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Apaotnpiotnta 1 : SUUMANPWOTE TA KEVA UE TIG AEEELC :

Newtoupyia Fovavivn Mupnva Adevivn Mitwon Quuivn MNpwrteivn

ok wWwNE

V2.0

Metadpaletat Kutooivn Newtoupyieg MetaAAaén Metaypadetat

Ot 4 alwtoUyxeg Baoelg elvat: , , ,
H Adevivn evwvetal mavta pe tn kat n Kutooivn pe tnv
2T EUKAPUWTLKA KUTTOpa To DNA evtomiletal otov .
To DNA mepLEXEL KWOLKOTIOLNUEVO UVUUA TIOU EAEYXEL OAEG TLG KUTTAPLKEC
O Kwdikag autoc SumAaoLaleTal Kal TEPVAEL oTa BuyaTpLlKA KUTTOPA LIE TNV .
O Kwdwkag oe RNA , to omnolio 0To pLBOcWUA O€ €va KWOLKA
OULVOEEWV TTOU atOTEAEL pLa .
KaBe oAAayry otov kwdika tou DNA ovopdletot Kol Mopel va
ETNPEACEL TN CELPA TWV AULVOEEWY TNG TEALKNG TPWTELVNG.
Mia oAlayry otnv oAAnlouxia Twv apvofEéwv evOEXETOL Vo EMNPEACEL TNV
TpLodlaotatn doun Kat TNV HLOG TIPWTELVNG.
Metaypayte tnv akohouBia tou DNA oe mRNA.

5’ TAC CAT GAT ACA ATC 3’

3’ ATG GTACTATGTTAG 5’

MRNA :
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Metadpdaote tnv akolouBia tou MRNA os mpwteiveg.

MmRNA : UAC CAU GAU ACA AUC
npwteivn:

Codon Chart

SECOND
u C A G
UUU | Phe |UCU | Ser |UAU | Tyr [UGU | Cys

UUC | Phe | UCC| Ser |UAC | Tyr |UGC | Cys
UUA | Leu |UCA | Ser | UAA |Stop | UGA | Stop

UUG| Leu |UCG| Ser |UAG |Stop |UGG| Trp
CUU | Leu [CCU | Pro | CAU | His |CGU | Arg

CUC | Leu | CCC| Pro | CAC | His | CGC | Arg
CUA | Leu [CCA| Pro |CAA | GIn | CGA | Arg

CUG | Leu | CCG| Pro |CAG| GIn | CGG | Arg
AUU | lle [ACU| Thr | AAU | Asn |AGU | Ser

AUC| lle | ACC| Thr | AAC | Asn | AGC | Ser
AUA | lle |ACA| Thr |AAA| Lys |AGA | Arg

AUG | Met | ACG | Thr | AAG | Lys | AGG | Arg
GUU | Val |GCU | Ala |GAU | Asp |GGU | Gly

GUC| Val |GCC| Ala |GAC | Asp | GGC | Gly
GUA | Val [GCA| Ala |GAA | Glu |GGA | Gly
GUG| Val |GCG| Ala |GAG | Glu | GGG | Gly
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Apaotnpidtnta 2 : ZUPMANPWOTE T KEVA LE TG AEEELG :

V2.0
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Emukpatég lovotumo Qawotuno  Exons Introns 1
YrioAewnopevol MoAA& 46 XapaKTNPLOTLKA Fovidlo
To avBpwWILVO CWHATLKA KUTTAPA TIEPLEXOUV PUCLOAOYLKA XPWHLOCWHATA.

To TUALO TOU XPWHOCWHATOG TTOU KWOLKOTOLEL pla mpwteivn ovopdaletal
OL npwreiveg kaBopilouv Ta .
Kd&Be xpwpoOowua TEPLEXEL yovidia.

KaBe amoyovog maipvel avtiypado yovidiou amo kabe yovea.
O ouvbuaopog TwV yovidiwy Tou €XELG KANPOVOUROEL OO TOUG YOVELG 00U amoTeAEL Tov

Kall kaBopilel Tov

‘Eva yovidlo eival , Otav apkel €va avtiypado tou yla vo ekdpaoTel To

XOPOKTNPLOTLIKO 0To datvotumo.

XopaKTAPEG TIOU yla va ekppactouv oto ¢oatvotumo xpetalovral to yovidlo 2 ¢popeg
kaAouvTtal .

AN\nAouyieg tou DNA rou bev petaypdadovtal oe mRNA ovopdZovtoat .

Ot aMnAouxieg tou DNA mou petaypadovtal o mRNA kot petadpalovial o€
npwteiveg ovopalovrat
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Tovidia BRCA: sival avBpwrtva yovidla ou avrkouv oTnV Katnyopio Twv KOTOOTOAEWY
Oykwv (tumor suppressors). Ymo ¢ucloloyikég ouvOrikeg, ta BRCAL kat BRCA2 BonBouv otnv
e€aodalion ¢ otaBepdTNTAC TOU YEVETIKOU UALKOU Tou Kuttdpou (DNA), kat otnv mpoAnyn
NG AVEEEAEYKTNG KUTTOPLKAG avamtuéng. MetdAAaén autwyv Twv yovidiwv €xeL ouvoeBel pe tnv
OVATITUEN TOU KANPOVOULKOU KA PKIVOU TOU HOoTOU Kol TWV woBnKwv.

MetaAdayeg: (MetaAddéeig) - cUudwva LE TO OXOAKO EYXELPLOLO- Umopel va cupBolv
0€ OTOLOSATIOTE YEVVNTIKO | CWHATLKO KUTTAPO €VOG OpyavLopoU. MoOvo oL HETAANAEELG TwV
YEVWNTLIKWY KUTTAPWV, €V TOUTOLG, UIOpEL va LeETaBLBaoToUV amod T UL YEVLA OTNV EMOUEVN.
Qotooo, otnv Tepimtwon Twv yovidiwv BRCA ol petalayeg kAnpovopouvtal — Sev eival
METOAAQYEG OE CWHATIKA KUTTAPA TIOU cucowpevovtal. Ou petalayég Twv yovidiwv BRCAL
kot BRCA2 KANPOVOUOUVTOL HE QUTOCWILKO ETILKPATH TPOTMO. H GuvTpuTTikA MAELOVOTNTA TWV
OTOUWV HE HETAANAYN TNV €XOUV KANPOVOUNOEL amo évav yovéa. Emeldn ol avBpwrol £xouv
Sumhoeldeg yovidiwpa, kdBe kuttapo €xel duo aviiypada tou yovidiou (éva amd KkAOe
BLoAOYIKO yoveéa). TUTILKA, MOVO €va avilypado TEPLEXEL TNV HETAAAAYr, EMOUEVWG TO
npooPBePAnuévo dtopo eival €tepoluyo yla tnv peT@AAaén. OL amoyovol evOg ATOUOU ME
puetaAdayny yovibiou BRCA1l 3 BRCA2 é€xouv 50% mBavotnta va KAnpoOVOUAROOUV Tnv
mapoAAayn.

leveukn npodiadeon: Auénuévn mbavotnta n mbavotnta euddaviong HLOG
OUYKEKPLUEVNG a.oB€veLag AOYw TNG tapouoiag KLag f MTEPLOCOTEPWY YOVISLAKWY LETAANAEEWVY
i / Kol €VOG OLKOYEVELAKOU LOTOPLKOU Ttou umodnAwvel avénuévo kivbuvo yla tn voco. H
Fevetikn mpodidBeon pnopel va eival Loxupn — onwg ota yovidia BRCA 1} Oxt. Auto onpaivel
WG €Vl GTOMO TOU £XEL KANPovoupnoel pia petalhayn €xel auénuéveg mBavOTNTEG va
eUPOVIOEL KOPKIVO OE OYEDN HE VOl ATOO TIOU SeV £XEL KANPOVOUINOEL avtiotolyn LeTaAAayn.

Awsigbutikotnta _ (penetrance): n miBavotnto KAmMolo yovidlo vo  £XeL  KAmola
dawoturukn ékdppaon. Omoladnmote epdavion davotumou ota atopa < 100% cuvendyetal
HELwpEVN SletoduTtikdTnTa yovotumou. H Stetodutikdtnta UTtAKOUEL 0TNV apXr TOU OAOU N TOU
uNdevocg kal apopd cuvnBwe atopa (oTavLo KUTTAPA EVOG ATOUOU).
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Oa TPEMEL, EMOUEVWG, Va YiVEL avTIANTTO e Baon TNV €vvola TnG SLeEloSuTkOTNTOG OTL
bev glval UTOXPEWTLKO va aoBevnoeL pa yuvaika- ¢opéag TG LETAAAAYNAG.

levetkn FupuBouldevtiki : eival n dladikaoia katd tnv omoia mapéxovtal mMANPodopieg
o€ aoBeveig ) atopa mou Bpiokovtal o KivOUVO yLa YEVETIKO VOO O, OXETLKEG E TNV KALVLKN
£lKOVO TOU VOONUOTOG, ThV Topeia Tou, TIC Oepameutikég Suvatotnteg, tov Kivbuvo
enavepdaviong N petaBifacnig tou kat toug tPomoug TPoAndng.  Adopd oOxL puévo Toug
o0Beveic aAAQ KoL TOL LEAN LOC OLKOYEVELOC LLE YEVETLKO VOO AL

Apaotnpidtnta 1: Iulntelote pe Ta LEAN TNG OLASAG 0OG KAL CUMTANPWOTE TLG EPWTAOELG TTOU
akoAouBouv:

1. Tueival o Kapkivog;

2. TiLumopel va tov MPOoKAAEDEL,

3. ZXxetiletal n kKAnpovoulkétnTa e tov Kapkivo; EEnynote.

4. 'Exete akoUOEL yla ta yovidia BRCA;

5. Katav pa yuvaika €xel LeETAAa&n evog yovidiou yla tov Kapkivo,

> onuaivel mwg kat ta matdld tne a to £xouy;
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> Kalav To £xouv, Ba epdavicouv KapKivo;

6. «levetikn KaBodnynon»...

> TLelvay

» [ouog elval o okomog Tng;

> Moleg mAnpodoplec xpnotpomolouy ot TUpBoulol Mevetikng KaBodnynong, yla
va KAtaAnouv ota CUUMEPACATA TOUG;
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Zto oevaplo mou akolouBei Ba mpoomabnoete va avakaAlupete Tn onuacia Tng
«levetikng kaBodrynong» otnv mpoAnyn tou Kapkivou.

_

/
g5

=1

-

Elval eUkoAo va KOTavorosl Kavelc mwe, av éva ATOUOo €XEL pLot LETAAaEn o€ yovidlo
BRCA, t0t€ £X€l auENUEVEG TIOAVOTNTEG VO EUPOVICEL KAPKLVO.

)

Qotoco, amoteAel tn MoOvn awtia epdaviong kapkivou; Kati, ov KATIOLOG E£XEL HLa
puetalhagn ota yovidia autad, onpaivel mwg olyoupa Ba epdavioel KopKivo;

MEeAETAOTE TO AMOOTIAO A Ao TV cuvevteuén tne Angelina Jolie.

«My Medical Choice» By ANGELINA JOLIE, MAY 14, 2013

[MY MOTHER fought cancer for almost a decade and died at 56]...[We often speak of “Mommy’s
mommy,” and | find myself trying to explain the illness that took her away from us. They have asked if the same
could happen to me. | have always told them not to worry, but the truth is | carry a “faulty” gene, BRCA1, which
sharply increases my risk of developing breast cancer and ovarian cancer.]...[My doctors estimated that | had an
87 percent risk of breast cancer and a 50 percent risk of ovarian cancer, although the risk is different in the case
of each woman.]...[ Once | knew that this was my reality, | decided to be proactive and to minimize the risk as
much | could. | made a decision to have a preventive double mastectomy. | started with the breasts, as my risk of
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breast cancer is higher than my risk of ovarian cancer, and the surgery is more complex.]...[ But | am writing
about it now because | hope that other women can benefit from my experience. Cancer is still a word that strikes

fear into people’s hearts, producing a deep sense of powerlessness. But today it is possible to find out through a
blood test whether you are highly susceptible to breast and ovarian cancer, and then take action.]

Apaogtnpiotnta 1 : Nola fAtav n «latplkn anodacn» Tng yvwothg nbomolou;

Apaogtnpidotnta 2 : Mo noloug AOyoug MRPE autr tnv anodaon;

Apaotnpiotnta 3 : Katd tn yvwun oag, Enpate opba;

Apaotnpiotnta 4 : Oa mpoteivate Kol o€ GAAoug va pagouyv to 8Lo; AlkaloAoyrnote TV
andvtnon oag.

Apaarnptémra 5 : “My doctors estimated that | had an 87 percent risk of breast cancer and a 50 percent risk of
ovarian cancer, although the risk is different in the case of each woman”.

MpoomaBnote va SLKALOAOYNOETE TNV TAPATIAVW TIPOTaon ME BAon TNV €vvola NG
«Alelodutikotntac» (penetrance).
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Apaotnpiotnta 1 : MeAétn nepintwonc.

H puntépa tou Kwota kat tng Mapiag epddvioe kapkivo tou poaotol. Anoddoloe va
erokedtel éva ZUpBoulo Mevetikng Kabodrynong, yio va evnUePwOEL yLa Ta S1ayvVwoTIKA TECT
kapkivou. O Kwotag, €xovtag amnodoltnoetl mpoopata ano To AUKELO Kal yvwpilovtag kAmola
nipaypata mou 616axnke oto pabnua tng BloAoyiag, anodaocilel va oteilel oto cUPPBOUAO TO
TIOPOKATW email Je TIg amopieg Tou.

« AELOTIUE KUPLE, OL YOVEIG UOU UETA TNV EMIOKEYN TOUG OTO YPUPELO OOC UAC EVNUEPWOAV TIWCS O KAPKIVOG TNG
UNTEPOG LOU UTTOPEL va gival YoviSLakoG. AUTO ONUAIVEL TWG KAl YW KaL 1 adeAP LOU UTTOPEL Vo EXOUUE
auTO TO yoviblo, H untépa pou Aéel mwe TO YeVEXAOYLKO LOTOPIKO TNG OLKOYEVELRG Uag Ba tn Bondroet va
anopaoioel av Ba MPETMEL va KAVEL TO YoVISLOKO TEDT yLA TOV KAPKIVO TOU UaoToU. 3TO OxoA€io pog Aéyave
nwc¢ ot uetaAraéelg umopel va givat kAnpovoutkés. OUwG, TTOTE S OKEQPTNKA TO OLKOYEVELAKO LLOU LOTOPLKO
(veveadoyiko 6évtpo). lMa moto Adyo yperadetal kat nwe akptBwg yivetal,
Me ektiunon,
Kwotag»

Av umtoB€oou e wG €oeig elote o YUPPBouUAog Mevetikic Kabodriynong, oulntelote pe tnv
opada o0G KAl ATAVIAOTE OTLG EPWTHOELG TTOU aKOAouBouv :

1. .Mwc Ba amavrovoate otov Kwota;

2. Noteg mAnpodopieg Ba npenel va nepthapfdvovtal oto Nevealoyikd tou §évtpo;

V2.0 TeA(Sa8amd18



\ /
,..Q,:\

Apaotnpiotnta 2 : Avaluon leveadoylkol S€vtpou.

MeAeTnOTE TO TOPAKATW [eveahoylkd O&vipo

akoAouBouv.

KOL OTOVTAOTE OTL{ EPWTAOELG
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1. Nooeg yeveeg anewkovilovtol oTo YyeveahoyLko SEVTPO Tou oag 60ONKE;

mouv

2. Tt mAnpodopieg pmopeite va avtANOETE yla To LOTOPLKO Kapkivou tou paotol otnv

OLKOYEVELD QUTH;

V2.0
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3. Av Karmolog €xeL pet@M\aén oe yovidlo BRCA, onuaivel mwg ite £xel eite Oa amoktnosl
Kapkivo Tou poaotou; lati;

4. Aebopévou mwg oL PETaANASEL BRCA elval €mKPATELG, UEAETWVTAG TO YEVEAAOYLKO
S6£vtpo va Bpeite molot Bavov va £Xouv KANPOVOUNOEL TNV LETAAAOEN auTh. Mati;

Apaotnpiotnta 3 : «Mavidl poOAWV».

MNwg va gival apaye pLo cuvedpla «Mevetikng Kabodrnynong»;

XWPLOTElTE 0 OUASEC TWV 2 ATOMWV Kal Ttaiéte Eva matyvidl poAwv, Omou o €vag
Ba eivat 0 «aoBevig» KaL 0 GAAOG 0 «CUUBOUAOGY.

Kataypate tn oculntnon nmou Ba die€axBel petal oac.

V2.0 TeAlSat10amd18
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Avatpé€te MAAL otnv «MeAétn mepintwong» tng «dpaoctnpiotntac 1» tou GUAAou
epyaoiac 3.

Apaotnpidtnta 1 : «OL yoveig Tou Kwota kat tng Mapiag petd tn ocuvedpia MEVeTIKAG
KaBobnynong amodaocilouv va eéetactouv yio mBaveg PETAAAAEELS, Hac Kal ol SUo €xouv
OLKOYEVELOKO LOTOPLKO KOPKIVOU.»

ZulntrnoTe Ue TNV ouada oag Kol OXOALAOTE TLG EPWTNOELG TTOU aKoAouBouv:

» MNwg va yivetal apaye autn n e€€taon;

» TMwg YrmopouV oL EMOTALOVES VA TUTOTIOL|COUV HETOAAQYEG oTa yovidia,

o

#
==

NS

[ 2

«lFevetik avaluon» 1 «yovidloko teot» cival n avaiuon avBpwriivou DNA, RNA,
XPWHOOWHATWY, TIPWTEIVWY | OPLOUEVWV UETABOALTWY yLa TNV QViXVEUON QAAOLWOEWV OTA
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yovidia. Inuepa, n Stadikacia yivetal pe autOUATOUG aVIXVEUTEG aAAnAouxiac DNA yla tnv
avdAuon twv BRCA1 kat BRCA2 yovibiwv. lotopikd, xpnotpomnotifnkav dAeg pebodol, omwg n
«nAgktpodopnaon» kat N «AAnAolxLon kata Sanger.”.

«HAektpodopnon», Staxwpilel ta Bpavopata DNA pe Baon to peyebog kal to dpoptio.
«AAAnAoUxLon katd Sanger», sival pio pEBodog mpoaodloplopol aAAnAouyiag DNA pe

Baon tnv eKAEKTIKA EVOWUATWON S16€0EUVOUKAEOTIOIWY TEPUATIOHOU TNG aAuaidag amo tnv
DNA moAupepdon Kata Ty in vitro avtiypodr tov DNA.

Apaotnpiotnta 2 :  MapakoAouBeiote TIC eMe€NynNUATIKEG OVATTAPOOTACEL TIOU
Sivovtat ota akoAouBa link:

AGTO
FRTGRCERT6e0 . . .
FeaCART o TR Crrrcs Private Project Sequencing

http://Ireforschools.eun.org/web/guest/resource-details?resourceld=264369

Public Project Sequencing
http://Ireforschools.eun.orqg/web/quest/resource-details ?resourceld=264359

-l Sanger Sequencing
http://Ireforschools.eun.org/web/guest/resource-details?resourceld=264370

Apaotnpiotnta. 3 : Julntnote otnv oAopéAelo TNG TtAéng ta PBivieo ToOU HOALG
mapakoAouBnoarte.
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PUAAo spyaaiac 5

OVOUOTEMWVU A HoONTwV/TpLwy: o ) SRR

Apaotnpiotnta 1 : A¢ umoB£0oUE WG €l0TE EPEUVNTEC KoL BEAETE VA KAVETE L
«HAgkTpOodOpNONY», ylo VA EVTOTILOETE [La TiBavn LETANAAEN. Ta va yivel auto, petadepbeite
oTnNV Mpooopoiwon Tou Bpiokete otn oeAiba:

[ POWERSUPPLY

http://Ireforschools.eun.org/web/guest/resource-details?resourceld=264358

‘Enelta mpoonabrnote opadLkA va CUUITANPWOETE TA KEVA OTLG TOPOKATW TIPOTACELG:

1. Ta popla tou DNA pmopolv va Sloxwplotouv pe Pdaon to TOUG Me

nAektpoddpnon.
2.  Ektog amd DNA, moiat dAAa popla pmopolv va Slaxwplotolv pe nAektpodopnon;

3. Mowou pey€Boug puopla «TPEXOUV» TILO ypryopa oto gel;
4. Moo glvat T0 Baolko UALKO yla va dtaéoupe 1 gel

nAektpodopnong;
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5.  Amo Tt $TIAVETAL TO PUBULOTLIKO SLAAU QL

6. lati xpnowomnolol pe To pubpLoTIkO SLtaAupa;

7. Tt xpnolpomnoleital n UmAe XpwoTKN;

8. MNovu «popTwvovtaL» Ta Selyparta oto
gel;

9. TaTl XpnOLUOTOLOUE NAEKTPLKO peL A

10. Mwc Ba kataAaPete av To pevpa SlatpéxeL To gel;

11. Mpog TIoLov nioAo Ba KwvnBoulv Ta popLa TOoU DNA;

12. T Ba cupPel edv cUVEETOUE TOUC TTOAOUG TOU PEVHATOG LE avTiBeTn dopa;

Apaotnpidtnta 2 (Mpoaipetikn): Ag maioupe tnv «avBpwrmvn» HAektpodopnon.
MpOKeLTAL yLa €va TIOLLXVISL avamapAoTacnc, 0To omolo Ba mpEmnel v SOUAEPETE 0 OUASEC TWV
10 atopwv. Kdabe pabntig avamoaplotd kat pa awtovxo Bdon tou DNA. O xwpog tng
aiBouocag anotelel to “gel” tng nAektpodopnongc.

Awadikaoia:

Ytnv aibouca tomobetoUpe T Bpavia Kol TIC KAPEKAEG £T0L WOTE va opLoBetriooups 4
Awpideg.

K&Be pabntig Sialéyel mola alwtouxa Bdon OeAeL va eival kat maipvel To avtiotolo
XPWHATLOTO XapTOVL. (Yrdpxouv 4 xpwpato KOAAEG avadopdg Kal KABE xpwHa avamopLlotd

kat 1 alwtouxo Baon).

Xwpiloupe Toug pabntég os «group — Opavopata DNA», omwe paivetal otov mivaka:

Opavopa 1 Opalopa 2 Opalopa 3 Opavopa 4
Madntic 1 Madntrc 2 Ma¥dntnc 4 MaOntng 7
Madntrc 3 Ma¥Ontrg¢ 5 Madntric 8

Madntric 6 Madntric 9

Madntrc 10
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OL paBntéc ota Bpavopota 2 pe 4 KpATOUV €va oxXowvi HeTaél TOuG (avamoploTwvIag Thv
oAuvciba tou DNA).

Oplloupe T0 €va akpo NG aibouoag wg To «BeTLKO TOAO» KAl TO AANO AKPO WG TOV «APVNTLKO
TLOAO».

Ta «group — Bpavopata DNA» tormoBeTouvtal O YL YPAUUAR OTOV «apvNTKO TIOAo». Twpa
«poptwoape» ta delypata oto gel.

» Ti108a ocupBel oto gel Tng nAektpodopnong, OTaV Avoiou e TO NAEKTPLKO PEUUQL;

Me To Tou TteL 0 SL8ACKwWY «MApey, Ba onNUALVEL WG TTEPVAEL pEUMO Kal dpa ta group Ba
TPEMEL vaL apxioouv va Klvouvtol Katd pikog tTng Awpidag toug. Me to mou met o SL6AoKwvY
«stop», TIOU onuaivel Mwg EKAELOE N mapoxn PEVMOTOG, Ta group Ba TpEmeL va peivouv
akivnta kel mov eiva.

To «stop» Ba akouoTel, 6Tav To MPWTO group PTAceL 0TO KOETIKO TTOAO».

» Mou Bploketal to kABe group; Meptypadte.

» E&nyeiote ylati oupPaivel autod mou mepLypdd ate mPonyou LEVWG;
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PUAAo epyaaiac 6

OVOUOTEMWVU A HoONTWV/TpLwV: o ) SRR
Beorerereeertetsier e es e et ser s s
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TAEN e TUAUO: e HUEPOUNVIO ..t et

Avatpéfte mall otnv «MeAétn mepintwong» tng «épaotnpiotntac 1» tou @UAAou
epyaoiac 3.

Apaotnpidtnta 1 : Mopokdtw Sivovial To AMOTEAECHATA TWV YOVIWV Tou Kwota Kot
™G Mopiag. AdoU Ta MEAETNOETE TPOOEKTIKA, VO OIOVINCETE OTL EPWTINACELG TIOU

akoAouBouv.
CONFIDENTIAL COUNFIDENTIAL
BRCA1-BRCA2 Gene Sequence Analysis Result BRCA1-BRCA2 Gene Sequence Analysis Result
Patient Pt
Name: Neme:
omeernes: VN, = e TR
Patient ID: B1010JK FatiaatID; A
Quiddar; Waile Gender: Female
Specimen: Blood Specimen: Blood
Test Result Test Result
BRCA1 943ins10 BRCA1 None Detected
BRCA2 None Detected BRCA2 None Detected
Interpretation

V2.0

POSITIVE FOR A DELETERIOUS MUTATION

The results of this analysis are consistent with the germline BRCA1 frameshift mutation 943ins)
resulting in a stop codon at amino acid position 289 of the BRCA1 protein. Although the exact |
lbreast and ovarian cancer conferred by this specific mutation has not been determined, studie
this type of mutation in high-risk families indicate that deleterious mutations in BRCA1 may col
as much as an >80% risk of breast cancer by age 70 in women (Am. J. Hum. Genet. 62: 676-689,
1998). Mutations in BRCA1 have been reported to confer up to a 1.2% risk of male breast cance
by age 70 {J Natl Cancer Insi 99: 1811-4, 2007), as well as increased (albeit low) risks of some ott
cancers, such as prostate cancer. The implications of BRCA1 mutations for the medical manage
of men, however, have not yet been established. Each first degree relative of this individual has
one-in-two chance of having this mutation. Family members can be tested for this specific mut
with a single site analysis.

NEGATIVE FOR A DELETERIOUS MUTATION

No deleterious mutation was found in BRCA1 or BRCA2 in this individual. This test is designed

1o identify in 22 exons and 750 adjacent intronic base pairs of BRCA1

as well as 26 exons and approximately 950 adjacent intronic base pairs of BRCA2 (a total of over
17,600 base pairs analyzed. There are other, uncommon genetic abnormalities in BRCAT and BRCA2
that this test will not detect. This result, however, rules out the majority of abnormalities believed
1o be responsible for hereditary susceptibility to breast and ovarian cancer (Ford Det al, Am )
Human Genetics 62: 676-689, 1998). If this individual has never had breast or ovarian cancer, it is
recommended that testing an affected relative be considered to help clarify the clinical significance
of this individual's negative test result.
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» TMwg epunVeVETE TA AMOTEAECOTA TIOU TIHPAV OL YoVEeiC Tou Kwota Kat tTng Mapiog;

» MNwg ta anoteAéopata autd emnpealouv Tov Kivbuvo gudavionc Kapkivou twv peAwv
Tou leveahoylkol S€vTpou ToU PEAETAOATE;

» Me Baon ta anoteAéopata, Ba cupBouielate tov Kwota kat tn Mapia f ta Eadépdla
TOUG VA KAVOUV Kall oUTOL TO TEOT;

Apaotnpidtnra 2: Kat ywa 6ooug emiBupolv va €pyaoTtolv Alyo TEPLOCOTEPO TIAVW OTNV
KATOOKEUN Kol Epunveia «Fevealoylkwv AEVTpwVY» , SnULOUPYROTE To S1KO oa¢ «Meveahoylkd Aévipo». H
KATOOKEU EVOC OLKOYEVELOKOU SEvTpou pmopel va yivel amid, {wypadilovtog To og £va XaPTOVL | HE
xprion H/Y kal cuyKekpLUéva KATAOKEUATOVTAG OPYAVOYPOUUO OE TIPOYPAUUa Ttapoucioong Onwg to
“LibreOffice Impress”. Znuepa TOAA TPOYPAUUATO €XOUV KOTOAOKEUQOTEL amo eKMALSEUTIKA Kol
EPELVNTIKA L6pUUATA YL TIG OVAYKEG TNG YEVETIKAG £PEUVOG KAl WUMOPOUV va OPYyaAVWOOUV TIG
YeVeaAoylkéG pag mAnpodopieg. Me pia avalrjtnon oTov TAyKOOULO LoTO Ba avoakoAUPETE ApPKETA
eAelBepa SLOBECLLA TIPOYPAUMATA YLD TNV KATOOKEUN KoL eme€epyacia yevealoyLkwy SEVTpwWV.

Eruorjuavon: 3to Feveahoylkd SEVIPO TOU KOTAOKEUAIETE OLCLACTIKA uTtoAoy(lovtal oL
TUOAVATNTES — OTIWG KOl 0TN YEVETIKT KaBodrynom. Autd onpalvel TTwg TTPETTEL VAL EPUNVEVTOUV UE
T(POCOXN WOTE VA UV 0Oy COVY G TTAPAVONOELS Kot AavOATUEVO CUUTTEPACUATA.

- a® [ )
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Epwtnon 1 : Metaypadn kal petadpaon evog yovidiou, mou anoteleitat anod 30 voukAeotidia,
Ba oxnUaATIOEL pLa TPWTELVN PE OXL TEPLOCOTEPA ATIO _ QpLVOEEQL.
a)3 B) 10 y) 60 6) 90

Epwtnon 2: E¢nyeiote molog ivatl o poAog tou ZuppouAou yevetikng kabodriynong.

Epwtnon 3: H Katepiva €kave To yovidLako teoT Kal BpeBnke BeTikr o€ pia pet@AAagn yovidiou
BRCA. E&nyelote mwg ta amoteAéopata autd ennpedlouv 1o Babuo kwvduvou va gudavicel
Kapkivo Tou pactou;

Epwtnon 4: E¢nyeiote mwc ylvetal o Staxwplopog Twy popiwv DNA otnv «nAektpodopnon».

Epwtnon 5: Katd tn Stdpkela TG «nAektpodopnong» mota popLa SLaTpEXOuV TILo ypryopa To
gel; .

Epwtnon 6: Mo molwo Aoyo oto gel tng nAsktpodopnonc doptwvoupe mavia kot DNA
standards;.
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