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o CEPBAIJIAB LEEHTP TEHOMHbIX TEXHO/10T UM

PE3Y/IbTAT MOJIEKY/IAPHO-UMTONEHETUYECKOIO UCCNEAOBAHUA
«MPEMMNNAHTAUUOHHOE FrEHETUYMECKOE TECTUPOBAHUE
XPOMOCOMHbIX AHOMAJ/IN METOL0OM NGS (VERISEQ PGS,
ILLUMINA)»

®.1.0. NAUMEHTA:

OATA POXKOEHUA NALMEHTA:
nosn:

JIAGOPATOPHbIA HOMEP:
HAMNPABNAIOLLEE YYPEXKAEHME:
OATA BblOAYMU:

METOL UCCJZTEAOBAHUA:

AHanun3 BbINOMIHEH C MOMOLLBIO NOJAHOreHOMHOro cekBeHupoBaHua (NGS) Ha annapate lllumina MiSeq u
nporpammuoro obecneyeHus BluFuse Multi v4.3. MaTepuan aHanusa — KneTku TpodpakTogepmbl. IddekTnsHoe
paspeweHne metoga — 20 m.n.H.

PE3Y/IbTATbl NCCNEAOBAHUA:

Homep ambpuoHa Pe3synbtat 3aKAlouEHMe
Mo3aunyHble HapyLweHWs (MOHOCOMMA y4acTKa Xpomocombl 5 30%,
2 seq(5g21.3935.3,21)x3[0.3]
Xxpomocombl 21 30%)
3 seq(4)x3 AHeynnouAHbIN 3MBPUOH (TPMCOMMA XPOMOCOMbI 4)

B cuay orpaHMYeHWi MCNO/b30BAaHHOFO MeToAa MPOBEAEHHOE MCCAef0BaHME He WCKAYaeT MOJIHOCTbIO
3MBPMOHANBHOrO MO3anLM3Ma, TPUNIOUAMM, HOCUTENBCTBA CHOANAaHCUPOBAHHbBIX XPOMOCOMHbIX NEPECTPoeK,
OLHOPOOMTENBLCKYIO AMCOMMIO, @ TaKKe MUKPOZENeuuin u/unm Mukpoaynankaumin. B cnyyae HacTynieHus
6epemeHHOCTM peKoMeHAyeTcA NPoBeAeHUe NPeHaTasNbHOM AUArHOCTUKU B NepBOM TPUMECTpe C Lesblo
UCKNIIOYEHUA XPOMOCOMHOM natonoruu naoga. [octosepHocTb MIT-A metogom NGS coctasnset 95-99%. Hu
HacTynneHve 6epeMeHHOCTU, HU NPeAOoTBPALLEHNE FEHETUYECKOrO HAPYLLIEHUA MU XPOMOCOMHOM aHOMANUK Y
ambpuoHa/nnopa/pebeHka He MoXKeT 6biTb MOAHOCTbIO rapaHTMPOBAHO B pe3y/bTaTe WUCCAeA0BaHUA.
Pe3ynbTaTtbl MUCCNEeAO0BAHUA He ABAAIOTCA KAMHUYECKMM AMArHO30M M AO/MKHbI OblTb MHTEPNPETUPOBAHLI
BPaYOM-TeHETUKOM W IeYaLLMM BPaYOM-PENPOAYKTOIOrOM.

3AK/TKOYEHUE:
3M6puroH, Tpebyowmin 0683aTeNbHON KOHCYNbTaLMM Bpada-reHeTUKa 414 peLleHns Bonpoca o
BO3MOKHOCTU NepeHoca — 2.

PEKOMEHOALWMU (MPN HEOBEXOOMMOCTHN):
MpoBecTu npeHaTanbHYO ANAarHOCTUKY B C/lydae nepeHoca smb6puoHa No2.
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Sampié UC Measures
QC Status: Not set
Average quaity score 87
Average aignment score 331
Number of total reads: 57301
Number of mapped reads. 450821
Number of reads after fitering 199872
Oversi noise (DLR): 034
Results
Summary resut Normal
Chromosome 1 2 3 4 5 & 7 B 98 [0 11 12 13 14 15 16 17 18 19 20 20 2 X ¥
Detailed result Imbalances
Confidence  0.75 0.76 0.78 0.81 0.71 0.77 0.76 0.78 0.78 0.72 0.79 0.72 0.80 0.7 0.80 0.75 0.79 0.68 0.74 0.80 0.57 0.7 0.17 0.91
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