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HeunnBa3uBHBII MpeHATATbHBII TecT “Prenetix” Ha ocHOBHbIE AHEYIJIOWANH Y MJI0AA

IanuenT: [ara 3ab6opa KpoBH:
Jara poxaenus: Cpok 6epemeHHOCTH:
Homep xapthI: IIpouent BHekaeTounoit IHK niona:

Mertox uccreioBanus: aHanu3 ceoboHoumpKyaupyromeii JIHK, BeieneHHolN U3 KpOBH NalMeHTKU. AHAIN3 OCHOBAH HA NPSIMOM CEKBEHHPOBAHHH,
MPOBEICHUH TapreTHoro aHanusa yuactkos JIHK Ha crnenmann3upoBaHHBIX MUKPOYMITAX U CTATUCTHYECKOI 00pabOTKe MOyYEHHBIX JaHHBIX. MeTomka
MpOBe/ICHHS: NPeHaTabHbIi TecT “Prenetix”.

PE3YJBTATBI HCCJIIEJOBAHUSA

Hccnexyemas xpomocoma PesyabTaTr BeposiTHoCcTh
Tpucomusi 21 (Cunapom Jdayna) Huskuit puck <1/10000 (<0.01%
Tpucomus 18 (Cunapom daBapaca) Huskuit puck <1/10000 (<0.01%
Tpucomust 13 (Cunapom Ilaray) Huskuit puck <1/10000 (<0.01%
ITos mona Kenckmii
X, Y anayim3 Hwuzkwmii puck

21,18, 13

<1/10000 1/1000 1/100 10/100 50/100 90/100 >99/100
(0.01%) (0.1%) (1%) (10%) (50%) (90%) (99%)

Huskuii puck Boicokmii puck

3akiouyenne. Pe3ynbraTel MPOBEIGHHOTO aHANIM3a YKA3bIBAIOT HA HU3KHIA PUCK POXKICHUS peOEHKa C TPUCOMUEH
21 (cunnpom JlayHna), Tpucomueii 18 Cunapom Dasapnica), Tpucomueii 13 cunapom [latay) u HekoTopbIMu
XPOMOCOMHBIMH aHOMAITUSIMH € YYacTHeM MOJI0BbIX XpoMocoM (cruapoM Lllepemesckoro-TepHepa, cuHapOM
Kuaiindesnprepa u ap.).

[pu npoBeeHUM TaHHOTO UCCIICOBAHMUS COCTOSIHIE IPYTHX XPOMOCOM HE HUCCIIEAYeTCsl, TECT He MO3BOJISEeT
BBISIBUTH MO3aHYHbIe (POPMBI TPUCOMHIA, YaCTUUHBIC aHEYIUIOMAMH, TPAHCIOKalMK XpomocoM [loatomy cienyer
MOHUMAaTh, YTO JAHHBIA METOJ UMeeT Pl orpaHnueHuid. s o6cyKaeHus NOoJIy4eHHOro pe3yJibraTa
o0cneoBaHMs M OMpeIe/IeHUsl JallbHeHIlel TaKTUKY BeIeHHs OEPEeMEHHOCTH PEKOMEHyeTCsl KOHCYJIbTalusl
Jeyallero Bpava.

Onucanue Tecra: npeHaraibHbii TecT “Prenetix” npeHasHaueH is ONpeesieHUsl OTHOCUTEIBHOM 0J1M XPOMOCOM C LIEJIBIO pacuera pucka HaJIMuus y Iio/a
TpucOMHH 110 xpoMocoMam 21 (cunapom Jlayna), 18 cunapom Dasapyca), 13 Cunapom Iaray). JlanHas METOIMKA MPSIMOT0O aHai3a CBOOOAHOLMPKYIHPYIOIIEit
moauoii JIHK B kpoBu GepeMeHHOi KeHIIMHbBI Oblia pa3padotana B jaboparopun Ariosa.llpy aHann3e JaHHBIX TAKKe YIUTHIBAETCS BO3PACT MaTepH (WK TOHOpA
SHIEKJIETKN) M CPOK TeCTalK, KOTOPBIE YKa3aHbl B HAIPABUTENIBHOM OJlaHKe Ha uccienoBanue. Tect “Prenetix” Obu1 BaluaAnpPOBaH B FPYIIIE XKEHIUH C OHOMIOAHOM 1
JIBYTUIOHOM OEpeMEHHOCTHIO cO cpokoM rectaimu 6ostee 10 Henens. TecT He BaTMANPOBAH B CIIydae MAaTEPUHCKUX aHEYTIOUAMIA.

ITpu anammze cBobomHOIMpPKYIHpYtowieit mioanoii JIHK He Bcerna BhIABISETCS BHICOKAS KOPPESLUS ¢ FeHOTUIOM iozia. He Bce ciyuan aneyniaonanit MOryT ObITh
BBISIBJICHBI, TaK Jk€, KaK M B HEKOTOPBIX CJTy4asX MOXET ObITh BBICTABJICH BBICOKHI PHCK XPOMOCOMHOIA MTATOJIOTUH MPU SYTUIONTHOM 11071, Pe3ynbTaThbl JaHHOTO
TECTUPOBAHUS JOJDKHBI PACCMATPUBATHCS B COBOKYITHOCTH € APYTMMH KJIMHUYECKUMHE TOKa3aTeaMu. JJaHHbIN TecT onpenenser koanyecTBo Y-xpomocoM. Ecim Y-
XpOMOCOMa OTCYTCTBYET B aHAJIM3MPYEMOM MaTepUale Mo MJI0a ONPENEAeTCs KaK «KEHCKUID»; PU BBIABIEHNH Y-XPOMOCOMBI — IT0J1 TLJI0/IA ONPEAEISETCS Kak
«myKckoit». ITpu aBYyIII0HON GepeMeHHOCTH (HOPMYJINPOBKA «MY)KCKOI 10T I1JI01a» 03HAYALT, YTO KaK MHHUMYM OJMH U3 IJIOJOB UMEET MYXKCKOI 10JI.
YcTaHOBJIGHHBII 11071 11710712 HE VCKJIFOYAeT HaJIMY¥e aHeYIIJION I 110 MOJIOBBIM XpoMocoMaM. ITpH JaHHOM TecTe TakKe MOXKET OBITh ONpPEIeICHO COOTHOLICHNE
MOJIOBBIX XpOMOCOM X 1 Y. DTO 103BOJISET BBISCHUTS I10JI I1JI0/Id ¥ YCTAHOBUTH PHCK HAIMYKSA Y TUI0Ja U3MEHEHHH 0 T0JI0BBIM XpoMocomaM (MoHocomust X, XXY,
XYY, XXX, XXYY). Puck cunrtaercsi BRICOKUM Ipu HocTikeHun 1% u Ooiee. AHAIU3 MOJTOBBIX XPOMOCOM MPOBOAUTCS TOJIBKO PU OJHOILIONHOM GEPEMEHHOCTH.

Xa PaKTEepHCTHKA METO/AA:

XpoMOCOMHasi aHOMAJIHSA YyBCTBHTEIbHOCTD JI0:KHOMOJI0’KUTEIBbHBII pe3yJIbTaT
Tpucomus 21 (cunapom JlayHa) >99% (95% Cl: 97,9-99,8%) <0,1% (95% CI: 0,02-0,08%)
Tpucomus 18 (cunapom DnBapca) 97,4% (95% Cl: 93,4-99,0%) <0,1% (95% CI: 0,01-0,05%)
Tpucomus 13 (cunapowm Ilaray) 93,8% (95% CI: 79,9-98,3%) <0,1% (95% CI: 0,01-0,06%)

X, Y ananus TouHocTh >99% 17151 MyKCcKOro U skeHckoro nona (95% Cl: 99,2-100%)*

* IlaHe 1> HA AHEYIUIOWANH MO MOJOBBIM XPOMOCOMAM MO3BOJIAET PACCUNTATh PUCK TOIBKO IS IUIOJ0B, HE MO3AWYHBIX 10 aHEYTUIOMANAM MO TIOJOBBIM
xpomocomam. IH(pOpMaTHBHOCTH Te€CTa B OTHOLICHNH BBISIBIICHHS PA3HBIX QHEYTUIOUAHI MO MOJOBBIM XPOMOCOMAM Pa3IMYHa U OTPAHUIMBACTCSA HEOOIBIITUM
KOJIMYECTBOM CJIy4aeB, IPOTECTUPOBAHHBIX K HACTOSIIEMY BPEMEHH.
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