lNMpocroii, HemHBa3MBHbIN aHaNN3 KPOBM C MNONyHEHNEM pe3y/ibTaToB
BCEero 3a HECKOJIbKO fHeH

HeunsaaueHblil npeHatanbhblii JHK cKpuHvHr NpoCT B BLINONHEHWK, @ ANA NPOBEAEHUA aHanu3a TpedytoTca Bcero
2 npo6upku ¢ KpoBbio. PeaynbTatsl BynyT roToBbi 1 MOryT ObiTh MONY4EHs! KNuHuKol yepe3 7-10 gueid nocne
B3ATUA 00pa3ua anA aHanu3a.

Oryer 0 MNoJIyYEeHHbIX pe3y/ibTartax npocT U MOHATEH MNMPH MPOYTEHUN

ba3oBblil 0TYET COREPHUT MHGOPMALMO N0 XPOMOCOMAM
21,18 u13.

OT4eT CopepHMT 0MH 13 IBYX BO3MOMHLIX PE3yNbTATOR aHanu3a
xpomocom 21, 18 n 13:

* AHeynnouana He 00HapymeHa
*(06HapyHeHa aHeynnongua

Hpome uHthopmavun 0 XxpoMOCOMHbIX aHOMaNUAX, 0TYET
COABPHUT MH(OPMALWH 0 BEPOATHOCT HANNYMA Y NnoAa b
YaCTbIX HACNEACTBEHHbIX 8YTOCOMHO-PELECCUBHBIX CUHAPOMOB. =T

Hpm OnHOHHUﬂHOﬁ 6epeM9HHOCTM npu H906X011V|MOCTIII B OTYET BKNHYAKTCA [laHHbIE 0 KONNYecTee
M0MOBbIX XpOMOCOM. Ecnu aHeynnonann no nonoebiM XpoMocomam He 06Hapymeno, B OTYET ﬁyneT
BKMH0YeHa UHthopmauua o none pebenka (XX unu XY cratyc).

(Bonpoc o packpbiTuv nona pebenka fonieH bbiTh 3apaHee 00rosopeH MEMAY KIMHUKOI W NaUMeHTKo)

OrpaHn4yeHuns Meroga:

* Cpox bepemenHocTi, onpepenaembiii no fanHbiM Y 3U, menee 10 Hepens.

* YnbTpa3syKoBble MapKepbl NaTonorui NAoAa MOryT BNUATb Ha PeayNbTaThl BCIEACTBIAE APYTIX
TEHETUYECKIX N3MEHEHNI, KOTOpbIE CHIKAIOT TOYHOCTb MeToAa. Ecnn ynbTpa3syKoBble Mapkepbl
natonorin nnoaa 6ynyt o6xapymetsl nocne nposegenua HUATIC, scerna Heobxoauma nxea3meHaA
AMarHoCTHKa.

* B HEKOTOPbIX CNYYaAX CHIAKEHNE TOYHOCT HEWHBA3UBHO O MPEHATANLHOM0 TECTUPOBAHNA CBA3AHO
¢ buonornyeckumm dakTopamu, TaKUMIN Kak NNaLEHTapHbIA MO3aULU3M.

* He cnepyert npuHAMaTh HEOﬁpﬂTI/IMbIX KNHNYECKNX DEUJEHMVI TO/IbKO Ha 0CHOBaHW pe3ynbTaToB
N@aHHOTr 0 CKPUHUHIOBOT 0 0bcneoBanma.

* Ecnm Heobxogumo YCTaHOB/IEHIE OKOHYATEJIbHOr 0 AlarHo3a, Heobxogumo npoBecTu buoncuto BOPCUH

Y3HaTtb BCH0 HE06X0ANMYI0 MH(OPMaLMIo no HenHsasusHoMy npeHatansHoMy AHK ckpuHuHry Bel MOXeTe:

* obpaTuBlMCE B NTIO60W LHeHTp «leHomepn»

* Ha ropsyen nMHuK no becnnarHoMmy Homepy 8-800-333-45-38
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HUIIC - HeMHBaA3MBHBIN
npeHaranbHbI¥ JHK CKpMHMHT

[Mpocmoti u docmynHeili mecm npedocmasnaem HAoeXHyHo
U NOJIHYI0 UHhopMayuro o 300posbe paszsusarowe20cs naooa

Hennsaauenbiit npenatanbublii [JHK ckpununr
(HNC), npepanaraemslii nabopatopueii leHomen,
npefcTasnAet coboil NpopbIs B NpeHaTanbHoM
TECTUPOBAHUY, TaK KaK C €ro NOMOLLbH BO3MOMKHO
MPOBECTY BLICOKOYYBCTBUTENbHYH U CieUMdnyHyto
MArHOCTUKY YacTbX XPOMOCOMHbIX aHOManuii
NN0AQ, a TaKiKe ONpejenuTb BEPOATHOCTb Haubonee
4acTblX HACNeACTBEHHbIX 3a6onesanuii 6e3 puckos,
CBA3AHHbIX C HBA3NBHbIM CCNEAOBAHNEM, TAKNM,
KaK aMHUOLIHTe3 Ui Buoncua BopcuH XopuoHa.

Hennsaaueublit npenatanbhblii [JHK ckpununr, koTopbii MoxHo BbinonHuTs yie Ha 10-it nepene
GepemeHHOCTY, XapaKTepU3yeTCA UCKNKYUTENLHOM YYBCTBUTENLHOCTBIO It CNELMGINYHOCTbHD
B OTHOLLEHMA CaMbIX PacnpocTPaHeHHbIX TPUCOMMA.

Hewnsa3usHblil npexatanbhblii JHK ckpununr (HUNC) ctan orpomubiv npopbisom
| B TEXHONOrMAX CKPUHMHTOBOW AMArHOCTUKN.

YueHbie 1 cneunanncTsl B8 06nacTi MeguLMHbI NPULLNN K eANHOMY MHEHNH 0 TOM,
| 4T0 ﬂDeHaTaﬂbelﬁ CKPUHUHT C LENbH ANarHoCTKu aHoManwil nnoga AonmeH
npeanaratbCA BCEM ﬁEDEMeHHbIM HEHLLHAM.

Y3Hatb BCHO Heobxoaumy uHdopMaumio no HenHsasueHoMy npeHaransHoMy AHK ckpuHuHry Bbl MoxeTe:

* 06paTUBLIKCL B Nto6oM LeHTp «FeHoMen »
* Ha ropsa4ei nuHuK no 6ecnnatHoMy Homepy 8-800-333-45-38

* Ha Hawem caiite genomed.ru

* Ha HaweM canTe genomed.ru



HUIIC no3BonsieT onpeaennTs:

[>) 121 Cunppom faysa

[ ») T18 Cunnpom 3psapnca
[ ») T13 Cunppom Maray

[ ) Monocomuio no X-xpomocome (cunapom Téprepa)

[ ») XXX (Tpucomuio o X-xpomocome)

lMoka3zaHnsa K NpUMMEHEHUI0
npm ogHoNA0AHOMN 6epeMeHHOCTH

HIAMC npenxasHayeH Kak AnA HEHLLMH, UMEHOLLX BBICOKWIA pUCK Mo

peaynbTatam 6UOXMMUYECKOT0 CKPUHUHTA, MaTepam crapiue 35 ner,
nubo cembAM, UMeroLM pebeka ¢ XpomMoCcoMHoii natonorvei, Tak
U1 HEHLUMHAM C HOPManbHO NPOTEKaHLLei! HepemMeHHOCTbH

He NonajatoLLyX B rpynny pucka.

i

[ ») XXY (cunnpom Knaituchensepal
[ ») XYY (cunapom Axotica)

[ ») Non nnopa (XX naw XY)

[ ») Puck nacnenceennsix saBonesanmii:
MYKOBUCUWN103, FEMOXPOMaT03, (DEHUNKETONYPUR, ranaKTo3emMua
W HeWPOCeHCOpHaA TYroyxocTs

CKPMHMHI Npy ABYN/104HON 6epeMeHHOCTH

[pi CKPUHVKHIE aHEyNNOWAMA NP ABYNNOAHOI BepemeHHoCTM
BO3HMKAIOT AONOMHUTENbHBIE TPYAHOCTH, CBA3AHHbIE C BONee HU3KUM
cogepmanven [JHK kampnoro nnoja, KoTopoe AOCTYNHO A aHanu3a.

3a CYET BICOKOI YYBCTBUTENbHOCTY U LUMPOKIX BO3MOMHOCTEN
KONUYECTBEHHOT0 AHANN3a [aHHbIif TECT NO3BONAET NPOBOAUTL
CKpuHMHr Tpucomn no 21, 18, 13- xpomocom npu 4BynNo/HOI
fepemenHoCcTI M onpeaenaTb Hanuyme Y XpoMocombl
(nononuuTensHo).

TecT MoMET NPUMEHATLCA NP GEPEMEHHOCTY KaK MOHO3UrOTHOI,
TaK W IU3UroTHO ABOMHEIA.

HMUIIC oTKpbIBaeT WHPOKNE BO3IMOXHOCTH CKpUHMHIa npn 9KO n 6epeMeHHOCTH

C AOHOPCKOH ANLEKNETKOA

lMoaTeepi>xkaeHo pe3ynbraramMmm

Mbi CMOTRW AOCTHYL UCKTHOYUTENbHbIX NOKA3ATENeil NPOTHOCTUYECKOI LEHHOCTY NONOKMTENbHBIX M 0TPULATENbHBIX PE3YNbTATOB,
He npuberan k ouexke nonn JHK nnopa unu apyrux KoppexTupytowmx (haxTopos.

3a cuer ucrnosb30BaHMUA MOLYHOCTH r/1y60KOro ceKBeHMPOBaHUA
npumeHeHue HUIC rapaHTupyer:

CHumeHve KonuYecTsa ciy4aes, B KOTOPbIX Tpebyerca OtcyTcraue HeobxonumocTv nonyyeHuA 06pasuos

NDBTOPHOE NpefocTasneHne 06pasuos Kposw maTepuana ot oTua

CHuenmne HeoOX0auMOCTM B NOBTOPHLIX CYUTLIBAHUAX Oecnesexwie GHICTPOr0 NPEAOCTABNEHHR AaHHbIX
B HKIMHMKW-NAPTHEPbI

TIpOTHOCTINECHa UEAHOCTS [T — Wcnonb3osanue s HUNC pacwupenoro anroputma
NONOMUTENLHOD Pe3ynbTara OTPHLATENLHOTO PesynsTara aHanu3a ysenuynsaer CﬂEuMquHUCTb curHana

m 0,970 0,999 aHeyNAOMAHbIX XPOMOCOM, YTO NOBbILAET 061Uy

TOYHOCTb KNACCUPUKALMM NOPaNEHHbIX 00pasLoB.
Ha Bbix04e TECT AAET ACHbIE W YETKIE PE3YNbTaThl, @ HE MPOCTO ONPEAENAT ypoBeHb pucka. pu aTom HeT HeoBXOAMMOCTH YuMTbIBATH
BO3pacT U Bec matepu, cpok Gepementocy (nocne 10 Hefenb) wan STHUYECKYH NPUHAANEKHOCTD.

lNMpenmyuwecrso HenHBasmnBHOro npeHaranbHoro [JHK ckpuHnHra — 6onee cTporni n
ONTUMHU3UPOBaHHbIA NOAX0A K reHETUHYECKOMY CEKBEHUPOBAHUIO

B HIMNC makcumansHo UCnonbayHTcA BOIMOMHOCTI
NEpe/0BOil TEXHONOrUN TAPreTHOr0 CEKBEHUPOBAHNA.

Coyeranve vanbonee rny6okoro aHanuaa nocnenosatensHocTn [AHK,
npeAnaraemoro coBpemMenHoil nabopatopHoii TexHonoruei,

C BLICOKOONTUMU3UPOBAHHIM ANrOPUTMOM aHanuaa faHHbix 0becneyvsaet Gonee
ACHBII 1 HaﬂeH(Hblﬁ pe3ynbTar, no CPaBHEHNH) ¢ ApyrumMu MeToaamu.

MNMpeunmywecrea rny60Koro ceKBEHUPOBaHUs

10%

. W 30M
9% " 10M
% | 5M
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MpoueHT J1O pesynsratos

0% 3% 6% 9% 12% 15%

MpoueHT JIM pesynsratos

Ha rpadhure uaHo, 470 npy Bonee NoBEPXHOCTHOM CEKBEHVPOBAHMN
Heobxoaumo paccuuTsieath otHowekwe fonu HK nnoga k none
NHK matepu, 4toBbi KomMnexcuposaTth 3a Gonee cnabyw MOLWHOCTb
CEHBEHUPOBAHNA,

bBea ouenkn gonu JHK nnoga yacToTa NoMHOOTPULATENHbIX
Pe3ynbTaTos CAENAET METOAMKY HENpUEMAEMOil ANA KMHIYECKOI
NPaKTIAKN 1 NPUBELET K YBENUYEHNH0 Yucna 3abpakosanHbix 06pasuos
W YITMHEHIK) BPEMEHN NOMYYEHUA Pe3yrbTaTos.

Hcnonb3yemas HaMu TEXHONOIHs ry60KOro cekBeHnpoBaHus obecrneynBaeT Hagex Hbli pe3ynbrar.
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