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OIKOYEVIIG HEGOYEIAKOG NUPETOC
o€ KOPiTol nAIKiag 2 TV

NEPIAHWH

O oikoyeviig peooyelakdg nupetog (Familial Mediterranean Fever
- FMF) eival kAnpovopiké véonpa, nou xapaktnpileral, kupiwg, and
MIKPNG O1dpkelag enavahapBavépeva epnupeta eneicéolal.

Meplypdperal nepinTwon acBevouc 2 eTwv oTnv onoia dleyvwobn
0IKOYEVAG PECOYEIOKOG NUPETOG. H aoBevrig¢ npooekopioOn Adyw
unoTpomadOvTwy eUNUPETWY PE oUVODH KOIAIaKS AAYOC.

To neprotatikd napouoiddel evolaPEéPov OIOTI O OIKOYEVHG UECO-
YEIQKOG NUPETOC ANOTEAEN YEVETIKO VOONUA PE APKETA PJEYOAUTEPN
ouxvoTNTa EPPAVIONG OTO PECOYEIAKO XWPOo and 6,1 ebewpeiTo
nalaidtepa. A&icel va onpeiwBel 611 n didyvwon TG vooou Pnopel
va d1aAdBel yia apkeTd didoTnua and Tnv apxiki ekdrAwon Twv
oupnTwpdTwy. H aimonaBoyéveia Tng vooou kal N avTigeTwnion TN
oulntouvTtal oTo keipevo. (AeAr A~ Maidiatp KAiv Maven ABnvav
2008, 55(2):157-161)

AEEeIg EUPETNPIAGHOU: UNOTPONIALOVTA EUNUPETA, OIKOYEVHIC IEGOYEIGKSS
nupetds, puBuion gAeyuovrig, yovidio MEFV, koAxikivn.

EIZATQrH

O oIkoyevG HEOOYEIAKOG NUPETOC Eival YEVETIKO vOONUa Moy
ogeiheTal og petdAaén oto yovidio MEFV. To yovidio auté kwdiko-
nolel TNV NpwTeivn nupivn-gapevooTpivn, n onoia dpa oTa Aeukd
aIgoo®aipla wg evOonupnVIKOG PUBUICTAG TNG PAEYUOVAG.

NMEPITPA®H NEPINTQLHX

KopiTtol nAikiag 2 eTwv €10rx0n oTnv KAIVIKA pJag npog digpedvnon
enavaiapPavépevwy epnupétwy eneicodiwv. H napovoa véoog
apxiCel €& pPriveg NpIv TNV €100ywyn Tou, PE TNV eg@dvion nupeTou
nepinou kAOe 3-4 nu€peg. H didpkela Tou eynupéTou NTav nepinou
24 wpeg, Pe Taxeia dvodo Tou nupeTol €wg 40°C kal Babuiaia
ATWOoN. XTa NePIOCOTEPA ENEIOODIA oUVUNNPXE KOIAIakd AAyog,
ouvhBwe fNnio KwAIkoeIdEG Pe pikpr didpkela. Katd tn didpkeia
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TWV EMNUPETWY N yevIKA KatdoTtaon Tou naidiol
ATav apioTn, evw and Tnv naidiaTpikr e&€Taon dev
aveupiokeTo goTia Aofpwéng.

Mpdkerral yia 1o pyovadikd naidi parvotunikd
uyIwWV yovéwv (0 natépag nAikiag 39 eTwv kal n
MNTEPa NAIKIOG 36 €TWYV) NOU yevvrhONKe PE PUOIO-
Aoyikd ToKeTO peTd and TeAeidpnvn kUnon, pe Bapog
yévvnong 2.650 yp. H nepiyevvnTtikn nepiodog rrav
puaoiooyikr kar n YuxokivnTikA eEEAIEN oUppwvn PE
TNV NAIKia Tou. To KANPOVOPIKS IGTOPIKS avagpEépETal
€AelBepo. AnNG TO ATOMIKO 10TOPIKG AvaPEPOVTAl
dUo voonAeieg: og nAikia 40 npepv Adyw KEVWOEWY
pe npdopign afpaTog, nou anoddéBnke oe paydda
dakTuAiou kal o€ NAikia 15 pnvwy, Adyw engicodiou
AnAWY MUPETIKWY ONACUWY.

And Tnv avTikelpevikn e&€Taon dev Npogkuav
naboloyikd eupripaTa. H pntépa avagEépel oTaol-
MéTNTa Bdpoug kaTd To TeAeuTaio e&dpnvo.

Ta cwpaTtopeTpikd Pey€ON Tou naidioy oTnv -
oaywyn Tou fATav: B.X.12 kiAg (50-75n E.©.), M.Z.
87cm (50-75n E.©.), MN.K. 49 cm (75n E.©.).

Me Bdon 1o 10TOPIKS Kal TNV KAIVIKA €IKGVa N
dlagopikn didyvwon €yive peTa&y Twy e&i¢ voon-
MATWV:

1. ouoTnuaTikoU epudnpaTwdn AUkou
. ouvdpopou TRAPS

. ouvdpopou Muckle-Wells

. ouvdpopou unep-lgD-opalpivaiuiag
. OIKoyevn pecoyelakol nupeTou

U AN WN

lpriyopa anokAgioTnkav ol TECOEPIG NPWTEG Ne-
PINTWOEIG:

O ouoTnuaTikdG EpUBNPATWONG AUKOG AMOKAEioTN-
ke Adyw Tou 10TOPIKOU KaI TNG anouciag oupBaTwy
EPYAOTNPIAKWY EUPNUATWV.

To ouvdpopo TRAPS (Tumor necrosis factor
receptor (TNFR1) associated periodic syndrome) 1
eupUTEPA YVWOTO WG Hibernian fever xapaktnpideral
and unotponiddovra eundpera nou diapkouv pia
A NEPIOOOTEPEC EBOOPADOEG, OPOYOVITIOO, HUAAYIEG,
e&dvOnpua. To ouvdpopo Muckle-Wells xapaktn-
piCetar andé unotponid{ovra eunupeTa, kvidwon,
apBpimda kai Bapnkoia. Kai ta dYo autd cuvdpopa
KAnpovopoUvTal PE TOV EMKPATOUVTA AUTOOWMATIKG
TUno kal Ta uneyBuva yovidia éxouv evroniofei oTa
xpwpoowparta 12 kar 1 avrioTtoixa.

H IgD unepo@aipivaipyia xapaktnpi¢eral ané
unoTponddovra eunUpera Nou dlaPKoUV OPKETEG
NUEPEG, Aeppadevimda, eEdvOnpa, oCUPPETPIKA ap-
Bpimda kal oAU auénuéveg TipEG IgD opod.

Ané Tov epyacTnplakd €Aeyxo eloaywynig:

« Tev. afpaTtog kal o ouvrBNg Broxnpikdg €Aeyxog

ATav guololoyikd
« TKE:95 mm/1n wpa - CRP:160 mg/I
- Streptest:(-)

- a/a Bwpaka:(-)

« VevIKN oUpwv: K, K/a oUpwv:(-)
« U/S kolANfagkgp

« 10A0YIKSOG EheyxoG EBV-CMV:(-)
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*+ AvOOoOO(AIPIVEG K, auToavTiowpaTa:(-), markers
HAV:(-), HBV:(-), HCV:(-), HIV:(-), C3-C4-C5:kq,
screening aIgéoTACONG PE AUENPEVO IVWOOYOVO,
B2-pikpoopalpivn afyatog kar 0UPwV:KY.

MNa mn didyvwon tou FMF eoTdAn apulogidég A
Tou opoU (Broxnuikd epyactripio Noo. MNaidwv «Ayia
Yopia», JETpnon pe TN H€B0OO TNG vEPEAOUETPIAK)
Kal HOPIaKOG EAEYXOG yIa TNV avixveuon PJETAAMAEEwY
oT1o MEFV (gpeuvnTikd epyaocTripio HopIakoU eAEy-
XOU YEVETIKWV voonudtwy, A ‘TlaBoloyikni KAiviki
MavenioTnpiou ABnvwy, Noookopegio «Adikd», PE
pEB0OO DNA avdAuong). To apuloeidéc eupédn au-
&Enpévo (25 mg/l pe ®.T.<6) kal 0 HOPIAKOG EAEYXOG
ATav BeTIKOG yia U0 and TIG KUPIEC HETAAGEEIG, TIG
M694V kai V726A (dnAadn n acBeviic ATav dINAG¢
ETEPOLUYWTNG).

Me Bdon Ta napandvw oTnv aocBevi pag eTédn n
didyvwon Tou olkoyevous peooyelakol nupeTou.

EENABe and Tnv kAIviki pe odnyieg va AapBdvel
KoAxikivn o€ d6on 0,25 mg dUo POpPEG NPEPNOIWG
Kal va napakoAouBeiTar kKAIVIKA Kkal epyacTnpiakd
KABe priva. H péxpr Twpa KAIVIKA TN avTanokpion
oTn Bepaneia, SNwG ka1 N €pyacTNPIAkA TNG EIKOVa
givar dpiotn.

LYZHTHXIH

O oikoyevng peooyelakdg nuperdg (FMF) eival
€va kAnpovopiké véonua nou xapakrnpiderar and
MIkpri¢ didpkelag enavalapfavépeva eundpeTa,
nou ouxvd cuvodeyovTal Kal and opoyovitida. Me-
TapiBddeTar kaTd Tov aUTOOWHATIKG UNOAEINOPEVO
TUno Pe dMote dAAN dieloduTIKETNTA KAl NOIKIAN
eTepoyevela. Eival neploodtepo ouxvd PeTa&U Twv
aTOHWYV ERPATKNAG, APUEVIKAG, TOUPKIKNAG KAl apafI-
KAG kaTaywyng. To yovidio nou eubuvertal yia Tov
FMF (nou ovopdotnke MEFV) avakaAdpOnke poAig
10 1997 kai BpiokeTal oTo Bpaxy okEAOG TOU Xpw-
pMoowpaTog 16, kwdikonolel de pia npwTeivn 781
apIvo&Ewy Mou ovoPdoTNKE NUPIvN-papevooTpivn.
H nupivn eivar pia npwteivn nou napdyeral ota
wpipa nohupopgondpnva, ald dev eivar yvwotn
n akpIBng Aeiroupyia TnG. H npwTeivn auth pnopel
va AsiItoupyel wG avaoToAEaG evOG XNUEIOTAKTIKOU
napdyovTta Tou nupeToU (chemotactic fever - C5a)
A fowg Tng IvrepAeukivng 8 (IL - 8). Ta dtopa e pu-
olohoyikd enineda Nupivng €xouv TNV IKAVOTNTA va
adpavonololv ToV NPOavAPEPOPEVO XNPEIOTAKTIKO
napdyovrta, éTav autdés napdyeral o€ avtanokpl-
on pag pAeypovwdoug digyepong. O NAOXOVTEG,
Opwg, andé FMF dev éxouv auTh Tnv IkavoTnTa [E
anoTéAeopa va pn pnopouv va avaoTeflouv Tn

dpPAoTNPIOTNTA TOU XNPEIOTAKTIKOU NAPAYOVTa KAl
TNV enéAeUon TV €NEICODIWY TNG PAEYPOVIAC (UE
ouvods NUPETS) oTo NEPITOVAIO, OTOV UNe(wkoTa
kal oTi apBpwoelg, dnAadn n nupivn dpa wg ev-
donupnvikds pubpioTAg TNG PAeypovig. MBavwg
auTd Ta PAeypovwon eneicédla va odnyolv o€
nepioogia napaywyng apuhogidouc A (SAA) katd
Tnv oégia pdon pe enakéAoudn Tnv evanéBeon Tou
OTOUG VEQPOUG,.

O oIKOoYyeVIAG HEOOYEIOKOC NUPETOC MPWTONEPI-
ypdenke 1o 1945 eival, 6pwg, éva noAd naiaid
véonpa kal ol unelBuvec peTaMaéeic unohoyideral
OTI eppavioTnkay kaTd Ta BIBAIKA €Tn.

‘Exouv neprypagel nepioodtepes and 90 peTal-
Ad&eic Tou MEFV, ouxvoTepeg, S, eival n V726A,
n M694V kar n M680I nou avixvedovtal nepinou
oto 85% Twv nacxéviwy and FMF. AocBeveic nou
gfvar opdluyol yia pia A NEPIooOTEPEG and AUTEG
TIC METAANGEEIC €xouv peyaAUTePEG NIBAVOTNTEG va
gMpavioouv BapUTePEG KAIVIKEG EKDNAWOEIG KAl EXOUV
duOoMevEDTEPN NPOYVWOonN.

H véoog eppavitetal ouviBwe otnv naidikn n
otnv epnPiki nAikia (65% Twv NEPINTWOEWY OE
nAikia <10 eTwv kar 90% Twv NEPINTWOEWY O€ NAIKIT
<20 eTwyv). H Tunikni ekdnAwon Tng véoou apopd
o€ enavalapBavopeva eunUpeTa eNelcOdIa PIKPAG
didpkelag, ouvnbwe éva péxpr kal Tpia 24wpa, Pe
ouvodo6 éviovo dAyog Adyw opoyoviTidag o€ pia i
NEPICOOTEPEG NEPIOXEG, OUVABWG OPWG OTNV KOIAI-
akni xwpa. ‘Etol, o aoBevri¢ nou ndoxel ané FMF
pnopel va gugavioel nepitovitida (o€ NoocooTod
>95%), nAeupimda, apBpiTIda, nepikapdiTIda. AMES
onavioTepeg EkONAWOEIC TNG VOOOU €ival epuoine-
AaToe1déc eEdvOnpa Twv KATw dkpwy, 0PXITIdA, YU-
ahyia, o{wdng noAuapTnpiTida kal nopPUpa TUNou
Henoch-Sch nlein, woBnkiTida kal caAnyyimida oTig
yuvaikeg pe mBavrl enakéAoudn unoyovipydTnTa A
Kal oTelpdTNTA.

Ta kUpia epyaocTnpiakd eupripata otnv ofgia pdon
NG v6oou apopouv oTnv dvodo OAWV TwV DEIKTWV
ofgiag pAeypoviic. ‘ETol, naparnpeitar AcukokuTTdpw-
on pE enikpdTnon Twv oudeTepopilwy, avénon Tng
TKE nou pnopef va givar pignoeia, peydAn dvodog
™¢ CRP, auénpéva enineda B2-pikpoopaipivng,
Ivwdoydvou kal apuAoeidols A Tou opoU.

H d1dyvwon Tng véoou yiveTal onpepa Pe TNV
epappoyn peBGOWV YeveTIKOU gAéyxou yia Tnv a-
vixveuon petaldéewy oto MEFV. ZTnv nepintwon
unapéng peTaMGEewy nou dev €xouv TauToNoINBET,
n d1Idyvwon pnopei va yiver pe Bdon kAvikd kpirripia
nou dlakpivovral oe peidova (enavahapPavépeva
gMNUpETa, dlaAeinouca opoyoviTida, anoucia dAou
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aitiou) kal eAdocova (apuhogidwaon, BeTIKG OIKoyE-
VEIOKO 10TOPIKG, PJeOOyElakn KaTaywyn, Upeon Pe
Tn xprion koAxikivng). H kUpia enmAokn TnG véoou
gival N eupAvion apUAOEBWONG, KUPIWG TWV VEPPLV,
aMd kal Tou onAfva, Tou NNAToG Kal TOU EVTEPOU.

H Oepaneia TnG véoou oToxelel 0TN oCUPNTWUA-
TIKA avakoUpion and TiG o&ele¢ NPooBoAEG apevig
Kalr apeTépou oTnv npopuUAaén and Tnv gupdvion
apulogidwong. Xopnyeitar koAxikivn (nou e1o0rxon
gMnelpiké 1o 1972 and 10 Goldfinger) og doooho-
yia 0,25-1T mg dudo popéc Tnv nuépa. H dpdon Tng
KOAXIKIVNG apopd OTN PEIWON TNG PAYOKUTTAPIKAG
dpaoTnPIdTNTAG TwY OUdETEPOPIAWY, Adyw TNG
0UVOEONG TNG PE TNV TOUPNOUAIVN Kal AAAEG evdo-
KUTTAPIEG MPWTEIVEG.

H koAxikivn eniTuyxdvel uPnAEG OUYKEVTPWOEIG
0Ta oUBETEPOPIAG, AOYW aveNndpPKEIaG PIAG EIDIKAG
avTAfag P-yAukonpwTeivng oTI¢ HePPPAVES auUTWYV
TWV KUTTApWV. H uPnAni ouykévTpwon TNG KOAXIKIVNG
oTa WpPIpa oudeTepdPiha (oTa onoia ekppddeTal
anokAgIoTIKG n nupivn-pgapevooTpivn), mBavwg va
aokel pia aywvioTiki dpdon o€ auTrh TNV NpwTEivN.
Eniong, n koAxikivn dpa 010 oUOTNPA TWV PIKPOOW-
Anviokwv Tou KUTTAPONAdoPATOG TwY OUDETEPOPIAWY
(nepropiCovTag TN XNPEIOTAKTIKA KAl pAYOKUTTAPIKA
Toug dpdon).

H koAxikivn oTn docoAoyia nou xpnaoiponolg(Tal
Y10 TOV OIKOYEVI HECOYEIOKS NUPETS eival éva NoAU
KaAG avekTd PApHaKo. 2 ONAVIEG NEPINTWOEIG NOPET
va NPokANBoUV yaoTPEeVTEPIKEG DIATAPAXEG (VaUTIa,
€peToC, O1dppoia, Kolhiakd AAyog), AIATOAOYIKEG
diaTapax£g (anAaoTIKA avalpia, AKOKKIOKUTTapaluia,
BpopBokutonevia), NEpIPePIKN VEUPITIOO, AAWNEKIQ,
avaoTpéPiun alwooneppia, nnatik ducheroupyia
(pe avgnon Twv ALT, AST kar ALP).

Oa npénel, eniong, va onpelwOel 6TI uNdpxel Kal
o gpaivoTunog Il Tng véoou nou agopd, Kupiwg, ot
eVAAIKEG kKal MoU XxapakTNPi¢eTal and Tnv eypavion
VEPPIKAG apUAOEIdWOoNG Kal TNV anoucia TnG KAa-
OIKAG oupnNTwuaToloyiag Twy unoTponaldévTwy
EMNUPETWV ENEIOODIWV.

YUMNEPAOCUATIKG, O OIKOYEVNG PEOOYEIAKOG NUPETOG
gival yeveTikd voonpa nou apopd o€ d1atapaxn Tou
pMNxaviopoU gAeypovig, evid n éykaipn didyvwon
KQl QVTIMETWNION €xOUV KEPAAIWdON onpaocia yia
TV NEOANYN enNAOKWY, dNWG N VEPPIKA ApUAO-
gidwon.

Familial Mediterranean fever in a 2 year-old
girl

S. Karkelis, E. Lykopoulou, D. Lazopoulou

(Ann Clin Paediatr 2008, 55(2):157-161)

The familial Mediterranean fever is a hereditary disease,
characterized by short-term recurrent febrile episodes that
might come with polyserositis. The disease is caused by
mutations in the MEFV gene, which is located on the short
arm of chromosome 16 and encodes a 781 aminoacid
protein called pyrin-marenostrin. This protein is expressed
only in the cytoplasm of the mature neutrophils and ap-
pears to act as intranuclear regulator of peptide synthesis
associated with inflammation. The main complication of
the disease is the occurrence of amyloid nephropathy,
while treatment is achieved by colchicine therapy. In this
case report we describe a 2 year-old girl with recurrent
febrile episodes, in which familial Mediterranean fever
was diagnosed and colchicine therapy was administered
with excellent response.

Key words: recurrent febrile episodes, Familial
Mediterranean Fever, inflammation requlation, gene
MEFV, colchicine.
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