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H Bapld uvduaouévn Avoocoavenapkela (SCID) gival pla opdda onaviwy mabrnoewv mou odeilovtal o

Bapild Tuvbuaocpévn AVOGOQVETTAPKELA (YLOL LOTPLKO TTPOOWTTLKO)

METAANGEELG SLaPOPETIKWY YOVISIWV TTIOU EUTTAEKOVTOL OTNV AVATITUEN KAl TN AELTOUPYLA TWV KUTTAPWV
TOU QVOOOTIOLNTLKOU CUCTAOTOG TTOU OXETI{OVTOL LE TNV AVTIULETWITLON AoluwEswv. ElSIkOTEPQ, N Bapla
Juvbuaopévn Avoooavemnapkela (SCID), mepAapBAVEL LEPLKEC ATIO TIG TILO 0OPBAPEC LopdEC TTpWTOTIAOWY
avoooavenopkelwv (Primary immunodeficiencies - Pl) kalL xopaktnpiletal amé amoucia twv T-
AepdoKUTTAPWY Kal €AAXLOTn 1 amouciot AelToupylkotnTag twv B-Agpdokuttdpwy, svw ta NK
Aepdokuttopa ennpedlovrol EMiong 0 OPLOUEVEG TEPUTTWOELS. ATIOTEAECUA AUTOU £lval AMEANTIKES YL
™ {wn Aolpwéelg mou 0dnyouv oto BAvATo, EKTOC EAV TO AVOCOTOLNTIKO CUCTNUA amoKataotabsl uéow
Bepaneiag. Meplooodtepa amo 20 yovidia €xouv gumAakel oto SCID, aAla oe mepimou 15% twv SCID-
VEOYVWV N YEVETIKA altia mapapével adleukpiviotn. KANPOVOUEITOL UE QUTOOWLKO UTIOAEUTOLEVO
TPOTUTIO, OQUTOOWHLKO €emikpath 1 X-GUAOCUSETO TPOMO KAl N KATAYEYPAUUEVN GUXVOTNTA TOUC
urtohoyiletal og 1 otig40.000 — 75.000 yevvnoels. Qotdco pmopei va unoektipatal Sedopévou otLmoANol

a0Beveig KataAnyouv xwpig va €xeL tebei n Stayvwon.

H SCID elvat éva voonua mou mAnpol Ta KAAOLKA KPLTAPLa yla ThV €hopUoyr TPOCUUMTWUATLKOU
OVLXVEUTLKOU €A€yXou veoyvwy, Omwe daturtwbnkav amd toug Wilson and Jugner (1968) kabwg Sev
propel va SlayvwoTtel pe KAWLKN €€€Tacn. YMAPXEL ia OUVIOUN OCUMMTWUOTIKN TEPLOSOG UETA TN
vévvnon, Aoyw mabntikng avoolag and tn UNTEpa, 0w N vooog eivat Bavatndopa, cuvnBwe eviog Tou
MpWIou 1 Oeltepou £€Toucg TG {WNC, €KTOC €dv 0 aobevric AdPeL Bepaneieg amokataotacng Tou
OVOOOTIOLNTLKOU, OMWE HETAPOOXEUCH OPXEYOVWY OLUOTIONTIKWY KUTTAPWY, yovidlakn Bepameia n

evlupoBepaneia.

MpOoKeLTaL YLot OUASA VOO ATWY OTIOU N TIpWLN Tapéppacn odnyel oto kaAUtepo duvato anotéAeopa
KOLL UTTAPXEL TPOTIOG AVLXVEUTIKOU TIPOCUUMTWHATIKOU EAEYXOU E TIOCOTIKO IPOGSLOPLOUO TWV KUKAWVY
amokomnn¢ unodoxéa T-kuttapwv (T-cell receptor excision circles - TRECs) kal Twv KUKAWV aTOKOTNG
Slaypadnc-avacuvduacpou kanma aAucidwv (kappa-deleting recombination excision circles - KRECs).
Mo CUYKEKPLUEVA, O SLAYVWOTIKOG AAYOPLBUOC YLa TLG AVOCOOVETIAPKELEG EEKLVAEL UE TOV OPYLKO EAEYXO
Ttwv TRECs kat KRECs og pua knAida €npou aipartog. Eav n Ty TREC/KREC eivatl peyoAUtepn tou opiou
cut-off, tote to delypa yapaxtnpiletal opvntikd. Eav n tiup TREC/KREC sival pikpdtepn tou opiou cut-

off n avaAvon emavalappavetal os deltepn knAida amod tnv dla kapta.
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Eav petd tv emavaAnn n tun TREC/KREC eival peyaAutepn tou opiou cut-off, tote 1o Selypa
xapaktnplletal apvntiko, eav n T TREC/KREC e€akolouBel va eival pikpoTtepn Tou oplou cut-off tote
enavalappavetal n avaluon ot véo Seiypa aipatoc. Edv e€akolouBel va aviyveUetal XapnArn T o
VEOYVO TOPONMEUTIETAL O OVOOOAOYIKO TUAHA yla Tiepaltépw Olepevvnon. EAv n TR peta tnv
enavaiAnyn Seiyvel amouoia twv TRECS/KRECS to veOoyvo MOPOMEUTETAL YLA EMElyoUCA KALVIKA Kol
0vVOOOAOYLKN eKTipnon. EKTog and tn cupoAn oto mAnBbuouiako éleyyo tng SCID o mpoadloopudg tTwv
KRECs €xeL tn O&uvatotnta va OUPBAAAEL Kal otov eviomiopd aoBevwv pe XLA  (X-linked
agammaglobulinemia, X-¢pulooUvdetn Ayaupaocdatlpvalpia), pag omaviag (1 otig 250.000 appeva
atopa) X-¢pulooUVSETNG KANPOVOULKAG Slatapaxng TOU aVOCOTOLNTIKOU CUOTHHOTOC IOV TPoKaAE(Tal

amo aduvapia moapaywyng B kuttdpwyv i avocoodalpvwy (AVILOWHATWY) TTOU TTapayouV ta B kUTtapa.

‘ExeL amodelxBel OTL Ta vEOYVA TIOU Ba EVTOTILOTOUV LECW TOU VEOYVIKOU TIPOCU UMTWHATIKOU eAEyxou, Ba
AdBouv €ykalpa tnv kaAutepn duvatr ppovtida (amoduyr untpikov BnAacpou Kat UBOALOGHWY) KL TIG
Bepameutikeg mapeUPacelc og nAkia LKpOTEPN TWV 3,5 LNVWVY, AUEAVOVTAC T TTOCOOTA EMIBLWONG Kot

BeAtwwvovtag tnv rmotdotnTa {whg Toug .
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