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HoBbi cTaHaapT
npeHaTtasibHON ANArHOCTUKMU



JTa6bopaTtopua «feHoMen» - 3TO

Bonee 10 neT ycreuwHom paboTbl
B 06/1aCTU AMArHOCTUKM MPUYMH
HacneOCTBeHHbIX 3aboneBaHuni;

KBannduumpoBaHHbie Bpadm-
reHeTUKM U crieLnanmcTbl
NnabopaTopHOM AMArHOCTUKM,

CoTpyOHMYECTBO C BeAyLLUVMM
nabopaTtopmnaMm M1pa;

CobcTBeHHas 6asa gaHHbIX (bonee 2x
MUNTMOHOB FreHEeTUYECKNX BapUaHTOB)




AHanus JHK nnopa ¢ ncnonb3oBaHneM SNP-MuUKpomaTpuL, NO3BoONSeT onpeaensatb
MHOXeCTBO XPOMOCOMHbIX aHOMaNui, KOTOpble HEBO3MOXHO BbISIBUTb C MOMOLLbIO
CTaHAaPTHOro aHanmsa kapuotmna. C ero NOMOLLbIO MOYKHO AMAarHOCTUPOBaTb

He TONbKO aHeyMIoMAUN, HO 1 Aeneunmn, AynanKkaunm 1 y4acTkn oTcyTCTBUA
reTepo3nroTHOCTU, a TakXKe YCTaHaBAMBATb UX TOUKM Pa3pPbIBOB.

«MPEHAYUM» - coBpeMeHHbIN U 3PPEeKTUBHDbIN
MeAULMHCKUNA TeCT A9 BbISIB/IEHUS BCEX N3BECTHbIX
XPOMOCOMHbI aHOManun y nNioaa, B OCHOBE KOTOPOro —
TEXHOJIOrUsl XPOMOCOMHOIO MMKPOMaTPUYHOIo aHanmsa

A o/XeH nu Bpay coo6LlaTh 0 BO3MOXXHOCTM

npoBeneHus tecta «NMPEHAYYUMN»

CornacHo 3aKOHY 06 OXpaHe 300p0BbA rpaXkgaH, NnauneHT MMeeT Npaso Ha
nony4eHwe B 4OCTYMNHOM dopmMe NonHom nHopMaLmm o LLensax, MeTofax okasaHua
MeaULMHCKOM MOMOLLN, CBA3AHHOM C HUMW PUCKeE, BO3MOXXHbIX BapMaHTax
MeaAMnUMHCKOro BMellaTe1bCTBa, O ero MocneAcTBMaX, a TakxKe o npeanosiaraemMblx
pe3ynbraTtax okasaHung MeOULMHCKOM MOMOLLM.

MpeuMyLlecTBa NpoOBeAeHUS UCCNiefoBaHUS

B na6opatopum «feHoMen»

«MPEHAYUM» TCH € AUHCT! B P TECTOM, BbIMOJIHA€MbIM
Ha nnatdpopMe, UMeoLLEe perucTpauMoHHoe yaocToBepeHue

d MeAMLMHCKOro usaenus. PesynbTaThl, Nosly4eHHble Ha Apyrux nnatgopmax
He MOryT UCMOMb30BaTbCA B ANArHOCTUYECKUX LensaxX;

° TuwaTenbHas oLeHKa 61onorMyeckoro MaTepuana (BopchHbl XOPUOHa,

aMHMOTUYECKasn XXNOKOCTb, MYNOBUHHAsA KPOBb) Ha NpeaHanuTuyeckoMm aTane;

OLeHKa Kaykgoro obpasLia U BapuaHTa Npon3BoOaMTCA BPYYHYIO, UTO
° MO3BONAET U36EXKATb TOXKHbBIX PE3Y/ILTATOB, CBA3AHHbIX C POHOBBIM LLYMOM,
KOHTaMUHaLMen MaTePUHCKUMU KNeTKaMu 1 4p.;

l/]3yquVle KB)K,ELOPI aHOManmMM He3aBMCUMO OT pa3Mepa, onpegeneHne
[ ) reHHOro cocTaBa U KINMHUYECKOM 3HaYMMOCTM C MCMOMb30BaHUEM MOCTOSIHHO

rnononHsaeMblx 6a3 AaHHbIX;

Mcnonb3oBaHue co6CTBeHHOM 6a3sbl AaHHbIX C MHPOPMaLMen o paHee

[ ]
COOBLLEHHbIX MAaTOreHHbIX BapuaHTax U nofnMopdusmax;

PY O6LUI/IprII;1 MONCK No nunTepatype 1 6a3aMm AaHHbIX ANnd obecnedeHna ToUHoOM
M aKTyanbHoW KnaccudmKaLmm aHoManumm;
MpoBeneHne obcnefoBaHUa poanTenel Npu HEOGXOAUMOCTU ONPEeAEnTb,
ABNAETCA N 0O6HaPY)KEHHaA Y NIo4a XPOMOCOMHasa aHoManms

b yHaC}'IeJ:LOBaHHOI;I UMM OHa BO3HMKNa de novo. 3To no3songeTt onpenennTb,
ABNAETCA OHa NaTOreHHOW UNn HeT,

° KpyrnocyTouyHasa cBA3b C BpadaMu reHeTMKaMum Ang nonyydeHmna nHopmaumm

O pe3yNnbraTax nccnenoBaHma



AnNroputMm npoBeneHus
uccnenoBaHus:

Y3-MapKepbl, NTOPOKMU pas3BUTUA Moaa, pebeHokK
C XPOMOCOMHOW NaToNornemn B ceMbe, BbICOKMIN
puck no pesynstataM HUMT

MpeTecToBaga KoHcynbTauus. TecT aengeTca
ANAarHoCTU4eCKmMM, HO He NUCKJToYHaeT BCKO
reHeTUn4eCKyto naTonormo

XopuoH6uroncusa/KopgoueHTes/AMUHOLEHTE3

XPOMOCOMHbBIN MUKPOMaTPUYHbIV aHanms

[aToreHHbIN
BapuaHT
BepoatHo
naToreHHbIM
BapuaHT
Hopma

KoHcynbTaums reHeTuKa

[MpeHaTanbHbIN
KOHCUNYM
O6cnenosaHve
poouTenen
SKcnepTHoe
y3u



Korpa Heo6xoammo npoBeaeHue

TecTta «MPEHAUYUIN»

AMepuKaHcKas Konnerms akyLepoB 1 MMHEKONOroB COBMECTHO C
06LeCcTBOM MeAULMHbI MaTePU 1 NNIOAa PeKOMeHAYIoT NpoBeaeHmne
npeHaTtanbHoro XMA B kayecTBe 3aMeHbl CTaHA4APTHOro aHanm3a
KapuoTuna Noda Npw BbISIBNEHUW OQHOMO MW HECKOMTbKUX

MOPOKOB Pa3BUTUSA MIOAA NPU YNbTPa3BYKOBOM MCCNefoBaHUN, ecrn
naaHMpyeTca NpoBedeHune MHBa3MBHOW NpeHaTaslbHOM AMarHOCTUKM.

MexayHapoaHoe coobLLEeCTBO BpaYel yrbTpa3ByKOBOM AMarHOCTUKM
B aKyLLepCTBe U TMHEKONOrnM pekoMeHayeT nposeaeHne XMA
BMECTO CTaHOapTHOro aHanmMsa KapuoTuna npu BoigeieHum y nnoaa

BPOXOEHHOIo NMopoKa cepala.

CoMHeBaeTecb B 6€30nNacHOCTU MHBa3BHOM

npoueanypbi? dKCrepTbl AYMalOT UHAYe:

AMHUOLeHTe3

MpepblBaHMe 6epeMeHHOCTH

Mmbenb Nnoga

XopuoH6Moncusa

MpepbliBaHMe 6epeMeHHOCTU

mbenb Nnoga

KopaooueHTes

MpepbiBaHMe 6epeMeHHOCTH

mbenb Nnoaa

0,11-0,56%
0,9%

0,21-0,22%
0,21-0,22%

1-2%
1-2%
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OcTanucb Bonpochbi?
3apauTte ux Ham!

@ genomed.ru
R2  8-800-333-45-38

PykoBoguTenb otaena reHeTuku

KaHusey U.B.

PyKkoBoOmMTe b HampaBneHus
[MpeHaTanbHaa OMarHoCTUKa,
AKyLLIEPCTBO U M’MHEKoorma

Kuesckas 10.K.




