S
e ]
S z_ I
. A
A ———arll
Sa— - ¥

AHMOKPITEIO [ DEMOCRITUS
NANEMIETHMIO || UNIVERSITY
OPAKHE I OF THRACE

AHMOKPITEIO NANENIZTHMIO OPAKH2
TMHMA IATPIKH2

ENIAETOMENO MAOHMA

APXEZ MOP®OAEITOYPIIKHZ ANANTY=HZ

AIAAZKON

AXINAEAZ MHTPAKAZ, PhD, MSc
Mopiakog BioAoyog & levetiotn, Etbikevuon otn Mopiakn Atayvwotikn
Altbaktwp latpikng ZxyoAng

amitrak@med.duth.gr



AHMOKPITEIO [jj DEMOCRITUS
NANEMIETHMIO || UNIVERSITY
OPAKHE || OF THRACE

AHMOKPITEIO NANENIZTHMIO OPAKH2
TMHMA IATPIKH2

Fevetikn oupBouvAcutikn-NMpoyevvntikog EAeyxoc- MPoePUTEUTIKN YEVETIKN
diayvwon

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO
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Mpoyevvntikn dtayvwon...AVTIKELLEVIKOG OKOTIOC

* H mapoxn, KATOTW EVNUEPWONC, EVOC EVPOUC ETMIAOYWV OTOUC YOVELC Mou SLatpEXouv
KivOUVO val aITOKTAOOUV ATOYOoVOo UE KATIOLOL OVWUOAL

 Na pewoel tnv avnouyia otic opadec upnAol kKwvduvou

* Na emutpePetl og vPnAol Kvduvou (euyaplo Vo OITOKTHOOUV OITOYOVO EVNEPWVOVTAC TO
OTL elvatl duvatni n dtdyvwaon tnc datapaxng oo Tnv apxn

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




Mpoyevvntikn dtayvwon...ytati tn {nta pia pEAAovoa
uNTEPQ

e Awakorn TNG KUNONC O€ TIEPUMTWON avwaAlog

 AwaoddaAion TNG PUXLKNG NPEUIOC O YUVOLKEC OL OTIOLEC amoppimtouv TNV Mepimtwon
EKTPWONG

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO
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Mpoyevvntikn dtayvwon...ytati tn {nta pia pEAAovoa
untepa;

e Awakorn TNG KUNONC O€ TIEPUMTWON avwaAlog

 AwaoddaAion TNG PUXLKNG NPEUIOC O YUVOLKEC OL OTIOLEC amoppimtouv TNV Mepimtwon

EKTPWONG

Mepinov 73 ekatoppUpLa MPOKANTIKEC AUPBAWOELS TTPAYLOTOTTOLOUVTOL TTOLYKOCGULWG
kaOe xpovo. E€L otic 10 (61%) OAwWV Twv akoUolwv KUNoewvV Kot 3 otic 10 (29%) 6Awv
TWV KUNOEWV KOTAYOUV O€ TTPOKAAOUMEVN AUPBAWON

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com
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MpoyevvnTtikn diayvwon...KATEVOUVTAPLEC VPOLUUEC

e MpoxwpnUeEVN NALKLOL UNTEPOLC
*  TouAdxlotov Avw Twv 35 eTwv

*  To KATWTEPO NALKLOKO OpLo €ival ta 31-32 £€Tn

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO
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Mpoysvvntikn dtayvwon...KATeVOUVTINPLEC YPOUMEC
* MpoxwpnHeVN NALKLOL LNTEPOC
*  TouAdxlotov Avw Twv 35 eTwv

* To KaTwTEPO NAKLAKO OpLo eival Ta 31-32 €1n

Mpoyeveotepo maldi pe de novo XpwHOCWHLKN avwaAio

[oveic pe dUOLOAOYLKO KOPUOTUTIO OAAA TO TTPWTO TTALSL LE XPWHOOW LK aVW AL

* Kivbuvocg enavepdaviong 1/100

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO
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MpoyevvnTtikn dtayvwon...KATEVOUVTAPLEC VPOLUUEC
* MpoxwpnHeVN NALKLOL UNTEPOLC
*  TouAdxlotov Avw Twv 35 eTwV

* To KOTWTEPO NALKLOKO OpLo €ival ta 31-32 £Tn

Mpoyeveotepo maldi e de novo XpwHUOCWHLKN avwaAio

[oveic pe dUOLOAOYLKO KOPUOTUTIO OAAA TO TTPWTO TTALSL E XPWHOOW LK oVW AL

* Kivéuvocg enavepdaviong 1/100

OLKOYEVELOLKO LOTOPLKO VEVETIKNG OTEAELOC N omola pmopel va dtayvwobel 1 va
amokAeLloBel pe Bloxnuikn avaAvon n avaAvon DNA

*  Movoyovidlakeg BAaPec

e Awdyvwon pe Boxnukn e€€taon n pe avaivon DNA

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




Mpoyevvntikin dtayvwon...KOTEVOUVTNPLEC VPOUUEG
* MpoxwpnHeVN NALKLOL UNTEPOLC
*  TouAdxlotov Avw Twv 35 eTwV

* To KATWTEPO NALKLOKO OpLo €ival ta 31-32 £€1n

* [poyeveotepo Tadl Pe de novo XpWHOCWULKH avVw AL
* Toveic pe dpuoLoAoyLKO KApUOTUTIO OAAQ TO TIPWTO TALOL LE XPWHOCWULKA aVWHOALL
* Kivéuvocg enavepdaviong 1/100
* OLKOYEVELOKO LOTOPLKO VYEVETIKNG OTEAELAC N omola pmopel va SlayvwoBel i va
amokAeLloBel pe Bloxnuikn avaAvon n avaAvon DNA
*  Movoyovidlakeg BAaPec

e Awdyvwon pe Boxnukn e€€taon n pe avaivon DNA

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




Mpoyevvntikin dtayvwon...KOTEVOUVTNPLEC VPOUUEG
* MpoxwpnHeVN NALKLOL UNTEPOLC

*  TouAdxlotov Avw Twv 35 eTwV

* To KATWTEPO NALKLOKO OpLo €ival ta 31-32 £€1n

* [poyeveotepo Tadl Pe de novo XpWHOCWULKH avVw AL
* Toveic pe dpuoLoAoyLKO KApUOTUTIO OAAQ TO TIPWTO TALOL LE XPWHOCWULKA aVWHOALL

* Kivéuvocg enavepdaviong 1/100

* OLKOYEVELOKO LOTOPLKO VYEVETIKNG OTEAELAC N omola pmopel va SlayvwoBel i va
amokAeLloBel pe Bloxnuikn avaAvon n avaAvon DNA
*  Movoyovidlakeg BAaPec
e Awdyvwon pe Boxnukn e€€taon n pe avaivon DNA

* OLWKOYEVELOKO LOTOPLKO ouvOedepevng pe to X dlatapaxng ywa tnv omoia dev uTAPXEL
SLaYVWOTLKOC EAEYXOC




Mpoyevvntikin dtayvwon...KOTEVOUVTNPLEC VPOUUEG
* MpoxwpnHeVN NALKLOL UNTEPOLC

*  TouAdxlotov Avw Twv 35 eTwV

* To KATWTEPO NALKLOKO OpLo €ival ta 31-32 £€1n
* [poyeveotepo Tadl Pe de novo XpWHOCWULKH avVw AL
* Toveic pe dpuoLoAoyLKO KApUOTUTIO OAAQ TO TIPWTO TALOL LE XPWHOCWULKA aVWHOALL

* Kivéuvocg enavepdaviong 1/100

* OLKOYEVELOKO LOTOPLKO VYEVETIKNG OTEAELAC N omola pmopel va SlayvwoBel i va
amokAeLloBel pe Bloxnuikn avaAvon n avaAvon DNA

*  Movoyovidlakeg BAaPec

e Awdyvwon pe Boxnukn e€€taon n pe avaivon DNA

* OLWKOYEVELOKO LOTOPLKO ouvOedepevng pe to X dlatapaxng ywa tnv omoia dev uTAPXEL
SLaYVWOTLKOC EAEYXOC

e Kivouvoc atéAeLlac Touv veupLkol ocwAnva




Sdtayvwon

* [lp€MEL VO EVNUEPWVOVTOL OL YOVELC TTou mpoPAnuatilovtal av MPEMEL Vo TIPOXWPNOOUV
O£ MpoyevvNTLKN dLdyvwon

* Na yivel utoAoylopog tou Kivduvou (.. kivbuvocg Tay-Sachs og epBpuo levyoug Aokevadl)

* /N\EMTOUEPNC MPOKATAPKTILKI YEVETIKA kKaBodnynon:
* YmoAoylopog Kivduvou Tto €uPpuo va sival mpooPePAnpévo
*  EvnuEpwon yLa TIGC CUVETIELEC TOU CUYKEKPLUEVOU TIPOBANUATOC
*  Evnuépwon yla toug KvdUvoug TnC e€€Taong
e Xpovog anavinong & evdexopevo avaykaoTtikng emavainyng tng dtadikaoiog

e Karmota voonpota ivat aduvato va SlayvwoTouV TTPOYEVVNTIKA

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




Mpoyevvntikn didyvwon...utepnxoypadia
* Hodpwon o€ MPAyHATIKO XpOVO HE TNV TEXVOAoyLa UTIEPXWV

e Emutpéned
*  Tov akplBn mpoodloplopod TnG EUBPUIKNAC NALKLOG
*  Tnv avayvwplon tng moAAAANRg KUNoNG
*  TnvenaAnBeuon otLto €uPpuo sivat Lwvtavo
*  TnvavayvwpLon CUYKEKPLLEVWV aVWHOALWY

*  Avayvwplon avwpoAlwy Tng KapdLag, Aayoxetlou KTA.
e Aev umtdpyel kavevag Kivduvog yla to Eupuo

* H dldyvwon armaltel TNV enNUTAEOV EETAOCELC

AxiIAAéag I'. MnTpdkag, MSc, PhD

MeTadidakTopikdg EpeuvnTig laTpikng AT
ZxoAng, ANO o oo
www.double2helix.com e




Mpoyevvntikn didyvwon...utepnxoypadia
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AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg N
ZxoAng, AMNO e | teoms
www.double2helix.com

HE I OF THRACE




- 5 £ &£ & ¥y ¥ v & Py

LoToU

ApviontapoKkeEvinon

* H dwadikaoia tng AnPnc delypatog apviakol uypou UE XpAon cUPLyYoG

e T[ilvetalL oe eninedo eEwteplkou Latpeiov, ouvnOwe, mepimou tnv 16" efdopdda pPetd tn TEAEuTAla EPpnVo
puon

» Kivduvoc PAaBnc 3 amoPoAnc <0,5%

* Xopnynon avocoodalpivng .

Amniocentesis
Ultrasound-guided need|e
puncture of airrnon

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

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com
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Oudalokévinon

* H dwadikaoia AnPnc delypatoc epBpuikou aipatoc ancsuBeiac amno tov opdailo Awpo

e T[lvetal xpron umEPNXWV

* Meta ano kaAAlEpyela to Selypa XpNOLULOTIOLELTAL VIO XPWHOCWHLKN avaAuon i AAAEC e€eTAOELG

* XpnolUoToLELTAL OTOV ELVaL AP ALTNTO EVA YPAYOPO OIOTEAECUA 1] OTAV 1N OLUVLIOTIAPAKEVTNON EXEL ATIOTUYXEL

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg '

ZxoAng, ANO dtartes oo
www.double2helix.com GPAHE 1 OF THRALE



MpoysvvnTiKA SLAyvwon...EpYO0GTNPLOKEC EEETACELC

e KUuTTOPOYEVETIKOC EAEYXOC
* XPWHOOWHULKA avaAuon
* Bloxnuikn avaiuvon
 Avaiuvon DNA

* [1poodloplopoC a-eUBPUIKAC MPpWTEIVNG

NIPT

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




MpoysvvnTiKA SLAyvwon...EpYO0GTNPLOKEC EEETACELC

KUTTOpOYEVETIKOC EAEYXOC

* Anuloupyio kapuotumou, availuvon DNA kat Proxnuikn oavaAuvon amod KaAAlEpynUEVA
KUTTOpO Ta oTtola €xouv AndBet pe CVS i apviomapakevtnon

* H mopatetapevn KoAALEPYELX KUTTAPWVY HETA oo CVS Oivel KaAUTEPNC TOLOTNTOC
KOPUOTUTIO

e Eilvol Suvatog o EAeyX0C TWV XPWHOCWHATWY KoL O HECOPATLKOUC TTUPNVEC

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




MpoysvvnTiKA SLAyvwon...EpYO0GTNPLOKEC EEETACELC

XpWUOGWULKN olVAAUGH

* JuVNOWC TPAYLOTOTOLELTOL LETA OTTO UTIEPNXOYPAPLKA EVPAOTA

e Eivatl duvatni n xprnon, emiong, KUTTApwWV ano opdalokevinon

* >30% euPpUwv pe TOANATTIAEC SLOHOPTIEG EDEPAV XPWHOOWHLKA AVWHOALQ

e JuvnOwc dlamotwvovTtol TpLowiiec kat Turner

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




MpoysvvnTiKA SLAyvwon...EpYO0GTNPLOKEC EEETACELC

Xpwuoocwuikn avaivon-MpopAnuorta

* Mwoaiklopog
e Weubopwoaiklopog

*  AANBAC HWOAIKLOMOC

* EmpuoAuvon pe puntplka kutTapa

e Anotuyia KaAALEPYELAC

* Anpocdoknta SUCUEVH ELpUATA

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




MpoysvvnTiKA SLAyvwon...EpYO0GTNPLOKEC EEETACELC

Bloxnuikn ovaiuon

e >100 petapoAikec aoBevelec eivat dSuvatov va dlayvwotouv

e Aviyvevel ortoladnmote aAlayr) OXeTI(ETOL UE EVOL OUYKEKPLUEVO UETOBOALKO pLOVOTIATL

e Anautteitol e€elOLKEVUEVO KEVTPO VLA TNV TIPAYUOTOTIOLNON TETOLAC €€€TAONC

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




MpoysvvnTiKA SLAyvwon...EpYO0GTNPLOKEC EEETACELC

AvaAuon DNA

e oKL TEXVIKWV

* AKpLBNACc TpOMOC SLayvwong

e AloKpilvovtal o€ AUECEC KAl EUPETEC peEBOSOUC

* OLEUUEDEC PELWVOULV TO BaBuo BePfatotntog

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




MpoysvvnTiKA SLAyvwon...EpYO0GTNPLOKEC EEETACELC

NpoocdLoplooc a-eUBPUIKAC MPWTEIVNC

* [poodloploOC OTO QUVIAKO UYPO 1) OTOV UNTPLKO 0PO

e Y& ouUVOUOOUO UE TO uTtepnyoypadnua yivetat dtadyvwon tov 99% twv meputwoewv dloxndoug
paxNG Kat aveykedaAiog

e XapnA€g TLHEG oxeTilovTal pe ouvdpopo Down, uPnAEC pe eAAElpOTA TOU VWTLALOU LUEAOU

Urafocied

e AocuvnOlota YapunAeg TIHEC pmopel va odeilovta:

* AavBaopévn ektipnon tng nALKLoG TNG KUNONG

Proporton of indaduas

*  MoAuvon epuPpuikol aipatog

*  EpBpuikog Bavartog
02 05 081 2 3 4 5 10
* Al5U|J.r] Kunon Mawena $arum AFP (mubpie of normal medan)

WE Swunders Comgany fems and dermvad items copyright © X020 by WB. Ssndens Compuny

*  EpBpuikec avwpalieg



MpoysvvnTiKA SLAyvwon...EpYO0GTNPLOKEC EEETACELC

Mn eneUBATIKOC MPOYEVVNTLKOC EAEYXOC

* [lpaypoatormnoleital e aipo eykuou oto dtaotnua 101 — 241 gBdopadag

Xpnotporolet To eAeBepo epBpuiko DNA

Adopa KOLVEC aveUTIAOELDLEC

>99% Slayvwoncg cuvdpopou Down, tplowpioc 13 & 18

>98% mpoBAenc tou puAou

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




Mpospudutevtikn Siayvwon

Elval Suvatn €attiog tng avantuéng Twv SLAYVWOTIKWY TEXVIKWY

Mropeti va yivel pe adaipeon evog KUTTAPOU 0TO OTAOLO TWV 5 KUTTAPWV

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com
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Mpospduteutikn dtayvwon...eVOELEELC

* YMOAEWMOMUEVOC OUTOCWHATIKOC Yopaktipeac: Ooalacoalpieg, KUOTWKA vwon, vwTtlalo HUiKA
Sduotpodia

* EMIKPATAGC LUTOCWHATLKOC XopaKTAPAG: puotoviki duotpodia, voooc Huntington, voooc Charlot —
Marie-Tooth

* @uloouvédeta: atpopodiAia: puikn dvotpodia Duchenne, cuvdpopo eUOPAUVCTOU XPWHOCWHUOTOC
X (fragile X)

* Xpwpoowuikeég petaBéoelc (translocations): apolBaisc (Reciprocal), Robertsonian.

e Juyyevi¢ mpodidBson ywa kopkivo: pootol (BRCA 1-2), Ca opBootypoelbolC Kol OTOUAXOU,
peTWVOPAdOoTWHA, CUYYVEVNC adevwpatwdng toAumtodiaon




Mpospduteutikn dtayvwon...mMPoUTOOECELG

 Oplo nAwkiog eival Bewpntika to 500, dAAA N MPOEUDUTEUTIKA SLAyvwon €XEL TIPAKTLKA onpaoia
LOVO £wC TNV nAkia Twv 45 gtwv, MEPAV TNC Omolac N TMAELOVOTNTA TWV YUVOLKWY XPNOLULOTIOLEL
wapLa SotpLog

* Emurpenetal n xpnon oe {euyapla pe Lotoplko popéa GLAocUVEETOU 1] LOVOYOVLOLOKOU VOO LATOC
e EmutpEmetaL N xprion o€ MEPLOTATIKA TTOAAWV artooAwV, TTOAAWV amoTuXNUEVWV TtpooTtaBewwy IVF

* Emutpenetal n xpnon omnov xpetaletat HLA matching

Artayopevetal n erthoyn dUAOU yLoL KOWwvLKoU S Adyouq

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com




KAwvikn Mevetikn

MNpoBANUATIOUOC

ZevyadplL pe ayxovdpormAaoia Katadpelyouv e €vav KALWVLKO YEVETLOTH
ylo va tou¢ oupBouAedel yua tnv mBavotnta epdaviong Ing
aoBevelog otov amoyovo touc. Kata tn Stapkela tng oulntnong
dnAwvouv tnv emiBupio toug va yevvnoouv gva madl mou va eivol
otnv dla kataotaon pe autous. EmBupouv bg, va Sdtakopouv tnv
KUnon €vav 1o madil Toug eivat opoluyo. Mola B€on Ba maipvate wg
KALVIKOC YEVETLOTNG;

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoAng, AlNO

www.double2helix.com
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