H Teyvinn F.LS.H.

(Fluorescence In Situ Hybridization)
Totopla g FISH - Ogionoil - Eidn aviyvevtaov

IXTOPIKH ANAAPOMH

Aev ypeldodnrav mad Myeg dexaetleg UeTA TV TOMTH TOQUTIONOT XOMLUATO-
omudtwv arnd tov Flemming to 1839, m) datizmon g Bewolag g eEEMENS amd
tov Darwin 1o 1859, Twv véuwv mg »Angovouxdttag arnd tov Mendel to 1865 »au
™V ovouaoic Toug wg “yomuatoonpata’” ond tov Waldayer to 1988, yia va omodet-
¥0el netd amd uio ExonEn avaxaAipemv otig aQyEs xou o Héoa Tov 200v adva,
OTL TOL YQOUATOOMUOTA EIVOL EXEVES OL DOUES, OL OTTOTES PEQOUVV TIG YEVETIXES TIAN-
00(OQLES TOV ®ABE KUTTAQOV %aL TOV ®ABe ogyaviopoy (Rous naw Jones, 1916 Cre-
mer, 1985).

H yoouoaroomuatvy €épguva xatd to yevenot) Hsu (1979) Ba uwogovoe va
duaxpBel oe T€ooepa uEpn — eLddovg. To mpto uépog meQAaufBavel Tig “oxo-
Tewés” nuégeg g emotnung ™g Levetnig, v “mpotimotovixy” meEi0do, 1)
omoia €AnEe ue v avardlunm g xeong Tov vrdtovou droivpatog (Hsu, 1952)
7OV ETETEEYE TNV ROAATEQN TAQATIONON TMV UETAPUOLRDV YQOUATOOMUATMOV
og ONhaotnd, uio emavovaxdiuym tponyotuevng uehéTng 1 omolo Sumg iye yi-
veL og yomporoowpato oxidag (Slifer, 1934). Zto devtepo uépog, dnhadn oty
“yrotoviny” eEI0d0, N UEYAAN TOOOTADELD TMV EQEVVNTMV ON|YNOE OTNV CXQOL-
B} wétonon tov aBuol Twv avBowmivev yowuatoocwudtov (Eagle, 1955 Tjio
row Levan, 1956- Nowell, 1960). To toito uépog, 1 drmg rarhitepa ovoudietal 1
“rorommry” epiodog, yapoaxtnoileton amd pueydho apliud EQYQOLWV OTIS OTTOi-
€G Ol €QEVVNTES QTTEDELEQY TNV VITALOEN YOWUOTOCMUOTIXMY OLTUTTLOV KOL T OV-
oy€Ton toug pe yevetrd voorjuato (Lejeune, 1959 Patau 1960- Edwards 1960).
Téhog, 1 Té€tapm epiodog g yewong xatd Lodves (bandwagon period) 1 omoia

17
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{omg 0ev €AEe anour, AEYLOE UE TNV OVORGAVYT] TNG XOWONS TMV XOMUATOOM-
udtov rord Loveg pe @bopitovoes yowotnés apywmd (fluorescence banding
technique) amd Tov Caspersson %oL TOUg CuveQYATes Tov To 1969 o apydtepa
UE EQUOUOYT TS YewoTvig Giemsa uetd omd yovion tov evivuov toupivy (Po-
pescu et al, 1985 Bickmore »ow Summer, 1989). Me ) ué0odo owty emtpémeton
OTOUG YEVETIOTES Oyl UGVO VAL dLOXQIVOUV TAL YOMUATOCHUOTO MG EEXWOLOTES
Hovadeg ov dLop€ouv ehapoms oto uEyeBog, ahhd xnon va xabopiCovy ouyxre-
AOLUEVOL VTTOYOWUNTOCOUOTRA KOQOKTNOLOTIRA, TG YOMUATOOWUNTIRES TWVES.
AtgurolivOnre €tol 1 avaxdluym xon 1 B€on yovidimv oe oyéon we OudpoQeg
000€veLeg now puOLKd PONRE UEYAAN EPOQUOYY OTOVG RAUOXLVOTTAOELS XL OT1) UE-
AETN #ANQOVOIURDV YOQAURTNOLOTXAY. Z1UEQA TOUAVTA ROl TAEOV XOOVLXL UETA,
1N eV xatd Coveg ouveyiTel vo TQOOMEQEL TLS ONUAVTIXES TNG TTANQOPOQLES
%o givor oty nueEola. StdTaEn Yo T SLdyvmoT| XOmUOTOTMUATIXMY CTUTTLHV
now dewtov (markers) oe 0o0evels mw.y. ue roQE®IVO, TEOMTTA OF TEQUTTMOELS
UANQOVOUAMDY VOOUATWY YLOL TOV EAEYYO TT.X. TG UTTAOENS (POoQEDL Yt o aoOE-
VELOL VTTOLELTTOUEVOU YOLQOATHOCM, OMAG %Ol OTOV TTQOYEVVNTIRG EAEYYO TTAULOLDV
omté untéeeg LPNAoU xvdivou (Cremer xow Cremer, 1985 Cremer xou ouv., 1988
Gosden xau ovv., 1993- Holmquist, 1992).

O avalnrotuevog ®eirog Yo T OUVOEOY THS RAAOIXYG XUTTOQOYEVETURI|C UE T
woptox Proloyio avoxroiignxe, dtav ou Gall o Pardue (1969) epdouooav tv
teyvixtj LS.H. (in situ hybridization) dnhodi ™mv evtomouévy vpowdomoinon, mov
QOTELEL TOV TTLO AUETO TEOTO UEAETNS TNG BEOMS TV YOVIOLOXMDY OROAOVOLDY TOV
DNA entdvo ota yomuatoompota. Zyedov Toutoyeova ®ot aveEdoTnTa, To (dLo
amotéheopa dnuootevoay xan ov John xaw ovv. (1969). Ou gpguvnTéc yonotwomoin-
oav Mg OTOYO XOWUATOODUATO, At TOUS OLEAOYOVOUS ad€veg g Drosophila. Me
™ PonBera rRNAS ta omroio fjtov emonuaopéva pe adleveQyo 1odtomo, voLdo-
oMoV, PWTOYQAPNOOV UE ELOWO YOAAXRTMUC ROL YOQTOYQAPNOUY TC YOVIOLOL
tov RNA avtwv oto 20 yowudonua. Ou mo TAve ovopeQOUeEVOL EQEVVNTES
(Pardue zou Gall, 1969) anédelEav emmAéov STl 1) TAELOYNPIOL TWV ETOVAAOU-
Bovouévav axohovbLV CUVAVTATOL OTLS TEQIXEVIQLKES TTEQLOYES TV XOWUOLTO-
omudrov (Pinkel xow ovv., 1986 Lichter xaw ovv., 1991 Buckle xow Kearney, 1994).
BéPana, 1 ey vt Tou vPOLOLONOU ExelV) TV ETOYT] 1TV TTOAD TEQLOQLOUEVT RO
Ol LOQLOKEG TEXVIXES YLOL TNV TTQOYUOTOTTOM O THG OEV VITHOY ALY OXOUN).

2 ouvéyxelo | peBodoroyia avarttiydnue moll, dtav amd Ta uéoo €mg To
€A g denaetiog Tov 70, avomTiyOnroy pe mTUYIC OL ONUOVTIXES YLOL TNV
emoyn, OMA now onuepa, uEBodol orjuavong tov DNA xow tov RNA pe v avi-
KVEVON TGS TAROVOLAS 1| Oyl €VOg ouyxenoluévou tunatog DNA 1} RNA mavem
Tovug (oL YVmOoTEg texvirég ratd Southern 1) Northern), aAhd axdun teQLO0GTEQO
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oIt TNV OVORAANYPN TV U1 QUOLEVEQYWV CUOTNUATWOV CHUCVONS XOL TN 010N
TOU YOWUATOUETOLROU 7tR00dtooLopol pBopitovodv ovowdv (Rudkin o
Stollar, 1977- Albertson xow ouv., 1995). Agywrd dnhadn, dnmg umopel va ov-
UITEQAVEL HOVELS, Yo Vo eTLTevy Dt 1 aviyvevon evog tujuatog DNA xou emopé-
VOGS 0 VPOLOLOUAS YONOLUOTOLOVVTAY QVLYVEVTES OL OTTOLOL €LV ELONUOVOEL pe
tolt0. "Extote mopaorevdodnuay molhot godileveQyol emionuavtés pe agbovia
LOOTOTIWV ®OL OToLXelmV avahloya e T avdyxes Twv gpevvitdv (Harper now
ovv., 1981- Rabin xon ovv., 1984 Schroder now ovv., 1984), €wg dtov eugaviot)-
®av ot phopitovreg, un padievepyol, doa rou afrafeic Yo v vyelo Twv emL-
OTNUOVOV, ETULONUOVTES. AT TH OTLYUY OV avamtiyOnrayv ot epooudodnrav
(Langer now ovv., 1981 Landegeni »ow ovv., 1984- Pinkel »ou ouv., 1986- Hop-
man xou ovv., 1986- Pinkel xan ovv., 1988 Raap xaw ovv., 1989), ou pBopiCovteg
ETLONUAVTEG EXOVV OVTLROTOOTHOEL O€ TTOAU UEYAAO BaOUs T YO10N TV QadLE-
vepydv wootomwv. H texvur| ovoudteton miéov F.IS.H. (Fluorescence In Situ
Hybridization) wou eEoutiog Tov pBooLonoy moovotdlel apxetd agloonueinto
TAEOVEXTNUOLTOL O€ OYEON UE TN ONUAVON UE QAILEVEQYT LOGTOTAL. Z€ QUTd TEQL-
houpdvovtor 1 TayUTHTo TS WKHQOOKOTIXI|S ovdAvong, 1 evalonoia xow 1 ota-
BepdtTa, 1 ETAVOAMPLUSTNTA, 1] AOQPALELD, OAAG RO O HELWUEVOS YOOVOS VPOL-
dwopov, 1 UrtaEN TOMATAMDY ETONUAVTOV UE TTOLRIMOL JOMUOTO ROL 1] UEYAAN
guUroAlaL ot ye1on Tove. H epapuoyn peyding mowihiog amd @Bopitovoeg ov-
oleg €xeL nataotioel Tov VPELOLoUS TG00 oVVi{ON %Ol EVRONO, (HOTE ONUEQO VO
elval daB€oua TOAG eITOQLHA (0T CLORETWV ETOLQELDV YLOL TIS OLAPOQES Lot
TOWEG, ROl OYL WOVO, EQOQUOYEG, UE UEYAAN TOWXIAIOL XOWUATMV %ot BEATLOTOV
UNXAV ®UUATOG EXTOUTNG ROL 0T0EEAENong Tov @wtdg (Ferguson-Smith, 1991
Mark, 1994- Cremer nouw ouv., 1995- Raap, 1998- Haas, 1999- 1999b).

Amd ) dexaetio tov "80 xow uetd (Feinberg xaw Vogelstein, 1984), ou eEehiEelg
%O OL XOULVOTOULES 0T LOQLOKY PLOAOYTOL RO TN YEVETUXY UNYAVLXY] EXOUV OWENOEL
TO €0Q0C %O TLS EQPAQUOYES TwV UeBSdwV vPBELdLoUoY. Autég, Aoy, ol eEeliEelg
ouvéBahav oty gvpiteen yonowmomoimon mg F.IS.H. (xrow wg CGH v M-FISH)
YLOL TV AVAAVOT TV OLAPOQMY CMUATIXMY KO YEVETIRMV OVEVTAOELILRMDV RUTTA-
QWV, OTNV OQTLATEQN UEAETN TWV XOOUOTOCHUATMV KOl TOV OTUTLHV TOVS, OTHV
aviyVeLOoN TOAAMY YOVIOImV %ol TV avdluon rooudimy, aAhd xat oty ewdixn Po-
QUTNTA TS OTLS TEQLTTMOELS TV daryovidianav (transgenic) opyaviouov (Lichter
nau Cremer, 1992 Speicher »aw ovv., 1993- Houseal »ou Klinger, 1994- Speel »ou
ouv., 1995- Lizardi now Ward, 1997 Siebert xon Weber-Matthiesen, 1997). H gvou-
oBnola, N dVvaun xow N TayxvmTa ™G avdivong emPepfarcddvouy T onuaoio ™g
ueBodohroyiag F.IS.H., now v epoouoyt| Tg otg mpoavapepdelioes, 600 %ol og
EMOUEVES EQAQUOYES OTO £YYUS UEMNOV, OTIIG EIVOL TT.X. 1] NAEXTQOVIXY YEVETIXY] TE-
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yvohoylol 1 omotor ovoudCetar “oxadnuaind” mo owotd DNA-chip technology

(Hoheisel, 1999 Ermantraut, 1999- Haas, 1999- 1999b).

Iivaxraeg 1. ZroBuot oty Emonijun mg Fevetinyg

Xoovoloyia  Avandivyn Ovouara Egevvnrov

1839 Kuttapun Bempla Schleiden & Schwann

1859 Ocsmola e EEEMENG Darwin

1865 Népot ®Angovourdotrog Mendel

1877 Mapationon yowuarocnudrov Flemming

1888 Ovopaoio “yompatoomuore” Waldayer

1903 To y0WUATOTOUOTO POQELS YOVLOTWY Sutton, Boveri

1911 Avaxdhuym tov mpwtov avBommvou yovidiov Wilson

1944 O o6hog Tov DNA Avery

1952 Egaouoyi} urétovou dlodipotog Hsu

1953 H dowi tov DNA Watson & Crick

1956 To avBoumva yowuarooduoto eival 46 Tjio & Levan

1959 H oyt amumio otov dvBpwmo Lejeune

1960 ITpoyevvntrij Sidyvoon gulov Riis & Fuchs
Xowparoompatiry avdivon and aipo Moorhead

1961 Adpavomoinon tov X Lyon
Tevetndg rwdirag Nirenberg

1967 ALdyvemon TEHTS UTOoOUATRIS VOoOU Weiss & Green

1969 Ziuavon DNA ue aviyvevtéc RNA Gall & Pardue

1970 Xowon yowuatoowuotndv Covaov (bands) Caspersson
Avordhuyn TeQLOQLOTIRMY EVETRWVY Nathan, Smith
ITpwyt ovvBeon yovidiov in vitro Khorana

1973 Zvoyénon véomv xaw ovorijuoarog HLA Terasaki

1974 Evowudtwon BrdU (SCEs) Latt

1976 Xowon ratd Laves vimhiis avdrvong Yunis

1977 Khwvomoinon mpdtov avBpmmivou yovidiov Shine
My padievepyol aviyvevtéc DNA Rudkin & Stollar

1978 Ewaywyq tov RFLPs Kan
MM dudyvwon véoov pe xorjon DNA Kan

1979 EEwompatizy yoviuomoinon Edwards & Stepoe
TMopaoxrevy (VOOUAIVIC (e YEVETIXY [ OvIrY Goeddel

1981 Epappoyi poguaxiis aviyvevons FISH Langer

1985 Amnotinouae DNA Jeffreys
Alvowdoti avtidoaom molvuepdong (PCR) Saiki

1987 Xaptoypdgnon yovidimv otov dvopwmo Audpogot

1990 ITpoondBera yovidiaxiig Bepameiog Rosenberg .d.
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OPIXMOZX KAI IIEPITPA®H THE MEOOAOY

H F.IS.H. howdv (1 ralvtepa 1 Fluorescence In Situ Hybridization mwov pe-
Tapodletar g @Bopitovoa vpoldomoinon in situ, Mhadi evromouévn), elvar
U0 XUTTAQOYEVETLRY-LOQLOKY TEYXVLXY, 1] OoTTolaL Yonowuomolel aviyveutéc DNA 1
RNA gmonuaouévovg pe uoQLo-avogoQds, To omoiol UE Tn OEd TOug
©BopICouv %ol UroEOUV Ue ToV TEOTO aUTd, Va YIivovial 0QuTd 08 TTOQOTHONON
®rATm até Eva urgoordmo ghogiopuov. H uébodoc avtyj, 6mwg dhhworte poava-
épbnxre, EMTOETEL TOV TEOOOLOQLOUS TOV aELBUOU ®ow TS ToToBEoiag ovYyHe-
xnowévav axolovbunv DNA ota avBodmiva xuttago. Me ™ Bonbewa g FISH
XOWUATICOVUE %O TTOQATNQOUVUE OAGHANQOL YOWUATOCHUOTO 1) OXOUN HOL TUNUOL-
Td TOUG 1] ®ATTOL GAACL XOWUATOOMDUATA, TTOV EEALTIOS TS WOQPOLOYIOS TOUG
ovoudtovron deinteg (markers). Mmogovue axdun Vo 0mooogpnVicouue L00QQO-
muéveg 1 Oy uetabéoel (translocations), vo ovaryvoQIiCOUUE XOWUATOOMLLO-
Twég duthomonioels (m.y. To awvéuevo B€omg), va avaiiooupe TOAMITAOROUG
XOWUATOOMUATIROUS aVOOUVOVAOUOUS, axoun %ot uepovouévo yovidio. H
EQOQUOYY TOUS OTHV TIQOYEVVITTLXY, GAAG RO 0T UETA T YEVVNON didyvmon &i-
vou oM onuavtiry xow Bo amoxtioel ueyaAiten onuaoion 0to dueco PEAMOV
(Cherif »ow ovv., 1989. Adinolfi xan Crolla, 1994).

Anté ™V dAAn mhevpd fePaime, N TAUTOTOMON TMV dOURMDV %Kot oOLBuUNTL-
ROV OTUTLOV TOU YEVAOUOTOS UE TIC OUVHOELS, AAAG %ot UE TLg VYNNG avdAivong
RUTTAQOYEVETIXES UEBSOOVG, TOQAUEVEL 08 QUElWTN LOYU OTNV LATOLXY OLaryvo-
OTLXY| 0L EXEL TO ONUAVTIXGTEQO UEYOL OTLYUS QOAO, GO0V 0lpod T dLayvmom
AOL TNV OVTLUETOTULOY TWV YEVETIXWYV, RANQOVOULRMV XL U1, voonudtmv. O-
TWOIMTOTE SUWS AVTES OL AVAAUoELS Elval 0ERETA “YovOQ0ELdElS” oLUYHRQLTLRA
ue ) ueBodoroyic. FISH naw emito€mouvy v oty moQotyonon o dudyvem-
on oty ad 350 amhéc yomuaroomuatirés Coves to ol uéyor 450-500
Coveg, u€oa artd to TAO0C TV TELHV ®oL TAEOV dtoeratouuvpiny Cevydv Bd-
OEMV OITG TOL OTTOL0L ATOTEAEITAL OAGXANQO0 TO AVOQMITLVO YEVMUL.

H apyn ™mc nuebsédov FISH, mov epapuoleton mhéov moryrdoma yua T dud-
YVOON TOV AOLOUNTIRGY %ol SOUWXDY XOWUATOTMUATIRMY OTVTLDV, OTNEIteTon
OTO HOVOOLRG YEYOVOS TG OUUTANQMUATIROTNTAS EVOS ETLONUAOUEVOU UOVO-
zAovou zoupotiot DNA (tov DNA aviyveut) ue €vo novorlwvo — Hetd and
eldnn narepyaota— DNA (tov DNA-0t6y0) mov foloreton 0° €vol yowuato-
omuo Wiog LETAQaONS 1 VOGS TV VA TTAVM O€ WL AVILXELUEVOPOQO. AUTO TTQE-
meL va elvon €va LEALOUEVO ®UTTaEG VMRS (TTov onpaivel vo €ygL TeQUOoEL
TEWTA AITS VITGTOVO JLAAVUOL KOl OTY OUVEYELQ VO ETTEEEQYOOOET UE TO OQYAVL-
%0 dudhvpa Fix, nhadn 3+1 uéon uebBavoing xow oEwmot oE€og). Téroo vMno
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WTOQEL VO EIVOLL TT.Y. RATOLAL UETAPAOILA XOWUATOOMUOTA 1] RATOLOL TTVQYVES
RUTTAQWV 1] AHOUN-OXOUY RATOLOL TOUT] OTtd €VOL LOTOTERAYLO TToRapivng). o
TV €QOQUOYN TNG OUYXREXRQLUEVNS UeBGOV AOLToV YELaLopaoTe Tavta Evay
DNA “aviyvevti” (Oni. to DNA probe) mov meQLEYEL U0 CUYRERQLUEVT] 0RO~
MovBio DNA, v ouumAnomuotixy] Ts omoiag avalnTdue oto XomUoToCmuo-
ta. “Evag aviyvevnic utoet va. eivor Eva ouyrexouuévo yovidio, 1 pia oewpd
OUYXEXQUUEVMV OrOAOVOLDV VvourieoTdimv 1 uict axolovbia fdoewv mov yvo-
pitovue ot Poloretar o€ Eva OUYRERQLUEVO UEQOS TOV YEVWOUATOS, OITMGS YLl
TOQAOELY IO OTO REVIQOUEQTOLO 1] TEAOUEQTOLO RATOLOV 1] RATOLWV YOWUATOOW-
wdrov (Zxqua 1). To yeouoroonuoato Tov eEeTdiovat, TEOETOWALoVTaL TQO-
NYOUUEVWS HOAD OE OVTLRELUEVOPOQES TAARES, OTIMS OUQLPOS OTNV KUTTOQOYE-
VETLRY OVAAVOY %o arSun Lo TEOOEXTIXA. O aVIYVEVUTY|C %Al TO YOWUNTOOM-
notkG VMrO astodiatdooovtal pe 0ry dradwacio oe vymiy Bepuoxpacio
%O O OVUYVEVTNG EQUOUOLETOL OTO VKO THS OVTLXELUEVOPOQOU TAAXAS KT

®O0oPLOONUACHEVOG LOVOKAWVOG
avixveutng DNA

l

/ MovokAwvn aAucida Tou DNA
TOU XPWHATOOWMUATOG

Zina 1. Axeiovion g teyvinijs FIS.H. >tic oudloyes Oéoeis xar ot dvo adedpés
YOWUATIOES TOV YOWUATOOHUATOG PEQOVY Eva 00aTO ajua phogLouov (oto oynua &i-
vair n domon tedeia). Avté ovvijbwg eivar evxola avayvwgioo ue ) Porbeia vie-
otwdovs axtwvofolrios amd Aduma vopayvoov ge ueyébvvon 1000X 1j 400X ue edixd
pidtoa o€ éva eQeVYNTIXG ONTIXG WUIxEOOXOTLO POooIoUOY. Tl TRY xatavdnon tov
yeYovoTog, Tunjua e uiag oixlwvns atvaidas tov DNA (évag Podyyos tov DNA amd
™ pia yowuation) Exet EedimAwbel xau Eva uixd Tunua ™e EuElve Lovoxriwvo, Tavw
oto omoio Eoyetaur xar vhotdomoreitar (Onradi] emixorldrar) o emionuacuévos ue gbo-
oiCovaa yowatixij aviyvevtiis, avayvwiLovras Ty axoiftj ovuTANowUaTIXATNTA TG
axolovbiag twv fAoewy TOV UE QUTEG TOV GUYXEXQUUEVOV UOVOXAWVOU TUTUATOS TOV
YOWUATOOWUATOG, TTOV aviyvevovue xai Cyrovue va emonuaviel (dueson ué6odog).
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artd ovvBireg mov emTEETOVV TOV VBELOLOUS TOv INAad ™) ovyrRGAANON TOv
aviyveuTi ue to meog eE€taon pwovoxiwvo DNA o1 ouumAnomuotiky] tov
axorovdio. Anwovgyeital €tol Eva vfoidto divhmwvo DNA, dnhadi| Eva vEo rat
E€vo mpog to untové DNA*, eEov nouw  MEEN vfoidiouds, mov onpaiver n dia-
dwaoto dnuoveytos vBotdtaxdv DNA ue to. 0moio oy OMEITOL ®UOIWGS 1) YEVE-
ey unyaveey) (McNeil »ow ouv., 1991- Michalet xow ouv., 1997).

Ymagyouvv 000 timol un 0odLeveyoU vpoLdLoUoU: 0 EUUECOS %al O AUECOS
vpowLouds (Zxfua 2). Ztov dugoo 1 pbopitovoa yowotxt (to pBooLdyomuct)
elvor evouévn amevBelog OTov aviyVeLTy, EVE OTOV EUUECO TUTTO O CLVLYVEVTHG
PEREL Eva nOELO avapoEds, To 0mtolo YNurd 1 eviunrd wwoel va onuavOel
ue dAro pbopiCov népLo (to phopLdyomuUa) UEcw uiog eEeLOLREVUEVNS AVOOOT-

Avixveutng Xpwpatoompata mavew og AVTIKEILEVOPOPO

®Bopigov
HopLo
avapopdg

MopLo
avapopdg

Anodiatagn }

YBpidoroinon l
‘Eppeon avixveuon J Apeon avixveuon

AR L
SISy I8 =7

AvTiopata fy oTePoELdNn

Zynjua 2. Iooeia tng uebodov F.1.S.H.

*“Ypouwg = hybris mov onuaiver vébo, doynuo, foioid
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otoynuxiig avtidpaong (Kievits nau ouv., 1995- Lovett, 1994).

Zmv €uueon HEB0JO, oL AVTLRELUEVOPOQES TAAKES OTH CUVEYELOL EXTAVVOVTOL
ROMG XOL O QVLXVEVTHS TTOV €XEL emtionuavOel ue Protivn 1 dryouyevive, aviyveve-
TOL UE T ONOWOTOMON ovTlomudTmv ®xatd g Protivig 1 aviiotorya ratd g
JryoEryevivng, Tov %ot auTtd te ) 0eLRd Toug €X0Vv emonuavOel ue pbopitovoeg
yowouxég (fluorochromes). Xonowomowwvrag Aowmdv ewdunég phopitovoeg yom-
otrég (6mmg TV gtanpetwyv Oncor xow Vysis 1 ko dAMOV aveEGQTHTOV EQEVVY-
TAOV) Yo aviyvevon, xon emmhéov Toug aviyveutéc DNA, mov €youvv emonuoviel
UE QTEG, TOQATNEOVUE RATOLEG LOVAOXRES 1] AAAES — OTImG OL EavOlaUPavOue-
veg— axohovbieg, va pBopitovy oe ouyrexQLuéva onuelo. TAVW OTO. UETAPAOIRA
XOWUOTOOMUATOL 1] TAVMD O UECOPAOLXOVS TVEveS. “Etol umopotv va aviyvev-
Bovv, Adyou ydowv: () oL aLBuNTRES atumies, Omms N TELowuic 18, 0 uwodiriopdg
45,X0/47,XXX elte t0 ovvdpopuo tov vreppdoevos XYY, (B) o petabéoeis nou
e dopurég arumies, omms t(6;9), t(1;7) 1 t(14;21) »ow () oL ehhepels yovidimy,
OmmMS TOU YOVIdlou ¢ duoTEOPIivg OTOVS (PORElS TS uuirig duotpogiag
Duchenne (DMD carier), 1} Tov tufjuatog Sp- (ovvogouo cri-du-chat) (Zyfqua 2).

H teyviniy F.IS.H., 6nwg xatagaivetal, arotehel pio tolvotadioxn dtadi-
raoto. Ta fuotd g arhomomuévo uroovv va cuvoptoBovv wg eEng:

A. Tlapaoreun row ojuavorn Tomv aviyveutdv DNA.

B. ITapaoxevr] ®oL TQOETOAOIC TMV RUTTAQOAOYRMV dELYUAT®V (TV UeTa-
PACLRWV YOWUATOCOHUATOV, TOV HUTTAOLRMV EVOLOONUAT®V 1 TWV LOTROV
TOUDV).

I'. H amodudta&n tmv aviyveutdv zow tov detypdtov (denaturation).

A. H emtémo vordomoinon (in situ hybridization).

E. H aviyvevon tov Tntovuevov DNA amé tovg @Bopitovieg aviyveutes nan

1. H murpoorommon @Boolopot xot 1 pmtoyedenon 1] avILyQogy TmV ELXOVOV
o¢ ndmolo oxAnEo dioxo 1 oe CD uéow eviég ovotjuatos H/Y.

“Etol hourtdv:

A. H ofuavon tmv aviyvevtov DNA row RNA yo tv egapuoyy Toug othv
teyvw] F.LS.H. yivetaw zatd ravéva evivuxd. Av xat vdyovv duaBéoiueg
MuxEg dradiraotes, o evEiuund TEWTOROAO TOV XONOLOTOLOVY TNV UETOL-
voor} 8t eyromic (nick translation), Tuyatovg exuvntég (random priming) xou
PCR 1} eldwég tehMrég toavopepdoeg (terminal transferases), amwodeixviovion
7o amhd ®xon omodidovv raditepa amoteléouata ojuavons. Katd ) dido-
%ELL TG AVTIOQOONG YLOL TN CYUAVOY] EVOMUATOVOVTOL OTOV OVLYVEUTY] TQOTTO-
TOMUEVOL avdloyo, VOurAeoTdimv. Autd fitav cuvdoedeuéva aQymd uovo ue
amtiveg, omwg M Protivy | m dryoEryevivn, otig omoleg og €va emduevo otddLo
TpoodEvovtal eWwES phopilovoeg evaoeLs (Ta pBoLoxo®UATA). TNV TOQE 0
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Eywvav duabgouo vourheotdird avdloya, ov ftav amevbeiog ouvdedeuéva
ne pboproyxowuara, énwg 1 FITC-dUTP § TRITC-dUTP (Wiegant xau ovv.,
1991) xow televtoio TOQAOREVACONRAY POOQLOYQMUATE TOV E€livol 0QUTA
uévov ue ™ CCD xrduepa, onmg ta Cy5, Cy3.5, Cy7 #hm.

B. H mopoo%euy twv UETOQOCIROV 1] TQOPACIADV YOWUATOOOUATOV VL0
v FISH axohovBel »ndmoia otabepd mpmtdrorra (Verna zor Babu, 1989),
EVM avtiBEeTa 1) TOOETOLUAOIC. LECOPOOLRMV TUQTVMYV, T.Y. 0TS AUVLOAA KUTTO-
00, LYOPAAOTES 1] TUENVWV OTTG CUVTNENUEVA 1| VOTTA LOTOTEUAYLOL, ATTALTEL Pl
oMo fNUdTmy pe oxoms TV aENON TS TEACAEDNS TOU CVLYVEUTI] ROL TN
ueiwon Tov pHoPLOUOY 0TO VITEOTOWUA.

I'. Ta pdpia tov aviyveuty kol tov DNA otéyov amodiatdoooviol mdvto o€
avEnuévn Bepuoxpaoio. Zm drodraoion Spwe, TEOOTIBETOL POQUANIdLO i Vo
uewwoeL T Bepuorgaoio foaouot tov dinhmvov DNA. Edv yonowwomototvton ov-
umhora udproe DNA wg aviyveutée, téte ota dtodimaotnd Prinora mpootiBetan
zau €va frjua Tooifotdlopot (preannealing step) pe meQlooeLa [ ETONUAOUEVOU
oMoV yevaipatog DNA 1 tov ®hdouatog cotl avBpwmvov DNA mowv and to (-
ue Tov VELOLoUOT TEOXRUADVTOS e TOV TQOTO aUTS WOl EMLTOMLC, CUUTILECTIXY
yoouatoomuatxy vowdomoimon (Chromosomal In Situ Suppression 1} CISS hy-
bridization)(Cremer xou ovv., 1988).

A. H avtidpaon vpotdomoinong ouvibme dieEdyeton oe Bepuoxpaoio 37°C
yia tepimov 12-16h. Muxpdtepa yoovird diaotipata (AEmtd 1 wQeg) elvan xa-
TAMNAQL YL TOUS OVLYVEVTES ETOVOAAUPOVOUEVOV OROAOVOLAIV, EVE) AALOL OVL-
XVEVTES omatovv owEnuévee Bepuoxrpaoieg vpELdLoNOU yio va emtiyovy To
010%0 ToVS. OtV SUmS TEOXELTOL VO XONOLUOTONOEL YioL ToV VPOLOLOUS OAG-
%®ANQO YEVOUQL, TOTE OTTOUULTETOL PUOLKA XQOVIXG dLEOTNUO. (EYOMITEQO TMV OO
NUEQWV 1] AL TEQLOOBGTEQO.

E. H avtidpaon aviyvevong yivetor Epueca pe pBoooxoduata o ouveE-
ovtor pe T Protivn 1 dryoEryevivy (Inhadi| pue tig omtives) row autég pe apudi-
vn-FITC 7 pe aviiodpoata €vovit Tmv woolov-avapopds. Edv ou aviyveutég
TTOV YONOLUOTOLOUVTOL Eiva ouvdedeuevol amevBeiog pe pOOQLOYQWUATOL, TOTE
dgv amartotvran ot dadiraoies g aviyvevons. Zto eumtdoLo duatiBevrol gbo-
oLoYQMUaTA TOV EXTEUTOVV 0TO ®Vavovv (AMCA, Cascade blue), oto mpdowvo
(FITC) »ou oto gouBd yowuo (TRITC, Texas red, Rhodamine, Cy3) tov opa-
o0 pdouarogs. [Tpdogarta, doyloe N xoNon POOQLOXOMUATMOYV TOV EXITTEUTOVV
oto véeubpo pdoua, értwg to Ultralit 680, to Cy5, Cy7 #d., nau uorrd glvon
un opatd yia Tov avBpmtvo ogBaiud (opatd uévo yia v CCD xduepa).

Téhog,

Z1. Ta ofjuorta TV avLVEVTWV YIVOVTOL 0QATA UE TO WXQOOROTLO (pBoQL-
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opov. Piktoa VEOS YeVLAS EMTEETOVY TOV axOLY] dLoymwELous TETolmv pHopLo-
yowudtov (Ploem »ow Tanke, 1987 Marcus, 1988). AvamtiyOnxrov exiong xou
@ikt dLTANg xow TELTATC CHvng SLOUTEQUTATNTOS YLOL LAY VIOTIXG EQYAOTIOLN
povtivag (Johnson zou ovv., 1991) ue ta omolo wroQovue va TaQATNECOVUE
dvo M »ow tlo pBoproyodpata woli. Ewdwrés unyavég Mjyng ou CCD (Charge
Coupled Device) cameras mpoodidovv omv texvinij FISH ™ pueydhn gvoucdn-
oo Toug %o T SuVaTOTNTO TOOOTIXNG UETONONS TV EXOVOV POOQLOUOT, OANG
2O T QUVOTATNTOL YLaL AV VEVOT 08 Wij%1) XUUOTOS EXTOS TOU 0QAUTOU (PAOUATOC.
Televtaia, 10 WrEOOXROTLO AELEQ ATEIDOV E0TLACEMS YONOLUOTOON®E YIo
TNV TOQATHONON AETTAV OTTIRGMY TOUMDV 08 TOLOOLAOTATA OVILXELUEVXL, OTTWC EL-
vou toadelynotog xdoLy, €vag uecogaowos mupivog (Cremer row Cremer,
1978 Lichter nau Ried, 1993).

Svuminpedvovtag 1 pic Ty dAky, GAeg oL OVOTEQM AVOXRAATPELS ROL EPOQ-
UOYES OLVEROAOY ONUOVTIXG OTNY CAUOTMON XONON TS UOQLOMNG OUTHS KUT-
tagoyeveuxrng uebédov, e FISH, ue edu] avogpopd oty gvaiobnoic, oty
avAalLON %o 0T OUVATOTNTO ETOVAANYMS TV ototehecudtov Tg. To ofua xou
1 ovdAvon Twv EBoQLOYXEMUAT®YV Elval TAEOV VYNAGTEQE CUTMV TMV QOILOICOTO-
TV xot OAveL oto eUpog Twv 5 Mbp, alld edv emBuuet xavelc vymi dronot-
T oot T PETOED 80 onudtwv @Boolonoy, Tote 1 Toll ®ohij eotiooy uwo-
el va amodwoel avaivon duaxpong onjuatog uéyot 1-5 kb (Tocharoentanaphol
®oL ovv., 1994).

ANAAYZH TQN LTOIXEIQN THX F.I.S.H.

Arnopaitty mpovrtdOeon yio ) pehéty g F.ILS.H. »now ewdwdtepa tov
TOOMOU AgttovQylog TG, TEORAMEL TEAMTO 1) UeAETY RABEVOS OO TOL OTOLYELN
OV TV ATOTEAOUV, OO0 RO 1] TAQAOEDN OQLOUEVOV YOQUXTNQLOTIXMV TTOV LU~
Td eUpaviCovy, Omtmg ToL EUUECT ®OL AUECO OVVOEIEUEVA OTOUS CVLYVEVTES
pBopLoxomuata, tTo pH, o yoovog vBdELOLOUOV, Ta KrEOoXATLA (POOQLOUOU Ue
T eEelduevuéva PIATOO TOUC —YLOL TOL CUYREXQLUEVO ®AOE OoQd YONOLUO-
moovpeva phogloyomuato—, to cDNA x.d. To onuoavtirdtego PERoa Shwv
TOV OTOLXEIMV lval oL oy vevTég Tov DNA, yiotl amd exel apyiCovy nou exel
eottdlovran Gha to. g FISH (Arnold xaw ovv., 1992- Antonacci xow ovv., 1995
Collins »ow ovv., 1995).

OI ANIXNEYTEYX - EIAH ANIXNEYTQN

‘Ontng O mooavapépdnxre, ov “aviyveutéc” omoteholv To PaoirdteQo
otouvyeio g ueBodoroyiog FISH. Ataxpivovtal og ToeLg TUmovS:
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1. Ot aviyvevrés DNA emavaloufavouevov axolovOidv (repetitive DNA
probes). O TEOTOC AVTAS THTTOS TMV AV VEVTAV elval ouviBwg wio eovoloyu-
Bavouevn arolovbia Baoswv og morhd (uéyol 102-105) avtiypapa mov TEogp-
XETOAL ATTO €VOL XEVIQOUEQLOIO 1| oUYREXQLUEVO TEhoueQLdi0. Ot emavaraufavo-
UEVES anohovOieg eival SLOLOROQTIOUEVES OTO YEVIOUA KO VITAQYOUV HATNYO-
oleg emovohoufovouevmy axoAovBLwV oL 0Toieg POIOROVTOL O OUYREXQUUEVES
TEQLOYES TOoV yevauartog. [Tapatmoovvror €10l pneprég anolovBieg, mov elvor
ULOVOOLXES YLOL TOL XEVIQOUEQLOLAL, KO, ETOUEVIS O EVOLUPEQOUEVOS EQEVVNTHG
WTOQEL VO ATTOXTNOEL VALY OVLYVEVTY, 0 0Tt0l0g Bar elval duvatd va. emonudvel
OAa oL ovOQMTTLVOL REVTQOUEQIDLD. YTTdyovv, emutpdobeta, dileg axorovBieg
JTOV HUQLOAEXTIRG RUXADVOUY €vol ®eVTEOUEQLOLO, Oyl 08 Shaw alhd o€ ovyxe-
HOLUEVOL XOMUOCHUATO, ETOL WOTE OL YONOLUOTOLOUUEVOL OVLYVEVTES VAL ETTLON-
UOLVOUV, XOQOXTNOLOTLRA, OUYREXQLUEVA LOVOV neVTQouepidla (Zyrua 3). Ko
EMUTAEOV, VITAQYOUVV OVLYVEVTEC TTOV UTOQOVY VO, ETONUAVOUV SAa TOL TEAOUE-
o{d1a 1 wovo peELrd yopaxrtOLoTIRd Tehouepidia. AECel Oe va avapepbel, ot
Ol AVOTEQM OVLYVEVTES yonotpomotovvtal orjuepa oty Khwvixy Tevetni yio
™ dLayvmwon, ®atd ®UpLo AGyo, aoBuntradv atvmayv. [ogadelypota té€totmy
aviyvevtwv eivar ov pHY2.1, pXBr, L1.84, alhoid 14 wov aviyvedouy Tig nev-
TOOUEQLRES TEQLOYES TOV Y, Tou X, Tou lov %ot tov 140V YQWUATOCHUATOS
avtiotowya (Gray »nou Pinkel., 1992- Goodwin xow Mayne, 1993).

>e petdgpaon 2TO UECOPACLKO TIUpTiva
Amhoeidia Tplowpia Aummhoedia Tplowuia

Zynua 3. [aoatijonon totowuiag 18

2. Zvumioxor aviyvevrés DNA (complex DNA probes). O 8gtteQog TOmog avi-
XVEVTWV TTEQLAAUPAVEL GAOVS OYEDGV TOUS QVLYVEVTES TTOV TTQOEQYOVTOL ATtS €Val
®ot uovov avrigpeago DNA (single copy DNA) 1 zow amté emavolaufavoueveg
axolovBieg DNA (6mwg ov Alu-alknhovyieg, oL omoieg oyedov uio poed ndabe 4
kb e1oymeovv oto avBpdmivo yévoua). Zuvnbug eivar cDNASs 1 xAmvoroumuéva
tujuata DNA. To tv moaoxevy] Toug amentovviol goeis 1 Eeviotég. Tétotou
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umoet vor elvar tor mhaoutdia (rov uroeotv va puetagépouvy tuijuc. DNA 0,1-
15kb), ta woouida (30-45 kb), oo PACs (100-150kb), Tt BACs (100-150kb) %o
o YACs (ywo petagpood tunudtmv 100kb-15Mb). Ou aviyveutég avtol wg eEet-
duevpéva avilypapo Yovidimv maodyouvy €va putevé @hoilov ofjua ot wio
wovadwr] rot ovyrexouuévn Béon uéoa oto yévoua. H FISH emrtvyydvelr tov
EVIOTLOUSG TOUS O €VaL OUYREXQUUEVO CeUYOS YOWUATOOMUATMV %L OUTH 1)
u€Bodog elvan ovyvd N uéBodog g emhoyig yia T XaeToyedenon Yovidiny. Ot
VLY VEVTES oTOl Elval ETIONG ONUOVTIXOL 0T XAVIRG EQYALOTHOLOL KUTTOQOYEVE-
TG, YLOTE UTTOQOUV VOl XONOLUOTOB0oUV Yot ToV ®aB0QLoUS TS TapoVotas 1
™G OUTOVOIUS WOG CUYHEXQLUEVNS TTEQLOYNG TOV YEVOUOTOS. YTAQYOUV, €l
ToadelypaTL, HEQA YEVETLHG OUVOQOUQ TTOU OXETICOVIOL GUEDO UE TV OTT()-
AELOL CUYHERQLUEVOV TTEQLOYAIV TOV YEVAOUOTOS (dNAad Tunudrmv 1 oAdxAnomv
XOOUOTOOMUATMV) Rl 1) dLdyvwor] Toug umoel va yivel ue m ponbeto thg FISH
o’ éva tujua tov DNA antd m dwoyeyoaupuévn eotoxn. [lagadelyuarto tétoumy
QVLYVEUTMOV glvar ol not54, cos519, 100C10, wov aviyvevouv aviioToLya To Yovi-
010 T0 oxeTrd ue ™ vooo DiGeorge »ow 1o ovvdoouo Down ot dUo mpatot, o O
TEAEVTOLOG VLY VEVTHS TO YOVIdLO TS OuoTEOYIVNS (TTOV O€ €TeEQOTUYwTiO. ROTOL-
dewmviel ™) yuvalra-pooéa g eulooivdeme wuwmig dvotpopioc Duchenne)
(Zyua 4). To petovéxtnud tovg elval to Gt 0to gumtégLo dev drotiBevton TEOog
TO TTOLQOV OEKRETOL ELOLKOL AVLYVEVTES HOVAOAV axohovOLv. O TeQLOOGTEQOL
OIT6 TOUG VLY VEVTES TTOU XONOLUOTOLOVVTOL OTNV LOTOXY SLOLYVIOTIXY] EVOIORO-
viow “ondpn” o mewpauatnd eninedo (Trask xow ovv., 1989 Cherif xau ovv.,
1989- Matsuyama »oi ouv., 1994- 1996b).

®uoloAoyko BrjAu dopéag

Zpina 4. Tavromoinon-dudyvwon @ogéa DMD (uvinijs dvorgogias Duchenne).
Tovidiaxd eEetdinevuévor aviyvevtés (cosmid-DNA) aviyvevovv v éAMenyn tov
ouoAoyov yovidiaxov Gevyovs otovs gooeic te DMD (Bélog). Agiotepd dvo @u-
otodoyird X yowuaroowuara, deéid éva X guotodoyixo xar éva X ue éAdenyn tov
yovidiov. Ot dVo dAhotr aviyvevtés mpootibevrar wg control.



