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NMHCTPYKLNA

Tect NIPTIFY, ocHOBaHHbIi Ha TexHonorun Focus Plus, npeacrasnsetr coboi
HEMHBA3MBHbIA NPEHaTasNbHbI CKPUHUHI-TECT, OLEHWUBAMOWMIA PUCK XPOMOCOMHbBIX
HapyweHuit y nnopa. TecT BbINONHAETCA Ha o6pasue KpoBW GepemeHHON MKEeHLUMHDI,
KOTOPbIN COAEPKUT BHeKneTouHyo [JHK Kak maTepu, Tak v nnaueHtbl naoga. NIPTIFY
Focus Plus npowen Banupauuio ANA BbIABAEHUA cuHApoMa [ayHa (Tpucomusa 21),
cuHapoma dasapaca (Tpucomusa 18), cuHapoma [Martay (tpucomumsa 13), cuHapoma
TepHepa (MoHocomua X) 1 cuHapoma mukpogeneumun Au Ixopgku (22q11). B kavectse
AononHuUTenbHol LeHHocT Tect NIPTIFY o6HapyK1BaeT XpOMOCOMHbIM NoA NaoAa.

Tect NIPTIFY BanugupoBaH ana oaHONAOAHbIX 6epemeHHocTel ¢ 10+ Heaenb rectaumu.
Tect NIPTIFY Henb3s NpoBOAUTL B CAy4ae MHOrONA0AHOW GepemMeHHOCTH, U3BECTHbIX
3/710KayYeCcTBEHHbIX HOBOOBPa3oBaHUiA Y MaTepu, Onyxonun Bo Bpema 6epemeHHOCTU Uan
npeabiayluei TPaHCNAHTaLMKN OPraHoOB (BKKOYaA KOCTHbIM MO3T).

NIPTIFY BbINOAHAET UCCNef0BaHME BCETO TEHOMA, KOTOPOE MOXKET MAEHTUGULMPOBATD U
COOBWMUTE O CNeaylowWmMX CAydYalHbIX HaxoAKax B reHome. TeCT MONET BbIABUTb
TPUCOMMUIO UM MOHOCOMMIO B aYyTOCOMHbBIX XpOMOcomax, Kpome 13, 18 u 21. Hanpumep,
Tpucomua 16 M Tpucomua 22 ABAAIOTCA KAMHUYECKM 3HAUMMbIMU. TecT MOoKeT
06HapYKUTb CEermeHTapHble aHeynaouauMn B xpomocomax 13, 18 u 21. Tect moxer
06HapyKUTb CMHAPOMbI CBAA3aHHbIE C NOA0BbIMU Xpomocomamu: KnatHdbenstepa (XXY),
[sxkeiikobca (XYY) u Tpucomuio X (XXX). [LoNOAHWUTENBHO TECT MOXXET BbIABUTL Ae/eLmio
KOPOTKOrO ~ y4acTKa XpOMOCOMbI -  MUKpogeneumtoo.  KAWHWYECcKM  3Hauumble
MuKpogeneumu: Bunbamca-Bovipena (7qll), peneuma (1p36), Aurenbmana/Mpagepa-
Bunnu (15q), Bonbda-XupluxopHa (4p), Akobcena (11q), cuHapom Kowaybero Kpuka (5p)
M cuHpgpom JlaHrepa-TupeoHa (8q). CayyaliHble HaxoAKM MOrYT NPeACTaBAATb
3HAYUTENbHBIV PUCK ANA 3[0POBLA MATEPU UAU NNOAA.

Mertopabi

[na tecta NIPTIFY u3 obpasua KpoBu matepu n3snekaerca 6ecknetouran [AHK, kotopas
npeobpasyetca B MOJEKYNAPHYO 6UBAMOTEKY C Ucnonb3osaHuMem nabopaTopHoro
meTtopa Focus Plus u cekBeHMpoBaHMA € Ucnonb3oBaHuem TexHonoruu lllumina. B
meTope Focus Plus npumeHsetca oboraweHve [JHK sMBpUOHaNbHOrO NPOUCXOMXKAEHUA
nepes, 3Tanom CeKBeHWpoBaHWA. B pesynbtate, gona AHK nnoga ysenuumsaetcs B
HECKO/IbKO Pas, MaKCMMasbHO YBE/IMYMBAA YyBCTBUTENbHOCTb TecTa. PesynbTupytowmit
Habop AaHHbIX COAEPIKUT reHeTUYecKyto MHdopmaumio 060 Bcem reHome, T. e. 060 Beex
23-x napax xpomocom nioga. Mpu aHanuse AaHHbIX OMNPeAeNnAeTcA MeCTONONOMKEHNe
Kaxpaou nocneposatensHoctn [HK B reHome. Mcxoaa U3 3Toro, OLEHUBAETCA PUCK ANA
Ka)aoM XpOMOCOMbI U MUKpoaeneums 22q11l. XpoMOCOMHbIV Mo Naosa onpesensercs.

MapameTpbl KauecTsa

YyscTeutenbHocTe Tecta NIPTIFY npesblwaer 99,9% ana Tpucomuit 21, 18 u 13,
MOHOCOMUM X U MUKpoaeneumn 22q11*. CneunduyHocTb TecTa cocTaBaaeT 6onee 99,9%
Ana Tpucomuii 21 1 18 u mukpoaeneumn 22q11. CneumduyHocTb TecTa coctasnnet 99,2%
ONA MOHOocoMUM X 1 Tpucomum 13.

* YysctBuTenbHoctb Tecta NIPTIFY paccunTbiBaeTca Ha OCHOBaHWMM OrPaHUYEHHOTO Yncaa
KOHTPO/IbHbIX 06pa3sLOB BLICOKOTO pWUCKAa. Ha OCHOBaHWUM Hay4yHON ANUTEpaTypbl
npegnonaraemas u4yecTBuTenbHocTb Tecta HUMT cocrasnser 99,7% ana cuHapoma
OayHa, 97,8% pna cuHpgpoma dagappaca, 95,8% ana cuHgpoma Matay, 91,7% ana
cuHapoma TepHepa u 75-100% pna mukpogeneumn [u Oskopaxu (22q11). CornacHo
Hay4YHOW fiMTepaType, MOJIOMKUTENbHAA MPOrHoCTUYecKan LeHHocTb (PPV) HUMT-Tecta
WAN COOTBETCTBME pe3y/abTaTa WMHBA3MBHOINO amHuoueHTesa pesynbrtaty HUMT-tecta ¢
BbICOKMM pUCKOM cocTaBnsaeT 96%, 98% u 53% aona cuHgpomos [ayHa, daBapaca u
MaTay cooTBeTcTBEHHO. PPV cocrtasnser 12-25% ana cuHapoma TepHepa u 53% ana
mukpozeneuun DiGeorge (22q11). Cm. ccbinku Ha Be6-cTpanmue NIPTIFY.com

NIPTIFY komnnekt

B komnnekt NIPTIFY BxoauT cneaytouee:

npobupka ana 3abopa kposu (10 mn)

BNWUTbIBAIOLLMIA KAPMaH 417 NPOBUPKU C KPOBbIO

NOAMSTUNEHOBBIN NaKeT Minigrip ANA NPO6UPOK € KPOBbLIO

nysbipyatas o60n04Ka AnA NPOBUPKU C KPOBbIO

3alUMTHAA HaKNelKa ANA 3aKPbITUA TPAHCNOPTUPOBOYHO KOPOBKM

ynaKkoBo4YHas KopobKa c 06paTHbIM afpecom

MHCTPYKUMA, dopma cornacua naumeHTta, dopma 3akasa Tecta U UHPOPMALMOHHBIN
6ykner.

Cpok rogHoctn Habopa NIPTIFY ykasaH Ha npobupke Ans B3ATUA KPOBM WU Ha
TPaHCMNOPTUPOBOYHOM KOpobKe. Habop € UCTEKLWNM CPOKOM FOAHOCTU HE A0NXKeEH 6biTb
MCNoNb30BaH M A0XKeH bbiTb BO3BpalleH B 1abopaTtopuio. Habop cnesyeTt XpaHUTb Npu
KOMHaTHOI Temnepatype.

111 Npobupka ana cbopa KPOBM M3rOTOBJEHA M3 CTEKNAA M MOXeT pasbutbcsa. Ecau
npobupka pasbunacb, AENCTBYMTE B COOTBETCTBUM C MHCTPYKLUMAMM MO TEXHUKE
6e30MacHOCTY, NPEAOCTaBAEHHbIMU BALUUM YUYPEXAEHUEM.

3AKA3 NIPTIFY

dopma 3aKasa TecTa [0/KHa BbITb 3aN0/NHEHa U NognucaHa Ao B3aTUA obpasua Kposu
ans Tecta NIPTIFY. AnbTepHaTuBOM AiBAseTCA 3anonHeHWe Gpopmbl 3aKasa TecTa Ha Beb6-
caute orderniptify.com, ucnonb3ya yHWKanbHbIA KOZ 3aKasa, NpeaoCcTaBAeHHbIN Ballein
KAUHUKeE.

Crpanuua 1/1

B3ATue 06pasua Kposu

[na Tecta NIPTIFY TpebyeTca BeHO3Has KpoBb HEPeMeHHOM KeHUWmMHbl. KpoBb A0MKHA
6bITb cObpaHa B NPOBUPKY, BXOAALLYIO B KOMMEKT, NpobupKa A0MKHa BbiTb 3anosHeHa
He MeHee 4Yem Ha 80%. KOMNAEKT He BK/IYAET HUKAKWMX APYrMX HeobXoAMMbIX
PacxoAHbIX MaTepuanos, Kpome npobupku, Ana B3aATMA obpasua kposu. Cneayiite
0ObIYHbIM MHCTPYKLUMAM Ballel KAMHWMKKM No cbopy Kposu mam cTaHgapTy CLSI GP41 npwu
B3ATUM KpoBW. Ecam y 6oOnbHOTrO 6epyT BEHO3HYIO KpoOBb ANA pasHbiX TecTos
OHOBPEMEHHO, 3anoHUTe NPOBUPKK B CAeAytolem NOopAAKe: CHavana BO3bMUTE KPOBb
B NPOBUPKM C renapmHom, 3aTem B Npobupkn 6e3 gobasok unu IATA, 3aTem B NpobMpPKM
NIPTIFY wu, HakoHeu, B npobupkM coaepsalve okcanatel ¢Topa. He cneayet
MCNONb30BaTb NPOBMPKM C renapuHOM HenocpeacTBeHHO nepes npobupkoit NIPTIFY.
KpoBb f0/1Ha ObITb MONHOCTBIO MepemellaHa C KoHcepBaHToM B npobupke NIPTIFY.
Mocne B3ATUA KPOBM NPOBUPKY HEOBXOAMMO NOBEPHYTL Bnepea-Hasas Ha 180 rpasycos
He MeHee 4YeM Ha AecATb pa3. CM. TaKKe WHCTPYKUMM Ha BHYTPeHHel CTopoHe
YNaKOBOYHOM KOPODKK. XpaHWTe 3anoNHeHHble NPOBYPKM NPU KOMHATHOI TemnepaType
[0 TPaHCNOPTUPOBKU.

OTnpaska 06pasLia Kposm
O6paseL, Kposu oTnpasaseTca B nabopatoputo NIPTIFY kypbepom.

KpaTkoe noco6ue:

1. YnakyiTe npoBupKy B TPAHCMOPTMPOBOYHYIO KOPOBKY. omectuTe npobupky BO
BNUTBIBAIOWMI KapMaH, 3aKpoMTe NAacTUKOBbLIA NakeT mini grip, BCTaBbTe ee B
ny3blpyaTyto 060104KY M MOMECTUTE NPOBMPKY B TPAHCMOPTUPOBOYHYHO KOPOBKY;

2. 3aKaxuTe Kypbepa, CAeaya UHCTPYKLMAM BHYTPU TPAHCMOPTUPOBOYHOM KOPOBKK;
3. 3aKpoWiTe TPaHCMOPTUPOBOYHYIO KOPOOKY NpMAaraemoit 3aLiMTHOM HaKNEMKOMN.

PesynbTaTthl Tecta

Pe3ynbTathl TecTa nepesaloTca B 31EKTPOHHOM BWAE B KAMHMKY, 3aKasaswylo TecT. B
cnyyae pesynbTaTa C BbICOKMM PUCKOM MAUMEHTY CredyeT MPOKOHCYNbTUPOBATLCA C
BPAYOM MM MEAMLMHCKUM reHeTUKOM. COBMECTHO C NaLMeHTOM BPpay UAWM MeAMLMHCKMIA
reHeTVK NPUHUMAET pelleHne o AanbHeMLMX aHanmnsax.

BO3MOXHbIE PE3Y/IBTATbI:

HU3KUMA PUCK. Puck Hanmuma y nnogda cuHapomos [ayHa, dasapaca, Matay, TepHepa
wnv v [KOpAXKM O4YeHb HW3KWIA. AHOManuii B APYrMX XPOMOCOMAxX TaKkKe He
obHapyeHo. [ockonbky  NIPTIFY  He  aABAseTca  AMArHOCTMYECKMM  TECTOM,
NIOXKHOOTPULATENbHBIE WU NIOKHOMONOKMUTENbHbIE Pe3ynbTaTbl  BO3MONKHbIA. TecT
NIPTIFY He MOXeT BbiABUTb XPOMOCOMHbIM MO3aWLM3M UAM pPEeAKUEe MOHOTeHHble
3abonesaHna. Kpome TOro, HW3KMI NOKasaTeNb XPOMOCOMHOMO PUCKa He WCKAoYaeT
Apyrue aHoManuu passUTUA NA0AA, BblABAAeMble nNpu Y3U (Hanpumep, NOPOKK pPassBuTUA
rO/I0BHOTO MO3ra AW CepAla, MOPOKU PA3BUTUA MO3BOHOYHMKA, HapyLUEHWA Pa3BUTHA U
T.4.).

BbICOKMM PUCK. Puick Hannuma y nnoga cuHapoma fayHa, asapaca, Matay, TepHepa
unn Oun Owopaskn sbicokuit. Mockonbky NIPTIFY He ABnseTcA AMarHOCTUYECKUM TecToM,
pesynbTaT fO/MKeH ObiTb NOATBEPKAEH WHBA3WMBHBLIM aHANM30M  aMHUOTUYECKOM
MKMAKOCTU (aMHMOLEHTE30M).

CnyuaiiHaa HaxoAKa. XpOMOCOMHas aHeynaouauns, Kpome xpomocom 13, 18 nam 21

6bina obHapyxeHa B obpasue. CnydaliHaa HaxoAKa MOXET WUMeTb KAWHWYecKoe
3HaueHue.TB BonblUMHCTBE CNyvaeB OBHapy:KeHWe 3aTparuMsaeT TONbKO NAALEHTY, W
HWMKaAKUX OTKNOHEHWI He OBHapyKMBaeTcA y naoda MOCAe aHanW3a amMHUOTUYeCcKoM
MUAKOCTU. OfHaKO M3MeHeHWA B nnaueHTapHol [AHK moryT Bbi3BaTb OCNOMHEHWA
H6epeMeHHOCTH, B TOM YWCNe BbIKMABIW. B caydae oBHapysKeHWA CAy4alHbIX HaxoZoK
pPEeKOMEHAYETCA HanpasWTb GONBHOTO K Bpayy-reHeTuKy. PelleHne o HeobxoanMmocTu
[anbHerWnx aHaau3oB MNPUHUMAET Bpay WAM MeAWUMHCKMIA TeHEeTUK COBMECTHO ¢
nauueHTom. B peakmx caydaax TecT NIPTIFY Takke MONKeT BbIABUTb XPOMOCOMHble
aHOManuu matepu.

®detanbHaa ¢pakumua. ®Ppakuma AHK nnoaa namepsetca ¢ nomolbto Tecta NIPTIFY Focus
Plus Bo Bpema aHanusa npob. Ppakuma Naoda ABNAETCA Ka4eCTBEHHbIM NapameTpom B
nabopatopuv 1 He npeacTaBneHa B otdyete. B aHanmse NIPTIFY Focus Plus nposoasaT
oborauwerune ppakumm JHK nnoga. Mostomy pesynbtaT He oTpaxaeT goam AHK naoaa 8
nnasme kposw. Ecan JHK nnoga B Tectpyemom obpasue meHee 4% nocne oboralieHus,
YKa3blBAeTCA pe3ynbTaT C HU3KOW deTanbHoW dpakumei. MaumeHT MoXeT caaTb HOBbIV
obpasel, KposW U NOBTOPWTL TecT. OAMH NOBTOPHbIN aHanM3 nposoanTcA BecnnaTHo Ana
nauueHTa.

HenHdopmaTnBHbIi pesynbrar. [0 aHaNM3y KPoBW GbINO HEBO3MOMHO OLEHUTb PUCK
XPOMOCOMHOrO 3a601eBaHNA LOCTOBEPHO. MaLMEHT MOKET CAaTb HOBbIM 06paseL, Kposw
1 NOBTOPUTL TecT. OAMH NOBTOPHbIN aHaNM3 NPOBOAWTCA ANA NaumeHTa becnaatHo.




