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HanpaBneHue Ha HEMHBA3UBHbIN NpeHaTaNlbHbIX CKPUHUHT
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First Test (Cunapombl: [ayHa, DaBapaca,laTtay,
Lllepewesckoro-TepHepa, Tpucomms X, KnaiHdensTtepa,
[xelikobca, XXYY)

First Test Medium (CuHgpomsbl: [ayHa,
LLlepeweBckoro-TepHepa, Tpucommnsa X, KnanHdenstepa,
[xerikobca, XXYY)

First Test Light (Cunapowmbl: JayHa, DaBapaca, MNaTay)

First Test 21 (CuHgpom JayHa)
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o Het a
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*** Mpu ABynnoaHo 6epeMeHHOCTU BO3MOXHO NpoBeAeHMe TONbKO UCCNefoBaHui
First Test Light nnwn First Test 21
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NpoOMapKWpoBaHa Npu MHe, aHKeTHble JaHHble YKa3aHbl BEPHO:

[aTta:
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MHcpopMMpoBaHHOE cornacue naymMeHTa Ha nposegeHne HEMHBa3UBHOIO
npeHaTasibHOro TeCTMpoBaHuUs NioAa Ha Hanuuue aHeynnomaum First Test

damunus

OTuecTBO
Nms

[aTta poxaeHus

O6uwasn nHdopMauumna

HewnHBa3unBHbIN NpeHaTanbHbii TecT (HUMT) — 3TO cOBpeMEeHHbI METOA CKPUHUHIa
6epeMeHHbIX XEHLUMH, KOTOPbI NO3BONSIET BbISIBUTL FPYMMNYy BbICOKOrO pucka

no nccneayeMbiM XpOMOCOMHbIM aHoManusM. B ocHose TecTa aHanus ceo604HO
umpkynupytower nnogHon AHK B KpoBM 6epeMeHHO XeHLWWUHbI.

Huzkuit puck npn HUMNT — 3T0 pe3ynbTaT UccienoBaHUs, KOTOPbIM MoKa3biBaeT,
YTO BEPOATHOCTb HaIM4MA y nioga XpOMOCOMHbIX aHoManuin (I'IO nccneayembim

XPOMOCOMaM) He MpeBblllaeT yCTaHOB/IEHHbIE MOPOrosbie 3HayeHus (1 k 1000).
ITO 03Ha4aeT, YTo 6epPeMEeHHOCTb OTHOCUTCS K Mpynne HU3KOro pucka.

Bbicokuii puck npu HUMT — 3To pe3ynbTaT UccneaoBaHWs, KOTOPbI NoKasbiBaeT,

YTO BEPOATHOCTb Han4ua y naoga XpoMOCOMHbIX aHoManuin npeBbllaeT yCTaHOBJIEHHbIE
noporoBble 3HaveHUs. B TakoM criyyae 6epeMeHHOCTb OTHOCUTCS K rpyrnmne BbICOKOro pucka
Mo BbISAB/IEHHBIM XPOMOCOMHbBIM CMHAPOMaM, U pe3yfibTaTbl CKPUHUHIa Tpe6yr0T
o6s3aTeNbHOW KOHCYbTaLMKn Bpaya-reHeTuka, a Takxxe A0MNOSHUTENbHbIX METOAOB
AVAarHoCTUKM ANS NOATBEPXAEHUS UMW UCK/IIOYEHUS AMarHosa.

Llenb nccnepoBaHus

BbisiBNieHWe pUcKa U3MEHEHWUS YUCNa KOMUIA MccreayeMbliX XpoMocoM (Tpucomum 21,
a Takke 18, 13 n aHeynnouaun X,Y) B 3aBUCMMOCTM OT BapuaHTa UCCNe[oBaHWUs y nnoaa
c 10-T1 Hepenb 6epeMeHHOCTH.

Metoa nccnepoBaHun

1. O6wan xapaKTtepucrmka Mmeroaa

HeunHBasnBHOe npeHaTanbHoe TecTupoBanHue (HUMT) aBNSIeTCAS CKPUHUHIOBLIM METOLOM
OLIeHKM pUcKa XpOMOCOMHOW naTonoruu naoaa.

Kak v noboi ckpuHuHrosbii Meton, HUMT nMeeT onpeaenéHHyo BEPOSTHOCTb MOMyYeHUs
JNNIOXKHOMOJTIOXUTENBbHbIX PEe3y/1bTaToB (KOF,Cla TeCT yKa3blBaeT Ha BbICOKMUIA pUCK
XPOMOCOMHOW NaTofornM Npu HopMasbHOM Habope XpOMOCOM Y MoAa)

M NOXHOOTpULIATENbHbIX pe3ynbTaToB (Koraa onpeaensieTcst HU3KMIN pUCK Npu Hanuyuum
XPOMOCOMHOW NMaTosorMmn y ninoaa).

CyMMapHasi BepOSiITHOCTb TaKuUX UCXOA0B BapbUpyeTcsl OpueHTUpoBoyHo ot 0,1% ao 5%

B 3aBWCMMOCTM OT aHasIM3MpyeMoli XPOMOCOMHOM aHOMasIun.

HWUNMT He saBnseTca AMarHoCTUHECKUM MeToAOoM. lNMonyyeHHble pe3ynbTaThbl
OTPaXkaloT OLLEHKY BEPOSATHOCTU (pUCKa) onpeaenéHHbIX XPOMOCOMHbIX aHOManun
W He MOryT paccMaTpMBaTbCA KaK OKOHYaTe/lbHbIA ANarHos.

Mpu nonyyeHnn pesynbTaTa BbICOKOrO pUCKa peKOMeHAyeTcs NoATBepXaeHue

C UCMO/Ib30BaHNEM METO/[0B MHBA3MBHOW NpeHaTasbHOW ANarHOCTUKK (61oncus XopuoHa,
aMHWOLIEHTE3 1 Ap.) N0 HasHa4YeHuo Bpava.

2. KnnHunueckmne o6CToATENbCTBA, MPU KOTOPbIX MOXET 6bITb PEKOMEHAOBAHO
nposeaeHne HUMNT

HUNT moxeT 6bITb pekoMeHA0BaH 6epeMEHHO XEHLLMHE NpU HanMuumn GakTopos,
NOBbILLAKLWMX PUCK XPOMOCOMHOI NaToNOrnK y nioaa, BraoYas:

— MOBbILEHHbIN BO3PAaCcTHOM pUCK (BO3pacT 6epeMeHHOW XeHLWwMHbl 35 neT u ctapwe);
— BbICOKWI PUCK NO pe3ynbTaTaM GUOXMMUYECKOr0 CKPUHUHIA NPU OTCYTCTBUU
YyNbTPa3ByKOBbIX MapKepOB XPOMOCOMHOW MaToMorMm y nnoaa;

— HEBO3MOXHOCTb NMPOBEAEHUS CTaHAAPTHOr0 KOMBUMHUMPOBAHHOIO CKPUHUMHIa I TpuMecTpa
6epeMeHHOCTH;

— Hanuyve B aHaMHe3e 6epeMeHHOCTW, BO BPeMs KOTOPOI ANarHoCcTMpoBaHbl CUHAPOM
[NayHa, cuHapom DaBapaca, CMHAPOM MaTay unu Apyrue XpoMOCOMHbIE aHOManuu;

3. CnekTp BbiSIB/ISEMbIX XPOMOCOMHbIX aHOManui

MepeyeHb BbIABASEMbIX XPOMOCOMHbIX aHOMaNWii 3aBUCUT OT BblIGPaHHON NaHenu
nccnenoBaHus.

B 3aBucmmocTu ot Bbl6paHHOI’O BapuaHTa uccnegoBaHUd, pe3ynbTaT MOXET BKAKYaTb
MHGOPMaLMIO O pUCKaX HaNUuUs CNeayoLLUX XPOMOCOMHBIX MaToNOrMit:

— cuHapoM [layHa;

— cuHApoM [layHa, cuHApOM SABapAca, cvHapom MaTay;

— cuHapoMm [layHa, cuHapoM Lllepewesckoro-TepHepa, Tpucomusa X, CMHAPOM
KnaiHdenbTtepa, cuHapom [xeikobca, cuHapom XXYY (onpeaenexHve nona nnoaa);
— cuHapom [layHa, cMHAPOM SaBapAaca, cuHApoM MaTtay, cuHapoM [layHa, CUHAPOM
LLlepelieBckoro-TepHepa, Tpucomusi X, cuHapom KnaiiHdenbtepa, cuHapoMm [xeiikobea,
cuHapom XXYY (onpeaenenwe nona nnoga).

NMpoBeaeHne AaHHOrO UCCNefA0BaHUA He UCKJIIOYaeT Hasuumne y naioaa Apyrux
XPOMOCOMHbIX aHOMaJIMi, a TaKXKe:

— CTPYKTYPHbIX NepecTpoek XpoOMOCOM;

— MUKPOAENeLmnit u MUKpOAYNanKaLnii;

— MOHOreHHbIX 3aboneBaHui;

— BPOXAEHHbIX MOPOKOB Pa3BUTUS MHOW MPUPOAbI.

HUMT He 3aMeHsieT KOMBMHUPOBaHHbIV NpeHaTanbHbIl CKPUHWUHE I TpuMecTpa, a Takxe
NiaHoBble YNbTpa3ByKoBble 06CNef0BaHNsA B CPOKU, YCTAHOBMIEHHbIE KIIMHUYECKUMU
peKkoMeHAaLUnsIMU.

Bo BpeMsi 6epeMeHHOCTU B KPOBOTOK MaTepu BbICBOGOXAAETCS BHekneTouHas AHK

M3 KNETOK BHELUHeW 3apoablileBoli 06ono04ku nnoaa - nnaueHTtbl(cfDNA). B pesynbTtate
B MaTepMHCKOM KpOBOTOKe cpeaun BHekneTouHon [JHK 13 cobCcTBeHHbIX KNeTok
umpkynupyet Takke n HK nnoga (konmyectso nnogHon JHK 3aBUCUT OT cpoka
6epemeHHOCTH). Bclo LMpKynupyioulyto BHekneTouHyto HK BblAENsoT U3 KpoBM MaTepu
W aHanu3npyoT METOAO0M BbICOKOMNPOU3BOANTENBHOIO CEKBEHUPOBaHMS, NOACUUTLIBAETCS
XPOMOCOMHOe cooTHowweHne cfDNA k pedepeHCHbIM 3HaYEHUAM KOHTPONbHON, NpU 3TOM
paccuUmUTLIBAETCS K CTaTUCTMHECKOMY MoKasaTesto UCMOoNb3yeTCs CTaTUCTUYECKUNI
nokasartesnb Z-score (Z-oueHka). dopMyna BbIFSAUT Tak:

Z = ([Jonsa xpomocoMbl_B_obpa3ue — CpeaHsa Aons_B_KoHTpone) / CTaHAapTHoe
OTK/IOHEHWE B KOHTpOne

Becb reHoMm pasbuBaeTcs Ha «OKHa». [INs KaXAoro OKHa NMoACUUTLIBAETCA KONNYECTBO
dparmenToB [HK. 15 XpOMOCOMbI-MULLEHW (HanpuMep, 21) paccunTbIBAETCS KOMYECTBO
NPOYTEHW, NPUXOAALLMXCS Ha HEe, OTHOCUTESIbHO O6LLEro Ynucna nNpoyYTeHUN.

3T0 3Ha4YeHWe cpaBHMBaETCS C pedepeHCHOI BblI6OPKOMN (KOHTPOIbHOWM rpynmnow)
3ynnonaHbIxX (HopManbHbIX) 06pasuoB. Ecnv Z-oueHka npeBbillaeT onpeaeneHHblin nopor,
3TO CUIHANM3MUPYET O HaNMYMM aHeynaonanu (Tpucomumu).

[laHHble 3HaYeHNs HTEPNPETUPYIOT CneumManncTel nabopaTtopun, Nocne 4Yero no uToram
HENHBA3MBHOMO-NpeHaTasibHOro TeCTMpoBaHUA BblAaeTCsd MeAUUMHCKOE 3aKto4eHne
Bpaya-reHeTunka.

B kauyecTBe MCxoaHOro MaTepuana ANns UccnefoBaHWs UCMonb3yeTcst nepudepuyeckas
BEHO3Hasl KPOBb MNaLMEHTKW. 3aK/toYeHWe Mo pe3ynbTaTy HEMHBA3WBHOIO NpeHaTanbHOro
CKPUHUHIa COAEPXUT MHDOPMALIMIO O HAIMYMK BbICOKOrO MM HU3KOFO PUCKa XPOMOCOMHOM
aHomanuu y nnoaa.

OnumnoHanbHOCTb KOHKpeTHoro Tecta HUMT onpeaensieTca naunMeHToM, MCxoas
13 creyoWwmnx BapuaHToB:

First Test First Test Medium First Test Light First Test 21
Konnyectso Konnyectso Konnyectso Koanyectso
aHann3npyemblx aHann3npyemblx aHaznmn3npyemblx aHann3npyemblx

cuHapomos — 8 cuHapomos — 6 cuHApomos — 3 cuHapomos — 1

Cunapom [ayHa Cunapom [ayHa CvHapom [layHa Cunapom [ayHa

Cunapom daBapaca CvHapom daBapaca

Cunapom MNatay Cunpapom MNaTay

CuHapom CuHapom
LWepelwesckoro- Lepewesckoro-
TepHepa TepHepa
Tpucomusa X Tpucomus X
CuHapom CuHapoM
KnaiHdenbtepa Knaiindenstepa

CuHapom [xeitkobca
(ancomus Y)

Cunapom XXYY

Cunapom [Ixeliko6ca
(Ancomus Y)

CuHapom XXYY

Onpepaenexue nona Onpepaenexue nona Onpepenexne nona Onpepnenexue nona

Puckm, ceBfizaHHble C uccneposaHneM (orpaHuyeHve Meroaa):
1. Buonornyeckne oco6eHHOCTU MeToAa

MeTtog HUMT ocHoBaH Ha aHanu3e BHekneTouHon AHK, umMpkynupytolleli B KpoBu
6epeMeHHON KeHLUHbI.

3HauuTenbHasa YacTb aHanuM3Mpyemol BHekneTouHol JHK naoaa NnpoucxoauT us Knetok
NnnaueHTbl, KOTOpble NOCTYNalT B KPOBOTOK MaTepu B pedysibTaTe anonto3a (ectecTBeHHOW
rmbenu KneTok).

B 60/1bLWIMHCTBE CyYaeB reHeTUYEeCKUi MaTepuasn niaueHTsl COOTBETCTBYET reHEeTUYECKOMY
mMaTepuany niosa, NocKosbKy OHU NMPOUCXOAST U3 OAHOW OMNOAOTBOPEHHON ALEKNeTKN
(3uroTbl). OQHAKO BO3MOXHbl UCKIOYEHUS.

B yacTHOCTM, Npu OrpaHUYEeHHOM MaLEeHTApPHOM MO3anLUM3Me XPOMOCOMHbIA COCTaB KJIETOK
nnaueHTbl MOXET OT/IMYaTbCA OT KapuoTuna nnoAa, YTo MOXET NPUBOAUTL

K HECOOTBETCTBUIO pe3y/nbTaToB TecTa hakTUYeCKOMy XpOMOCOMHOMY Habopy nnoaa.

2. CuTyaumm, Npyu KOTOPbIX BO3MOXKHbI JIOXKHOOTPULLATE/IbHbIE PEe3Yy/ibTaTbl
HUNT mo>keT 6bITh JIOXKHOOTPULIATE/IbHBIM, HO HE OFrpaHUYMBasCb, B YaCTHOCTH,
B criefylolmx cnyyasx:

— MUKpoAEeneumm Uan MUKpoaynankaumm HebonbLuMX y4acTkoB Xpomocom 21, 18, 13

1 MOSIOBLIX XPOMOCOM Y Nioaa;

— TpaHC/NOKaLMOHHble OPMbl HapYLUEHWUI NCCeAyeMbIX XPOMOCOM;

— MO03auuuM3M y Nnoaa, BOBNEKaloLWnii uccneayemMble XpOMOCOMbI;

— OrpaHWYeHHbI NNaLeHTapHbI MO3auLn3M.

MpoBoAvMOe nccnefoBaHNe He HanpaBNeHO Ha BbisiB/IEHWE yKa3aHHbIX FreHeTUYECKUX
MN3MEHEeHWI.

3. OrpaHuY4eHus, cBA3aHHbIE C KAPMOTUNOM MaTepu

Mpu HanMuUKM U3MEeHeHU KapuoTuna y MaTtepu (BKaoYas MO3auLuUsM, aHeynaouanu unm
TpaHcnokauun) pesynbtatbl HUMT MoryT 6bITb HEAOCTOBEPHBIMU (BKOYas
JI0XKHOMONOXMUTENbHbIE UK JIOXXHOOTPULLATENbHbIE pe3y/bTaThl).

TexHoMorns nccnefoBaHns He No3BoJISIET MOHOCTBLIO pa3AeNnTb BHekNeTouHyo JAHK
MaTepu U NioAa, B CBS3MU C YEM reHeTuyeckme 0CO6EHHOCTU MaTEePUHCKOro Kapuotuna
MOryT BAUSTb HA pacyéT pucka no COOTBETCTBYHOLMM XpOMOCOMaM.

4. Orpa A, CBS c beTanbHOM ppakumein

[locTOBEPHOCTb MCCNeAOoBaHUS 3aBUCUT OT A0SN BHekneTouHol [HK nnoaa (deTanbHol
dpakumm) B o6pasue KpoBu 6epeMeHHOM XEHLWUHBbI.

Mpun nHaekce Macchbl Tena NaumMeHTky 6onee 29 cTaTUCTUYECKU yBENUYMBaETCS
BEPOSITHOCTb NOMYyYEHUsI HEAOCTAaTOUYHOro YPOBHS (beTanbHoi hpakuuu Ana nposeseHUs
nccnefosaHus.

MNpubnunsutenbHo B 2% cny4yaes pe3ynbTaT UCCNEA0BaHUS HE MOXET 6blTb MONyYeH
BCeACTBME HU3KOro coaepxanus BHeknetouHoi AHK nnoaa (dbetanbHas dpakums meHee
3,5%).

B Takux cuTyauumsax pekoMeHAyeTcs NoBTOpHas caaya KpoBu Ha Honee nosaHeM cpoke
6epeMeHHOCTH.

MoBTOpHOE TeCTUpOBaHWE U TpaHCMOPTMPOBKa 6GMoMaTepuana B Takux cnyvasx

ANS NAUMEHTKU OCyLLecTBnaTCS 6ecnnaTHo.

Hu3knit ypoBeHb deTanbHOM pakunm MOXET pacCMaTpMBaTbLCSt KaK CaMOCTOSITE/bHbIN
MapKep MOBbILEHHOrO0 pUcka XPOMOCOMHOM naTonornu. B cnyyae NnoBTOpPHOro nonyyeHus
HU3KOW (peTanbHON hpakLnM peKOMeHAYeTCs KOHCYIbTauusi Bpaya-reHeTvuka Ans Bblbopa
anbTepHaTMBHOMO METoAa AMarHOCTUKMU.

5. TexHM4YecKue orpaHMYEeHUA nccnenoBaHusa

B peakux cnyyasix (MeHee 1 %) No TEXHUYECKUM UM BUOMHDOPMATUYECKUM NPUYNHAM
HEBO3MOXHO MONYUUTb pe3ysibTaT UCCNeA0BaHUS.

B Takux cuTyaumsax MoOXeT notpeboBaTbCs MOBTOPHas caada 6uomaTtepuana. Cpok
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BbIMO/IHEHWSA UCCNEeA0BaHNA Mpu 3TOM yBenmumaeTtcs. [oBTopHoOe TeCTupoBaHue
1 TpaHcnopTupoBka buomMaTepuana Ansg naumeHTKM ocyLuecTBasoTca 6ecnnaTHo.

6. OrpaHMYeHna KIMHUYECKON MHTepnpeTaumm

HWUMNT He ncknovaeT Hanuume y nnoaa BpoXAEHHbIX NOPOKOB PasBUTUS WAK APYrUX
aHoManuii, He CBA3aHHbIX C UCC/IeyeMbIMU XPOMOCOMaMM.

WccnepoBaHune He 3aMeHsieT NiaHOBOe y/bTpa3BykoBoe obcnefoBaHne 6epeMeHHO
KEHLLMHBI.

MpW HanWyMmM ynbTpasByKOBbIX MapKepoB NaTonorun nnoaa pesynbtatel HAMT MoryT 6biTb
Hef0CTaTOYHO MH(MOPMATUBHBIMU. YbTPa3ByKOBbI€ NMPU3HAKN MOryT 6bITb 06YCNOBNEHbI:
— XPOMOCOMHbIMWU aHOMaNUAMU, He BXOASLLMMU B NaHeNb UCCNeA0BaHUS;

— MOHOreHHbIMN 3660ﬂeBaHVI5'IMVI,'

— CTPYKTYPHbIMU MOPOKaMn pasBuUTus;

— WHBIMW NPUYUHAMK.

B Takmx cnyyasx peKoMeHAyeTCs KOHCyNbTalusa Bpava-reHeTuka Ans sbibopa AanbHeiwen
TaKTUKUW ANArHOCTUKU.

7. OnpepeneHuve nona naoaa

Onpe,qeneHme nosia nnoja He ABNSAeTCH OCHOBHOM Lenbo uccnenosaHna U B paae cnydyaes
MOXET 6bITb 3aTPYAHEHO WM UCKAXEHO, B TOM YKUC/IE NPU HU3KOM YPOBHE deTanbHOM
dpakuuu.

8. [10CTOBEPHOCTb AaHKETHbIX AAHHbIX

KOppeKTHOCTb UHTEPNpeTaunn pesybTaToB reHeTUYECKOro NCCNeA0BaHNs 3aBUCUT
OT MOJSIHOTbI ¥ AOCTOBEPHOCTU @HKETHbIX AAHHbIX, NPEAOCTaBNEHHbIX NALUUEHTKOM.
OTBETCTBEHHOCTb MCNOSHUTENS OrpaHn4YnBaeTCs KOPPEKTHOCTbLIO BbIMONHEHUSA
NabopaTopHOro aHanmsa 1 NoNHOTOM AaHHbIX, NPEeAOCTABNEHHbIX AN1S NPOBEAEHMS
nccneaoBaHus.

9. Oco6eHHOCTHN UCCNeaoBaHUA NpyU MHOronoAHoW 6epeMeHHOCTH

Mpw ABynnoaHON 6epeMeHHOCTV BO3MOXHO npoBefeHue Tonbko TecToB First Test Light

un First Test 21.

I'Ipm MHOI’OI'IHO,CI,HOI7I 6epemeHHocw| unccnegosaHMe NO3BOJSIAET ONpeaennTb Hannyne nnm
oTCyTCTBME Y-XPOMOCOMbI (TO €CTb HasMyMe niojAa MyXCKoro nosia), 04HaKko He Mo3BosisieT
YCTaHOBWTb, OANH WK oba nnoaa ABASIOTCA MYXCKOro rnona.

10. OrpaHM4YeHMA MeToa B OTHOLLEHMWN HeaHaNIM3npyeMbiX reHeTU4ecKnx
COCTOAHMIA

MNpoBoanMoOe UccneaoBaHMe HanpaBfieHO Ha BbISIBNEHWE OrPpaHUYEHHOro NepeyHs
XPOMOCOMHbBIX aHOMasuii, onpeaensieMblx BbIGpaHHON NaHeNblo TeCTUPOBaHUS.
OTCyTCTBME MOBBILEHHOrO pycka Mo pesynbtataM HUMT He uckntoyaeT Hanuuue y nnoga
ApYrux reHeTuyeckunx 3abonesaHunii, BkYas:

— XPOMOCOMHbIE aHOManuu, He BXOAsLLME B NaHeb UCCNefoBaHus;

— CTPYKTYPHbl€ NEPECTPOIKN XPOMOCOM;

— MWKPOAENELMOHHbIE U MUKPOAYM/IMKALMOHHBIE CUHAPOMBI;

— MOHOreHHble 3a6oneBaHus;

— BPOXAEHHbIE NMOPOKN PasBUTUS UHOWN NPUPOAbI.

HUMT He npeaHasHauyeH ANS BbiSBAEHUS BCEX BO3MOXHbIX reHeTnyeckmx 3abonesaHuii
nnopa.

11. OrpaHM4eHMUA UCMNOJIb30BaHUA pe3ysibTaTOB UcciefoBaHusA

PesynbTtatbl HUMT A0MKHBI MHTEPNPETUPOBATLCS BPAYOM C YHETOM K/TIMHWYECKUX A@HHbIX,
BK/IIOYas:

— pesynbTaTbl Y/IbTPa3ByKOBOro 06cnenoBaHuns;

— pe3synbTaTbl 6BUOXMMUYECKOrO CKPUHUHTA;

— JaHHble aHaMHe3a 6epeMeHHOCTH;

— WHble pe3ynbTaTbl MEANLIMHCKUX UCCIeA0BaHWA.

PelueHuns o fanbHelWwen TakTUKe BeaeHNs 6epeMeHHOCTU NPUHUMAIOTCS evallMM BpayoM
Ha OCHOBaHWMN COBOKYMHOCTU KJIMHUYECKOIN nHdopMaumn.

JlabopaTopusi He MPUHUMAET KIMHUYECKUX PELLEeHUI U He HECET OTBETCTBEHHOCTU

3a MeAVLMHCKYIO TaKTUKY, ONpeaenseMyto Ha OCHOBaHUW pe3y/bTaToB UCCNEA0BaHUS.

Hwuxe B TaGJ’IVILlE npeacTaB/ieHbl aHaIUTUYECKNE XapaKTEPUCTUKN UccneaoBaHusa:

Tpucomus YyecTBUTENbHOCTH CneunduyHoCTb PPV*
T21 (CvHapom ayHa) 99,17% 99,95% 92,19%
T18 (CuHapom dasapaca) 98,24% 99, 95% 76,61%
T13 (CuHapom MNaTay) 100% 96,96% 32,84%

Ultrasound Obstet Gynecol. 2015 May;45(5):530-8.doi:10.1002/uog.14792
YyBCTBUTE/IBHOCTb OTPaXaeT CrIoCO6HOCTb TeCTa BEPHO ONpeAensiTb BbICOKMi puck XI1
(MCTUHHO MO/10XKNUTE/IbHBIN pe3y/bTaT), a cneyn@ruYHOCTb — Crioco6HOCTb TecTa BEPHO
onpeaensiTe HU3KNiA PUCK XPOMOCOMHbIE NaTosornn (MCTUHHO OTPULATE/IbHbIN Pe3y/bTaT)
*[onoxuTesnbHoe NporHocTuYeckoe 3Ha4eHne (PPV) — 3T0 A0/ UCTUHHO MO/IOXKNUTENbHbBIX
pe3y/sbTaToB TecTa.

UccnepoBaHue He NPOBOAUTCA B Cly4vasx:
Ecnn y maTepu ecTb cneaytowme U3 nepeumncieHHbix Huxe GakTopos, TO NPOBECTH
nccneaoBaHne He NpeacTaBnseTcs BO3MOXKHBIM,

— 6epeMeHHOCTb MeHee 10 Heenb Ha MOMeHT 3a6opa KpoBu (Cpok 6epeMeHHOCTU
no Y31);

— rnepecagka KOCTHOro Mo3ra, CTBOMIOBbIX K/IETOK MW APYrMX OPraHoB B TeYeHue roaa,
— AVarHoCTUpoBaHHOE OHKONoruyeckoe 3abonesaHune;

— a/I/IoreHHoe nepennBaHnue KpoBn B Te4eHUe O4HOro roga;

— Tepanusi YeNI0oBEYECKUM CbIBOPOTOYHBIM aflb6yMWHOM B TEUYEHWE YeTbipex Heaesb;
— Tepanusi renapuMHoOM B Te4eHue 24 4acos;

— W3MEHEeHUsi XPOMOCOMHOro Habopa y 6epeMeHHo,

— rubenb 0HOro U3 NJOAOB NPU MHOMOMIOAHON 6epeMeHHOCTM (paHee YeM Yepes

8 Hepenb nocne obHapy>XXeHUs 3amMepLuero nnoaa);

— 6epeMeHHOCTU 6onlee YeM ABYMS MoAamMu;

— 6epeMeHHOCTH ABYMS NNoAaMU C NPUMEHEHWEM [OHOPCKMX NMPporpamm (AoHopckas
AlLekneTka, CypporaTHoe MaTepUHCTBO).

Bo3MOXKHbIe BapMaHTbl MHbIX MEAULMHCKMX BMELLUaTesIbCTB

U nx nocneacreusa

HeunHBa3nBHOe npeHaTasnbHOE TECTMPOBaHWE N10Aa Ha Hanuuue aHeynnouauin First Test
ABNAETCA CKPMHUHIOBbLIM UCCNeA0oBaHUEM N HE ABNSETCAS AMarHOCTUYECKUM TECTOM.

OTnnumne CKPUHWUHIa OT AMArHOCTUKKU 3aKN4YaeTCsa B TOM, YTO CKPUHUHI HE CTaBuUT TOYHbIN
AVAarHos, a NNLb BbISBASET rPynny pyMcKa UCCnefyeMbiX XPOMOCOMHbIX NaToNOrMiA.

WUHBa3uBHble MeToAbl (AMarHocTuka)

3TU MeToAbl NpeAnonaratT NPOHUKHOBEHME B MOMOCTb MaTKN WK MAOAHbIE CTPYKTYpbI ANst
nonyyeHus 6uonormyeckoro MaTepuana nnoga. OHu AarT OKOHYaTeNbHbIN ANarHo3

B 3aBUCMMOCTM OT Ha3HAaYEHHOro BpayoM-reHeTUKOM obbema nccneaoBaHus (kapuoTun,
XPOMOCOMHbIV MUKPOMaTPUYHbIA aHanus, dayopecueHTHas rnbpuansaums ¢ MeyeHbIMn
30HAAMM, NOSIHO3K30MHOE CEKBEHMPOBAHMWE), HO COMPSKEHbI C HEKOTOPbLIM PUCKOM
OCNOXHEHWI, B 4aCTHOCTU NOTEpU 6EpPEeMEHHOCTH.

Metopn Cpok PUCK OCNOXHEHUI TouyHOCTb
6epeMeHHOCTH (norepn 6epemeHHOCTH) MeToAaa, %
Buoncus xopvoHa 10-14 0.2 - 0.5% 99-99,8
AMHWOLEHTE3 16-18 0.1-0.3% 99,8
KopaoueHTes 18-22 1.0 - 2.0% 99,9

BcnomorartesnbHble U cneuvannusMpoBaHHblie metoabl: 3D/4D Y3U

un dxokapauorpadcdusa nnoaa.

— Pucku: OTCyTCTBYIOT.

— Pe3ynbTaTthbl: [leTanusnpoBaHHas BU3yanusaums amua M BHyTPEHHUX OpraHoB.
Sxokapanorpadus — «30/10TON CTaHAAPT» A4S ANArHOCTUKN BPOXAEHHBIX MOPOKOB
cepaua.

— 51 NnoATBEPXKAAl0, YTO NMPefoCTaBNeHHasi MHOK MHMOPMaLMs BEPHa.

— Sl nponHdbopMnpoBaHa o nopsiake U o6bemMe NPOBOANMOr0O UCCIEA0BaHNS, CPOKax
nonyyeHus pesynbTaToB, a Takxe 06 orpaHuyeHusax metoaa HUMT. MHe pasbsicHeHbI
MeANLMHCKME MoKasaHus A5 NpoBeAeHMs AaHHOro Tecra.

— A noHumato, yto HUMT siBNsieTcs He eANHCTBEHHLIM METOAOM MpeHaTasbHOro
CKPUHUWHra. [laHHOe uccnefoBaHNe He 3aMEHSIET KOMMIEKCHbIV BUOXUMUYECKUIA
npeHaTasnbHblli CKPpUHUHT (I TpumecTp, 11-13,6 Hepenb) U He OTMEHsieT
Heo6X0AMMOCTb MHBA3UBHOM AMArHOCTUKM (6MoncMa BOPCUH XOPUOHA, aMHUOLIEHTE3)
NPV BbISIBIEHUN BbICOKOrO PUCKa XPOMOCOMHOM NMaTosiorum y nioga.

— S npouHdopMMpoBaHa 0 HEO6XOANMOCTU NMPOBEAEHUS YNIbTPa3ByKOBOro
nccnenosaHma NoMnMo nposeaeHns HAMT.

— fl cornacHa nosyyvTb NOJIHY0 MHbOPMaLMIo No pe3ynbTaTaM UCCIeLoBaHus,
B TOM YMCIE NPU BbISIBNIEHUN BbICOKOTO PUCKa XPOMOCOMHOI NaTonornu y nnoaa.

— $1 npeaynpexaeHa u 0co3Hato, YTo pe3ynbtatel HUMT He ABAstoTCA abCoNoTHbIMK,
1 MO3TOMY OH OTHOCUTCS K CKPUHWHIOBbLIM METOAaM.

— Sl NOHUMalI0, YTO OTpULATENbHBIV pe3ysbTaT CKPUHWHIOBOIO UCCNEAO0BaHUS
He UCKJIKYaeT Haln4yms XpoOMOCOMHbIX aHomanuﬁ, TaK KakK OHO He sABndeTcsa MeToaom
co 100%-HOW TOYHOCTbIO.

— Sl ocBeAoOMIIeHa, YTO B CUJTY TEXHUYECKUX 0cobeHHocTeln MeToaa HUMT

He npejHasHayeH Ans BbisiBNEeHUs c6anaHCUPOBaHHbIX TPaHCOKaLWii, Aeneuni
M aynnavkauuin (MMKpoaeneumoHHbIX CUHAPOMOB), MO3auuusma,
TpUNIonAnin/TeTPaNIonanin, a Takxke MOHOreHHbIX 6onesHel 1 naTtonorui,

He CBA3aHHbIX C YMCTOBbIMU HapyLlEeHNAMU XPOMOCOM.

— 51 npouMHdbOpMMpPOBaHa O TEXHNMYECKOI BO3MOXXHOCTU OnpeaeneHns nosna nioaa
no getanbHon AHK B KpoBM MaTepwu.

— Sl npeaynpexzaeHa, 4YTo onpeaeneHne nona MoXeT 6biTb 3aTPyAHEHO WU OLWINMBOYHO
no MpuUYMHaM, He 3aBUCALLMM OT KayecTBa paboTbl NabopaTopuu.

— MHe pa3bsicHeHO, 4To pe3ynbTaT HUMT c 3aknto4eHNeM «BbICOKUA PUCK>»

He aBngeTcsd MeaAUMUNHCKUM OCHOBAHUEM UM NPSAMbIM MOKasaHWEM ANS NpepbiBaHUsA
6epeMeHHOCTU. [laHHbI pe3ynbTaT pacLieHMBAeTCs Kak peKOMeHAauuUs Ans O4HOM
MeANKO-FreHEeTUYECKOM KOHCYNbTaLumn 1 NPOXOXAEHUS MHBA3WBHON NpeHaTanbHoM
AVNAarHoCTUKM Ans BepuduKaummn pesynbrata.

— MHe pasbscHeHo, YTo pe3ynbtat HUMT ¢ 3aK1to4EHNEM «HU3KUIA PUCK» He ABNSeTCS
OCHOBaHWEM, YTO6bl He AenaTb aMHUOLLEHTE3 UK NpepbiBaHne 6epeMeHHoCTH
npwv HaNNM4YMmM MegUUUHCKNX NoKa3aHui.

— $1 pato cornacve, YTo NpY NOyYEHWUU pe3ybTaToB, CBUAETENLCTBYIOWMNX B NONb3Y
BbICOKOIO pUCKa Halvyus y naoAa XpOMOCOMHON aHoOManuv 1 NpoBeAeHun
YTOUHSIOLLEN AUArHOCTUKM NyTEM MHBA3UBHOM NPOLEAyYpbl C ONpeaeneHnemM KapuotTuna
nnoja, cornacHa npeaoctaBnTb NCNONHUTENIO pe3ynbTaTbl TAKOro UCCNEA0BaHUS;

— Sl pato cornacme nocne poxzaeHns peb&Hka cornacHa coobLWmMTb NON U COCTOSHME
340pOBbsl HOBOPOXAEHHOro(oMn);

— 51 ocBeOM/IEHa, YTO BCE JIMYHbIE AAHHbIE, KacaloLMECs MEHS U MOUX
POACTBEHHUKOB, TaK Xe, KakK U pe3y/bTaTbl FEHETUYECKOro UCCeA0BaHus,
npoBoauMoro McrnonHuteneM, KoHdUAEHUMANbHBI U HE MOANEXaT nepeaave Apyrum
nvuam 6e3 Moero cornacusi.

— S pato cornacue Ha CoxXpaHeHWe U UccnefoBaHWe MOMX He UCMONb30BaHHbIX
06pasLoB 1 06e3/1MYEHHbIX pe3ybTaToB TeCTa B KauyecTBe KOHTPO/S, Banvaaumm,
a TakXXe Hay4HbIX Lienei, Npu yCcroBun coOXpaHeHUst KOHPUAEHUManbHOCTU
npefocTaBneHHONM MHOW MHdOpMaunu.

A,

(®.1.0. nonHoe, Nnoanuck)
NOATBEPXAAto, YTO 03HaKOMEeHa ¢ nHdopMaLmell, coaepxalleincs B HacTosLweM
NOKYyMeHTe.

[ata

Mockea, bonbwoi 6ynesap, 42cl,
WNHHOBALMOHHBIN LeHTp «CKOoNKoBO»
8 (800) 201 83 46
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(F) GENETICS

Cornacue Ha 06paboTKy nepcoHaNbHbIX AAaHHbIX

A,

(®.1.0. cybbekTa nepcoHasnbHbIX AAHHbIX)

B COOTBETCTBMM C Y. 4 cT. 9 PepgepanbHOro 3akoHa ot 27.07.2006 N2 152-03 «O nepcoHasnbHbIX AAHHbIX», 3aperMcTpupoBaHHas no agpecy:

[LOKYMEHT, YAOCTOBEPSIOWNIA TUYHOCTb:

(HanMeHoOBaHWe [OKYMeHTa, cepusi, Homep)

(cBeneHus o paTe BblAauu LOKYMEHTa M BblAaBLUEM ero opraHe, AaTa poXAEHWUs, MECTO POXAEHUS),

B Uensx

pato cornacne AO «®epct MeHeTtnke» (MHH 7725323844, OTPH 1167746676680) (nanee — OnepaTtop), Haxoasleecs no agpecy: 121205, r. Mocksa,

CkonkoBo MIHHoBaunoHHoro LleHTpa Tep., Bonbwoin 6-p, aom 42, cTpoeHue 1, nomeweHne 619), Ha 06paboTKy MOMX NEPCOHAsNbHbIX AAHHbIX, @ UMEHHO:
—  ®amunus, Umsa, OTyecTBO;
— [aTa poXAeHus;
— ajpec peructpaumm u agpec npoXxuBaHus;
— nacnopTHble gaHHble, CHUNC, NHH;
— HoMep TenedoHa;
— e-mail;
— 6aHKOBCKWE PEKBU3UTbI;
— pe3ynbTaTbl UccnenoBaHMs 6MoNOrMyeckoro matepuana,
— 3akJ/lloYyeHue no pesynbTaTy MeaAnKO-reHEeTUYECKOro KOHCYIbTUPOBaHUS;

— [aHHbl€ 0 COCTOSIHUW MOEro 340poBbs, 3abosieBaHMSX, Cllydasx obpalleHns 3a MeEANLMHCKOM NOMOLLbIO, 06pasubl TKAHEN U XUAKOCTEN MOero
opraHvaMa — B MeAWKO-NMpodUIaKTUYECKUX Lensx, B Lensx yCTaHOBAEHUS MeANLMHCKOro AnarHosa v okasaHus MeauUMHCKUX YCIyr Npy yCoBum,
4yTO MX 06paboTka OCYLLECTBNSETCA IMLOM, NPpodeCCHOHaNbHO 3aHUMAOLWNMCS MEANLNHCKON AeATeNbHOCTbIO U 06513aHHbIM COXPaHATb BpayebHyto
TanHy;

TO €CTb Ha COBEpLUEHNE AENCTBUIA, NPeayCMOTPeHHbIX N. 3 cT. 3 deaepanbHOro 3akoHa oT 27.07.2006 N2 152-®3 «O nepcoHanbHbIX AaHHbIX>.

YcnosueM npekpaleHns o6paboTku NepcoHanbHbIX AaHHbIX Mo AaHHOMY Corfiacuio seaseTcs nonyyeHme OnepaTtopoM MOEro MUCbLMEHHOMO YBEAOMIEHNS
06 oT3bIBe Cornacus Ha 06paboTky MOMX NeEpPCOHasbHbIX AaHHbIX. HacTosiwee Cornacme BCTyNaeT B CUNY CO AHS €ro NoANUCaHUS U AEeNCTBYET B TeUYEHUe

HEOoMpeaeNeHHoro cpoka.

MoaTBepXxAaato, YTO MHe pasbsiCHeHa 4. 2 CT. 18 degepanbHOro 3akoHa ot 27.07.2006 N2 152-03 «O nepcoHanbHbIX AAHHbIX>.

Moanucb cy6beKkTa nepcoHanbHbIX AaHHbIX:

CybbeKT nepcoHanbHbIX AaHHbIX (pacwmndpoBka NOANUCHK): Moanwucek

OnepaTtop: MeHepanbHbI anpekTop AO «®epcT MeHeTuKe»

H. A. Ky3HeLo0B
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