Kak npoTu4ya npakTtuyecku uscnepgBa-
HeTo ¢ PreNata® NIPT?

° 1. LLle 6boeTe KOHCYATUPaHU U e nony-
4ymTe NOAPODOHO pa3sicHeHUs oT
Bawwsa/ata nekap/ka cbrnacHo
3akoHa 3a reHeTMYHa AMArHoCTUKA.
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2. Mpun Bawws/ata nekap/ka we Bu
6bae B3eTa KpbBHa npoba.

3. AHanu3bT Ha Bawata kpbBHa npoba
e ObAe M3BBPLUEH B HallaTa
nabopaTopusi.

4. Pesyntatute we 6baat npefafeHn B
paMKUTe Ha HAKOMIKO AHM Ha Bawws/
aTa nekap/ka.
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. Bawwuar/ata nekap/ka we Bu
obscHM pesynTaTa.
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Moxxe nu PreNata® NIPT pa ce us-
BbpLuBa Nnpyu b6peMeHHoOCT ¢ 6ansHaun?

[Mpn BpeMeHHOCT ¢ HM3HALM TecTbT MOXe Aa ce
n3bpwea 6e3 npobnem. lpu onpepensHeTo Ha
nosia MoXe [la ce yCTaHOBM AaNiv NoHe efHoTo geTe
e OT MbXKW NoJl. MI3cnenBaHe 3a U3MeHeHUd Ha no-
noBuTe XpoMo3oMu (onuma 3 1 onuus 4) He e Bb3-
MOXHO. Mpu MHoromnnogHa 6peMerHocT (¢ 3 1 nose-
ye Maopda) TecTbT He MoXe fa ce npunara.
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Moxe nu PreNata® NIPT pa ce wus-
BbpLUBa cnepf neyeHue 3a 6esnnopue?

PreNata® NIPT moxe na nssbplusa 6e3 npobnem u
Be3 orpaHunyeHus cnep neyeHune 3a besnnogue.

Konko Hape)xpeH e PreNata® NIPT?

TecTbT OTKpMBaA HaW-4yecTUTe aBTO30MHW XPOMO-
30MHU U3MeHeHus (Tpusomua 13, 18 n 21) c Bepo-
ATHOCT Hag 99% M cblLo Taka MoXe Aa v U3KJuu
cbe cblaTta BepoaTHocT. PreNata® NIPT HagexaHo
YCTAaHOBSIBA CblLLO M3MEHEHUS Ha MOJIOBUTE XPOMO-
30Mu M RAAs (peaxu aBTO30MHM aHeynnouauu) c
BepoATHOCT 0T 96% 1 CNVs (npoMeHn B 6pos Ha Ko-
nuaTa) ¢ yyBcTBUTENHOCT OT 74%

KakBo o3Ha4yaBaT pesyntature?

HecycnekTHa Haxofka 03HayaBa, Y€ XPOMO3OMHO
n3MeHeHWe Moxe Aa 6bae noyTu usknueHo. Mpu
cycrnekTHa HaxoAKa CbLLEeCTBYBA rosisiMa BeposSiTHOCT
33 XpPOMO30MHO M3MeHeHMe. Tbid KaTo ce Kacae 3a
CKPUHWHIOB TECT W pesynTaTbT He e JuarHosa, Tasu
cycrnekTHa HaxofKka TpsibBa fa ce NOTBbPAM Ype3 [o-
NbAHUTENHW LMArHOCTUYHU MeToaW. Bawuat/aTa
nekap/ka wWwe Bun ocBefoMu 3a Bb3MOXHOCTUTE, MO
MPUMHLMN Ce Kacae 3a U3cnefBaHe Ha OKOJIOMI04HATA
TeuHocT (aMHWoueHTe3a) unn m3cnensaHe Ha nna-
LeHTapHa TbkaH (xopuanHa 6uoncus).

MpaHuum Ha PreNata® NIPT

N3cnepBaHUTe M3MeHeHUs NpefcTaBsaT caMo efHa
4acT OT Bb3MOXHWTE NpeHaTanHW XPOMO3OMHU U3-
MeHeHus. He e Bb3MOXHO [la ce OTKPUAT Lpyry aHo-
Manuu u MandopMaumMm 1 fa ce Hanpasu 3akiioye-
HVWe 3a 34PaBOC/IOBHOTO CbCTOSIHME Ha nnoga. C
TOBa He Ce 3aMecTBaT PefoBHWTE MPOPUNAKTUYHU
npernefun, Kakto v ynTpa3ByKOBUTE W3CnefBaHUs.
OcBeH ToBa M03alikuTe He MoraT Aa 6baaT oTKpUTK
CbC CUTYpHOCT. AKO e Hanuue Taka HapeyeHusT
CMHOPOM Ha u34esBawma 6nmsHak (»vanishing
twin«), Moxke ga ce nonyun GpanlinMBo NoSoXKMUTENEH
pe3ynTat. CbLyo 1 NpY ONpeaensiHeTo Ha noaa MoXxe
[la ce MNoJlyyn HeCboTBETCTBME.

HeycneweH Tect

B MHoro pepku cnydam PreNata® NIPT He gaBa Ha-
LeXAeH pe3ynTat. YecTa npuynHa 3a ToBa e, Ye fe-
nbT Ha detanHaTa JHK B MaltumHaTa KpbB e TBbpAE
HuUcbk. Cnep ToBa e Bb3MOXHO Be3nnaTHo noBTaps-
He c HoBa KpbBHa npoba.

Ba)xHu yKkasaHusa

B MHoro peaxu cnydau (<1%) morat ga ce nosydart
danwmnBo oTpuUaTeNHN Haxogku. ToBa 03Ha4aBa,
Ye TeCTbT YCTAHOBSIBA HeCyCMeKTeH pes3ynTaT, Bb-
MpeKu Ye NAOABLT € 3acerHat oT XpOMO30OMHO U3Me-
HeHune. CycnekTeH pe3ynTaT CbLL0 He 03Ha4YaBa BU-
Haru, 4ye [EeNCTBUTENIHO € HaNluue XPOMO3OMHO
n3meHeHune. CycnekteH pesyntat ot PreNata® NIPT
He TpsbBa Aa 03HayaBa npekbcBaHe Ha bpeMeH-
HOCT, @ bu Morbn fa e NpuYnHa cnep NoTBbPXKAE-
HWe MnocpefacTBOM Apyrn TecToBe 3a Harnaca 3a
npveMaHe Ha fieTe Hanp. c TPU3oMus.
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PreNata® NIPT
HeMHBa3BEH
npeHaTasieH TecT

JonbnHutenHa uHpopmauums 3a |OfE0)

PreNata® NIPT we otkpuete [
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Hakpatko 3a PreNata® NIPT

C PreNata® NIPT (HenHBasuBeH npeHaTaneH TecT)
npeau paxpaHeto be3 puck 3a MaikaTa M naoja ce
n3cnenBa [Janu LeTeTo e 3aCerHaTo OT reHeTUYHM
NMPOMEHM, KOUTO 6B1Xa MOMIN fla HaBPEAsAT Ha pasBu-
TMeTo My. 3a uenta e HeobxonuMa caMo KpbBHa
npoba ot marikaTa. o »xenaHnne Pc reNata® NIPT
MOXe [a ce Onpefenu efHOBPEMEHHO W MOMbLT Ha
neteto. 3cnepBaHeTo MoXe Aa ce nNpoBexaa crep
10-Ta rectaumnoHHa cegMuLa oT bpeMeHHoCTTa.

Kak ¢pyHkumoHupa PreNata® NIPT?

YoBelwwknaT reHoM - Haweto JHK - ce cbabpxa B
KneTkuTe B XxpoMo3oMu. Mo npuHLMN nMa 23 xpomo-
30MHW 0BOMKM B KneTka. XpoMosomute 1-22 (aBTo-
30MM) M NONOBUTE XPOMO30MM (FOHO30MM) Ca ABOMHY,
BMHaru no efHo Konue oT MaWkaTa U oT bawara.
Xenute unmat gBe X-xpomosomu (XX), a MbxeTe
enHa X 1 egHa Y xpoMosoMa (XY). XpoMo30MHM 13-
MeHeHus, T.e. JIMNCBAWMU AN BOMbIHUTENHM XPO-
M0o30MU (4acTu), MoraT Aa HaBpeasaT Ha pa3BUTMETO.
C PreNata® NIPT cnep 10-tata rectaymMoHHa cegmu-
ua ot bpeMeHHocTTa 6e3 puck 3a MankaTa 1 NnoAa
MOXe [la ce uscnepBa getckata [JHK 3a xpomo3om-
HW N3MeHeHUs B KpbBHA npoba oT MaikaTta. VHdop-
mMaumsita ot getckata IHK ce nekopgupa B naboparo-
pusiTa U ce yCTaHOBSIBa fanu LeTeTo e 3acerHarto ot
XPOMO30OMHU M3MeHeHUs. [pu TpUsoMun CbOTBET-
HaTa XpOMO30Ma e HallM4yHa TPOMHO BMECTO ABOMHO.
OT Apyra cTpaHa, MpM MOHO30MUUTE 3acerHaTata
XpoMo30Ma e caMo efHa. 3acerHatuTte feua vmat
Mo MPWHLMMN CUAHO M3Pa3eHU KIIMHUYHU aHOMaNum
nnu 3gpaBocnoBHM nNpobnemu. Mo NpuHUMN TakmBa
XPOMO30MHU U3MEHEHWS Ca MHOr0 pPsfKo, HO MoraT
[a ce NosiBAT U NpW MAagn Manku.

Konko ctpyBa PreNata® NIPT?

onuums
Tpusomum 13/18/21

HauwuoHanHa 3gpaBHa kaca (GKV) noema
pasxoauTe npu onpepenexu ycnosus 6es ponnawaxe
OT CTPaHa Ha NaLueHTKaTa

Oonuusa
Tpusomumn 13/18/21
OnpepensiHe Ha nona

onuus

Tpusomumu 13/18/21

OnpepensiHe Ha nona

HenpaBunHo pa3npepesnsiHe Ha NONOBMTE XPOMO3OMU
(caMo 3a egHonogHa 6pemeHHoOCT)

JonnawaHe

onuums

Tpusomumu 13/18/21

OnpepensiHe Ha nona

HenpaBunHo pasnpegensHe Ha N0JIOBUTE XpPOMO30OMMU
(caMo 3a egHonoaHa bpemeHHOCT)

Pepku aHeynnoMaum n 4YacTMYHM AyNJIMKaLum
u peneuun > 7 Mb

ToBa HeWHBa3MBHO MNpeHaTaNHO M3cCnefdBaHe 3a
Tpusomus 13, 18 n 21 moxe pa ce nokpuea oOT
01.07.2022 «kaTo ycnyra oT Bawarta HauuoHanHa
3gpaBHoocuryputenta kaca (onuus 1). Oanu Bue
0TroBapsiTe Ha yC/IOBMSATA 3a MOEMaHEeTO Ha Te3w
pa3xo4mM oT 34paBHOOCUrypuTesHaTa Kaca, Mons,
obcbaete ¢ Bawua/ata nekap/ka. OcseH ToBa crieq
KoHcynTauus c Bawwusa/ata nekap/ka moxeTe go-
NbAHUTENHO fa n3bepeTe onpenensgHe Ha nosa Ha
6ebeTo (onuus 2] wam no-o6WMPHM XPOMO3OMHM
N3MeHeHWs, BKJ. onpefefisHe Ha nona Ha bebeto
(onuma 3 n 4). JonbAHWTENHO Bb3HUKHANWTE pas-
XOAM KbM ycnyraTa Ha KacaTa TpsibBa pa nnatute
caMmocToATesIHO KaTo 3apasHa ycayra (IGeL-uHan-
BUyaHW 30paBHU yenyru).

KakBu XpoMO30MHM U3MEHEHMUS ce
u3cnepsar?

PreNata® NIPT Bu no3sonsiBa na nsbepete yetupu
PasNMYHK ONUKUK C pa3nnyeH obxeaT Ha nscneasa-
He. lpwn onuma 1 ce nscnensaTt Hal-yecTuUTe TpM30-
mum (13, 18, 21). JonbaHWTeNnHUTe onuumn BKAOYBAT
onpefensHe Ha nona Ha bebeTo, u3lcnenBaHe Ha
MoI0OBUTE XPOMO30OMMU, a CbLLO Taka W U3cnefBaHe
Ha BCMYKM 22 XPOMO30MHW ABOIKM (aBTo30MK). Bu-
Haru ce u3cnefBaT CaMo Te€3M XpOMO30MM, KOUTO ca
noMckaHu npu nsbopa Ha onuus 3a U3cnefBaHe.
OcBeH ToBa KakTo npobuTe, Taka 1 cbbpaHuTe faH-
HW 0CTaBaT Ha CbXxpaHeHwue B epMaHus.

Tpusomumn 13, 18 n 21

Te3n Tpu TPM3OMUM ca Hal-4yeCTUTE XPOMO3OMHMU
M3MEHEHWS NPY XXMBOPOLEHM Jela.
« Tpuzomus 13 (cuHgpom Ha MaTay,
yecToTa ok. 1:5000)
* Tpnzomua 18 (cuHapom Ha Epyapac,
yecToTa ok. 1:3000)
* Tpuzomus 21 (cungpom Ha JayH,
yectota ok. 1:700)

Monosu XpoMo30MHU

MoraT ga ce nscnegsat cbuw,o JHK cerMeHTM Ha no-
nosute xpomosomu X u Y (roHozomu). OceH ToBa
MoraT fja ce OTKPMAT nokasaTesu 3a HalMYnMeTo Ha
Pa3fiyHU CUHAPOMU, MPU KOUTO MOJIOBUTE XPOMO-
30MM Ca HaMYyHM B NpoMeHeH bpoii, T.e. nunceaT
WAK ce cpellaT aombaHuTenHo (MoHosoMus X; Tpu-
somma X, XYY, XXY). Tean um3MeHeHus yecTo ca
CBBP3aHM C MO-Masiko PUCKOBM aHOManuun B cpas-
HEHWe C U3MeHeHuATa Ha xpoMosomuTe 1-22 (aBTo-
30Mu). 3a n3cnenBaHe Ha NoJIOBUTE XPOMO30MM U3-
Bepete PreNata® NIPT onuua 3 unu 4.

OnpepensiHe Ha nona

MocpencteoM PreNata® NIPT moxe pma ce onpenenu
Mo >kenaHue v nonsT Ha 6ebeto (onumsa 2, 3 u 4). Yee-
LOMSIBAHETO Ce M3BbpLUBA CbrIacHo pasnopenbute
Ha 3aKoHa 3a reHeTMYHa AmarHocTuka ot Bawiva ne-
KyBalLl, fiekap unu nekapka cnep, 12-ta rectalymoHHa
ceaMuua ot 6peMeHHocTTa (14+0 p.m.).

U3cnepBaHe Ha LeNUs reHoM
Ha BCUYKM XpoMo3oMu (1-22)

Ypes n3cnefBaHeTo Ha LIS FTeHOM Ha BCUYKM XPO-
MO30MMW MoraT fa ce AOKaXaT PeAku HempaBWHK
pasnpefeneHns Ha Lesn aBTO30MHM XpoMo3oMu (rare
autosomal aneuplo-idies - RAAs). Tyk yecTo ce kacae
3a Taka HapeyeHUTe Mo3aliku, KOETO 03Ha4aBa, Ye ca
Hanule HaW-Manko fBa pasfiMyHU BMAA KIeTku C
pa3nnYyHK XpoMO30MHM Habopwu. MoraT fa ca 3acer-
HaTW kneTkn Ha nnopa (deTanHa Mosaiikal wn/vnu
caMo YacTv oT nnaueHTaTa (nnaueHTapHa Mo3aiika).

Korato yactv oT xpomosomuTte nwunceat (geneumn)
WM ca Hanvue MHorokpaTHo (gynnukaumu) u cnego-
BaTenHO BpoAT Ha KoNWsTa Ha 3acerHaTuTe CerMeHTy
e NPOMEHeH, Ce roBopM 3a BapuaLum B bpos Ha Konu-
ata (Copy Number Variations - CNVs). CNVs ce nos-
BsiBaT ¢ yectoTa nog 0,02% npu paxpaHusTa. Te mMo-
raT fa fosefat no MandopmaLumu Ha opraHute u/unm
HapyweHus B paseutneto. C PreNata® NIPT (onuus
4) Te MoraT fa ce gokaar npw pasmep ot 7 Mb.



