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- EYIICRET 2R EDRETHNRONDLSIchof, B
VA VBRI EEVEIERE (cryopyrin-associated periodic BERZEHERE Ui, 53 Rk, THZZ2TREOIANLE

syndrome, LUT CAPS &B&:E) &, REMYA MO1>THD
uﬂswLﬁﬁiﬁﬁ &9 2, HMHRBCKEERKRETHD. A
IBEHSIFEEOXEMREZEL, I ESREERZ, B
2%, HER BUEBEALGEHSAEERELTHShTVSY, &
EFEAR &, BAOKEZRE, TANALEEFERAEDE
TRBBREINT W CAPS DEFIZ#EER LTz, CAPS (&, B
HICIL1BEBEEZMAT 52 &I & D RSN GERES %
CETEDAREMENH D, BEERAEDOHEINEEE U EE
EEZRET S,

iE Bl

B 54 BH
EiF - FRAIBEREET
BIEE 6 S EMEESY U3 F, 15 mEL SHAIRSZ S
HIE, 27 REERENEBEAOBENH D, 34 mENS TAD
ATERREZRIT TLI .
RIERE &, WA, ek, BAOEREZ0ORES ICHER
D, femmk, EBICTADADEEDHD. 23 MOEEIEN—
F v MEOZETCMBRICERT (Fig. 1).
R IRE. RE2ANBS L. KRPEER, BEMRER
ERT, NZRIEYRSETRIEZICREL WL
IR @ 34 REICEREOBRBEBRREIEZEL, LSRR
ARTYZH I R200mg ZfEI N TW e, 52 RENS, &

BOEEICSMANMN
BN SN, 92
DMET, N—F VY ZXALFSIEIRBh > 12
BN D IR T AL TWe, ERICHRAMEEEE T v EEE
NHO, FERRE BEZ/OYVI TREEZRZITTE D OARETRT
LTWBZENHIBALe, EEREREENSI MOV R TR
EEAICEIFARTREEEZED TV, 54 KK, E5EE%
U CERZEMUEICIFRSN, BEMBEDOLOAE G ST,
ABTHRFIRAE : &4& 165cm, #KE 47 kg, BMI 17.3, KR
36.3°C, MDA 60/4), IME 97/51 mmHg. FURERIC RE &
m<, BEALROBHO oI, FTOM, —MREEFTRICH
IREZ L FAD o, MRENICE, BHIIEHRT, ®EIR
ANRABESHER 7 —)L (HDS-R) (& 5 /5, BITEZEHLAE/ Ny T
J— (FAB) (34 REZFBICETULTWED, RAMEREETIC
DWTORFIE B > fo. BHERTIE, MERELD 1 mm K
TICHEEL TWe, MAIREEHENS D, MREaL TR
ENTARERE o o, BER T, TRICHNETPHERER
<, BREEFERL . WA EFEEHICHPEEDHEREE
R, BEFEETH oo IRMITRO D > DY, AKZF2
RICIERonahore, I I0REST, BEOKRERFAR
Rl BER, BEMBRRICERZRBDL oL,

REME @ ARKOIIRIRE T, CRP 16.4 mg/d & REEFTR
T, BINIK 13,270/u, IR 86.4% £BLLTHD,
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Fig. 1 Family tree.
The arrow indicates the patient. The mother’s family had an autosomal dominant form of hearing loss. Of the two mutations detected in the
patient, the p.Glu691Lys mutation was detected in the aunt with hearing loss, and a cousin with hearing loss and epilepsy (*). The cousin’s 23-
year-old daughter had been visiting a hospital for neuro-Behget’s disease (arrowhead). The mutation p.Arg262GIn was detected in the
asymptomatic father and brother (**).

Fig. 2 Brain MRIimages.
Axial FLAIR (1.5T; TR 9,000 ms, TE 141 ms) (A) and T, (TR 540 ms, TE 12 ms) (B) imaging show severe brain atrophy for age. Gd-enhanced T,
imaging (TR 540 ms,TE 12 ms) (C) shows meningeal enhancement.

Hb 11.5g/dl THofc. e - BRI IER T, EMEER HESHEOREEBMNEEROIH, MEEICIIERESER
o7, Ab 2.7 mg/dl EEET, ME 119 mg/d, HbAlc Mo (Fig. 2C). R Y |~7/;<fr\—9 VVFTS

6.3% THofc. FUZIUE, VIV M REFIFEEHSIED - 74 (DAT RF v YV) TIE, MEAFREEICIEZERRIDAMET
fo. NEERRETIE, MAR% 53/ (B3R 35/u, ZRAZIR DI (Fig. 3). B-RXYA—RRYIIIITF =TI (MIBG)
18/ul), #& 68 mg/d/, EH 152mg/d/, I1gG index 0.75, IL-6 DEY Y F U T 7 4 TlE, early HM 2.75, delay H/M 3.03 &
307 pg/m/ T&H - fe. FEEBMRI Tld, F#ICHE L TEELREM H/M L DIET =R EM > Ie.

EiEzRHic (Fig. 2A,B). ARUZTILERTIE, BEEXIC AB#iRE - Yk -> TWeI OV RYUTRIR, BETR

414 BRERIES | 2024 | 6456 5



BEEREBEREFRMEICRAMEEET 2R L CAPS D 1l

Lt

Fig. 3 DAT scan image.
Striatal dopamine transporter (DAT) density evaluated using 1123-FP-
CIT shows moderately reduced DAT density, SBR (specific binding
ratio) Rt = 2.54, Lt = 3.27.

BRIV ) -V IBREBETERZERREINGD oo, NBHER
DOHfBEES S IR DIBBRUR, SELNERENS, KREIRIE
MBEEA EEX o, NERRIL6 DEENS, HER—F TV
NRZEERICE S HLA B BT L f2hY, HLA-B51, HLA-A26
(FREMETE o o, BERHEBORGENS, BLEEREZE R
ExEZHEULSCANCE 3, 6 MBFICEEWEEY VY F, 27 %
RFICEREMRBERDBENG D ENHRBLE. UENS, B
DREMREZ D, N9 S DNAFARFIICERTREZMKE
U, NLRP3BIZFICZDDIREVRAER (p.Arg262GIn NT
OB LT p.Glued1Lys NTO) ARES . 2EORFTOA
RIULZEEZH 22V, 7L K=V O 30 mg/day THREE
BB LIcE T3, CRP0.9mg/d, BMEBERMAZEL 16/u &1{E
TU, E5ICHDS-R28 &, FAB 10 = & SRANHELAE D KIB IChE
Lfe. Ji—F VY UREDEBREREZBDT, Y/INEYDH
THEE) - HERECEERAHELL, STHREL THRIZ
ROREICR -7z, BERREHok2h, 7L RZVOVYOR
HIcLXDHEXOBRERDRL, ZTOHMEARLATOAR
INIWRZE IR, AL, HEGEICEEORY hyay
EY Ihe o) shaWg ERINEIOERND Loz, BETD
EEIGREECHIBTL, SRERCESEBERICAPFL.. BE
iF7L R=vVOYr 15 mg/day Zikim LR BBL TR D,
SBIL-1BEEEZRIILRT 5FETH 2.

£ =K

ABIE, FRMICHET UL RAMEEEET & TRICHREARE
F2 U, SHMRBERE - RIEEOFEEUC & DI E - 72 CAPS
DIEFITHD. CAPS I[CHBIMNGRE PRI R E, DAL
BT, TADA, I\—F2V ZXLREDOPIREFERIFIS
IS >TemhETH oo, SAERE U T, HFEVCRAE
ZVENSI ROV RYTRK, /N\—F> Y ZXLP DAT RF+
YOREMSIN—F2Y VIERER E, HREENREEE X .

5(C, EUEBRACEEGNEEISHER—F v Mz
Fofch, WINbEBIMERETEES N,

CAPS (&, BRBERDEETEHHOXENEL S H
CRIEERERFEICEEND, BREFENE (BY) EGEET
$H3. NLRP3BIZFICI—RENZ 7 UAEY v OEEERI(C
&%, REHEYA ATV IR OEENGEEBNERES
UL, EEEICELDREGHESBSRIEEMREE (familial cold
autoinflammatory syndrome: FCAS), Muckle-Wells fE f& £
(Muckle-Wells syndrome: MWS), $74 2 BRI RAE % BBiaR A AE MER
£ (neonatal onset multisystem inflammatory disease: NOMID) /
BMEF IR MR R EREEEMSE (chronic infantile neurologic
cutaneous and articular syndrome: CINCA fE&EE) [CH¥EEh
%2 FAESEEIE 100 BAIC 27 5 55 A&ah?, FIBTlE
BEHRE G > TWT, HEEBEHIZ 100 ANBETH DY, &
BEEFEUTCRPYILEY A KAEHR (serum amyloid A:
SAA) D ERZRVBHZIFN, ERFERELT, B, SHEK
REZ, fnfe, BNz, BEEHEE EEUERELX SEFEHA
5NTW3. BICEREREIRDEEDEWERESONT
BD, HRIE84%, HEIFITBICEENZEVWSIHELH
%49 —7, CAPS Tl F T < DEBEEECFEENRK
HFEINTWED, ZECEITEROBEICEENSHD, EED
BRICE ST, HBENSEKADLSICHKAPEZREDED
RAEMEMRRF & U CHBM AR RZ R < FIREMEDN S 59,

ABTIE NLRP3 SEBIEF D p.Arg262GIn & p.Glue9iLys d =
DOIREVRAEENFESI N, RADR, B, BHONE,
HEDA4ANTDOWVWT, COZDODEERDFEEFANE
LEICWITNLIOEENMEHS N (Fig. 1%, *). HIEDH 2
BHORBEHEE TANANGZBADRMTHRESI NI
p.Glue91Lys ZE (Fig. 1*) &, BIRICIEBWEETH D,
CAPS CHREREMHDBESIN TWIEEDER T IMEICHE
EIBIEehs, REFEZRETHD IR BFEDONSD. 23
ROBADOREMDIE (EE) &, HREN—F v MEORZKT
BT TH D AL (Fig. 1 KEE), BDRITEHAPTA
MAEER, p. GIu691Lys ZE(T LD CAPS DIEIR TH 2 AIEE
ENEW., —7F, RB|EBTHRESI NI p.Arg262GIn DER
(Fig. 1) DFEFH DD, NLRP3 1> 75XV — LSEMEEA

DEENERSINTE ST, FEEEEFIIAEIN TV,
ULH LD S, p.Arg262Tp, p.Arg262Pro, p.Arg262Leu DZE
BIEEEEEIBRESINTHE DY, AZEHFEICESLT
W3 ERBbNnd, RKPEBNREL TWRWI NS, RRE
DHEWERTH B ENFHEINZD, FHIFHADRRTIR
HE N p.GluedLys BEE E DEGATOESHZTEICEL ST
ERNEFELMLICEEZ SN,

CAPS DRREFERE TS NOMID/CINCA FEMREE T I PR
FERZRD, EBEREHREEREY, BEPIELGE DR
FUBUER, FEEmE, KE, TROKME, —atkh e KIEE
BHEBREBERLGRENREINTED, 2o, RFMEHEE
VIRENES (RHRIAETE /BEL RESEX) PRES
NdZENHB7. —A, RFITRSNI/IN—F2Y ZILP
HBRRBAORSES(E, BAVBRULRDBEONSBM S .
MBG DY Y F U757 « CEBETZRH I ERREEY Y
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ANRF—EFRINDIN, BLRIEREMRBEOEH LT BIC
FBFEFIEETHD, RLATOA NBERBICERNEEL T
WBZ e 5, RBID/IK—F> Y Z TLPEELTIE CAPS
DIRRE & BEN B 2 BN S 5.

KEID &S ICRAPRE & W LECRIERES U WVERD
1<, PIRERIERDD S D CAPS (&, HENEIZBYICED
IEAHENDHD. RERICZE LGS, EREREXPH
BRECOREMR, XESELGE, HBT DEENS LH
BR—F v MNENZEDNZHE UV, BREOFFEN
BIEREO A TRASHOHEREERE L U TREFRBHEARS
n, BENADEN, SRNEEESSEDESENMBET IR
%3, CAPS ICXU TIEIL-1B FHEEMNER TH DY, MHiE
ARELREBRICOWTHL TH L T & TRHADHT - SAEIC
BODE, RSN HERES Z O T E RN H 5.
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Cryopyrin-associated periodic fever syndrome (CAPS) presenting as early-onset
dementia, lacking typical recurrent fever or skin rash: a case report

Tomone Taneda, M.D.?, Mizuki Takahashi, M.D.”, Maiko Umeda, M.D.", Yoshitaka Umeda, M.D.",
Mutsuo Oyake, M.D."”, Ryuta Nishikomori, M.D.? and Nobuya Fujita, M.D."

1) Department of Neurology, Nagaoka Red Cross Hospital
2) Department of Pediatrics, Kurume University

Abstract: A 54-year-old man with a university degree was admitted to our hospital because of a two-year history of
progressive dementia. He had familial sensorineural hearing loss and had been treated for epilepsy since his 30s. On
admission, he showed severe dementia and parkinsonism without fever or skin rash. Systemic inflammation was evident,
and the CSF cell count and IL-6 level were elevated to 53/u/ and 307 pg/m/, respectively. Brain MRl demonstrated diffuse
brain atrophy. More detailed anamnesis revealed a history of rheumatoid arthritis in childhood and aseptic meningitis in his
20s. Genetic examination for autoinflammatory diseases demonstrated compound heterozygotic mutations in the NLRP3
gene, causing cryopyrin-associated periodic fever syndrome (CAPS). This case was atypical CAPS presenting as early-
onset progressive dementia, without recurrent fever or urticaria-like eruption which are usually seen in this disease.

Key words: cryopyrin-associated periodic fever syndrome (CAPS), dementia, chronic meningitis,

familial sensorineural hearing loss, parkinsonism
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