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HanpaBneHue Ha HEMHBA3UBHbIN NpeHaTaNlbHbIX CKPUHUHT

! BCE NOJ1A OBA3ATEJ1bHbl K 3ANOJIHEHUIO

AaHHble nauMeHTa
3AMNOJ/IHUTb NEYATHBIMU BYKBAMU

damunuma
Nms OTtyecTtBO
[ata
poXxaeHus
PocT(cm) Bec(kr)
TenedoH
3n.noyta
BbepeMeHHOCTb
Cpok 6epemeHHOCTU MO Y3U | He meHee
Ha MOMEHT B35TUS KPOBU * 10 Hepenb
Hepenb
MNepBblit AeHb NnocneaHen
MeHCTpyauuu
Konunuectso nnoaos 1 2
BOHSA
A 6uxopvanbHas
MOHOXOpuanbHas
BepeMeHHOCTb
na HeT

B pe3ynbtate KO

3anonHaeTca npu 6epeMeHHOCTU B pe3ynbtaTte IKO:

CypporaTtHoe MaTepUHCTBO na HeT
Jl0HOpCTBO 00OLMTOB na HeT
Bo3pacT MaTepy Ha MOMEHT MyHKLMK ner

UHpopmMauma o HanpaBuTene

HanpaBuBLiee yupexaeHue
Hanpaeuswwuii Bpay (®N0)

ALpec MEANLIMHCKOrO YUYpeXAeHUs

CocTosiHue 340POBbA NMaLmeHTa

Monyyana nepenvBaHne AOHOPCKOM KPOBU B TeyeHue roga
Het fa

Monyyana Tepanuio renapMHoM B TeyeHue 24 yacos

Het Aa

Monyyana Tepanuio YeNOBEYECKUM CbIBOPOTOYHbBIM anbbyMUMHOM /MMMyHOTEpanuio
B TeyeHue 4 Hejenb

Het fa

YctaHoBneHa rubenb 04HOro U3 NI0AOB B TeyeHne 8 Heaenb

[laTa ocTaHOBKM

Het pa3sBuTUa nnoaa

MokazaHuA Ana npoBegeHUnA TecTa

[unarHocTMpoBaHHasi XpOMOCOMHas NaTonorus nnoaa/pebeHka B NpeablayLwmx
6epemeHHOCTAX

Het [Aa, ykazatb
MOBbILWEHHBIM PUCK XPOMOCOMHOW NaToONOMMK NO pe3ysbTaTaM KOMEMHUPOBAHHOIO
CKPUHUHra

[a, ykaszaTb

Het o
pacyeTHbIN pUCK

Mo3aHWU penpoayKTUBHBIN BO3pacT

Het Aa

Bbi6op Tecrta

|:| First Test

(CuHppombl: fayHa, daBapaca,laray, Lepewesckoro-TepHepa,
Tpucomus X, KnaliHdenbtepa, [xeikobca, XXYY)

First Test Medium
(CuHppombl: JayHa, Lepeliesckoro-TepHepa, Tpucomus X,
KnaiHdenbTepa, Oxelikobca, XXYY)

[]
|:| First Test Light
L]

(CuHppombl: [ayHa, DaBapaca, MaTtay)
First Test 21
(CuHppom [layHa)

Y3HaTb non nnoga**

o Het
(npu ogHonoAHON 6epeMeHHOCTU* **) € Aa

** B cnyyae OTCYTCTBMSA OTMETKM MOJ YKa3blBAETCA B 3aK/IIOYEHUUN MO YMOIYAHUIO

*** Mpu ABYyNIoAHOW 6epeMeHHOCTM BO3MOXHO NPOBeAeHME TONIbKO UCCNef0oBaHuUM
First Test Light nnwu First Test 21

Aata 3a6bopa kKpoBu

MoaTBepxAato, 4To npobupka c 6roMaTepmasnom
NpOMapKMpoBaHa Npu MHE, aHKETHbIE AaHHbIE€ YKa3aHbl BEPHO:

[ara:

Moanuck naumeHTa:
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NMHcopMupoBaHHOe corsiacme naumeHTa Ha npoBeaeHue HEMHBAa3UBHOIO
npeHaTasibHOro TeCTUpoBaHUA NJioda Ha Hanuune aHeynnouani First Test

damunma

OTtyecTBO
Nma

[aTa poxaeHus

O6uwasn nHdopMmauumna

HewnHBa3unBHbIN NpeHaTanbHblit TecT (HUMT) — 3TO COBPEMEHHBIN METO/ CKPUHUHIa
6epeMeHHbIX XEHLUUH, KOTOPbI NMO3BOMSIET BbISBUTb FPYNMYy BbICOKOrO pUcka

no nuccneayembiM XpOMOCOMHbIM aHOManusaM. B ocHoBe TecTa aHanus cBo604HO
umpkynupytower nnoaHov HK B KpoBu 6epeMeHHO XEeHLWWHBI.

Hu3kuit puck npu HUMT — 370 pe3ynbTaT UCCNefoBaHUs, KOTOPbIN NMokasbiBaeT,
YTO BEPOSITHOCTb HaNuUS y NoAa XPOMOCOMHbIX aHOManuit (No uccneayembiM
XPOMOCOMaM) He MpeBbIlWAeT YCTaHOB/IEHHbIE NOPOroBble 3HayeHus (1 k 1000).
3TO 03HayaeT, YTo 6epeMeHHOCTb OTHOCUTCS K rpynne HU3KOro pucka.

Bbicokunii puck npu HUMT — 3To pe3ynbTaT McCneaoBaHWs, KOTOPbIA NoKa3biBaeT,

4YTO BEPOSTHOCTb HaN4YMA y NnjaoAa XPOMOCOMHbIX aHOManuii NpeBbIllaeT yCTaHOBNEHHbIe
noporoBble 3HaveHus. B TakoMm criyyae 6epeMeHHOCTb OTHOCUTCS K rpynne BbICOKOro pucka
MO BbISIBJIEHHBIM XPOMOCOMHbIM CMHAPOMaM, U pe3ysibTaTbl CKPUHUHIa TpebytoT
obsasaTtenbHom KOHCynbTauuun Bpava-reHeTuKa, a Takxe AOMOSHUTENIbHbIX METOAOB
AVNArHOCTVKM ANS NOATBEPXKAEHWUS UNN UCKIIOYEHUS AnarHosa.

Llenb nccnegosanuns

BbisiBNieHMe pucka M3MEHEHUs YMcia Komuii nccneayembix XpoMocom (Tpucomun 21,

a Takxe 18, 13 n aHeynnonaun X,Y) B 3aBUCMMOCTW OT BapuaHTa UccnefoBaHus y nnoga
c 10-T1 Henenb 6epeMeHHOCTH.

Metoa nccnepoBaHun

1. O6wan xapaKTepucTtuka Mmeroga

HeunHBasvBHOe npeHaTanbHoe TecTupoBaHue (HUMT) ABASIETCA CKPUHUHIOBLIM METOAOM
OLEHKM p1CKa XpOMOCOMHOM MaTosiorMmn nnoaa.

Kak n noboi ckpuHuHrosbii metoa, HUMT nmeeT onpeaenéHHyo BEPOATHOCTb MOMyYeHUs
JIOXKHOMOSMOXUTENbHBIX pe3ynbTaToB (KOrAa TECT yKasblBaeT Ha BbICOKUI pUCK
XPOMOCOMHOI NaTosorMu Npu HopMasbHOM Habope XpoOMOCOM Yy mniosa)

N NIOXXHOOTPpULIATENbHbIX Pe3ynbTaToB (KOraa onpeaensieTcst HU3KWUIA pUCK Npu Hanmymm
XPOMOCOMHOI NaTonoruun y nnoaa).

CyMMapHast BEpOSiTHOCTb TaknX MCXOA0B BapbupyeTcsl opueHTMpoBo4vHo oT 0,1% ao 5%

B 3aBWCMMOCTM OT aHa/IM3MpyeMoii XPOMOCOMHOI aHOMasnnn.

HWUNMT He ABNseTCcA AMArHOCTUHECKUM MeToAOM. NMonyyeHHble pe3ynbTaThbl
OTpa)kaloT OLlEHKY BEPOATHOCTU (pUcka) onpeaenéHHbIX XpPOMOCOMHbIX aHOMaNunin
U HEe MOryT pacCMaTpUBaTbCA KaK OKOHYaTesIbHbIW AUarHos.

Mpwn nonyyeHun pesynbTaTta BbICOKOrO pUCcKa peKOMeHAyeTCs NoATBEPXAeHNe

C UCMofb30BaHWEM METOA0B MHBA3MBHOW NpeHaTasibHON ANarHoCTUKKM (6Moncus Xopunoxa,
aMHMOLIeHTE3 1 Ap.) MO Ha3Ha4YeHWo Bpaya.

2. KnnHuyeckmne o6CcToATENbCTBA, MPU KOTOPbIX MOXET 6bITb PEKOMEHAOBAHO
nposeaeHne HUMNT

HUMT moxeT 6biTb peKoMeHAOBaH 6epeMeHHO XeHLMHE NpU Hanu4mun HakTopos,
NOBbILAKLNX PUCK XPOMOCOMHOW NaToNOMMK y NoAa, BKOYas:

— MOBbILWEHHbIN BO3pacTHOM puck (Bo3pacT 6epeMeHHO XeHLWMWHbI 35 neT u ctaplue);
— BbICOKWIA PUCK NO pe3yfibTaTaM GMOXMMUYECKOrO CKPUHUHIA NPU OTCYTCTBUU
YyNbTPa3ByKOBbIX MapKepoB XPOMOCOMHOW NaTosorMm y nnoaa;

— HEBO3MOXHOCTb NMPOBEeAEHUS CTaHAAPTHOr0 KOMGUMHUMPOBAHHOMO CKpUHUHIa I TpuMecTpa
6epeMeHHOCTH;

— Hanunyne B aHaMHe3e 6epemeHHocm, BO BpemMsa KOTODOVI ANAarHoCTUpoBaHbl CUHAPOM
[ayHa, cuHApoM DaBapAca, CMHAPOM lMaTay unu Apyrue XpoMOCOMHbIE aHOManuu;

3. CnekTp BbiSIB/IAEMbIX XPOMOCOMHbIX aHOManum

MNepeueHb BbISBASEMbIX XPOMOCOMHbIX @aHOManuii 3aBUCUT OT BbiIGpaHHOM naHenu
nccnenoBaHus.

B 3aBMCUMOCTM OT BbIGPAaHHOIO BapuaHTa UCCNefoBaHusl, pe3ynbTaT MOXET BKYaTh
MHGOPMaLMIO O pUCKaX HaNUUUA CNeayoLnX XPOMOCOMHBIX NaToNOrMiA:

— cuHapoMm [layHa;

— cuHapoM [layHa, cuHapoM DaBapAaca, cvuHapom MaTay;

— cuHapomM [layHa, cuHapom LepeweBckoro-TepHepa, Tpucomusa X, CUHAPOM
KnaiHdenbTtepa, cuHapom [xeikobca, cuhapom XXYY (onpeaenexHve nona naoaa);
— cuHApoM [layHa, cMHApPOM DaBapAaca, cuHapom MaTtay, cuHapoM [layHa, CUHAPOM
LepeweBckoro-TepHepa, Tpucomusi X, cuHapoM KnaiHdenbtepa, cuHapoM [xelikobca,
cnHapom XXYY (onpeseneHve nona nnaoga).

nposenerme AAHHOro uccneaoBaHUsAa He UCKITIOYaeT Haimuue y nioaa gpyrmx
XPOMOCOMHbIX aHOMaJIMi, a TaKxKe:

— CTPYKTYPHbIX MepecTpoek XpoMOCoM;

— MUKPOAENeLmnii U MUKPOAYNIMKaLnii;

— MOHOreHHbIX 3aboneBaHuit;

— BPOXAEHHbIX NMOPOKOB Pa3BUTUS UHOW NPUPOAbI.

HWUMNT He 3aMeHseT KOMBMHNPOBaAHHbIN NpeHaTasbHbI CKPUHWUHT I TpuMecTpa, a Takxe
nfaHOBbIE YNIbTPa3ByKOBbIe o6cne,q05ava B CPOKMU, YCTAaHOB/IEHHbIE KJIMHNYECKUMU
pekoMeHAaunsMu.

Bo Bpems 6epeMeHHOCTM B KPOBOTOK MaTepu BbiCBO6OXAAETCS BHekneTouHas AHK

13 KNEeTOK BHeLLHeW 3apoablileBoli 06onoyku nnoga - nnaueHTtbl(cfDNA). B pesynbTtate
B MaTEPUHCKOM KPOBOTOKe cpean BHekneTouHoi [IHK 13 cobCcTBEHHbIX KNeTok
umpkynupyet Takxe n IHK nnoaa (konuyectso nnoaHon AHK 3aBucKT oT cpoka
6epeMeHHOCTH). BClo uMpKkynupytowyo BHekneTouHyto AHK BbiAenstoT U3 KpoBu MaTepu
W aHann3npyloT METOAOM BbICOKOMPOU3BOANTENBHOIO CEKBEHUPOBaHWS, NOACUUTbIBAETCS
XpPOMOCOMHoe cooTHoleHne cfDNA k pedepeHCHbIM 3HaYeHUSIM KOHTPOJIbHOM, NMpU 3TOM
paccuUmTLIBAETCS K CTaTUCTMHECKOMY MoKasaTesto UCMONb3yeTCs CTaTUCTUYECKMIA
nokasartenb Z-score (Z-oueHka). GopMyna BbIrSAUT Tak:

Z = (Jons xpomocoMbl_B_obpasue — CpeaHss aons_B_koHTpone) / CTaHAapTHoe
OTKJ/IOHEHME B KOHTpOJie.

Becb reHom pasbuBaeTcs Ha «OKHa». [N KaXAoro OKHa NoACUYUTLIBAETCA KOIMYECTBO
dparmenToB [IHK. N5 XpoMOCOMbI-MULLEHWN (Hanpumep, 21) paccunTbIBAaETCA KOMMYECTBO
NPOYTEHU, MPUXOASLLMNXCS Ha Hee, OTHOCUTENIbHO O6LLEro Yucna NpoyTeHui.

3T0 3Ha4YeHWe CpaBHMBAETCH C pedepeHCHO BbI6OPKON (KOHTPOIbHOWM rpynmnow)
3ynnouaHbix (HopManbHbIX) 06pasuoB. Ecnv Z-oueHka npesbilWaeT onpeaeneHHblii nopor,
3TO CUrHANU3MpPYeT O Hann4Mmn aHeynionanm (TpucomMmm).

[laHHble 3HaYeHNs UHTEPMNPETMPYIOT CneumanncTbl nabopaTopun, Nocae Yero no utoram
HEUHBa3MBHOro NpeHaTaNbHOro TECTUPOBaHUS BbIAAETCH MEAULIMHCKOE 3aK/oUeHue
Bpaya-reHeTvKa.

B KauecTBe WCXOLHOrO MaTepuana Ans UCCNefoBaHUS UCMONb3yeTcs nepudepuyeckas
BEHO3Hasi KPOBb MaLMEHTKU. 3aK/oUeHNe No pedynbTaTy HEMHBA3MBHOIO MpeHaTanbHOro
CKPUHWHIA COAEPXUT MHPOPMALIMIO O HAZIMUYMKN BbICOKOTO MW HU3KOMO PUCKa XPOMOCOMHOA
aHoManuu y nnoaa.

OnunoHanbLHOCTb KOHKpeTHoro Tecta HUMT onpeaensercs naumMeHToOM, ncxoas
13 cneayiowwmx BapuaHToB:

First Test First Test Medium First Test Light First Test 21
Konnuectso Konnyectso Konnyectso Konnyectso
aHannnpyembix aHanusmnpyembix aHannnpyembix aHanusmnpyembix

cuHapomos — 8 cuHgpomos — 6 cuHapomos — 3 cuHgapomos — 1

CuHapoM [ayHa CviHapom [layHa CuHapom [ayHa CviHapom [layHa

CvHApoM DaBapaca CuHapoM 3aBapaca

Cunapom MNatay CuHpapom MNatay

CuHapom CvHapoM
LLlepewesckoro- Lepewesckoro-
TepHepa TepHepa

Tpucomus X Tpucomus X
CuHapom CuHapom
KnaiiHdenbtepa Knaiindenstepa
Cunapom [xeiikobca CuHgpom [xeiikobca
(avcomus Y) (avncomus Y)

CuHapom XXYY CuHapom XXYY

OnpepenexHve nona Onpeaenexve nona Onpepenexvie nona Onpeaenexve nona

Pucku, cBizaHHbIe C uccneaosaHueMm (orpaHquHMe Me'rona):

1. Buonornyeckme oco6eHHOCTH MeToAa

MeTtoa HUMT ocHoBaH Ha aHanu3e BHekeTouHown AHK, uMpkynupytoLleln B KpoBu
6epeMeHHO XeHLUNHbI.

3HauuTenbHasa YacTb aHanM3Mpyemol BHekneTouHol JHK nioaa npoucxoaunT us Knetok
nAaueHTbl, KOTopble NMOCTYNatoT B KPOBOTOK Matepu B pe3y/ibTaTe anonTosa (ecTecTBeHHOW
rnéenun KneTok).

B 60/1bLIMHCTBE ClyYaeB reHeTUYeCcKuii MaTepuasn naaueHTbl COOTBETCTBYET reHETUYECKOMY
MaTtepuany nnoaa, NocKosbKy OHW NMPOUCXOAST U3 OAHOM OMNOAOTBOPEHHOM SALIEKNETKN
(3uroTbl). OAHAKO BO3MOXHbI UCKIOYEHUS.

B yacTHOCTW, NpK OrpaHMYeHHOM MiaLeHTapHOM MO3auLiM3Me XPOMOCOMHbI COCTaB KNeToK
nAaueHTbl MOXET OT/IMYaTbCA OT KapuoTuna nnojaa, YTo MOXET NPUBOAUTL

K HECOOTBETCTBUIO pe3y/ibTaToB TecTa pakTUYecKoMy XpOMOCOMHOMY Habopy nnosa.

2. CuTyaumm, Npyu KOTOPbIX BO3MOXKHbI JIOXKHOOTpULIATE/IbHbIE pe3y/ibTaTbl
HUNT MoxeT 6bITb TOXHOOTPULATENBbHBIM, HO HE OrpaHUYMBAsCb, B YACTHOCTH,

B Clielytolmx cnyyasx:

— MUKpOAENeumm an MUKpoaynankaumm HebonbLmMx yyacTkoB Xpomocom 21, 18, 13
1 MONOBbLIX XPOMOCOM Y Nnoja;

— TPaHCNOKaLMOHHbIE OPMbl HapyLLEHWIH UCCNefyeMbIX XPOMOCOM;

— MO3auuu3M y noaa, BOBEKAWMNIN UCCNefyeMble XPOMOCOMbI;

— OrpaHWYeHHbI nnaLeHTapHbIli MO3auLn3M.

npOBO,ClIAMOe nccneaoBaHme He Hanpae/eHO Ha BbiSB/IEHUE YKa3aHHbIX FrEHETUYECKUX
N3MEHEHWI.

3. OrpaHuMyeHus, cBA3aHHbIe C KAPMOTUIMOM MaTepu

Mpu HanMuMn U3MeHeHU KapuoTuna y matepu (BKIOYas Mo3auLM3M, aHeynionanm v
TpaHcnokaumn) pesynbtatel HUMT MoryT 6biTb HEAOCTOBEPHBLIMK (BKIIOYas
JI0XXHOMOJIOXKMUTESNbHbIE UM NIOXHOOTPULLATENbHbIE Pe3y bTaThbl).

TexHonorns nccnefoBaHUsA He NO3BONSET MOMHOCTLIO pa3AenuTb BHekneTouHyo JHK
MaTepu 1 nnioja, B CBSA3U C YeM reHeTuyeckme 0CO6EHHOCTU MaTEPUHCKOro Kapuotuna
MOryT BIMSATb Ha Pacy€T pUcka No COOTBETCTBYHOLMM XPOMOCOMaM.

4. OrpaHnyeHus, cBa3aHHble c peTanbHoOi dpakumen

[loCcTOBEpPHOCTb MCCNeA0BaHUsS 3aBUCUT OT J0/M BHekneTouHol AHK nnopa (dbetanbHoin
dpakumm) B obpasue KpoBu 6epeMeHHOM XKeHLWUHbI.

Mpu nHAEKCe Macchl Tena naumMeHTky 6onee 29 cTaTUCTUYECKM YBENMYMBAETCS
BEPOSATHOCTb NOSyYEHUSI HEAOCTAaTOYHOrO YPOBHS (peTanbHoN hpakuuu Ans npoBeseHUs
nccnenosaHus.

MNpubnnsutensHo B 2% cnyyaes pe3ynbTaT UCCNEA0BaHUS HE MOXET 6biTb MONyyeH
BCMEACTBME HU3KOro cofepxaHus BHekneTouHoi HK nnosa (dbetanbHas dpakums meHee
3,5%).

B Takux cUTyaLMsx peKOMeHAyeTcsl NOBTOPHas cAaya KpoBu Ha 6osiee no3fHeM cpoke
6epeMeHHOCTY.

MoBTOpHOE TeCcTMpOoBaHWE U TpaHCMOpPTMpPoOBKa 6GuoMaTepuana B Takux cnyyasx

NS NAaUMEHTKU OCYLLECTBNSIOTCS 6ecnnaTHo.

Hu3kuit ypoBeHb eTanbHoW dpakLmMm MOXET pacCMaTpMBaTbCsl Kak CaMOCTOSITE/bHbIN
MapKep MOBbILEHHONO pUcKa XpPOMOCOMHOW NaTonoruun. B cnyyae noBTOPHOrO NonyYeHus
HU3KOW deTanbHOW dpakLUM peKOMeHAYeTCst KOHCYIbTauus Bpada-reHeTuka Ansi Bblbopa
anbTepHaTUBHOIO MeToAa ANarHOCTUKM.

5. TexHn4YecKkue orpaHM4YEeHUs UccrefoBaHusA

B peakux cnyvasx (MeHee 1 %) No TEXHUYECKUM MUK BUOMHDOPMATUUYECKUM MPUYMHAM
HEBO3MOXHO MOJTyYUTb Pe3ynbTaT UCCEA0BaHUS.

B Takux cuTyauusx MOXeT noTpe6oBaTbCsi NoBTOpHas caada 6uomaTepuana. 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



https://f-genetics.com/
https://f-genetics.com/
https://f-genetics.com/

(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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