Forcio

OMIAOX ®PONTIZTHPIQON MEZHX EKIAIAEYIHX

“YAn oTtnVv omroia ava@EépeTal TO Tapdv KpITAp10: 6Ao 10 A’ TeUXOG Kal aTrd 1o B’ TEUX0G Ta
Ke@AAaia 1°, 2°, 4°, 5° kai 6°.

2° KPITHPIO BIOAOIIAZ MPOZANATOAIZMOY (*)

OEMA A

Na ypawere oro 1eTpGdI0 0a¢ TOV ApPIBUO KABEUIAS aTTo TIS TTAPAKATW NUITEAEIC TTpoTdoeis A1
éw¢ A5 Kai, diTTAa, 10 ypduua 1mou avrioToixei otn AéEn N oTn PAcn, N oTToia CUUTTANPWVEI
owaoTd TNV NUITEAR TTPOTACH.

A1. 'Evag atrd Toug yauéTeg evog atouou pe yovotutto AaBR ( 1oxUel o 206 vouog Tou Mendel)
TTEPIEXEI TO aAAnNAOuoppa aB. AT Tnv idia peIwTIKA dlaipeon Tou idlou Awpou YEVETIKOU
KUTTapou TTapdaxonke/av:

a. Mapétng af

B. Mapétng AB

Y. Mapétng AR

6. Napétng af, AB kai AB

Movadeg 5
A2. PuBpioTikd oToixeia TnG HETAypa®nis OAwV TwV KUTTAPWY OTTOTEAOUV:
0. O UTTOKIVNTAG KAl TO KWAIKOVIO £vapéng.
B. 0 uttoKIVvNTAG KAl 0 KATAAANAOG OUVOUQCHOG HETAYPAPIKWY TTAPAYOVTWV.
Y- Ta E0WVIA.
8. 0 XEIPIOTAG Kal N TTPWTEIVN KATAOTOAEAC.
Movadeg 5

A3. TMapoucia oguydvou cival duvatdv va TTPAYPATOTTOINGEI TAUTOXPOVN AVATITUEN TWwV

MIKPOOPYQVIOUWV

a. Mycobacterium kai Clostridium

B. Clostridium kal JUKATWYV TTOU XPNOIJOTTOIOUVTAl OTAV apToRIiounxavia

Y. Mycobacterium kal JUKATWY TTOU XPNOIKOTTOIoUVTal OTAV apToRIoPnXavia

6.Mycobacterium, Clostridium kai JUKATWYVY TTOU XPNOIYOTToIoUVTAl OTNV apToiounxavia.
Movadeg 5



A4. Moia a11é TIG TTAPAKATW AAANAOUXIEC HOPiWV VOUKAEIKWY 0EEWV UTTopE va attoTeAéoEl BEon
avayvwpIlong aTrod TTEPIOPIOTIKA EVOOVOUKAEAON);
a. 5" GAAUUG 3’
3" CUUAAC &’
B.5 CGTACG 3’
3" GCATGC 5’
Y-5 GGA 3’
3"CCT&
8.5 GTATAT 3’

Movadeg 5
A5. 211¢ dUO TTAPOKATW UTTOBETIKEG DIATALEIG, TTOU AVAPEPOVTAI OE PEPIKWG avadiTTAouueva

a

MovOokAwva popia DNA,

YroBetikny didtaén I YmoBstikh drdtaln 11

0 KAVOVOG TNG CUNTIANPWHATIKOTNTAG KAl avTITTapaAAnAiag
o. IKQVOTTOIEITAI JOVO oTNV |.

B. ikavoTroigital yévo otn Il

Y- IKavoTrolgital Tooo oTtnVv | 6go kai otn .

8. dev IkavoTTolEiTal O€ Kapia aTrd TIG dUo SIaTALEIC.

Movadeg 5

©OEMA B
B1. Na avtioTtoixioete Tov apiBuod (1 €wg 8) kabeuidg atrd TnG €vvoleg TG 0TAANG | pE éva povo

ypdppa (A, B, ') Tng oTAANG Il
2TAAN | ZTAANn Il
. XEIPIOTAG OTTEPOVIOU
. Mpiyéocwua A. IxvnBéTnon povo ue S
. ZUMTTAOKO évapéng TNG METAPPOON]
. RNA 1ToAupepdon B. 1xvn8étnon povo pe 32P
. Ividlo xpwpartivng
. NpwTapXIKO TUANA . IxvnBétnon Tautdxpova e S kai 32P
. MAaopidio

. KataoTtoAéag otrepoviou.

O NO O WN|

Movadeg 4



B2. To mapakdtw oxnua ateikovidel otadia Tng peiwong (1 €éwg 8) o€ Tuxaia oeipd.

1

/,_ € -

Na ovoudoeTte T 0TAdIA TNG MUEIWONG.

Movadeg 4

B3. a) Na e€gnynoete T1ov @uOIOAOYIKO pPOAO TwV TTPWTO-OYKOYOVISIWV KOl  Twv
OYKOKQATOAOTAATIKWVY YoVIdiwv Kal va ava@EPETE TOV TPOTTO PE TOV OTToi0 Ba uTTopoucav va
TIPOKAAECOUV KAPKIVO TOU JAOTOU KAl TwWV WOoBNKWV.

Movadeg 6
B) Mepitrou 10 10% TWV TTEPITITWOEWV KAPKivou o@eidovTal oTn METAANAEN evOg yovidiou, n
otroia €xel kAnpovounOei. ATO TIG TNIO OUXVEG MOPYEG KAPKivOu, TTOU TTapouciddouv
KANPOVOUIKY) TTPodIABeon €ival O OIKOYEVAG KOPKIVOG TOU POOTOU KAl Twv wobnkwv. O
KANPOVONIKOG AUTOG KOPKIVOG OPEIAETAI KATA KUPIO AOY0 o€ HETAAANAEEISC TwV yovidiwv BRCA1
kal BRCA2. Z1nv Eikova 1 atreikoviletal éva Turiua DNA, Tou yovidiou BRCA1. Z10 TuAPa auTd
@aivovTal Ta TTPWTa VOUKAEOTIOIa TNG KWAIKAS aAuaidag, uépog Tou 1ou e€wviou, akoAouBei

(oTIG AyKUAEG) TO 10 EC0WVIO, HEPOG TOU 20U £EWVioU, TO 20 ECWVIO (OTIG AYKUAEG) K.O.K.

5...CGGAACCATCATGGAATTCAC....[...... ]...AACGCTTAACTAGTG...[.....]
Tpipa lou gEwviou logowvio Tunpa 2ov efwviou 20 ecwvio
Eikéva 1

i. Na ypayete TIG TPITTAETEG TTOU ATTOTEAOUV TO TTPWTO Kal TO OEUTEPO KWBIKOVIO TOU 20U £EwViou
TTOU TTAPATIBETAI TTAPATTAVW KAl VA AITIOAOYACETE TNV ATTAVTNOI 0OG.

Movadeg 6



ii. Mia petdAAagn tTou TTpokAROnke oto yovidio BRCA1, €ixe oav ammotéAeopa Tn dnuioupyia
€VOG Kalvoupylou aAAnAopop@ou. I'vwpilovtag OTI O AVIXVEUTHG

3’ AGTACATTAAGS’ uBpidoTrolcital Je TV KWOIKM aAucida Tou eTaAAayuEvou aAAnAoudpgou,
va €ENYNOETE TO €id0G TNG HETAANAENG TTOU CUVERN, KABWG Kal TNV ETTITITWON TNG OTO YOVIBIAKO
TTpoidV (Movadeg 2). KUTTapa TTou €ival opoduya, wg TTPoG auth TN METAAAAEN, YETATPETTOVTAI
o€ Kapkivikd. Na egnynoete, pe Baon autr Tnv mapathpnon, av 1o BRCA1 gival oykoyovidio 1
OYKOKOTAOTAATIKO YoVvidIo (Hovadeg 3).

Movadeg 5

OEMAT
M. 210 TTAPAKATW YEVEAAOYIKO DEVOPO QTTEIKOVICETAI N KANPOVOUIKOTNTA YOG aoBévelag oTa

MEAN MIOG OIKOYEVEIDQG.

I Q O
1 mE 3 2 5

]} 1 2 3

a. Na 1pocdlopiceTe Tov TUTTO KANPOVOUIKOTATAG QUTAG TNG QO0BEVEIOG KABWG Kal TOUg
YOVOTUTTOUG OAWV TWV PEAWV TNG OIKOYEVEIAG Tou O€vopou. Na aITIOAOYACETE TIG ATTAVTACEIG
oag.
B. Av yvwpilete OTI TO GTouo Il 5 givalr opéag TNG PEPIKAG axpwUATOWIAS aTo TTPACIVO KAl
KOKKIVO Kail TO dtopo Il 4 gival ualoAoyiko yia TV acBEveia auTr va YPAYWETE TOUG YOVOTUTTOUG
Twv atopwv I 4 kai Il 5 yia TN PEPIK axpwuaToyia OTO0 TTPACIVO — KOKKIVO Kal va
TTPOOCdIOPICETE TNV TTIBAVATNTA TO ETTOPEVO TOUG AYOP! VA TTACXEl KAl aTTd TIG U0 a0BEVEIEG.
Na aImloAoyACETE TNV ATTAVTNOT COG.
y- To atopo Il 3 rdoxel amd pepiki axpwuaroyia kar auvdopopo Klinefelter. Ymodeigre évav
mOavo PNXaviouo PE TOV OTTOIO TTPOEKUYE TO CUYKEKPIUEVO ATOUO.

Movadeg 12



2. ¢ €va €idog eviOUoU TO XPWHA TOU CWHATOG PTTOPEI va gival Jaupo , AeUukO , YKPi ] KOQE.
ETriong, oI MTépuyeg ITTOPEI va €ival KAVOVIKEG ) ATPOPIKES. Ta XapaKTNPIOTIKA EAEyYOVTal ATTO
yovidia TTou BpiokovTal 0€ dIAPOPETIKA CEUYN XPWHOOWHATWY. ATTO dIadOXIKES DIOOTAUPWOEIG
€VOG MOUPOU BNAUKOU ATOPOU HE KOVOVIKEG TITEPUYEG ME TO iDI0 AEUKO APOEVIKO ATOMO ME
ATPOYIKEG TITEPUYEG TTPOEKUWYAV:
30 OnAUKAG PE HOUPO XPWHA CWHATOS KAl KAVOVIKEG TITEPUYEG
29 OnAUKA pe Aeukd XpWUA CWHATOG KAl KAVOVIKEG TITEPUYEG
30 OnAUKAG PE YKPI XPWHO CWHPOTOG KAl KAVOVIKEG TITEPUYEG
32 OnAUKA PE KA®E XpWHA OWHATOG KAl KAVOVIKEG TITEPUYEG
31 OnAUKA PE JOUPO XPWHA CWHATOG KAl ATPOPIKES TITEPUYES
28 OnAUKA pe AeUKO XpWHA OCWHATOG KAl ATPOPIKES TITEPUYEG
31 OnAUKA PE YKPI XPWHO CWHPATOG KAl ATPOYPIKES TITEPUYEG
30 OnAUKAG pE KaPE XpWHA CWHATOG KAl ATPOPIKES TITEPUYEG
29 apOEVIKA PE HAUPO XPWHA CWHATOG KOl KAVOVIKEG TITEPUYEG
28 apoeVIKA JE AEUKO XPUWHO OWHOTOG KAl KAVOVIKEG TITEPUYEG
29 apoeVvIKA JUE YKPI XPWHA CWHATOG KOl KAVOVIKEG TITEPUYEG
31 apOEeVIKA PE KAPE XPUWHA OWHATOG KAl KAVOVIKEG TITEPUYEG
29 apOEVIKA PE JAUPO XPWHA CWHATOG KOI ATPOPIKES TITEPUYEG
32 apoeVIKA JE AEUKO XPUWHA OWHATOG KAl OTPOPIKEG TITEPUYES
30 apoevIKA JUE YKPI XPWHA CWHATOG KAl ATPOPIKES TITEPUYEG
28 apOEVIKA PE KAPE XPWHA CWHATOG KAl ATPOPIKES TITEPUYEG
Me &edopévo OTI TO QUAO o€ auTtd TO €idog eviouou kaBopiletal OTTWG aTov AvBpWTTO, Va
dlepeuvnBei Kal va TTPocdIopIoTEl 0 TPOTTOG KANPOVOUNONG TwV Yovidiwyv, KAvVOovTag TIG
QVTIOTOIXEG DIACTAUPWOEIG.
Movddeg 13

OEMA A

O KwoTag 1Tou gival vauTikég, attokTd pe Tnv EAévn Tpia mTaidid, Tov XpAoTo TIG SidupES
Katepiva kal EAloodpet. H EMloodBet ravrpeveTal Tov AyyeAo Kal aTTokTouv Tov HAia Kai Tnv
MnveAdTm. O KwoTag, ota Tagidia Tou w¢ vauTikeg, dev voonoe atrd eAovoaia Trap’ 0Ao TTou
Bpédnke, xwpic va éxer euBoAIacTel  va €xEl TTAPEI TIPOPUACKTIKA PAPUAKEUTIKN aywyr], O€
XWPES JE EAOVOTIa.

H TnveAdTn 1Tdoxel a1md €va oUVvOPOUO TO OTTOI0 OPEiAeTal 0 OOMIKA XPWHOCWHMIKNA
avwpaAia. 2tnv Eikéva 2 @aivovral U0 {euyn QUOIOAOYIKWY XPWHOOWHATWY, To 11° Kai TO
12° kai otnv Eikéva 3 @aivovral Ta {euyn XPWHOOWHATWY (To 11° kol T0 12°) ammd Toug



KapuoTuTroug TNG EAIcodBeT, Tng KaTtepivag, Tou AyyeAou kai TnG MNMnveAGTNG. H dlakeKKopévn
YPauMn SiEpXETal a1rd TN 00T TOU KEVTPOMEPISiou. Ta UTTOAOITTO XPWHOCWHATA KAl TWV

TEOOAPWYV KOPUOTUTTWYV Eival ATTOAUTWGS PUCIOAOYIKA.

Eikéva 2

11 i1 12 11 12 11 12

I O I 1 I I I 1 1 I

Eloodfer Kartepiva Ayyehog Invehénn

Eikéva 3
A1. AapBavovTag utrdéwn Toug KApPUOTUTTOUG TWV TEOOAPWY aTOPwWY, va dWOETE TNV TTIO TTIBavA
egnynon yia tn yévvnon tng NnveAdTng avaAuovTag Tnv atrdvinor oag.
Movadeg 9

BioxnuikéG avaAuoeig 600V apopd TNV EKATOOTIAIO CUCTACT TWV YUCIOAOYIKWYV AIJOCPAIPIVWV
¢dwaoav Ta akdAouBba atroTeAéouaTa:

EANCOABET: QualoAoyIKA eTTITTEOQ OAWV TWV AINOCPAIPIVWV.

Ayyelog: augnuéva emitreda TG HbA2

MnveAOTN: augnuéva etrireda g HbF.
A2. Na ggnynoeig o€ 1molo xpwpoowua (11° 1 12°) gvrotrideTal TO yovidlo TTou KwOIKOTTOIEI TN
B-aAugida Tng aigoo@aipivng HbA. Na AdBete utmdownv cag 611 dev UTTAPXElI OUTE YOVIDIOKN
METAAAAEN OUTE APIBUNTIKA XPWHOCWHIKY avwuaAia oTa HEAN TNG OIKOYEVEIQG.

Movadeg 7



A3. MMoieg ival o1 opoIdTNTES Kal TTOIEG 01 DIAPOPES ETAEU OPETTAVOKUTTAPIKNG avaldiag Kai B-
BaAaocoaiyiag;

Movadeg 9

KaAn emtoxia!

(*) To mapév kpiTApIo £EETATNG GUVTAYBNKE amd TV opdda SidaokovTwy Tou Topéa Bioloyiag Tou GpovTiapiou
agia kol aTmoTeAE] TIVEUNATIKA TOUG 1810KTNTIAL.

H xprion Toug ek16¢ PpovTiaTnpiou, emTpémeTal Pbvo yia ekmaideutikoug akotous. OmoladAmoTe GAAN xpAon 1
avatrapaywyr xwpic adeia, Pmropei va em@EPel TIC TTPOPAETTOpEVES atTd TO NSO KUPWOEIS.



