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PyKoOBOACTBO IO IpEeHATAIBHOMY
TECTHUPOBAHUIO
IMoayueHue ungopmayuu o 300posve pebeHKa

B amodu anase onuckigaromcsi mecmel, npoeodumbie 8 npedpodoesol

repuod, no3eornsouiue y3Hams 0 COCMosiHUU 300poebsi pebeHka. PeweHue

0 mowm, derlamsb /U 3MU mecmsl, 3agucum om eac. [lozogopume ¢ sawium
rnocmasuukomM MeOUUUHCKUX ycrlye, 4mobbi Mory4ums O0MnofHUMEbHYH
UHGbopMayur, Komopasi MoMoXem eaM pewiums, HyXXHbl /U 8aM 3mMu Mecmal.

Ecnu ebl 6ydeme npoxodume KakoU-1ubo u3 amux mecmos, 8ac rornpocsm
03HakoMumascsi ¢ bonee nodpobHoul uHghopmauyueli o HeM. Bac makxxe
rornpocsm fnpoYyumams U nodnucamse coanacue Ha KaxobIl U3 mecmos.

BrI MOKeTE c/ies1aTh MHOTO€E BO BpeMsi OepeMeHHOCTH, YTOOBI COXPAHUTD
CBOE€ 3/I0POBBE U 37]0pPOBbe BaIero Oy/yiero pebenka. IlpeHataabHble
BUTAaMUHBI, TPAaBUJILHOE MMUTaHWE, GU3NUECKUE YIIPA’KHEHUS U COH B
JIOCTAaTOYHOM KOJIMYECTBE — BCE HTO MMEET BaXKHOE 3HAUYEHUE.

Ye10BEUECKHU OPraHU3M — 9TO CJI0KHAs crcTeMa. Jlake ecyiu Bbl
JleJiaeTe BCe MPaBUJIBHO B ITepuoj] 6epeMeHHOCTH, peOeHOK He Bceraa
pasBuBaetcsa HopMmaabHO. OT 3% 10 5% nereit (OT 3 710 5 Ha KasKAble 100)
POKIAIOTCS C PA3TUYHBIMU HAPYIIIEHUAMHU.

Jtot MaTepuasl IpeaoCTaBjadeT O6IIIYIO I/IH(I)OpMaIII/IIO 00 3THX TecTax,
9TOOBI IIOMOYE BaM IIpDUHATDb HanboJiee IIpaBUJIbHOE VI BaC PEIIEHUE.

Y10 co00i NpeacTaBIAIOT
TECThI?

Cy1iecTByeT 1Ba OCHOBHBIX BH[A TECTOB:

e CKpPUHUMHIOBBIE TE€CTHI
IPeACKa3bIBAIOT 8EPOAMHOCTb
WJIH IIAHCHI HAJIMUHUS Y pebeHKa
OIpe/ie/IEeHHBIX BPOXKIEHHBIX TIOPOKOB
pa3BUTHUA.

¢ JIMarTHOCTUYECKHE UCCTEAOBAHUA | o
OIIpE/IEJISIIOT HAIMYKE Y peOeHKa
OTpeiesIEeHHbIX TIOPOKOB Pa3BUTHUS.

B Tabsuiie Ha cIeAyIONMEN CTPAHUIIBI

[PUBOJUTCSA IIEPEYEHb TECTOB U CPOKH 4
UX [IPOBeJleHNs. B Hell Takske faercs
KpPAaTKOe OIKCaHNe KaXKIO0ro TecTa U [lpeHamanbHbie mecmbl

103680/15110M M0S1Y4UMb
UHOpMayur 0 coOCmMosiHUU
300po8bs pebeHkKa.

nH(OpMAaIys, KOTOPYIO OH IT03BOJISIET
MOJIyYHUTh. B OCTIbHOM YaCTH 3TOU IJ1aBbl
pacckasbpiBaercs 00 3THX TecTax bosee
OAPOOHO, HA TOT CIIyYald €CJTU Bl 3aXOTUTE MPOYUTATDh O HUX /IO TOTO,
Kak Oyjiere 00Cy»K/1aTh MX CO CBOMM ITOCTaBIIMKOM MEIUITMHCKUX YCIIYT.
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Sticky Note
IMPORTANT:

Patients and Caregivers: 

For your safety and convenience, the English version of this handout is included at the end of this document. Please print both versions, and take them with you to your clinic or doctor visit.

This handout is not a substitute for professional medical advice, diagnosis, or treatment. Always talk with your health care provider if you have questions about your health.

Clinicians: 

Do not use the attached English as a stand-alone document. It is intended for use only with this translation. 

Thank you,

UWMC Patient and Family Education Services


CKpI/IHI/IHI‘OBI)Ie TECTbI

BaHHBIA TECT

u
B 15-22 HeJle/Ib

uccaemoanue NT
ILJTIOC 2 OTAEe/JIbHBIX

HasBaHue Tecra Korpa Onucanue Yro Tect onpenessner
YasTpasBykoBoe | B 11-14 Hezenb | YibTpa3ByKoBOe Bepoamuocmb
HCccIIeIOBaHNE HUccyie0BaHue HaIN4usA y pebeHka
TOJINTUHBI OPIOIIHOM MOJIOCTH | XPOMOCOMHOTO
BOPOTHUKOBOM JULA U3MepeHus HapylleHus.
3omubI (Nuchal BOPOTHUKOBOM
translucency, 30HBI IJI0/1A.
cokpaiieHHo NT)

KomouHupoO- B 11-14 Hemenp | YipTpasByKoOBOE Bepoamuocmb

HayinyusA y pebeHKa
cugapoMa Jlaysa,

aQHaJIN3a KPOBHU. TPUCOMUU
18 uiu paciueInHbI
II03BOHOYHHUKA
(spina bifida).
YerBepHOH TecT | B 15-22 Hezmesp | 1 aHAIU3 KPOBH. Beposmnocmb

HaIN4us y pebeHka
cuHzipoMa /layHa,
TPUCOMUU

18 wiu pacIiieTnHbI
TO3BOHOYHHUKA
(spina bifida).

JlnarHocTuueckue ucCcjaeI0BaHUuA

HazBaHue Tecra

Korgma

OnucaHue

Yro TecT onpeaessaer

OGcinenoBanue | B 11-14 Henens | [IpobGa manenTsl, | Haauuue y pebenxa
BOPCUH B3ATAas Yepe3 XPOMOCOMHBIX
xXopuoHa (aHrJI. BJIATAJIHIIE HapyIIeHuH u
Chorionic villus Win GPIOIIHYIO HEKOTOPBIX JPYTUX
sampling — TI0JIOCTb. HACJIeICTBEHHBIX
cokp. CVS) 0oJIe3HEN.
Amamonenres (¢ | B 16-22 negens | IIpoba Haauuue y pebeHka
YJIBTPa3ByKOBBIM OKOJIOIUIOHOT XPOMOCOMHBIX
HCCJIeOBAaHUEM) JKUJIKOCTU OepeTcsl | HapyleHuH,
yepe3 OPIOITHYI0 PpacIeTuHbI
CTEHKY MaTepH. ITI03BOHOYHUKA U
HEKOTODPBIX IPYTHX
HACJIeJICTBEHHBIX
6ose3Hen.
Jdpyrue recrbl
Ha3sBaHue Tecra Korpa Onucanue Yro TecT onpeaesiser
Y3U anaromuu | B 18-22 Heziesns | Y3 opraHos Cywecmsyem au
mwioaa OpIoUIHOM nodo3peHile Ha KaKue-
IIOJIOCTH, YTOOBI 1100 OTKJIOHEHUS,
IIPOBEPUTDH, u TpebyeTcs Jiu
KaK pacrTeT u JaJbHenIee
pa3BuUBaeTcst TECTUPOBAHHUE.
pebeHoK.
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CKpUHUHIOBBIE TECTHI

YabTpa3ByKOBOE HCC/IE0OBAHUE TOJIIUHBI BODOTHUKOBOM
30HbI (nuchal translucency, cokpamenno NT)

ITOT CKPUHUHTOBBIH TECT J|€JIAI0OT Ha 11-14 HeJiesie 6epeMeHHOCTH.

C nomotbio Y3U u3MepsIoT pocT IJI0/1A JIJ1s1 TIO/ITBEPKAEHU

JlaThl poioB. Y3 Takke NPUMEHSIOT /IS U3BMEPEeHU s MaJIeHbKOTO
MPOCTPAHCTBA IO KOXKeH mo3aau 1enu pebeHKa. TO MPOCTPAHCTBO
Ha3bIBaeTCsI BOPOTHUKOBOU 30HOU (nuchal translucency, cokpawenHo
NT). Yem 6oJibIle 3TO HATTOJTHEHHOE KU/IKOCTHIO IIPOCTPAHCTBO,

TeM OOJIbIIIE BePOSIMHOCMb HATUUMSA Y peOeHKa XPOMOCOMHOTO
HapylleHu:A. YIbTpa3ByKOBoOe uccaenoBanre NT MOryT fenathb TOJIBKO
CITEIIUJTLHO TIOITOTOBJIEHHbBIE MeIPAOOTHUKU.

KoMOUHHUpOBaHHBIN TECT

B 5TOM TecTe UCIIOTB3YIOTCSA PE3YJIBTATHI YIBTPA3BYKOBOTO
uccsteioBanus TomuHbl NT 1 2 aHamu30B KpoBu. [1epBroIil pa3 aHaau3
KPOBH JIEJIAIOT B TIEPHOJ C 11 110 14 HEZETIO, OOBIYHO B TOT 3Ke JIEHb, YTO
u Y3U. 2-11 pa3 KpoBb OepyT B IIEPUOJ, C 15 10 22 HEZETI0. AHATTU3bI
KPOBH JIEJIAIOT /IS BBISIBJIEHHS TIATTEPHOB O€JIKOB ¥ TOPMOHOB,
XapaKTEPHBIX 15 ONpeZieJIEHHBIX BPOXKAEHHBIX IIOPOKOB Pa3BUTHS.

Pe3ysibTaThl KOMOMHHUPOBAHHOTO TECTA ITO3BOJISIIOT OIEHUTD
8eposMHOCMb TOTO, UTO Y pebeHKa MOKeT ObITh cUHAPOM [layHa,
TpucoMus 18 Wi pacielvieHre mo3BoHoYHuKa. (bosee moapob6HyI0
uH(OpMAaIUIo cM. Ha OOKOBBIX ITAHEJISAX Ha CTP. 34, 35 U 36.)

TecT He IMAaTHOCTUPYET 3TH 00Ie3HU. Y OOJIBIITUHCTBA KEHIITUH

C TMMATOJIOTUYECKUMH Pe3yIbTaTaMi KOMOMHUPOBAaHHOTO TeCTa
POXKIAIOTCS 37I0POBBIE JIETH, HEB3WPasi Ha Pe3yJIbTaThl TECTA.

KomMOMHUPOBaHHBIN TECT MOXKET BBIABUTD:

e 090 u3 100 (90%) ciyuaeB cuaapoma Jlayna

® 90 u3 100 (90%) ciiyyaeB TpUCOMUHU 18

e 80 u3 100 (80%) ciydaeB paclerieHus T03BOHOYHUKA

OILHaKO OH HE€ II03BOJIAET OIIPEAE/IUTD BCE C/IydaHn 3THUX BPOXK/IECHHDBIX
IIOPOKOB pa3BUTHA. M OH He faeT HHPOPMALINHU O KAKUX-JTU00 APYTHUX
mpobJieMax co 37J0POBBEM.

YeTBEepHOU TECT

OTOT CKPUHUHTOBBIH TECT IIpe/iCcTaBIIsAeT cOO0M 1 aHAIN3 KPOBU B IIEPUO/]
¢ 15 1o 22 Hegeno. OH HamoOMUHAeT KOMOUMHUPOBAHHBIHN TECT, TAK

KAaK €ro TOKe JIeJIA0T /IS BbISBJIEHUS IATTEPHOB OEIKOB ¥ TOPMOHOB,
XapaKTePHBIX /IS OIIPEeZIeJIEHHBIX BPOKIEHHBIX IOPOKOB PA3BUTHSA.

PesysibTaThl Y€TBEPHOTO TECTA MTO3BOJISIOT OLIEHUTH 8EPOSIMHOCTID
TOTO, UTO y pebeHKa MOKeT OBbITh CHH/IpOM JlayHa, TprcoMHus 18 win
pacIervieHue Mo3BOHOYHUKA. TecT He JUAarHOCTUPYET 3TH 00JIe3HU. Y
OOJIBIITMHCTBA JKEHIIHH C TATOJIOTHYECKUMH PE3YJIbTaTAMHU Y€TBEPHOTO
TeCTa POXKJIAIOTCS 3/TOPOBbIE JIETH, HEB3UPAs HA PE3YJIbTAThI TECTA.

Crpanuna 33
PyKOBOACTBO IO MpeHaATAJIFHOMY TecTUpOBaHNIO | Bepemernnocms u podut
Maternal and Infant Care Clinic | Box 356159 | 1959 N.E. Pacific St., Seattle, WA 98195



Ymo makoe xpomocomMHoe
HapyweHue?

B xpomocomax codepxamcs
eeHemu4yeckue UHCMpYyKyuu.
Mbi1 Hacniedyem ux

om podumerneu. OHU
onpedesnsitom pocm

U pazsumue Haweao
opaaHu3ma. XpoMoCOMbl
codepxxkamcsi 80 8CeX
Kriemkax opa2aHuama, u ux
MOXHO y8udemb mOosibKO Moo
MUKPOCKOITOM.

Y bonbwuHcmea nodel

46 xpomMocomM, 00HaKo

8 HEKOMOPbIX Crly4Yasix
r10518/19€MCsl NULIHSIS
Xpomocoma (47), 00Hou
XPOMOCOMbI HE X8amaem

(45) unu He xeamaem yacmu
XPOMOCOMBbI, USTU Y XPOMOCOMbI
ecmb fuwHUe Yyacmu.

Yacmo, Ho He scezda,
U3MEHEeHUS 8 XpoOMOCOoMe
8bI3bI8AIOM BPOXOEHHbIE
MOPOKU passumus u
omcmasaHue 8 pasgumulul.

UYeTBepHO! CKDUHUHTOBBIA TECT MOKET BBISIBUTD:

e 85 u3 100 (85%) ciyuaeB cunapoma Jlayna

e 75u3 100 (75%) ciaydaeB TpucoMuu 18

e 80 u3 100 (80%) ciyuyaeB pacielieHus T03BOHOYHUKA

OIIH&KO OH HE€ IIO3BOJIAET OIIPEAC/IUTD BCE CJIydar 3TUX BPOXKIACHHBIX
IIOPOKOB pa3BUTHA. M oH He AaeT HH(bOpMaHHH 0 KaKux-J11ubo APYTrux
l'IpO6JIeMaX CO 310POBbBEM.

quBepHOfI TECT MOXKET HpI/IHeCTI/I HOJILSy B TOM cnyqae, €CJIU BbI
HayHeTe HaOJII0/ieHne 110 6epeMEeHHOCTH TOJIBKO C 4-TO MecsIia WiIu
ecJii BaM He MoryT czienaTth Y3U tonmuas NT.

IIpoABUHYTHIN CKPUHHUHT aHEYILIOHMUH HA OCHOBE
oeckierounbix JTHK

B03MO:KHO, BbI CJIBIIIAIN B HOBOCTAX WU BUAeNu B IHTepHeTe
CTaThbU O HOBOM aHAJIN3€e KPOBH, KOTOPBIN IIO3BOJISAET JI€JIaTh
CKPUHHUHT cHH/IpoMa JlayHa. DTOT TecT Ha3bIBAETCS NPOOSUHYMbLIL
CKpUHUHe aHeynaouduu Ha ocHoge beckaemounbvix /THK. Ox
IIPOBOJHUTCA HA OCHOBE aHAIN3a KPOBU MaTepy HaUMHAA C 10 HeJeu
O6epeMeHHOCTHU. ATO CKPUHUHT OIPeIeIEHHBIX XPOMOCOMHBIX
HapylIeHu# y pebeHka.

¥ kaXk710ro yesioBeKa B KpOBU UMEIOTCS CBOOO/THBIE (He
cozeprkaruecs B kierkax) JJHK. Bo Bpems 6epemeHHOCTH
0OJIBIIIUHCTBO 5TUX cBOOOAHBIX JTHK aBjAroTCca BalmumMun
coOCTBEHHBIMU, HO HEKOTOpHIe siByisitorest JIHK Bamero massia. Bo
BpEMsI 3TOTO TeCTa OIpeesisieTcs 00IIee KOJTMYECTBO OECKIETOUHBIX
JTHK 21-#, 18-11 1 13-11 XxpOMOCOM B KPOBH.

Kak u gpyrue CKpUHUHTOBBIE TECTBI, 3TOT TECT HE MOKET OIPE/IeIUTbD,
ecTb JIN y pebeHKa XpOMOCOMHOe HapylieHrne. OZHAKO eciiy y Bac B
KpoBU Oy/ieT 0OHapy»keHo MoBbIIIeHHOe cogep:kanue JIHK omxHoM

M3 3TUX XPOMOCOM, 3TO YKa3bIBaeT Ha O0Jiee BBICOKYIO BEPOSATHOCTH
HaIN4Us y pebeHKa TPUCOMHU 3TOU XPOMOCOMBI.

B Hacrosi1iiee BpeMs 3TOT TeCT [ieJIal0T TOJIBKO TeM »KeHIIIHAM, Y KOTO
MIOBBIIIIEH PUCK HAINMYUA y peOeHKa cuHipoMa JlayHa, Tpucomuu 18 niu
Tpucomuu 13. Ecyi y Bac yke ecTb peO€HOK ¢ OTHOU U3 3THX TPUCOMUU,
WJIY €CJTU BBI TPOXO/IMJIA KaKOH-IMO0 IPYTON CKPUHUHTOBBIN TECT, i OH
JlaJl aHOMaJIbHbIE PE3YJIbTAThI, BAM MOTYT IPEJIJIOKUTD IIPOJBUHYTHII
CKPUHUHT aHEYIUTOUANY Ha OcHOBe OeckieTounbix JTHK.

I[I/IaI‘HOCTI/I‘-IeCKI/Ie huceiaeaoBaHudAa

¥Y3U anHaToMuH IJIOAA

ATo HcciieoBaHUE JIeaioT Ha 18-22 Hepese. Y3 UCIONb3YIOT JJIs
ITPOBEJIEHN OCMOTPA IIJIOJIa, KOJIMYECTBA OKOJIOTIJIOIHOM KHUAKOCTH,
IUTAlleHThI ¥ MaTKU. VccyieoBaHue IPOBePSIET, PACTET JIU PEOEHOK U
(opMupyIoTCS JTU BCE OCHOBHBIE OPTaHBbI.
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Ymo makoe cuHdpom
HayHa?

CuHOpom [ayHa makxe
Ha3sblearom mpucomued 21.
OH passusaemcsi 8 mom
criyyqae, ecriu y Jyernoseka
umeemcs nuWwHsSA 21-9
Xpomocoma.

CuHOpom [ayHa riposienisiemcsi
ro-pasHomy. BHewHe rtodu

¢ cuHOpomom [layHa ecea0a
omnuyaromcesi om dpyaux
4rieHo8 ceoeli cembU.

OHu ecee0a omcmarom 8
passumuu, Ho cmereHb
omcmasaHusl y 8cex pasHasl.

B3pocrnbie nodu ¢
cuHOpomom [ayHa mozgym
3aHUMambCsl Criopmom,
pabomamb, 8bIMOHSAS
HecoxXHble obs13aHHOCMU, U
obwambcs ¢ Opy3bsmu. Ho
OHU, KaK npasusio, He Mo2ym
XKumb camocmosimeribHo, 6e3
1oCmMopoHHeU nomMouwju.

MHozue demu ¢ cuHOpomom
HayHa poxdaromcsi ¢
rnopokom cepoua, Komopabll
8 HEKOMOPbIX Crlyqasix
rnoddaemcs xupypau4ecKkomy
neqyeHuro. B pedkux criyqasx
cuHOpomy [ayHa moaym
conymcmeogams Opyaue
3abornesaHusi U 8POXXOEHHbIE
MOPOKU.

Ha stoii crasiuu pa3suTus pebeHka Y3 MoKeT BBIABUTD HAapYyIIIEHMUS,
TaKUe, KaK TSKeJIbI TIOPOK Cep/ilia, pacierieHre M03BOHOYHHKA,
OTCYTCTBHE O/THOH ITOYKH U TSKEJIBIN CIydail 3as9bell ryObl. XOTs

STH TECTHI HE IUAaTHOCTUPYIOT XPOMOCOMHBIE HAPYIIEHUS], OHU MOTYT
BBIIBUTD IPU3HAKY, YKA3bIBAIOIIIE HA X HAJIMYKE, U JIPYTHE TPOOJIEMBI.

O6caenoBanue BopcuH xopuoHa (auri. Chorionic villus
sampling — coxp. CVS)

ITO IUaTHOCTHYECKOE UCCIIEZI0OBAaHIE OOBIYHO IPOBOIUTCS B IEPHO/T C

11 110 14 Heesr0. JIJ1s1 B3ATHS MTPOOBI IUTAIIEHTHI Bpad M0JIb3YeTCs TOHKOHM
THOKOU UTJIONU WUJTU TOHKOU IJIAaCTHKOBOU TPyOKOH. OTHOBpEMEHHO
nenaoT Y3, uToObl HabJII0/1aTh 32 TUI0/I0OM BO BPEMS ITPOIELYPHI.

[Tpo06y 1IareHThl UCIOJIb3YIOT JJIA JUATHOCTHKH XPOMOCOMHBIX
HapyuieHud. Ecoiu y Bac B ceMbe NMeeTCsl KaKoe-JIn00
HacJeICTBeHHOe 3a00JIeBaHue, HAIPUMED, MblieuHas ducmpodus
wiu 2emoduaus, npody IIanEeHThl MOTYT HCIIOJIb30BATh JJIS TOTO,
4TOOBI OIIPEIETUTD, ECTh JIN Y peOeHKa 3TO 3a00IeBaHUE.

BepoaTrrHocts BeikuApIIIA nocse CVS cocrasisger 1-2 ciiy4yas Ha
Kaxxaple 100 sxkeHiuH (ot 1% 10 2%).

Amvunonenres (anrii. Amniocentesis) mian amuauo (asHria. Amnio)

ATO IMAaTHOCTUYECKOE UCCIIEIOBAaHIE OOBIYHO ITPOBOUTCS B TIEPUO]
¢ 16 o 22 HeAeo. Bpau mosb3yeTcss TOHKOU THOKOM UTJI0H, UTOOBI
B3ITh 2 CTOJIOBBIE JIOJKKU OKOJIOIIOJTHOH JKUKOCTH. OTHOBPEMEHHO
nenatoT Y3U, uToObI HAOJII0IaTh 3a IJIOJIOM BO BpeMsI IIPOIIEAYPHI.

OKOJIOIUIOIHYIO YKUIKOCTD UCIIOJIB3YIOT ISl AMarHOCTUKHA XPOMOCOMHBIX
HapPYIIEHUH U pacIielIeHus M03BOHOYHMKA. Ec/in Hacie/IcTBeHHOe
3ab0JieBaHMe, TAKOE, KAK MyKOBHCITUZIO3 W TeMO(D IS, BCTpeYaeTcs B
Bamei/i CEMbE, JKUJKOCTb MOXKET 6bITB HCII0JIb30BaHa IJIA TECTUPOBAHUA
pebeHKa Ha HaJTMIue 3TOro 3a00JIeBaHus.

BeposiTHOCTD BBIKHIBIIIA TI0C/IE aMHHOIEHTE3a COCTABJISIET 1 Ha
400 xeHmyH (0.25%).

IIpoBepka HocuTeIeH 3a00/IeBAHUA 110 IPU3HAKY
NPUHA/JIEKHOCTH K THUYECKOH rpyIime

[TpuHasIeKHOCTD K STHIUECKOH TPYTITIE WM STHUYECKOE IPOUCXOXK/IEHUE
I03BOJISAET MPE/IIOJIOKHITD, MOXKET JIM Y peOeHKa Pa3BUTHCS PeIKAst
reHeTUYecKas 60s1e3Hb. Y KaK/I0M STHUUECKOH IPYIIIIHI €CTh
HacJIeICTBEHHbIe 32a001eBaHMsA, KOTOPBIE BCTPEYAIOTCA B HEH Yallle, uemMm

B ZIPYTHUX rpymIax. 3aboJieBaHus, KOTOpbIe HauboJiee paclpoCTPaHEHb! B
KQKI0H STHUYECKOU IpyIIIIe, IepeuncyIeHbl B TabIUIE Ha CTP. 36.

B GosibIIHCTBE CITydaeB KaK/I0€e U3 3TUX HaPYIIIEHUH MOKET
Pa3BUTHCA Y peOEHKa JIUIIH B TOM CJIy4dae, eCIu 00a pOAUTEIS
SIBJISIIOTCS. « HOCUTEJIIMU» O0OHO20 U MO20 Jice HapyIIeHus. Y
HOCHUTeJIel, KaK MPaBUJIO, HE ObIBAa€T CUMIITOMOB 3TOTO
3a0osieBaHusA. K ToMmy 2Kke, y OOJIBIIMHCTBA HOCHUTEJIEH 3Ta 60JIe3HD
He BCTpevaeTcs B ceMbe. Ecii y Koro-nbo 13 BallluX POJTHBIX €CTh 3Ta
00J1e3HB, COOOIIITE 00 ATOM BaIllEMY ITOCTABIITUKY MEAUIIMHCKIX YCITYT.
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Ymo makoe mpucomus 18?

Tpucomuro 18 makxe
Ha3ablearom cUHOPOMOM
Odeapdca. Tpucomusi

18 803HUKaem 8 mowm criy4ae,
ecriu y Jyeroeeka umeemcsi
JuwHsAsA 18- xpomocoma.

GonbwuHcmeo demel ¢
mpucomueli 18 He doxxusaem
00 KoHya bepemeHHocmu.
Lemu ¢ mpucomuel

18 cmpadatom cepbe3HbIMU
HapyweHUsMu Mo32a U,

Kak npasurio, Opyeumu
npobriemamu, Harpumep,
riopokom cepoua u
Koconarnocmsto.

Ymo makoe pacwienuHa
Mo380HOYHUKa (spina bifida)?

lpu pacwenuHe
M038OHOYHUKa Yacmb
M0380HOYHUKa pebeHKa He
passusaemcsi HOpMarsibHO

U riopaxxaromcsi Hepshbl
10380HOYHUKA. OmMo
rpoucxodum 8 me4yeHue
HECKOJbKUX repabix Hederlb
bepemeHHOCMU.

PacuwenuHa no3eoHO4YHUKa
rposierisemcs no-pasHomy.
Hekomopbim 6051bHbIM
mpyOHO x00umb, U UM
moaym bbimb HeobX0dUMbI
opmoneduyecKkue cKobbi

urnu Kpecsio-Kkonsicka. Y
Opyaux moxem b6bimb
HedepxxaHUe MOYU Usu Kana.
B Hekomopbix criyydasx
pacujernieHue rno38oHOYHUKa
MOXXem 8bl138amb [OpaxxeHue
20/7108H020 Mo32a U
omcmasaHue 8 pasgumuul.

Ecyu BBI 1 Ball mapTHEp SABJISIETECH HOCUTEJIIMU OZTHOTO U TOTO K€
TeHETHYECKOTr0 HapyIIeH!s, Ball peOeHOK MOXKET YHACIIE0BATh

9TO HapyuieHue. Ecyii Bl XOTHUTE UMETH TOUHYIO HMHPOPMAIUIO

Z10 POXKIEeHUs peOeHKa, MOKHO CZleIaTh AMHUOIIEHTE3 UJTH
uccsenoBanne CVS. KoMOMHUPOBAHHBIN TECT, YeTBEPHOU TecT U Y3U

He JINaTHOCTUPYIOT 3TH 3a00JI€BAHUA.

YTOOBI y3HATH, ABJISETECH JIU BBl HOCUTEJIEM 3TUX HAC/IE/[CTBEHHBIX
3ab0JIeBaHUH, BaM HEOOXOIUMO CIaTh HEOOJIBIIYI0 TPOOY KpOBH. BhI
caMU JIOJI’KHBI PEITUTh, XOTUTE JIU BBl IPOXOUTH BCE WJIU KaKue-JTu00

13 3TUX TECTOB.

Ata TabsnIa aAanTUPOBaHa U3 IMyO KA « CKpUHUHT HOCUTEJIEH 110
MMPU3HAKY MPUHA/IJIEKHOCTUA K ATHUYECKOH rpyIine» HarnoHasHOTO
0011IecTBa KOHCYJIBTAHTOB 110 TEHETHYECKUM BOIIPOCaM, 2005 TOJT:

JTHUYECKas rpynmna

HaciencrBeHHOE
3a0o0J1eBaHUE

BeposaTHOCTH GBITH HOCUTEIEM

bera-Tanaccemus

10% (10 13 100)

A(l)poaMepI/IKaHIILI CepHOBI/II[HOKJ'IeTO'-IHaH o
11% (11 13 100)
aHeMUs1
Bosesup KanaBana |2,5% (2-3 13 100)
[ [0 _

Espen MyKOBHCIIH/IO3 Ot 3% 110 4% (3-4 13 100)
BOCTOYHOEBPONEHCKOTO | CenveliHAas
(amkenasckoro) BereTaTHBHAA 3% (3 u3 100)
IIPOUCXOKIACHUA

nuchyHKIUA

Bosesup Tes-Cakca | 3% (3 U3 100)
beabie
€BpPOINENCKOro MyKOBHCIIU03 3% (3 13 100)
IIPOMCXOMKAECHUSA
Juna Bera-ramaccemus | Ot 3% 1o 5% (3-5 13 100)
CPEANSEMHOMOPCKOTO | CopopyHOKIIETOUHAS
PO CXOMKACHUA P 4 Ot 2% 110 30% (2-30 U3 100)

aHeMu:Aa

Beixoaupl u3
BOCTOYHOM U
IOTOBOCTOYHOM
Azun®

Anbda-Tanaccemus

5% (5 13 100)

Bera-tasmaccemus

Ot 2% 110 4% (2-4 13 100)

NcnaHoA3bIYHBIE U
JIaTHHO&MepPIKaHI.IbI*

bera-Taymaccemusa

Ot 0,25% 1o 8% (menee 1-8 13 100)

CepHOBMﬂHOKJ'IeTO‘{Haﬂ
aHeMu:Aa

Ot 0,6% 10 14% (MeHee 1-14 U3 100)

BeIxoausbl ¢
banauero Bocroka
u ora CpegHei
Azun®

bera-tasmaccemus

Ot 0,5% 110 5,5% (MeHee 1-6 13 100)

CepnommHomeTquaﬂ
aHeMu:Aa

Ot 5% 10 25% (5-25 13 100)

* [[ugppwt 015 amotl epynnbvl npusedetvl NPUOAUZUMEALHO U MO2YTT
OMAUHamMbCA 8 3a8UCUMOCTIU OM ONpedeNeHHOT IMHUYECKOU 2pYnnbl.
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KoHcynbmaHm 1o 2eHemu4eckum
80rpocam roMoxem eam u
sawemy rnapmHepy rpUuHsMeb
peweHust o npeHamassHOM
mecmupogaHuU.

Y Bac ecTb
BOMNpPOCLI?

Bawum Bonpochbl

BaXkHbl. C Bonpocamu

O npeHaTanbHOM
TECTUPOBaAHUM
obpallanTechb K cBOEMY
NOCTaBLUMKY MEANLIMHCKMX
ycnyr B pabo4ne yacel.

Bbl Takke MmoxeTe
NO3BOHUTL B KNUHUKY
npeHaTanbHom
JOUNarHOCTUKU:
206-598-4072

Pemenue o IIPOXOKACHNHA TECTA

MoskeT ObITh OYEHD TPY/IHO MPUHATH PEIlIeHUE O TOM, JeJIaTh JIN
KakKue-Ju00 U3 3TUX TECTOB, UJIN O TOM, KaK1e U3 HUX HY>KHbI

BaM. 37lech HET eIUHCTBEHHO IMPAaBUJILHOTO peliieHus1. HekoTopwle
JKEHIITUHBI PENIaloT JIeJ1aTh TOJIbKO Y3 aHaTOMUU IJ10/1a U HE JIeJ1aTh
JIpyTHe TecThl. [[pyrre MoTyT pelIuTh ciejiaTh KOMOMHUPOBAHHBIN
TecT 1 Y3U anatomuu mioza. U ecyiu pe3yabTaThl OJTHOTO U3 TECTOB
MMOKAKyT MATOJIOTUIO, OHU, BO3MOKHO, CJIeJIal0T aMHUOI[EHTES.
HexoTopple KeHIITUHBI IPEATIOYUTAIOT JIesIaTh o0caenoBanue CVS
WU AMHUOIIEHTE3, He Jlejlasi HUKAaKUX CKDUHUHTOBBIX TECTOB.

IIpuHATHE OCBEOMJIEHHOTO PeIleHUS

Hama niesrs B UW Medicine — coTpyaHUYATh € TAIUEHTAMU U UX
CEMbAMH B IIPOIecCe MIPUHATHSA PEIIeHnI 00 UX MEIUIUHCKOM
obcmykuBaHUU. MBI IPOCKUM Bac 33/1aBaTh BOIIPOCHI, JJI TOTO YTOObI
BaM OBLJIO Jierdye MPUHUMATh PelleHus.

Pa3MbIIUIAs 0 TOM, HYKHO JIX BaM IIPOXOJUTh T€HETHYECKUE TECTHI,
BO3MOKHO, BaM CJIE/IyeT 3a7]aTh cebe CIIe/IyOIIe BOIPOCHI:

O Xouy i1 1 ©UMeTh 3Ty HHQOPMAIHIO?

O Kak uadopmanus o6 3TUX BPOK/IEHHBIX IIOPOKAX, MOJTydeHHas
JI0 POK/IeHUST peOeHKa, ITOMOXKET MHE ¥ MOEMY HOCTaBIIHKY
MEUITMHCKHUX YCITYT TTOJITOTOBUTHCS ¥ COCTABUTH IJIaH AEWCTBUM ?

U Kak sta nuadopmanua noMoxxeT MHe IPUHATD PelleHue,
Kacaroleecss 0epeMeHHOCTH, eCJIN OyieT HaliZleH BPOXK/IeHHbIN
IIOPOK pa3BUTUA?

U Byxay j1u s 9yBCTBOBATH cebs CIIOKOMHEee, ¢/le1aB 3TU TECTHI?

Ba1r mocTaBIIUK MEIUITMHCKUX YCIYT MOKET OoJiee oapoOHO
00CyIUTh C BaMH UMEIOIIUICA Y Bac BBIOOP. BbI MOskeTe Takke
3amnucarbcsa Ha mpueM B KITMHUKY ITpeHaTaJIbHOM JUaTrHOCTUKH.
KoHcy/IbTaHTBI 110 TEHETUUECKUM BOIIPOCAM ITPOIILTH CHEIHATHHYIO
IOZITOTOBKY JIJISl TOTO, YTOOBI IIOMOYb MAIlEHTAM IIPOAYMAaTh 3TH
Borpockl. OHH MOTYT IIOMOYb BaM IPUHATH HanboJjiee IpaBUILHOE B
BallleM CJIyJae pelleHue.
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UW Medicine

UNIVERSITY OF WASHINGTON
MEDICAL CENTER

UW MEDICINE | PATIENT EDUCATION

Guide to Prenatal Testing
Learning about your baby’s health

This chapter describes prenatal tests that give information about your
baby’s health. It is your choice whether or not to have these tests done.
Talk with your health care provider to learn more and to help you decide

if any of these tests are right for you.

If you have any of these tests done, you will be asked to read more
about each one. You will also be asked to read and sign a consent form

for each test.

There is a lot you can do during your pregnancy to keep you and
your baby healthy. Taking prenatal vitamins, eating healthy foods,
exercising, and getting enough sleep are all important.

The human body is complicated. Even if you do everything “right”
during your pregnancy, babies do not always develop normally.
Between 3% and 5% of babies (between 3 and 5 out of 100) have
some kind of health problem when they are born.

This handout gives some basic information about these tests to help

you make the best decision for you.

What are the tests?
There are 2 basic kinds of tests:

e Screening tests predict the
chance, or odds, that your baby
has a certain birth defect.

e Diagnostic tests tell you if your
baby does or does not have a
certain birth defect.

The tables on the next page list the
tests and when they are done. They
also give a brief description of each
test and what it will tell you. The rest
of this chapter gives more details
about these tests, if you would like to
read about them before you talk with
your health care provider.

[ &

Prenatal tests can provide
information about your baby’s
health.
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Screening Tests

Name of Test When Description What It Tells You
Nuchal 11to 14 Abdominal Chances your baby has
translucency | weeks ultrasound to a chromosome
(NT) measure small problem
ultrasound space behind

baby’s neck
Integrated 11to 14 NT ultrasound Chances your baby has
screen weeks plus 2 separate | Down syndrome,
and blood samples | trisomy 18, or spina
15 to 22 bifida
weeks
Quad screen 15to0 22 1 blood sample | Chances your baby has
weeks Down syndrome,
trisomy 18, or spina
bifida
Diagnostic Tests
Name of Test When Description What It Tells You
Chorionic 11to 14 Sample of Whether or not your
villus sampling | weeks placenta, taken | baby has chromosome
(CVS) through the problems and
vagina or sometimes other
abdomen inherited diseases
Amniocentesis | 16 to 22 Sample of fluid | Whether or not your
(with weeks from around baby has chromosome
ultrasound) your baby, problems, spina
taken through bifida, and sometimes
your abdomen | other inherited
diseases
Other Tests
Name of Test When Description What It Tells You
Anatomy 18 to 22 Abdominal Whether or not
ultrasound weeks ultrasound to abnormalities are
check baby’s suspected and if
growth and further testing is

development

needed
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Screening Tests

Nuchal Translucency (NOO-kul trans-LOO-sun-see) or
NT Ultrasound

This screening test is done between 11 and 14 weeks of pregnancy.
Using ultrasound, your baby’s length is measured to confirm your
due date. Ultrasound is also used to measure the small space under
the skin behind your baby’s neck. This space is called the nuchal
translucency (NT). The larger this space of fluid is, the greater the
chance your baby has a chromosome problem. An NT ultrasound
can be done only by specially trained staff.

Integrated (IN-tuh-grey-tud) screen

This test uses the results of the NT ultrasound and 2 blood tests.
The first blood sample is taken between 11 and 14 weeks, usually
the same day as the NT ultrasound. The 2nd blood sample is taken
between 15 and 22 weeks. The blood tests look for patterns of
proteins and hormones that are linked to certain birth defects.

An integrated screen tells you the chances that your baby has Down
syndrome, trisomy 18, or spina bifida. (See the sidebars on pages
34, 35, and 36 for more details.) It does not diagnose these
conditions. Most women who get an abnormal integrated screen
result still have a healthy baby.

The integrated screen can detect:

e 90 out of 100 cases (90%) of Down syndrome

e 90 out of 100 cases (90%) of trisomy 18

e 80 out of 100 cases (80%) of spina bifida

But, it will not detect all cases of these birth defects. And, it does
not test for any other health problems.

Quad Screen

This screening test involves 1 blood sample that is taken between
15 and 22 weeks. It’s like the integrated screen, because it also
looks for patterns of proteins and hormones that are linked to
certain birth defects.

A quad screen tells you the chances that your baby has Down
syndrome, trisomy 18, or spina bifida. It does not diagnose these
conditions. Most women who get an abnormal quad screen result
still have a healthy baby.
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What is a chromosome
problem?

Chromosomes are
packages of genetic
instructions. We inherit
them from our parents.
They control how our

bodies grow and develop.

They are in every part of
our body, and they can
only be seen with a
microscope.

Most people have

46 chromosomes, but
some people have an
extra chromosome (47),
a missing one (45), or a
chromosome that has a
piece broken off or an
extra piece attached.

A changeina
chromosome often
causes birth defects and
developmental delay, but
not always.

The quad screen can detect:

e 85 out of 100 cases (85%) of Down syndrome
e 75 out of 100 cases (75%) of trisomy 18

e 80 out of 100 cases (80%) of spina bifida

But, it will not detect all cases of these birth defects. And, it does
not test for any other health problems.

A quad screen may be a good test to have if you do not start prenatal
care until your 4th month or if an NT ultrasound is not available.

Advanced Aneuploidy (ann-you-PLOY-dee) Screening with
Cell-free DNA

You may have heard about a new blood test that can screen for
Down syndrome. This test is called advanced aneuploidy
screening with cell-free DNA. It uses a blood sample from the
mother, and it is done starting at 10 weeks of pregnancy. It
screens for specific chromosome disorders in the baby.

Everyone has some free (not contained within a cell) DNA in their
blood. When you are pregnant, most of that cell-free DNA is from
you, but some is from your pregnancy. In this test, the total amount
of cell-free DNA from chromosomes 21, 18, and 13 is measured in
your blood.

Like the other screening tests, this test does not tell you if the baby
has, or does not have, a chromosome problem. But if there is an
increased amount of DNA from one of these chromosomes in your
blood, there is a high chance that the baby has trisomy for that
chromosome.

Currently, only women who have a high risk of having a baby with
Down syndrome, trisomy 18, or trisomy 13 can have this test. If you
have already had a child with one of these trisomies, or if you have
another type of screen and the results are abnormal, you may be
offered advanced aneuploidy screening with cell-free DNA.

Diagnostic Tests

Anatomy (uh-NAT-uh-mee) Ultrasound

This test is done between 18 and 22 weeks. An ultrasound is used to
look at your baby, the amount of fluid around him, your placenta,
and your uterus. It checks to see that the baby is growing and that
all major organs are formed.
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What is Down
syndrome?

Down syndrome is also
known as trisomy 21. It is
caused when a person
has an extra copy of
chromosome number 21.

Down syndrome affects
people in different ways.
People with Down
syndrome always look
different than other
members of their family.
They always have some
developmental delay, but
the level of delay differs
from person to person.

Adults with Down
syndrome may be able to
play sports, have a basic
job, and enjoy friends.
But they usually cannot
live on their own without
help.

Many babies with Down
syndrome have a heart
defect, which can
sometimes be fixed with
surgery. Other health
problems and birth
defects sometimes occur
with Down syndrome, but
they are rare.

Your baby is developed enough at this age that an ultrasound may find
problems such as a severe heart defect, spina bifida, a missing kidney,
and severe cleft lip. Although this test will not diagnose chromosome
problems, it may show signs of them or other conditions.

Chorionic Villus Sampling (kor-ee-ON-ic VILL-us sam-pling)
or CVS

This diagnostic test is usually done between 11 and 14 weeks. The
doctor uses either a thin, flexible needle or a thin plastic tube to
remove a small sample of the placenta. An ultrasound is done at the
same time, so your baby can be seen during the procedure.

The placenta sample is used to diagnose chromosome problems. If an
inherited condition such as muscular dystrophy or hemophilia runs in
your family, the sample can be used to test your baby for that
condition.

The chance of miscarriage after CVS is 1 to 2 women in 100 (1% to 2%).

Amniocentesis (AM-nee-oh-sen-TEE-sis) or Amnio

This diagnostic test is usually done between 16 and 22 weeks. The
doctor uses a thin, flexible needle to take 2 tablespoons of fluid from
around your baby. An ultrasound is done at the same time, so your
baby can be seen during the procedure.

The fluid is used to diagnose chromosome problems and spina bifida.
If an inherited condition like muscular dystrophy or hemophilia runs
in your family, the fluid can be used to test your baby for that
condition.

The chance that having an amniocentesis will cause a miscarriage is
1in 400 women (0.25%).

Ancestry-Based Carrier Screening

Your ancestry, or ethnicity, is one clue to help learn if your baby could
have a rare genetic disease. Each ancestral group has conditions that
can be inherited that are more common in that group compared to
other ethnic groups. The conditions that are linked with each ancestral
group are listed in the table on page 36.

Most times, a couple can have a child with one of these disorders only
when both parents are “carriers” for the same disorder. Carriers
usually have no symptoms of the disease. Also, most carriers
have no family history of the disease. If someone in your family has
one of these conditions, tell your health care provider.
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What is trisomy 18?

Trisomy 18 is also known
as Edwards syndrome. It
occurs when a person
has an extra copy of
chromosome number 18.

Most babies with this
condition do not survive
the pregnancy. Children
with trisomy 18 have
severe brain damage and
usually other problems,
such as heart defects
and clubfoot.

What is spina bifida?

Spina bifida is a condition
in which part of the
baby’s spine does not
form normally and the
nerves in the spine are
damaged. This happens
within the first few weeks
of pregnancy.

Spina bifida affects
people in different ways.
Some people have
trouble walking and may
need to use braces or a
wheelchair. Some have
trouble controlling their
bladder or bowel.
Sometimes, spina bifida
can cause brain damage
and developmental delay.

If you and your partner are both carriers for the same genetic
condition, then your baby could inherit that condition. If you want to
know for sure before birth, an amniocentesis or a CVS can be done.
The integrated screen, quad screen, and ultrasound will not
diagnose these disorders.

To see if you are a carrier for these hereditary conditions, you will
need to give a small blood sample. It is your choice whether or not to
have any or all of these tests.

This table is adapted from “Ancestry Based Carrier Screening,”
published by the National Society of Genetic Counselors, Inc., 2005:

Ancestral Group ggrr](ej?ti;[g;y Chance of Being a Carrier

African- Beta Thalassemia 10% (10 out of 100)

American Sickle Cell Disease | 11% (11 out of 100)
Canavan Disease 2.5% (2 to 3 out of 100)

Eastern Cystic Fibrosis 3% to 4% (3 to 4 out of 100)

European —

(Ashkenazi) Familial 0

Jewish Dysautonomia 3% (3 out0f 100)
Tay-Sachs Disease | 3% (3 out of 100)

Europe_an Cystic Fibrosis 3% (3 out of 100)

aucasian

Mediterranean

Beta Thalassemia

3% to 5% (3 to 5 out of 100)

Sickle Cell Disease

2% to 30% (2 to 30 out of 100)

East and
Southeast Asian*

Alpha Thalassemia

5% (5 out of 100)

Beta Thalassemia

2% to 4% (2 to 4 out of 100)

Hispanic*

Beta Thalassemia

0.25% to 8% (fewer than1to 8
out of 100)

Sickle Cell Disease

0.6% to 14% (fewer than 1to 14
out of 100)

Middle Eastern
and South
Central Asian*

Beta Thalassemia

0.5% to 5.5% (fewer than 1to 6
out of 100)

Sickle Cell Disease

5% to 25% (5 to 25 out of 100)

ethnicity.

* Numbers for this group are estimates and may vary depending on exact
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Deciding Whether to Do These Tests

Choosing whether to have any of these tests, or deciding which
ones are best for you, can be hard. There is no “right” choice. Some
women choose only an anatomy ultrasound and no other tests.
Others may choose an integrated screen and anatomy ultrasound.
And, if one of these tests is abnormal, they may have
amniocentesis. Some women prefer a CVS or amniocentesis
without any of the screening tests.

A genetic counselor can help ) o
you and your partner make Making an Informed Decision

decisions about prenatal tests.

Our goal at UW Medicine is to partner with patients and families
in making decisions about their care. We encourage you to ask
guestions to help you to make your decisions.

These are some questions you may want to ask yourself as you
think about having genetic testing:

O Do I want to have any of this information?

O How would learning about these birth defects before my
baby is born help me and my health care provider prepare
and plan?

O How would this information help me make choices about
my pregnancy if a birth defect is found?

O Will taking these tests help me feel more reassured?

Your health care provider can talk more with you about your
choices. Or, you can schedule an appointment in the Prenatal
Diagnosis Clinic. Genetic counselors are specially trained to help
people think through these questions. They can help you make the
decision that is best for you.

Questions?

Your questions are
important. If you have
questions about prenatal
testing, call your health
care provider during office
hours.

You may also call the
Prenatal Diagnosis Clinic:
206-598-4072
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