NHbOopmaLma 418 NPUHATUA PELLEHUA O NPOBEAEHUN HEUHBA3WBHOIO NpeHaTasIbHOro TeCTUPOBAHMUSA Ha PUCK HAIMYWA Y Nao4a
aHeynnounauit 13, 18, 21, X, Y xpomocom - MpeHeTHKc

MNpocbba BHMMATENBHO O3HAKOMMUTLCA C NPEACTABAEHHOW HUMXe MHPOopMaLMel nepes NpoBeAeHNeM reHeTM4eckoro uccnegosaHuna 8 000
«LleHTp MeHeTuKkM 1 PenpoayktneHoin MeamumHbl «TEHETUKO» (000 «LI'PM «EHETWKO», nanee — McnonHuTens):

1. Uenb reHeTnyeckoro nccnenosaHua «peHeTUKE» 3aKato4aeTcs B aHanuse cBobOAHO UMpKyaupytolen naoaHon OHK B KpoBoTOKe
HepemeHHON KEeHWMHbI C MNOoCAeaytoWMM MNOACHETOM BEPOATHOCTM pPOXAEHWA pebEéHKa C pPacnpoCTPaHEeHHbIMM XPOMOCOMHbIMM
natonornamu: cuHapomamu [ayHa, daBapaca, atay M HEKOTOPbIMM XPOMOCOMHbBIMM aHOMaAMAMM C y4aCTMEM MO/0BbIX XPOMOCOM
(cuHapomamu Wepewesckoro-TepHepa, KnaltHdpenbtepa, NoAnX-cMHAPOM, NonnY-cuHapom, XXYY-cMHAPOM). 3aKknto4eHne No pesyabTaTam
NPOBeAEHHOIO FeHEeTUYECKOro WCCAe[0BaHUA COCTaBAAETCA Ha OCHOBE aBTOMATMYECKOro MoAcyeTa BEPOATHOCTM HaAWyMAa y nnoaa
nepeyvncieHHbIX XPOMOCOMHBbIX HapyLIEHMI C MCnoib3oBaHWem anroputma FORTE.

2. HeuHBasMBHOE mnpeHaTa/bHOE TecTMpoBaHME NAo4a Ha PWUCK Hanuuma adHeynaouamii 13, 18, 21, X, Y xpomocom «[lpeHeTuKc»
npeacTasnfeT cobon NepcoHabHOEe Hay4yHOe UCCNe0BaHME U He ABAAETCA MeAMLUMHCKUM AMAarHOCTUYECKUM TECTOM.

3. HeunHBa3uBHbIN NpeHaTanbHbili TecT «[peHeTUKCe» Ha PUCK Hanuuua aHeynnomamii 13, 18, 21, X, Y xpomocom npeactaBaseTt cobom
CKPUHUWPYIOWMNIN MeToA, U He ABNAETCA OKOHYATE/IbHbIM AMArHOCTUYECKMM TECTOM, YCTaHaBAMBAIOWMM Haauume y naoga XPOMOCOMHOWN
aHOManuu.

4. TMpu BbIABNEHWM BbICOKOTO PUCKA HAZIMUMA Y NI0LA XPOMOCOMHOM aHOManuu no pesynbTaTam uccnenosaHusa «lpeHeTuKe» Heobxoanumo
npoBeAeHWe MOATBEPXKAAIOLLEro AMAarHOCTMYECKOro TecTa, OMNpeAefneHuA KapuoTuna naoda Mno maTtepuany, MNoay4eHHOMYy B Xoae
MHBa3MBHOM NpoLeaypbl (broncmMa BOPCUMH XOPUOHA, aMHUMOLLEHTE3, KOPAOLEHTEe3).

5. B xoae reHeTn4ecKoro nccaefosaHma «lpeHeTuKe» BO3MOXHO OnpeaenuTh:

Mpu ogHonnoAHOM BepeMeHHOCT UcCaeaoBaHWe ONpeaenseT PUCK aHeynIonuamn ¢ kapuotunom: 47,XX, +21;

47,XY, +21; 47, XX, +18; 47,XY, +18; 47, XX, +13; 47 XY, +13; 45,X; 47, XXY; 47, XXX; 47, XYY; 48, XXYY.

Mpu ABynaoAHOW BepeMeHHOCTN UccaeloBaHWe onpeaenseT puck aHeynaonann ¢ kapuotunom: 47,XX, +21; 47,XY, +21; 47 XX, +18;47,XY,
+18; 47, XX, +13; 47 XY, +13.

MpW BbIMONHEHUW TEHETUYECKOro McCnefoBaHuA «[peHeTUKe» McnonHuTe b MMeeT NpaBo Ha 0H6paboTKy BCcelr Moy4yeHHOM B mpouecce
TECTUPOBAHUSA reHeTUYEeCKOM MHPOpMaLMH.

MpoBefeHne UCCNefoBaHMA BO3MOMHO TO/MbKO HauMHaa ¢ 10 aKywepckux Hepenb HGepemeHHOCTUM naumeHTkU. Ecan GepemeHHOCTb
HacTynuna B pesynbTaTe 3KCTPAKOPNOpasbHOro ONNOAOTBOPEHMA, TO ANA onpeAeneHns CpoKka bepemMeHHOCTM K AaTe npoueaypbl nepeHoca
npubasnaoT 14 aHel.

MccnepoBaHve He NpoBOAMTCA B CAyHanAx:

®  CpoK bepemeHHOCTM MeHee 10 aKyWwepcKUX HeaeNb Ha MOMEHT 3abopa KPOoBUM A8 UCCNeA0BaHMS;

®  KO/MYeCTBO NIOLOB NpeBbIWaeT ABa;

MNpwu 3aKase nccnenosaHms 5 xpomocom (21, 18, 13, X 1 Y) B peaikux cnydanx (meHee 2%) pesynbTaT obcieqoBaHMa OTparkaeT TO/IbKO aHaauns
pucka Tpucomnin 21, 18 n 13 6e3 nccnenoBaHWA NOAOBLIX XPOMOCOM W onpeaeneHna nona nnoga. CooTBETCTBEHHO, TaKOW aHanu3 He
COAEPHKUT MHOOPMALMIO O PUCKAX MO aHeynaIouamMam MOMOBbIX XPOMOCOM. MccnegoBaHMe B 3TOM C/y4Yae CYUTAETCA BbINMOJAHEHHbIM,
CTOMMOCTb He BO3BpallaeTca.

He pekomeHayeTcAa NpoBOAUTb UCCNEA0BAHMA B C/ydae, eCu MHAEKCA MacChbl Tena naumeHTKM ceblie 30, MOCKONbKY BeAMKa BEPOATHOCTb
noNy4eHnAa HeonpeaeNeHHoro pesyabTaTta. B caydae oTcyTcTBMA pesyabTaTa NOBTOPHOE UCCAel0BaHWe He NPOBOAMUTCA, CTOMMOCTb aHaAMn3a
He BO3BpallaeTca.

MccnepoBaHue aHeyniouMamii No MOMOBbIM XPOMOCOMaM, a TaKke onpedeneHve nona Oyaywero pebeHka, BO3MOMKHO MNpW YCAOBUM
OAHOMNOAHON BEepeMeHHOCTM M MO KeNaHUo NauuMeHTKU. B cnyyae aBynnogHon GepemeHHOCTM aHanu3 onpeaenser Hanvume Wan
OTCYTCTBME NNOAA MYXKCKOTO M0/, HO He NoKasblBaeT, 06a NioAa aM TONbKO OAMH UMEET MYKCKOM No.

BepoATHOCTb NIOKHOMONOKUTENbHBIX ("BbICOKMI PUCK" ANA 3yNAOMAHOTO (C HOPMasbHbIM KAapMOTMNOM) NAOAR) WU NOKHOOTPULATEbHbIX
("HM3KKMI puck" ons nnoda ¢ Tpucommelr) pesynbtatos coctaBnseT 0,1%-5% B 3aBUCMMOCTM OT TUMNA XPOMOCOMHOW aHOMaNMK. MonyyeHHbIM
pe3ynbTaT CTOUT MHTEPNPETUPOBATL B COBOKYMHOCTU C APYTMMU KNMHUYECKMMU KPUTEPUAMMU.

B npoBoaMMOM wncCNefoBaHUM HEBO3MOXKHO UCKAKOUMTL MEpPecTPOMKM XPOMOCOM, MUKPOAYMIUKALMOHHBIE W MWKPOAENEeLMOHHbIe
HapyLeHNA, MO3anyHble BapUaHTbl XPOMOCOMHbIX aHOMAANI 1 Apyriue XPOMOCOMHbIE NMOBPEXAEHUA.

MccnepoBaHme He UCKAKOYaeT Hanuume y naoaa BPOXAEHHbIX MOPOKOB WM APYrnMX aHOMAAW pa3BUTUA, NOITOMY He 3aMeHAeT MaaHoBoe
yNbTpa3sByKkoBoe 06cnenoBaHMEe MALMEHTKM B NMONOMKEHHbIE ANA 3TOrO CPOKWU. MccnesoBaHme He AMArHOCTUPYET PA4 NaToONOMMA, KOTopble
MOryT OblTb 3amnof03peHbl MNpu MNPOBEAEHUMM CTAaHAAPTHOrO OUOXMMMYECKOrO CKPWMHUHIA 6epemeHHblX, MN03TOMYy He 3ameHaeT
peKoMeHA0BaHHOe CTaHAapPTaMW NAaHOBOe 00CNefOBaHME KEHLWMWHbI C OnpeAeneHNeM YPOBHSA CbIBOPOTOYHbIX MApPKEPOB B KPOBW.
OrpaHunyeHna reHeTU4YecKoro uccneoBaHuna «MpeHeTnkey»:

TECT He onpeaenaeT PUCK aHeynaonani No APYrMm ayTocomam (XpoMocomam) Kpome xpomocom 21, 18, 13;

ABNEHMeE «mcyesatolero 6AnsHeLa» Ha PaHHMX CPOKax bepemeHHOCTH;

HOCUTENbCTBO CHaNaHCMPOBAHHbBIX NepecTpoek;

baKT nepenrBaHUA KPoBM MeHee YemM 3a NoAroAa A0 NPoBeAeHWA TecTa, Nepecaiky OpraHoB (BKAKOYAA KOCTHbIM MO3F) AW neveHue
CTBOJIOBbIMU KNETKamu;

Ha/sM4Me OHKONOrMYecKoro 3aboneBaHunA y NaunMeHTKu;

MaTEPUHCKME aHeynaouaMM U MO3anuUmM3M B COMATMUYECKMX KNeTKax MaTtepu, naoda M ero oHonoyeK, B KOTOPbIA BOB/EYEHDI
nccnenyemble XPOMOCOMbI;

OnAa naumeHTOK, Monajalolmx B OAHY W3 TPYNM OrpaHWYeHwuit MeToga, wuccnenoBaHve “MpeHeTUKC”, He PEKOMEHAYETCA, MOCKOAbKY
[L0CTOBEPHOCTb MOJIy4aeMbiX Pe3y/IbTaTOB MPU STOM CHWXKAETCA. [oNoSHUTENbHO HeObX0AMMa KOHCY/IbTaLuMA Bpaya-rTeHeTHKa.

B MWMHUManbHOM npoueHTe caydaes (1%), B CUAy METOLONOTMYECKMX OFPaHUYEHUI, HEBO3MOKHO MONYYWUTb Pe3yNbTaT UCCiedoBaHUA. B
TaKkWX CUTyaUusax TpebyeTca chada AOMOMHWTENBHOrO KoauyecTBa 6uomatepuana (20 ma nepudepuyeckoin BeHo3HoOM Kposwu). Cpok
NCCNef0BaHNA MpU 3TOM YBENUUYMBAETCA, MOBTOPHOE TeCTMPOBaHWE M TPaHCMOPTUPOBKA BMomMaTepuana B 3TOM Caydae ANA NaUMeHTKU
nposoamTca becnnaTtHo.

MpubansnTensHo B 1% caydaeB pesynbTaT He MOXKeT OblTb MOAyYeH MO MNPUYMHE HU3KOro cofepKaHuA BHekneTouHon OHK nnoga B
nccneayemom obpasue KpoBu (meHee 4%). B Takom caydae Mbl peKOMeHZyem elle pa3 CAaTb KPOBb Ha Honee MO3AHEM CPOKe
HepemMeHHOCTM C NOBTOPHbLIM NpOBeLeHNeM uccnefoBaHua. KpaliHe peKo nociae NMOBTOPHOrO aHanAM3a codepskaHue BHeknetoyHol AHK
nnoga He AOCTUraeT NMOPOroBOro 3HavyeHus 4% u paccymTaTb PUCK HANUYUMA aHeyNnNoUAMMA HEBO3MOMNKHO. B 3TUX Cayyasax pekomeHaoBaHa
KOHCY/IbTaLMA Bpaya-reHeTMKa C Uenblo onpefeneHns HeobXoAMMOCTM MpoBeAeHMs MOBTOPHOTO UCCNELOBAaHMA WAM, BO3MONKHO,
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MHBa3MBHOM AMarHoCTUKK. MOBTOPHOE TeCTMPOBaHME M TPAHCMOPTUPOBKA OUOMaTepuana B 3TOM CAyyae 414 NaUMEHTKM NpoBOAMTCA
H6ecnnatHo.

[ocTosepHaa MHGopmauma 06 MCNONb30BAHMM AOHOPCKOW UM COBCTBEHHOW ANLEKNETKM B LmKae IKO BAUAET Ha nosayyeHue pesyabrata
nccnefoBaHuA. B cayyae ykasaHna HeBepHOM MHOGOPMALLMUM paccunTaTh PUCK HAMYMA aHEYNIOUANMN HEBO3MOXKHO.

6. MpW BLINONHEHUWN TEHETUYECKOro UccnefoBaHNA «peHeTUKE» TONbKO Ha Haauyune pucKa aHeynaougnn 21 xpomocomsl McnonHutens
TaKXe MmeeT NpaBo Ha 06PaboTKy reHeTUYecKon MHPOPMaLLMKM, NONYHEHHOM No xpomocomam 13, 18 n X, Y (npu onpeaeneHunn nona nnoaa).
7. Bce nnyHble AaHHble, Kacatowmeca Bac v Bawmx poACTBEHHUKOB, TakXKe Kak M pe3ynbTaTbl reHeTMYecKoro nccaeoBaHna, NPOBOAMMOTO
McnonHutenem, KOHOUAEHUMANbHBI U He noanexar nepegaye Apyrum avuam 6es Bawero cornacma. OTo3BaTb cornacve no OAHOMY WK
BCEM HWXernpuBeAE&HHbIM MYHKTaM BO3MOXHO 6e3 0ObACHEHWA [AOMONHUTENbHLIX MPUYMH [0 MOMEHTa MO/yYeHUA pesynbTaTa
obcnenosaHma.

8. A pato cornacve McnonHutento Ha obpaboTKy B LeNAX OKa3aHWMA MHE YCAYrM MOWX MEePCOHaNbHbIX AaHHbIX, BKAOHAKOWMX AAHHbIE
perncTpaumMoHHom Gopmbl, pesyabTaTbl 1abOPaTOPHOro UCCAeA0BaHUA U AaHHble, NOAYYEHHbIE B XO4e BbINONHEHUA UCCAeA0BaHUA, NpoYne
[JaHHble, HeobxoayMble ANA OKasaHWA YCAYr, C NPaBOM OCYLLECTBAATb C TaKMMK AaHHbIMK COOP, CUCTEMATM3ALMIO, HAKOMAEHWE, XpaHeHwue,
obesnnumBaHune, nepegady TPeTbMM AuLaM, OBHOBAEHWE, U3MeHeHMe, BNOKMPOBaHWE, YHUUTOXEHWE U MHOE UCNOoAb3oBaHWe. [aHHoe
cornacue aeictsyet 6eccpoyHO M MOMXKEeT ObiTb OTO3BaHO B Nt060M MOMEHT nytem HanpasneHnusa B agpec OO0 «UMPM «EHETUKO»
COOTBETCTBYIOLLErO 3aABNEHUA.

Ha ocHoBaHWMW NpeacTasaeHHON MHbopMaLMK
a, , iaTa POXKAEHMA BbIpaato

cornacve Ha NposeseHne NepcoHaNbHOro Hay4YHOro reHeTUYeCKoro uccneaoBaHus «MpeHeTUKe» No NpegocTasaeHHoMy 06pasLy Kposu
TaKKe Bblparkato cornacue:

O npu NOAYYeHUN Pe3yNbTaToB «peHeTUKC», CBUALTENLCTBYIOLMX B MO/b3Y BbICOKOrO PUCKA HAMUYMA Yy NN0Aa XPOMOCOMHON aHOMaUK, 1
NPOBEAEHUN YTOUYHAIOWEN AMArHOCTUKM MYyTEM MHBA3MBHOW MNpoLedypbl C OnpedeseHMemM KapuoTuna Mnaoda, CorfacHa npeaocTaBuTb
McnonHUTENO pe3yibTaTbl TAKOro UCCNEL0BAHMS;

O nocne poxaeHus pebéHka cornacHa coobLLMTb O NoJe 1 COCTOAHUM 340P0BbA HOBOPOXKAEHHOTO(0M);

O npu HeobxoAMMOCTM pe3ynbTaTbl UCCNEA0BAHWUA MOTYT ObiTb MCMO/b30BaHbl B MEAMKO-TEHETUYECKOM KOHCY/bTUPOBAHUU UK
reHeTyeckom obcnefoBaHUM APYrX Y1EHOB MO CEMbMU.

Al cornacHa NpefoCTaBWUTb UCMONHUTEND AONOAHUTENbHBIE 06Pa3Lbl CBOeM Kposwm (£0 20 M) B cyvanXx, eciv 3T0 0OYCNOBAEHO HAUYMEM
OrpaHMYeHuin, BAMAIOWMX Ha Pe3ynbTaT UCCNefoBaHWUA U/UAK ANA NPOBeAEeHNA KOHTPOIbHOrO UCCAeN0BaHMS.

Al cornacHa NonyYnTb NOMHYIO MHOOPMALMIO NO pe3yabTaTam UCCAef0BaHNA, B TOM YMCe NPU BbIABAEHUN BbICOKOTO PUCKa XPOMOCOMHOWM
naTonornv y Nnoaa.

Al cornacHa, 4TO pe3ynbTaTbl WUCCAeLOBaHMA MOTyT ObiTb NepefaHbl Jevallemy Bpayy, COrMacHo WHbOpPMaLMKM, yKaszaHHOW B
perucTpaunoHHom dopme.

A npovHdOpMMpPOBaAHa, YTO MPOBOAUMOE FEeHETMYECKOE UCCNef0BaHME MMEET OrPaHUYeHMA M He Bcerda AaéT BO3MOXKHOCTb BbIABUTb
NPUCYTCTBYIOLLME HAPYLUEHWA HAaceACTBEHHOIO MaTepuana.

MHe 6bln1a NpeaocTaBieHa BOSMOXKHOCTb MOJYYeHMA KOHCYIbTaLMM Bpaya-reHeTUKa 40 NpoBeAeHUs TecTupoBaHmsa. i NponHGopmMmnpoBaHa,
4TO NO pesyabTaTam UCCNeL0BaHWA PEKOMEHA0BaHa KOHCYAbTALMA BpaYa-reHeTunKa.

MoAnucbiBas AaHHbIM AOKYMEHT, A 4at0 COrlacle Ha NpoBefeHWe reHeTUYeckoro uccnefosanua "MpeHetukc", byayydn ocBegOMAEHHBIM B
OrpaHuYeHmAx AaHHOro Tecta. MHO No/yyYeHbl B NOIHOM 06beme pasbACHEeHUA Ha BO3HUKLWME BOMPOCHI, KacatoWwmeca MccaenoBaHus.

Vicnonb3yemble TEPMUHBI:

AHeynaonausa — NatoNorMyeckoe N3MeHeHe XpOMOCOMHOro Habopa.
Bromatepuan — obpaseL, 61oN0rMYECcKOro MaTepuana, UCnonb3yembilit
N7 NPOBELEHWA TeHETUYECKOTO NCCAeA0BaHUA.

OHK — monekyna, cocToslan u3 oTaesbHbIX OYKB (HykneoTnaos), B
NnoC/NeAoBaTeNbHOCTM  KOTOPbIX  3aKOAMPOBAHa  Hac/NeACTBEHHasA
nHbOpMaLWA YenoBeka.

KapuoTtn — xpomocomHbIi Habop Yenoseka.

KTP - Kon4nKko-TemeHHol pasmep y naoaa

O6cnenyeman — bepemeHHas eHLUMHa, Yell GromaTepman npesocTasneH
[NA NPOBELleHNA TECTUPOBAHMA.

MML, — nochegHWit MeHCTpyasbHbIN UMKA

Y3 - ynbTpassyKoBOe nccnenoBaHne

TpUCOMUA - HapyLLeHne XPOMOCOMHOro Habopa, Npy KOTOPOM BMECTO ABYX
XPOMOCOM FOMOIOTUYHOM Napbl NPUCYTCTBYET TPETbA AONOAHUTENbHAA.

XpoMOocOMa — T/1aBHbI 3/M1EMEHT K/JETOYHOro fApa, OCHOBY
KapuotnnupoBaHMe — onpesfeneHne XpPOMOCOMHOro Habopa ¢ KOTOPOTO
NPULLENBHBIM U3yYEHUEM KONMYECTBA XPOMOCOM U UX CTPYKTYPbI MO,
puL 4 P PyKTYP A COCTaBNAET KOMMAKTHO ynakoBaHHaA monekyna JHK.
MMKPOCKOMOM.

3KO - aKcTpakopnopanbHoe ONA0A0TBOPEHME

®UO (nonHocTb10):

[aTa poXAeHUA: , MECTO POXAEHMA:
nacrnopT cepus: Homep: , BblaaH " " r.
3aperucTpuposaH(a) no agpecy: Poccus, ropos, , aApec:
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