NMNamAaTka
UHopmauyna o HAMT PreNata®
ANA NaLNeHTOK

:PreNata’

HUWMT (HenHBa3mBHbIN NpeHaTanbHbIN TecT) PreNata® no3sonsAer nepen pogamu NnpoBepuTb, MUMEET SN Balu

pebeHOoK reHeTnYeckne N3MeHeHUs, KOTopbie MOryT MOBAUATb Ha ero pa3BuTue, 6e3 pucka Ana Bac 1 Balle-
ro pebeHka. jnAa sToro Heo6xoaMM nuwb obpasel; Kposu matepu. HUMT PreNata® — 3To gnarHocTnyeckui
TecT, Kotopbii uccnegyet [HK nnoga B MaTepuHCKOW KPOBU Ha Hanuume XPOMOCOMHbIX aHOManum.

Kak pa6oTtaet HUMT PreNata’?

O6HapyeHune goctaToyHoro konunuvectsa [HK nnopa B KpoBu MaTepy BO3MOXKHO ¢ 10-11 Hegenn 6epe-
MeHHocCTU. 3Ty 6ecknetounyto [HK (6kAHK) nnaueHTapHOro NponcxoxaeHna MOXHO NoABEPrHyTb aHanu-
3y C MOMOLLbIO BbICOKONPOU3BOAUTENBHOTO cekBeHnpoBaHua (NGS). Metog VeriSeq NIPT-V2 komnaHum

Illumina no3BonAeT NPoBECTM NOMHOreHOMHOE nccnefoBaHne BHeknetouHon [IHK nnopa. PasHuua B AnvHe
dparmeHToB [IHK MaTepu 1 nnoga No3BonseT oTAnYaTh Ux Apyr oT gpyra. locneposatensHoctn HK nnopa
MoABEPralTCA KOMMUYECTBEHHOMY aHanM3y, YTo NO3BOJNIAET OOHAPYKUTb JINLIHUE WK OTCYTCTBYHOLME XPO-

MOCOMbI VSN [jaXke YacTUYHble n3MeHeHuA (= 7 M6). Mpwy 3Tom crneymanbHas NporpamMmma BblUUCIAET BEPOAT-

HOCTb HannunA CFIELI,I/Id)VNECKVIX XPOMOCOMHDbIX N3MEHEHWI.

Kakue XxpoMoCOMHble N3MeHeHMA
nccnepytorca?

HWMT PreNata® no3sonset Bbl6rpaTh MeXzy pasnnyHbi-
MV BapyaHTamu € PasnnyHon riyobrHOM NccnegoBaHus.
Bbl MOXeTe BbIOpaTh N106YI0 113 NpefiaraeMblX YCIyr.

BapuaHT 1. Tpucomun 13, 18 n 21

3TV TPU TPUCOMMU, YACTOTA KOTOPbIX YBENNYMBAETCA
C BO3PACTOM MaTepy, NPeACTaBnsAlT cobon Hambo-
nee pacnpocTpaHeHHble TPUCOMMU Y KNBOPOAALLMX.

- Tpncomua 21

(cuHppom [dayHa, yactoTta npu6. 1:700)
- Tpncommna 18

(cuHppom 3pBapaca, YactoTa npubs. 1:3000)
- Tpucomumsa 13

(cuHppom lMaTay, yactoTta Nnpuodn. 1:5000)

BapwmaHT 2. Tpucomun 13, 18 n 21
c onpepgeneHnem nona

JononHuTenbHO Mo 3anpocy TakXKe MOXET ObiTb
onpeaeneH non pebeHka. MHpopmmpoBaHue B co-

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

OTBETCTBUM C NpeanncaHnaMM 3akoHa O reHeTnye-
CKOW AMarHOCTMKe BbIMOMHAETCA NO 3anpocy sieya-
WMM Bpayom nocse 12-i Hepenu 6epeMeHHOCTM
(1440 n. m.).

BapwmaHT 3. Tpucomun 13, 18 n 21
1 nccnefoBaHMe NooBbIX XPOMOCOM, BK/louas
onpepgeneHue nona

B pononHeHne K nuccnegyembim TpCOMUAM 1 onpe-
[eneHunio nosia MoryT OblTb MCCNeAOoBaHbl YYacTKu
OHK nonosbix XpoMocoM (rOHOCOMbI) Ha Hanuuyuve
aHeynnovann. Takum o6pa3oM MOXKHO YBUAETb
NPU3HaKM PasanNyHbIX CUHLPOMOB.

— CuHapom Ynbpuxa-TepHepa
(45, XO; MOHOCOMMA X-XPOMOCOMbI),
yacTtoTa npu6bn. 1:3000 y geBoYeK

— CuHApOM TpPOIHOI X-XpOMOCOMbI
(47, XXX; Tprcomms X-XpoMOCOMbl),
yacTtoTa npu6bn. 1:1000 y geBoYeK

- CnHppom [xenkobea (47, XYY),
yacToTa npm6a. 1:1000 y ManbymKoB

- CnHppom KnanHenbrepa (47, XXY),
yacTtoTa npuodn. 1:1000 y ManbunKoB

info@prenata.de
www.prenata.de
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Uudopmauuma o HAMNT PreNata’ gna nayneHToK

BapwuaHT 4. Tpuucomun 13, 18 n 21 n nccnegoBaHue
NoJIOBbIX XPOMOCOM, BKJIl0HYasA onpefeneHne nona
1 obcnepgoBaHve Ha pefiKue ayTOCOMHbIE aHey-
nJAOUANN N U3SMEHEHUA Yncia Konum

WccnepoBaHme Bcex XpOMOCOM MO BCEMY FeHOMy
Mo3BoNsieT OOHAPYXNTb KaK peaKkue ayTOCOMHble
aHeynnovgumn (rare autosomal aneuploidies —
PAA), Tak 1 Bapmaunm uncna konuii (Copy Number
Variations — CNV). RAA — 3To o4eHb pefkune aHo-
Manuu AefleHnA MOJIHbIX ayTOCOMHbIX XPOMOCOM.
3avacTylo peub uaeT O TaK Ha3blBaeMbIX «MO3au-
Kax», YTO O3HAuYaeT HaJnuyne Kak MUHUMYM [OBYX
pasHbIX TUMOB KNETOK C pa3HbiMK Habopamu Xpo-
MOCOM. [1py 3TOM MOTYT NopaKaTbCA KNeTKN pebeH-
Ka (deTanbHas mo3anka) U/vnv TONbKO YacTu nna-
LeHTbl (nNnaueHTapHaa Mo3auka). [naueHTapHan
MO3arKa MOXeT He 3afleTb 3[10poBbe pebeHKa, HO
OHa CnocobHa BbI3BaTb MilaLEeHTAPHYI0 HeJOCTaToOu-
HOCTb, KOTOpasA 3aTPyAHMUT MoslyyeHne pebeHKoMm
nuTaTenbHbIX BelecTB. Ecnm yactn xpomocom oT-
CYTCTBYIOT (Oeneuun) unm NnpucyTcTBytoT 6onee of-
HOro pasa (gynnukauuun) u B pesynbrate u3MeHsAeT-
CA UNCNO KOMWUA COOTBETCTBYIOLIMX YUaCTKOB,
roBopAT o CNV. CNV BcTpeyvatoTca npu poxxaeHnn ¢
yactoTtorn meHee 0,02 %. OHY MOTYT NPUBECTU K NO-
poKaM pa3BUTUA OPraHoB U/WAN HapyLleHUAM 06-
wero pa3BuTursA. X MOXXHO 06HaPYXNTb C MOMOLLbIO
HWMT PreNata® npwu pa3mepe ot 7 M6.

MOCKOSbKY 3TV AOMOSIHUTENBHO UCC/IeAyeMble XPO-
MOCOMHbIE U3MEHEHUA BCTPEYAOTCA KpaliHe pefKo,
KOJIMYECTBO JIOKHOMOJIOKMNTENIbHBIX  Pe3y/bTaToB
TeCTa MOXET B pe3ysibTaTe yBeSIMUUTbCA U MPUBECTH
K U3MLLHEMY nocieaytolemMy MHBa3BHOMY TeCTu-
poBaHuio. Mo 3Tol NprYMHe coBpemeHHble npodec-
COHabHbIE COOBLECTBA HE PEKOMEHAYIOT MpoBe-
AeHMe AaHHOro 06CnefoBaHms.

*-PreNata’

Hackonbko HapgexeH HUMT PreNata®?

TecT BbIABNAET Havbonee pacnpoCcTpaHeHHbIe ayTo-
COMHbIe XPOMOCOMHble M3MeHeHMA (Tpucomumn 13,
18 1 21) c BeposTHOCTbIO 6osiee 99 % 1 C TaKoW e Be-
POATHOCTbIO MOXeT ux ucknountb. HAMT PreNata®
TaKXXe HafleXXHO BbIABNAET U3MEHEHNA MOJSIOBbIX XPO-
MocoMm 1 RAA-aHOManuin ¢ BepoATHOCTbIO 96 %, a
CNV-aHomanuin — ¢ 4yBCTBUTENbHOCTbIO 74 %.

Korga 6yayT rotoBbl pe3ynbratbi?

Pe3ynbTathl [OMKHbI GbiTb OTMPABEHbI Nevyallemy
Bpauy B TeYEeHUe NPUMEPHO 9 pabounx gHeN.

Yto 03HaualoT pesynbraTbl?

OTcyTCTBME BbIpa)KeHHbIX 3MEHEHU O03HauaeT, YTo
XPOMOCOMHbIE V3MEHEHUS MOYTK UCKIIoYeHbl. Mpn
HaNMYMK BblPaXXeHHbIX N3MEHEHWI CYLLEeCTBYET Bbl-
CoKas BEPOATHOCTb XPOMOCOMHbIX aHOManui. lMo-
CKOJIbKY 3TOT TECT ABMAETCA CKPUHWHIOBbIM, @ He
ANArHoCTUYECKNM, OTKIIOHEHME OT HOPMbI AOTKHO
6bITb MOATBEPXKAEHO AaNbHENWINMUN NHBA3UBHbLIMI
AVarHOCTMYecKUMy npouefypamu. Baw Bpau pac-
CKaXKeT BaM O BO3MOXKHbIX BapuaHTax, KoTopble
00bIYHO BK/OYAOT B c€6A aHaNM3 aMHMOTUYECKON
KNAKOCTY (aMHUOLEHTE3) AN UCCNeoBaHNEe TKaHu
nnaueHTbl (61oNcKsA BOPCHH XOPVOHA).

lpaHuubI TecTa

BblABMIEeHHbIE U3MeHeHMA NPeACcTaBasloT coboln
NMLWb YaCTb BO3MOXHbIX NPeHaTaNnbHbIX XPOMOCOM-
HbIX M3MeHeHUN. TeCcT He MNO3BOMAET pacno3HaTb
Apyrvie aHoManuu 1 NOPOKM Pas3BUTUA 1 caenathb 3a-
K/IOUYEHME O COCTOAHUN 300POoBbsi pebeHKa. OH He
3aMeHsieT cObO perynsapHble 0CMOTPbI Y BbICOKO-
yyBcTBUTENbHOE Y3. Kpome TOro, oH He no3sonaet
C BbICOKOW BEPOSATHOCTbIO OOHapPYKMUTb MO3aVKU.
Mpn HannumMm Tak Ha3blBaeMOro «ucyesaroLero
6nM3HeLa» BO3MOXEH JTOKHOMOSOXKUTENbHBIA pe-
3ynbTat. [pu onpegeneHnn nona TakXe BO3MOXHbI
pacxoxxgeHua. [eneunn vwnu gynnvkauum pasme-
pom MeHee 7 M6, Kak npaBusio, He noaaatTca obHa-
py>eHuto.
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UHudopmauuma o HANT PreNata® ana naymeHToK

C6o1 npu TeCTUPOBaAHNN

B kpaiHe pepkux cnyvaax HUMT PreNata® moxeT He
[aTb HafieXHOro pe3synbraTta. O6bIYHO 3TO NPOUCXOANT
n3-3a CNLLIKOM HU3KoW gonu ¢etanbHom HK B maTe-
puHCKo KpoBw (beTanbHasa dpakuusa, FF). Mostomy

KOHcyaname no BONpOCam reHeTukKun

*-PreNata’

BbISIBIEHHbIE M3MEHEHUA HeNb3A HU UCKNIUYNTb, HU
NnoATBepAMTb. B 3TOM Cllyyae MOXHO 6ecnnaTHo no-
BTOPWTb TECT C HOBbIM 06Pa3LOM KPOBMW.

CornacHo 3akoHy O reHeTUYeCKON AMArHOCTVKe, nepes NpoBefeHNeM reHeTMyeckoro obcnenoBaHus u
nocsie NosiyueHns pe3ynbTaToB 06s13aTeNIbHO AOMKHA ObITb NMPeAoCTaBieHa KOHCY/bTaL KA Mo BONpocam

reHeTuku. Takas KOHCynbTaluA BKNOYaET B cebs YTOUYHEHNE N ob6bACHEeHNe YKa3aHHbIX HNKe aCMeKTOB.

- Yto Takoe «mHAMBMAYabHaA AuarHocTnyeckas
3afaya»?

- metoTca nu yxKe Kakre-nnbo pesynbTaTbl UK
OTUETbI 1 KaK UX CiefyeT oLeHnBaTh?

— EcTb 1 OTKNOHEHVA B NIYHOM
N ceMeHOM aHaMHe3e (ncTopum 6onesHun)?

- Heobxoaymo nn NpoBognTb reHeTnYeckoe
obcnenoBaHMe Ha OCHOBAHUWN AWArHOCTUYECKON
3aJa4u U aHamHesa?

— Kak He06X0/1MMO OLIEHNBATb reHeTUYeCKne PUCKH,
1 KaKoe 3HaUeHVe OHU MOTYT METb 151 MIaHNPO-
BaHVISA XKN3HU 11 CEMbM, @ TaKXKe /1 3[0pOBbA?

- Kakue BO3MOXHOCTU, OrPaHNYEHA U PUCKA
CBA3aHbl C 00CNefoBaHNEM, KOTOPOE NPOBOANUTCS
A BblACHEHUA 06CTOATENbCTB?

- Kakre BapmaHTbl oagepKKn BO3MOXKHbI B CJTyyae
dU3MUECKOro 1 NCUXMYECKOTO CTPecca, KOTOPbIi
MOXeT 6bITb CBA3aH C 06CnefoBaHNEM 11 €ro
pe3synbraTtom?

- Heobxopnma nv noapo6Has reHeTUYeCcKast KOH-
CynbTaums OT CNeumanncTa no reHeTrike yesioBeka?
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Cornacme B COOTBETCTBMU C 3aKOHOM O FreHeTUUYECKOIN ANarHocCTuke

HWMT PreNata’ He moxeT 6biTb BbiNoNHeH 6e3 Ballero cornacus. [loatomy, nocne Toro Kak Ball Bpay npouHop-
MUpPYeT Bac, NOANULLIMTE NPUBELEHHDIV HUXKe pa3fen B OnaHKe 3anpoca Ha nabopaTopHoe UCCNIefoBaHMe.

Cornacue B COOTBETCTBUM C 3aKOHOM O FreHETUYECKOIN AnarHoCTuKe

HaCTOFILL[VIM 3aABfIeHNEM A cornallatloCb Ha NpoBeAeHne 3anPoLLEeHHbIX reHeTUYECKUX aHann30B 1 B3ATNe HeO6XO[ZlI/IMbIX ANnA 3Toro |'Ip06; A 6bina npode)opMleosaHa n
nmena oCTaTOYHO BPpeMEeHM Ha pa3MbiLlieHnA B COOTBETCTBUN C 3aKOHOM O reHeTuYecKomn AnarHocTunke. A Aalo CBOe cornacune Ha nepefayvy 3akasa Ha 06CJ19FIOBBHV|9
B CreunannsvpoBaHHyto na60pa‘ropvno. A 6bina BCeCTOPOHHE ﬂpOMHq)OpMI/IpOBaHa o uenn O6CI'IEFLOBBHI/I$I, 0O npoBepAeMbIX 3a6051€BaHUAX 1 UX TEHETUYECKNX npuyun-
HaX, a TaKXe O BO3MOXKHOCTAX N OrPpaHNYE€HNAX KacaTe/lbHO BbIBOLOB, KOTOPbIe MOTYT 6bITb cAenaHbl B Xoe NpoBOANMbIX aHa/IN30B. Mre 06'bﬂCHVII'IVI, yto HUMT PreNata’
He ABNAeTCA ANArHOCTUYeCKUM TeCTOM U YTO OTCYTCTBME BbIPaXeHHbIX V3MEHEHUI He MOXET MNOSIHOCTbIO UCKMIOUYNTL Hannyne XpOMOCOMHOVI aHoManuu nnopa. A Aaklo
cornacme Ha oTnpasKy pe3y/ibTaToB 3anpaluvBatoLLemy Bpavy. A Aalo cornacue Ha:

XpaHeHune 1 Ncnosib3oBaHNe NoJsyYeHHbIX pe3ynbTaToB O Het Pa3zbAcHeHWe KacaTenbHO JOMONHUT! pesy aToOB Nccneac . B pepkunx
B AaHOHVMMM3MPOBaHHOM BUAeE B LenAax obecneueHns cny4vaax moryt 6bITb nony4yeHbl MeANLINHCKME AaHHble, KOTOPble He CBA3aHbl C ¢EKTI/I-
KayecTBa 1 B Hay4HbIX Lienax; YECKMM 3aKa3oM, HO MEIT KIIMHNYECKYI0 3HAaYMMOCTb B COOTBETCTBUN C TEKYLLUM

YPOBHeM 3HaHWi. B KpaiiHe peKnx Cnyyanx K HUM Takxe OTHOCATCA Onyxonesble 3a-
6oneBaHusA matepu. fl xotena 6bl NoNyuNTbL MHOPMAaLMIO 06 STUX pesynbTaTax (eciun
BbI6OP He cAenaH, NpeanonaraeTcs OTBET «HeT»).

XpaHeHWe 1 NCMoJb30BaHNe MaTepunanos nccnefosanna [ et
L5 BO3MOXHbIX MOCEAYIOWMX UCCTIEA0BAHUI 1 B
aHOHMMU3MPOBAHHOM BUAE 1A 06eCeyeHs KauecTsa, a

Takxe B HayUHbIX Liensx. O pa O Her

370 3aABSIEHNE O COTNachm B COOTBETCTBUM C 3aKOHOM O reHeTUYeCKon AnarHocTuke
MOXeT ObITb 0TO3BAHO MOSIHOCTLIO MW YACTUYHO B Ntoboe BpemA.

ﬂop,nmmme opurnHan «3aABneHuA O cornacum K 3anpocy Ha I'IpeHaTaHbeIV’I
reHeTN4YeCKNin TecT B COOTBETCTBMU C 3aKOHOM O FreHeTUYeCKomn ANArHoOCTuKe».

Damunua, uma NponHGOPMNPOBaBLLEro Bpaya MecTo n pata Moanuch NnponHpopmMMpoBaBsLIero Mopnuck nauvexTa/
Bpava* 3aKOHHOTO Npe/CTaBUTeNA

[lpyrvie npumeYaHis 0 KOHCYbTaLMAX U Pa3bACHUTENbHON paboTe (3anoNHAKTCA Bpauom)

Hac. nyHkTt/pata Damunua n MMA NayMeHTKN (NeyaTHbIMY ByKBaMM)

Moanucb NaumneHTKy nnn YNO/THOMOY€EHHOrOo npeacTaBuUTens
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