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IIpoyevvnTiKog €AeYY0¢G (Screening test)

v O aviyvevTtikég s€etdosic (Screening test) £xovv evpeio epopproyn Kot HEYOAN TPOKTIKY

YPNOLUOTITO GTOV TTPOYEVVITIKO EAEYYO.

V'O TpoyevwnTIKOG EAEYYOC OVOQEPETOL GTOV _EAEYYO TOV YEVETIKOD VAIKOV, GUECO 1|

gupeca, mpokeWEvour va eCokpiPwbel n mapovcio 1| N amovcio UG GLYKEKPIUEVNG
KOTAGTOONG GE KATOOV (QUIVOTUTIKA (QULGLOAOYIKO eVAAKa 1) vo. evtomicOel €yxkaipa m

ntapoveia Ta00AoYIKOU KOPVOTUVTOU 6 £va ufpvo.

v O mpoyevvnTikog EAeyyog mov mopeyetol onuepo otnv EAAGO0 dwakpiveton og «Eleyyo

POVTIVUC) TTOV aPOPd OAa Ta Cevyapla Kol 6€ «EAEYY0 BACEL EVOEICEMVY Y10 TNV AViYVELOT

GUYKEKPLUEVOV VOCT|LATOV.



IIpoyevvnTIKOG EAEYYOS (TVTIKOG — «POVTIVUS?)

2UVIGTATOL GE OAEG TIG £YKVEC Yuvaikes Kol otnpiletot kupimg:

0) o€ €CETACEIS OUUOTOC YL TNV OVIYVELGTN VTOMTMOV TEPMTOGEDV YO _AOLUAEELS OO0

gufpvomafoyovovg HIKPoopyaviopovs (epvlpd, NeyoAOKVTTOPOLOS, TOCOTAOGUE) KOOMG

Kol oty avelitnon eTePolvymTioS Y10 B-NEGOYELUK) GVOLLLIC.

B) 61OV VIEPNYOYPOOIKO EAEYYO TNS OVOTORIOS Kol TNG avdaTvéng tov gufpvov (U/S A’

Tpunivov, U/S B’ emumédov).

Y) OTIC OVIYVELTIKEG doklpaoies poalikod eAléyyov (screening tests) ywo tnv_ekTiunon g

m0ovoTNTUC AVEVTAOELOLOC TOV EUPPLOV.




IIpoyevvnTIKOG EAEYYOS GE KVNGELS DYIAOD KIVOUVOD

Mo celpd oo _gVOEIEEIS VTTAYOPEVOLY TNV _OVAYKY] Y0 _TPOYEVVNTIKO £AeyY0, cvvi0mg

enepPotiko, o€ apKeETA LEYAAO aplOpd KunoewV:

0,) TPOYOPMNUEVI NAKIO UNTEPOS

B) Tponyovuevn KOO UE YPOUOCOUUTIKY] OVOUUAQ

Y) 1_TOPOLVGLO. LOVOYOVIOLEKOV VOO LOTOS, EITE AOY® TG £TEpolvymTiac/opolvymTiac vog N

KOl T@V 00O YOVE®V, €1TE AOY® TNG YEVVIONGC TACYOVTOS TAO100

0) TPONYOVUEVT) KU 6] NE NEILOVES 1] EAMAIOOVES GUYYEVEIS OVOUUALES

£) 1n_€kOeon o€ TEPATOYOVOVS (OVVNTIKG ufpvomafoyovovg) Tapayovres, OT®MS QAPLOKO,

axtivoPolio, euppvotolikol pKpoopyavicuol



IIpoyevvnTIKOG £AeYY0G 6€ TANOVGULOKES OPAOES

v IIAnOvopoi tng pavpne GUANG Yo TV dPETAVOKVTTOPIKT AVOLULio,

v EBpaior Aokevall yio tnv voso Tay Sachs, tnv Canavan kot tn cuyyevi vIepmAacio TV

EMVEPPLOLOV

v AcloTiKol Aol Yo TV a-pecOYEOKN avoupio Kot ot TAnOvouoi g PopELosvpOTAIKG

TPOELEVONG Y0 TV KLGTIKY tvoon (mavotnta 1 otovg 25).



AOYOL EQUPUOYNS TPOYEVVIITIKOV EAEYYOV

vOu_oavopohicc  oggilovror _og  dwotopoyfc otov  opldud  Koi TNV dour)  TOV

YPOUOCOUATMOV, GE LUOVOYOVIOLUKES KOl _TOAVYOVIOLOKES OwoTapoyéc, Kabmg kot otnv

EMIOPOOT) TOADV TEPUTOYOVOV TAPAYOVTOV.

v O aveLTAOEOKES OLOTOPUYEC civol KOTA TOA SLYVOTEPEC OO TIC TOATAOELdIES, O10TL

QVTEG KOTOAT YOV GLYvOTaTa o€ Odvato 6to 1o tpiunvo.

veproootepee omd 3.000 aocOéveiec Tov avOpomov mpokolovvron omd BLaPec oe

CUYKEKPIUEVO, YOVIOl KO HETOPEPOVTOL OO YEVIA o Yevid e PBAoTM TOVC KAVOVES TNG

LUEVTEMKTNC KANPOVOUIKOTNTOGC.



AVUYVEVTIKES ECETAGELS — TTPOYEVVITIKOS EAEYYOG

v'H Mym eufpuikdv k0TTopov amd 10 TEPIPEPIKO aipto TS UNTEPAS OTOTEAEL TNV 1OAVIKNY
néBooo, KabotL eivon un erepPatikny néEO0O0S Kol GLVETMOC OEV AMEINEITAL 1| OKEPALOTITO,
NG KON GMC.

v Avotoymg AOYm TG omavidTnToS TOV EUPPLIKOV KUTTAPOVY 6TO aipo TNg puntépac M
evaicncio g pebBooov yio v aviyvevon kdmolog avevmiogdiog kvpaiveton oto 40% -
50%o.

v Avoueiopimnto n tpdodoc To TEAELTOIO YPOVICL OTNV TOLOTNTO, Kol ETAPKEN TOV
TOPEYOLEVOL TTPOYEVVITIKOD EAEYYOV E€IVOL EVIVTTMOGCIOKT, KOl OQEIAETOL GE Lo, GEPA amd
TOPAYOVTEG OTMC: 0) N TEPAoTIO _ovufor) e vaepnyoypoeies B) M mwp60dog TnS
KUTTOPOYEVETIKNG OAAG  KUPLMS 1) €100ymyn  vedoTepmv  pefoomv  tne Moprokig
Buwoloyiog (PCR, FISH, «d&) y) ot véec OvvoTédTNTES 7OV TPOGOEPEL  GNUEPC. 1)
10PTOYPAONCN TOV _0vOPpOTIVOL _yoVIOLOReToS 6) 1 gloaywyn véwv  nuedoowmv
TPOYEVVNTIKOV EAEYYOL YAPN 6TNV TPO060 TS BLoTEYVOAOYIOS (TPOEUPVTEVTIKT] YEVETIKN
oldyvmon).




"EAgyy0S HOVOYOVIOLOK®OV VOCT|ULATOV

v'TIow givan n mbavotnta kAnpovounong oto £uPpvo Paon tovg vopovg tov Mendel.
vV YTapyet SuvoToOTNTO TPOYEVVITIKOD EAEYYOV.
v'Tloteg givar ot mBavég emAoyéc av droyvwcdei  mapovoia hoyovioc epufpdov.

vTlowoc eivar 0 kivdvuvog emavep@dviong o€ pelhovtikn gykvpoobvn. H amdvinon otnv
gepwtnomn ovtn Poapdivel oty TEMKT amOPAGT TOL CELYAPIOV YLl TN GLVEYIGN 1 TN OL0KOT)

NG KON GMC.



2VUVOVAGUOS GVYEVIKNGS OLOPAVELNS & BLoynMUIKOV 0EIKTOV
o’ TPLUNVOV

vH _ovyevikn S10@aveio_ovoyvopileTol vaspnyoypooIKd kol oQsiletal otny mapovcia
AELEOL KATM OO TO OEPLLD TNG TEPLOYNS TOV OVYEVA TOV EUPPOOov.

v ®uooloyiKa £yst 0pog <3yih, eV peyoAntepe TIUEG amoTeloDV £VOEIEN Y100 VITOKEIUEVT
euPpuikn avopoiio (0VELTAOELOIN, GVYYEVEIC AVOUAMES, YEVETIKA GUVOPOLLA,).

v O tp00d10PIoHOC TOV EVPOVE TNC OVYEVIKNG d1opavelag Ty 111-131 gfdonada khnong os
GLVOLOGUO UE TNV NMAKio TG untépog Kol TS TEC ™S B-yoprovikng yovaodotpomivne (B-
hCG) kot Tng Tpoteivie PAPP-a 610 untpiké aidopa.

v'Mmopei vo, aviyvevoet Eo¢ kot 1o 92% Tomv Kujeemv pe covépopno Down.

vMe v mtpocHnkn kol GAA®V VIEPNYOYPAPIKOV OEIKTOV (0m0VGio/vTOTAAGIO PIVIKOD
06710V, Doppler oto eAief®don mépo Ko otV TPIYAd VO BalBido, EKTIUNGN YOVIOS AVE
Yva0ov Kol TPOSs®@TOV) VTooTnpileton OTL UmTopovv va_avayvopitsdovv uéypt kot 10 97%
TOV KUNGEWMV LE cuvopouo Down,




I1p0GO10PLEHOS GVYEVIKIG OLUPAVELNS KUl PLVIKOV 0GTOV

v'H PAPP-A, omtmc kol dAAEC opudvec, mapdyeTol amrd Tn SVYKVTIOTPOQOPBLdGTNn Kou

oQLEAVETUL TTPOOOELTIKA KoO’ OAN TN OIAPKELN TNC EYKVUOGVVNC £MC KO TOV TOKETO.

v'Ye cuvOvacUO HE TNV A QETOTPOTEIV aviyveLEL TIOUVOTNTE KIVOUVOD Y10, YPWOLOTO-

cOUIKEC avouoiiee, ue aélomotio mepimov 60%.




Broynuikot ogikteg B’ tpiunvov Kuvnong

v' O npocdropioudc 6to unTpiké opé ™c B-hCG, e a-peTompmTEIVIC KOl TNS OWGTPLOANC

netaly tng 16M-18" gfoondoac Kvnong € cuvovacUO UE TNV NAKIC TNS UNTEPOS UTopPEl

va avayvopicel to 67% tov Konmoewv pe cuvopopo Down kabmdc kot Eva onUavTikd T0c0oTd

¢ tplomuiog 18 kot 13.

vH _npocOkn e wviumivnc-A pmopsi va PeAtidoet T doyveoTikny gvouctnocio mepimov

Kotd 7% (tetpamho 1E0T).



AVOTOUIKO VTEPYOYPOPN L

v O vrepnOYPAPIKOS avoTOUIKOS EAeyyoc Tov gufpvov ekteieiton tnv 20M-231  gfdopnddo
KOMNGoNG.

V' Z10Y£0EL 0TOV OTOKAEIGUO TOV GVYYEVOV OVOUOA®DY TOV gpPpvov (uellovav 1 ELaccoOvay,
TOAMOTAOV 1 UELOVOUEV®V, GYETILOUEVOV 1| OYL UE YPOUOCOUATIKT] OVOUOAID 1] YEVETIKO

GUVOPOLLO).

v TIapdAinia pe tov €leyyo tne ovatouiog tov guPpvov eréyyovtal n euPpvikn ovamTvén
(amOKAEICUOG  EVOOUNTPLOG VTOAEIMOUEVNG OavATTTUENG) Kol TO €VOOUNTPLO TEPPAALOV

(TAaKOVG, aUVIOKO VYPO).



IIpoyevvnTIKOGC £AEYY0G ETTL EVOEICEMV

"EAeYY0S YPOUOCOUUTIKOV UVOUAIMODV
Ot KVPLOTEPEC KO OGLYVOTEPO, YPNOLLOTOLOVUEVEC TEYVIKEC EMEUPATIKOD TPOYEVVNTIKOV

eLEYYOL glval.

o) H Browia Tpogofractne. H Ayn tov Aayvav yiveton tnv 111-13" gfdopnddoa kdmomng Kot n

mavotnta euPpuikng anmieog etvar 1-1.5%.

B) H auviorapakévinon. Exteieiton petd v 17" gfdoudda kimong e kivoovo eufpuikng

anoAietac 0.5-1%.

v) H op@aMoomapakEvTNoe), Tov eKTEAETOL UETA TNV 22" efdouddn KOMONG UE KOO N

AMym euPpuikov aipatog yio EAeyyo Tov eUPPuikov KapLOTHTTOL N Yo ToV TPocdlopiopnd Hb,

AVTIGCOUATOV, EVOOU®MV KO TPOTEIVOV.



Buoyia tpopopArdaoctng

j— vToco To é£ufpuvo 0600 kKoL O TAAKOUVTOG
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// Uterine wall

[——Amniotic cavity

TEPLEXOUV TO (810 YEVETIKO UAIKO.

;/— v AuTO ETIITPETIEL ™mv avaAiuvaon TWV
XPWHOCWHATWY QUTWV MHECW TG &&étaong Twv

XOPWKWV AQXVWVY TOU TIAGKOUVTIQ, N ANYn Twv

OTtOoLlWV YlVETO(lE ™n pLloYlLa.

H Boyia tpo@ofAaotng eival, Aowmov, pia emepfatikn StayvwaoTikh péBodog mov
npaypatonoteital petadV tng 10ng kat 14n¢g edopadag Tng KUNANG Otav N
OTATIOTIKN TOavoTNTa Yo Tplowpia 21 (cuvdépopo Down), Tplowpia 18
(cVUvdpopo Edwards) kat Tplowpia 13 (cuvdpopo Patau) tov TTPOKUTITEL ATTO TOI
UTTEPNXOYPAPNA TNG QUXEVLIKNG OLOPAVELAG Elval xuEnpevn.

U —




AUVIOTOPAKEVTNON

V' YTIAPXOUV HEPLKEC TIEPITITWOELC OTLC OTIOIEC 1N OUVIOTIXPOKEVTNON EVOEiIKVUTAL

MEPLOCOTEPO aTO TN Plodia TpopofAactng. Kivéuvog amoffoAng 1%!

v'2e TIEPITITWOELG TIOU TO OTIOTEAECHUA TNG EUPPUIKAC TIPWTEIVNG €lval TTABOAOYIKO,

N OMVIOTIOPOKEVTNON Elval N povn e€€taon mov evdeikvutal (avénuévo kivéuvo

ywx TpofARpata cUYKALONG TOV VEUPLKOU cwARva 1 yix cuvdépopo Down).

v'H apviomtapaKevtnon PMopEel va yivel oTtoladnNmoTe oTyun MET& anmd tTnv 15n

eBdopada.




Eufpuiko aipo otnv untpikn KVKA0QopLa
Free Fetal DNA

Cell Free Fetal DNA (cff DNA) in Maternal Blood

Mn enepPoTiKOg TPOYEVVTIKOS
EheYy0g

Exel avakaAu@Oel OTL éva Selypa aipatog tov AdUBAVETOL OXTTO TN UNTEPK HETK

™ 10n €Bdouada kunang, meptAapPavel oe 5 — 10% o€ MOCOOTO Aipa ATO TO

euBpuo!!!



IMieovektnuata Free Fetal DNA

v TIpokeiron yio pio a6Qarl] doKinocio ympic Kivovvo amwofoinc.

v Exyer neydn oxpipera (>99%) alhd mkpotepn e ouviormapokévinons (10096) kot
Y10L 0VTO OEV TPOKELTOL Y10, OLOYVIOGTIKT) OOKILOGIaL.,

v'Eyslr_pugydin dwoyvootiky okpiffgio, a@od pmopel va dayvooet >99% tov nopodv e
cuvopopo Down, 97% tov powpav pe Tproopia 18 ko 92% tov popov pe Tproouio 13.

v Epopuoletal 6 povipeig Ko didvpec Kufieelc,

v Avo _givan To peifovo mpofAquato: 0 rKpog 0ptdudc KVTTAPMY TOV OITOUOVAOVOVTOL KOl

1 «Ke0apOTNTO» TOVS, 1] ATOVGiN ONANOT] UNTPIKOV TPOCUEIEEWMV.




Avdivon KopvoTvmTov

v KapvoToumog gival 1] OTEIKOVIGT) TOV UETHQUCLKAOV YPOUOGCOHUATOV EVOS 0PYOVIGUOV KUTA

ghotTovnevo nuéyefog, 6mov @aivovror o aplBuog, to peyebog kot To oyfuo Tove, Kabmg Kot M

0€om TOoV KEVTIPOUEPLOIOD KO O1 YUPAKTNPIGTIKES YPOUOPOPEC TEPLOYES TOVC.

v IIpocdropilovpns t0 @VAO TOVL _opyaviopoy, ov ovtd kobopiletonr ypopocouikd. I'o

napdderyuo otov dvOpomo 10 230 (evyoc ota OnAvkd dTopa amoteAeiton amd dvo ool

ypoupocopata (XX), eved oto apcevikd atopa and éva X kot éva Y (XY).

v Toyov YpOUROGMUIKES OVOUOMES, optOUNTIKES 1] SOMIKEC.



Kapvotvmog pvororloyikog & cvuvopopov Down
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Kapvétvmog cuvopépov Down
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Moprakog Kapvotuvmog

v'H glo0ymyn TOV WKPOGVOTOUEIDV GLYKPLTIKOD yevouikod vppidiouov (array CGH) oty

KMVIKN] TTPOKTIKN GTOYEVEL OTNV EU@OV avoykoonta vo_BeATioOEl TO T0606TO TNG

OLAYVMOGNC YEVETIKOV UVOUUALOYV TTOV 001YOVV GE QUGLKN KUl ASITOVPYIKT OVOUUAL.

v'To KUPL0 TAEOVEKTNUO EIVOL M IKOVOTNTO VO OVIYVEVEL OTOWUONTOTE TOGOTIKY] OAAOYN

ot0 DNA, 0t®¢c aveumAoe1ldilec, EAAEINUUTO KOl OITAUGLUGULOVS, TOAD weyvpotepa (10-10000

QOPEC) 00 _TOV_KAUGLKO KOPLOTVTO, 0vAAOYO LE TO UEYEDOC TOV GTOYOL KO TNV TUKVOTITO,

TOV OVIVELTOV TOL YPTGILOTOLOVVTAL.
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XPOUOCOUIKES AVORUALES 6TOV AVOpmTO

: - : AmBpoc - .
dorvorToTos Kopuvotvmos - propos XopokTnproTikd
j - XponosopaTay
Kovoviko apoeviko XY 46 Pucoloia
Eovoviko fnioxo XX 46 Puowioyma
= .
ZTEPOTI|TA, UN
Tivipopo Klinefelter XY 47 CVEMTUVLLEVO GEUTEPOYEVT)
FOPAKTPLOTIG QUAOD
- - AvEnuevn avartoin,
Tivipopo Male XYY 47 CTIHEVT] GVATTTUCT].
paBnclakes SUTKOALED
LIEpOTI T, Un|
Tiwvépopo Tumer X0 45 OVETMTUYLLEVT GEUTEPOYEVT)
FOPUKTI MG TING QUADD.
uvvfoc Ttapovcalovy
Tivépopo Tnple-X XXX 47 QUCLOAOYIKT] T UOTIKY
K01 TVEVUOTIN] avarTuin
w - e
- . LOUOTIKES SUTPOpOIES,
Tivépopo Down Tpoopia oto 21° 47 HOTTx = HOP@LES
von Tk KeSuoTEpnan
= Tl T
- . L OUOTIKES SUCHOpOIEL,
Zivépopo Edwards Tpiwoopia oto 18° 47 HaTx N HOp@LE:
VONTIK) KeBuoTEPTON
o T T
- . LOUOTIKES SUCPOpOIEL,
Tovipopo Patau Tpoopia oto 13° 47 a 5 SUOHOPRIES

vonTia] KkafuoTepnon




2vvopono Down

v'To oguvdpouo Down (A aAAiwg Tpiowpia 21) €ival pia XpWUOOWUIKN avwuaAia

QUTOOWMIKWY XPWHOCWHATWV.

vTepikAgigl éva oUVOAO XOAPOKTNPICTIKWY, TO OTTOI0 UTTAPXOUV €K YEVETIC OTOUG

(POPEIC KAl APOPOUV TTAPEKKAICEIC OTN CWHATIKA OIATTAAON, TN VONTIKN AVATITUSN

KOl TNV WUYXOKOIVWVIKNA €EEAIEA TOUC.

v H emimtwon 1tou cuvdpopou digbvwe gival 1:700 wg 1:800. >tnv EAAGOa

KATTOIEG MEAETEC TTPOOOIOPICOUV TNV avaAoyia YeEVVACEWV TTAIOIWYV HE OUVOPONO
Down o€ 1 oTig 770 yevvAOEIG.




Neotepeg teyvikeg Moprokng Broloyiag otov
TPOYEVVITIKO ELEYYO

vH olvocdoty ovtidpoon molvuepaons (PCR) 6idel tnv dvvatdtnTo, ToALOTANCIOGHOD

Ko aviyvevong anepoerdytotov ostypdtov DNA oto vtd e€€taon ProAoyikod vAKO.

vV INUEPO YPNOLUOTOLEITOL TAEOV EVPVTOUTO _OTIV_OVIYVELGT] OVEVTAOELOLKAOV KLIGEMYV,

UETUALAEEOV N uPfpvoma0oyYOvVEOY HIKPOOPYOIVIGU®OV GTO CLLLY 1] TO OUVIOKO VYPO.

v Xpiown givor axdun n xpion e Texvikig tov ehopilovroc in situ vBpidropod (FISH)

TOV EQUPUOLETOL VIO TOV EAEYY0 UVOOLUTIEEMV KOl MIKPOEAAEIUUATOV TOV YEVETIKOV

VALKOV.



PCR ko In situ vppiorwopnog (FISH)

PCR - Polymerase Chain Reaction
NHGRI FACT SHEETS

genome.gov

D />]T

8 copies

Denature

and Anneal Primers
LI I I LTI . v

Denature

3' — SN
pon D0 00" 00 "RRRE,"00," Anneal

1 Primers

=N
[ B e B N B B e B |
| I .| LLLL Lii il Jil

New Primers

T
zeann ls sus ssn asnsg neg 11 = -
1 A I LI PRI D R, o

~\
T T T T T T T T 77T T |andNew

[]
New Strands ‘l Lt b ) 0 X! Strands

IR T iy 11y _1 []
llllllllllllllllllllli pin _ Rim Rim AR Ril

1 o

2 copies
N L L B L B BB R LG B LA

4 copies

Denature
1T, IIIIITITIIIIIIIIIrlll!’l1. T T Ferbiainict S

. T . rr.I

LiL _Lii Lt Ll Ll Qi 1°%1

=y, el 20 -30 cycles
M. T T T, T T ‘l'

e A T and New Strands

I
ol B R L R L Millions and Millions of copies




" KAP104

In situ vpprdvopsg (FISH)




Building a Tissue Microarray

TMA slicles are constructed by obtaining cylindrical specimens (tissue cores) from standard
histological paraffin blocks and arranging them into a single microarray paraffin block.
The new Block is then cut into &- to 5-micron-thick sections that contain 60 to 180
tissue specimens. These sections can then be stained using standard laboratory methods.

Donor d. Tissue Microarray
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atg > 1 > 0
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YVYYEVELS AOLUMEELS

Nolpwén amo toxoplasma gondii
Nolpwén armo Lo epubpacg

Nolpwén armo 1o CMV(kuttapopeyalolog)
NAolpwén armno Lo epninta

2UYYEVNC CUPLAN

AoLpwEN aTto L0 AvVEUEUAOYLAG



"EAeyy0¢ cvyYEVOV AOLUAOCEMY

vH amoudvmoen Tov mkKpoopyovienov ne kelmépysiec 1 aviyvevon tov DNA/RNA e

PCR. H amoudovmwon pmopel vo yivel pue KoOAMEPYEWL OUUOTOC, EYKEQAAOVMOTIAIOL VYPOU,
0VPWV, OUVIOKOD VYPOV, DAIKOV amd depuotikes PAAPeS (10¢ avepevioyldc-Cootpa, amilon

EPTNTQ).

v AveDpEon) EI0IKAOV_16TOAOYIKOV 0AAOIDGE®V. XOPUKTNPIOTIKEG 10TOMOYIKEC OAALOIDOELS

glvat To TOALTOPMVA YIYAVTOKVTTOPO KOl TA EVOOTUPNVIKA EYKAEIGTA.

v Oporoyiky) d1dyvmor. Amotelel To ONUOVTIKOTEPO TPOTO JAYVOONEC TV GLYYEVOV

AoluOEEMY otV KaOnueptvy Tpdén ko otnpiletal 6tov Tpoodopioud tev ko 196G Kot

IgM avticoudtov.




"EAeYY0G YEVETIKMV VOGN UATOV UUECMS NETA TNV YEVIN O

Mg 1ov_mpoAnmTIKO £AEYYO0 TMWV_VEOYVAV YIVETUL TPOCTAOELN VO OL0YVMGTOVV EYKULPO,

MO0 GELS TOV VEOYVAV, TOV OEV_EIVUL TPOPAVELS KOTA TY) YEVVIIG1], Ol OTOIES OV O1LYVOGTOVV

KOl OVTILETOTIGTOVV £YKALPA, TOTE TO veOoyvo Ba umopécel va (noetl yopic TpoPfinuata. Apa

AOITTOV 0 TPOANTTIKOG EAEYYOC EXEL OVO TPOVTODESELC!

1. 'Eykaipn aviyvevon yuo vo 000el ypOvog £ykoupng Kol OMOTEAEGUATIKNG OVTULETOTIONC.

2. H ac0évelo tnv omoia yayvovpe, vo uropet vo aviileToniofel amoteAecUaTIKA.

[y E¥has yiveran eheyroc vi o uyyevi umoduprorBians, Ty ey

TNV EAAGSa yiveTtal éAeyX0oG ylx TO GUYYEVH UTtOOUPEOEISIOHO, TNV EAAsWPn

I'tou evQOpou G-6-PD, tTnv yaAaktol{aipia KXl Yl TRV (PAIVUAKXLITOVOUPILAX.



Kapto Guthrie — éLeyy0g YEVETIKOV VOGN UAT®OV

praw N-w

Guthrie test pia Bloxnuikh €peuvnTikr Oladikacia (screening test) n oTtroia

dlevepyeital oe OAa Ta veoyvd, yia Tn dl1ayvwaon aoBevelwv.



IHpofAMuota aviyvevTIKOV ECETAGEMV

*M£00001 EVOEIKTIKEG OYL OOy VOO TIKEC,

*O1 péBooot lov tpyunvov dev dayryviokovv Tic avolktec PAaPec KN,
*O1 nEBodotl 200 TPUNVOL YivovTal apyd 6TV KONOM.

*H npdxAnon tokeTon 6T0 20 TPiUNVo Topovctdlel onUOVTIKES SVGKOAIEC.
*Mn tpnNo”n TAVTIA TOV 00MYUDV EQAPLOYNG TOVS amd acBeveis Ko 1 TpovG.
*Puyoloyikég cUVETELEC GTOVC YOVEILG.

*HOwcd ko voutkd TpoBAnuato yoveémy Kol 1Tpmyv.

*E101K1 Tpoc€yyion kot otplEn and eCEWOIKELUEVOVC ETAYYEALOTIES VYELOC.



I'eveTikn) cvpPovievtiky) & TPOYEVVNTIKOG EAEYYOG

O mpoyevvnTIKOC EAEYYOC OTN OPKELD TNG EYKLUOOLVNG €ival o Ol001tKaGio, AppnKTo
OEUEVT] UE TNV TOPOYN KOTAAANANG KOl TEKUNPLOUEVIIS YEVETIKNS ovuBovievTikic.
Xvouparier:

v v extiunon g mbavotnrag Kivovvov & oTic SUVOTOTNTEG TPOYEVVITIKOD EAEYYOV OF

Cevydpio e 10TOPIKO.
v 2y avaykn enepfotikod TpoyEVVIITIKOD ELEYYOV.
v X1y £kBeon o€ SuvnTiKG TEPOTOYOVOVS TOPAYOVTEC.

vy ocvlftnon tov emhoydv Otav vrdpEel S1dyvmorn oLYYEVOV 1 XPOUOCOUOTIKOV

AVOULOALOV 6TO EUPpUo.

v’ Znv dloKo 1 cLVEYIOT TS KONOTS Kot 0TIS duvartdtnteg Depamevtiknic Tapéupfoonc.



Imtpota BionOwkng otov mpoyevvnTiko £AeYY0

v'H duvatédTnTo mtpoysvvnTiko £AEyyov o€ S10pK®OE TEPLGGOTEPO YEVETIKA Kobopilouevol

VOOT|LOTO ONLOVPYEL pial GEWPE a0 EPpOTIOTO Kot (nTinotoe BionOwknc.

vEmfalieTor 11 dnuiovpyio vopuikov Kol 6£0violoyitkov mwAharsiov mov Oo kabopilel to

OpLa. Kol TIC apyES OTNV TOPOYT TPOYEVVITIKOV EAEYYOV.

v XapoKTNPloTIKO TOPASELYo. TOV TPOPANUOTICHOD 7OV LTAPYEL €ival 1) _Or@vVINGY) 6TO

EPOTNUN TOV 0PLOV TOV TPOYEVVNTIKOV EAEYYOV 6€ YEVETIKG KOOopllOUEVO VOGNUUTO

(“late-onset disorders” ue yevetikn mpodidbeon, Omwg M yopeion Huntington, ta yoyikd

vootfipata 1 petardéels oxetilopeveg pe kakonon voonuota .. BRCA, ,)



IIePrLopLlopnol Kol GVETAPKELN TPOYEVVI|TIKOV EAEYYOV

o) H advvounio _tov vrepnyoypu@Lkov gAEYYOVL VO, AVIYVEVCGEL TO GUVOAO TMV GLYYEVOV

VO LOALDV.

B) H epappoyn tov aviyveuntik®Vv TPOYPOUUATOV Yo TNV OVAYVAOPICT] TOV OVELTAOEIOTK®OV

KUNGEMV GUVOOEVETUL OO GYETIKA VYNAO TOG06TO WEVOMS OETIKOV amoTteleondToy (~5-
15%).

v) H amovcio yvdong tne yeverikng faong N1 g vnedBovng petdAraéng ocovendystor tnv

AOVVOLLIO TPOYEVVTTIKOV EAEYYOV.

0) H de novo gnedvien petoAAdEEOV 1] OOMIKOV KOl _oplOunTIKOV _oALOy®OV o1

YPOUOGOLLATA.

g) H mOavotnto AoO®v )] Topaleiyemv oyetileTol avamTOQELKTO LUE TN YVAOOT, TNV EUTEPI,

TNV €EEOTKELOT KOl TN OL0PKT] EVI|LEPMOCT TOV EMAYYEALUATIOV VLYELOGC.



MeALovTIKEG ECEMICELS GTOV TPOYEVVITIKO EAEYYO

1) N oflémioTn ¥pNoomoiney) TV _eufpuik@dv KutTapov & Tov elevfepov eufpuikov

DNA mov amopovaovovtal amd To UnNTpiko oipo

1) N mrepartépm oflomoinen Tng 0AOKAM pmong Tov avlpdmivov yovioropoatos (Human

Genome Project)

i) n oflomoinon TV _WKPoovoTOV IOV _(Microarrays) mov EemTPENEL TNV TOALATAN

avalntnon HETaAAAEEDV.

IV) N moporépo_mp60dog otov_toufo tne loatpikiic Ttov gufpvov, mov emrTpémel v

EVOOUTNTPLOL OVTLLUETMOTLON).

V) 1 YOVIoLoKY Oepameio mov HECE® TNG OTTOI0S TO VOGO ETLOEYETOL OVTIUETATIONS KOl

neplopilel N eapavilel TI¢ cvvénEleg ot LN TOL ATOUOV.



