HewnHBa3uBHbIN NpeHaTanbHbIi ckpuHuHr-Tect (HUMT)

MH®POPMUPOBAHHOE COTNTACHUE

Tect NIPTIFY Focus Plus oueHMBaeT pUCK XPOMOCOMHbIX 3abonesanuii nnoaa c¢ 10+ Henenb
6epemeHHocTU. [inA nccneposaHua y bepemeHHon 6epyT 40 ABYX NpobUpPOK BeHO3HOW Kposwu. TecT
OLIEHMBAET PUCK TPMCOMMU Xpomocom 13 (cuHapom Matay), 18 (CuHapom 3aBapaca), 21 (cuHapom
[ayHa), oTcyTcTBME OAHOWM X-XPOMOCOMbBI Yy M/0AA KEHCKOro nona (CcMHApoM TepHepa wau
moHocomma X) u mukpoZeneuma 22qll (cvHgpom [Oun [xopgwu) y nnoga. Mpu xenaHuw,
onpeaenseTca XpOMOCOMHbIN NOA NA0AA.

YysctauTensHoctb Tecta NIPTIFY npesbiwaeT 99,9% ana Tpucomuit 21, 18 u 13, moHocomun X u
MUKpogeneumnn 22q11*. CneupduuHocTs TecTa coctasnset 6onee 99,9% ana Tpucomuii 21 n 18 un
mukpogeneums 22q11. CneunduyHocTs TecTa coctasafeT 99,2% a1a MOHOCOMUM X 1 Tpucomum 13.

NIPTIFY BbINONHAET UCCeA0BaHWe BCEMO FTEHOMa, KOTOPOe MOXKeT UAEHTUGULMPOBATL U COOBLWNTL
0 CIeAylolWmnX Cay4aiiHbIX HaXoAKax B reHoMe. TeCT MOXET BbIABUTL TPMCOMMUIO MU MOHOCOMMIO B
AYTOCOMHbIX XpOMOcomax, kpome 13, 18 n 21. Hanpumep, Tpucomma 16 v Tpucomma 22 ABNAIOTCA
KAVHUYECKM 3HAYMMBIMU. TECT MOXKET OBHaPYKWUTb CErMEHTapHbIE aHeynaouANK B XpoMocomax 13,
18 un 21. Tect moxeT 0OHapyxuTb CUHAPOMbI CBA3aHHbIE C MOAOBBIMM XPOMOCOMaMM:
KnaitHpenstepa (XXY), Dxernkobea (XYY) v pucomuto X (XXX). JONONHUTENIBHO TECT MOXKET BbISBUTb
Aeneumio  KOPOTKOrO  y4acTKa  XPOMOCOMbI -  MUKPOAENeUMIo.  KAWHMYEecKM — 3Hauumble
Mukpogeneumm: Bunbamca-borpena (7q11), geneups (1p36), AHrenbmana/Mpaaepa-Bunam (15q),
Bonbda-XuplxopHa (4p), AkobeeHa (11q), cuHapom Kowauvero Kpwka (5p) v cuHapom JlaHrepa-
TmaeoHa (8q). CyyaiiHble HaXOAKM MOTYT NPEACTABAATL 3HAUUTENbHBIN PUCK A8 340POBLA MaTepw
unv nnofa. bonee aetanbHyto MHGOPMALIMIO MOXKHO HalTK Ha calite NIPTIFY.com

PE3Y/IbTATHI

PesynbTatbl NIPTIFY oTnpaensatoTca Bpady He no3aHee, yem yepes 10 paboumx aHen nocne
npubbiTua obpasua kposu B Competence Centre on Health Technologies (NIPTIFY) nabopatopuio.
Pe3ynbTaT Tecta U HEOBXOAMMOCTb MOCNEAYIOWMX aHANN30B AO/MKHbI BbiTb 0BbACHEHbI NaLUEHTY
BPAYOM, aKyLIEPKOW MU MEANLMHCKUM reHETUKOM. TECT MOXKET AaTb YeTblpe PasHbIX pesy/bTaTa:

Hu3kuit puck. PesynbTaT mokasbiBaeT, yTto Tpucomusa 13, 18, 21, moHocomusa X, MUKpoaeneuums
22911 unwn cnydaiiHble HaxoakM B obpasue He bbian 0BHapysKeHbl. BepOATHOCTL TOrO, YTO Y NAoAa
6y,£|,eT XPOMOCOMHasa aHOManmnA O04YeHb HU3KanA. EEpeMeHHOCTb cynTaeTca «Hopmaan0171» n
HabntofaeTca Ha 06X OCHOBAHMAX.

BbICOKMIA pUCK. Pe3y/ibTaT NMOKasbiBaeT, YTO Yy M10AA BbICOKA BEPOATHOCTb TpMcommu 13, 18 uam 21,
MOHOCOMMM X, MUKposeneuna 22q11. MaupeHTbl ¢ pesynbTaTOM BbICOKOrO PUCKA A0MKHbI BbiTh
NPOKOHCYNIbTUPOBAHbI BPaYOM WM FEHETUKOM, KOTOpbIM OyAeT NMpuHMMaTb peLleHuA BmecTe C
NaLMEeHTOM O HeobBXOAMMbIX [OMONHWUTENbHbIX TecTax. PelleHWA O nocnesytolem TeveHuu
bepeMeHHOCT He ciedyeT MNpPUHMMATb  WCKAYMTENbHO no  pe3ynbTatam  NIPTIFY TecTa.
MHBa3MBHbIN AMArHOCTUHECKUI TECT (aMHUOLEHTE3) AO/IKEH NOATBEPAUTb HasU4Me  BbICOKOrO
pUCKa XPOMOCOMHOTO 3ab01eBaHMA.

CayyaitHble HaXoAKW. BblNo YCTaHOBAEHO, YTO NNOA HAXOAMTCA B rPYMMe BbICOKOrO PUCKa Mo APYrUm
XPOMOCOMHbIM 3ab0s1eBaHNAM. B 3TOomM ciydae mauueHTa [O/KeH MPOKOHCY/IbTUPOBaTh Bpay MK
MEANLMHCKNIA FeHETUK, KOTOPbI COBMECTHO C nauueHTom OyaeT npuHUMaTb pelleHua o
[ONONHUTENbHBIX TecTax. PeleHWa O nocnesyolem TedyeHUM 6epemeHHOCTU He cneayet
OCHOBbIBaTb TONMbKO Ha pe3ynbtatax NIPTIFY, nocKonbKy PpUCK [Oo/mKkeH OblTb NOATBEPHKAEH
YNIbTPa3BYKOBbLIM UCCAIEA0BAHNEM U/IN MHBA3UBHBIM ANArHOCTUHECKUM TECTOM (aMHUOLEHTES).

HeBo3moxHo onpesennTs. Mo 06pasLly KPOBK He BCeraa MOXHO (MeHee 1%) [OCTOBEPHO OLEHWUTb
PUCK XPOMOCOMHbIX 3a60/1eBaHWI. Y NaLumneHTa ecTb BO3MOXHOCTb CAaTb HOBbIM obpaseL, Kposw ANA
nostopHoro Tecta NIPTIFY. OaHO nOBTOpHOE TecTMpoBaHWe 6ecnaaTtHO ANa  NauueHTa.
[lonoNHUTENbHYIO MHOOPMALWMIO MOXKHO HaiTu Ha caliTe NIPTIFY.com

METOAbI

Bo Bpemsa Tecta NIPTIFY aHanusupyetca 6ecknetouras [HK, BblaeneHHas w3 obpasua Kposu
bepemeHHOM  KeHWwMHbl  meTogom  Focus  Plus  (cekseHuposaHue — gpaemeHmuposaHHol
KomnaxkmHoell [JHK 0na oboeawjeHHO20 Mamepuasa) CEKBEHUPOBAHWE MPOUCXOAUT C NOMOLLbIO
TexHonorun lllumina. OUEHKM PUCKA XPOMOCOMHbIX BONE3HEN NAoJa PacCuMTLIBAIOTCA Ha
OCHOBAHMUW NMONHOTEHOMHbIX AHHbIX.

PUCKN U OTPAHUYEHWA, BLITEKAIOLLUE U3 METOA0/10TUN

NIPTIFY He 3ameHsaeT Y3M UAU CKPUHWHT CbIBOPOTKWM W He ABNAETCA AMArHOCTUYECKMM TEeCTOM.
CnepoBaTeslbHO,  COXPAHAETCA  BO3MOXHOCTb  MOJIYYEHUA  JIOKHOOTPULLATE/IbHBIX WK
JIOXKHOMO/IOKUTE/IbHBIX  Pe3y/bTaToB. TecT MOXeT [JaTb JIOKHble pe3ynbTaTbl MO PasinyHbIM
KAMHUYECKMM NPUYMHAM, TaKMe KaK MAaLEHTapHbIA MK MaTePUHCKUIA MO3aNLM3M, XPOMOCOMHbIE
aHOMANIUK, ecIM Y MaTepu MMEETCA OMyXO/b WM MO TEXHUYECKUM MPUYMHAM, He 3aBMCALLMM OT
nauueHTa. PesynbTaT TeCTa C HU3KUM PUCKOM XPOMOCOMHbBIX 3aboneBaHWit He uckatodaeT
BbIABNEHWA APYrMX aHOMAanWi pasBUTUA Naoda Npu ynbTpassykoBom uccnegosaruu. NIPTIFY He
npeaocTaBnfeT MHGOPMALMIO O HAPYLEHWAX Pa3BWUTUA M0AQ, TAKMX KaK HapylleHUa pasBuTUA
MO3ra AW cepAla, HapyleHWA pasBMTUA MO3BOHOYHMKA, HapyweHua pocta u T. 4. NIPTIFY He
Ba/IMANPOBAH A/1A BbIABEHUA MO3aULM3Ma, COaNaHCMPOBaHHbIX TPAHCIOKALWI U MOHOMEHHbIX
peankux 3abonesanuu. Tect NIPTIFY Henb3a NpoBOAWTL NPU MHOrONAOAHOW GepemeHHOCTU Uan B
TOM C/ly4ae ecnut y MauueHTKU Oblo AMarHOCTMPOBAHO 3/10KayecTBEHHOe HOBOObpas3oBaHMe BO
BpeMs Tekyweih 6GepemeHHOCTU. [lOMOAHUTENbHYIO WHOOPMALMA MOXKHO HAUTM Ha caiTe
NIPTIFY.com

* YysCTBUTENBHOCTL ONpeseneHna mukpoaeneun [n [xopmku (22q11) noaTBepiaeHa Ha OCHOBaHMW OFpaHMYEHHOro Yucia
KOHTPO/IbHbIX 06pa3Los. Ha OCHOBaHMM Hay4HOW NWTEpPaTypbl OXMAGEMaA YyBCTBUTENbHOCTL TecTa HUMT ana onpeaenenua 22q11
cocTasnaeT 75-100%.

Al noATBEPXKAAIO, YTO 03HAKOMMACA C MHPOPMaLIMel B POpMe COracKa U COrnaceH
caaTb o6pasel Kposu ana Tecta NIPTIFY.

MonHoe uma nauneHTa
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®OPMA 3AKA3A TECTA

OpHonnoaHan A
BepemeHHOCTL? o
Patient ID (Homep npobupkw)
DA oA
Coobuiaem nu non nnoga? MoBTOpPHbIV TECT?
HET HET
ECTb M y NAUMEHTKM 310KaYeCTBEHHAA ONyXoNb? OA HET
ma Bpava
Homep Tenedora Bpaya
e-mail Bpava
e-mail ana nonyveHns pesynbrata
Vima n Pamunna naumeHTa
Jlata poxaeHUA naupeHTa Cpok 6epemeHHOCTH (Heaenb)
PocT naupeHTKu (cm) Bec naumeHTkM (Kr)

[ata 3a6opa maTepuana ans aHanmsa (JeHs/Mecau/Toa)

MpumeyaHua

1 noaTBEpKAato, YTo 3aKasbisato TecT NIPTIFY Focus Plus no npocbbe naumeHTa. TecT
oueHMBaeT puUCK Tpucomum nnoga no 13, 18 wu 21 xpomocomam, cuHAPOMA
Mukpogeneunn Au  Dopaxu (22g11), moHocommu X (45X) u onpegensiet

D XPOMOCOMHbI NO/N Nnoaa. fl NOATBEPKAAIO, YTO NAUWEHT NPOMHGOPMMPOBAH O
BO3MOMHbBIX pe3y/nbTaTax, pUCKax W orpaHuyeHuax Tecta NIPTIFY Focus Plus. A
NOATBEPXK/AIO, YTO NPEACTaBNEHHbIE 3[eCb AaHHbIE BEPHbI.

D Ecnu BbIABNEH pe3ynbTaT BbLICOKOTO PWCKa, A MOATBEPXAalo Mpockby nauueHTa

co0BWNTL 0 CAy4alHbIX HAXOAKAX, KaK yka3aHo B MHGOPMMPOBAHHOM COrnachu.

Mopanuck Bpava
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