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UTto Takoe BabySEQ?

BabySEQ — 3ToO MeTo4 HEMHBA3MBHOIO NpeHaTanbHOro TectupoBaHma (NIPT), Mcnonb3ytoLwmim
CKPUHUHI HOBOTO MOKONEHWS A1 BbIABIEHUS Y N/I0A4A XPOMOCOMHbIX aHOMaMm No Y1cny m
CUHOPOMOB, CBSI3aHHbIX C MUKPOLeneUMaMm/MUKpoaynamKaumamm, 6e3 HeobxoanMMocTu
npoBeneHUa MHBa3MBHbIX MpoLenyp, HECYLLMX PUCKW. B HacTosiLLee BpeMsA TeCTbl, BbIMONHAEMble
MEeTOOO0M «MOTHOMEHOMHOIO CeEKBEHMPOBaHUA» (Whole genome sequencing), Takme kak BabySEQ,
cCUMTAlOTCH Hambosee TOUHbIMU A9 CKPUHUMHIA 3TUX COCTOAHMIN. TecT BabySEQ, pa3paboTaHHbIN U
aHanM3npyeMmbli (BkNtoYaa bUonHPopMaTMiYeckme NccnefoBaHusa) B HalLeM LeHTpe, NpeanaraeT ABe
OTAENbHble MaHeNM Mo XPOMOCOMHbIM HapyLLEeHUAM — B 3aBUCUMOCTU OT BaLUMX NPeanoYTEHUNN.

UTto Takoe BabySEQ RARE?

NoMMMO paclumMpeHHoM NnaHenn BabySEQ, nakeT BabySEQ RARE TakyKe BK/ItOYaeT CKPUHUHE Ha CMA,

MYKOBWCLIMO03 U CUHAPOM NOMKOW X-xpoMocoMbl (Fragile X). MakeT BkNtoYaeT cneaytoLlee:

o PaclimpeHHasa naHenb BabySEQ ona nnoaa

¢ SMA MLPA + nonHblM aHanms reHa SMA + NonHbIA aHann3 reHa MyKoBUCLIMao3a (y 06omx
poouTenem — MaTepu 1 oTua)

o CKPWHWHI Ha Fragile X (y MaTepw)

BabySEQ — 3TO BbICOKOHAAEXHbIM CKPUHUHIOBbLIM TECT Ha XPOMOCOMHbIEe HapyLueHua. NoHmnMadq, 4To
Yy ceMel MoryT 6bITb ONaceHUs M OTHOCUTENBbHO APYrMX 3a6oneBaHuM MOMMUMO XPOMOCOMHbIX, Mbl
pacLmpunm Haw Tect BabySEQ 1 0o6aBuan CKPUHUHI HOCUTENbCTBA MO TPEM OOMOMHUTENbHbIM
3aboneBaHMAM. B HalleM nakeTte BabySEQ R Mbl UccriegyeM y Niofa BCe XPOMOCOMbI,
MUKpodeneLuny n oyniankaumm. Kpome Toro, Mbl NMpoBoOAMM Yy 060UX poauTenen TeCTbl HOCUTEbCTBA
Ha CMA, MykoBucUMOo3 U Fragile X. Ecnu no pesynbTaTamM TecTa OyayT BbiBEHbI KakMe-nmMbo pUCKmu
ON9 nnoaa, KNMMHULIMCT U ceMbs ByayT yBeAOMMEHbI, U MPU HEOBXOAMMOCTM Ha OCHOBaHUM
pe3ynbTaToB OyaAyT 3anaHUPOBaHbl 4OMOMHUTENbHbIE MCCNeaoBaHMS.

[na naHHOro TecTa, NoXkanymncra, BO3bMUTE OOHY NMPOBUPKY KPOBU Y OTLIa B MPOBUPKY C GUOMeToBOMN
KpbILLKOM (Mpobupka anga Kposu ¢ 30TA) 1 ogHY NPOBUPKY KPOBU Y MaTepu B NPOoBUPKY ANs
BabySEQ, npemocTaBneHHyto intergen.

[JornonHuTtenbHas nnaTa He B3MMaeTcs 3a Ntobble nocnenyoLline nccnegoBaHM4, BblMonHAEeMble Y
nnoga Ha OCHOBaAHUWW Pe3y/1bTaTOB AaHHOIo TecCTa.
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intergen n Aysmed ABNAOTCA MECTHbIMU M aAMUHUCTPATUBHBIMA
NapTHEPaMK Mo peLUeHsaM B Y36eKkncTaHe.
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