NHdopmaLmoHeH nncr

UHopmayuma PreNata® NIPT 3a nayneHTKn

:PreNata’

C PreNata’ NIPT (HemHBa3uBeH npeHaTaneH TecT) Nnpegn paxpaHeto 6e3 puck 3a Bac n Baweto gete ce

n3cnenBa, Aanu NNOALT e 3acerHaTt oT reHeTUYHY MPOMeHU, KoUTo 6uxa MOrnun Aa HaBpedAT Ha pa3BUTUe-
TO My. 3aTOBa e HeobxoAnMa caMo KpbBHa nNpoba ot Bac kaTo maiika. PreNata® NIPT e guarHoctuueH Tecr,
npu Komto ce wuscnegBa detanHata JHK B ManiumHata KpbB 3a XPOMO3OMHU W3MEHEHMsA.

Kak ¢yHkumoHupa PreNata® NIPT?

[loka3BaHeTo Ha focTaTbuHO dpeTanHa [IHK B MaumHaTa KpbB € Bb3MOXKHO cJief] 10-Ta rectalMoHHa cef-
MuLa oT 6peMeHHocTTa. OcBeH ToBa Tasu 6e3kneTbuHa [AHK (cfDNA) ¢ nnaueHTapeH npousxos Mmoxe fia ce
n3cneBa NoCpeacTBOM BUCOKONPOU3BoamTenHo cekBeHmpaHe (NGS). Mpu nsnonssaxua VeriSeq-NIPT-V2

meTof Ha illumina moxe fa ce NnpoBefe M3cneaBaHe Ha Lenus reHoM Ha 6e3knetbuHata AHK Ha nnopa. C

ornef Ha pasfvKuTe B Ab/KMHATA Ha ManumHuTe 1 dpetanHute [HK dparmeHTy Te MoraT Aa ce pasrpaHuyar.

®etanHuTe JHK cekBeHLMM ce aHANIM3MPAT KONMYECTBEHO, C KOETO MOXKE [la Ce JoKaXKaT AOMbJIHUTENHN UK

NNNCBALLY XPOMO30MU, U JOPY YaCTUYHY n3MeHeHUs (> 7 Mb). Ha 6a3aTa Ha codpTyep ce U3umcnsBa CbLio

TaKa BEPOATHOCTTa 3a HaJlnyne Ha CI'IeU,VId)VI‘-IHVI XPOMO3OMHU N3MEHEHNA.

KakBu XpomMO30MHUN N3MEHEHNA
ce nscnepBar?

PreNata® NIPT no3sonaBa m3bopa Ha pas3iMyHu on-
LMK C pasnnyeH obxeaT Ha uscneaBaHe. CBob6ogHO
MOXe fia ce n3bupa mexgy ycnyrute.

Onuua 1: Tpusomun 13, 18 n 21

Te3n Tpu TPN3OMMKM, YMATO YeCTOTa Ce yBenmnyaBa C
Bb3pacTTa Ha MarKaTta, ca Han-yecTute TPU3OMUMN
npu X1BOPOAEHUTE AeLia:

- Tpnsomna 21

(cuHapom Ha [layH, yecToTa oK. 1:700)
- Tpnsomua 18

(cunppom Ha Egyapp, yectoTa ok. 1:3000)
- Tpusomusa 13

(cuHapom Ha lMatay, yecTtoTa oK. 1:5000)

Onuwms 2: Tpusomun 13, 18 n 21
BKJ1. onpefensAHe Ha nona

Mo xenaHve MoXe Aa ce onpeaeny JOMbAHUTENHO
1 nona Ha 6e6eto. CbrnacHo pasnopeabute Ha 3a-

MVZ Labor Krone GbR  Ten. +49(0)5222 8076-580
Siemensstral3e 40 Qakc +49(0)5222 8076-253
32105 Bad Salzuflen

KOHa 3a reHeTUYHa AMarHoCTUKa CboOLlaBaHETO Ha
nosa cnefga oT JieKyBalyma neKap nan nekapka no
XenaHve cnep 12-Ta rectayMoHHa cegmuua ot 6pe-
MeHHoCTTa (14+0 p.m.).

Onuwus 3: Tpusomun 13, 18 n 21
KaKTo 1 n3cnepBaHe Ha NOIOBUTE XPOMO30MM BKIT.
onpepensAHe Ha nona

[onbnHUTENHO OCBEH U3CNefBaHUTE TPU3OMUN Y
onpefenAHeTo Ha Nofla morat fa ce ncneasat OHK
CErMeHTN Ha MOoJSIoBMTE XPOMO30OMU (FOHO30MM) 3a
aHeynnouann. OcBeH ToBa MoraT fia ce OTKpPUAT Mo-
KaszaTesn 3a HaJIMYMETO Ha PA3NINYHU CUMMTOMM:

— CuHapom Ha Ynpux-TbpHbp
(45, XO; moHO30MU X),
yecTtoTa oK. 1:3000 npn mommyeTa

- Tpunbn X cuHgpom
(47, XXX; Tpn3omus X),
yecTtoTa oK. 1:1000 npn mommyeTa

- CnHapom Ha AKobc (47, XYY),
yectoTa oK. 1:1000 npn momyueTa

— CnHppom Ha KnanHdentep (47, XXY),
yectoTa oK. 1:1000 npu momyeTa

info@prenata.de
www.prenata.de
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Onuua 4: Tpusomun 13,18 n 21

KaKTO 1 n3cnefBaHe Ha NosioBUTE XPOMO30MM BKI1.
onpepensAHe Ha Nona n n3cieaBaHe 3a pegku
aBTO30MHU aHeYMIouaumM 1 NPomMeHn B 6pos Ha
KonuATta

Ype3 u3cnegBaHETO Ha LENUS TEHOM Ha BCUYKM
XPOMO30MM MOFaT fia ce AOKaXaT KaKTo pefKu aB-
aHeyniongmn (rare autosomal
aneuploidies — RAAs), Taka 1 npomMeHu B 6pos Ha Ko-

TO30OMHM

nuata (Copy Number Variations — CNVs). Mpwu pep-
K1Te aBTO30MHM aHeyniongny ctaBa Ayma 3a MHOro
penKkn HenpaBuUHM pa3npefenaHna Ha BCUUKK aB-
TO30MHU Xpomo3omun. OCBeH TOBa YeCTo CTaBa BbIl-
poC 3a Taka HapeuyeHWTe MO3aiKK, KOeTo 03HauaBa,
ye Ca Hanuue Hal-manko ABa pasnuyHu BUAa Knet-
KW C pasnmnyHm XpoMo30MHY Habopu. CbLuo Taka Mo-
rat ca 6bAaT 3acerHatu KneTky Ha nnopa (betanHa
MO3alika) U/Mnm camo 4YacTu OT nnaueHTata (nna-
LeHTapHa Mo3alika). MNpu nnaueHTapHa Mo3alka e
BBH3MOXHO MJIOABT Aa He 6bAe 130010 3acerHar, To-
raBa obaue moxe fja ce NOsABU MiaLeHTapHa HeoC-
TaTbUYHOCT, KOETO OT CBOA CTpaHa MoOXe fa fJoBefje
[0 HaMaNleHO AOCTaBAHEe Ha XPaHUTENHW BelecTBa
Ha nnoga. Korato yactu oT Xxpomo3omuTe nnceat
(neneunn) unu ca Hanuue MHOTOKPaTHO (AyninKa-
LuA) U cnegoBaTenHo 6pos Ha KonuvATa Ha 3acerHa-
TUTE CErmMeHTM e MpomeHeH, ce roBopu 3a CNVs
(NpomeHn B 6poa Ha konuaATa). CNVs ce nosBABart ¢
yectota nopg 0,02% npwu paxpgaHuAata. Morat fa go-
BefaT Ao MandopmMaLMm Ha opraHuTe u/vnm Hapy-
weHuA Ha passutmeto. C PreNata® NIPT te morat aa
ce foKaxart npu pasmep Hag 7Mb.

Tbl KaTo Te3n AOMbJIHUTENIHO U3CNIeABaHn XpOoMo-
30MHUN3MEHEHNA Ce NoABABAT MHOIo pAAKo, 6pOFIT
Ha (I)aJ'ILIJI/IBO NONOXUTENHUTE pe3ynTaTth OT TecCTa
MOXe fla HapaCHe BC1eacTBMe Ha TOBa U TaKa €BEH-
TyaJllHO Aa nocnensa eaHO HEHY>XHO
MHBa3nBHO n3cneaBaHe. CbOTBETHO TOBa U3CJiefBa-
HE He Ce npenopbyBa NMOHACTOAWEM OT HayyHUTE
apyxxecTtBa.

*-PreNata’

Konko HapgexpaeH e PreNata® NIPT?

TecTbT OTKpMBa Hal-4yecTUTE aBTO30MHU XPOMO-
30MHU U3MeHeHuA (Tpmusomuna 13, 18 n 21) ¢ BepoAT-
HOCT Hag 99% m CbLLO TaKa MOXKe Aa M U3KITYM CbC
cbuwata BepoaTHocT. PreNata® NIPT HagexgHo ycTa-
HOBABA CbLLO M3MEHEHNSA Ha MONOBUTE XPOMO30OMM 1
RAAs (pefky aBTO30MHM aHeynnouaun) ¢ BepoAT-
HOCT oT 96% 1 CNVs (npomeHn B 6pos Ha konusATa) ¢
YyBCTBUTENTHOCT OT 74%.

Kora we ca Hann4Hun pe3yJ1TaTI/ITE?

B pamKkuTe Ha OK. 9 pabOTHU OHU pe3ynTaTuTe TPAO6-
Ba [la ce Npepfajart Ha neKkyBalma nekap.

KakBo o3HauaBart pesyntature?

HopmanHuaT pe3yntaT oT M3CnelBaHETO O3HayaBa,
ye Ha MPaAKTVKA XPOMO3OMHO M3MEHEHME MOXe Aa
ce m3knmoun. Mpn HeobuyaHWA pe3ynTat OT U3-
CfleBaHETO e HaNuLe rofiiMa BeposATHOCT 3a XPo-
MO30MHO U3MeHeHue. Tbil KaTo Cce OTHACcA 3a CKpu-
HUHIOB TeCT U pe3ynTaTbT He e [uarHosa, To3u
HeobuyaeH pe3ynTtaT TpsA6Ba Aa Cce NOTBbPAX upe3
APYrA VIHBA3MBHU AMArHOCTUYHU MeToaWu. Bawwat
nekap CbOTBETHO JlekapKa e Bu ocBejomu 3a Bb3-
MOHOCTUTE, MO MPaBUIIO CTaBa AyMa 3a U3cneBa-
He Ha OKOJloMI04HaTa TEYHOCT (aMHMOLEHTe3a) UK
n3cnefBaHe Ha TbKaH OT MnaueHTaTa (xopuanHa 6u-
oncus).

I'paH nun Ha TecTta

M3cnepgBaHnTe NpomMeHn OTpasABaT camo efHa yacTt
OT Bb3MOXHUTE MpPeHaTasiHX XPOMO3OMHM V3MeHe-
HUA. He e Bb3MOXKHO fja ce OTKPUAT APYr aHOManmm
1 MandopmMaLun 1 fa ce n3pasm CTaHOBULLE 3a 34pa-
BOC/IOBHOTO CbCTOAHME Ha nnofaa. C ToBa He ce 3a-
MeCTBaT PYTVHHUTE KOHTPOJNHU Npernean, Kakto 1
YNTpa3ByKkoBuTe uscneaBaHma. OcBeH ToBa CbC CU-
FYPHOCT He MorarT Jla ce OTKpUAT MO3alKu. AKO e Ha-
NMLEe TakKa HapeuyeHUAT CUHAPOM Ha M34ye3BalmA
6nm3Hak (»vanishing twin«) , Moxe fa ce nonyun dan-
LUMBO NonoXuTteneH pesyntat. CbLuo 1 Npw onpeaens-
HeTO Ha Mofa MoXe Aa Ce Monyyn HeCbOTBETCTBUE.
Mo npuHUMN He MoraT fia ce OTKPUAT Aeneummn unm
LynnnKauwms, ako ca c pasmep no-manbk ot 7 Mb.
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HeycneweH tect

MHoro pagko PreNata® NIPT moxe ga nocturHe He-
curypeH pesyntar. Yecta npuumHa 3a ToBa €, ue fe-
nbT Ha ¢etanHata OHK B manumHaTa KpbB (deTanHa
dpakyms, OO) e TBbpae HNCHK. CnegoBaTenHoO

leHeTn4YHa KOHCcynTauma

*-PreNata’

n3cnegBaHnUTe NPOMEHN He MOoraT HUTO Aa 6'b,D,aT n3-
KJTIOYeHU, HATO NOTBbPAEHN. Cnep TOBa € Bb3MOXHO
6e3nnaTHo NMOBTapAHe C HOBa KPpbBHa npo6a.

CbrnacHo 3akoHa 3a reHeTUYHaTa ONarHOCTMKa € 3a4b/IXUTENHO fa Ce NpoBeXaa reHeTnYHa KOHCyNnTauua

npeagn n3BbpLUBaHETO Ha FTEHETUYHOTO M3CieaBaHe N cnef npenctaBAHETO Ha pe3yntatuTe. EnHa TakaBa

KOHCYyNnTauuna BKIKOYBA NOACHEHNA U 06sACHeHuUA CBbP3aHN CbC CIeHNTE TOUKN:

- KakbB e nHanBMAyanHuAT cnyyamn?

- Hanwvue nn ca nscnepgsaHna nnum pe3yntat oT
n3cnenBaHATa N Kak ce npeueHABaT Te?

- Vima nn aHomanuu, cBbp3aHn CbC 34PaBOCIOBHO-
TO CbCTOAAHME B NIMYHATA 1 daMuiHaTa NpeancTo-
puva (aHamHe3a)?

- HanoxmtenHo v e aa ce M3BbpPLUN FrEHETUYHO
n3cneaBaHe Ha OCHOBaHMWe pasrinefaHus
cnyyam unm npeguctopma?

— Konko ronemu ca reHeTUYHUTE PUCKOBE N KaKBO
3HaUeHKe MorarT ia MarT 3a XKUTENCKOTO 1 cemein-
HOTO MlaHyBaHe 1 3a 34PaBOC/IOBHOTO CbCTOAHME?

- KakBu Bb3MOXXHOCTU, FpaHMLN 1 PUCKOBE CBbP-
3aHM C BbNPOCHOTO M3cNiefiBaHe crlefBa Aia ce
pa3AacHAT?

— KakB1 Bb3MOXHOCTIM 3a MOMOLL, Ca Hanvue npun d)l/l-
314eCKO 1 NCMXNYeCKO HaToOBapBaHe, KOETO MOXe
Oa ce nopoan OoT nuscnenBaHETO A pe3ynTaTa?

— HanoxwutenHa nu e aetannHa, reHeTuyHa KoH-

CynTauumA oT iekap/Ka cneymanmncT no YoeeLlKka
reHeTuka?
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UHdopmauna PreNata® NIPT 3a naumneHTKmn e Pfe N ata

Cbrnacue cbrnacHo 3akoHa 3a reHeTMYHa AMarHoctmka

be3 Baweto nHpopmmpaHo cbrnacue PreNata® NIPT He moxe fa ce n3BbpLlun. 3aToBa nognuiieTe cneasalims
pa3gen ot dopmMynsipa 3a labopaTopHU U3CNeaBaHNA cnef fafeHn pasacHeHns oT Bawwus(ata) nekap(ka):

Cbrnacmne cbrnacHo 3akoHa 3a reHeTMYHa AnarHocTnKka

C HacToAlWaTa AeKnapaunsa 3a VIHd)OpMVIpaHO Cbrnacme noTBbpXxAaBam CbrnacHoO 3aKoHa 3a reHeTUYHa AnarHocCTnKa cnej fafieHO pa3ACHeHne 1 npefocTaBeHo AocTa-
TbUHO Bpeme 3a Pa3MI1ChII MOETO Cbrflacue 3a 3aABeHuA(Te) reHeTUYeH(HW) aHann3(v) 1 B3emaHeTo Ha HeobxoayMmaTa 3a LienTa npoba. CbrnacHa CbM C NpejaBaHeTo Ha
3aABKaTa 3a u3cneaBaHe B crneynanusnpaHa na6opaTopMﬂ. O6c¢TolHO My Bele pa3AcHeHa uenTa Ha U3CneBaHeTo, 3a SBGOHﬂBaHeTO(VIﬂTa) KOETO(KOUTO) we ce us-
cenBart U reHeTU4YHa My(I/IM) OCHOBAQ, KaKTO 1 3a Bb3MOXHOCTUTE W rpaHMLUTE 3a CTaHOBMLLE NO OTHOLWEHVE Ha NpoBeAeHNTe TeCToBe. Bele Mn nosAcHeHo, Ye TeCTbT
PreNata’ NIPT He e AMarHoCTUYeH MeTOA 1 eAVH HOPMaeH pe3ynTaT He U3K/YBA HaMbIHO $eTanHO XPOMO3OMHO HapylueHne. CbrnacHa CbM C NpefjaBaHeTo Ha u3-
cnefBaHeTo Ha yNb/IHOMOLLeHNA NieKap. ,El,eKnapmpaM CbrnacmeTo cu:

3a cbxpaHeHue 1 U3MoN3BaHe Ha CbbpaHuTe pesynTtaTn O nHe PasscHeHVe 3a AONBHUTENHN U3CNIeABaHMA: B pefKku clyyan MoXe fia ce yCTaHOBAT
AHOHUMU3UPAHKM C Len rapaHTpaHe Ha Ka4yecTBo MeANLUMNHCKU AaHHW, KOUTO He Ca CBbpP3aHN CbC CbLUMHCKNA BBNPOC, HO cnopepn Teky-
W 3a Hay4yHU uenn wnTe Hann4yH CBeAeHNA UMaT KIIMHUYHO 3HaYeHune. KbM TAX Ce OTHaCAT B U3KJIOUN-

TeNHW peAKu Clyyan U TyMOpHU 3abonaBaHna Ha MaiikaTta. Mickam fa 6baa nHpopmum-

3a cbxpaHeHue 1 U3Mon3BaHe Ha nscnefBaHms matepuan [ He
PaHa 3a Te3n nscnegBaHuA (aKO He e HanpaBeH M360p, ce npmuema »He« 3a OTFOBOp).

3a Bb3MOXHW MO-KbCHU U3CneBaHUA N aHOHUMN3MPaH 3a
rapaHTMpaHe Ha Ka4yeCTBO, KaKTO 1 3a Hay4HU Lenn

O pa 0O ne

Tasn AeKnapauua 3a I/IH¢OpMVIpaHO cbrnacme MoXxe fia ce OTMEeHU NO BCAKO Bpeme
n3yAno Uan 4YaCTUYHO CbrnacHO 3aKoHa 3a reHeTMyHa AVarHocTuka.

Mons, noanvieTe opurnHaaHNA JOKYMeHT »[leKnapayus 3a MHGOPMUPAHO Cbrilacue 3a 3asABABaHE Ha
NpeHaTasIHO reHeTNYHO U3C/ieABaHe CbIacHO 3aKOHa 3a reHeTNYHA AMarHoCTNKa«,

aMUNNA, Manko MMe nekap(ka), fan(a) pasacHeHus ACTO, AaTa oanuc nekap(ka), aan(a) pasacHeHns loANMC NaumeHT(Ka,
) (ka), (a) M n (ka), (a) A (ka)/
3aKOHeH npeacTaBuTen(ka)

Npyrv 6enexkm 3a pasacHaBaHe 1 KOHCY/ITMpaHe (MoMb/Ba ce ot nekaps)

MscTo/pata Damunua n Manko MMe Ha nauueHTKaTa (C neyatHu 6yksu)

Moanuc Ha naumeHTKaTa Unx 3aKOHHUA npeacrasuten
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