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ObHapyKeHa Mo3anyHaa Tpucommsa
- Xpomocombl X. YpoBeHb Mo3anumsama
arr(X)x2~3[0.2],(3)x3 H ~20%.06HapyKeHa Tpucomuma
XPOMOCOMbI 3

PekomeHAyeTCcA KOHCYNbTaluUA Bpaya-reHeTuKa.



MOJNEKYNTAPHOE KAPUOTUMTMPOBAHUE ONTUMA
nH$opmauus o6 uccnepoBaHum

MonekynapHoe KapuotunuposaHue OMNTUMA — 3To TecT 4N1A onpeaeneHma CTPYKTYPHbIX nameHeHuin AHK,
NpW KOTOPbIX MPOUCXOAUT USMEHEHME KOIMYECTBA FEHETUYECKOTO MaTepUana — aHeynaouaui, Tpunionaunin,
Aeneunn n aynankaumii, a TakkKe y4acTKoB NOTEPU reTePO3UTOTHOCTU U OAHOPOANTENBCKUX AUCOMUNA.

B ocHOBe TecTa NEKUT XPOMOCOMHbI MUKPOMATPUYHbIA aHaNn3.

AHeynnongum (Tpucommmn/moHOCOMUU OAHOK UK HECKONbKUX XPOMOCOM), MPMBOAALIMNE K MOTEpe
6epemMeHHOCTU, B 6ObLUIMHCTBE CAyYaeB ABNAKOTCA CIyYaliHbIMU COBbITUAMM N PUCK UX NOBTOPEHUA
obLwenonynsUNOHHbIN.

BbinBneHMe Tpunaonaum TpebyeT nposeaeHmna anddepeHumanbHOM 4MarHOCTUKK C Ny3blPHbIM 3aHOCOM,
KOTOPbI MOXET NPUBOANTb K recTalMoHHoM Tpodobnactnyeckoit 6onesHun (FTE), cneacTBMEM KOTOPOK MOXKeT
CTaTb OTCYTCTBME BO3MOMKHOCTM UMETb AETEMN.

MonHoreHoMHble 0AHOPOAUTENIbCKUE AUCOMUU NPU MOATBEPKAEHUM UX OTLLOBCKOTO MPOUCXOKAEHUA HECYT
20% pwuck passutma I'Th.

MuKpoaeneumoHHble CMHAPOMbI — reHeTUYecKue 3aboneBaHNA, Bbi3biIBaeMble OTCYTCTBMEM HEGONbLUNX, He
BUAMMbIX B MUKPOCKON, Y4aCTKOB XPOMOCOM (MUKPOAENELMAMK).

MuKpOAYNINKALUOHHbIE CUHAPOMDI - reHeTuYeckne 3a6o1eBaHuA, Bbi3biIBaEMblE HaUYMem
AOMONHUTENbHbIX KOMUIA Y4aCTKOB XPOMOCOM, HE BUAMMBIX B CBETOBOWM MUKPOCKOM (MUKpPOAYNAUKaLUUAMM).

HecbanaHcMpoBaHHble TPaHCA0KaLMK (coyeTaHne TepMUHaNbHOW MUKPOAENeLMm U MUKPOAYNANKaUUK) —
BU/, XPOMOCOMHbIX MepecTpoek, Npu obHapyKeHUM KOTopbIX HeobxoaMmo nposeaeHme obcaeaosaHma
poauTeneit Ha HoCUTeNbCTBO cH6aNaHCMPOBaHHbIX TPAHCAOKALMI. X HOCUTENbCTBO MOKET MPMBOAMUTD K
NPUBbLIYMHOMY HEBbIHALLMBaHUIO 6epeMeHHOCTU UM POXKAEHUIO pebeHKa C MHOMXeCTBEHHbIMU NOPOKaMMU
Pa3BUTMA N YMCTBEHHOM OTCTANOCTbIO.

BO3MOXXHOCTU MOJIEKYNAAPHOTO KapUOTMNUPOBaHUA AN onpeaeneHUs NPUYUH HeBbIHaLLUBaHUA
6epemeHHOCTH

Bonee NONOBUHBI Cly4aeB BCEX CMOHTaHHbIX abOPTOB B NEPBOM TPMMECTPE BbI3BaHbl XPOMOCOMHbIMM
HapyLleHMAMK. BoNbLIMHCTBO BepeMeHHOCTEN C XPOMOCOMHbIMM MepecTpoiikaMm y Nn/ioaa 3akaHunBatoTca
CaMOMpPOM3BO/IbHbIM BblKMAbILLIEM B TeYEeHMEe NepBbix 12 Heaenb.

MoneKkynsapHOe KapuoTUMUPOBAHUE BbIABAAET CTPYKTYPHbIE U3MEHEHWSA HA YPOBHE BCEro reHOMa, OTAE/bHbIX
XPOMOCOM M Y4ACTKOB XPOMOCOM C M3BECTHOM KNMHNYECKOMN 3HAYMMOCTbIO. ITO NO3BO/IAET YCTAaHOBUTD,
CBA3aHa M NoTeps 6epeMeHHOCTH C XPOMOCOMHOM MaToI0rMel Na04a U OLEHUTb PUCK NOBTOPEHUS
nofobHoro cobbiTmA.

B oT/IMuMe OT CTaHAAPTHOrO aHaNM3a KapuOoTUMNa MOEKYAPHOE KapMOTUNMPOBaHWE BbIABAAET HE TO/IbKO
rpybble HapyweHUs CTPYKTYPbl XPOMOCOM, BUAMMbIE MOL MUKPOCKOMOM, HO U MeNKne cybMUKpoCKonuyeckne
N3MEHEHMA, KOToPble He MOTYT 6bITb ONpeAeneHbl CTaHAAPTHLIM KapUMOTUMMPOBAHUEM, HaNpPUMeED,
MWKPOZENeUNOHHbIE U MUKPOZYN/IMKALMOHHbBIE CUHAPOMbI, @ TaKXKe ApYrMe KIMHUYECKM 3HaYUMble
N3MEHEeHMA.

MoneKkynapHoe KapuoTUNMPOBaHME NO3BOAET, TaKXKe, ONpeaeINTb reHOTUN U BbIABUTb MPOUCXONXKAEHME
[OMNOIHATENBHOIO FeHEeTUYECKro maTepuana (OTLOBCKOE MAM MaTEPUHCKOER) U OTANUYUTL A06POKaYeCcTBEHHYIO
(AMrMHUYECKy0) TPUNAOUANIO OT YaCTUYHOTO (AMaHAPUYECKOro) Ny3bIPHOIO 3aHOCA, a TaKKe
[AMarHoCTMpPOBaTb NOJ/HbIN My3blPHbIY 3aHOC, KOTOPbIA MOKET NPUBOAMUTD K TAMNKENbIM NOCAEACTBUAM.
OnpepeneHne reHOTMNA NO3BOJIAET TaK¥Ke BbIABAATbL KOHTaMUHALMIO MaTEPUHCKUMM KAeTKaMK, KoTopas
ABNAETCA YaCTOW NPUUYMHOM NIOXKHOOTPULATENIbHbIX PEe3YNbTAaTOB NPY CTaHAAPTHOM aHaAu3e KapuoTuna.

Ecnu B pesynbTaTte MonekynsspHoro kapmotunuposaHua ONTUMA obHapyKeHbl NaToOreHHble U3MEHEHMA,
HeobX0AMMA KOHCY/IbTalMA Bpada-reHeTUKa, KOTOPbIA MOXET NPaBU/IbHO UX OLLEHUTb, AaTb COOTBETCTBYIOLIMNE
peKomeHAauuMm 1 onpeaennTb NPOrHos.



OTCyTCTBUE KANHNYECKMN 3HAYMMbIX CTPYKTYPHbIX MEPECTPOEK XPOMOCOM He UCK/I0YaeT reHeTUYecKom
NpupoAabl HeBbIHAWNBAHUA BepeMeHHOCTU, B YaCTHOCTU MyTaLui, KOTOpble MOTYT BbiTb BbiABAEHbI APYrMMM
MeToAamu

OrpaHu4yeHna MONEKYNAPHOro KapuoTUNUPOBAHMUA.

MoneKkynapHoe KapmotunuposaHue ONMTUMA He BKAtoYaeT B cebs nposeaeHne naeHTUdbMKaumm
b6uonornyeckoro matepmana. MonekynapHoe KapuoTMnMpPoBaHUE He BblsiBAAET COanaHCMPOBAHHbIE
M3MeEHEHWA, TAKME KaK PeLUNPOKHbIE TPAHC/IOKaL MK, pO6EPTCOHOBCKME TPAHCAOKALLMKN, MHBEPCUM,
Mo3amumnsm meHee 20%, TOYKOBbIE MyTaLMK, SKCMAHCUIO TPUHYKIEOTUAHbIX MOBTOPOB, a TaKKe
MUKpoaeneummn/MMKpoaynankauumn, pasmep KoTopbiX HaX0AMTCA 3a Npeaenamm paspelatoweit cnocobHoctu
meToaa.

MoneKkynapHoe KapuotunuposaHue ONTUMA BbinonHAETCA HA reHeTU4YecKkom aHanusatope FTEHOCKAH
3000 ¢ ucnonb3osaHnem SNP-0MIrOHYKNEOTUAHDbIX MUKPOMATPUL,.

PerucrpaunoHHoe ygocrosepeHue peaepanbHoii cnyx6bl no Hag3opy B chepe 34paBoOXPaHEHUSA U
coumanbHoro pa3sutna NedCP 2010/08511

Bosble nHGoOpMaLUM O MONEKYNAPHOM KapUOTUNMPOBAHMM Bbl MOMKETE MOYYMUTb HA HALLEM calTe

https://genomed.ru/optima



