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MNepropiopoi

To Tmpoidv autd €xel OXedIOOTE yia va aviXVEUEl YOVIDIWUATIKEG OTTWAEIEG
MEYAAUTEPNG EKTAONG OTTO AUTH TTOU KAAUTITETAI ATTO TOUG KOKKIVOUG Kal TIPACIVOUG
KAWVOUG O€ auTO TO OET IXVNOETWY, N oTroia TTEPIAAUBAVE TIG TTEPIOXEG 7922 Kal
7931.2. O1 yovIDIWHOTIKEG OTTWAEIEG €KTOG TNG TTEPIOXAG QUTAG N Ol WEPIKEG
ATTWAEIEG OTNV TTEPIOXN AUTH UTTOPE va Unv gival avixveUoIUES JE auTO TO TTPOIOV.
H egétaon Oev TmpoopiCeTal yia: XPAON WG HEPOVWHEVOG  BlayVwaTIKOG,
TIPOYEVVNTIKOG EAEYXOG, TTPOCUPTITWHOTIKG €Aeyxo PBdoel TAnBuopol, egétaon
Kkovtd oTtov acBevr) | autoegétaon. To TPoidv autd TrpoopideTal pévo yia
ETTAYYEALATIKA Xprion €viog Tou epyaatnpiou. OAa Ta amroteAéopara TTPETTEl va
eppunvelovTal atmmd KATAANAA €EEIDIKEUPEVO TTIPOCWTTIKG AaUBaAVOPEVWY UTTOWN
GAAWV OXETIKWV ATTOTEAEOUATWY ECETATEWV.

To mpoidv autd dev €xel ETIKUPWOEI yia XpAon o€ TUTTOUG JEIYPATWY R TUTTOUG
aoBevelwV TTépav ekeivwy TTou KabopidovTal aTnv TTpoBAETTOPEVN XPAON.

Katd tnv avagopa kai eppnveia Twv atroteAeapdtwy FISH, 8a Trpétrel va TnpolvTal
TO ETTAYYEAPATIKG TTPOTUTTA TTPOKTIKAG Kal va AapBdavovTal utréwn AGAAEG KAIVIKEG
Kal S1ayVWOTIKEG TTANPOPOPIEG. AUTS TO KIT TTPOOPIZETAI VIO XPAON WG CUUTTARpWUA
o€ GANEG DIaYVWOTIKEG EPYOOTNPIOKEG EGETAOCEIG Kal OEV Ba TTPETTEN va EKIVAEI Kaia
BepaTreuTiki evépyeia pévo Baoel Tou atroteAéapatog FISH.

H un mpnon Tou TpwToKOANOU evOEXETAl va €TTNPEGOEl TNV aTTOd00N Kal va
odnynoel o€ Yeudwg BeTIKA/apvnTIKE OTTOTEAETATA.

AuTé TO KIT dev €xel €MKUPWOEI yia GAAoug okoTroUg Trépav TG kabopiopévng
TPOBAETIOHEVNG XPNONG.

MpoBAerépevn xpnon

To CytoCell Del (7q) Deletion Probe egival pia ToIOTIKH, YN QUTOMATOTIOINUEVN,
e¢étaon @Bopifovtog in situ uBpidiopol (FISH) TTou xpnoiyotroieital yia v
QAVIXVEUON XPWHOOWMIKWY €eAEiPewy oTIG TrEPIOXEG 7922 kai 7g31.2 Tou
XPWHOOWHaTOG 7 g€ povipoTroinuéva oe didAupa Carnoy (peBavoAn/ogikéd ofu 3:1)
KUTTAPIKG  EVAIWPAPATA  aIMATOAOYIKAG  TTpoéAeuong omod  aoBeveig e
emBePaiwpévn | mMOavoloyolpevn ogeia puehoyevhy  Asuxaipia (OMA) n
pueAodUGTTAOOTIKG OoUVOpopo (MAZ).

Ev&eigeig

To Tpoidv autdv eival oXeDIAOPEVO WG CGUUTTANPWHOTIKO O€ GANEG KAIVIKEG Kal
10TOTTOBOAOYIKEG EGETACEIG OE avayVWPIOPEVA POVOTTATIO SIAYyVWOong Kail KAIVIKAG
@povTidag, 6TTou N yvwaon Tng UTrapéng TG EAAeIwng 79 Ba ATV CNPAVTIKA yia TV
KAIVIKA) QVTIPETWTTION.

Apxég Tng g&ETaong

O @Bopiwv in situ uBpIdiIouds (FISH) gival pia TEXVIKA TTOU ETTITPETTEI TNV AViXVEUON
aMnAouxiwv DNA o€ JETAQATIKE XPWHOTWHATA ) O€ HEOOPATIKOUG TTUPAVES aTTO
HOVILOTTOINPEVA KUTTAPOYEVETIKG deiypaTa. H TEXVIKA auTr XpNoIYOTTOIEl IXVNOETEG
DNA Ttrou uBpidoTtroiolvTal g€ OAGKANPA XPWHOOWHATA 1) HEMOVWHEVEG HOVODIKEG
aAAnAouxieg kal XpnoIPeUEl WG €va ONUAVTIKO GUUTTARPWHA OTNV KUTTOPOYEVETIKN
avaiuon pe G-Cwvwon. AuTh n TeEXVIKA UTTOPEi TTAEOV va €QAPUOOTEI WG €va
ONMAVTIKG €PEUVNTIKO EPYOAEIO OTA TTAQICIO TTPOYEVVNTIKWY KOl QIJATOAOYIKWV
avOAUoEWY, KABWG Kal XPWHOOWHIKWY aVAAUCEWY CUPTIAYWV Oykwv. MeTd Tn
govipotroinon kai Tn petouciwon, 1o DNA-g1éX06 €ival diaBéoiyo yia avadidragn
o€ évav TTapouoIa HETOUTIWPEVO, @BopifovTa onuacpévo 1xvneétn DNA, o otroiog
€xel GUUTTANPWHATIKA aAAnAouxia. Metd Tov uBpIdIoUS, YivETal aQaipeon Tou Un

deapeupévou Kai pn €1d1kd deapeupévou 1xvnBETn DNA kai To DNA uttoBaAAeTal o€
avTiXpwaon yia aTtreikovion. ZTn CUVEXEID, N MIKPOOKOTTia ¢Bopiopuol KabioTd
duvaTH TNV ATTEIKOVION Tou URPISOTTOINHEVOU IXVNBETN OTO UAIKO-OTOXO.

MAnpo@opieg yia Tov IXvneérn

H povoowypia Tou XpwpoowpaTog 7 Kal ol EAAEIYEIG oToV POKPU Bpayiova Tou
XPWHOCWHATOG 7 ATTOTEAOUV AVAYVWPIOHEVES ETTAVEUPAVICOUEVEG XPWHOOWHMIKES
QAVWHAAIEG TTOU OTTAVTWVTAI CUXVA OE JUEAOYEVEIG BIATAPAXEG.

H povoowyia 7 kai n del(7q) amaviwvtal og opIouEVEG JUEAOYEVEIG DlaTapaxEg,
gupTtrepIAapBavopévou Tou PueAodUGTTAACTIKOU ouvdpopou (MAZ), Tng ogeiag
pughoyevoUg Asuxaipiag (OMA), kal TG TTAIBIKAG HUEAOPOVOKUTTAPIKAG AcuXaiyiag
(MMMA):. EmimrAéov, amaviwvial oe MAT kai OMA Trou Trapouciddovral o€
aoBeveig pe ouyyeveig diatapayég (Tr.x. avaipia Fanconi, ouvdpopo Kostmann,
VEUPOIVWHATWON TUTTIOU 1 Kal 0IKoyevr] povoowyia 7)2. H Trapoucia Movoowpiag
7 1 del(79) wg KaPUOTUTTIKF PETAROAR OUOXETIeTal pe duapevéaTepn €kBaon o€
puehoyeveig kakorOeieghS,

O1 eMAeiyelg 010 XpWPOOWHA 7 €ival CUVABWG PEYAAEG PE ETEPOYEVEIQ OTA ONUEIa
dIGoTTaONG O€ MPUEAOYEVEIG VvOOOUG, Yeyoveg TIou KaBioTd OUOKOAN Tn
XapToypdenon Twv Koivwv TreploXwv éMeiwng (CDR). Eival oAU mBavé o
ouvepyadovtal TTOAOTIAG OYKOKATAOTOATIKG Yyovidla OTO Xpwpoowua 7 oTn
Aeuyaipoyéveon®.

Mpodiaypagég 1xvnOeTwV
7022.1-922.2, KokkIvog
7q931.2, Npdoivog

7922 7q31.2
T d \
D75796 D75658 D7513% D752886
D752543
E— —
396kb 203kb
100kb
00D

O 1IxvnBéTng 7922, onUOOPEVOG KOKKIVOG, KAAUTITEl pia Trepioxr] 396kb TTou
TrepIAaPBAvEl TO TEAOPEPIKO GKpo Tou yovidiou RELN kai exTeiveTan Tépav Tou
o¢eiktn D7S658. O 1xvnbéTng 7931, onuaouévog TTPACIVOG, KAAUTITEI UG TTEPIOXH
203kb 1rou TTepIAapBavel To yovidio TES.

Mapexopeva UAIKA

Ixvn@érng: 50 pl ava @iahidio (5 egetdaeig) A 100 pl avd @iaAidio (10 egeTdaoeig)
O1 1xvnBETEG TTapPEXOVTAl TTpoavauEplypévol o€ SidAupa uBpIdiopou (popuauidio,
Benkny de€Tpdvn, alatouxo didAupa-kITpIKG vaTtplo (SSC)) kal gival €ToIOI TTPOG
xenon.

Avrixpwon: 150 ul avd @iaAidio (15 egetdoeig)
H avrixpwon eivai DAPI antifade (ES: 0,125 pg/ml DAPI (4,6-8iapidivo-2-
@aIvUAIVOOAN)).

Mpo€13oTToIRTEIg Kal TIPOPUAGEEIS

1. T in vitro diayvwaoTiKA XPAon. ATTOKAEIOTIKA yia eTTayYEAPATIKA XPAON.

2. Na @opdre yavTia katd Tov Xelpiopo 1xvneTwv DNA kai avtixpwaong DAPI.

3.  Ta piypota Twv IXVNOETWY TTEPIEXOUV POPUapidIOo, TO OTTOIO Eival TEPATOYSVO.
Mnv avarmvéete avaBupidoeig Kal aTmroQUYETE TNV €TTO@R HE TO dEpua.
ATTaiTeiTal TTPOOEKTIKOG XEIPIOPOG. Na popdTe yAvTIa KAl EpYOoTNPIaKH TTOdIA.

4. To DAPI gival duvnTik@ KapKIvoyovo. ATTQITEITAl TTPOCEKTIKOG XEIPIOPOGS. Na
POpPATE YAVTIO KOI EPYACTNPIOKH TTOdIE.

5.  AmoppitrTete 6Aa Ta €TIKivOUVA UANIKG CUPQWVA PE TIG KOTEUBUVTAPIEG 0BNYiEg
Tou 1I5pUPATOG OAG YIa TNV ATTOPPIYN ETTIKIVOUVWY OTTOBAATWV.

6. O1 XeIPIOTEG TIPETTEN VO €XOUV TNV IKAVATNTA VO SIOKPIVOUV TO KOKKIVO, TO UTTAE
Kal To TTPACIVo Xpwua.

7. H pn mpnon Tou TTEPIYPAPOUEVOU TTPWTOKOAAOUKAI TWV avTIBPACTNPIWV
evOéxeTal va eTnpedoouv TNV ammédoon Kal va odnyfoouv Ot WEUdWS
BeTik@/apvnTIKG aTroTeAéopaTa.

8. O IxvnBéTng Oev Ba TTPETTEl va APAIWVETAI A va avaplyvueTal pe GAAoug
IXVNOETEG.

9. H pn xprAon 10l 1xvnBétn oTo OTAdIO TOU TIPWTOKOAAOU TIpIV ATIO TN
JETOUGTWAN EVOEXETAI VA ETTNPEACEI TNV ATTOd00N Kal va 0dnNyAoEl 0 PeUdWG
BeTIk&/apvnTIKA aTroTeAéopaTa.

ATtroBrikeuon Kal XEIPIOHOG
To kit Ba TTpéTrel va amobnkeveTal o€ Beppokpaaia atd -25 °C
-15°C  €wg Kkai -15 °C oe KatayukTn PEXPI TNV NuEPOUNVia Angng Trou
J/ avaypd@eTal OTNV €TIKETA TOU KIT. Ta @IOADIa IXVNOETWVY Kal
-25°C avTiXpwoNng TIPETTEI VA ATTOBNKEUOVTAI OE OKOTEIVO XWPO.
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O 1xvnBETNG Trapapével oTabepdg kKab' OAn Tn didpkela Twv
KUKAWV Yigng/amméyugng Trou TTpayuaToTToloUVTal OTO TTAQICIO
NG @uolohoyikAG XPAong (évag KUKAOG avTIOTOIXEl OTNV
/ -...___ aQaipeon Tou IxvnOETN améd Tov KATaWUKTN Kal TNV €K VEou
/ TOTTOBETNOT TOU O€ auTdV) Kal €ival QwTooTABEPOS YIa £wg Kal
A\ 48 Wwpeg PETA TNV €KOECT) TOU OE OUVONKEG OUVEXOUG PWTIOHOU.
. Mpémer va kataBdAAeTal kGBe duvarth TTPOOTIAOEID WOTE N
¢ékBeon ot peTOBoAAOPEVEG  OUVBNKEG  QWTIOMOU  Kal

Bepuokpaciag va TTepIopifeTal GTO EAAXIOTO.

E&omrAiIou6g Kal UAIKG TTou atraiTouvTal aAAd Sev TrapéxovTal

Mpétrel va xpnoiyoTroigital Badpovounuévog e€0TTAICOG:

1. Oegppn TAAKa (Pe oTepen TTAGKA Kail SidTagn akpiBoug eAéyxou Bepuokpaaiag
£€wg kai 80 °C)

2. BaBpovounuéveg IKpOTITTETEG PETABANTOU OyKou Kai puyxn, ammd 1 pl éwg
200 pl

3. Ydarohoutpo pe didTagn akpiBoug eAéyxou Beppokpaaciag atoug 37 °C kal
oToug 72 °C

4. XwAveg pikpoguyokévtpiong (0,5 ml)

5. Mikpookdtio @Bopiopol (avaTpééte oTnv  €vOTNTG «XUOTOCN Yia TO

HIKPOGKOTTIO PBOPIGHOU»)

MikpookdTrio avtiBeong pdoewyv

KaBapd mAaoTiKd, kepapika i BeppoavBekTikd yudAiva doxeia Coplin

AaBida

BaBuovopnuévo TrexaueTpo (1 TIEXAUETPIKEG TAIVIEG PE BUVATOTNTA PETPNONG

Tiywv pH 6,5 — 8,0)

10. MepiékTng uypaaiag

11. Pakdg YIKPOOKOTTIOU GOOPIGHOU KATASUTIKOG O AGdI

12. ®uydKevTpog TTAYKOU £EpYaOiag

13. AVTIKEINEVOPOPOI PIKPOOKOTTIOU

14. KaAuTtrTpideg 24 x 24 mm

15. Xpovouetpo

16. Emwaotipag 37 °C

17. KoAha pe didAupa eAacTikou

18. Miktng TepIdivnong

19. AiaBabuiopévol KUAIVEpOI

20. MayvnTikég avadeuTipag

21. BaBpovounuévo BepudueTpo

MpoaipeTIKOG EEOTTAIONOG TTOU BEV TTAPEXETAI
1. KuttapoyeveTikdg BaAapog Enpavong

AvVTISpaOoTAPIA TTOU aTTaITOUVTAl OAAG Bev TTapéxovTal
AidAupa alatolyou dilaAUpaTog-KITPIKOU vaTpiou (SSC) 20x
AiBavoin 100%

Tween-20

Ydpogeidio Tou vatpiou 1M (NaOH)

YdpoxAwpiké o&u 1M (HCI)

ATTIOVIGPEVO VEPO

oA wNE

ZUoTOON YIO TO HIKPOOKOTTIO pBopIouoU

Xpnaoiyotroieite  Adutma  udpapyupou 100 watt 1 100d0vaun Kal €miTTEdOUG,
QATTOXPWHOTIKOUG QAVTIKEIMEVIKOUG POKOUG KaTaduTikoUg o€ AGdI pe peyéBuvon
60/63x i 100x yia RéATioTn ameikovion. O1  @Bopifouceg ouadieg TToU
XPNo1PoTToIoUVTal O€ auTO TO OET IXVNOeTWY Ba dieyepBouv Kal Ba eKTTEUYWOUV oTa
akéAouba prkn KUPAToG:

Mpdoivo 495 521
Kokkivo | 596 | 615

BeBaiwBeite 611 0TO MIKPOOKOTIO €X0oUuv TOTTOBETNOE Ta KATAAANAQG  @iATpa
SIéyepONG Kal EKTTOUTIAG, T OTToia KAAUTITOUV TO YAKN KUPOTOG TTOU avagépovTal
Tapatdvw. Xpnoigotroiate @iATpo diéAeuang TpImTAiRg {wvng DAPI/mpdaoivou
@AopaTog/kOKKIVOU @AaopaTog 1 @iATpo diéAeuong BITTARG duwvng TTpdaivou
PAoPATOG/KOKKIVOU @ACHATOG YIa BEATIOTN TAUTAXPOVN ATTEIKOVION TWV TTPACIVWV
Kal KOKKIVWVY QOOPIJOVTWY OUCIWV.

EAéyETe TO pIKPOOKATTIO PBOPIOUOU TIPIV aTTd TN XPAON Yia va dlac@alioeTe OTI
Aeitoupyei  owoTd. Xpnolpotroijote AGdl  katdduong Tou  evdeikvuTal  yIa
MIKpOOKOTTia @BOPICUOU Kal €XEl TTOPACKEUACDTEI yia XaunAd auto@Bopioud.
Atrouyete Tnv avapign Tou DAPI antifade pe AddI kataduong pikpookoTriou, dIOTI
KATI TETOI0 Ba KAAUWEI Ta orjpaTa. TnPAOTE TIG CUCTAOEIG TOU KOTAOKEUAOTH 600V
agopd Tn didpkela wAG TNG AGUTTaG Kal TNV NAIKIa Twv QIATPpWYV.

MpogToipacia deypdTwv

To KIT éxel OXeDIAOTE yIo XPAON O€ KUTTAPIKA EVOIWPANOTA QIMOTOAOYIKAG
TIpoéAeucng TTou £Xouv povipoTroindei o€ didAupa Carnoy (ueBavoAn/ogiké ogu 3:1)
Kl £XOUV TTPOETOINACTEI CUPPWVA PE TIG KATEUBUVTHAPIEG 0BNYiEG TOU EpyaoTnpiou
1} Tou 18pUPaTOG. MpoETOINAaTE BeEiypaTa TTOU €XOUV UTTOOTEI {Apavan Pe aépa o€
QAVTIKEINEVOPOPOUG  HIKPOOKOTIOU OUPPWVA PE TIG TUTTIKEG KUTTAPOYEVETIKEG
diadikaoieg. To eyxelpidlo AGT Cytogenetics Laboratory Manual — Trepiéxel
ouoTdoeig yia T cUANOYR, KAAANIEpYEIDQ Kal HETAPOPE delypaTWY, KaBWG Kal yia TV
TIPOETOINOGIA TWV AVTIKEIMEVOPOPWY TIAAKWVS.

MpogToipacia SIaAUPATWY

AiaAvpara ail@avoing

ApaioTte aiBavoin 100% pe atmoviopévo vepd pe BAaon Tig ak6AouBeg avaloyieg
KOl QVaMIETE KaAG.

e AIBavoAn 70% - 7 uépn aiBavoAng 100% o€ 3 péPOog aTTIoVICHEVOU VEPOU

e AIBavoAn 85% - 8,5 pépn aiBavoAng 100% oe 1,5 pépog atmioviopévou vepou

AmobnkeuoTe Ta dlaAUpata yia £wg kal 6 priveg oe Beppokpaagia dwuatiou o€
AEPOOTEYN TTEPIEKTN.

AigAupa 2xSSC

ApaiwoTe 1 pépog diaAlpatog 20xSSC pe 9 pépn atmoviopévou vePoU Kal avauigTe
KaAd. EAEyETe TNV Tipn pH kai puBuioTe o€ pH 7,0 xpnoipotroiwvtag NaOH ry HCI,
Kat@ TrePITTwon. ATobnkeloTe TOo dldAupa yio €wg Kal 4 eBdopddeg o€
BepUoKpaTia dwUATIOU O AEPOTTEYN TTEPIEKTN.

AigAupa 0,4xSSC

ApaiwoTe 1 pépog diaAlpaTtog 20xSSC pe 49 pépn atmoviopévou vepoU Kal avaUigTe
KaAd. EAéyEre Tnv TiR pH kai puBpiote o€ pH 7,0 xpnoipotroiwvtag NaOH A HCI,
Katd TrepImTwon. ATobnkeloTe TO didAUpa yio €wg Kal 4 eBdouddeg o€
Bepuokpacia dwuaTiou 0 AEPOTTEYN TTEPIEKTN.

2xSSC, AigAupa Tween-20 0,05%

ApaioTe 1 pépog dlaAUpaTog 20xSSC pe 9 pépn atmioviopévou vepou. MNMpoobéoTe
5 pl Tween-20 avda 10 ml ki avapigre kaAd. EAEyEre TNV TiuR pH kol puBpioTe o€
pH 7,0 xpnoiyotoiwvtag NaOH 1 HCI, katd mepimrtwon. AmroBnkedoTe 1o didAupa
yia €éwg Kal 4 €BOouadeg o Bepuokpacia dwUaTiou O AEPOTTEYT TIEPIEKTN.

MpwTtékoAAo FISH
(Znpeiwon: BeBaiwBeite 6T n €kBEaN TOU IXVNOETN KaI TNG QVTiXPWONG OTA GWTA
TOU €pyaaTnpiou gival TTAvTa TIEPIOPIOUEVN).

IMposroipyacia avriKEINEVOPOpOU

1. TomoBeTAOTE pIa KNAIBa aTmd TO KUTTAPIKG Oeiyua O pia  YuBAivn
QAVTIKEIJEVOPOPO WIKPOOKOTTioOU. AQACTE TN va oTeyvwoel. (MpoaipeTIKd, eav
XPNOIUOTIOIEITE KUTTAPOYEVETIKO BAAapo §Apavong: n TommoBéTnon Tou
OEiypaTOG OTIG OVTIKEINEVOPOPOUG Ba TTPETTEl va yiveTal ME Tn Xpron
KUTTapOYEVETIKOU BaAduou {Apavong. O BdAapog TTPETTEl va AsIToupyei o€
Beppokpaaia Tepitrou 25 °C kal uypacia 50% yia Tn BEATIOTN AWn KUTTAPIKOU
Oeiypatog. Edv dev utrdpxel d1aBE0INOG KUTTOPOYEVETIKOG BAAapog Enpavang,
XPNOIPOTIOINCTE €vav atmaywyd wg eVAAAAKTIKA).

2. BubioTe TV avTikeipevo@dpo o€ didAupa 2xSSC yia 2 AeTTTa o€ Bgppokpacia
dwpaTtiou Xwpig avakivnon.

3. Aogudatwote og dlagopeTikd ToooaTd aiBavoAng (70%, 85% kai 100%),
O10d0XIKd, TO KaBéva yia 2 AeTITé o€ Beppokpaaia dwuaTiou.

4.  AQNOTE TN VO OTEYVWOEL.

Mpiv amé tn peroudiwon
A@aipéaTe TOV IXVNBETN aTTd TOV KATAWUKTN KAl a@roTE Tov va BepuavOei oe
Bepuokpacia dwpatiou. EkTeAéoTe oUVTOUN QUYOKEVTPION TTPIV OTTO TN XPRON.

6. BeBaiwBeite 0TI TO diGAUpQ 1IXVNOETN €XEl avapixBei opoIduop@a Pe TN Xpron
TTTETOG.

7.  Agaipéote 10 yl 1xvnBETN yia KABE €¢ETAON Kal HETAPEPETE TA O€ £vav CWARva
MIKPOQUYOKEVTPIONG. TOTTOBETAGTE Ypriyopa &ava Tov UTTOAOITTO IXVNBETN OTOV
KaTayukTn.

8. TomoBetAaTE TOV IXVNOETN KOI TNV AVTIKEINEVOPOPO OeiypaTog o€ pia Bepun
TAdKa pe Beppokpaaia 37 °C (+/- 1 °C) yia 5 AeTrtd yia TpoBéppavan.

9. TomoBetAcoTe 10 Yl PiyyaTog ixvnBETN GTO KUTTAPIKO PiYHO KOl EQAPHOOTE Hia
KOAUTITPIdQ TTPOCEKTIKA. Z@payioTe pe KOAAQ e SIGAUPa EAQOTIKOU KAl ApraTE
TN Va OTEYVWOEI EVTEAWG.

Merouoiwon
10. MetouoiwoTe TO deiypa Kal Tov IXvnBETN TauTOXpPOva Bepuaivovrag Tnv
QAVTIKEINEVOPOPO O€ pia Bepun) TTAGKa oToug 75 °C (+/- 1 °C) yia 2 AeTrTd.

YBpi1dioudg
11. ToTOBETAOTE TNV QAVTIKEINEVOPOPO O€ €vav UYPO, PWTOOKIEPS TIEPIEKTN OF
Beppokpaaia 37 °C (+/- 1 °C) yia pia oAdkAnpn vuxTa.

IMAuoeig perd rov uBpIdIoUO

12. Agaipéote To DAPI amméd Tov KatawukTn Kal agroTe To va BepuavOei ot
Bepuokpacia dwuartiou.

13. Ag@aipéoTe TNV KAAUTITPIOO Kal GAa Ta UTTOAEIUPOTA KOAANOG TTPOTEKTIKA.

14. BuBioTe TV avtikeiyevo@opo oe didAupa 0,4xSSC (pH 7,0) oe Bepuokpacia
72 °C (+/- 1 °C) yia 2 AeTrT@ Xwpig avakivnon.

15. ATooTpayyioTe TNV avTIKEIyEVOPSOPO Kal BuBioTe Tn o€ didAupa 2xSSC, 0,05%
Tween-20 ot Beppokpacia dwyatiou (pH 7,0) yia 30 deutepOAeTITa XWPIG
avakivnon.

16. AmooTpayyioTe TNV avTikeipevopdpo kai Torrobetriote 10 pl DAPI antifade o€
KGBe deiypa.

17. KoAOwte Tn pe pia KOAUTITPIOA, apaipéaTe TUXOV QUOOAIdEG Kal TrepipéveTe 10
AETITA PEXPI VA QVOTITUXOET TO XPWHA OTO OKOTADI.

18. MapaTtnpeioTe o€ YIKPOOKATIO PBopIoHOU. (AvaTpégTe TNV evOTNTO ZUOTOAON
YIO TO HIKPOOKOTTIO pBOopIoHOU.)

ZTa0EPOTNTA £TOINWV AVTIKEINEVOPOPWY TTAOKWV
O1 £TOINEG AVTIKEINEVOPOPOI PTTOPOUV va avaAubolv éwg kal 1 prva peTd €av
aTToBNKEUTOUV G€ OKOTEIVO XWPO O€ Beppokpacia dwuatiou ;A XapunAoTepn.

ZuoTdoElg yia Tn diadikagia

1. H ©épuavon f wpigavon Twv AVTIKEINEVOPOPWY WTTOPEI VO MEIWOEI TOV
®BoPIoUS TWV ONUATWYV

2. O1 ouvBnkeg UBPIBICPOU PTTOPEI VO ETTNPEACTOUV dUOHEVWG atrd TN XprRon
avTIdPACTNPIWY TIEPAV EKEIVWV TIOU TTOPEXOVTAI | GUOTAVOVTIQI atmé Tn
Cytocell Ltd

3. Xpnoigomoiote  éva  Babuovounuévo  BepuOPETPO  yIo T PETPNON
BepuoKkpacIWV JIOAUPATWY, UDATOAOUTPWY KAl ETTWACTHPWY, KABWG Ol gV
Aoyw Beppokpaaieg eival kpiolung anuaagiag yia tn BEATIOTN ammddoon Tou
TIPOIGVTOG.
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O1 ouykevTpwoelig, ol TIéG pH kar o Beppokpacieg TTAUONG €ival GNUAVTIKEG,
KOBWG oI GUVBAKEG XAUNANG aUOTNPOTNTAG UTTOPET Va £XOUV WG OTTOTEAETHA
pn €8Ik 8éopeuon Tou IXvnOETN evw o ouverkeg uTTEPBOAIKG UWNAAG
auaTNPOTNTAG PTTOPET Va £XOUV WG aTTOTEAETHA TNV EAAEIPN GAPOTOG

H ateAng peToudiwan PTTopei va €xel wg atmroTEAETUa TNV ATTWAEIQ CAPATOG
Kal N uTEPPBOAIKN) PETOUTIWON PTTOPEI ETTIONG VA €XEI WG ATTOTEAECUA TN UN
€101k déopeuon

O umrepPBoAikdg uBpIdioydg pTopeil va odnyAoel o€ TIPOOBETA 1 [N
QAVAUEVOUEVA OHpaTa

O1 xprjoTeg Ba TTPETTEN va BEATIOTOTTOIOUV TO TIPWTOKOAAO yIa Ta BeiypaTd Toug
TIPIV a1Td TN XPAON TNG €££TAONG Yia dlayvwOTIKOUG OKOTTOUg

Tux6v UTTOBEATIOTEG OUVONKEG WTTOPEI VA €XOUV WG ATTOTEAEOUA N €IDIKA
OEOPEUAN, N OTTOIO PTTOPET VO TTAPEPUNVEUTET WG AP IXVNOETN

o

o

~

©

Epunveia Twv armoreAsopdTwv

EKTiunON TO0IOTNTAS AVTIKEINEVOPOPWYV TTAAKWV

H avTikeipevo@odpog Sev Ba TTPETTEl va avaAUeTal eGv:

e Ta onuata eivar TOAU acBevr) yia va Tpaypatotroin®ei avaAuon o€
pegovwpéva @iATpa. Ma va TpoxwpnoeTe Pe Tnv avdaiuon, Ta onpata Ba
TIPETTEI VA €ival QWTEIVA, BIOKPITA Kal EUKOAa agloAoyAoipa

Ymdpxel peydhog apiBuog  ouoTadoTToINUEVWV/AANNAOETTIKAAUTITOPEV WY
KUTTAPWV TTOU EUTTOdIgOUV TNV avaAuon

>50% Twv KUTTApwV dev £xouv uppidoTroinBei

Ymapxer Tepiooeia BoPICOVTWY  owpaTidiwy  PETAEU Twv KUTTApwv f/kal
@Bopifouca axAr TTou TIPokaAei TTapepBoAég oTa orjuata. Idavikd, To uTTéRabpo
TWV OVTIKEIHEVOPOPWY Ba TTPETTEI VO paiveTal OKOTEIVE 1) palpo Kal kaBapod

e Ta 6pia Tou KUTTAPIKOU TTUpriva Bev ival SiakpITd Kai dev gival dBIkTa

KareuBuvrripieg odnyieg yia tnv avaiAuvon

o KdBe deiypa Ba TPETTEl VO aVaAUETAN Kal VO epPNVEUETal aTTd SU0 avaAuTéG. Tuxdv
AOUPPWVIEG Ba TIPETTEN VA EMAUOVTAI HECW EKTIUNONG OTTO TPITO AVOAUTH

Kd&0Be avahuTtig Ba Tpétmel va eival KaTaAAnAa e€eIBIKEUPEVOG OUPNPWVA PE TO
aAVAYVWPIoTPEVA €BVIKG TTPOTUTIO

Kd&Be avalutrig Ba Trpémrel va BaBuoloyei pepovwuéva 100 TTupriveg yia KABe
Oeiypa. O TTPWTog avaAuTAG Ba TTPETTE va EeKIVE TNV avaAUGn OTTO TNV ApPICTEP
TIAEUPd TG QVTIKEINEVOPOPOU Kall 0 DEUTEPOG AVAAUTAG OTTO T DI TIAEUPG

Kd&Be avaoAuTAg Ba TTPETTEN VO TEKUNPIWVEI TA OTTOTEAEOPATA TOU O€ XWPIOTA
EVTUTTO

AvoAleTe  povo  ABIKTOUG  TTUPAveEG  Kal  OXl  ETTIKAAUTITOMEVOUG 1)
OUOOWPEUPEVOUG  TTUPAVEG R TIUPAVEG  TIOU  KAAUTITOVTQlI  OTTO
KUTTOPOTTAQONATIKG UTTOAEiMpaTA 1) UPNAS €TTiTTEdO aUTOPBOPITHOU
ATTOPEUYETE TTEPIOXEG UE TTEPITTEIN KUTTAPOTTAACUATIKWY UTTOAEIUMATWY 1) Un
€101k UBPIdIoUS

H évraon Twv onudTwy PTropei va TToIKiAAEL, aKOpa Kal OThV TTEPITITWAON £VOg
HOVO TTUPAVA. X€ TETOIEG TTEPITITWOEIG, VA XPNOIUOTIOIEITE JovA QIATPa fi/Kal va
PUBUICeTE TO EOTIOKO ETTITTESO

2 UTTOREATIOTEG OUVONKEG, Ta gApaTa PTTopEi va gaivovtal didyuTa. Edv duo
oApaTa Tou idlou XpwuaTog BpickovTal o€ eTTa@r PeTagl Toug, i n atméoTacn
METAEU TOoug dev gival peyaAdTepn ammod dUo TTAATN GAPATOG, 1 ouvdEovTal e
€va axvo VAUQ, JETPROTE TA WG €vVa ORA

Edv éxete ap@iBoAieg yia To €dv €va KUTTAPO PTTOPEI va avaAubei f o1, unv
TIPOXWPAOETE OTNV AVAAUGH TOU

Mnv TTpooeTPATE - OI
TTUPAVEG gival UTTEPBOAIKG
KOVTA 0 €vag aTov AAAoV yia
ToV KaBopIoud opiwv

Mn TrpooueTpdre
aAAnAokaAUTITOPEVOUG
TTUprveg - Oev gival opaTh
OAOGKANPN N éKTAON KAl TWV
OUo TTUpAVWY

MpoopeTpRoaTe wg dUo
KOKKIVO ofjaTa Kal dUo
mpdoiva onuara - éva atmd Ta
500 KOKKIVO orjpaTa gival
didiuto

MpooueTprioate wg dUo
KOKKIVa Kal dUo TTpdaiva
OAMaATa - To SIG0TNUA OTO éva
KOKKIVO OANA EiVal MIKPOTEPO
atré Ta TTAGTH dUO ONUATWY

8§ —
o0
o
0

Avapevopeva atmroteAéoparta
Avapevouevo @uaIoAoyIKd TIPOTUTIO ONUATWY

e éva QuOIoAoyIkO KUTTOPO, avapévovTal dUo KOKKIVa Kal dUo TTpAciva CHUATA
(2K, 2M).

AvapevouEvo Pn QUAIoAoyIKG TTPOTUTTO ONUATWY
KUTTopa o1a otroia uTTdpyel EAAEIWN PTTOPEI va eu@avigouv éva atd Ta
TTAPOKATW TTPATUTTA ONUAETWV:

1. Edv n éNeiyn trepidapavel Tnv eyyUg CDR poévo kai gival npiguyn, To aVauEVOUEVO
TPATUTTO oNUdTWY Ba gival éva KOKKIVo Kal dUo Trpdaiva orjuata (1K, 2IM).

2. Edv n éN\eyn mepidapBavel Tnv eyyUg CDR pévo kai givar opdluyn, 1O
QAVAPEVOPEVO TIPOTUTTO ONPATWY Ba gival Kavéva KOKKIVO Kal dUo TTpdoiva aApaTa

=)
~
N
2

3. Edv n éNeiyn mepihapBavel Tnv amopakpuapévn CDR pévo kai gival nuiduyn,
TO QVOPEVOUEVO TTPOTUTTO ONUATWY Ba gival dUo KOKKIVA Kal éva TTpdaivo ofpa (2K,
10).

4. Edv n éNeiyn TrepiAapBavel Tnv atropakpuopévn CDR pévo kai gival opdguyn,
TO avapEVOEVO TTPATUTTO onudTwy Ba gival dU0 KOKKIVA Kal Kavéva TTPACIVO GHPA

~
~
o
2

5. Mpdtutto evdg KOKKIVOU Kal evog Tpdoivou onfuarog (1K, 1M) pmopei va
TTapaTnPEnOEi o€ TTEPITTITWAON povoowiag 7 A nuiCuyng éAAelwng kai Twv 8o CDR
aTo 7q.

MropoUv va mpokUWouv kal GAAa TTPOTUTTA ONPATWY O  aveUTTAOEIDA/UN
I00ppoTTNUéva deiyuaTa.

N'vwoTA S10o0TaUPOUMEVN AVTISPACTIKOTNTA
Xwpig yvwoTr dlaoTaupoUpevn avTidpacTIKOTNTA.
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Avagopd avemOiunTwv CUPBAVTWY

Edv moTelete 6T TO Trpoidv auTd Trapouciaoe ducAsitoupyia i uTTORABUION OTA
XAPAKTNPIOTIKA a1rddoong, n otroia evOEXeTal va auvéBale ae éva avemBuunTo
aupBav (11.X. kaBuaTepnuévn i eopaipévn didyvwaon i akatdAAnAn BepaTtreia), Ba
TIPETTEI VA TO QVAPEPETE AUECWG OTOV KATAOKEUAOTH (email: vigilance@ogt.com).

To oupBdv Ba TpéTTel va avagepbei kal oTnv appodia apxf TG XWPAG 0ag, £av
uTtapxel. MTTopeiTe va Bpeite TOV KATGAOYOo PE Ta onueia ETTIKOIVWVIOG yia BépaTta
emmaypuTvnong oTo: http://ec.europa.eu/growth/sectors/medical-devices/contacts/.

EI181kG XapakTnpIoTIKG amrédoong

AvaAurtikn e181kéTnTa

H avaAuTikA €18IKOTNTA €ival TO TTOOOOTO TWV GNPATWY TTou UBPIdoTToIoUVTal HOVO
oTn owaoTh Béon kal o€ kayia GAAn Béon. H avaAuTIkA €181IKOTNTA KOBOPIOTNKE e
TNV av@Auon guvoAikd 200 B€oewv-0TOXWV. H avaAuTIKR €181kOTNTA UTTOAOYIOTNKE
wGg 0 apiBuog Twv onudtwv FISH tou uBpidotroiibnkav oTn cwoTh Béon
dlaipepévog Pe Tov GUVOAIKS aplBud Twy uBpidotroinuévwy onudrtwy FISH.

Mivakag 1. AvaAuTtikn 181kéTnTa Tou Del (7q) Deletion Probe

Kokkivog

7922 7922.1 200 200 100
Mpdoivog

7031 7q931.2 200 200 100

AvaAurtiki evaioénaoia

H avoAuTikr euaioBnaia eival To TTOOOOTO TwV AgIOAOYACIHWY HPECOPATIKWY
KUTTAPWVY ME TO QVAPEVOUEVO TIPOTUTIO (QUOIOAOYIKWY onudaTwy. H avaAuTikn
euaIoOnaia KaBoPIoTNKE PE TNV AVAAUGN HECOPATIKWY KUTTAPWY aTrd dIapopETIKA
@uaolohoyikd deiyyata. H euaiobnoia umoAoyioTnke WG TO TIOOOCTO TwV
AgIOAOYACINWY KUTTAPWY HE TO OVAPEVOUEVO TTPOTUTTO ONUATWY (UE didoTnua
eptmoTooUvng 95%).

Mivakag 2. AvaAuTtikr euaioBnoia Tou Del (7q) Deletion Probe

4945 5000 98,90

98,57 - 99,15

XapakTnpiouog Twv QUGIOAOYIKWY TIWV ATTOKOTTHS

H @ualoAoyikn TIPr aTToKOTIAG, O Ox£0n e Toug IxvnBETeg FISH, eival To péyioto
TT0000TO  O&IOAOYACIUWY PECOPACIKWY KUTTAPWY pE €DK PN @QUaIOAOYIKO
TPOTUTTO OnNUdTWY, OTO OTfoio éva deiypa Bewpeital QUOIOAOYIKO yia  TO
OUYKEKPIPEVO TTPATUTTO ONPATWV.

H @uaoioAoyikn TiuA atrokoTAG KabopioTnke pe Tn xprAon delypudTwy atméd acbeveig
ME QUOIOAOYIKEG Kal BeTiKEG TINEG. TMa KABe Seiypa, kataypdenkav Ta TPOTUTTA
onudTwy 100 kuttdpwv. O deikTng Youden uTToAoyioTNKE WOTE VO TIPOKUWEI N TIUA
KaTw@Aiou yia Tnv oTroia yivetal peyiototroinon EvaioBbnaoiag + EidikotnTag-1.

Mivakag 3. XapakTnpioyds Twv QUOIOAOYIKWY TIUWV aTrokoTAG Tou Del (7q)

Deletion Probe

1K, 21 1300 200 2 3,1
2K, 11 1300 200 8 6,8
1K, 1M 1300 200 9 7,4

Ta epyacTrpIa TIPETTEN VA ETTIBERAIIVOUV TIG TIHEG ATTOKOTTAG XPNOIUOTIOIWVTAG Ta
SIkG Toug dedopévas 7.

Avarmrapaywyiuornra

H avamapaywyipdtnta UTTOAOYIoTNKE OO TPia AveEAPTNTA EPYACTAPIA, T OTTOIX
egéraoav €§1 TupAotroinuéva deiypata (dUo apvnTika yia Tnv avadidragn, duo
Seiypata xapnAng BeTIKOTNTAG, Ta otroia ATav 1 £wg 3 QopPEG TTAvW aTTd TNV TIWNA
QATTOKOTIAG, Kal dUo éviova BeTIKG BeiypaTa, Ta OTToia TTEPIEIXAV TTEPIOCOTEPO ATTO
45% kOTTOpa  BeTik@  yia TV avadidtagn). H avdéAuon  dievepynOnke
XPNOIPOTTOIWVTOG dUO eTTAVAAAWYEIG YIo KGBe deiypa KaTd Tn dIGPKEI TTEVTE [N
OIaB0XIKWY NUEPWV.

Kal ta 1pia kévipa Sievripynoav dokipég oUyKpIiong €viog TNG nuépag, HeETagu
NUEPWYV KaI PETAEU KEVTPWY XPNOIUOTIOIWVTAG TNV idia TTapTida 1xvnBETn, evw €va
ammd Ta KEVTpa dlEvipynoe Kal OOKIPEG avaTTAPAYWYINOTNTAG WETALU TTapTidwv
XPNOIPOTTOIWVTAG TPEIG BIAPOPETIKEG TTAPTIOEG IXVNOETN.

H avamapaywyigydTnTa UTTOAOYIOTNKE XPNOIMOTIOIWVTOG TN CUMPWVIa PETALU Twv
METABANTWY TTOU EEETAOTNKAV KATA T SIAPKEIQ KABE SOKIPAG.

Mivakag 4. AvatrapaywyiyotnTa kai akpiBeia Tou Del (7q) Deletion Probe

Evrég npépag / petagu ApvnTIKO 100
nUEPWY / ueTagu - -
KEVTPWV EvTova BeTIk 100
. . ApvnTiKO 100
M 9
i ‘EvTova BeTIkO 100

KAviki amrédoon

H KkAIVIKR atrédoon uUTToAOYioTNKE XPNOIYOTTOIVTAG £va  AVTITTPOCWTTEUTIKO
oUVOAO pn emAeypévwy aoBeviv TTou TTapaTrépeenkav yio OMA | MAX og duo
BI0QOPETIKA KEVTPA (ue auAAoyr 100 deryudTwy atré To TTPWTO KEVTPO Kal 746 attd
T0 JeUTEPO KEVTPO). Ta TTOCOOTA ETITITWONG TWV AvVAdIATASEWY TTOU aVIXVEUTNKAV
atrd Tov IXVNBETN ouyKpiBnkav pe ekeiva TTou CUANEXBNKav atmd avaokotrnon
BIBAIOYPO@IKWYV TTNYWV.

lNa va karaotei €@k n olykpion aut, To diIdoTnua epTmoTOooUVNG TTOU
eypavigetar otn BIBAoypagia oe TTANBuoud peyéBoug 100 delypdTwv €§AxOn
utrohoyigovTag pe €Aeyxo avaroyiwv 1 deiypatog pe didpBwan cuvéxelag.

Mivakag 5. Khivikr) arédoon 1ou Del (7q) Deletion Probe

OMA pe
aTTwAela/avadidTagn 5,7 2,5 12,7

Tou 7q
MAZ pe
aTTwAela/avadidTagn 3,6 1,1 10,0
Tou 7q

Mpo6oBeTeg TTANPOPOPiEg

MNa TpooBeTEG TTANPOPOPIES, ETTIKOIVWVACTE pE To Turpa TexVIKAG YTTOOTAPIENG
Tng CytoCell.

TnA.: +44 (0)1223 294048

Email: techsupport@cytocell.com

loTéTotrog: www.ogt.com

BiAloypa@ikég avagopég

1. Jerezetal., Blood 2012;119(25):6109-6118

Fisher et al., Blood 1997;89(6):2036-2041

Trobaugh-Lotrario et al., Bone Marrow Transplantation 2005;35(2):143-149

McNerney et al., Blood 2013;121(6):975-983

Arsham, MS., Barch, MJ. and Lawce HJ. (eds.) (2017) The AGT Cytogenetics

Laboratory Manual. New Jersey: John Wiley & Sons Inc.

Mascarello JT, Hirsch B, Kearney HM, et al. Section E9 of the American

College of Medical Genetics technical standards and guidelines:

fluorescence in situ hybridization. Genet Med. 2011;13(7):667-675.

7. Wiktor AE, Dyke DLV, Stupca PJ, Ketterling RP, Thorland EC, Shearer BM,
Fink SR, Stockero KJ, Majorowicz JR, Dewald GW. Preclinical validation of
fluorescence in situ hybridization assays for clinical practice. Genetics in
Medicine. 2006;8(1):16-23.

arwn

o

DS062/CE-el v011.00/2023-02-15 (H018 v6)
ZeAida 4 ammé 5


http://ec.europa.eu/growth/sectors/medical-devices/contacts/

0odn

6G oupBOAwv
REF el: ApiIBuog kaTtahdyou
WD el: In vitro dIayvWOTIKO 1aTPOTEXVOAOYIKO

TpoidV

o]

el: ApiBuog TrapTidag

1)

I: ZupBouAeureite TIG 0dnyieg Xpriong

E =

el: KaraokeuaoTrg

el: Huepopnvia Angng

°C

-25°

~|Id

el: Opio Beppokpaaiag

/
oS
\

el: Na diatnpeital pakpid atméd 10 nAIaKO pwg

)
<%

el: Mepiéxel eTapkn TTo0OTNTA YIa <n>
egeTdoelg

CONT

el: Nepiexdueva

AITTAWpPATO EUPECITEXVIOG KOl EYTTOPIKA CAMATO
To CytoCell gival eptropikéd orpa Tng Cytocell Ltd.

Cytocell Ltd.

Oxford Gene Technology,
418 Cambridge Science Park,
Milton Road,

Cambridge, CB4 0PZ, UK
TnA.: +44(0)1223 294048
®ag: +44(0)1223 294986
Email: probes@cytocell.com
loTéToTrog: Www.ogt.com
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