H kAwvikn KuttapoyeveTikn (cytogenetics) cuvi-
oTaToL 0TN MEAETN TNG SOUNG TWV XPWHOOWUA-
Twv (chromosomes) kat Tou TpoMoU KAnPovo-
HNONG Toug, KaBwg Kal otnv edbapuoyn autwy
TWV YVWOEWV OTNV LATPLKA miotiun. Ma me-
pLoocotepa anod 50 xpovia gival edpalwpévo
OTL Ol XPWUOCWHATIKEC avwHaAieg, SnAadn ot
OPOTEC OTO HLKPOOKOTILO OANAYEC OTOV apLlOpO
N ™ doun Twv XPWUooWHATWY, Ba pnopovoav
va €ppnveloouV €vav aplBud KAWVIKWY Kata-
OTACEWV TIOU avadEpovTal WG XPWHOCWLAL-
TKEG Sratapayég (chromosome disorders). Ot
KUTTOPOYEVETLOTEG €£XOVTAG TO EVOLAdEPOV TOUG
ETUKEVTPWHEVO OTO TIANPEC CUVOAO TOU YEVETL-
KOU UALKOU, 1TOV OL TTPWTOL TTOU ELCAYayaV 0TNV
LOTPLKN) YEVETIKNA TNV TIPOOTITLKY TNG £€€TaoNnG
OAOKANPOU TOU YOVISLWHOTOG. ZAUEPQ, N XPW-
HOOWHUATIKN avaAucon, Tng omolag n eukpivela
KoL n akpifela avéavovrtat SLapkwE TOCO OE KUT-
TOPOAOYLKO, OCO KOl O€ YOVISLWHATLKO eminedo,
anoteAel onuavtikn Stayvwotikn Stadikacio o
TIOAUAPLOPOUC TOUELC TNG KAWVIKAG LOTPLKAC. OL
TPEXOUOEG YOVISLWHATIKEG OVaAUOELC a€LoTTOoL-
ouV TG peEBBdoug tou Ba e€eTaoTOUY OTO TTAPOV
KeEDAAQLO, OUUTEPINAUPBAVOUEVWV TWV XPWLO-
CWHATIKWY HLKPOOUOTOLYLWV (microarrays) Kot
¢ aAAnAoUXNoNG YOVISLWUATIKAG KALHOKOG
(whole genome sequencing, WGS). Avtutpoow-
mievouv &g, EVIUTIWOLAKEG e€eAEeLC WG TPOG TO
SuVaULKS KaL TNV EVUKPIVELD TWV TEXVOAOYLWYV, OL
OTIOLEC OPWC Elval wG MPOG TN CUAANY Toug,
TIAPOUOLEG ME TG LEBOSOUC ULKPOOKOTILOU TIOU
eotialouv ota xpwuoowpata (Ewk. 5.1).

Ol XpPWHOOWHUATIKEC SlaTtapaxEg anoteAouv

kepaiaio 5

¥ § Apxé KAk Kuttapoyevetikig
ko Fovidtwpatikng AvaAvonc

Dimitri J. Stavropoulos

HLO ONUAVTLKA KATNYOPLO YEVETLKWY VOO LATWV.
EuBuvovTtal yla éva HeyaAo MOC00TO UTOUOTWY
anoBoAwv, cuyyevwv (congenital) SuomAaclwy
Kal SlavonTikn g uotépnong kot dtadpapatilouvv
ONUAVTLKO pOAO 0TV TTAOOYEVELD TOU KOPKIVOU.
ELOIKEC KUTTOPOYEVETIKEG Slatapaxeg euBUvVo-
VTOL yla eKOTovTadeg SlapopeTikd cuvépoua,
Ta omoia cUAAOYLKA gpdavilouv peyaAlTtepn
OUXVOTNTA OE OXECN HE TO GUVOAO TWV HOVO-
YOVLSLOKWV VOO HATWY. Ol KUTTAPOYEVETIKEG
avwUOALEG amavtwvTtal oxedov oto 1% Twv olo-
KANPWUEVWY KUNCEWV, 0TO ~2% TWV KUNCEWV
YUVaKwV nAkiag dvw twv 35 €Twv 1OV UTo-
BaAAovtal og poyevvnNTKn SLdyvwaon, Kal 0To
AULOU OAWV TWV aMoBOAwWY OTO MPWTO TPLUNVO
™G KUNONG.

To paopa TG avaluong, To omolo eKTelveTal
amo TIG OPATEC OTO ULKPOOKOTILO aAAQYEG OTOV
oplOUS KoL TN SoUN TWV XPWHOCWHATWY £WG
TIC avwpalieg (anomalies) tng doung kat tng
aAAnAouyiog TOU yoVISLWUOTOG TTOU aVLXVEUO-
vtat oto emninedo g WGS, adopd ouoLaoTikd
TO MANPEG TeSI0 TNG LOTPLKAG YEVETIKNC (Oeite
Ewk. 5.1). Ze autd 10 KedAAaLo, mapoucldlou-
LLE TLG YEVIKEG OPXEG TNG XPWHUOOWUATIKNG Kall
VYOVISLWHOTIKAG avAaAuong, €0Tlaloviog OTLC
XPWHOOWHUATIKEG KOl TIG SOULKEC TLLPOAAAOYEG
(variants) mou avadépBnkav oto mponyoUEVO
kedalato. Neplopilovpe tn oulNTNON HAC OTLG
Slatapaxeg mou odeilovtal o YoVISLWHUATLKA
QVLOOPPOTILQ, TOOO TWV EKATOVTASWV 1 XIALAdwV
yoviSiwv mou gvtomni{ovtol 0 LEUOVWHEVA XPW-
HOoWHATA, OGO KAl O UIKPOTEPOU apLlOuoU yo-
vibla mou Bplokovtal evidg piag oUYKEKPLUEVNG
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Xpwuoowpatiky/

FoviSlwpatiky —

NapaAiayn

Aopikn

OAGKANPO XPWHOCWHA WG YOVISiwHa

* ALOXPWUOCOWUOTIKEG LETOBEDELG

® AQKTUALOELSH) XPWHOOWHATA, LOOXPWHOCWHOTA
* XpWHOOWUAT-OEIKTEG

® Aveumhoeidia

* Mepikn aveuTtAoeLdia

MIKPOOKOTILKO £WG UMIOXPWHOCWHATLKO ETiNeSo
o AveumAoeldia TUAMATOC

* XpWHUOCWUATIKEC AVAOTPODEC

* EVOOXPWHUOCWHATIKEG LETADEDELC

* XpWHUOOWUATIKA avwaAia

* Etepopopdlopol kat elBpavaoteg BEoelg

* XpWHUOOWUATIKEG EAAELpUATO -OTTWAELEG

* XpWHUOOWUATIKEG EVOECELG - TPOCONKEG

MNapaAdayrn —

1 kb £w¢g UTTOKPOOKOTILKO ETtineSo
 MowhotnTa aptBpol aviypddwy

2 bp £wg 1.000 bp

* MikpoSopuddpol, pwvidopudopot
* AvaoTpodEg

Maoahhavt Emntinedo povovoukAeotibiov
A}g\pi “Y” { ¢ MovovoukAgottdikr mapaAiayn
niouxtas ¢ Mapalayr évBeong f eAAelppotog

o Authaclaopol tuipatog DNA/mapdhoyeg aAhnAouyisg
* AvaotpodEg, petabeoelg, HeTaBEoELg
* MikpoeA\eippara, pikpoduthactaouol

* AlaSoxLkeg (ev oelpd) emavalnelg petaAntol aptbpol (VNTRs)
® EMekTdoel oUVOETWY eV Oelpd emavaARPewv
® AL, TPL-, TETPAVOUKAEOTLOIKEG emavalPeLg

¢ MaparAayr €vBeong f eANeippatog
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AMnAoUxnon katd Sanger/

EIKONA 5.1 | To dpdaoua tnG SLAKPLTLKAG LKOWVOTNTAG OTH XPWOOWHATIKN Kol YOVISLWHATIK avaAuon. Ta TuTikd
eMineda SLAKPLTIKAG LKAWVOTNTOG KAl OL BACIKEG LEBOSOL TTOU XPNOLLOTIOLOUVTAL YLaL TNV AVIXVEU T TOUG tapatiBevtal yla
S1adopeg TeEXVONOYIKEG TpOOEeYYLoELG TTOU EaPUOTOVTAL CUCTNATIKA OTNV OVAAUGH XPWHOCWHATWY KoL YOVISLWHUATWV.
AvaTtpEETe 0TO KELUEVO YlOL AEMTOUEPELEG KOl CUYKEKPLUEVA Tapadeiypata. (Tpomomolnuévo and Trost B, Loureiro LO,
Scherer SW: Discovery of genomic variation across a generation. Hum Mol Genet 30(2):R174-R186, 2021.)

XPWUOOWHUATIKNC TEPLOXNC. H epappoyn autwv
TWV APXWV OE OPLOPEVEC Ao TLG TILO KOLVEG KalL
YVWOTECG XPWHOCWHOTIKEG KoL YOVISLWUATIKES
Statapayxég, Ba meplypadel mapakdtw oto Ke-
dalaio 6.

EIZATQrH 2THN KYTTAPOTENETIKH KAl
TH FONIAIQMATIKH ANAAYZH

H yevikni popdoAoyia katl opydvwaon Twv avlpw-
TIVWV XPWHOOWHATWY, KABWG KoL N HOPLAKN
KOl YOVISLWHATIKN Toug oUoTAoN, TAPOUCLA-
otnkav ota KebdAata 2 kat 3. H availuon twv

XPWHUOOWHATWYV YLa KALVLKOUC OKOTIOUC UTtopEtl
va dte€axOet pe tn AnPn nmepidpepikol aiparog
kat tn Sleyepon twv T AgpudokuTTdpwy yla T
mapaokeun BpaxuBLwv kaAAlepyslwv. Katom
HEPLKWV NUEPWYV, TA SlalpoUpeva KUTTAPO GUA-
AapBavovtal oto oTtddlo TnG petadaong pe xn-
HLKEG OUCLEG TTOU VA OTEAAOUV TOV OXNUATIOUO
TNG LITWTLKAG ATPAKTOU. Tal XpPWHOCWUATA LLO-
VLLLOTIOLOUVTAL OE YUAALVEG QVTIKELLEVODOPOUG
TIAQKEG Kal Badovtal pe pio anod tig dStadopeg
TEXVIKEC XpWONC, AVAAOYQ LE TNV EKAOTOTE Sla-
YVWwoTkn Stadikaoia. Itn cuveéxeLa, ival £Tolpa
yla avaiuon.

Av kal artoteAoUv L6aviki AUon yLa Lo taxeio
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KAWVIKI) avAAuor), oL KUTTOPOKAAALEPYELEG TTOU
napookevalovral He T AnYn neptdeptkov ai-
HOTOG £XOUV TO LELOVEKTNA OTL €ivat BpaxUPLeg
(3-4 nuépec). MakpoPLotepeg KAAALEPYELEG, OL
omoleg evSeikvuvTal YLl HOVLIUN armoBrKeuon
N MPOCOeTEC HEAETEG UmOpOUV va TIPoEABOUV
ano Sladopoug dAAoug otoug. H Blodia 6ép-
HOTOG, pia pkpn XelpoupyLkn eméuBaon, gival
duvatov va mapexel deiypata otou, Ta onola
o€ KaAALEPYELO TTapAyouV WVOBAAOTEG TTOU afl-
omolouvtal o€ pia oo Bloxnkwy Kot po-
PLOKWV HEAETWV, KAOWG Kal 0TV avaAuon Twv
XPWHOOWHATWY KoL TOU YoviStwpatog. Ta Asuka
algoodaipla Umopouyv niong va LETOOXNUOTL-
OTOUV 0 KOAALEPYELQ VLA TOV OXNUATIOUO AEW-
doBAactosldwv (lymphoblastoid) kuttapikwv
OELlpWV TtoV elval Suvntikd abdavateg. O PUENOG
TWV 00TWV IPOOodEPEL TO TTAEOVEKTN LA TNG UYPN-
ANG TepLEKTIKOTNTOG O Slatpolpeva KUTTapQ,
€T0L WOTE va amatteital eEAaxLotn r kot keboAou
KaAALEpyeLla. Qotooo, N AN Tou pnopet va emt-
TeUXOel LOVO e TN OXETIKA eMepBatikn Stadika-
ola tng Bloyiag Tou pueol Twv ooTwv. H KUpLa
XPNon Tou EyKeLTaL oTn dtayvwaon étav uTtAapxeL
uroyia alpatoloykwy kakonBewwv. Ta epppu-
ika kottapa (fetal cells) mou mpogpyovtal amnod
QUVLOKO LYPO (apviokuTtapa) f Aappavovrtal
pe Bloyia xoplakwv Aaxvwyv Umopouv opoiwg
va KaAAlepynBoUv EMITUXWCE YL KUTTOPOYEVE-
TIKN, YOVISLWHOTLKA, BLOXNULKA 1) LOPLOKI) aVA-
Auon. Ta KUTTOPA TWV XOPLAKWY AaxvwV gival
eniong duvatod va avaluBouv ansuBeiag peta
™ Bloyia, xwplic TNV avaykn kaAAépyeloc. Eival
aloONUELWTO OTL UIKPEG TTOOOTNTEG EAEUOEPOU
eEwkuttaplkov euPfpuikol DNA aviyvelUovtol
OTO UNTPLKO TAACUA KAL UTTOPOUV Va £EETA0TOUV
e WGS (beite 1o Kedpahato 18 yia mepattépw
ougrtnon).

H poplakn avaAuon Tou YoviSLwUaTog, ou-
unephapBavouévng tng WGS, pnopet va mpay-
patomnolnBel o omolodrmote KATAAANAO KALVIKO
UALKO UTTO TNV TtpolnoBeon OTL AMOUOVWVETAL
DNA koAng nmowotntac. Na 1o okomod auto, Ta
KUTTapa dev eival anapaitnto va dlatpouvtal
Kal EMOPEVWG, elvat duvatn n pehétn DNA amnod
Selyparta lotwv Kot Oykwv, KoBwg Kal amod 1o
niepLdpePLKO atpa. H emdoyn tng KataAAnAotepnc

TIPOCEYYLONG VLA VAV CUYKEKPLUEVO SLOyVWOTL-
KO 1] EPEUVNTLKO OKOTIO OTOTEAEL VOV TOXEWG
e€eAloOOUEVO TOUEQ, KABWG auEavetal n Sia-
KPLTIKA kavotnta, n evatcbnoia kat n eukoAia
NG AVAAUONG TWV XPWHOCWHATWY KoL TOU YO-
vidlwpatog (Seite to Napaptnua 5.1).

Tauvtonoinon XpwWHOOCWHATWY

Ta xpwHooWUATA UtopoUV va Tautomnotnbolv
KUTTOPOAOYIKA PBACEL TWV XAPOKTNPLOTIKWV
MPOTUTIWV {WVWoNG UETA TNV epappoyn 6L-
KWV TEXVIKWV Xpwonc. H o Stadedopévn amnod
QUTEG, n xpwon Giemsa ({wvwon G, G-banding),
avamntuxonke oTig apxeg tng dekaetiag touv 1970
KOl TTOTEAECE TO MPWTO EVPEWC XPNOLUOTIOLOU-
pevo epyaleio avaluong oAOKANPOU Tou yovidL-
WHOTOG 0To Medio TNG €peuvag Kol TNG KALVIKAG
Stdyvwong. H ev Aoyw péBodog cuveyilel va
edapudletal oto MAALCLO KAWVIKWY SLayvwoTL-
KWV EEETACEWV OKON KOL CAUEPX, CUVLOTWVTOG
TO BaOLKO TTPOTUTIO YLa TNV AViXVEUGN KoL TOV
XOPOAKTNPLOMO SOULKWY Kol aplOUNTIKWY yovL-
SLWHATIKWY aVWHAALWY, TOCO OTNV Mepimtwon
EYYEVWV (LETOYEVVNTIKWV I} TIPOYEVVNTLKWY) 00O
KoL ETKTNTWVY (KapKLVIKWY) Sdlatapaywy.

H pnébodog tng lwvwong G, kabwg Kat AA-
AEC TEXVIKEG XPWONG, XPNOLUOTOLOUVTAL yLa
TNV TOWUTOTOLNON TWV XPWHUOCWHATWY KAl TWV
mapaAAaywv i AVWHUAALWY TouG cUPdWVA HE
éva 61eBvwg amodektd cUOTNHA KOTATOENG TWV
XpwHoowpatwy. H Ek. 5.2 mapouaotdlel to 16e-
OYPOUA TOU TIPOTUTIOU {WVWV EVOG CUVOAOU
dUCLOAOYIKWY PETADACIKWY XPWUOCWUATWY
TOU avBpwrou, To omoilo amelkovilel To eval-
AQCOOUEVO TIPOTUTIO PWTELVWV KOL OKOTELWVWV
{wvwyv, oto omoio Baciletal n Tavtonoinon Twv
XPWHOOWHATWVY. To TIPOTUTIO TWV {WVWV EVOC
XPWHOoWHOTOC Elval aplBunuévo os kabe Bpa-
xlova amo 10 KEVTPOMEPEG £WG TO TEAOUEPES,
onw¢ ¢aivetal Aenmtopepws otnv Ek. 5.3 yla
évav aplBuo xpwpoowpdtwy. Etol, n tavtotn-
Ta KABe ouykekpLpévNG Lwvng (KoL, CUVETIWG, oL
aAAnAouyiec DNA kal ta yovidia evtog autnc)
unopei va meplypadei pe akpifela kat cadpnvela
He TNV aflomoinon autol tou SopnUEVOU KaTA
TOTOUG KAl LEPAPXLKOU CUCTHUATOC apibpnong.
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MAAIZIO 5.1
KAwikég EvEeigelg yia Xpwpoowpatikiy Kat Fovidiwpatik Avaluon

H xpwpoowpatikn avaluon evéeikvutal wg SlayvwoTikr HEB0S0G pouTivag yLla évay aplBuo L8LKWY KALVIKWY
KATOLOTACEWV TTOU CUVAVTWVTAL OTNV LATPLKH, KAOWE KAl OPLOUEVWY YEVIKWY KAVIKWV EUPNUATWY, LETAEY TWV
omoiwv rmepthapBavovrat ot €€NG:

e [IpoBAnuara tng npwiung avénong kat avarruéng. H eN\elLpaTIKA avamtuén, n avamtulakn kabuotépnan,
10 duopopdikd Mpoowreio, oL TTOANAMAEG SUCTIAOGLEG, TO UIKPO avaotnua, ta apdiBola €€w yevvntka
opyava Kal N VONTIKA avarnpio amoteAovv cuxva EUprUOTa O TIOUSLA PE XPWHOCWUATIKEG OVWUOALEG.
Otav 6ev tekpaipetal cadng Stdyvwaon anod Ty XPWHUOCWUATIKY TIOPATHPNCN, amauteital n dlevépyela
YOVISLWHATIKAG avdAuong yla bavr avixveuon SlayvwoTikwy mapailaywy tou aptdpol aviypddwv r/
KaL tng aAAnAouxiog ka®' OAO TO HAKOG TOU YOVISLWHATOC 0 acOeVELG TTOU TOpoUoLA{oUV OTOLOVEHTIOTE
ouVOULAOUO TETOLWV TTpoBAnuatwy (deite to KedaAato 11).

® Ovnolyévela Kot Veoyvikog Javartog. H cuxvotnta eudaviong XpPWHOOWLOTIKWY aVWUAALWY givat TTOAU
uPnAOTEPN HETOEL TV BVNolyeVwY YEVWAOEWV (Ewg Kot ~10%) art' O, Tt LETOEY TWV YEVVICEWV {WVTOVWV
veoyvwv (~0,7%), evw elval emiong avénuevn PeTatl Twv Bpedwv OV ATOBLWVOUV KATA TN VEOYVLKH
nNAwia (~10%). Mo TIg avePURVEUTEG BVNOLYEVELG YEVVAOELG KOl TOUG VEOYVIKOUG Bavatoug, n avaAuch Tou
opLBuol yoviSlakwyv avtlypddwv Kot tng aAAnAouxiag og eminedo yoviSlwpuatog evoEXETAL va artokaAU P EL
pia miBavn yevetikn attioloyla. TEToLEG AVOAUCELG UTTOPEL VAL TIOPEXOUV GNUAVTLKEG TTANPodOpLEG YL TNV
TIPOYEVVNTLKA 1 TPOEUDUTEUTLKN YEVETIKN Stayvwon (deite To Kedpalato 18) katd TLg LEANOVTIKEG KUNOELC.

e [IpoBAnuata yoviuotntag. H avaAuon XpwHoowUaTtwy BAcsL tou kapuotumou (karyotype) pe {wvwon G
€VOEIKVUVTOL O€ YUVALKEG UE OUNVOPPOLA KOL O (EVYAPLA LE LOTOPLKO UTIOYOVLUOTNTOG 1) EMAVOAQBAVOLLE-
VWV amoBoAwv. ITIC MEPUTTWOELS UTTOYOVLUOTNTAG N eudaviang 600, ToUAdxLoTov, amoBoAwy, SLamioTwveTal
XPWHOOWHATLKA avwuoAia otov £va ard toug SU0 Yoveig o TocooTo 3-6%.

e AOUIKOG XOPAKTNPLOUOG TWV YOVISLWHUATIKWY OVIGOPPOTILWYV KOl UEAETEG OLKOYEVELAKN G TaApaKkoAoudnong.
O AR PNG SOULKOG XaPAKTNPLOUOC TWV TopaAAaywV Tov aplOpol yoviSlakwv aviypddwv (copy number
variations, CNV) rtou tautomnoloUvtal LEow TN avTioToyng ovaAuGnG oAOKANPOU TOU yoVISLWATOG QTaLTEL
lowG MPOOBETEG UEAETEG, OMWG N €€ETOCN TOU KOPUOTUTIOU He {wvwaohn G n n uBpidonoinon ¢Bopilopov
in situ (fluorescence in situ hybridization, FISH) katd tn petadaon. Mia yvwoth pn looluylopévn XpWHO-
OWMATIKA avwHaAla UTtopel va eival anoteAeopa piag Looluylopevng avadiataéng (rearrangement) oto
YOVISLWHA TOU EVOG YOVEQ, N omoia Ba eTdpd o€ LEANOVTIKEG KUNOELG KALL TUXOV TIPOYEVVNTIKEG SLAYVWOELC,
KaBwg Kot evoexouEvws oe A LEAN TNG OLKOYEVELOG TOU YovEa-dopEa (carrier).

e NeormAaoia. X606V ONEG OL TIEPUTTWOELG KOPKIVOU cUCYETIOVTaL E Lo ) TIEPLOCOTEPEG XPWHOOWHATIKEG
avwUoAieg (6eite to Kepalato 16). H agloAdynon Twv XpwHOCWHATWY KAl TOU yoVISLWUATOG 0ToV (610 Tov
OYKO 1] OTOV HUEAG TWV 00TWV (O€ TEPIMTWON KATTOLAG KAKorBou¢ apatoAoyLkng veomAaciog) uropel va
TIOLPEXEL SLAYVWOTLKEG ] TIPOYVWOTIKEG TANPODOPILES

e Kunon. Alddopol mpoyevvnTikol apdayovteg Kwwduvou (risk), onwg mpoxwpnuévn nAkia TnG UNTEPQ,
Bloxnuikol Seikteg kal uTepnXoyYPAdIKA EUPHUATO, OXETI{OVTOL UE XPWHOOWHATLKES avwHaAieg (Seite To
Kepalato 18). S& mepinmtwon TETOLWV KUNCEWV, KPLVETOL ATOpOiTATN N YOVISLWHOTIKNG KALHOKOC avaAuon
Tou apLBpoU yovidlakwy avilypddwv kot aAANAOUXLWY WG LEPOG TWV TIPOYEVVNTLKWY EEETACEWVY POUTIVAC.
O 1n enepPATIKOG TTPOYEVVNTIKOG £AEYXOG (noninvasive prenatal screening) pe tn xprion tg aAAnAouxnong
YoVISLwMaTIKAG KAlpakog eEAeVOepou e§wkuttdplou DNA (cell-free DNA) rtou AapBavetol armo to HNTpLKo
alpa SlatiBetal emiong wg emAoyr yla TNV AviXVEUGN TWV TILO KOWWV XPWHOCWHATIKWY SLoTapaywy.

Ta xpwpoowpata Tou avlpwrou tavo- (primary constriction) ou kaBiotatal opatn
HOUVTOL KATA KavOVa OE TPELG TUTIOUG, OL OTtol- Katd to otadlo tng petadaong (deite Eik. 5.2).
ol Stakpivovtal eukoAa Bdacel tng B€ong tou T LETAKEVTIPLKA XPWHLOCWUOTA GEPOUV EVAL KE-
KEVTPOUEPOUC, TNG MPWTOYEVOUG nepiodLéng VTPLKQA TOTIOBETNUEVO KEVTPOUEPEG KAL TIEPITTOU
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LOOUNKELG BpaXLOVEG, TOL UTTIOMETOKEVTPLKA XPW-
HOOWUOTO PEPOUV EVA EKKEVTPA TOTIOBETNEVO
KEVTPOUEPEG, SnuLoupywvtag Bpaxioveg cadwg
SLaPOPETIKOU UAKOUG, KoL TOL ALKPOKEVTPLKA XPpW-
HOOWHATA TIOU GEPOUV TO KEVTPOUEPEC KOVTA
0TO £va akpo Toug. Evag mbavog tétaptog tu-
TIOG XPWHOOWHOTOC, TO TEAOKEVIPLKO, LE EVa
KEVTPOUEPEG TOTMOBETNUEVO OTO €va AKPO Kal
puovo évav Bpayxiova, dev amavtdtal otov ¢u-
OLOAOYLKO KOpUOTUTIO TOU avBpwrou, aAAd ma-
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EIKONAS5.2 | 18g6ypappa tov napouotdlel ta tPdTtuna {Wvwong G TV HETADACLKWY XPWLOCWHATWY Tou avlpw-
Tou, pe nepinou 400 {wveg ava amAoeldn Kapuotumno. Onwe amelkovileTal, To XpWHOCOWLATO QVATOPLoTOVTAL KATA
Kavova LE TG adeAPES XpWHATIOEG TOCO OTEVA SLATETAYMEVES, WOTE VA ANV avayvwpilovtal wg SLaKPLTEG ovTOTNTEG. Tal
KEVTPOMEPN UTTOSEIKVUOVTAL OTIO TNV TIPWTOYEVH TEPLOPLEN KAl TIC OTEVEC OKOUPEC YKpilec TepLloXEG TTou Slaxwpilouv
Toug Bpayioveg p kat g. Mo Adyoug eukoAiag kot cadrvelag, aplBuolvtal Povo oL OKOTELWVEG LWwveg G. MNa mapadeiypota

patnpeital MEPLOTACLAKA OE XPWUOOWUOTIKEG
avadlatatelc.

Ta AKPOKEVTPLKA XPWHUOCWHATA TOU avOpw-
mou (13, 14, 15, 21 kat 22) SlaB£Touv ULKPEG,
XOPOKTNPLOTIKEG HATEC XPWHATIVNG, YVWOTEG
w¢ Sopudapot, oL onoiec cuvdEovTal PE TOUG
HLKPOUG Bpaxioveg pEow AEMTWY OTEAEXWV (TTOU
ovopalovrtal deutepevouoeg neplodifelg). Ta
OTEAEXN AUTWV TWV TEVTE (EVYWV XPWHOOWHA-
TWV TEPLEXOUV EKATOVTASEG avtiypada yovidiwv

7 11
8 9 10
21 12
22 23 14 14
14 21
12 12
12 12 12 12
12 12 12 12
21,1 21 21 14
21 21,3 "
| 31 = 2 -
31 23 - 23
25 24
33 24,2
3 24,2
X
22,2
19 20
1 2”21
13,2 12 @ @ 13 v
V1™ R
12 12 11,22
12 21 12
13,2
13,2 12
13,4 21
23
25
27

Tou TMAAPOUG cuoThHpaTog apibunong, deite tnv Ew. 5.3. (Avanapaywyn amno Shaffer LG, McGowan-Jordan J, Schmid M,
editors: ISCN 2013: an international system for human cytogenetic nomenclature, Basel, 2013, Karger.)

81



82

KEDANAIO 5 o Apxég KAwviknig Kuttapoyevetikrg Kat MoviSiwpatikig Avaluong

Tou Kwdikomolouv plocwpatikd RNA (to kupLo
OUOTATIKO TwV pLocwpudtwy, deite To Kedpalato
3), kaBw¢ kal pia MAnBwpa emavolapBavople-
vwv aAAnAouxLwy.

‘EvOiG TUTILKOG KOPUOTUTIOC TTOU £XEL UTTOPAN-
Bel oe Lwvwon G pe éva eminedo SLAKPLTIKAG
tkavotntag 400 £wg 550 {wvwv, OMwWG mapatn-
peltoL o€ Eva PLECO HETOPOOIKO TAPACKEVACHUA,
ETUTPETEL TNV AVixveuon eAAELUPATWY Kol SL-
TIAQOLOOWY MEYAAUTEPWVY TWV TIEPIMOU 5 £wg
kat 10 Mb (&ette Ewk. 5.1). Qotoco, n evalobn-
ola ™¢ lwvwong G og auto to eninedo sukpi-
VELOC UIMOPEL va gival YaNAOTEPN O€ IEPLOXEC
TOU YOVLOLWUATOG OTLG OTIOLEG TOL TTPOTUTIAL TWV
{wvwv eival Atyotepo kaboplopéva. H {wvwon
uPnAng eukplvelag (mou ovopaletal emiong {w-
vwon npopetadaong) unopel va anokaAuet
850 1 kol mepLocoTEPEG LWVEG ava almAoELdN
O€lpA, HECW TNE XPWONG XPWHUOCWUATWY TIOU
£€xouv AndOel oe mpwipo otadlo TG pitwong
(mpodaon -prophase- r} mpouetadaocn), étav
auta Bplokovrtol akOpn o€ Pl CXETIKA UNn ou-
UMTUKVWUEVN Kataotaon (6eite to KepaAato 2).
H avantuén tng uPnAng eUKPIVELOCG XPWHOOW-
HOTLKAG avAaAUoNG OTLG OpXEG TNG dekaeTiag Tou
1980 emnétpePe TNV avakaAvPn evog aplBuou
VEWV CUVOPOUWV PKPOEAAELHpOTOG N LKpOSL-
mAacLacpoU, Ta onoia opeihovtal o€ UIKPOTEPEC
YOVIOLWHOTIKEG ovadLaTAEELS, peyEBOUG 2 Ewg 3
Mb (6¢eite Ewk. 5.1). Qotoco, o xpovoBopog Kal
TEXVIKA SUOKOAOG XAPOKTAPAG TNG MOPATIAVW
KUTTOPOYEVETLKNG LEBGSOU amokAeieL TN cuoTh-
HOTLKA XPAON TNG yLa TNV avaAuon yovidlwpa-
TLKNG KALLOKOLG.

Ektog amd Tt aAlayEG oto MPOTUTO TWV
{wVwV, Ta XPWHOTWVIKA SdtaoTtApata omou dev
TapATNPELTAL XpWOT), YVWOTA WG EVOPAVOTEG
0écoe (fragile sites), amoteAoUV KANPOVOULKEG
TapaAAayEg Tou pmopouVv va avixyveuBouv oe
OUYKEKPLUEVECG XPWHUOOWLOTIKEG TIEPLOXEG, OL
omoleg lval eMIppeNelg O TOTUKN YoviSlwpa-
TIKNA aotaBela Adyw Katamdvnong KOTA ThyV avTL-
vpadr tou DNA. Ewg onuepa, €xouv kataypadel
neploootepeg amo 100 KOWEG KoL OTIAVLEG (UE
mAnBuopLlakn ocuxvotnta <5%) euBpavoteg B¢-
oelG. OLKOWVEG eUBpaUOTEG BE0ELG EKTLUATAL OTL
0o6nyouV oTn YOVISLWUATLKY 0loTABEL TwV Kap-

7

EIKONA5.3 | Mapadsiypata tou npotunou {wvwong G
yla Ta XpWwHOooWHATA 5, 6 KAl 7 0TO OTASL0 CUNNUKVW-
ong 550 Jwvwv. OL aplBuol Twv {WVWV EMLTPEMOUV TNV
aKpLBN Tautomnoinon KABe GWTELVAG KOl GKOTELVAG {WVNG
G. H ovopatoloyia twv {wvwv urodelkvUeL Tov aplOpd
TOU XpWHOOWMATOG (1-22,X,Y), TOV WKPO (p) i} TOV peEya-
Ao Bpaxiova (q), Tnv mepLoxn, Tn {wvn KaL TV uno-{wvn.
Mo mapddelypa, To xpwrdowua 5p15.2 avadépetal wg
«5-p-éva-mévte-koppa-2». (Avamapaywyn ano Shaffer
LG, McGowan-Jordan J, Schmid M, editors: ISCN 2013: an
international system for human cytogenetic nomenclature,
Basel, 2013, Karger.)

KLVLKWV KUTTAPWV, EVW VA ULKPO TTOCOOTO OTA-
Viwv eVBpavoTWV BE0ewV OXETIETAL UE CUYKE-
KPLUEVEC KAWVIKEG SlatapaxEc. MNa mapddelyua,
n onavia eVBpavotn BEon mou Bploketal otnv
Tieploxn Xg27.3 odelAeTal o€ EMEKTAON TWV ETIA-
vaAnyewv CGG kal mapatnpeital os acBeveic pe
TO oUVSPOUO TOU €UBPAUCTOU XPWHOCWHATOG
X (Nepintwon 17).

YBpdomnoinon ®Oopiopou In Situ (FISH)

ITIC 0 pXEG TNC SekaeTiog Tou 1990, n OTOXEULE-
vn {wvwon uPNARG EVKPIVELAG avTIKATAOTAON-
KE o€ peyalo Babuod amnod tnv texvikni FISH, pia



