T substitution
c.1718T>C substitution
c.1760C>T substitution
c.1783A>G substitution
c.1792A>T substitution
c.1807A>G substitution
c.1879G>C substitution
c.1880A>G substitution
c.1881A>T substitution
c.1896G>T substitution
c.1976T>A substitution
c.1985T>C substitution
c.2062G>A substitution
¢.2263G>C substitution
c.2263G>A substitution
c.2264G>C substitution
c.2299G>A substitution
¢.2575T>C substitution
c.2576A>G substitution

Base substituted Classification

C>A Likely pathogenic
C>G Likely pathogenic
G>A Likely pathogenic
A>T Likely pathogenic
C>T Likely pathogenic
T>A Likely pathogenic
G>A Likely pathogenic
T>A Likely pathogenic
C>A Likely pathogenic
G>A Likely pathogenic
G>C Likely pathogenic
A>C Likely pathogenic
A>G Likely pathogenic
G>C Likely pathogenic
G>C Pathogenic

G>C Likely pathogenic
G>T Likely pathogenic
T>A Likely pathogenic
A>G Likely pathogenic
A>T Likely pathogenic
G>T Likely pathogenic
G>C Likely pathogenic
A>T Likely pathogenic
T™>C Likely pathogenic
C>T Likely pathogenic
A>G Likely pathogenic
A>T Likely pathogenic
A>G Likely pathogenic
G>C Likely pathogenic
A>G Pathogenic

A>T Likely pathogenic
G>T Pathogenic

T>A Pathogenic

T™>C Likely pathogenic
G>A Likely pathogenic
G>C Pathogenic

G>A Pathogenic

G>C Likely pathogenic
G>A Likely pathogenic
T™>C Likely pathogenic
A>G 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

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



F1-2 NLRPIBIEFDEEEELTENDEKTIE (ClinVar 1)

Name Gene(s) Protein change Condition(s) Clinical significance (Last reviewed)
Cryopyrin associated periodic syndrome|Familial amyloid nephropathy with

NM_004895.4(NLRP3):c.784C>T (p.Arg262T NLRP3 R260W, R262W L ; . L Path ic(Last reviewed: Mar 13, 2019

- { Yo (pArg e) urticaria AND deafness|not provided|Familial cold urticaria athogenic(Last reviewed: Mar )

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):c.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 Pathogenic/Likely pathogenic(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)

Cryopyrin associated periodic syndrome|not specified|not provided|Familial

NM_004895.4(NLRP3):c.1322C>T (p.Ala441Val) NLRP3 A439V, Ad441V old urticaria Pathogenic(Last reviewed: 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 G569R, G571R Z::’f'r']':i:”d urticarialFamilial 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 oot 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)





