MOPIAKH BIOAOTTA KAI TENETIKH

Dpovtotnplo 6°

29/04

/2026



v’ KUTTOpOYEVETIK)

v AleBVEC MPOTUTIO AELTOUPYLAC LATPLKWV
EPYOOTNPLWV

v KatevBuvtrpLec odnylec
v' |VD & LDTs

v ALOKPLTLKO OPLO AVAAUONC TwV CUVNOwWV
KUTTOPOYEVETIKWY OVAAUOCEWV




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




MoLo eival To KALVLKO IpOTUTIO SLOUTTiOTELONG YL EPYACTHPLO
KUTTAPOYEVETLKNG otnVv EANAda
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«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
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AvadopEC KUTTAPOYEVETLKNG avaluon Kai
OLAKPLTLKN LKavOTNTo pEBOdwv




DBopilwv in situ YBpLdbopoc - FISH
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[Molec mAnpodopiec mep\apPavel po avaAvon
LLOPLALKNAC YEVETLKNC / KUTTOPOYEVETLKNC




Avadopa FISH

AoBevnc:

ATOMO: A.A. (ANHAIKOZ/ENHAIKOZ)
ANAPAZ/OHAYKO: ....

HAIKIA: ....Etwv

AZOENEIA (kAwikn dtayvwon): Otela Mueghoyevnc Asvyatpio (AML) NOS.

AEITMA: MYEAOZ O2TQN / AIMA MEPIOEPIKO

TYNOZ ANTIMHKTIKQOY: Hrapivn 1 EDTA
HMEPOMHNIA AHWHZ: ....../..../....

HMEPOMHNIA EKAO2ZHZ ANOTEAEZMATOZ: ..../..../ ...

MEGOAO?:.:

FISH (Fluorescence in situ Hybridization) o€ pecodaoclkouc MupnVvec LUEAOU
ooTtwv, e xpnon probes CE IVD tnc etatpelac...... yLa:

5931/RPS14, 7922/ETV6, 17p13 (TP53) kat 8924 (MYC), cuudwva pe ISCN
2024 ylo. KUTTAPOYOVETLKN avaAuon .




Avadopa FISH

E=QTEPIKOZ EAEMXOZz MOIOTHTAZ (EQA):

To €pyaOTNPLO CUMIETEXEL OE EUPWTIALIKA TIPOYPALLLLATO EEWTEPLKOU TIOLOTLKOU EAEYYOU
(Cytogenetics European Quality Assessment, CEQA) kot o€ €Bvika EQA oxrpata mou
epappolovtal oe avalvoelc FISH oe alpatoloyLkec veomAaolec.

[MAGOAOQOITKO EYPHMA (FISH):

Evioxuon 8924 (MYC) o€ 35% twv avaAuBeviwy mupnvwy (PuoLoAOYLIKO AVAEVOUEVO < 5%).
‘EAMewpn otnv neploxn 5931 oe 28% twv tupnvwy del(5)(g31).

EMewpn otnv meploxn 7922 o€ 22% twv tupnvwy del(7)(g22).

2YMOQNA ME ISCN 2024
FISH (5931, 7922, TP53, MYC):
3 Avtiypada tng neptoxnc 8924 (MYC) og 35% Twv mMupNvwy — eVOELKTIKO EVIOYUONC TNC
neploxnc 8q24.
1 Avtiypado tnc meploxnc 5931 oe 28% twv nupnvwyv — del(5)(gq31).
1. Avtiypado tnec meploxng 7922 o€ 22% twv nupnvwyv — del(7)(q22).

L\




Avadopa FISH

EPMHNEIA:

Ta mopamavw eupnuata elvatl cupBata pe KUTTAPOYEVETLKO PodIA uPnAou
kKwvduvou oe AML, pe maBoAoylkeC aAANOLWOELC OTO YpwHoowHATa 5, 7 KoL 8,
OTIWC AVAPEPETAL OTLC EUPWTTIOLKEC 0ONYLEC MOLOTNTAC VLA KUTTAPOYEVETIKN
avaAuvon .

EYPQNAIKA AIKTYA EQA (oxetik@ pe FISH):

Cytogenetics European Quality Assessment (CEQA) — moAuebviko oxnuo EQA
VLol KUTTOPOYEVETLKN Ko FISH.

EOvika oxnuata EQA (m.x. amo UK NEQAS-type systems, YEpPUAVLKQ, LOTIOVLKA,
LTAALKQ TIPOYPALLLOTAL) VLA KAPKLVIKA KOl ALLATOAOYLKEC VEOTIAQOLEC.




[Molec Baoelg dedopevwy pmopouv va SwWoouV

rnAnpodoplec yia eva voonua / mabBoAoyko elpnua




Online Mendelian Inheritance in MAN: OMIM
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AplOpoc kataxwpnonc OMIM

v 100000- 299999: Autoowllkol Ttomol | ¢atwvoturmol (Eyypadec
npwv ano 15/5/1994)

v/ 300000-399999: leveTikol TOTOL | GALVOTUTIOL TTOU CUVSEoVTaL
LLE TO XPWHOOWLLA X

v 400000-499999: sveTikol TomoL 11 davotumol cuvOeSeLEVOL LE
TO Ypwpoowpa Y

v 500000-599999: MtoxovSpLakol TOToL 1) pavoTuToL

v > 600000: Autoowptkol tomot n dawvotumot (Eyypadec LETA TLC
15/5/1994)
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O ETTETTTIETTOLY IS RETAITTETITES ™ ToDF ™ LIRS

20 #610156. IMPAIRED INTELLECTUAL DEVELOPMENT, TRUNCAL OBESITY, RETINAL DYSTROPHY, AND MICROPENIS

SYNDROME; MORMS

Cytogenetic location: 9g34.3
Matching terms: obesity
» Phenotype-Gene Relationships » ICD+ = Links

30 #615812. ABDOMINAL OBESITY-METABOLIC SYNDROME 3; AOMS3

Cytogenetic location: 19q13.2
Matching terms: obesity
» Phenotype-Gene Relationships » Phenotypic Series » ICD+ = Links

4. #618406. BODY MASS INDEX QUANTITATIVE TRAIT LOCUS 20; BMIQ20

https://www.omim.org/



2upBoAa kataxwpnonc OMIM

* ToviSlo yvwotnc alnlouyxlac
+ yoviblo yvwotnc aAAnAouyilac kot ¢atvotumou

# nepypadikn kataxwpnon, cuvnbwe Govotumoc, yWwaoTtn N
uoplakn PBaocn, ouvvnBwc ©b&ev avitupoowrneVel HovadLko
VEVETLKO TOTIO

% nepypadn  YvwoTtou, HEVTEAIKNC  KAnpovopnong
daLvoTumou, yLa Tov omolov n poplokn Baon elval ayvwotn.




