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0 pOAOC TWV HOPLAKWY TEXVIKWV

0TIV TEKUNPiwon T diayvwonc

KOl 0TV TPOYVWOTIKI Katnyoplonoinen
TWV ARATOAOYIKWV KakonBeiwv

TTIG TA& VO OEIG TWV ALHATONOYIKWV KakonOgiwv and tov NMaykdouio Opya-
viopo Yyeiag (World Health Organization, WHO) (2001 kot 2008), eKT6G amo
T EVPRHMATA TNG KUTTAPOLOPPOAOYIaG KAl TNG AVOCOPAIVOTUTIIKIG HEAETNG,
ONUAVTIKO pOAo améKTnoav Kal Ta euprpata TnG KUttapoyeveTikAg Kal Twv
TEXVIKWV TG Moplakng Biohoyiag. Baoet tng taivopnong tov WHO tou 2008,
Oa emyelpnOei n Kataypapn TWV AlHATOAOYIKWV KAKONBEWWV OTIG OTIOIEG Ol
TEXVIKEG TNG Moplakng Blohoyiag éxouv e@appoyn Ot HOVO TNV TEKUNPiwoN
¢ S1dyvwon¢ Toug, alAd Kal oTnV TPOYVWOTIKI KATRYOPLOToinan Toug.
Y€ 0,TL aQopd OTNV TEKUNPIWON TG S1dyvwaong, ol HOPILAKES TEXVIKEG EXOUV
£QOPHOYN OTIC MEPUTTWOELS TNG 0&€iag puehoyevolg Aeuyaipiag (OMA), Tng
oéeiag AeppoPAacTiki¢ Aeuyaipiag (OAN), TG XpOviag LUENOYEVOUG Aeuyal-
piag (XMA), Twv KAaoikwv pughomepmAacTIKwV veomAacpatwy (MYN), tng
GUGTNHATIKNAG HOCTOKUTTAPWAONG KAl TNG XPOVIAG NWGIVOPIAIKAG Aeuxatpiag.
Ava@opIKA PIE TV TIPOYVWOTIK KOTNYOPLOTIOINGH, Ol HOPIAKEG TEXVIKEG EXOUV
€@apuoyn oTig mePIMTWaEl; TG OMA, Tng OAA Kait TnG B-xpdviag Aepgpokut-
TapIKAG Aguxatpiag (B-XAA).

1. EIZAIrQrH
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311G oXeOOV KABOMKA ATTOSEKTEG TAEIVOUNOELG TWV Al-
HATOAOYIKWV KakonOglwv amod tov MNaykéouio Opyavioud
Yyeiag (World Health Organization, WHO) (2001 kat 2008),
€KTOC ATTO TA EUPHHUATA TNG KUTTAPOUOPPOAOYIAC KAl TNG
AVOOOQAIVOTUTIIKAG MEAETNG, ONMAVTIKO POAO aTTéKTNOAV
Kal Ta eupApata TNG KUTTapoyeveTIKAG Kal TV TEXVIKWV
NG Moplakn¢ Blohoyiag.? Ztnv mapovoa avackonnon, N
omnoia Ba Baociotei otnv Ta§ivopunon tou WHO tou 2008, 6a
ETMIKEIPNOEL N KATAYPAPH TWV AILATOAOYIKWV KAKONOEIWV
OTIG OTTO(EG 01 TEXVIKEG TNG Moplakng Biohoyiag éxouv epap-
poyn Oxl HOVO TNV TeKUNPiwon TG S1dyvwon Toug, aANd
KOl OTNV TTPOYVWOTIKK KATNYOPIOTTOINoK TOUG.

2. OZEIA MYENOTENHX AEYXAIMIA

H ta&ivéunon tng oeiag puehoyevoig Asuxaipiac (OMA)
katd WHO (2008) katnyoplomolei 1i¢ OMA w¢ €€n¢: (a)
OMA pE CUYKEKPIUEVEC KUTTAPOYEVETIKEG AVWHIAAIES (TTiVv.
1), (B) OMA pe duomhaocia Touldxtotov SUo celpwy, (y)
Sevutepomabeic (ueTtd amd Bepareia yia AAAN veomAacia)

OMA, (8) OMA un ta&lvopoUuEeVEG OTIG TTpoavapepBeioeg
UTTOKATNYOPIEG, (€) HUEAIKO GdpKwia, (0T) OMA oxeTI(Oue-
VEG pe To ouvdpopo Down kat (€) Sevdpitikég OMA. Méxpt
ONUEPQ, TA EVPIHATA TNG KUTTAPOYEVETIKIG HEAETNG KATA
™ S1dyvwon mapéXouV TIG ONUAVTIKOTEPEG TTANPOYPOPIES
yla tnv mpoyvwon twv acBevwv pe OMA kal xpnolipo-
TToloUVTaAl YIa TNV KATNYOPLOTIOINON TOUG OE TPELG SlaKpl-

Nivakag 1. OMA pe OUYKEKPIUEVEG KUTTAPOYEVETIKEG AVWUOAIEC.

t(8;21) OMA

inv(16) OMA

t(15;17) OMA

t(9;11) OMA

t(6;9) OMA

inv(3)-t(3;3) OMA

t(1;22) OMA

OMA e yovidiakég uetardéeig

OMA pe petalagelg tou yovidiou NPM1
OMA pe petaAdéelg Tou yovidiov CEBPA

OMA: O&gia puehoyevig Aeuxaipia
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TEG TIPOYVWOTIKEG OPASEG (KAANG, EVOIAPEDONG KAl KAKNAG
npodyvwong).>” Ot acBeveic TG opddag Kahrig (favorable)
MPOYvVWOoNC (25% mePITOU TOU GUVOAOU TWV TIEPIMTWOEWV
OMA) niepiéxovtatl otnv opdda twv OMA PE CUYKEKPIUEVEG
KUTTOPOYEVETIKEG AVWHAAIEG Kal xapaktnpilovtal and
TNV mapouacia Xipaiplkwv yovidiwv (PML/RARa, AML1/
ETO, CBFB/MYH11), Ta omoia mpoKUTITOVY, avTioTolxa, and
TIG AKOAOUOEG XPWHUOOWHIOKEG avTipueTabéoelq: t(15;17),
1(8;21), inv(16).>” H m\eloPpneia Twv acBevwv ue OMA
(55-60% mepimouv) avnkel otnv evdiaueonc (intermediate)
mPOyvwong opdda Kal oL TTEPLoCOTEPOL ATTd AUTOUC (To 45%
TEPITTOU TOU CUVOAOU TV TEPIMTWoewv OMA) epgavifouv
(PUCIOAOYIKO KapuoTtumo katd tn Sidyvwon tng vooou.””
Amné tampoavagepBévta kabioTatal cagég 0Tl TOUAAXIOTOV
yla Toug acBeveic pe OMA Kahrig mpoyvwong, EKTOG amo
TNV KAAOIK KUTTOPOYEVETIKK, UTTAPXEL Kal N duvatotnta
TAUTOTTOINONG TOUG LEOW TNG AVASEIENG TNG TTAPOUGCIAC TWV
XIHaPIKWV Yovidiwv PML/RARa, AML1/ETO kat CBFB/MYH11,
He TN BonBela Twv TEXVIKWV TNG Moplakrg Bioloyiag. H
A€oV guaiocONTN TEXVIKN AVIXVELONG TWV TTAPAYOUEVWV
UETAYPAPWYV attd Ta poava@epOEévTa XIHalpIkda yovidia
eival n reverse transcriptase polymerase chain reaction
(RT-PCR). H ouykekplpévn oTpaTnyIKn XPNOIOTIOLE(TAL
katd tn Stdyvwon tng OMA oTIG aKOAOUBOEC TTEPITITWOELG:
(a) Otav n avappd@non IKAVOTIOINTIKA G TOcATNTAG UEAOU
TwV 00TWV gival aduvatn (cuvriBw¢ Adyw vPnAoL popTiou
vOOO0U) Kal UTTAPXOUV eVOEIEELG (KAIVIKEG, LOPPONOYIKEG,
AVOOO@AIVOTUTTIKEG) EvEeXOUEVNG TTapouaiag t(15;17) OMA,
1(8;21) OMA 1 inv(16) OMA, () 6Tav ot KAOANEPYELEG TOU
HUEAOU TWV OOTWV ATTOTUYXAVOUV CUVOAIKA 1] €V HEPEL
va odnyriocouv oTnV mapaywyr IKavorolinTikoU aplOpou
A&lOAOYNOIUWV PETAPACEWY, EVW LTTAPYXOUV eVOEIEELC
(KAWVIKEG, LOPPOAOYIKEC, AVOOOPAIVOTUTILKEG) EVOEXOUEVNG
mapouaciag t(15;17) OMA, 1(8;21) OMA 1§ inv(16) OMA kaut
(y) 6Tav o KapudTUTIOC Eival GUGCIOAOYIKOG, EVW UTTAPXOUV
evOEeielg (KAIVIKEG, LOPPONOYIKEG, AVOCOPAIVOTUTTIKEC) EV-
Sexodpevng mapouaoiag t(15;17) OMA, 1(8;21) OMA Ry inv(16)
OMA. ATI6 avadpOUIKEG UENETEG TIPOKUTITEL TO CUMTTEPACHA
OTL N KAOOIKK KUTTAPOYEVETIKN] AmoTuyxAvel va avadeiel
TNV mapouacia TnG t(15;17) oto 5-10% TWwV TTEPITTTWOEWY,
NG t(8;21) oge mMoocooTd 8-10% TWV MEPIMTTWOEWYV KAl TNG
inv(16) 010 4-5% TWV MEPIMTWOEWV.8

H Swamiotwon tng uMap&ng YoviSlakwv PeTAMAEEwWY
AAAG Kal auénpEVNG EKPPAONG CUYKEKPIMEVWVY YovISiwv
KOTESEIEE AKOUN TTIEPIOCOTEPO TNV ETEPOYEVELA TWV TIEPL-
nTwoswv TG OMA, akOpuN Kal HECA OTIG KUTTAPOYEVETIKA
KOOOPIOPEVEG TTPOYVWOTIKEG OUASEG, 101aiTepa Oe 0TN
HEYOAUTEPN aTto AuTEG (evOldpeonG TTPOYVWOoNG) oTnV
omoia meptAapBdavovTal ol acOeveig HE PUCIONOYIKO Ka-
puoéturio (cytogenetically normal-acute myeloid leukemia,
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CN-AML). ElS1kOTEPQ, KATA TNV TEAEUTAIO SEKATTEVTAETIA EXEL
SlamoTtwOei n mapouvcia peTardéewv os apkeTd yovidia
(FLT3, NPM1, CEBPA, MLL, N-RAS, RUNX1, WT-1, IDH k.d.). Ot
HETAANGEELC TwV Mpoava@epBEévTwy yoviSiwv Katd KUplo
Ao6yo avixvevovtal og acBeveic pe CN-AML.3~ Ot ueTaMAEeLg
Twv FLT3, NPM1 kat CEBPA xpnoiporolouvtatl ién yla tnv
TIPOYVWOTIKNA Katnyoplomoinon twv acBevwy pe CN-AML.*7
EmmpooBeta, 0w éxel 18N avagepOei, ot LETOANAEELC TwV
NPM1 kat CEBPA xpnoipomololvTal Kal otn S1ayvwoTIKA
katnyoptlomoinon tng OMA katda WHO (2008).’

2.1.FLT3-ITD

To yovidio FLT3 (xpwudowpa 13q12) kwdikomolei TNV
OMWVUHN TIPWTEIVN-UTTOSOXEA TWV TIPOYOVIKWYV ALUOTTOLN-
TIKWV KUTTAPWV HE SpaoTIKOTNTA TUPOCIVIKAG Kivdong. O
evboyevnc avadImA\aclaouog TURaTog Tou yovidiou (FLT3
internal tandem duplication, FLT3/ITD) mou evtomietal
ota exon 14-15 odnysi oTNV EMURKLVON TWV TTAPAYOUE-
VWV UETAYPAPWYV Katd 3—-400 Baoelg (cuvnBwg 30-150).
H ouxvotnta avelpeong tou FLT3-ITD otn CN-AML gival
nepimou 35% kat oto cUVoAo Twv OMA 25-30%. OAeg oL
MENETEC CUMEWVOUV YId TNV APVNTIKA TTPOYVWOTIKA a&ia
Tou FLT3-ITD otn CN-AML. H avixveuon tou FLT3-ITD punopei
Va YiVEL HE NAEKTPOPOPNON OE YEAN ayapolng HeTd amd
khaotkry PCR 1} pe capillary electrophoresis and fragment
analysis peta amo khaotkn A RT-PCR pe xprion @Bopil{dviwv
EKKIVNTWV. M€ TN OUYKEKPIUEVN TEXVIKN UTTAPXEL N Suva-
TOTNTA AViXVELONG MIKPOU HeyEOoUG avadmAaCIaouwy
(<20 Bdosig).>°

2.2. MetaANa&eic Tou yovidiou NPM1

Ol ouyKeKpIUéVEC HeETANAEEIC evTomiCovTal oTo exon 12
Tou yovidiou NPMT (xpwpoowpa 5q35) kat odnyouv otnv
ETMUNKUVOT TOU KaTA TE00EPIC BAoelC. Ot HETAANAEELG TOU
yovidiou NPM1 avixvevovtal oto 50% mepimou Twv evnAikwv
aoBevwv pe CN-AML kat 0to 35% TEPITOU TOU GUVOAOU TWV
nepimtwoswv OMA. Katd ouvénela, sival ol cuxvotepa avi-
XVELOUEVEG METAANAEELG 0TV OMA. ONeG TTAEOV OL LENETEG
OUM@WVOULV Yla TN O€TIKA TTpoyvwoTIKA aia Tng mapouaiog
Twv NPM1 petaA\d€ewv pe oclyxpovn amoucia tou FLT3/ITD
oe aoBeveig pe CN-AML. ‘Exouv mieplypa@ei meplocoTePEG
ané 30 maparlayég peTaANGEewy, e uTtepoyxr TPLWV (A,
B kat D), ot omoigg KAAUTITOUV TOUAAXIOTOV TO 90% TwV
MEPIMTWOEWV. Ol CUYKEKPIUEVEG UETANAEELG avixveLoVTAL
gite pe avaluon aAnlouyiag Bdoswv (sequencing) PeTA
amd kAaolkn PCR, eite pe capillary electrophoresis and
fragment analysis peta ano kAaoikn i RT-PCR pe xprion
®Oop1lOVTWY EKKIVNTWV.'-7#
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2.3. MetaA\daéelc Tou yovibiou CEBPA

To yovidlo CEBPA (xpwpoéowua 19913) kwdikomolei
TNV OMWVUUN TIPWTEIVN HE SPACTIKOTNTA PETAYPAPIKOU
mapdyovta, n omoia €xel onUAvTIKy cUPBoAr otn Slago-
poTToinoN TNG MUENIKAG O€1pAC. Ot LETAAAEEIG OTO €va Kal
povadikd exon Tou mpoavapepBévtog yovidiou odnyoulv oe
Statapayn TG AertoupylkoTnTag Tou CEBPA HETAYPAPIKOU
TTAPAYOVTA, UE TEAIKI) CUVETIEID TNV AvAoTOAR Slagopo-
ToiNONG TNG MUEAIKNC OElpdC. Ot peTtalld&elg ocuvribwg
(>90% TWV TTEPIMTTWOEWYV) cuvioTavtal O€ TIPOCONAKES N
amaleiPelg pIKpoL aptBpov Bdoswv kat oxedov ota 2/3
TWV TTEPITITWOEWVY APOPOoLV Kal oTa SUo alArAla (biallelic).
H cuxvotnta avelpeong twv CEBPA petalda&ewv oToug
evnAikeg aoBeveig ue CN-AML givat mepimou 15% (10% mre-
pimmou yia To oUvoAo Twv TepIMTwoewv OMA). O\eg oxeSov
Ol LEAETEC CUMPWVOULV YA TN B€TIKA TTPOYVWOTIKA aia Twv
peTaANd&ewv Tou yovidiouv CEBPA otoug aoBeveig pe CN-
AML, 181aitepa auTtwy MOL APopPoULV Kal oTa SVO aAARALa
(biallelic). Ot ouykekpipéveg HeTAANAEELG avixveLovTal PE
availuon aAAnhovxiag Bacswv petd amd kKAaoikry PCR."*-7

2.4. Core binding factor
o&eieg puehoyeveic Aeuxaipieg

Ot core binding factor (CBF) OMA, ot onoieg xapa-
Ktnpiovtal amoé tnv mapouacia Tn¢ t(8;21) n Tng inv(16),
amoteAoLV To 15% TTEPITTOU TOU GUVOAOU TWV TTEPITTTWOE-
wv OMA. Mapd to yeyovog 6Tt n mpoyvwon twv CBF OMA
Xapaktnpifetal euvoikry, TouAdxloTov To 30% AUTWV TWV
aocBevwv vrotpomAlouv PETA TNV APXIK avTamdokplon
NG vooou. Mpoo@ata, ApKETEG PEAETEG TTOU APOPOUV
oe aoBeveig pe CBF OMA €xouv avadeiel Tnv mapouacia
peTaANA&ewv o€ oplopéva yovidia (c-KIT, N-RAS, FLT3)
OTNn CUYKEKPLIUEVN opdda aocBsvwv. Ot peTalAgelg Tou
yovidiou c-KIT (xpwpoowpa 4q11), To omoio KwSIKOTOIE(
TNV opwvLUN MpwTeivn-urmodoyéa, evtromi{ovtal ite 0TO
exon 8 (amaleiel/mpoodrikeg Bacewv) ite oto exon 17
(ONMElaKEG HETANMAEELS) Kal amavTwvTal 0To 20-30% Twv
mePMTWOoewWV CBF OMA. ZTIC TTEPITTTWOELG TWV ACOEVWV HE
1(8;21) OMA, n mapouacia petaAAa&ewv Tou c-KIT (evtomi-
C(OHEVEC KUPIWG OTO exon 8) €XEl CUOXETIOTEI UE APVNTIKNA
MPSYVWOon. T AMOTEAECUATA TWV UEAETWV AVAPOPIKA UE TNV
MPOYVWOoTIKA aia Twv ¢c-KIT petal\d&ewv (evtomlopuevwy
Kupiwg oto exon 17) otoug acBeveic pe inv(16) OMA sivail
AVTIKPOUOEVA. ITIC TIEPIOCOTEPEC TWV TIEPIMTWOEWY SeV
TEKMNPLWVETAL N APVNTIKN TIPOYVWOTIKN Toug aia yia tn
OUYKEKPIPEVN opdda acBevwv. AlAQOPEG TEXVIKEG XPNOL-
poTolouvTal Yia TNV avixveuon HeTaANd&ewv Tou c-KIT, pe
ONUAVTIKOTEPEG TNV avAluon aAAnAouxiag BAacswv Kal Tn
melting curve analysis.’®%

1. KAKKAZ

3.0ZEIA AEMOOBAAZTIKH AEYXAIMIA

21i¢ taéivopnoeig tou WHO, téco otnv mpoo@patn 66o
Kal oTNV maAalotepn, n oeia Aep@oAaoTIKA Aguxalpia
(OAN) katnyoplomoleital BACEL TNG KUTTAPIKAG OEIPAG
TIPOEAELONG TWV AEUPOPBAACTWV KAl TWV EVPNUATWV TNG
KUTTAPOYEVETIKNG HEAETNG. Emiong, aiCel va onueiwOei 6Tt
n mpoogatn ta&ivopnon WHO xapaktnpilel 1i¢ OAA wg
«TTPOS PO AEUPIKA VEOTTAACHATAY, EEALPWVTAG ATTO AUTEG
Tnv OAA tumou Burkitt, Oewpwvtag tnv ev Adoyw ovtétnta
WG Aép@WUA PE AguxalpiKn ék@paon). Eidikétepa, ot OAA
KaTnyoplomolouvTal we e€NG: (a) B-OAA e CUYKEKPIUEVEG
KUTTAPOYEVETIKEG AVWHAAIEG, (B) B-OAA pn ta&ivopolpeveg
KUTTOPOYEVETIKA Kal (V) T-OAA/Aep@oAaoTIKA Aeppwpata.’

3.1. B-OAA p€ OUYKEKPIUEVEG KUTTOPOYEVETIKES
AVWHAAIEC

Ot aoBeveic TNG CLUYKEKPIMEVNG OPAdAG KATNyOopLo-
molouvTal BACEL TNG KUTTAPOYEVETIKNAG MEAETNG WG €§NC:
(a) t(9;22) B-OAA, (B) t(v;11) B-OAA, (y) t(12;21) B-OAA, (6)
B-OAA pe urtepSimioeidia, (€) B-OAA pe urmodimoeidia, (oT)
t(5;14) B-OAA kat (€) t(1;19) B-OAA. Z1n B-OAA Twv evnAikwy,
Ol KUTTAPOYEVETIKEG AVWHAAIEG £XOUV KAl TIPOYVWOTIKA
onuaoia, JE TIC avTIpeTa0éoelC 1(9;22)(q34;q11) kat t(4;11)
(g21;923) va cuvodelovTtal and MOAU KAk mpdyvwon. Ot
npoavapepBeioeg yeveTikéG BAABES avixveLovTal UE TOV
KAOGIKO KAPUOTUTIO, AAAG O€ TEPITTTWON KN S1ayVWoTIKOU
QATTOTEAECHUATOC N TTAPOUGCIA TWV CUYKEKPIUEVWY avadl-
ATAEEWV TEKUNPIWVETAL PEOW TNG avixveuong pe RT-PCR
HETAYPAPWV TWV XIHAIPIKWY YoviSiwy, Ta omoia mpoKU-
TITOLV aTo TIC MpoavapepBeioec avadiatdéeic (BCR-ABL
kat AF4-MLL, avtiotoixa). Ztnv maidikr B-OAA, n mapoucia
™G t(12;21) éxel Betik mpoyvwoTikn aia. H avadeién
TNG CUYKEKPIPEVNG KUTTAPOYEVETIKNAG BAAPBNG UE KAACIKO
KAPUOTULTIO €ival apKeTA SUOKOAN Kal yla To Adyo autdv
n MaPOoULCia TNG TEKMNPIWVETAL HECW TNG AVIXVEUONG UE
RT-PCR petaypdgwv tou Xipaipikou yovidiouv TEL-AML1, To
OTT0i0 TIPOKUTITEL MO TNV TpoavagepBeica avadiata&n.?’-%

4. XPONIA MYENOTENHZ AEYXAIMIA

H S1ayvwon Tng xpoviag pughoyevoug Asuxaipiog (XMA)
amattei Tnv avadelén tng avtipetdBeonc 1(9;22)(q34;q911)
UE KAPUOTUTIO ] TNV AVIXVEUON TWV XIHAIPIKWY HETAYPA-
¢wv BCR/ABL pe RT-PCR. To MAEOVEKTNUA TWV HOPIOKWV
HEBSSWV gival OTL UITOPOUV Va AVIXVEUCOUV TNV TTapoucia
N¢ mpoava@epOeicag avtipetdbeong akdéun Kal otnv
TMEPIMTWON 1MoL AuTH SeV €ival EUPAvVC OTOV KAPUOTUTIO
(cryptic rearrangement). ©OgpameuTikd, 0Tn Xpovia edon, n
XMA avtipetwmiletal Ue AVAOTOAEIC TUPOCIVIKAC KIvAoNG
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(tyrosine kinase inhibitors, TKls). H amoteAeopatikr Ogpamneia
™G XMA ta teleutaia €tn €xel eMPBANEL TNV TIPOCEKTIKNA
EKTIUNON TNG UTTOAEIPUATIKAG VOOOU KAl TNV AVIXVELON TWV
AITIWV 1MoL 08NYoULV OE ATTWAELA TNG AVTATTIOKPIONG OTOUG
TKls. Z& MEPIMTTWOELG N IKAVOTIOINTIKAG AVTATTOKPLIONG A
anotuyiag otn xopnynon twv TKis yivetal EAeyXog OnUEIOKWY
HETAANAEEWV TNG TUPOOCIVIKAG KIVAONC, TTOL ATTOTENE( évav
APKETA oUXVO AOYO UN EMTELENG TWV OEPATTEVTIKWY OTO-
XwWV. Ol CUYKEKPIUEVEG LETAANAEELG avixveLovVTAl LVAOWG
e avaluon aAnAouyiag Bdoswv petd amd kAaoikr) PCR.
H avelpeon ouyKekpIPEVWY HETAANAEEWY O TIEPITTTWON
ATOTUXIOG 1) PN IKAVOTIOINTIKAG AVTATTIOKPIoNG KATA TN St-
dpkela Bepamneiag pe TKls emPBANEL TNV TpoTToTToinoN TNG
akoAouBoUpuevng BepameuTIKAG OTPATNYIKNAG.2 )

5. KAAZIKA MYEAOYMEPMNAAXTIKA
NEOMAAZMATA: ANHOHZ NOAYKYTTAPAIMIA,
IAIONMAGHXZ OPOMBOKYTTAPQXH, IAIONAGHZ
MYENOZKAHPYNZH

Bdoel tng ta&ivopnong WHO (2008), ota SiayvwoTtikd
KPITAPLA TWV HUEAOUTTEPTTIAACTIKWY VEOTTAACUATWY (MYN)
(aAnBric moAukuttapatuia [AM], idtomadn¢ Opoupokuttdpw-
on [19], 1diomabric puehookAripuvon [IM]) mephapBdvetain
mapouacia HeTAAAEewV CuyKeKPIUEVWY YoviSiwy, SnAadn
ToU JAK2 (xpwpoowpa 9) kat Tou MPL (xpwpoéowpa 1).730

5.1. MetaA\d€eig Tou JAK2

H petdA\aén V617F, n omoia evtomietal oto exon 14
Tou yovidiouv JAK2, avixvevetal 0To 95% TEPITOU TWV TIE-
pimtwoewv All, oto 50-60% Twv MEPIMTWOEWV IO Kal oTo
20-50% Ttwv nepimtwoewyv IM. To 2007, o€ acBeveic pe All
Kal armoucia tnG HeTAMaéng JAK2V617F, SiamotwOnkKe n
mapouoia petal\d&ewy oto exon 12 tou yovidiou JAK2.
H mo ouxvn avdaueoa otig >10 puetard&elg Tou exon 12
TTOU €XOUV TIEPLYPAYEL PEXPL TPOOPATA Eival N METAANAEN
N542-E543del. H cuxvotnta Twv peTaANAgewV autwy oTnv
All ekTipdtal oe mooootd 3-5%. H avixveuon twv mpoava-
PEPOBEICWV PETAANAEEWY TIPAYHATOTTOLETAL EITE PE AVAAUON
aA\nAouyiag Bdoswv petd amd khaotkr PCR, gite pe allele
specific oligonucleotides (ASO)-PCR.3%-33

5.2. MetaA\d€eig tou MPL

O1 ouxvoTepeg amd TIG PETAANAEELG Tou yovidiou MPL
TTOU €XOUV TIEPLYPAYPEL PEXPL OriUEPA EVTOTTI(OVTAL OTO exon
10 kat gival onpelakég (W515L kat W515K). ABpolotikd, n
oLXVOTNTA TWV €V AOYW UETOANG WV gival 5-15% otnv IM
Kal 1-5% otnv 10. H avixveuon twv nmpoava@epOelowv pe-
TaMAEewv TTpaypatoroleital eite e avaiuon aAAnAouyiag
Bdoswv petd and kKAaoikn PCR, gite pe ASO-PCR.3*
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6. ZYZTHMATIKH MAXTOKYTTAPQXZH

H avixveuon tng petaAAa&éng D816V oto exon 17 tou
yovidiou c-KIT (xpwpdowpa 4) evioxVel oNPAVTIKA TN S1d-
YVWon TNG CUCTNHATIKAG HAOTOKUTTAPWONG (M). H ou-
YKEKPIPEVN YEVETIKN BAABN avixveveTal 0Tto 95% Tepimou
TV MEPIMTWOoEWV X M. H avixveuon twv mpoavapepOeiowv
HETOANAEEWVY TTPAYUATOTIOLEITAL EITE UE AVAAUCN AAANAOU-
xiag Bdoewv petd and kKAaoikn PCR, gite pue ASO-PCR.**

7. MYEAIKA KAl AEM®IKA NEONMAAZMATA
ME HQZINOO®IAIA KAl ANAAIATAZEIZ
TQN IFONIAIQN PDGFRA, PDGFRB 'H FGFR1

7.1.To xipaipiko yovidio FIP1L1-PDGFRA

To xipaipikod yovidio FIPTL1-PDGFRA TipOKUTITEL ATTO
avadlata&n evtog Tou XPWHOOWHATOG 4, OTO OTTOI0 EVTOTTI-
Covtat kal ta duo mpoavagepBévta yovidia. H ouykekpipévn
YEVETIKN BAABN Sev avixveVETAL LE TNV KAACIKK KUTTOPOYE-
VETIKA HEAETN. H avixveuon TnG pmopei va emteuyOsi eite pe
poplakn kuttapoyeveTikn (FISH) eite pe RT-PCR. H mapouoia
TNG CUYKEKPIPEVNG YEVETIKNG BAABNG EVIOXVEL OCNUAVTIKA
N Stidyvwon NG XpOviag NWOIVOPIAIKNG Aeuxalpiag.’#3”

7.2.To yovidio PDGFRB

H ouxvotepn yeveTik BAAPBN OTNV OTToia CUMETEXEL
10 Yovidio PDGFRB (xpwudéowua 5) ivai n t(5;12), n omoia
odnyei oto oxnuaTiopd tou TEL-PDGFRB xipaipikoU yovidiou
Kal CUCXETICeTAL IOXUPA PE TN XPOVIA LUEAOOVOKUTTAPL-
KN Aguxaupia.” H cuykekpipévn yevetikn BAGPN ocuvrBwg
AvVASEIKVUETAL UE TNV KAACIKN KUTTOPOYEVETIKN HENETN,
EVW O€ TIEPITITWOEIG PN S1ayVWOTIKOU KAPUATUTIOU KAl 7T
IOXUPNG KAIVIKAG uttogiag n avadeién tng mapouaoiag tng
emtuyydavetal gite pe RT-PCR €ite pe FISH.2

7.3.To yovidlo FGFR1

O1 yeveTikég PAAReG (avadlatd&elg) oTiC omoieg oupu-
UETEXEL TO YoVidlo FGFRT (XpwHOOWUA 8) €ival OPKETEC,
ouvodevovTal ATTd NWOIVOEIAIA Kal £€XOUV CUCXETIOTEL UE
MYN, o&eieg Aeuxaipieg kat Aep@oBAacTIKA Asppwpata. Ot
OUYKeKpIpéveg avadlatdéelg cuvriBwg avadeikviovTal e
TOV KUTTOPOYEVETIKO €Aeyx0.8

8. XPONIA AEMOOKYTTAPIKH AEYXAIMIA
Amé ta péoa tng SekaeTiag Tou 1990, peydAog aplOudg

HEAETWV avédel€e we apvNnTIKO MPOYVWOTIKSG Tapdyovta
yla tnv €€€N€EN NG vooou, TNV avtandkplon otn Bepareia
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Kal TN ouvoAikn emPiwon acBevwv e B-xpovia Agpgpo-
KUTTAPLIKN Aguxaipia (B-XAA), Tnv anmoucia «umepUETAN-
Aa€ewv» 0T HeTaBANTh Teploxr] Tou yovidiou TNG Bapldg
aAuoidag Tng avoooo@alpivnG-UTTOSOXEA TWV «KAWVIKWV»
B-Aepgpokuttdpwy (IgVH uneppetaldéelg). Ektipatal ot
T0 55% mepimou Twv acBevwyv pe B-XAA epgavifouv katd
™ Stdyvwon tng vooou IgVH uneppetaladelg. Ot aoBeveiq
avToi Siaytyvwokovtal cuviBwg o€ apxIKA 0TASIa TNG VOCOU
kat n empPiwon toug pmopei va unepPei ta 20 €tn. MAéov
TIPOOPATEG UENETEC £XOUV CUOXKETIOEL LIE APVNTIKA TTPOYVW-
On Kal TNV Tapoucia Tng «olkoyévelac» IgVH3-21 yovidiwv
NG Baptdg alucidag Tng avocoo@alpivng-urmodoxéa Twv
CKAWVIKWV» B-Agp@OKUTTAPWY, ave€dpTnTa amo TNV mapou-
oia IgVH uneppetala&ewv. O €Aeyxog yia TNV mapouacian
TNV amouocia IgVH urtepueTaANAEEWV SIEKTTEPAIWVETAL UE
avaluon aAnlouyiag Bdoswv petd anod khaoikny PCR kat
oUYKPION TWV ATTOTEAECUATWY HE Ta Sedopéva «BiIBAloONn-
KWVv» aAAnAouxiwv tou yovidiou IgVH.384

9. NEMOQMATA/NEMOOYNEPMAAZTIKA
NEOMAAZMATA

3 € OPIOPEVOUC LIOTOAOYIKOUG TUTTOUG AEUPWUATWY, N
Tekunpiwon tTng diayvwonc Baciletal otnv avadelén tng
TIAPOUCIOG CUYKEKPIUEVWY YEVETIKWV PAaBwv. EldikoTepa:
(a) To olwdeg Aéppwpa cuoxeTi(eTal UE TNV TTAPOUCIA TNG
t(14;18), n omoia odnyei 0TO OXNUATIOHO TOU XIHAIPIKOU

I. KAKKAX

yovidiou BCL2-IGH, () To Aéppwpa amd KutTtapa pavdua
(mantle cell ymphoma) cuoyetiletal pe TNV mapouoia Tng
t(11;14), n omoia odnyei 0TO0 OXNUATIOUO TOU XIMAIPIKOU
yovidiou BCLI1-IGH, (y) To Aépgpwpa Burkitt cuoyxetiCetal
Kupiwg pe TNV mapouacia Tng t(8;14), n omoia odnysi oto
OXNMUATIoNOS Tou Xlpalpikou yovidiov CMYC-IGH kat (8) To
AVATIAAOTIKO AEU@PWHA Tt PeyAAa KUTTapa CUCXETICETAL PE
TNV mapouaoia tnG t(2;5), n omoia odnyei 0To CXNUATIOUO TOU
XlHaipikov yovidiov NPMT-ALK. H avadeién tng mapouaciag
TWV TTIPOAVAPEPOEICWV YEVETIKWV PAABWV emTUyXAVETAL
gite pe RT-PCR eite pe FISH. MAvtwg, OTIG OUYKEKPLUEVEG
MEPIMTWOELS (Ue mMOav e€aipeon TO AVATTAACTIKO A€ép-
PWHA armo peyAAa KUTTApA), N HOPLAKH KUTTAPOYEVETIKN
(FISH) mpoTtipdatat évavti tng RT-PCR, epgavifovtag capwg
peyaAUTepn gvaloOnoia.?®

10. ZYMMEPAXMATA

Amd 1a mpoavagepBévta kabiotatal cagég mwe o’ 6,TL
a@opd oTNV TeEKUNpiwon TnG S1dyvwaong, ot LOPLAKEG TEXVIL-
KEG EXOUV EPAPMOYN OTIG TTEPIMTWOELG TNG OMA, Tng OAA,
™S XMA, Twv KAAGIKWV MYN, TG CUOTNUATIKAG LACTOKUT-
TAPWOoNG KAl TNG XPOVIAG NWOIVOPIAIKAG Asuxalpiag. X' 6,1t
a@opd oTNV MPOYVWOTIKN KATNYOPLOTIOiNON, Ol LOPLAKEG
TEXVIKEG £XOUV EQAPUOYH OTIG TTEPIMTTWOELG TNG OMA, TG
OAA kat tng B-XAA.
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The earlier (2001) and current (2008) WHO classification of “tumours of hematopoietic and lymphoid tissues” use all

available information (cytomorphology, immunophenotype, genetic features, clinical features) to define these dis-

eases. Certain genetic (cytogenetic or molecular) abnormalities are characteristic for specific diseases, and others

constitute prognostic factors for several diseases; thus, for disease recognition, molecular abnormalities can be used

for the prognostic classification of specific diseases. The current (2008) WHO classification documents the hemato-

logical malignancies in which molecular biological techniques have been applied for either diagnosis or prognostic

classification. Regarding documentation of diagnosis, molecular biological techniques have been applied in the case

of acute myeloid leukemia (AML), acute lymphoblastic leukemia (ALL), chronic myeloproliferative neoplasms (MPN),

systemic mastocytosis and chronic eosinophilic leukemia. Regarding prognostic classification, molecular biological

techniques have been applied in the case of AML, ALL and B-chronic lymphocytic leukemia (B-CLL).

.............................................................................
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