NH®OPMUPOBAHHOE AOEPOBOJIbHOE COMMACUE

1.4,

(U0, paTa poxaeHWa, NacnopTHble AaHHblE, aAPec NPOXUBaAHNA),

Aato cBoe MHGOPMMPOBAHHOE cornacue Ha NPOBeAEeHWEe MOJIEKYAAPHOTO KapuoTUNUPOBAHUA (XPOMOCOMHOTO MUKPOMATPUUYHOMO aHa/iu3a) maTepuana
abopryca.

2. Al noaTBEpPXKAAtD, YTO NPOMHGOPMMPOBAHA O LEeNAX, OFPAHUYEHUAX METOAA, BEPOATHOCTM NONYYEHUA pe3ynbTaTa, a TaKkKe npeaynpexaeHa u
NoHMMato 0CobeHHOCTM 3aBepLUeHMA UCCNef0BaHNA (MccnesoBaHMe MOXKET BbiTb HE BbIMOJIHEHO).

OfAHOW M3 OCHOBHbIX MPUYMH 3IMOPUOHANBHON rMbenn nnoda B NepBoM TpuMecTpe BepeMeHHOCTU ABAAKTCA XPOMOCOMHbIE HapylUeHUA
Kapuotuna. [na NOATBEPHKAEHUA WAU UCKAOYEHUA NOAOOHON MPUYMHbLI BbIKMABIWLA WUAW HepasBuBalolen HepeMeHHOCTM peKoMeHAyeTcAa MpoBecTu
MONeKynapHoe KapuoTunuposaHue aboOPTUBHOrO martepuana (XPOMOCOMHbBI MMKPOMATPUUHBIA aHanu3) — 3TO COBPEMEHHbI NabopaTopHbIN
MONIEKYNAPHO-TEHETUYECKMI aHaNM3, B GONbLUMHCTBE C/lyYaeB MOMOFAOWMIA BbIACHUTb FE@HETUYECKYI0 MPUYUHY PEenpoayKTMBHOW MNOTepu, NpoBecTu
NPOodUNAKTUKY BO3MOMKHbIX NOA0OHbIX OCNOXKHEHWUI NpU cneaytolien 6epeMeHHOCTH, pa3paboTaTe MHANBUAYANbHYIO NPOrPamMmMy NOATOTOBKK K Byaylueit
6epemeHHOCTH.

MaTtepnan nocne onepauMuM MNOMELLAETCA CTPOr0 B CTEPU/IbHbIM  KOHTeHep ¢ ¢usMonormyeckum pactBopom. MonekynspHoe
KapuoTunupoBaHue abopTMBHOrO MaTepuana NpoBOAMTCA Ha Nto6OM CpoKe OCTaHOBKM 6epemMeHHOCTU. AHann3 MOXKeT ObiTb MPoBEAEH fake B TOM
cnyyae, ecnm 6epeMeHHOCTb 3aMepa SAaBHO U XKUBbIX KETOK B MaTepuane He 0CTanoch.

[aHHOe MOoNeKynApHO-reHeTUYecKoe MCCnefoBaHWe C BbICOKOpa3pellatolei cnocobHOCTbIO BbIABAAET CTPYKTYPHblE M3MEHEHUA Ha YpOBHe
BCEro reHoMa, OTAe/IbHbIX XPOMOCOM U Y4aCTKOB XPOMOCOM C M3BECTHOMN KNMHUYECKON 3HAYMMOCTbIO, @ UMEHHO:

®  OTCYTCTBYIOLME UAWN SOMNOJHUTENBHBIE XPOMOCOMBI (aHeynaouauu);
e OTCYTCTBYIOLME UAWN LOMOSHUTENbHbIE YYACTKM XPOMOCOM (Aeneummn/aynankaumm);
e oaHopopguTenbckaa aucomusa (OP[), koTopas npeacTasnseT cobol gBe KONUW XPOMOCOMbI OT OLHOTO POAUTENA MPU OTCYTCTBUU KOMWIA OT

BTOpPOro pogutens.

Mpw aTom aHannsmnpyeTca matepuran Bcex 23 nap XpoOMOCOM B OAHOM MCC/ef0BaHUN. B oTanumne oT cTaHZapTHOrO LMTOreHeTUYEeCKOro aHanm3a KapmMoTtuna
MONIEKYIAPHOE KApMOTUMUPOBAHWE BbIABNAET HE TONbKO rpybble HapylweHUsa CTPYKTYpbl XPOMOCOM, BUAMMbIE MOA MUKPOCKOMNOM, HO U MeNKue
CYOMUKPOCKONUYECKME M3MEHEHUA, HAaNpPUMEpP, MUKPOAENELMOHHbIE U MUKPOAYNIMKALMOHHbIE CUHAPOMbI, @ TaKKe Apyrme KAMHWYECKM 3HauYMMble
N3MeHeHWsA.

MuKpoLeneLmMoHHble CUHAPOMbI - reHeTu4Yeckne 3aboneBaHuUA, Bbi3blBaeMble OTCYTCTBMEM HeBONbLUMX, HE BUAMMBIX B MUKPOCKONM, Y4aCTKOB
XpOMoCom (MUKpodeneumamm).

MUKpOAYNIMKALMOHHbIE CUHAPOMbI - FreHeTUYeckMe 3aboieBaHusA, Bbi3biIBAEMbIE HANNYMEM [OMNONHUTENbHBIX KOMUIA Y4acTKOB XPOMOCOM, He
BMAMMbIX B CBETOBOM MMKPOCKOM (MUKpOAyNAUKaumum).

HeobxoAMMO OTMETUTb, YTO MOCKO/IbKY Npu cbope maTepuana MosyyaeTcAd CMecb TKaHel maTepu M IMBpUOHA, rae TKaHW Naoja 3aHMMaloT
Hebo/1bWYIo 4010, TO B TOM C/ly4ae, eCAun B KOHTeNHep ana cbopa 6uomatepurana bbliv NomeLLeHbl He BCe TKAHM, MOJIyYeHHbIe B pe3y/bTaTe npoueaypbl,
TO Hebo/bLoM 06beM MaTeprana, KOTOPbIA OTHOCUMTCA K IMBPUOHY, MOXKET He nonacTb B IabopaToputo gaa nccnenoBaHma. NoaTomy He UCKOYEHO, YTO
B TaKOM C/ly4ae, BepoATHO, byaeT uccnenosaH buomaTtepnan TkaHM matepy. OAHAKO XPOMOCOMHbI MUKPOMATPUUHDbIA aHaAU3 NO3BOANAET BbIABUTbL
KOHTaMMHAUUIO MATepPUHCKMMMU KNEeTKamu, KOTOpas ABAAETCA 4acToii NPUYMHOM NIOKHOOTPULLATE/IbHBIX Pe3yNbTaToB MNpU  CTAaHAAPTHOM
LMUTOreHeTMYEeCKOM aHanuse Kapuotuna. MosaTomy Ha BbiNOJIHEHME AAHHOMO UCCNeAO0BaHUA HEO6XOAMMO TaKKe B3ATMe KpoBM Yy matepu. Ho ecav B
npegoctaBneHHoM 6uMomatepuane nocne MaeHTMPUKauumn BbiaeneHHo AHK He byaer obHapy»KeHO TKaHelt aMbBpuoOHa, TO B TaKOM Cay4ae aHanu3
NPOBECTU HEBO3MOMKHO. B CBA3M C 3TMM HEOHXOAMMO BHUMATENBbHO OTHECTUCL K CHopy BromaTepmana u 3aN0SHEHNIO aHKETbI.

HecmoTpsa Ha TO, UTO AaHHOE MONEKYNAPHO-TeHETUYECKOE UCCNe0BaHME MOXKET ONpeae/iuTb MHOMKECTBO XPOMOCOMHbIX aHOManuni, OHO He
BbIAAB/IAET CTPYKTYPHble XPOMOCOMHbIE NEPECTPOMKU, TaKKe MMeHyemble CH6aNaHCMPOBaHHbIMM TPAHC/IOKAUUAMMU (pPeLMnpPOoKHble TPaHCNOKaLuu,
pPo6epTCOHOBCKUE TPAHC/NIOKALUU) M MHBEPCUAMM, MOAUNNOUAUM, MO3auLU3M MeHee 10%, TOYKOBble MYTaLUM, SKCNAHCUIO TPUHYKNEOTUAHDIX
NOBTOPOB, a TaKXKe MUKpoaeneLn/MUKPoAYNAMKaLUK, pa3mep KOTOPbIX HAXOA4MUTCA 3a NpeAenamm paspeluatoueii cnocobHocTn meTtoaa.

Mpn  XpOMOCOMHOM  MWKPOMATPUYHOM  aHaAU3e MPOBOAUTCA  MOJIEKYNAPHO-TeHeTuYeckuit  aHanm3d  aCGH ¢ ucnonb3oBaHuem
O/INFOHYKNEOTUAHbIX MaTpuL,. Paspelatowan cnocobHocTb coctaBnseT 190 Tbic.nap HYKNEOTUAOB NO OCHOBHOM CTPYKTYype M 28 TbiC.Map HYKNeoTUA0B B
TapreTHbIXx 061acTAX, T.e. B TeX 30HaX, r4e BbICOKAa BEPOATHOCTb OMNpPeAe/uTb MyTaumio (MeaMaHHoe paspelweHue 82 T.n.H.). OTCYTCTBME KAMHWUYECKM
3HAYMMBbIX CTPYKTYPHbIX NEPEeCcTPOeK XPOMOCOM He UCK/oYaEeT reHeTMYecKol Npupoabl 3a601eBaHMA, B YaCTHOCTM MyTauMii, KOTOpPbIE ABNAOTCA NPUYMHON
ayTOCOMHO-PELLECCMBHBIX M ayTOCOMHO-AOMMHAHTHbLIX HacNeACTBEHHbIX 3aboseBaHUI M KOTopble MOryT 6biTb BbliIBNEHbI METOAO0M KAUHWUYECKOTO
CEKBEHMPOBaHWUSA 3K30Ma NMBO TapreHTHbIM CEKBEHMPOBAHMEM.

3. A o3HaKom/ieHa C O0CODEHHOCTAMM MCCNeLO0BaHUA U MOHMMAKD BEPOATHOCTb TOTO, YTO WUCCNef0BaHME MOXKET ObiTb He BbIMOJHEHO (TecT
obecneuymsaeT pesynbTtat B 60n1ee uem 99% cnyyaes).

4. fl NOHMMaID, YTO pe3y/abTaT MOJIEKYIAPHOrO KapuoTMNa BblAAETCA COMNACHO MEXAYHapOAHOW LUTOreHEeTUYECKOM HOMEHKIATYpe XPOMOCOM
yenosekKa ISCN 2016 » npu BbIABNEHUM U3MEHEHWIA B KapMOTUNe HeObX0AMMa KOHCYNbTaLMA Bpaya reHeTuKa.

5. MHe coobuieHo, yto 000 «J/labopatopum LUP» (ganee no Tekcty — JlabopaTtopua) npeaocTaBaseT BO3MOMKHOCTb NO/y4yaTb pe3y/abTaTbl
uccnefoBaHuAa 6e3 AOMNONHUTENbHOTO MOCELEHUA C MCMONb30BAaHWMEM COBPEMEHHbIX TEXHUYECKUX CpeacTB nepedaur uHbOoOpmauuu, nNpu 3Tom
JNlabopatopusa cobnogaet KOHPUAEHLMANBHOCTb AAHHbIX, ONUPAACH HA CYLLECTBYIOLLME STUYECKME U topuaMYeckne Hopmbl. i NPpoOMHPOpPMMPOBaAHa, YTO
JNlabopaTtopuma He HeceT OTBETCTBEHHOCTW 33 HEBEPHO YKa3aHHble MHOI HoMep TesiepoHa M agpec 3NeKTPOHHOW NoYTbI.

6. Al gato cornacue Ha 06paboTKy HEOHX0AMMBbIX NEPCOHANbHbIX AAHHbIX B 06beme 1 cnocobamu, yKasaHHbIMM B NyHKTax 1, 3 ctatbk 3 M cTaTbm 11
®epepanbHOro 3akoHa ot 27.07.2006 Ne 152-®3 «O nepcoHabHbIX AAHHBIX».

7. 1 BHUMATENBHO 03HAKOMWAACH C A@HHbIM AOKYMEHTOM, MUMEIOLLMM IOPUANYECKYIO CUNY.

8. Al npuHMMalto pelieHne o 406POBOLHOM COrNacuM Ha NPOBEAEHME MOEKYNAPHO-TEHETUYECKOro UCC/ie0BaHNA abopTMBHOIO matepuana Ha
npeanoXeHHbIX YCNOBUAX.

Nopnucb nauuneHTa (PH0)
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