O61mecTro ¢ orpaHHYeHHON OTBETCTBEHHOCTHIO

«AABOPATOPHUHU LIHNP»

JinueHsus N2 J10-77-01-013791 ot 24.01.2017

115088, r. MockBa, yn. LLlapukonoawmnHmkosckas, 4. 13 ctp. 14 8 (495) 514-00-11

HeunnBa3uBHBII MpeHATATBHBII TecT “Prenetix” Ha ocHOBHbIE AHEYIJIOWAHH Y MJI0AA

MManuenr: Jdara 3ab6opa kpoBHu:
JdaTta poxneHus: Cpok 6epemennoctu: 10 nHeaenn 1 nenn
Homep xapthI:

MeTona uccneaoBaHus: aHanu3 cBoOoaHoMpKympytomeii JIHK, BeiaeneHHol U3 KpOBH MAIMEHTKU. AHAJIN3 OCHOBAH Ha MPSIMOM CEKBEHHPOBAHHH,
MPOBEJAEHUH TapreTHOro aHanu3a yyactkos JIHK Ha crienpanu3upoBaHHbIX MUKPOYHMIIAX U CTATUCTUUYECKOM 00pa0dOTKE MOJyYEHHBIX JaHHBIX. MeTouKa
MPOBEJICHUS: PeHATANIbHBIN TecT “Prenetix”.

PE3YJIBTATBI UCCJIIEJOBAHUSA Ipouent BHekaerounoi JJHK mioaa: 11,2 %
Hccenenyemas xpomocoma PesyabTaT BepositHoCTB

Tpucomusi 21 (Cunapom Jayna) Huskuit puck <1/10000 (<0.01%
Tpucomust 18 (Cunapom dasapiaca) Huskwuii puck <1/10000 (<0.01%
Tpucomust 13 (Cunapom Ilaray) Huskwuii puck <1/10000 (<0.01%
IToa n1ona Myskckoi
X, Y ananu3 Huzkwmii puck

21,18, 13

<1/10000 1/1000 1/100 10/100 50/100 90/100 >99/100
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Hu3zkwnii puck Bobicokuii puck

3akio4yenne: Pe3ynbraTel MPOBEICHHOTO 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
Knaiindenbrepa u ap.).

[Ipu npoBeeHUM TaHHOTO UCCIICOBAHMUS COCTOSIHUE IPYTHX XPOMOCOM HE HUCCIIEAYeTCsl, TECT He MO3BOJISET
BBISIBUTH MO3aHYHbIe (JOPMBI TPUCOMHIA, YaCTUUHBIC aHEYIUIOMAMH, TPAHCIOKalMK XpomocoM [loatomy cienyer
MOHMUMAaTb, YTO JAHHBIA METOJ UMeeT Pl orpaHnueHuid. s o6cyKaeHus NOoJIy4eHHOro pe3yJibraTa
obcneoBaHMs M OMpeIeIeHUsl JallbHeHIlel TaKTUKY Be/IeHHs OEpEeMEHHOCTH PEKOMEHIyeTCsl KOHCYJIbTalusl
Jeyalliero Bpava.

Onucanue Tecra: npeHaraibHbIi TecT “Prenetix” npeHasHaueH is ONpeIesieHUsl OTHOCUTENIBHOM 0J1M XPOMOCOM C LIEJIBIO pacuera pucka HaJIMuus y Iio/a
TpHUCOMHH 110 XxpoMocoMam 21 (cunapom Jlayna), 18 cunapom Dasapyca), 13 Cunapom Iaray). lanHas METOIMKA IPSIMOT0 aHai3a CBOOOAHOLMPKYIHPYIOIIEit
moauoii JIHK B kpoBu GepeMeHHOI KeHIIMHbBI Obla pa3padotana B jaboparopun Ariosa.llpy aHann3e JaHHBIX TAKXKe YIUTHIBAETCSA BO3PACT MaTepH (WK TOHOpA
SHIEKJIETKN) M CPOK TeCTalMK, KOTOPBIE YKa3aHbl B HAIPABUTENIBHOM OJlaHKe Ha uccienoBanue. Tect “Prenetix” Obu1 BalMaANPOBAH B FPYIIIE XKEHIUH C OHOTIOAHOM 1
JIBYTUIOHOM OEpeMEHHOCTBIO cO cpokoM rectaimu 6ostee 10 Henens. TecT He BaTMANPOBAH B CIIydae MAaTEPUHCKUX aHEYTIOUAMIA.

ITpu anamize cBobomHOIMpPKYIHpYtomieit mioanoii JIHK He Bcerna BhIABISETCS BHICOKAS KOPPESLUS ¢ FeHOTUNOM ioza. He Bce ciyuan aneyniaonanit MOryT ObITh
BBISIBJICHBI, TaK Jk€, KaK M B HEKOTOPBIX CJTy4asX MOXET ObITh BBICTABJICH BBICOKHI PUCK XPOMOCOMHOIA ITATOJIOTUH MPU SYTUIOUTHOM T1J1071e. Pe3ynbTaThbl JaHHOTO
TECTHPOBAHNS JIOJDKHBI PACCMATPUBATBCS B COBOKYITHOCTH C IPYTUMH KIMHMYECKUMU MOKa3areassMu. JJaHHBIi TecT onpeneser KoanuecTso Y-xpomocoM. Ecmu Y-
XPOMOCOMa OTCYTCTBYET B aHAIM3UPYEMOM MaTepHaJle 110J1 IJI0/1a ONPEeeNsIeTCs KaK <OKEHCKHI»; PH BBIIBJICHUN Y-XPOMOCOMBI — [10J1 ILJIO/IA ONPENEseTCs Kak
«myKckoit». ITpu aByIII0HON GepeMeHHOCTH (HOPMYIINPOBKA «MY)KCKOI 10T I1JI01a» 03HAYALT, YTO KaK MHHUMYM OJMH U3 IJIOJOB UMEET MYXKCKOI 10JI.
YcTaHOBJICHHBII 11071 11710712 HE VICKJIFOYAeT HaJIMY¥e aHeYIIJION I 10 MOJIOBBIM XpoMocoMaM. ITpH TaHHOM TeCTe TakKe MOXKET OBITh ONpPE/IeICHO COOTHOLICHNE
0JIOBBIX XpOMOCOM X 1 Y. DTO 103BOJISET BBISCHUTS I10JI IJI0/IA ¥ YCTAHOBUTH PHCK HAIMYKSA Y TUI0Ja U3MEHEHHH 0 T0JI0BBIM XpomMocomaM (MoHocomust X, XXY,
XYY, XXX, XXYY). Puck cunrtaercsi BRICOKUM Ipu H0cTikeHnn 1% u Ooiee. AHAIU3 TOJOBBIX XPOMOCOM MPOBOAUTCS TOJIBKO PU OJHOILIONHOM GEPEMEHHOCTH.

XapakTepHCTHKA METOJA:

XpoMOCOMHasi AaHOMAJIHSA YyBCTBHTEILHOCTD JI0:KHOMOJI0’KUTEIbHBII pe3yJIbTaT
Tpucomus 21 (cunapom JlayHa) >99% (95% CI: 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 Tounocts >99% 151 My>kckoro u xerckoro noia (95% Cl: 99,2-100%)*

* [laHe/1b HA AHEYIUIOHIMH 1O NOJOBBIM XPOMOCOMAM IO3BOJISET PACCUUTATh PUCK TOJBKO IS IUIOJIOB, HE MO3AUYHBIX 110 aHEYTUIOMAMSM O TI0JIOBBIM
xpomocomam. IH(pOpMaTHBHOCTH Te€CTa B OTHOLICHNH BBISIBIICHHS PA3HBIX aHEYTUIONUAHIA MO MOJOBBIM XPOMOCOMAM Pa3INYHa U OTPAaHUIMBACTCSA HEOOIBIITNM
KOJIMYECTBOM CJIy4aeB, POTECTUPOBAHHBIX K HACTOSIIEMY BPEMEHH.

Bpa4 KAN: CunTiopuia H.H.




