3 Kaxpas 6yaywas MaMma MEYTAET 0 3/J0POBOM PEBEHKE.
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bnarogaps UHTepHETY U MHOIrO4YMCEHHbIM My6anKaLm-

AM 6epeMEHHbIe KeHLUMHblI MOTyT ObITb B Kypce rnocsies-
HUX OTKPbITUIU B 061aCTU NepuHaTabHON MeaULUHbI.

‘ Bonpoc reHeTn4yecKoro 340p0BbS — O4NH U3 BaXXHEMN-
LWKX, OT KOTOPOro 3aBMCUT He TOJIbKO LiBET r/1a3 1 BOJIOC,

HO n rcnxnyeckoe n puanyecKoe 340poBbe. Kakne xe
obcsieoBaHUS MOMOrYT CMPOrHO3mMpoBaTh pa3BuTne be-
PEMEHHOCTH M paccyuTaTb PUCKU aHOMaIUM naoga?
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HOrO4YUCNEHHbIE ncene-

[IOBaHUs MoKasanu, 4To
NPV HEKOTOPbIX COCTOSIHUSIX BO Bpe-
M GEPEMEHHOCTM W  aHOManusax
nnoaa OTAeNbHble YNbTPa3BYKOBbIE
1 nabopaTopHble NoKasaTenu 6yay-
LWMX MaM OT/IMYatoTCS OT CPEAHMX.
3Tn NokasaTenu 6binn 06beanHEHbI
B Ipynnbl, Ha3BaHHble MpeHaTab-
HbIM  CKPWHWUHIOM, MPOBOAUMbBIM
B NepBOM M BTOPOM TpuMecTpax 6e-
pPEMEHHOCTU.

MpeHaTanbHbI CKPUHWHI — Macco-
Boe, 6e30nacHoe, HeMHBa3WBHOE UC-
cneaoBaHue, KOTOPOE NO3BONSET Bbl-
[enuTb rpynnbl PUCKa — NaLMEHTOK,
Yy KOTOPbIX BEPOATHOCTb OGHAapYHe-
HWS TOW MW MHOW NaToMorMun Bblle,
4YeM cpeam Beex KEeHLMH AaHHON Mo-
NynsiLmn.

MonagaHne naumMeHTKn B rpynny pu-
CKa He 03Ha4aeT, 4To Y Hee 0693a-
TeNlbHO O6yaeT obHapyxeHa KaKas-
nnbo natonorus. Ito 03Ha4aeT Tosb-
KO TO, YTO PUCK ee OBHapyweHus
BbILLE, YEM Y IPYIUX.

BUAbl CKPUHUHTA

® nabopatopHble (onpepenexve
ypoBHa PAPP-A, oblero u cso6oj-
HOM GeTa-cy6beanHuubl XY, ADI,
cB0OGOAHOrO 3CTpUona, UHrMGUHa A);

®Y3U ¢ namepenvem TBI1, oLeHKoN
HOCOBbIX KOCTEMN.

[0 HanMYMIo TEX MU UHBIX UCCNeao-
BaHWI yCNOBHO BbIAENSIOT Ba BHUAA
CKPWHWHra:

® 6MOXMMMYECKUIt 6e3 yyeTa Y3U
nepBoro TPUMECTPa;

® KOMOUHUPOBaHHbLIV C y4eTom Y3U
nepBoro TpumecTpa.

® YHTErpanbHbIK, BKIOYAKOLWMK CO-
yeTaHue yNbTPa3BYKOBbIX [AaHHbIX
1N pesynbTaToB [BYX aHalM30B KpPO-
BM (NepBOro 1 BTOPOro TPUMECTPOB).

MNpeumywiectBa Tecta B TOM, 4TO
OH fIBNISIETCA COBPEMEHHON anbTep-
HaTMBOW pa3fenbHOMY nposefe-
HWIO ABOWMHOrO M TPOMHOrO (4eTBep-
HOro) TECTOB — MpOrpamMmma HauduHa-

eTcsl B MepBOM M 3aKaH4YMBaeTcs
BO BTOPOM TpumecTpe. U3 Bcex Ba-
PUaHTOB MHTErpasbHbli TECT UMe-
eT MaKcUMasbHyl0 [AuarHocTu4e-
CKYIO LIEHHOCTb.

o cpokam NpoBeAeHNs CKPUHUHTa
pasgenaior:

® CKPUHWHI  MepBoro
(aHanu3bl n Y3M);

TpumecTpa

® CKPVMHWHT BTOPOro TPMMECTpa (aHa-
Nn3bl);

® YHTErpanbHbIN TECT.
Mo coctaBy NnoKkasaTenew:

®1BOMHOM TecT MepBOro TpuUMme-
CTpa BK/OYaeT B cebs onpeneneHune
ypoBHs PAPP-A n cBo6ogHon GeTa-
cyobeanHuLbl XIMY;

®TPOVHOW TecT BTOPOro TpumecTpa
BKJ/IOYaAET B ce65 onpeaeneHue ypos-

B OXWIAHWUU YYJIA " [
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® HEXPOMOCOMHbIE NaTONOrMKU (BHY-
TpuyTpobHass rnbenb nnoga, noaa-
HUM TOKCWMKO3, BHYTPUYTPOOHas k-
NOKcus, NnaleHTapHas HefocTaToy-
HOCTb, OTCTaBaHWe B Pa3BUTUM, Npe-
WAEBPEeMeEHHbIE pPofbl).

ONTUMAJTIbHBIN ATOPUTM MPO-
BEAEHWA MPEHATAJIbHOIO CKPU-
HUHIA

® nposeaeHune Y3W nepBoro Tpume-
cTpa;

® onpepeneHve TOHHOro cpoka Gepe-
MEHHOCTH;

®Ha cpoke ¢ 11 no 13 Hegenb WecTb
aHen namepenue TBIT 1 oueHKa Ho-
COBbIX KOCTel. Ha atom cpoke BO3-
MOXHO npoBeaeHne Y3U ¢ paclum-
PEHHBIM KOMMIEKCOM Y3-MapKepos
XPOMOCOMHbIX aHoManuin (MueBom
YroJ, KPOBOTOK B BEHO3HOM MPOTOKE

CKPUHWHI — 6€e30mnacHoe 1UccneaoBaHue, Kotopoe
NMO3BOJIIET BbIAENUTb TPYMMbl PUCKA — MaLMEH-
TOK, Y KOTOPbIX BEPOSATHOCTb OBGHAPYKEHUS TOM UK
MHOWM NaTOIOMMK BbILLIE, YEM Y APYrmX

He o6uero X'Y nnu ceBob6oaHoM 6eTa-
cyobeanHuupl X', A®M (anbdaneto-
npoTeunHa), cB060AHOI0 3CTPMONa;

®4eTBEepPHOM TECT C BK/IIOYEHWEM UH-
rmbuHa A;

®pacyeT pucKa AedeKToB HEpBHOWM
TPYOKM M GPIOLLIHOWM CTEHKM BO BTO-
pPOM TPUMECTPE.

YTO BbIABSET MPEHATAJIbHbLIN
CKPUHWHI

MpeHaTanbHbIA CKPUHWUHT BbISIBNSET
rpynmny pucka no pas3BWUTUIO cneayto-
LLIMX COCTOSIHUMN:

®XPOMOCOMHblE @HOManun (CUH-
apoMm [ayHa, cuHApoMm JaBapa-
ca, AedeKTbl HEPBHON TPYGKH, TPU-
comua no 13 XpomMocome (CUH-
apom lMatay), TPMNIOUANKN MaTePUH-
CKOrO0  MPOMUCXOXAEHWS, CUHAPOM
LLlepelweBcKoro-TepHepa, CUHAPOM
Cmuta-Nlemnu-Onutua, CUHAPOM
KopHenu ae Naxre);
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1 Yepes TPMKYCMUAANbHbIV KnanaH);

®caadva KpoBu Ha cpoke ¢ 11 no
13 Hefenb WeCTb AHEw;

®oflyyeH1e pesynbTata CKpUHMHIa
NepBOro TPUMECTPA M KOHCyNbTauus
aKyllepa-rMHeKonora;

® cAayva KpoBK BO BTOPOM TpUMeECTpe
Ha cpoke ¢ 14 no 20 Hegento (onTu-
MasbHO ¢ 16 no 18 Heaento);

®rony4yeHue pesynbTata CKPUHUHIA
BTOPOro TPUMECTPA WK MHTErpaslb-
HOro TecTa (ecnv NPOBOAMICS CKPU-
HWHT NepBOro TPUMECTPA).

PACHET PUCKOB

MpocToe onpeaeneHve ypoBHS Mo-
KasaTtenen B KPOBW HEAOCTaTO4HO
ONS OLEHKM PWUCKa, MO3TOMY OLIEeH-
Ka MpOBOAMTCS B HECKOJIbKO 3Taros.
MepBblM — onpeneneHne YpoBHS
MapKepoB B KpoBMU. lNocne BbinonHe-
HWUS aHaNM30B B TaGopaToprmn UMELT-
cs pesynbTaTbl B BULE KOHLEHTPaL MK
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aHanuToOB C COOTBETCTBYOWMUMHU
eAMHULaMKU WU3MepeHus, Hanpu-
Mep, HI /M.

Ha cnegylowiem 3tane npoBoauTCS
KOMIMbIOTEPHbLIN OGCHET pPesybTaToB
C Y4ETOM TeX AaHHbIX, KOTOpble yKa3a-
Hbl B @aHKeTe nauueHTa. CHavana pe-
3ynbTaTbl NEPEBOAATCH B TaK Ha3bl-
BaeMble MoM — multiple of median,
KpaTHoe meanaHbl. 3T MoM noKasbl-
BaloT CTeNeHb OTK/IOHEHUS MOKasaTe-
NSt OT MeAnaHbl — CPeHero 3HavyeHus
[ONS [JaHHOro CpoKa GepeMeHHOCTH.
Ecnu 3HaveHve MoM y naumeHTKu
6IM3KO K eanHuLe, TO 3HayYeHue no-
KazaTens 65IM3K0 K cpefHemy B nony-
NSILUMK, ECNN BbILLE EAMHULI — BhbILLE
cpefHero B MONyNsiLMW, €CNU HUXKe
€IMHULLbI — HWXE CpeaHero B nonyns-
LUmun. Hanpumep, 3HaveHre NauneHTK1
10, meanaHa 5. MoM 6ypaet paBeH 2.
CnepyeT y4uTbiBaTh, Y4TO MOAYYEHHOE
Ha 3TOM 3Tane 3HadyeHne MoM mo-
KET ObITb 06YCNOBNEHO PAAOM PaKTo-
POB, NPW KOTOPbIX CPEAHWE 3HAYEHUS
MoM OTK/IOHSAIOTCS OT CPeaHUX B Mo-
NyNSUMK, YTO MOXKET NPUBECTU K He-
TOYHOCTM B pacyeTe. MMoatomy aanee
nNpoBOAMTCA KoppeKuuss MoM ¢ yde-
TOM pasnnyHbix GaKTopoB, KOTopble
MOTyT BIMSATb Ha pe3ynbTaThbl, HAMpu-
mMep, paca, KypeHwue, Bec, KO, Konu-
4yecTBO NnoaoBs. Kaxaoe u3 nonyyeH-
HbIX CKOPPUIMPOBAHHbIX 3HAYEHMUM

MoM 1 BO3pacT y4acTByloT B pacyeTe
PUCKOB aHOMasIui Noja.

KAK XE NOJTYHEHHBIE MOM Y4YA-
CTBYIOT B PACHETE PUCKA?

Mpu  pasnuyHbIX BMAax natonorum
3HaveHnss MoOM OTK/IOHEHbI OT cpea-
HUX 3HayeHui. MNpu 3Tom nokasaTenu
MOTYT 6bITb BbILLE UKW HUXKE, 8 B HEKO-
TOPbIX Ciy4asx MOryT BoobLle He Me-
HATbCS. Takve CoYeTaHUs OTKIIOHEHUI
MoM HasbiBatoTes npodunamm MoM
npu TOW WAM MHOW naTtonoruun. Yem
6onblue OoTKIOHsAeTcas MoM oT cpea-
Hero B CTOPOHY NaTonornun, TeM Bbllle
PUCK.

KAK MPABW/1IbHO COATb KPOBb
ANA CKPUHUHIA?

CobntogeHust 0CO6bIX yCrnoBum
AN CAAYM CKPWHWHIa He TpebyeTtcs.
Camoe rnaBHoe — COGOCTU CPOKKU
CAa4M KPOBMU.

KOMY PEKOMEH/OBAH MNMPEHA-
TAJIbHBIA CKPUHWUHI?

MpeHaTanbHbIA CKPUHWHT PEKOMEHY-
€eTcs MPOBOAUTL BCEM GepPeMEHHbIM
XeHWMHaM. MHPopmauums, KoTopyto
MOXET [aTb CKPWHWHI O PUCKE XPO-
MOCOMHbIX 1 HEXPOMOCOMHbIX aHOMa-
N, BaxkHa ANs Bpada, Beayllero 6e-
pemeHHocTb. CnpocuTe y Ballero Bpa-
4Ya O MPOBEAEHWU CKPUHWHTA, O Le-
NX, BO3MOXHOCTSAX U OFpaHUYeHUsIX.
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Bbl MOXeTe 06paTUTbCA B HaLUKW Kn-
HWKK UNP, 3apatb Bonpoc Ha dopyme
WK No TenedoHy.

KAK BbIBEPATb Y4PEXEHNE
ANA NPOBEAEHNA CKPUHWHIA

BaykHbIMW  yCNOBUAMK  NPOBEAEHUS
NpeHaTaibHOro CKPUHUHIa ABNAKOTCA:

®KayecTBeHHoe npoBeaeHve Y3U
nepBOro TPMMECTPa C OnpeeneHnemM
TBI1 1 HOCOBbIX KOCTEW;

®etanbHOEe aHKETUpPOBaHWEe, Xe-
nateNlbHO C MNOMOLWbIO cneuuanbHoO
NMOAroTOB/EHHbIX B 06/11acTv npeHa-
TallbHOI0O CKPWHUHra COTPYAHWUKOB.
Mpv 3anonHeHWn aHKeTbl BHUMaHWe
yaendaetca Bcemy, YTO MOXKET MoBJIN-
ATb Ha pPe3y/bTaTbl CKOUHUHIA;

®B3BelWBaHNE W U3MEpPEHMe pocTa
B [IEHb CIa4u KPOBY;

® Ka4yeCTBEHHOEe BbINOJIHEHWE aHanw-
308, rie 0co60e BHUMaHWe ynensercs
BHYTPEHHEMY M BHELIHEMY KOHTPOJIO
KayecTBa, BbIGOPY PEAKTUBOB W MpH-
60pPOB, NpeaHanMTU4ecKomy arary;

® CKPUHWHI  O/DKEH  MPOBOAWTHLCS
MaKcuMmasnbHO 6bICTpo, obecneynBas
MUHUMaSbHYIO Harpy3Ky Ha cymnpye-
CKyto napy;

®06A3aTeflbH0  —  KOMMbIOTEPHbIN
pacyeT PUCKOB C y4eTOM BCeX paKTo-
POB, BAUSAIIOLLMX HA BENUYUHY PUCKA;

® PaCLUMPEHHbIE BapUaHTbl CKPUHMH-
roB NMepBoOro v BTOPOro TPUMECTPOB
C BO3MOMHOCTbIO BbIMOHEHUS UHTE-
rpasbHOro TecTa;

© BO3MOXHOCTb KOHCY/IbTaLMK Y Crie-
LManucToB.

K KAKOMY BPAYY OBEPATUTBLCA MO-
CNE NMPOBEAEHNA CKPUHUHIA?

MHTepnpeTaumio pesynsTatoB CKpU-
HUHIra MPOBOAMUT aKyllep-TMHEKOSOr,
Beaylmni 6epemeHHocTb. Mpu Heob-
XOAMMOCTM MOMET GblTb Ha3HaveHa
KOHCY/bTaLIMsA reHeTUKa.

ExatepuHa lOpbeBHa Ky3unHa,
3aMeCTUTE b UCMOIHUTESILHOIO M-
pektopa 3A0 Jlabopatopum LINP»,
Bpay-nabopaHt, r. MockBa
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