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BbICOKOE reHeTNYyecKoe TecTUpoBaHNe Ha BCe XPOMOCOMbI MeTOA0M
L] . . ~
I ' PA3PELUEHUE Next Generation Sequencing (1 000 000 npouteHui)
3aka3umK (MAIKUeHT): ITapTHep: [Tokazanusi:
Knunuka 9KO: KonrakrtHoe ymo (cotpyaHuk kiauaukd DKO): Buoncus:
Tun 6uomatepuana: [Hara Groncun [ara nmonmy4enust oopasia: JlaTa BbIaYH Pe3yIIbTATOB:

BuyTpennuii Homep keiica:

Ne 06
T_ Tpﬂ‘(;ﬁ‘:;i:ﬁpm ISCN 2020 Kiunuyeckasi uHTepnipeTanus Ilepenoc 3mopnona
T1 sseq(16)x1 AHeyNnJI0uIHbIi YIMOPUOH He pexomennoBan
T2 sseq(15q25.1q26.3)x1 CermenTapHas jaejenusi XxpoMocombi 15 He pexomenaoBan
T3 sseq(X,1-22)x2 Hopma PexomMenioBan
T4 sseq(1p32.3p21.3)x2~3 Mo3anyHasi popmMa cerMeHTapHOM PexomenaoBaH ¢ I/IH(l)OpMI/ngBaHHOFO
AYIUIMKAIMH XPOMOCOMBI 1 corJiacusi MalueHTa

*I3MOpPHOH, COOTBETCTBYIONUI 00pa3ny T4, pekoMeH10BaH HA MepeHOC ¢ HH(POPMUPOBAHHOIO COTJIACHS MANMEHTA B MOCJIEJHIO0 oYepeab.

WuTepriperaiius pe3yIbTaToOB TECTUPOBAHIS TOJDKHA OCYIIECTBIATECS BpadoM. [larmeHTy pekoMeH10BaHa KOHCYIbTallisI Bpada-TeHEeTHKA.

[IpoBenenHoe riccenoBaHMe MO3BOISIET C BRICOKOH TOYHOCTHIO ONIPENENUTh KOMTMYEeCTBEHHBIE HAPYIIICHISI XPOMOCOM B TIpeJieNiaX pa3pemiaroniell CnocoOHOCTH MeTo/ia, HO
METOJI He MpeIHa3HauYeH I AETEKIIUU 1 He TIO3BOJISET UCKITI0YATh CIICAYIONIIEe OCOOCHHOCTH KapUOTHIIA: MO3anYHOCTh IMOPHOHOB, TIOJUILION THIO, COATAHCHPOBAHHEIE
XPOMOCOMHBIE TIEPECTPOUKH, MUKPOJIEIEIIUH 1 MUKPOIYTITHNKAINH, & TAKKE OTHOPOTUTEIHECKYIO THCOMHUIO.

B cnyuae HacTymnenns GepeMeHHOCTH PEKOMEHYeTCs TIPOBEICHUE MTPEHATATFHON JUAarHOCTHKH C IENbI0 HCKITIOYeHUS XPOMOCOMHOM MTaTOIOTHH TLIO/A.
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