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TA Brown FovidlwuTa, ZUyXpoveg EpeuvnTikeEG Mpooeyyioelg, (31 €kd.), Broken Hill



[Tolog Kall toTe pmopel va {ntnoeL
KUTTOPOYEVETLKN N YEVETIKN €E€TOION;




[1ote pmopel kamolog va {NTr)OEL KUTTAPOYEVETLKN-YEVETIKN €E€TAON;

O Bepanwv LaTpOC eilval autoc mou umopel va ekOWOEL TO
TTOLP OLTTE UTTTLKO.

v 3T0 olOoTNUA NAEKTPOVIKAC ouvtayoypadnonc o Latpoc:
dnAwvel t™n Olayvwon (ICD-10),tnv Latpikn €vOeLEn, Kal
LUTTOPEL Vo ETUAEEEL LOVO EEETACELC TTIOU ETILTPETIOVTAL VIO TNV
elOKOTNTA TOU oUWV LLE TNV KELWEVN VvooBeaLa.

v" Ol KUTTQPOYEVETLKEC / LOPLAKEC KUTTOPOYEVETIKEC EEETAOELC
(r.x. FISH, kapuotumoc) elval KATOAXWPNHEVEC WC LOTPLKEC
npatelc tou EOMYY, apa otav kaAumrtoviol aodaAloTika
QTTALTOUV NAEKTPOVLIKO TTAPOTTE UTTTLKO QIO LOTPO.

MA 157/1991 (kwdikomoinon tatpkwy mpatewv) & EKMY tou EOMYY
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Nopot Amnowpaocsic tng E.A.LY.A.

1458 AK : ®EK 5447 /Telyog B /13.10.2025
AGTIKOG KWBIKAC Xog A

PuBpioelc yia Tnv YoponBoopsvn Avanapaywyn

MNMpOSPPUTEUTIKOC TEVETIKOC EAeyYOC

Noépoc 5102| 4/2024
PuBpioelg yia Tnv YofonBoopsvn Avanapaywyn

®EK 4406/Tebyoc B/14.08.2025
Pubpiosic Tng EBVIKAC Apyng laTpwwe Yofondoupevng Avanapaywyrg yia TIc H0TpLeg

YEVVNTLKOU UALKOU.




DEK 5447/Te0xoc B/13.10.2025 Mpoegpduteutikoc Mevetikoc EAeyxo

2ToV [poeUPUTEUTIKO eVETLKO EAEY)O TEpL B avovVTaL EAEYXOC VLA

1. Movoyoviblaka voonuata (Preimplantation Genetic Testing for
Monogenic disorders - PGT-M n MIre-M),

2. AOUIKEC YpwHOOWHATIKEC avadlatatelc (Preimplantation Genetic
Testing for Structural Rearrangements - PGT-SR n MIre-A)

3. Aveumhoeldiec (Preimplantation Genetic Testing for Aneuploidies -
PGT-A N MNre-A).

4. Mo emutAeov  edappoyn tnc¢  MMME  amotedel o  €Aeyyoc
lotooupBatotntac epPpuwv (MFE-HLA) pe 1 xwplc mopaiAnAn
SLayvwon povoyovidlokoU VOO UaTOoC.




DEK 5447 /Tevxocg B/13.10.2025 MNpogpduteutikog Mevetikog EAeyxo

1. MpoepduteuTikoC [evetikog ‘EAeyxoc yla €leyxo Movoyovidlokwv
'Noonudatwv (PGT-M 1 TMIME-M) kot  SOMKWYV  XPWHOOWHOTIKWY
avadlatatewyv (PGT-SR n MIrE-A) Suvatal va ebappootel og (guyapla mou
glval ¢opeic yevetkkwv Olatapaxwv kol oUpdwva UE TNV TpEXOUOQ
ETULOTNMOVLKN YVWOn, KWWOUVEUOUV VA QMOKTNOOUV TEKVO TIOU UIOPEL va
MACYEL Ao voonua mou erBapuvel tnv mowotnta tn¢ {wNg, TpokKaAel
YVWOLAKN N OWHATKA OUCAELTOUPYLA 1 QTTOLTEL XELPOUPYLKEC ) LOTPLKEC
napeUPACELC.

2TIC Slatapaxec mepAapavovtal AUTEC TTOU TTPOKAAOUV:

a) Quloolvdeto povoyovidlaKO voonua TY. alpoppodhia, ocuvOpouo
euBpavotou X, puikec Suotpodiec k.a.(PGT-M n MIrE-M).



DEK 5447 /Tevyxoc B/13.10.2025 MNpogpduteutikog Mevetikoc EAeyxo

'B) AUTOOWUATIKO UTIOAEUTOUEVO 1} ETUKPATEG LOVOYOVISLaKO VOoNHQ, TLY.
KUOTLKN (vwon, B- LecOyeLaK avalpia, SPEMaVOKUTTAPLKN VoL, VOOOC
Tay-Sachs, vwtlwala puikn otpodla, TOAUKUOTIK) VOOOC TwV VEPPWY,
vVeEUupolvwuatwon K.a. (PGT-M n MIre-m.

v) Noonuota oyunc epudavions, Onwc KANPOVOWULKOC KOpPK(vOC, VOOOC
Huntington k.a. (PGT-M n MIe- M).

6) 2uyyevelc avwpoAlee n  evdéountplo Oavato, mou  UMOPOoUV  va
npokAnBouv amo:

1) LLKPOOLMAQLOLOOLOUC N ULKPOEAAELLOTA XPWLOO W LLATWVY

i) OOULKEC XPWLLOOWUOTLKEC AVWILAALEC K.QL».



DEK 5447 /Tevyxoc B/13.10.2025 MpoeguduteuTtikog Mevetikog EAeyxo

3. MpoegudUTEVUTIKOC MeveTIKOC ‘EAgyx0C yLa Tov €Aeyxo aveumhoedlwy (PGT-A
N Mre-A) duvatal va edpappootel oe (euvyapla TOU TANPOUV TOUAAXLOTOV Ll
QTtO TIC akOAouBec mpoUmoBETELC:

'a) OUO I TEPLOOOTEPEG OMWAELEC KUNONG TPWTIOU TPWNVOU, QyVWOTOU
altLoAoyiog

B) nAkio Tnc vmoynNdac puntepac 38 €TwWV KAl AVW KAl LLOVO OTNV MEPILMTWOoN
nou Ba ypnowomnownBouyv dika TNnC wapLa

V) TIPEWC N TIEPLOCOTEPOUC  QMOTUXNUEVOUC  KUKAOUC  €EWOWUATIKNC
yoviuomnoinong

5) doutkec (PGT-SR N MIE-A) N apBuntikec (PGT-A N MIE-A) XpWUOOWULKEC
AVWUAALEC TWV XPWHOOWUATWY TOoU PUAOU OTOV KAPUOTUTIO TIEPLPEPLKOU
ailpatoc (m.xy ovvbpouo Klinefelter, Turner k.a) 0 €va amo T PEAN TOU
(EVYOUC.».




Mowoc pmopel va diekmepatwaoel / urtoypag et
KUTTOPOYEVETLKN N YEVETIKN €E€TOION;




MoLo eival To KALVLKO IpOTUTIO SLOUTTiOTELONG YL EPYACTHPLO
KUTTAPOYEVETLKNG otnVv EANAda

150 15189

«latpka Epyaotnpla — AMaLtr)oELS yLa TNV TTOLOTNTA KOL TNV EMAPKELA»
v’ MpoavaAutikn ¢aon (AnPn Selypatoc, tautomoinon, petadopd)

v' AVOAUTIKA daon (TEXVIKEC Omwce kapuotuTog, FISH, array-CGH k.Am.)
v' Meta-avoAuTikn daon (epunveia, avadopd 0mOTEAEOUATWY)

v’ Iyvnhoowotnta kat Tekunpiwaon

v' ALloodAALoN TIOLOTNTAC KO EAEYXOC ODAALLATWY

v' KAWVLKA EYKUPOTNTA KAL XPNOLLOTNTO TWV ATOTEAECHATWY



Dopeac Awamiotevong

H dlariotevon yivetatl amo to EZYA

To EZYA aloloyet:

v\ TO TPOCWTLKO (TL.X. EMMELPIO GE KUTTAPOYEVETLKN),

v TIc uebodoug,
v’ Tov €€OMALOLO,
v Tn ouppdpdwon pe 1SO 15189.




KateuBuvtrnplec odnyieg

[0t TNV KUTTAPOYEVETLKA EPAPUOTOVTAL KL KATEUOUVTPLEG
odnylec dteBvwv opyaviopwv, OMwG:

v' European Society of Human Genetics

v European Cytogenomics Association

KaBopillouv TIC TEXVIKEC amalthoelg (.. enimeda avalvuong
KapuoTurmou) odnylec yla reporting ko eppnveia J




KatevuBuvtnpleg odnyiec

An International System lor
Human Cytogenomic Nomenclature [2024)

Ros J. Hastings ~

Sarah Moore -3 \\ QU RSN By
Nicale Chia \ ‘\‘ . ',/
\ . -
S
- "

f -
Karger~




ISCN 2024 Abbreviations: AplOuNTIKEC AVWUAALEC

Meplypadn Napadelypo

[eplooela 47 XX 421
XPWUOOWUATOC

- AntwAeLla ypwpoowpatoc  45,X
mos MwOOIKLOMOC mos 45,X/46,XX
chi XLLLOLLPLOLOC 46,XX/46,XY




ISCN 2024 Abbreviations: AouLKEC aVWHOALEC

Mepypadn MNapadelypa

EAAeLDN del(5)(g13g33)
dup AUTAQLOLAOLOC dup(1)(g21g32)
inv Avootpodn inv(9)(pl1lgl3)
t Metatornion t(9;22)(g34;911.2)
ins 'EvBeon ins(3;7)(p21;911922)

add [T1pO0BOETO UALKO add(8)(p23)




KatevuBuvtnpleg odnyiec

Lo TN popLaKn YEVETLKN EPapolovToL KoL KATEUBUVTNPLEC
' o0nyiec OLeBvwv opyaviopwy, Onwc:

v' ESHG / EuroGentest yla cuvoAKO Aalolo Aettoupylag
v ACMG / AMP yia eppunveia variants

v" EMQN vy external quality assurance
2UUHOPPWVETOL UE:
v |VDR (btaitepa yia LDTs)

v' GDPR-General Data Protection Regulation yta tnv
L NMPOOTACLO TWV TIPOOWTILKWY 0EOOLEVWV




IVD -In Vitro Diagnhostic

Qc IVD oplletat KaBe: avtdpaoTtnpLo, KLT, Opyavo N cUCTNLLA TTOU
XpNOLUoToLELTAL in Vitro o€ avBpwriva SELYUATA LE OKOTIO :

v' Tn SLtdyvwon vooou

v Tnv Mpoyvwon

v' Tnv mopakoAoVBnon Beparnelog

v' Tov pooSLOPLOPO YEVETLKWY XOPAKTNPLOTIKWY

Mpemel va pepel CE marking kat va €xeL aélohoynBOel yia: aodpalELa,
amodoon (performance evaluation) & tnv KAWVLKN yKupoTNTA.




LDT (Laboratory Developed Test)

' Ta LDTs elvat in-house avormrtuypevec peBodol/teot, mou
KaTaokeualovTal Kol XPNOLLOTIolouVTOL €VIOC Tou (Olou
epyaotnpilou xwpic CE-IVD onjuavaon.

Mopadetlypata:

v custom NGS panels in-house

v PCR assays

v elS5LKEC KUTTOPOYEVETIKEC EDAPLOVEC




AvadopEC KUTTAPOYEVETLKNG avaluon Kai
OLAKPLTLKN LKavOTNTo pEBOdwv




DBopilwv in situ YBpLdbopoc - FISH

2njuavon pe gpBopilovoa
IxvnBeme DNA XPWOTIKY
TITITITITIIIIIIT
BLLULLLLLLALLLL, =
Anodiaragn kat
upptdormoinon
Xpwpoowuko DNA

-
XOW.§

Krebs JE., Lewin’ sBaolkec apyec yovidlwy, (41 €k8.), Broken Hill



FISH: mapadetypa tyvnBetwv  18/X/Y

AvaAuon QUVLIOKUTTAPOU TTOU
uBpLdomonBnke e oet LyvnBetwv 18/X/Y.
Amewovion:

v Tpla ofuata os xpwua YoAallo
urtodnAwvouv Tpla aviiypado Tou
XPWHOOWUOTOC 18,

v éva mpaoLvo ofpo UTTOSNAWVEL Eva
avTlypado Tou XpwHoowuatoc X Kal

v éva ofua UTTOSNAWVEL éva
avTtlypado ToU XpwHOoWHATOC Y.




FISH: Tumog EVOELKTLKO
LYvnOETN 2TOXOG Kbpla Edpappoyn MNapadelypa

KevVTpoUEPLKOG

Locus-Specific

Painting (WCP)

Break-Apart

Fusion

Kevtpouepec

2 UYKEKPLLEVO
yovidlo

OAOKANPO
XPWUOOW LA

Kokkvo + Mpdaowo
oTo OLo yovioLo

Kokkwvo og lovidlo A
+ MNpaowo o€
fovidlo B

ApLOUNTLKEC
avwaAlec

Alaypadec /
EvioxVoelg/

MikpoeMetpelc /
LLLKpOOLTTAQ O Lo oL

AOLLLKEC
QVOLKOTATAEELC

‘EAeyxoc yia

«OTLALOLLLO»
yovidilou

‘EAeyyoc yLa

OUYKEKPLUEVN
Letabeon

Tplowpia 21 (Down),
®uAlo X/Y

ALOLYVWOELC VOO WV -
22011.2 deletion-
DiGeorge, HER2

[ToAUTAOKOL
KOPKLVLKOL
KOPUOTUTIOL

ALK (Mveupuovac)

BCR-ABL



DiGeorge FISH
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DiGeorge FISH

LSI TUPLE1 (HIRA) SpectrumOrange/TelVysion 22q SpectrumGreen

!.
Centromere 22q11 Region Telomern
F/d e 22q11.2 LSI TUPLE 1
SpectrumOrange
{
? p K3 4 g ||| 22q13.3 TelVysion 22q
8 a a Hl|§]| 22 SpectrumGreen
v re——  Ee—— |
ST
_."Ntn-
LS| HIRA
Coriomme e 22q13 Reglon Tearen e
-
n e = —— — ol
e ——— e ol ]
|o—o RN ] —
LS122q

TUPLE1 (HIRA) is a 117 kb SpectrumQOrange probe that hybridizes to the 22q11
region of chromosome 22. The hybridization target spans from 87 kb
centromeric to the HIRA gene to a point within the gene, 13 kb from from its
telomeric end. Probe 22qis 96 kb in size, labeled in SpectrumGreen and
hybridizes to the 2213 subtelomeric region of chromosome 22




mFISH (multicolor Fluorescence In Situ Hybridization)

TA Brown lovidlwpra, 2Uyxpoveg Epeuvntikeg MNpooeyyioelg, (3" €xd.), Broken Hill



mFISH (multicolor Fluorescence In Situ Hybridization)

TA Brown lovidlwpra, 2Uyxpoveg Epeuvntikeg MNpooeyyioelg, (3" €xd.), Broken Hill



In situ atAANAOUXLON XPWHOCWUATWV

TA Brown loviSlwuta, 2Uyxpoveg EpeuvnTikeég Mpooeyyloelg, (31 €kd.), Broken Hill



