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Mpoyevvnukd pn eneppfatkd teot
yid tn didyvwon tou cuvépopou Down,
KAnpovoHik®wV Kal de novo acBeveimv

I8 JW)\cenomar

Molecular Genetics Laboratori roup

,{YG eneSafe




Avaipakto npoyevvntiko un eneuBatiko teot (NIPT) oto aiua tns untépas yia tn
S1dyvwon yevetkawv aocBeveiwv tou guBpuou

H Biohellenika npoo@éper to npoyevvntikd teot NIPT, éva un engpBatiké npoyevvntko TeOT MOU aVviXVEUE!
noAnannés yeveukés BAdBes tou euBpUou, xpnoiuonoiwvas 1o aiya tns untépas pe >99% oiayvwotikn
akpiBeia. To NIPT npayuatonoisitar oto elsUBepo euBpuiké DNA, 1o onoio kukAo@opei oto aipa tns untépas
petd tn 10n eBéoudba tns KUnons, WOTE N CUYKEVIpWON TOU va givai onpavukn yia tnv aoann ékéoon
anoteneoudtwy.

XApepa n xpnon tou NIPT 6ev nepiopiletar otnv aveUpeon apiBuNtkwv avwuaficov (LOVOOWUIWV-TpIoWHIWV)
Vv Xpwpoowudtwy, addd enekteivetal kai otnv aveupeon kAnpovopoUuevwy Kabws kai Un kAnpovouou-
Uevwy aocBeveiwyv, NoANEs ek twv onoiwv avixvelovial o€ Npoxwpnuévn KUNon N LUETd TOV TOKETO.

H Biohellenika onuepa npoopépei tn Suvatrdtnta otous yoveis va npayuatonoinoouv drapopetikd ibn NIPT
ue Bdon to oikoyeveiakd 10topik6 Kkai tnv nAikia Tou natépa N tns pntépas. Xta 10t autd Xpnoiyonoigitai n
texvofloyia NGS (Next Generation Sequencing) kai yia to Adyo autd n akpiBeia, n euaioBnoia kai n €161kétn-
ta givai >99%.

MAakouvtas

>/ Mntpiké DNA /2 EpBpuiké DNA

znuepa e€etddovras to eNeuBepo EUBpuUIKd
DNA, nou kKukilo@opéei oto aiua tns untépas,

ynopouue akopa and nonu vawpis, and tn 10n
eBboudba tns kUnons va avixveUOOUUE OTO
EuBpuo ooBapés kANPOVOLIKES ATOEVEIES




Ta NIPT nou napéxer n Biohellenika éxouv tn duvatdétnta va avixveuoouv:

o Tpiowyies twv 21, 13, 18, 9, 16, 22

e AmnAaciacuous Kai tUnpatkés eAAsipels OAwV Twv XpwUOowUdTWY

e @urAo

e Aveunnoibies tou pudou XO, XXX, XXY, XYY

o FEws 84 Mikpoedeinukd Xuvépopa

e Avixveuon tou napdyovta Rh tou euBpUou ous nepintwoeis nou n untépa ivar Rh apvnukn

e Kuotukn ivwon-(yoviéio CFTR)

e Apenavokuttapikn avaipia - yoviéio HBB

e B-Badacoaipia - yovibio HBB

o Autoowpikn unoeinduevn kw@won tunou 1A - yovibio CX26 (GJB2)

o Autoowpikn unoieindpevn kw@won tunou 1B - yovidio CX30 ( (GJB6)

o 44 ooBapés yevetikés aoBéveies ol onoies npokadouvtai and 25 yovibia ta onoia éev kAnpovopouvtar and
tous yoveis, eugavifoviar autépata oto €UBpuo kai Sev undpxer Suvardtnta €ykaipns Sidyvwons.

Eva ta kAaoikd NIPT teot avixveUouv acBOEveies ol
orioies oxeti(ovtai ue tnv nAikia tns Untépas, onws to

ouvbpopo Down, ta vedtepa éxouv th duvarétnta va

avixveuouv acBéveies ol ornoies oxetifoviai Le thv
auénpévn niikia tou natépa.

Matépes nAikias peyadutepns twv 40 etwv, ASyw
petadddéewv nou oupBaivouv katd tnv onepuatoyéve-
on, éxouv Leyanutepo kivbuvo va pépouv atov KOauo
naibid pe axovdéponaoia, ouvépouo Apert, auvépopo
Crouzen, ouvbpoyo Pfeiffer, ateln ooteoyéveon k.a.

O1 pyetadidéels autés ouogowpeuovtai kai 6€v nopouv
va 610pBwBouv 600 auédvetal n nAikia Tou natépa.
Etoi 10 te0T aUTO npooPépel onpavikn BonbBeia oe
(euydpia pgyanutepns naikias.




A. MH ETTEMBATIKA IMPOTENNHTIKA TEXT (NIPT) ANIXNEYZHZ XPQMOZQMIAKQN ANQMAANIQN

MNMAHPHXZ ANAAYZH TOY TONIAIQMATOZ:
A. ATOMOY
B. TPINIAO (MHTEPAZX-MTATEPA-TEKNOY)

NIPT Basic

AvixveUer:

o Tpiowyies 21, 13, 18,

e Q@uno

o Aveunnoibies tou puAou X0, XXX, XXY, XYY

NIPT Standard

Avixveuver:

o Tpiowyies 21, 13, 18, 9, 16, 22

e @uro

e AveunAoibies tou puAou XO, XXX, XXY, XYY
e 60 MikpoeAAsinukd Xuvbpoua/binAaciacpoi

NIPT Advanced

AVIXVEUEL:

o Tpiowuigs 21, 13, 18, 9,16, 22

®uno

Aveunnoibies tou puAou XO, XXX, XXY, XYY
84 MikpoeAisinukd Zuvbpoua/binAaciaouoi

PrenatalSafe® Plus

AVIXVEUEL:

o Tpiowpies 21, 13, 18, 9, 16, 22

e @®uAo

e Aveunnoibies tou puAou XO, XXX, XXY, XYY
e Ewvéa (9) Mikpoeneintikd Xovépoua

Ipoyevvntikd teot yia tnv avixveuon tou napdyovta Rh

tou guBpuou gni Rh apvntikns untépas.

Mpwipos un eneuBatikdés kabopiouds tou napdyovia Rh(D)

tou guBpuou

Mn ensuBatiké npoysvvntiko teot o ouvduaouod

UE avixveuon tou napdyovta Rh (PrenatalSafe Rh)

AVIXVEUEL

Tpiowypies 21, 13, 18

®uAo

Aveunnoibies tou puiou XO, XXX, XXY, XYY
Avixveuon tou napdyovia Rh tou uBpuou

PrenatalSafe® Plus+Rh

AVIXVEUEI:

Aveunioibies 21, 13, 18, 9,16, 22
®ufo
Aveunnoibies tou puAou
Evvéa MikpoeAisintikd Xuvbpoua
Mapdyovtas Rh tou guBpUou

PrenatalSafe® Karyo

Tpiowyies 21, 18, 13

Aveunnoeibies tou puiou X0, XXX, XXY, XYY
Aopikés avwpanies og 6fa ta xpwpoowuata tou
guBpuikoU kapudtunou (dindaciacpoUs Kkai
tunuaukés eleiyeis >10Mb).

PrenatalSafe® Karyo Plus

Tpiowyies 21, 18, 13

Aveunioeibies tou puAou XO, XXX, XXY, XYY
Aouikés avwpanies o 6Aa ta xpwpoowuata tou
euBpuikoU kapuotunou (binAaciacuous Kai
twnuatikés eAfeipeis >10Mb).

Evvéa MikpoeAAeinukd Xuvbpoua



B. MH ETTEMBATIKA NPOTENNHTIKA TEXT ANIXNEYZHX KAHPONOMIKQN AXOENEIQN KAl DE NOVO
METAANAZEQN ZE YYNAYAXMO ME NIPT ANIXNEYZHE XPQMOZQMIAKQN ANQMAANIQN

GeneSafe Inherited®

Mpoyevvnukods un ensuBatkds €leyxos yia tnv avixveuon

KANPOVOUOUUEVWY YEVETIKWV aoBeveIwY

e Kuoukn ivwon- (yovibio CFTR)

e Apenavokuttapikn avaipia - yoviéio HBB

e B-Bafacoaipia - yovibio HBB

o Autoowpuikn unoAsindéuevn Kwewon tunou 1A -
yovibio CX26 (GJB2)

o Autoowpikn unoAgimnopevn kgwon tunou 1B -
yovibio CX30 ( (GJB6)

GeneSafe De Novo®

To teot eAéyxer 25 yovibia yia 44 ooBapés yevetikés
aobéveies nou bev knpovopoUvtar and tous yoveis
(denovo). Autéuates petadidéeis

GeneSafe Complete® = GeneSafe Inherited®+
GeneSafe De Novo®

Mpoyevvnukods un ensuBatkos €leyxos yia tnv avixveuon
kAnpovopoUuevwy Kai Un kAnpovopouuevwy (de novo)
YEVEUKWV aoBeveiwv

e Kuoukn ivwon- (yovidio CFTR)

e Apenavokuttapikn avaipia - yovidéio HBB

e B-6adacoaiuia - yovibio HBB

o Autoowpikn unoAeimnduevn kgwon tinou 1A -
yovibio CX26 (GJB2)

o Autoowpuikn unoAeginéuevn Kwewon tunou 1B -
yovibio CX30 ( (GJB6)

o Edeyxos 25 yovibiwv yia 44 ooBapés yeveukes
aoBéveies nou bev kAnpovopouvial and Tous yoveis
(de novo). Autduates petanidéeis,nepidauBavoué
vns tns axovbponAaocias

PrenatalSafe Complete®

AVIXVEUEI:

Tpiowypies 21, 18, 13

AveunAoeibies tou puiou X0, XXX, XXY, XYY
Aopikés avwpanies o 6a ta XpwpPoowata tou
gUBpuikoU kapudtunou (dinAaciacuous Kai TUNUATIKES
enneiyeis >10Mb).

Kuotikn ivwon- (yovibéio CFTR)

Apenavokuttapikn avaipia - yoviéio HBB
B-6anaooaiyia - yoviéio HBB

Autoowpikn unoAeinoépevn kw@won tunou 1A -
yovibio CX26 (GJB2)

Autoowpikn unoAgindpevn Kw@won tinou 1B - yovibio
CX30 (GJB6)

Edeyxos 25 yovibiwv yia 44 coBapés yevetikés aoOEvel-
&s nou bev kAnpovopiouvtai ané tous yoveis (de novo).

PrenatalSafe Complete® Plus

AVIXVEUEI:

Tpiowypies 21, 18, 13

AveunAoeibies tou puAou X0, XXX, XXY, XYY
Aouikés avwpanies o 6Aa ta Xxpwpoowata tou
guBpuikouU kapudtunou (binAaciacpous Kai TUNUATIKES
enneiyeis >10Mb).

Evvéa MikpoeAiesintikd Xuvbpoua

Kuotikn ivwon- (yoviéio CFTR

Apenavokuttapikn avaipia - yoviéio HBB
B-8aAdaooaipia - yovibio HBB

Autoowpikn unoAsindépevn kw@won tunou 1A -
yovibio CX26 (GJB2)

Autoowpikn unoAeinoépevn Kw@waon tunou 1B - yovibio
CX30 ((GJB6)

‘EAeyxos 25 yovibiwv yia 44 ooBapés yevetikés acOévei-
&s nou bev kAnpovopiouvtai ané tous yoveis (de novo).



Ta NIPT otnpi{ovtai otnv kaivotopo texvondoyia NGS, n onoia enitpénei
tnv eupeia avdnuon tou euBpuikou DNA

KaBopiouds tou
kAdouatos tou euBpuikou DNA

NGS

E— E—

L . TexvoAoyia enduevns yevids
Anoudvwon euBpuikou DNA v H ¥
anad to aiua tns untépas 1

ANAAYZXZH TQON ANEYTINOEIAIQN KAl METAAANAZEQN XTO EMBPYIKO KAAXMA TOY DNA
Avayvawpion twv DE NOVO petadid€ewv pe tv xpnon nponyuévns BionAnpogopikns avdiluons

Ta NIPT npoogépouv:

AnAn otn 6iabikaoia: Anyn 8-10m/ aipatos ané H

Ygndn avdduon > 550X H tn untépa petd tn 10n eBéoudbda tns kunons

, . Ao@ann: Mn eneuBatiko teot, 6ev npokanei
EuaioBnoia kai 1bikétnta > 99% <’ Kfv(gUVO yia tn ”#tépa «al To épru: @

Aéioniotia ps épio kAdopatos DNA to 2% e l‘

n e16ikétnta tou eival >99%

Xpovos ékboans anoteAsoudiwv:
10 nuépes petd tnv aigofnyia

Abuvapia ékboons anoteAéouatos < 1% h/




Evéeieis twv NIPT

Zuotnvovtai o€ yoveis ol onoiol éxouv touddxiotov éva
€K TV napakdatw Kpitnpiwv:

e Mntépa dvw twv 35 etwv

e [latépas nAikias peyanutepns twv 40 etwv

MaBoAoyikd eupnuata otous unepnxous

e [oveis 6Awv twv nAikidv, or onoioi 6ev emBupouv va
npoxwpnoouyv ot enepBatikés LeBodous npoyevvntikoU eNéyxou
* [oveis pe 10TOpIKG KNNPOVOLIKWY a0OeVEIDV

To teot evéeikvutal yia:

e Movnpeis kai 6ibupes KUNOEIs
o Kunoeis npoepxoueves anod ewowuatikn yoviyornoinon
* Kunoeis ané napévOetes untépes n 66tpies wapiwv

3 Bnuata nou npénel va akodouBnoete:

Anwn 8-10ml aiuatos anod tn untépa petd tn 10n eBéoudda.
H aipodnyia yivetal ota epyaotipia tns Biohellenika n unopei
to kit va anootanei otn 6ieUBUVON 0as yia va KAVeTe €0€is thv
aipoAnwia Kkai otn CUVEXEIA va TO EMICTPEWETE OTNV €TAIpEia.

ZuunAnpwaon tns aitnons P Us anapaitntes nAnpoopies
kai enidoyn tou NIPT. H emifloyn otnpiletai oto 1atpiko
10T0pIKO Kai anogaciletal katéniv ou{Ntnons L€ thv
1atpikn oudba tns Biohellenika.

Anyn twv anoteleoudtwy evids 10 nuspwv

H etaipeia b1ab¢tel 1atpikn oudda n onoia 6a oas 6waoel yevetikn kabBodnynaon,
€@’ 600V XpEIAOTTEL

To 1e0t napéxetar Swpedv otis nepintwoeis abuvayias ékboons
anotenNéouaros




O@socalovikn
lpapeia - Epyaotripia

New. FewpylkAg ZxoAng 65, 57001
TnA: +30 2310 474 282/474 284
Email: info@biohellenika.gr

(0030) 6944 677 746

ABnva / MeAomévvnoog
lpageia

Yunttou 63 & ®oppiwvog, 16121
TnA:+30210 77 08 882

Email: athens@biohellenika.gr
A: (0030) 6974 729 820
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BlohJJemka

ETAIPEIA BIOTEXNOAOTIIAZ

Oeocalia: TN\ 6973 984 260
‘Hrreipog / Képkupa / Matpa: tnA 6978 483 170
HpakAelo / P€Bupvo / Aacibi / Awdekavnoa: TnA 6970 803 497

Xawvia: T{avakdakn 40-42 ypageio A6, TnA: 28210 58758, 6976 977 384,
6945 750 933

Emotnpovikn SiebBuvon:

K. Koulr) MD, PhD KaBnyntpia lotoloyiag -
EuBpuoloyiag latpikrig XxoAng ANO

TnA: 430 6944 677 746
I. Kohidkog MD, PhD, KaBnyntr¢ Bioxnpeiag latpikng Xxohrc Ao

www.biohellenika.gr

Ta teot npaypatonoiovvtai ota e€e1bikeupéva epyaatripia tns GENOMA
nou Bpiokovtai atnv ltalia kai tns BGI otnv Eupwnn nou Bpiokovtar

otn Aavia.

H Genoma éxel npayuatonoinoel ndvew and 20.000 NIPT teot, evw
n BGI ndvw and 147.000. AiaBgtouv e&18ikeupévous aupBoudous
yia yevetikn kaBodnynon kai eniAuon ouvBetwv npofAnudrwy.

mﬁﬂmGENOM X

Molecular Genetics LaboratoriesGFrOUp




