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Ulinmwonipymu

dipoht wwphubiph ghnwluwy hbinwgnuunigynmiuubipp gnyg wdbight, np npn)
hwqqunbtiy hwunhunn $bpphy (nbunnd ninblgynn) hhjuunnipnivutin fuaguo tu
dunwuquuwy windwihwubiph him: YFpwighg ywwnliph ntuypnid panwihph dni
wunwdubpp unyuwbu Junpnn G guppipojot miig mubuu:

b°us £ wwimimy «qhiubnhjuiwt windur hom

Uw wwuwlind £, np qiup wuuwhwpwp thojudty b wyu Gplnyep Gnggnd E
Uninwghuwr: Unitnwghugh hinbwupny thnjuynid £ qGuh $mufghwt, npp ufjunid
opquuhquht ufjuwy hupnpldwghw hwnnpnby b wewewunid b hhJuunnieyniu: Pninp
dwnpnuag pohoulinnid unytu qlithg Gpint ophuwly Jur: ‘Lpwughg UGu wuhwnp
dunwugnid £ Unphg, dyniup” hnphg: Uniinwghwubph twwppbp dLGp Ju.

w. Unmnwghwt wefuw k gwb 0unnulph Unn: dunwugnidt uyn nbwpnid hund
Gplynt dLh.

rlighupiy/ — v Wywuwlnid k, np dunnubipp Gpiniut £ jpnd 6o dninwghwt, vwljugy
thnuquo £ (hund qnyq qGuliphg dhuyu dbGyp: ‘Upwup hhJuwun s, pwh np
hhJuwunnipymuu h huyn b quiphu Jhuyu wyu nbuypmid, Gpp Gpine qGubipu by
thnthnjuJuwo  Gu:  Bpbjuugh hwdwp wyn  dninwghwy  jnipupuwysnip 0unnhg
dumwuqliint chuljp 1-p 4-h t:

pnupbbm — v wuwlnd b, np U0 dnmunwghwyh weljugnigymiup padujua
hhJuunnipymt wrwewgulint hurdwp: Uyu nbupnid dunnlinhg dblp wwpuwnhp
hhJuwun L U hhJuwunmpuu’  Gpbjuught hnjuwugdbnme  huuwoawuunygyniup
ququnud k 1-p 2-h:

p. Umwwghwy pwguwliumu £ 0unntliph dnn. Uninwghwy wnwowumd E
pinduudnpdwt ppowunid. uw Unsgnid £ «de novo (unp wnwouiguid) Uninwghuy:
Stuwuanpits wyu nbygpnid  hwenpny  Gplijuwtliph  hwdwp  nplk ehuf  sQu
(unynpuuhg ny wybjh pwpdn), vwlugy hhduwun Gpbjuagh dunwuqutiph hwdwp
nhullp Gnyuy L, huy np godhbwon  dnnwghuyh  wuopuquynd,  wyuhupy
nipuwpwiusnip Gpgnt Gplijuwubphg UG4p Jupnn t hhJuwun (hulbg:

dunwuquijuy guppbpwljwu wnbiunbp
(Shywinnipymiuubiph  pdwn  widuwundubpp hhdtwuwund  wbpfuyugdnid G
Uhowqquyht hwuudnidubipny)

Cunwuljwu Jvhoipjpuonfjua whunp Quud wuwppbpwiws bhhuwinnienia).
uunuqpynid t wnwudh:
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Cunwubjwu hphpinyws whin Jwd TNF pighgunph hbin  wungugduo
uuppipwwy vhunpnd (TRAPS - TNFR (Tumor Necrosis Factor Receptorl)
Associated Perodic Syndrome)

b*us £ uw

TRAPS-p nnuhuwun dwunwqynn vhunpnd t, npt wpnwhwyndnid | aquppbpouu
pwnép wbunny, unynpuwpwp 2-3 jwpwpe wbnnpngyudp, U nnbfgdmd  E
unwunpuwnhpught  fuwuqupnidubipng, Jwpih  Qupdhp  gwynnn guund,
Uquwuwguyny b hwpuwliouyht wynmgnd: <hwunnpymup dhugt  Jbpelipu L
uupuqnpdt] b nuniduwuhpyty:

TRAPS-h  plpugpp pupnpul E U hupbwihdhnwgynn.  wyunwdGuwguhyd
hhJuwunubiph 14 wninup Unn qupquuntd £ dwup Gpipnppught Gphordoghu
hpquannpymt, npp Ynsggnid £ wdhinhngng  (nbu  hhduwuwt  vhduundubph
ujupuqnnipniun):

h°us hwwwwinpjudp L hwinhuygnmd wju hhJuwunniyejmup

TRAPS-p hurdwpynid £ hwqunbig hwunhwnn hhJuannieyni@. pungudbap 100-hg
wuwluwu nlbwplp Gy YQuwpuqpdtiy nn9 wpjuwphnid: Snwubipp L wnehfubipp
hpJuinwuntd Gy hwduwuwp  hwdwjuwwonpyudp.  hhJuannipyuy  ufhgqpep
unynpwpwp (hund £ np dwujuluwy jud glinwhou inaphpnid:

Shywunnipyuwy wewehu nliwpbpnp aupuqpdty tu bpjwunuwlwu b pninjuunwljwy
owqUwy wudwug dnw, vwluyy hhjwunnipymup Wqupuqpdtp § awb  wyg
wqqnipynuuliph  ppwuntd”  ppwtuhwghtbiph, hwnwjwghttiph, ubbwppugh U
wppluwqgh hpiwuiph, huybph, wpuwpubph b Uwqpipgh uphihwuubph dnw:

Nnn°vp G0 hpjwinnipyuy wumndwnubipp

TRAPS-h  wuwwdwnep TNF-nlighuunp  ngJuwo  uwyhwnwlnigh  dwnwuquljuu
winduwihwu b, npp hwuqligunid £ hpduwinh dnn Gnpdwy unip pnppnpuht
wuwwnwufuwth nmidinugdwu: TNF (SUd; uw nminnigph Glijpngh qnpont Gngynn
wniph wuqitipit hwwuymdY £) Unsynn pnppnpuyht hnpudnup anpdwyhg wybih
nidlin wqnbgnipymt t gniguplpnid, pwth np thnthnjujuwo TNF nlighupnnpp, npp
unpdugmd. uumd £ TNF-p b Wwqligunid . poppnpuyht wpuonwujuwth
huntituhynipymup, wyu nhwgpnid hudwounwujuwt wqnblignipyniu sh gnigupbpnud:
Ujyu nbptiinp pwgupmd . hpdJuwinnipjuy wpwusbpp’ nbun, nnn L gud:
buptiighwubipp, Juwuduwopubipp Jud hnqipwuwluwy uinpbup Jupnn Gy unuuabph
[upwt hwunhuwuw: TRAPS-h U wudphinhnngh dhol tnuo Juuwp hwdwiwpunp
quiptijh £ pugunpl] upnuhjuiua pnppnpnidng b qGabnpujuy gnponuulinny:

Uyu hhJuunnipymup dunmuquju®u

Gupunpynud £, np TRAPS-p dunmwuqynid I nndhtwuwn dund, pwth np anyl
punwuhpnid Juipnn Gu hwunhwby dGihg wytitjh nlivgpbp, jnipuwpwysnip uipinh
unwn: bpnp, ubippinwubjwy wdnwuneymuuliph pdh juqnudp hwaqbigntip t

hhJuunnpyuy puquwehy punwubut ndupiph pdh fpdwndwo:
TRAPS-h hwdwp wuwwnwujuwbwnnt qiup wminuijuyJwo £ 12-pp ppndnundnod

(12p13 nbtighnuntd): Uyu qiith dninnwghwt hwuqligunid k wundw) TNF nblighupnnph
wnweowguw, npp TNF-h dwutwignipyudp pnppnpuyhts wumnwujuwth pupugpnid
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pudupup putwlnipyudp sh wpnwnpdnid: Uhusl opu Ujupuqpytip Gu ugyu qbith
33 nwpplip Untinwghwubip:

Stuurpugn®n £ Juuuli] gpo wewgwgnidp

Gplijuwy hhJuwunnipynmup dunwugnid t ounnulinhg nplt, UGhhg, npp hwunhuwund k
qUuh Untinwghurgh §pnn, pugunipyudp wyt nbupbph, Gpp dniinwghwy wmwewghy
L «de novo»: Untinwighwu Gpnn wudp Jupnn L mubiuw; TRAPS-h ihuhfuiljuy
upwutln qud Jupnn £ smubiug:

Uhinfuynid hhJuwunnipyuwu wnwgwgnidp huwpunnp sk Juufuwngbby:

Uw Juipuilih®s &
TRAPS-p  hudpbliighnt  hpJuwinmpms sk: Uys  wewowunmd L dhuyl
hudwwuinuujuwy qiubmhjuut thnthnjunieyniu nialignn dwpnnt dnwn:

Nnn°up G0 wyu hJwunnieywt hhdawlwo tywaubpp

hutwluwy vhdwundp  wuppbpuuy nbitny b anguubpp mbnd 6o 2-3 ywpage,
ninfijgynid Gy nnnnd b midbn Jjwuwgufbpnd’ pungpytiind hpwup b Jbphu
Jlponypulinp: Runpny t Jupdhp m guynn guth wojuynipymiup, nbnuljuynidp
hudwwumnwujuwunid £ Gupunhp dwpfh b Jquwuubph poppnpdwt hwnduwoubph:
Guww hpJuunolipn Wnd Gu  «unpp  nbnwluyduwo», nmdbn, Jojwupwadwy
Uquwiuwguip unwuygh ujqpnid, npnup wunhdwuwpwp ndinuund Gu b uund
Uhqpugqti| ntiwh Jbpgnypubiph wy) dwubipp (nhunw] dhgpughw), npu hinbnud |
guwuh wnwowgnidp: Runpny £ vwl wmwpwomy thnpuguyp upnjuwnungh nt
thufudwa hbnn dhwuhY: Ugph pwumuuliont pnppnpnidp (Unyniayinpdhwn)  L/Ajued
hwpwljuught wynnguonyeyniup Unyuwbliu punpny Gu TRAPS-h hwdwp, vwljugy
npwoup Jupnn 69 weljuw 1hub] Ywb wy) hhJwunnigeymuuliph dudwiwl, ophuwy
w(bipghuyh:

TRAPS-p uipnn L wipnuwhwyndtip awb wy wpwuubpnd, unuuialinp upnn Gu wdbph
Jupwwnl Jud Gpuwpowwnb (hab: Gppbidu (hgmd £ wl Gpopuduwinuih gud
wuydwuwnpywd wibpugh Gud wiphjupnh poppnpnidng:

Udhinhnngp TRAPS-h wditwowup pupnnipynmut t, vwljuyy wewewiund b dhuygy
thnppuphy nbwplipnid: Uyt wpunwhuyndnid © dbogmd G0 puwtwlnipjudp
ughunwlnigh h hwyn quny, hul himwquynid unpuwind E dhush Gphjudughy
wupwupupniniy:

Lnnp hhJwnutinh Unin hhJwunmipjwy pupwgpp um®jua t

TRAPS-p hhJwunuliph dnwnn wwwppbp Ghpy £ wpnwhayndnod. hhd@wuunod vw
JOpwpbipynmd £ gnouubph U dhounumuyuwljuwy  ppewtutiph  wbingniejwup:
[hJwinnipyuwy  hpdvwuwy  wuvbph hwdwlgnidp  Lbu  wwppip B Uyn
nwppbpnyeymaalinp dwuwdp pugunpdmd G giuGnpjuljuy gnponuubpny:

huswli®u £ wy wjunnpnyymd

Rdhoyp Yupnn b Gupuwnpliy TRAPS-h wnuyniyeymiup ihuhuljwy wpwuubph b
punwubuwy wuwduligh hpdwt Jpu: Upwt npnpulh  hGnwgnuniemiuobip
huwymuwpipmd G4 pnppnpdwy weljuynyeynmiup anuuliph dudw@wl): Ujunnpnynidp
hwunwndnid £ Jhugt  qbitbnhjuliuwy  pounpjudp, Gpp huynuwpbpdnod  Gu
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hudwuwumnuujuwy Untinwghwubpp: Swppbpulhy wjunnpnynidubpp qupptipoljoy
nbunny nintijgynn wy] Jhdwlfubip Gu, hwnfuwbu punwbot Jhebppuondjuy
wliunp b hhwbip-huniungnpnitht & uhanpnup:

husli®u Bu pnidmy wyu hhJunnyeynup

Shwunnupymup Juujuwpgbiim Jud  Joppuwuwuwmbiu pnidhnt nplk, dhong
qnnipymu  smuh:  Nsuuwlighbhy hwluwpnppnpught  plintipp  phplwguntd  Gu
upduundulipp unwuubiph pupwgpmd: Puwpdp nnquyny uwnbpnhnubipp hwdwju
wpryniawybivn Gy, vwljuyu npuotg Gplupunb oginugnponidp hwuqbgunid £ nipg
Unnutwlh wanbgnieymiautiph: TNF-h uwglighbh pinjumwy wpymawdbn b npnp
hhJuunubiph Unw, Gpl uyn ninudhengubinp tipdnid Gu unujuygh ujqpnid:

Nppw®u E pnddwt mlinnnipynmun
Pnidnudp wpdnud £ dhug nwuygh ppowunid, pwuh np ng dh  plinudhong
wnryniuwylinm sk mbunh unwuabipp Juujuwpgbiint huwdwp:

Nnpw®u &, hhJuwinnipyuy nbngnigymun
TRAPS-U pupwunid k; unwuubipny, npnup wnwewunmd 6o twwpppn pundhenidubinnd:
Shjwunnigyniup wowhuuwagnid | nne fyuwuph pupugpnid:

Puswhuh®u £ TRAPS-h Unpljwpwduniltin pupwgpn (Wpn)

Shjuunnpyua  wdbuwluwpbnp - pupgmpmiup Gppoppught wdhinhgngp,
wnwowunmd L dhuyu thnppwpehy hhuwunubph dnwn: (hullp Juwjduwo b el
qUuinphuluiy, 0 vhowduypuyh gnpontatinhg: Udhinhnngp dwin pupnnipyni
L hwdwju hwuqligund £ Gphjudaph wipwduwpupnigyuu:  Lhpjuynidu  wyu
punnnipyniup Juuwpglbfijnt ny Uh dhong gnynipyniu sniuh:

Nuwnun’p £ wprynp 1phy wenngwgmy

Lphy wonneuwgdwt htwpudnpnipymap abipjuynidu Jpeuwjuiwwbiu wupg sk,
uwluyu sh pugunnid: TNFR-h qiubinpjujut Juomiguopuyhy duwthnjunidp sh
wnwowgunid  Juymu  $miulghntwy nbdbn:  Udhiht, wnwnbughwy Jupwuhs
qnponuubliph wqnlignipyuwy nunupbgnidp Jupnn kL wnwewguly Juyniu eiidhuhu:

Ulwntuwmnhtwquyh  him  wunguguwd wwpplpwlwt whinh  uhungpnd
(Mevalonate kinase associated periodic fever syndrome MAPS. twl wuduwunid Gu
hhutip-huniungnpnitht * uhanpnu)

b®us L uw

MAPS-p dwnwyuquljuwyu wuwpplpwljuwyu wbunnd pupwgnn  hhJuwunnipmiu
Shjwinubpt mabomd G4 puwpdp wmbianh Gphudnn anwubbip, npnup ninbfgynmd Gu
duplfh guwuny, wupwungh wfpughtt hwugnygubiph dbdwgnidny, thujunidulinnd,
thnpuguyny L mony: MAPS-h  wdbtwowup dup dph pwwn  hwqunbing
hhJuwunniemu t, npt wpnmwhwyndnid t wudhowwbiv Gpbjuuwgh 6udbnig htivn b
huymtuh £ wl dbwnuwmnwyhts wghnniphw winiuny. hpJuanutiph dnn (hunod Ga
nbunh owup unwutlip, wéh himwdtwgniemo b Yuwppught juwuqupnidubip:
MAPS-h wdlitwpbpl dup, nph dwuht Junugh wyu puwdund, hwynuh b hhwbp-
huniungnpnihuidhw % (hhwbip IgD) U wjuppbpuwljuwy nbunh vhungpnd (Hyper IgD

4 12/2003



periodic fever syndrome HIDS) wuniuny: Uyu waduunidp owqnid £ wju thuruinhg, np
hhJuanutiph dGowdwuinipyuy dnn wpyuwt U9 pupdp b (hund hdniungnpnihu -

(IgD) nsynn ughtuwljnigh wupniawlnipyniup:

h°us hwwwwinpjudp L hwinhuygnd wju hhJuanniyejmup

MAPS-p hwqquintivg hwunhwnn hhduwunnieyniy £: Nng wpjuwphmd aqupuqndty Gu
Uninurnpurggtiv 200 hhJuwunubip: ‘Lpwughg pwnbpu niabiu hhJuunnyejwy phpL dup’
HIDS-p: Uyu 4Lt wybOlh hwdwju hwinhygnd L Upbduywy  Gdpnuquynid,
huwnurggtiv® ‘Uhnlippuounutipnd b Spuwbuhugnd:

MAPS-p Wqupuqpyty £ pninp  wqqnipymiuubliph wudwug dnwn:  Snuwubiph b
wn9hYuliph 2pewunid hwunhuydwu hwdwjuwuunyeniup unyu k: Uphduundubipp
unynpuwpwp ujunid G0 Jun dwulnipenithg, wnwdl] hwdwju' [juiph wowehy
wnwnniy:

Nnn°vp G0 hpjwinnipyuy wumndwnubipp

MAPS-p wnipwihnjuwuwnipjuy puwdhtt juwuqupmd E: MAPS-h  wjun@unp
qUubinhjufut wunduwihwy £ MAPS-h qqundwnughu qbup Yngynid £ MVK: Uju
qiup  Unpuwdnpnid £ dbwnuwnhtwqu ughnwlnigh  Juenigduopn:
Ulwnuwnhtwqua  dopdtivn £, wyuhtipt ughnwlinig, npu  opquhqunid
dwutwlgnid E npnpulfh phdhwljwt eiufighugh hppuuuwgdwup: SYjun nhupnid
wyn nfiwjghwt dbwnuuwmnhg pnupndlunuuwnh wewewgnidy t: Uwr opquuhquh
hwdwnp quplnp @wiwlnipmy matignn dh pwpp Uniiinyubph wewowgdwiy
wnw9oht thn u t: Uynuwhuh dnitiini aliphg . ophtwl unibuwntipnip:

Ghubmhjuljuy dninmwghugh himbwupny dLwthnjuduo ppdbunubpt wannid Gu
opquuhquh Wnipwhnuwiwnpuu Jpu b ugn wondwnmny MAPS-h - dwb
hhJuannipymiaubipp Ynsgdnid G ymiputhnjuwuwnipyut puwoht juwuqupnidutin:
Shjwinnipjuwy dswupnieniup ujuduwo k dbwnuuwmihtwquyh wipwdupupnieyui
wunmhdwhg: ©bpl duh (HIDS) nbupnid $GpdGunh wlinhynipymup Juqunid E
unpduygh 1-10 winlnup:

MAPS-p wninnpnppnpwjht  hhuunnipymu £ Quuywd  pupwghl qhunwljwy
hlinwgnuniymiaubiph, wnwyjuonp huyngh sk, BE htuswhu t dlwnbumnhiwquyh
wipwduwpuwpnipyniup hwuqligunid wiunh b poppnpdwd, vwljuyy htg-np dunyd nu
Juuwpynid £ Unuquuliph pupugpnid opquithqunmid weljur £ qlitipwihquguo
pnppnpnid, wjuhtpt opquithquu hpit wjuwbu E wowhnd, htswbu npblt owup
hudtiighuyh nbd wuygpwplijhu: U wpnwhuwyndnd - wbiungnd, wjunpdwljh
wulnudng U punhwunip pninpjudp, huswbu wl wpwa dbe [GYynghnubph,
Enpppnghntuliph tunbigdwt  wpuwgqnipyuy b S-pliwlnhy  uwghwnwnigh
wunpnuwnipyut pupdpugniinyg: Lwuh np pnppnpnidt wnwewumd b wnwtg
hudtijghuyh  wnuynipyuy, MAPS-p hwdwpnid £ wninnpnppnpuhy
hhJuwunnipynu:

Nupq sk, O huswliu § dynwyliv welju qbubtmhjuljuy nbipbnp hwoqligunid Uh
hhJuunnipyuy wnuewgdwy, npu wpinwhuwyndnid E dhugt qquppbpuwpwn’ iiungh
unwuubiph pupwgpmd: Stunh Unuuwubipp Jupnn G4 wowew@w] wnwug nplk
wluhugyn gundwnh Jud wgpndnugyti] Eunghnuw uiplivhg, hudpbjghwabiphg b
ypnpyunduunmdliphg  (Jipghtup 2w punpny t): Quwuwug Unin MAPS-h
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unwwubipp Jupnn 04 wpnynfugt) gupunwiwghu ghljthg: <nhnipjwt pupwgpnid
unuubpt wybih pny] wpnwhwynduo Gu (hund:

Uw dumwuquiljw®u t

Uwipnuyht pninp qivph adwb, jnipupwusnip pponid wnjur Gu MVK qliuh Gpint
ophtwlulin: Uhp Gpijuwy dwnwugmd b dnphg, djnwup' hnphg: Mwppbpuljuy
nliunt wpnwhuyndnid t Jhuyy wyo plgpnd, Gpp Gpne MVK qubipu k)
thnthnjuuwo Gu: Uw hwymuh b oopuliv wmnnund olighuhy  dwmwagnud: <hdwiun
pbjuayh duwgpt nt hugpp pnd Go 6ot thnthnjujuwo MVK qliu: Lwuh np
upwup mubiv awb Gpypnpy sthnthnjuquwo qUup, pwup wnnng Gu: Uynuhuh
winwuwluwy qnyghg o0ujwo  jnipwpwugnip  Gpbjumwm muh 50 wn{nu
hwJuwuwluwunipymu’ 1hulint qiiuh wenne §pnn b 25% hwdwuwljuwuniemu’ MAPS-
ny hhJuun 1hubnt:

Gl hhJuwiny hupp sh wdnwuwunmd qbuh §pnn hwinhuwgnn wudh hbim, upw
Opbjuwubpp Gihubt wenne Gponubip: Gplnt ounnubiph dnwnn thnthnjuduwo qbth
wnjuynipwy hwJuwuwluwunipniup pwpdpwunid L ubippunuwubljuwy
wuniuunipymuubiph nlivgpnid:

Uw Jupuilfh®s &
013, MAPS-p Juipuilihy st

Npn°up Gt hhJuwunnieyut hhdvouy tywublipp

Stunh unwuwutipp nbnd Gu 3-7 op b Gpjudmid G 2-12 pwpuep Ubl: Unuuubpnt
uquymd G0 hwuupowlh, hwdwju nnnnd b uvwpuninny, nwpliph nt dGephph
dwwnubliph U ppemupubliph  uvwnunpyudp, gqnmuownngudp Jud  anguhulg
quunnipyuidp b Gppbda $bpphy gugmidubipnd: <wdwju (hund G quwguad,
thnpuguy, wjunpduwh wanud b punhw@anip pninieyni@: Gun hhJuwunuip mubund
Gt Ywl upinjuwntng, thujund Wwd (no: Suwpugnp Go gwl duplh gut, gudnin
lungtip pbpwuh Junmgmd, hnpwgudtip, b np pwwn punpny b, wupuwangh Guid
dwpdth wy) ppowuuinh) wpwhwugnygutiph UGowgnid:

Lnnp hhJwnutinh Unin hhJwunmipjwy pupwgpp um®jua t
Jujuuwd dninwghuyh wmivwljhg hhwunnyeynmup Jupnn t 1hab phpl (HIDS) jud
2w dwip (Ubwnuwinught wghnniphur): Unyu punwthpnid tiwpplin hhjuanutiph
Unwn hhJuwunnipyut dwupniyeyniup Jupnn t viwpplin hab):

huswt®u £ wyt wjupnnpnydoid

Shywunnipyniup uintith t Gupuwnnlip punpny ihuhjuuwe wywuubph weljuynejuy
hpdw Jpu: ©6L uyt wuduwond Gu awl hhybp-IgD uhanpnd, huniungnpniht +-h
wuwnpnuwnipymup Jupnn £ U anpdwy (hul], dwutwdnpoogbio thnpp wphph
OpGuwubph dnn: Shduwunnipyu@ dwuht Jupbih b uoowol bwl miiinh anuuygh
dudwuwl] hwdupyuo dligh dh hunnl] putnipyut’ ppndwinngpudhugh ndjurn uiph
hpdw@ Jpuw. wyu hpquanmpyuy nbygpmd ppndwnngpudhwts hwymuwpbpmd E
Ubwnuwppyh wupnitwlnipyuy pupdpugnid: Uyng nligpnid hwennpn pury o wpjwy
Uph  hwunmly hbnwgnunipyma £, Gpp npnpmid G4 dbuwnuwnhtwquygh
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wljinhynipyniup wpyuwy pohoublipnid: Ghinwjut wuuinuuipny Junbih £ ook
uwl gbiutiimhuljuwu puunieyniu:

N°nb k jwpnpunnp hivmognunieyniuutiph Juplnpnigyniup

Lwpnpuinnp  hGnwgnunnipyniuuipnd hugntwpipdmd t wpyuwu UGy poppnpuyght
gmgwuhpuliph  (Ephepnghnubtiph  Gunbgdwy  wpuwgnipymu b S-phwljnhy
ughwnwlnig) pwpdpugnid  unwuwuliph  pupugpnid:  buniungnpniipt +—h
(powuwrnn hudmungnpniht) dwljwpnuis wpow@ ghdnnd hwdwju anyuwbu
pwipén t 1hunud, vwiuyu hhJuunnipyuwy Jun opewuntd uyt Jupnn b awl anpdun
1huby:

Uyu hhJuunnieyniup hrwopoodn®n £ pmdtiy

MAPS-h nigpnid  phy wenneuignid  huwpudnp st: Unuwuwuliph wnwowgnidp
quujuwngbiinn nplt wpymuwdbn pnidnid gnynyeyma smuh: Uhipuynidu mapdnid
0t ghnwlut wpuuwrnwuputin’ qunulint wpyniawdtn b woquhngd pnidnid:

husli®u Bu pnidmy wyu hhJunnyeynup

Npnp  hpquanutiph  dnn wpymigwdtitn 6o ngunblipnhnughtt  hwljuwpnppnpuyh
ninudhongulipp  Jud  NMpbnuhgninup:  Swuw-TNF-niniph b JunjGunbpnip
wunnuwnipynuu holigunn nlinuudhong UhdJuwunwnmhtuh wpryniuwbunniegniup
ubpuynidu nuunitdawuhpdnud £

Nnpw®u t; mbinid hhJwunmpimn
MAPS-p nn9 [juwph pupugpnid uuwhuyuwuynn hhduwinnyeynit t:

Pusuhuh®u & hhjwinmsywi Gplwpurinl pupagpn (Bpp)

©tpl duh (HIDS) nbwypnid pwwn hhuanubiph dnn hhJwinniyeyuwu swupniygniup
quuny ujuqnid £: Opnp nbupbpnid Juipng E winwewuw) wpephwn, uwlfjuya HIDS-p
widbpwluwuqutiih opquuught wjunwhwpnmd sh wnwewgunid:

upnuhjuliwy anpuoétughtt Wupninghulfiuwy Jwpfughtt haguyht uhugpnd (Chronic
Infantile Neurological Cutaneous Articular syndrome, CINCA - [upnugynid £ Sh'U{U
Jud Ub'UU) b @dwbuwnpuy hhuiignipymiatbp

b"us £ uw

CINCA upunpniup (hynwuphuught UdbGppugh Gppubpnd widwind Ga gwl
unpuwouughtt muwphpnid uuynn puquuwopquuwghtt pnppnpuyht hhjuunnieyni,
wiqinit  hwwguwymds £ NOMID) hwqunbiy hwinhwnn  dwnwuquljuy
wuppblipwljuwy nbunh uhanpnd E:

Unwi]li] hwdwlu nhundnn @pw@p dwplh guut b, npt welju £ hunid 0udbijnt uquhpg
Jud h hugywin £ quihu [yuph wnwoht ywpupdu pupugpnid: CINCA wuduwunidp
gnyg L mwhu, np hhJwunnyeymut wpnwhuyumdmd E pwn Jun wiwaphpnod, np npue
dudwuwl] wrowowund 0t Wwppwpwuwuwy juwiqupnidaln’  upnthuluo
ubithighnnp dund, U np hnnbiph wjunmwhwpnodp hhJwunnpyuwt  wdbawuplnp
upwutliphg Ut t:

Qnynieynit n1ulit wyu hhJuwunnieyua htinn Juuuwo Gu Gplnt wyp hhJuunnipyniuutin
Lu. U64p 4ngynud & Uipp-d bjju upanpnd (Muckle-Wells syndrome, MWS), hul] Ujnwup’
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punnwulijuyu gpunught Gnuowguu (Familial Cold Urticaria, FCU): Pninp Gpliph
wnwowguwy wumnduwnp dhliunyy qiuh dnttnwghwubip Gu:

b*us hwdwwuwinyeyudp | hwunhonmd wyu hhJuwbnnyeymn

CINCA-p pwwn hwqunbuy hwiunhwnn hhdwiunnpmo t: On9  wpfuwphnid
uunpuqpdt] Gu dnnudnpuuliv 100 plwp: <hwunniyeymup pwn  pliwgplipnid
wpnwhuynynmd £ hiitg  dudliim  wwhhg Jwplh gwund: Swunhudwy
hwiwuwuwunyemup wnnuwubtiph b wnehfuliph ppewtmd  hwduwuwnp £ Uy
uqupuqpdtiy £ pnnp  pwuwtlph wownjwunn  wudwig  dnn: Ubgnuughy
nwnwunidubp squi:

Nnn°up Gu hhjwunnipyuy worndwnubinp

CINCA-p qiviinpjuljury hhJuunnipyni k: 50 minjnu niupbpnid hugnuwpbpdnud t
CIAS1 Ungquwo qUuh dmwnwghuw: CIAS Wwuwlnd L gpnhg wpnynugynn
wniinnpnppnpught uhunpnd (waqiptit waduwunadp Cold Induced Autoinflammatory
Syndrome): Uyu qtiup fnnudnpnid k phnughpht §nsynn uaghnwlnigh Jumnigduopp:
Suynth £, np dnnwghugh  wpymupnmd thnthnfuuwo qiiup  hwuqbigunmd  k
opquwuhquh Gnpdwy pnppnpuyhtt wuwuwujuwuh juwuqupdwy: Unfuogy  gpuoo
wnwowguwu 2qphin Ubjuwthqup ninlu puguhuynduo st: CINCA-h upuugniduliph
hwdwn nplut wpndnljuugunn gnpony huynth sk:

Uw dumwuquiljw®u t

Yhupbiph doourdwuuniemunid CINCA-nd twnwugnn Gptijuwgh putnwuhpnid Unyy
hhquannpyudp UG wy; hhquin sh hwynuwpbpdnmd: Swdwpdnd t, np CINCA-h
nluypnid quh Untnwghwt wnwewynid | de novo: Gpl ounnulinh Unn dninughwy
puguljuynid £, wwu CINCA-nd UG wyp Gplijun mubuwin hwduwawuinyeniup
unynpuuwithg wytijh pwpén sk: bull CINCA-nd hhJuwunh hwdwp hpJun GpGjuw
nmubvwm  hujuwuwuunpmop Juqunid t 50 winnu: Uyt nbwgplpnd, Gpp
Uninwighw  punhwopwwbu  sh hwynbwpipdnd,  hwenpn  ulipunh  huwdwp
dunwuqUuwy hwjuuwuinyeyniup whwup £ anyut punnialy:

Stwpuydn®n t Juwijuli] ppoo wmmewgnidp

Pwuh np CINCA-u qbubimhjuljwy hpJuwinnpmt t, wwuw hhjwinh Jnn
hhJuunnipmup wuhuuwudnd £ nng [juuph pupugpnid: Gpli CINCA-nd hhjuwun
pijur mlignn wdnwawuwy qnyqp guuuimd £ hbnwquymd th Gpbjuwatp
nubiuwy, vwjupuwnpbih £, np upotp nhdtu ghubnhjuljwu unphppundnipyuu: Gel
ounnuliphg Jtfh uUnnn huwynfwpbpdmd t npll  dninwghw,  wpnupugquo L
wypbuwnw] wjpnnpnpuwa Juunwpnidp: MGwnp t b, np hnhnygywu  pupugpnid
nijinpuwduyuwyht htnwgnuniyudp htwpuwynnp st huynbwplintiy CINCA-hu pnpnp
wundw hwubpp:

Uy durpoalph®s ©
Ny, CINCA-u quipuljhy sk:

Nnn®up G0 hhJubnnieyut hhlbwluy 4ywoabipp
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hywun GpGuwutiph vh dwup 0udmid G wuhwu: Swdwju upwug dnin Gupunpnid
0t hudliighugh weuynieymt, uvwluyyu nplk hwpnighy quul] sh hwennynid:
Shjwinnipjuy wewoht upwup dwpfh guwut b spnpynn Gnugwguuh nbupny: Opdu
pupwgpnid npuw hunbuuhynipynmiup thnjuynid t: Bplpnpn punpny Wpwap hnnbiph
wjunnwhwpnidy b Swdwju (hund £ hnpuoguy: Gppida Juipnn £ nhundGp hnnph
wignnhl] wynnig, wnwtg hnnbiph nipnplwghuyh wowewgdw: Cwup nbwpbpnid
(Ununnwdnpuuiu 50%-g ] wuluwu) wowowund b nujph wddwt wdweh Jud
twhdhqh (nulph dugpuyhu hwuwoh) qbpwd (punpny b oulnulph qbipwdpy
hwuqliguliing hnnh nbbnpdwghugh: Nuipught  thnthnjunieymuubpp Jupblh E
huwyinfwplinli] niunglit puanieyudp:

lupnupuluwy  UGuhuqbin;  poppnpdwt wpynmiupnid Gpijuwt mobund |
Jupnuhjuljw gijuwgutin: Swdwlu gnijup swthubipny undnpuljwahg thnpp-hus o
L: Opnp GpbOjuwulph dnn woweuwht qumpeniup ny b thuwldmd: Swduwuwpup
qJuwgutiph wumndwep pupdp alipquuwquyht §opnida k:

dudwuwh hfivn wnwewunid t, vwl wspliph wjunwhwpnid: Npnp Gphjuwutinh dnn
qupnn Gy wowowiw] wbunnmipyut  Juuwgnid  (upnthjujwa  ponppnpdwi
himbwupny) b wmivwyywnnh pUphih wynng gquuhiiniido: Uelju b hund awl
Junnnipjuwy nuwpplip wunhdwuh hetigmd (wbipgbiuunhy punypeh):

Uundwuwpwp weowowund t wdh wpngplivh] nuwununmnd: Lupdp wwphph
GpGjuwubph dnwn dbnplipp (hunod G4 Jupd b hwuwn, Jupnn b weljur (houl) dGepbph n
nintwpwpeiph dwunutinh dwypliph hwunwgnid:

Lninp hhJwbnulinh Unin hhJuwannipyuw pupwgpp unt®jaa k

Ny, hhquunnmpyuy owupnipeniap nwnwudmd b phpl duliphg dhugk rwmn dwup:
hywunutiph dnunwydnpuuiv 10 winfnuh dnin dGuhuqbwy pappnpnid sh 1hundd:
npliph owyn wjunwhwpnmd qupqugnid £ 50 inlnuhg woljuru nbuapbpnud:

huswli®u £ wy wjunnpnyymd

CINCA-h wnljuynipyniup Juinbijh £ Gupunply Jihthjulwa apwaubph hhdwo Jpo:
UJunnnpnpnidp hwunwingnid £ qGubinpjuiut puanpyudp: Mundwnught qith
Untnwighwt htwpuwynp b (hunod hugnawpbpli] niupbph 50 innunid: Utwguo
nhwpbpnud Gupunpynid k niphy, weagdd wahuwywn, qbubimhjuljuy wandwihwubph
wnjuynijniy:

Uju hhJutnnipymup hwopudn®p £ puidhy

CINCA-u {tippuuuwuwuiu pnidt] huwpugnp sk: Unwuubpp Juujuwpgbing nplk
nlinuuhong qnynipynmu smuh: Unjuyy uhdwunndwnpl] pnidnodp Guipnn £ dindugubi
pnppnpnida nt gudp: Jbpoht wwphubipht huymuwpbipdtp £ np nnudhong
Ubwhupw, npt wowgdd nuunidbwuhpdnad b, vwljuy awjugwljut vdyunubipp gnyg
G nwhu, np wyu Jopugumd E hhuunnipjuy wpnwhwynnygymiuubpp b jutjund
unuwuuliph wnwgwgniup: Gpjupudundltiv wnryniuwyiinnipyuy u
widunuwagnipuy Jopwpipyu) weagdd ndjunubp sfu:

huswli®u b pmdmu wyju hhJuwunnipymup

Ghpuwndnid fiu ngunfipnhnuyh hwiljupnppnpuryht nlinudheongubipp,
Unpunhnuntipnhnobinp, gujuqpnn nbnbpp: Snynigynmia smth (hwpdbp pniddwt
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nplt, dhong: Swlju-TNF nlinudhonguliphg Epwubpulivinh wpnyniuwdbnniejuy
JUpwpbpuwy ndyuiobpp hwjuouauwo Gu: Opny ndjunubpnd bunmbpiht 1 §ngynn
ughwnwlnigh nlighuwunnph wunwgnuhun hwiunhuwgnn Uuwhupo glinudhongp
Jipwgunid L hhJwunnipyut  wpnwhwynnpymuubpp b Juwiund  unuquubph
wnwowgnidp, vwljuyu Gpjupudundjfitn wpymuoinnipyuy b wufnuwagnipjuy
JOpwpbpu wewydd ndyuubip sGub:

Gpp wowowund . hnnliph plibnplwghw, Juhunn Juiplnp b nuound hghfun
pipwwhwy: Jupnn Gy wuhpwdbyn 1holip hnnliph $hpunn b puyiimt hwdwn
vwjumintuduo odwunul] hwpdwpwupubn:

Lunnnipyjut  owup helignidny bGpbjuwubipp Juphp mublt junnuuy odwunul
uwppliph: Pupép wwphph npny  Gpbjuwubph Unw, Gpp wyph wjunwhopdwy
himbwupny wrweugly L Gnopupuwnuuph wnunpnid b wiiunnnipywt upnipyuy
hotignu, Juiinwipyti L wisph Jhpwhwnnipmu fingnuwpuwnuuph
thnuuqunduiuinnidny: Guhpudbynnipjuy nlwgpnid hhJuwunh pniddwyp Jupnn k
dwuuwlgh] oppenuytin-Jhpuwpnydp pipnpldughwubpp aduqbigune huwdwp:

Nnpw®u t; mbinid hhJwunmpimn
CINCA-u wpuwhuwuwynid £ nng jwuph pupugpnid:

buswhuht t hhJuwunnipyuwt Gpljupududjin tipp

hywunnipjuy pupugpnid h huyn Gy quihu wdh uwuqupnidubip: Sniuljghnuur
Gipp qujuquwo b hnpliph wjunwhwpdwy dwiupnieynmuhg: Gpjupudwdlbin Gipp
JujuJuo £ vwl jupnthiuluwy dGuhughnh dwupnipemuhg: Gupunpdmd b, np
uqupugpuwo  thnppwphy  Jwhwgnt  plwppp Juuwdwd  Ou gijuniplinh
wjunwhwpdwy hin:

Uwpi-dhju vhunpnd (Muckle-Wells syndrome, MWS) L pumwibiiwy gpumughi
tinugwguu (Familial Cold Urticaria, FCU)

Ujniu Gipynt hhJuwiunnipymualipp MWS b FCU, wytijh hwdwju hwinhuymd G wjugq
wnwnhph GpAjuw@bph fud dGowhwuwfubph dnwn, b anyawbu juuduwoe Gu CINCA-h
wumndwnwiht qiuh dninwghwaliph htim: Uwljuya nbigpbph 50 vingnumd CIAS1-h
nplt Untnwghw sh huwynbwpbpnid: FCU-h niwpmid hhJuannipyuy anuuabipp
wypnynugynid  Gu gpwnhg: CINCA-ht hwluwnwl, MWS-h L FCU-h nlupnid
punwublwy nbuplip hwdwju Gy hwinhynd: dunwugnudp  Jumnwpdnid |
wniinnund (wyuhpt  Juwiwtg  m vnmuwdwppuig Unn hwduuwp
hwwjuwuwunyejudp  hwunhunid) b pndhtwyn (0unnulinhg b4p wupunwnhp
hhJutn t 4nyt hhJuwunnipyudp) Gjuwihqund:

UNuuvs <U3Subh QBUuGShyUUL UULNUULRUSE MNUCLGNAUGUUL
SGL TGN

Nuwppbpwlijwd niun wHenq unndwnhinh, Swphiaghnh b guwpwinguyhtt wnbthnh
htim Jhuwwhtt (PFAPA, Periodic Fever with Aphthous stomatitis, Pharyngitis and
Adenopathy)

b®us L uw
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PFAPA-u puniypugnynid b wnliunh wupplpwuwy unwuwulipny: Swunhwynd b Jun
dwtuluwy nmwphph Gpijuwabph dnn (2-4wn.): Shwunnieynmut muh jupnuhljuluy
pnupwgp, vwluwyu pupnpul kb dudwuwlh hin hwiJuwo £ hupunipnyy wugubin:
Shjwunnipymut wnwohtt wuqud uupuqpdty £ 1987p. b wuduwydty § Uwppuwih
uhunnpnu:

b°us hwdwwjwineudp £ wt hwinhognd
&2qnhn hwdwjuwuwunyeyniup hwynuh sk, vwluyt vw wyupwou £ hwqumby
hwunhwnn Gplinye sk:

Nnn°vp G0 hpjwinnipyuy wumndwnubipp

Shywunnipyuwy hpuwljwu wuwndwep nlinbu sh hugnawpbpdt): Stunh unwuwubph
pupwgpnid, wlinhjuguo E  opquwuhquh hdmu hwdwlwpqp, npp  anpdun
wuydwatlipnd ninnuo k opquithqup hudbjghnt hwpnighsuiphg wupunuuabniy:
Uyn wljinhJugnidp hwuqigunid £ pnppnpught wumnwujuwth, npt wpuinhugngnod
L wnbiunny, pipwuh  junnngh, pjuwugph  pnppnpnidny: Pnppnpnida
hupuwuwhdwyuwthuwljynn £,  dhounwyuyuwluwt  jppowunid  Gpbjumgh  dnn
wjunwpwiwluwy pnnidulp 364 hwymuwpbpdnd: Unwgugh dwdwowl ng dh
huptghnu hwipnighs sh hwyinuwpbpgnid:

Uw dwrwbqulju®™s k
Swquiniy auipugpdty Ge punwbot nboplp, vwiuyy dhough uydd nplk
qiulinhjufjuu yuindwne sh huynuwpbpyty:

U Juupuryh®s &
Ubqud bl hapliighnt hwpmighsutippn PFAPA-h nligpnid nplk nbip G4 uwnmd, uvw
hudbiljghnu hhJunnieni st U Jupulhy sk:

Nnn®up 6o hhJuwinnyeyut hhdtwluws uywasbpp

Shutwljuwy vpwup wuppbipoiuy nbunt E, npt ninblgynmd £ $uphughunny, pipwth
funmgnid wHpwubiph wrwewgnidng LW/juwd wupwunguwyhts wdyuyht hwignygubiph
Utiowgnudny: Stunh unuquubipp ujuynmid G hwoupowlh b wibnd Gu th pwuh op,
unynpuwpwp 3-6 on: Unujuyh pupwgpnid Gpijuwy owip mbup nuh, upw Unn woelju
Gt (hund Jopbnid Ypduwo vhdupnndubiphg wntduq@ Gpbpp: Stunh anuutlinp
Ungudnud 64 Uh puwth pwpwep Ubh: Uheunuyuyuwliu@ ppewiunid Gplijuwt wenne k£ L
upw qnpomubingeymup vwhdwiwhuwluwo st: Unuuubpp Gpbjuugh wéh Gud
qupnquigdwt Jpur nplk wqnlignipynit G4 niubiaonud:

Pnnp hhJwbnulinh Unin hhJwunnipyuwh pupwgpp unt®jua k

Jdopumd ujupugpduo wpuwuubpp hwynmuwplipdnod 6o pninp hhJwunutiph dnw:
Uyuntwdtitwyuhy npny Gpbjuw@tip Jupnn 60 mubuw] hhJwinneyuu phpl dup,
Uynutliph dnnn Jupnn 60 weu (hubip wyp vhdgundobp bu, ophuwl’ punhwinip
eninipjniy, hnnuwgur], thnpuwguy, q(uwgury, thufjunidubp, (1o, hwq:

huswt®u £ wyt wjupnnpnydoid
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PFAPA-h hwdwp punpn) nplkt jupnpuunnp  thnthnjunieynia gnynipyniu  snith:
Shjwinnyeymut wjumnpnyynid £ dhuygy fihuhuljut wguomniph hhdwy Jpue: Uhusl
wjunnpnynudp  Jipeuwliut hwdwplip wuhpwdbpn £ djunliy  niphy
hhJuannipymiaubtiph wejuynipyniup, npntp Jupnn 6o wpnwhwyndbp sdwiwnhy
thnthnjunigyniuubipny:

b°us (wpnpunnn pbumpimauin G juunwpgnod

Unuuwbliph dwdwuwl Juplnp £ poppnpught gmguuhpubiph  (Ephepnghintlinh
uunligdwt wpuwgnipeynu, S-nbwljinhy unghnulnig) quuhuwnndp:

Uju hhJuwannigymanp htwpudn®p t pmdhy

PFAPA-h hudwp npll wowidtwhwnnl] podnd qnynigymis smth: Pmiddw
uguuwlp  wbunh  Unuuwubiph  pupwgpnid  hhJuwunnipyuy  vhdwunndubph
Uindwgnidu 1 ogpbph  didwdwuinpmimd  dudwowlh  pupugpnid
hhJuwunnipymuy hupunipnyu wuhfivnwund k:

husli®u Bu pnidmy wyu hhJunnyeynup

Nupugbnwdnp  Jud  ngunblipnhnughtt hwlwpnppnpuyht nGnudhongulipp
unynpwpwp wpyniuagbm $0u: Mpbnuhgninth dhwiduq pungnmiunidp hippuljuy
unuyh ufgpmid pdwnnid o ngugh mbnnnigymip: UyunmuwdGuuguhy, wgu
nlwpnid Jupnn £ Jqupdwuw) dhounuuyuljuwu ppewutliph wiinnnigymup Lu, b
nbunh hwonpn unwuwy wewewiumd L wylijh pnmn, pwy uvwguwuynmd tp: Opn
hhJuwunubiph dnwin huwpunp £ Jhdwlh pupbjodnod aphubipp hbinwgutijpnig htinn:

Puswhuh® t hhjwunnipywa Gpp

Shjwunnieyniup Jupnn k wbb] dh pwih nwph: dudwuwlh pupugpnid niunh
unwuubipp numunid 69 wydtijh hwqyuntivg U h bpen, hhduannieymiay hapunipnyy
wuhbivmwonad E:

Nuwpun’p £ phy wonnguwgnid

Gpjupuwdundtin  wnmidng PFAPA-U  hupunipnyy  wugunn  hhJwinnpymi .
unynpuwpwp  unwuobipt wuhbivmound Gu Jhush swthwhwu tiwphph hwuabp:
Uuluwlu hhquannipyut wmbnnnigyniuhg PFAPA-ny hhquunutiph Unwin npbt daagm@
thnthnfunipymitubin 30t wpwowuntd:  Gpfijuugh  wép b qupqugnidp  ugu
hhJuannipyuy nbuypnid sh ninidnid:
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