EMIXEIPHEIAKO NMPOTPAMMA , EznA
EKMAIAEYZH KAI AIA BIOY MAGHEH =% -1 14

SN gy iowvivi , 2007-2013
E _ npéypoppo yio v avimugn

YNOYPFEIO NAIAEIAL KAl OPHIKEYMATAQON EYPOMATKO KOINANIKO TAMEIO
Evpwmaikr) ‘Evwon EIAIKH YNMHPEZIA AIAXEIPIZHZI

33 0LV A Xi

Evpwmalikd Kowwviké Tapeio

Me tn ouyxpnuarodotnon tng EAAadag kan tng Evpwnaikric Evwong

NMPOrPAMMA AIA BIOY MAOGHZHZ AEITIA THN
ENIKAIPOINOIHZH TNQZEQN AMO®OITQN AEI
(NMErA)

«O1 oUyxpoVveg TEXVIKEC Blo-avaAuong oTnv uyeia, mn

veEwpyia, 1o TTEPIBAAAOV Kai T dIaTPOQH »
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To ovvopouo Netherton (Netherton syndrome, NS) elval €eva omavio voonua 1oV OEPUATOC TTOV KANPOVOUEITAL UE AVTOOWUIKO VITOAEUTOUEVO TPOmo. H ektiumpevn
OLYVOTNTA EUPAVIONC oToV TANBVoUO elval 1 0TIC 200.000 yevvnoele. To NS yapaktnpiletal amo ovyyevn txbvacouopepn epvbpodepuia, un sou@oivywon tydvacouopen
epvBpodepuia, ‘Tpiyee umaumov’ (trichorrhexis invaginata) koau aAlepyikn smpooiaBeon pe avénueva emimeda avoocoopaipivine E (IgE). To vmevOuvo yovidolo yaptoypageital
OTN XPWUOOWUIKT stepoyn 5q32 katr ovoualetatr SPINK5 (serine protease inhibitor Kazal-type 5). To SPINK5 amoteAeital amo 33 eEwvia kal kwoikosmolel t LEKTI
(lymphoepithelial Kazal-type-related inhibitor), evav Aepgpoembniiako avaoctorea. H LEKTI ovuueteyel otn pvOUIon tng amoAEmong Tov 0epUaTog eve Dempeltal mwg
ol1a0eTel Kol AVTIPAEYLOV®ON/AVTILIKPOP1aKO poAo.

ITeproootepeg amo 65 petaAaelg exovv avayvwplotel oe aoBeveig pe ovvopouo Netherton oto SPINK5 1000 o€ e€wvia 000 katl oe wvpovia (Ewk.). Ot meproootepeg amo
AVTEC TIC UETAAAAEEIC OlAPEPOVV O CUYVOTNTA eUPAVIONC UeTaly Twv mANOvouwv. ITapoAa avtd oumg, OEV VITAPYEL EUPAVIIC CUOYETION UETAEDL TOV YEVOTULIIOV KAl TOU
(PALVOTLITOV TV AcOevwv, kaBwg ovTe kAl Pe TN ooPaAPOTNTA TWV CUUTTOUATWYV JTOV AVTOl eU@avi(ovy.
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H aoBevnc amo v EAAaSa epugavide: Jor
“ektetapévo  epubnuatodemidodeg  e€avOnua  mpoommov, i L
TPLXMTOV KEPAATC, KOPUOL KAl AKpwV ouvodevopevo ano alonua K o8 &
VUYLV, KVI|OUOU KOl KAVOOU AOY® TNC EVTOVNC EnpotnTac, ‘
“eepLBpoTnTa KAl ekTeveC eEavOnua ovvoOELOUEVO ATTO PlYOC
YWPIC TTUPETO
“strichorrhexis invaginata

EvioyvOnkav pe PCR oAa ta efmvia kKAl UIKPEC WVTPOVIAKEC JEPIOYEC TOU

SPINK5. 311 ouvEyeld, Ta evVioYuuéva TUnuata alniovyndnkav kal ovykpiOnkav pe 2YZHTH~XH
TV 7POTLT aAnAovyia. Ol TIEPIOYEC OTIC OIOIEC EVTOMIOTNKAV TTAPAAAAYEC,
evioyVOnKkav pe PCR kot adMniovyniOnkav katl otn untépa te aocdevoic. H petarhadn 2468delA, tavtomoeital yia mpwtn popa 0Tov EMNVIKO TANBLoHO
kal mBbavwe odonyel oe amoikooounon tov mRNA, onwe exelr oerybel yia tnv
AITIOTEAESMATA 2648insA otnv 10w Oeon.
Te KOSIKEC TEDLOYEC H 2468delA, oe cuvovaouo e KAo1a TAPAAAAYT] OTO AAANAOUOPEPO TTATPIKTG
%  H aoBevne Bpednke mwe ntav eivar etepoluyn yia ™ puetaAaén 2468delA oto TIPOoEAELOTG, TBAVKG EVBLVOVTAL Y1 TOV TABOAOYIKO PAIVOTUTIO.

e€wVio 26 1 oTolA TTPOKAAEL TTPOWPO kKwOkovio Anénce (Ewk.). H avaivon DNA 1ng
UNTEPAC ATOKAAVYPE TN UNTPIKN TIPOEAELOT] AVTIE TNC LETAMAENC.

¢

< H aoBevic Bpednke emione mwe eival opdluyn yia tov moivpoppopd G1258A o ‘EAeyxog pe avtiotpoen petaypagn ov¢evypevn pe PCR oe RNA amo

omtoioc dnuovpyel uwa tapariayn e LEKTI (E420K) mov £xel SeyBel mwg tposmomolel KEPATIVOKUTTAPA NG A0DEVOLG WOTE VA EVTIOMOTEL TUXOV TPOTONONOT) TOV

TN O1a01KAOolA EVEPYOIIOINOTIC TNG, EXOVTAC MWC ATMOTEAECUA TNV AVENUEVT] EMOEPUIKN HOTLPOV CLVAPHOYNG, OTIWG EXEL OELXDEL Y10 AAEG IVTPOVIAKEG TTAPAAAYEG TOV

evepyOTNTa TPWTEAONC. yoviolov SPINK35.

% EmumAcov, Ppebnke etepoluyn yia OVO maparlayeg ota e€mvia 5 Kal 13, TATPIKNG

TPOEAELOTC MeAOVTIKEG E@PAPUOYEC TNC Olepevvnone HetaAaéewyv oe aobevelc ue
ovvopouo Netherton amo v EAAGOQ kat tng OnuUovpylag OTOXEVUEV®V

Ye un KoSikée Teployece VEVETIK®WV EAEYY®V Y1A TNV TAVTOIIOI0T TOV GUVOPOLOV :

%  H aoBevne Ppebnke mweg etvar etepoluyn yua evvid JTAPAAAYEC OE TVTPOVIOKES

TEPLOYEC, OAEC TTATPIKTIC TTPOEAEVOTIC. »OTOYXEVUEVOC EAEYXOC O TPOYEVVITIKO ETMEO0, OTAV VPIOTATAL KIVOUVOC

< EmumAeov, PBpednke ouolvuyn yia Ovo mapaiAayeg otnv 3’ un UHetappadouevn YEVVNONG TIALO10V TTOL PEPEL TO GUVOPOLO.

TTEPLOYT). »opOn 01ayvwon Tov ocLVOPOLOV, KATA TOVC TIPWTOVC unvee (wne tov acbevoug,

OTOV AKOLO TOL CUUITTWUATO OEV VAL OAPT).



