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8. Fevetikn cupBouleutiki-Mpoyevvntikog EAeyx oG- MPOENPUTEUTIK YEVETIKA
dtayvwon

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com



MpoyevvnTikn diayvwon...AVTIKEIHEVIKOG OKOTIOG

* H mtapoyxn, KatoTiv evnuEPWONG, EVOG EUPOUG ETIIAOYWV OTOUG YOVEIG TIOU SLATPEXOUV KIVOUVO
va ATIOKTAOOUV ATtdyovo HE KATIola avwpaAia

* Na pelwoel TNV avnouyia otigopddeg uPnAou kivduvou

* Na emtpePel o€ uPnAou Kivouvou {euydpla va atoKToouV aTioyovo EVUEPWVOVTAG Td OTL
elval duvatn n dlayvwaon tng dlatapaxng ato tnv apxn

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




Mpoysvvntikn diayvwon...yiati ttdnta pia peAAouvoa
HNTEPA

e ALAKOTIN TNG KUNONG O€ TIEPITITWO N AVWUAAiag

e Alao@dAlon NG YUXIKAG NPEUIAg OE YUVAIKEG Ol OTIOIEG ATIOPPITITOUV TNV TIEPITITWON
EKTPWONG

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




Mpoysvvntikn diayvwon...yiati ttdnta pia peAAouvoa
UntEpa;

e ALAKOTIN TNG KUNONG O€ TIEPITITWO N AVWUAAiag

e Alao@dAlon NG YUXIKAG NPEUIAg OE YUVAIKEG Ol OTIOIEG ATIOPPITITOUV TNV TIEPITITWON

EKTPWONG

Mo0VO 10 2% TWV EKTPWOEWV EIVAL ATIOTEAETHA H1AYVWO G YEVETIKNG AVWHAAiag

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




[MpoysvvnTikn diayvwon....id GUVEPYACIa O1APOPETIKWV
KAQOwV




Mpoysvvntikn diayvwon...kateubuvtnpleg ypapHES

e [poxwpnuévn nAikia untépag

*  TouAdyxlotov Avw TWV 35 ETWV

To KATWTEPO NALKIAKO OPLO €ival Td 31-32 £€TN

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




[MpoysvvnTtikn diayvwon...Kateubuvtnpleg ypapHeS
e [Ipoxwpnuévn nAikia untépag

*  TouAdyxloToV AV TWV 35 ETWV

*  To KATWTEPO NALKLAKO OplO €ival ta 31-32 £€TN

Mpoyevéatepo Ttaldi pe de novo XpwHOOWULKH avwpaAia

[oveig LE (pUGIOAOYLKO KAPUOTUTIO AAAD TO TIPWTO TIALdi HE XPWHOTWHIKNA avwpaAid

e Kivouvog eTtaveppaviong1/100

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




Mpoyevvntikn diayvwon...kateubuvtnpleg ypapHES
e [poxwpnuévn nAikia untépag

*  TouAdyxloTov Avw TwWV 35 ETWV

TO KATWTEPO NALKIAKO OPLO lval Ta 31-32 £TN

[poyevéatepo Ttaldi pe de novo XpwHOOWULKN avwpaAia

[oveig LE (UTIOAOYLKO KAPUOTUTIO AAAA TO TIPWTO TIALdi HE XPWHOTWHIKA AV aAid

e Kivouvog emtavepdviong1/100

OLKOYEVELAKO LOTOPLKO VEVETIKNG ATEAELAG N oTtola pTtopei va dtayvwaoBel ) va attokAslo0ei pe
Bloxnuikn avaiuon i avaiuon DNA

*  Movoyovidlakeg BAdeg

* Aldyvwon pe Bloxnuikn e€€taon f ue availuon DNA

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




MpoyevvnTikn diayvwon...kateubuvtnpleg ypapHES
e [poxwpnuévn nAikia untépag

*  TouAdyxloTov Avw TwWV 35 ETWV

TO KATWTEPO NALKIAKO OPLO lval Ta 31-32 £TN

[poyevéatepo Ttaldi pe de novo XpwHOOWULKN avwpaAia

[oveig LE (UTIOAOYLKO KAPUOTUTIO AAAA TO TIPWTO TIALdi HE XPWHOTWHIKA AV aAid

e Kivouvog emtavepdviong1/100

OLKOYEVELAKO LOTOPLKO VEVETIKNG ATEAELAG N oTtola pTtopei va dtayvwaoBel ) va attokAslo0ei pe
Bloxnuikn avaiuon i avaiuon DNA

*  Movoyovidlakeg BAdeg

* Aldyvwon pe Bloxnuikn e€€taon f ue availuon DNA

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO
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MpoyevvnTikn diayvwon...kateubuvtnpleg ypapHES
e [poxwpnuévn nAikia untépag

*  TouAdyxloTov Avw TwWV 35 ETWV

e ToKatwtePOo NAIKIAKO Oplo €ival Ta 31-32 £Tn

* [lpoyeveatepo Ttaldi Le de novo XpwUOoOWLIKA avwuaAia
* Toveig ue puUOLoAOYIKO KApUOTUTIO AAAA TO TIPWTO TTALOl LLE XPWUOOWLKA avwpaAia

e Kivouvog emtavepdviong1/100

* OLKOYEVELAKO LOTOPLKO YEVETLKNG ATEAELAG N oTtola PTtopEi va dlayvwaoBei N va atokAsloBei pe
Bloxnuikn avaiuon i avaiuon DNA
*  Movoyovidlakeg BAdeg
* Aldyvwon pe Bloxnuikn e€€taon f ue availuon DNA

e QOiKoyevelaKO 1OTOPLIKO ouvdedepévng pe 1o X dlatapaxng yia tnv omola Ogv UTIApYEL
OLAYVWOTIKOG EAEYXOG




MpoyevvnTikn diayvwon...kateubuvtnpleg ypapHES
e [poxwpnuévn nAikia untépag

*  TouAdyxloTov Avw TwWV 35 ETWV

e ToKatwtePOo NAIKIAKO Oplo €ival Ta 31-32 £Tn

* [lpoyeveatepo Ttaldi Le de novo XpwUOoOWLIKA avwuaAia
* Toveig ue puUOLoAOYIKO KApUOTUTIO AAAA TO TIPWTO TTALOl LLE XPWUOOWLKA avwpaAia
e Kivouvog emtavepdviong1/100
* OLKOYEVELAKO LOTOPLKO YEVETLKNG ATEAELAG N oTtola PTtopEi va dlayvwaoBei N va atokAsloBei pe
Bloxnuikn avaiuon i avaiuon DNA
*  Movoyovidlakeg BAdeg
* Aldyvwon pe Bloxnuikn e€€taon f ue availuon DNA

e QOiKoyevelaKO 1OTOPLIKO ouvdedepévng pe 1o X dlatapaxng yia tnv omola Ogv UTIApYEL
OLAYVWOTIKOG EAEYXOG

* Kivouvog atéAelag tou VEUpLKoU GwAnva



[MpoysvvnTikn Stayvwon...TtpIv TV TEPOYEVVNTIKA diayvwon

MpéTtel va evnuepwvovtal ot yoveic tou TtpofAnpatidovial av TPETEL va TIPOXWPHCTOUV OF
TIPOYEVVNTLKI S1AyvVwon

* Na yivel uttoAoylopog Tou Kivduvou (Tt.X. Kivouvog Tay-Sachs og éupuo {euyoug Aokevadl)

* A\ETITOMEPNG TIPOKATAPKTLKNA YEVETIKA KaBodnynon:
* YmoAoylopog kivduvou To eufpuo va sival tpooBePAnpévo
e Evnuépwan yia TIG CUVETIELEG TOU OUYKEKPIUEVOU TIPOSAALATOS
e Evnuépwaon yia toug Kivduvoug TngG e§€Taong
Xpovog attdvtnong & evOeXOUEVO avayKaoTiKAG etavaAnyng tng dtadikaaiag
e Kdamola voorjuata eivat aduvato va d1ayvwaotouV TipoyevVNTIKA
AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg

ZxoAng, ANO
www.double2helix.com




[MpoyevvnTikn Siayvwon...uttepnyoypa@ia

* Hodpwon og Ttpayuatiko Xpovo HE TNV TEXVOAoYia UTLEPAX WV

e Emutpemet:

Tov akptpn Tpoadloptopnd Tng eUPpUiknG NALKiag
Tnv avayvwpion tng TIoOAAATIARG KUNGNG
Tnv emtaAnBeuon ot to €ufPpuo ivatl {wvtavo

Tnv avayvwplon CUYKEKPLUEVWV VW UAALWV

Avayvwplon avwpaAlwy tng kapdidg, Aayoxeilou KTA.

* AevuTidpyel Kaveévag Kivouvog yia to Euppuo

e Hdbwayvwon amattei tnv eTTALOV §€TATEIG

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg

ZxoAiig, ANO

www.double2helix.com
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[MpoyevvnTikn Siayvwon...uttepnyoypa@ia

-

I<. ~—
& ‘: »“‘.
RS T R

CRL 2.08cm
GA 8wsd

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO
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Mpoysvvntikn diayvwon...6tadikacieg AnPn epPpuikol 1oToU

ApvioTtapakevnon

* Hdiwadikaoia tng Anyng Selypatog apviakou uypou Le Xprnon auplyyag
» T[livetaloe emimedo e€wtepikoU atpeiou, cuvnBwg, Ttepittou TNV 16" £douada petd Tn teEAeUTald EUUnvo puon
» Kivouvog BAdBng n amofoAng <o,5%

« Xopnynon avoooaopalpivng yia va tpoAngBei n Rh avocoTttoinon tng untépag

R |

Amniocentesis
Ultrasound-guided need|(e
puncture of amnion

Insonation with probe
Location of fiukl source
Puncture and aspiration
End of procedure

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com
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Mpoysvvntikn diayvwon...6tadikacieg AnPn epPpuikol 1oToU

Opalokévinon

* Hdadikaoia Aqyng dsilypatog epBpuikou aipatog ameubeiag ato Tov ou@AALlo Awpo

e Tivetalxpnon utepnXwv

e Metd amo KaAAEpyeLa To Oelyua XpNOLLOTIOLEITAL YIA XPWHOOWULKA avdAuon f dAAeG e§eTAoElg

« XpnolpoTolgital 0Tav ival amapaitnTo £va ypriyopo amoTtEAECHA A OTAV N AUVIOTIAPAKEVTNON EXEL ATIOTUXEL

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




MpoysvvnTiKn S1ayvwon...pyacTnplaKeS EEETACEIS

* KuttapoyeveTikdg EAeyX0G

e XpwHOOowUIKA avdaiuon

* Bioynutkn avaiuon

e Avdaiuon DNA

* [pocdloplopdg a-euPpuikng TTpwteivng

 NIPT

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




MpoysvvnTiKn S1ayvwon...pyacTnplaKeS EEETACEIS

Kuttapoyevetikog EAeyX0G

Anpioupyia kapuotuttou, avaAuon DNA kat Bloxnuikn avaiuon amo KaAAlepynpéeva kuttapa
Ta ottoia xouv AngBei pe CVS ) apviomtapakevnon

H Ttapatetapévn KaAAEpyela KUTtdpwy Letd atto CVS divel kaAUtepng TTOLOTNTAG KAPUOTUTIO

Eivat duvatog o EAEYX0G TV XPWHOOWHATWY KAl 0 LECTOPATIKOUG TTUPNVEG

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




MpoysvvnTiKn S1ayvwon...pyacTnplaKeS EEETACEIS

XpwpHoowHIK availuon

e YuvnBwg TTpayUATOTIOLEITAL LETA ATIO UTLEPNXOYPAPIKA EUPAUATA

* Eivaiduvatn nxpnon, Emiong, KUTTApWVY AdTtO OUPAAOKEVTNON

e >30% eufpUwv Le TIOANATIAEG SlaUAPTIEG EPEPAV XPWHOTWHIKI avwpaAia

e YuvnBwg dlamiotwvovtal Tplowpies kat Turner

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




MpoysvvnTiKn S1ayvwon...pyacTnplaKeS EEETACEIS

Xpwpoowpikn avaluon-NMpofAnuata

* Mwodiklouog
*  Weudouwoaikiopog

*  AANBNG LwoaiKIouog

e EmmpoAuvon pe untpika kuttapda

e ATmotuyia KaAAIEPYELAG

e AmpocdOKNTa OUCEVH EupnUata

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




MpoysvvnTiKn S1ayvwon...pyacTnplaKeS EEETACEIS

Bioxnuikn avaluon

e >100 petafoAikeg aobBéveleg eival dSuvatdv va dlayvwaoTtouv

* AvixveUel omtoladnmote alhayr oxeTi{eTal HE EVA CUYKEKPLUEVO HETAPOALIKO LOVOTIATL

o Amarteital e€e18IKEUHEVO KEVTPO YA TNV TIPAYHATOTIONON TETOLAS EE€TATNG

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




MpoysvvnTiKn S1ayvwon...pyacTnplaKeS EEETACEIS

Availuon DNA

* [lolKIAld TEXVIKWV

* Akp!Bngtpotog diayvwaong

* Alakplvovtal o€ APECEG Kal EPUPETES LeBOdoug

e Oléppeoeg pelwvouv to Babud BePatdotntag

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




MpoysvvnTiKn S1ayvwon...pyacTnplaKeS EEETACEIS

Mpocdiopiopog a-spPpuikng TTPWTEIVNG

* [1po0dlOPIONOG OTO AUVIAKO UYPO 1 OTOV HNTPLKO 0pO

e Y& ouvouaouo UE TO UTIEpNXOYPA@NHA ViveTal S1Ayvwan ToU 99% TwV TIEPITITWOEWV d1oXNO0UG pAxNng Kal
aveyke@aiag

e XapnAeg tipeg oxetidovial pe ouvdpopo Down, UPNAEG e EAAEILATA TOU VWTLAIOU HUEAOU

Urafocied

e AouvnBilota XapnAEg TIHEG UTtopEl va ogeilovtal:

* AavBaopévn ektipnon tng nAtkiag tng KUNONG

Proporton of indaniduas

*  MobAuvon epfpuikou aipatog

* EpPpuikog Bavatog
02 05 081 2 3 4 5 10
® Al6U|J.|'] Kunaon Maikeenal $9rum AFP (mutiple of normal medan)

WE Swunders Comgany tems and dernvad items copyright © X020 by WB. Ssndens Compuny

* EuPpuikég avwpalieg



MpoysvvnTiKn S1ayvwon...pyacTnplaKeS EEETACEIS

Mn eTtepPaTIKOC TIPOYEVVNTIKOG EAEYXOC

e [IpaypatoTttoleital pe aipa eykUou oTo dldotnpa 1015 — 24" e douadag

» Xpnowpottotei to eAelBepo eufpuikd DNA

* A@Oopd KOIVEG aVEUTIAOELDIES

* >99% Ol1ayvwaong ouvopopou Down, Tplowpiag13 &18

* >98% TtpOPAEYNG TOU PUAOU

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




MposputeuTiKn Stayvwon

Eival duvatn eSattiag tng avdmtu§ng Twv OLayVWOTIKWVY TEXVIKWV

* Mrmopeiva yivel pe a@aipeon eVOg KUTTAPOU OTO OTASIO TWV 5 KUTTAPWY

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg AR
2xoAng, AlNO snuorere y poas
www.double2helix.com
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Mpocp@uteuTIKA S1AYVWOoN...EVOEIEELC

*  YTIOAEITIOPEVOG AUTOOWATIKOG XApAKTAPAS: DaAaoodlpies, KUOTIKN (vwon, vwTiala puikn duotpopia

* ETUKpATAG QUTOCWHATIKOG XAPAKTAPAS: LUOTovVIKA duatpo@ia, vooog Huntington, vooog Charlot —
Marie-Tooth

* duloouvdeta: atpopo@iAia: puikn duotpowia Duchenne, olUvdpopo sUBpauctou Xpwpoowpatog X
(fragile X)

* XpwpoowpikES petabeoels (translocations): apoiPaisg (Reciprocal), Robertsonian.

e JYuyyevrig TpodiaBeon ywa kapkivo: pactou (BRCA 1-2), Ca opBootypostdolg kat otopdyou,
petvoPfAdoTwua, cuyyevis adevwuatwdng TtoAuttodiaon




[MpocputeUTIKN Si1ayvwon...TtpoUTto0€0ELg

‘Oplo nAikiag eivat BewpnTikdA T0 500, AAAA N TIPOEUPUTEUTLIKI SLAYVWON EXEL TIPAKTIKA ONUATiA LOVO WG
TNV NAIKIA TWV 45 ETWV, TIEPAV TNG OTIOIAG N TIAELOVOTNTA TWV YUVALKWV XPNOIUOTIOEL wdpla 00TpLag

e Emtpémetal nypnon oe {euydpla Pe LOTOPLKO POpEA PIAOGUVOETOU 1) LOVOYOVISIaKOU VOO | UATOG

* ETITpETIETAL N XPON OE TIEPLOTATIKA TIOAAWY aTtoFoAwV, TIOAAWVY ATtoTUXNUEVWY TipooTtabelwyv IVF

e Emutpémetalnypnon omou xpetdletal HLA matching

e AmtayopeUetal n A0V QUAOU yid KOIVWVIKOUG AOYOUG

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




KAwikn Mevetiki
MpoPAnuatiopog

Zeuydpl pe axovdpoTAaacia KatameUyouv o€ vav KAIVIKO YEVETIOTH yia va
ToUG oupfourégetl via tnv mBavotnta epdavions tng acBbévelag otov
amoyovo tous. Katda tn didpkela tng oulntnong dnAwvouv tnv emibupia
TOUG va YEVVNOOoUV €va Ttaldl Tou va givat otnyv idla Katdotaon UE autouc.
ErtiBupolyv 8¢, va dtakoyouv tnv KUnon €vav 1o mtatdi toug givat opoluyo.

Mota B€on Ba Ttaipvate wg KAWVIKOG YEVETIOTAG;

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadi1dakTopikég EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com
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Euyxaplotw TToAU yia tnv Ttpoooy




