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Huwéng Dan Thir Nghiém Trong Khi Mang Thai

Tim hiéu vé svrc khoe cua thai nhi

Chuong nay trinh bay vé nhiing thir nghiém trong khi mang thai hau cho biét
nhing chi tiét vé strc khde cua thai nhi. Quy vi dwgc quyén chon c6 mudn
lam nhing thr nghiém na‘}{ hay khpng. Hay néi’chuy_én voi chuyén vién cham
soc strc khée cua quy vi dé tim hiéu thém va dé giap quy vi quyét dinh xem
nhikng thir nghiém nay co thich hop véi quy vi hay khéng.

Néu quy vi lam bat ctr thir nghiém néo trong nhiing thtr nghiém nay, quy vj sé
can phai doc thém vé moi thir nghiém dé. Quy vi ciing sé dwoc yéu cau dé
doc va ky tén vao don ung thuan cho méi thir nghiém.

C6 nhiéu viée quy vi cé thé lam trong khi mang thai dé gilr cho quy
vi va thai nhi dugc khée manh. Udng thudc bo thai, an nhirng thuc
pham lanh manh, tap thé duc, va ngu du giac tat ca déu quan trong.

Co thé con ngudi rat phirc tap. Ngay ca khi quy vi 1am tat ca moi
diéu “dung” trong khi mang thai, khong phai ltc nao thai nhi ciing
phét trién binh thuong. Tir 3% dén 5% thai nhi (tir 3 dén 5 trong
100 thai nhi) déu bi mot van dé nao d6 vé strc khoe khi chao doi.
Tai liéu nay cho biét mot sé chi tiét can ban vé nhitng thir nghiém
nay dé gitp quy vi c6 mot quyét dinh ding nhat cho minh.

Nhirng thir nghiém nay la gi?

C6 2 loai thir nghi€ém can ban:

e Thir nghiém do tim gitp du doan
v€ nguy co, hay ty 1¢, thai nhi cua
quy vi bi mgt khuyét tat bAm sinh
nao do.

e Thir nghiém chan doén cho quy vi
bié€t 1a con cua quy vi c6 bi khuyét
tat bam sinh hay khong.

Biéu d6 ¢ trang ké liét ké nhitng thu
nghiém va khi nao thi nén lam nhiing
thtr nghiém d6. Biéu d6 nay con giai
thich van tit vé mdi thtr nghiém va thur
nghiém d6 s& cho quy vi biét dugc diéu

Thdr nghiém trong khi mang
SV S R X thai co thé cho biét nhiing chi
gi. Phan con lai cta chuong nay cho tiét vé strc khde cua thai nhi.

bi€t thém chi tiét v€ nhiing thir nghiém
nay, néu quy vi muon doc dé biét, trude khi néi chuyén
véi chuyén vién cham soc stre khde cua quy vi.
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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


Thir Nghiém Do Tim

A . - . cae s Thir Nghiém Cho
Tén Thir Nghiém Khi Nao Giai Thich Quy Vi Biét Pidu Gi
Siéu 4m dd mo | Tur 11 dén Siéu am bung | Thai nhi ¢é nguy
da gay (NT) 14 tuan dé do cho trong | co bi van dé vé

nho ¢ phia sau | nhieém sac thé
¢0 cua thai nhi
Do tim két hop | Tur 11 dén Siéu am NT Thai nhi ¢6 nguy
14 tuan cung v6i 2 mau | co bi hdi ching
va mau riéng Down, du nhiém
tr 15 dén sac thé 18, hay
22 tudn bénh nut dot song
Do tim Quad Tur 15 dén Lay 1 mau mau | Thai nhi cé nguy
22 tuan co bi hoi chiing
Down, du nhiém
sac the 18, hay
bénh nut dot song

Thir Nghiém Chin Poan

Thir Nghiém Cho

6i (bang siéu
am)

thai nhi, qua
bung cua quy vi

Tén Thir Nghiém Khi Nao Giai Thich Quy Vi Biét Didu Gi
Liy miu mang |[Tur 11 dén | LAy mAu nhau, | Cho biét thai nhi
nhau (CVS) 14 tuan qua am dao hay | co bj van dé vé
qua bung nhiém sac thé va

doi khi c6 mot

s0 bénh di truyén

khac hay khong
Thir nghiém T 16 &n  |Liy mdunude | Cho biét thai nhi
chat dich mang | 22 tuan 01 chung quanh | ctia quy vi c¢o bj

nhirng van dé vé
nhiém séc thé,
bénh nit dét sdng,
va mot s6 bénh di
truyén khac hay
khong

Nhirng Thir Nghiém Khac

Thir Nghiém Cho

trudng va phat
trién cua thai nhi

Tén Thu Nghi¢m Khi Nao Gidi Thich Quy Vi Biét Pidu Gi
Siéu 4m than Tur 18 dén Siéu am bung dé | C6 nghi ngd vé su
thé 22 tuan kiém tra su tang | bat thuong nao hay

khéng va c6 can
lam thtr nghiém
thém khong
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Thir Nghiém Do Tim

Siéu Am Py Mo Da Gay hay NT

Thir nghiém do tim nay duoc thyc hién tir tuan thir 11 dén 14 cia
thai ky. Dung siéu am do chiéu dai cua thai nhi dé xac nhan ngay
quy vi sanh. Siéu 4m con duoc dung dé do chd trong nho dudi da &
phia sau c6 cta thai nhi. Chd trong nay duoc goi 1a viing mo da gay
(NT). Cho trong chira chat dich nay cang 16n thi nguy co thai nhi
c6 van dé vé nhiém sac thé cang cao. Chi c6 nhan vién duoc huan
luyén dac bié€t méi co6 thé lam siéu am NT.

Do Tim Két Hop

Thir nghiém nay str dung két qua cua siéu am NT va 2 thir nghiém
mau. Mau mau thir nhat duoc 1y tir tuan thi 11 dén 14, thuong 1a
vao clng ngdy siéu am NT. Mau mau thir 2 duoc 14y tir tuan thir 15
dén 22. Cac thir nghiém mau tim kiém mau protein va kich thich t6
(hormone) c6 lién quan dén mét sé khuyét tat bam sinh.

Thir nghiém do tim két hop cho quy vi biét thai nhi ¢é nguy co bi
hoi chimg Down, du nhiém sic thé 18, hay bénh nirt dot song hay
khong. (Xem cac phan bén canh trang 34, 35, va 36 dé biet thém
chi tiét.) N6 khong chan doan dugc nhitng chirng bénh nay. Hau hét
nhitng phu nit ¢6 két qua do tim két hop bat thuong van c6 thai nhi
khoe manh.

Thtr nghiém do tim két hop c6 thé phat hién ra:

e 90 trén 100 truong hop (90%) bi hdi chirng Down

e 90 trén 100 truong hop (90%) bi du nhidém séc thé 18

e 80 trén 100 truong hop (80%) bi bénh nit ddt sdng

Nhung, thtr nghiém nay s& khéng phat hién duoc tat ca nhiing
truong hop bi khuyét tat bam sinh. Va, né khong phat hién dugc
nhiing van dé khac veé suc khoe.

Do Tim Quad

Thir nghiém do tim nay ding 1 mau méau lay tir tuan thir 15 dén 22.
Thu nghlem nay giéng nhu thir nghiém do tim két hop, bai vi nd

cling tim kiém nhung mau proteln va kich thich té (hormones) ¢6
lién quan dén mot sé khuyét tat bam sinh.

Thir nghiém quad cho quy vi biét thai nhi ¢é nguy co bi hoi chimg
Down, du nhidém sic thé 18, hay bénh nit dt séng hay khong. N
khoéng chan doan dugc nhitng chimg bénh nay. Hau hét nhirg phu
nit c6 két qua quad bat thuong van co thai nhi khoe manh.
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Bj van dé vé nhiém sac

thé Ia gi?

Nhiém séc thé la cac bo chi
thi di truyén. Ching ta thira
hwéng ching tir cha me.
Chuing kiém soéat viéc co thé
ching ta tang trirdng va phat
trién nhw thé nao. Chung cé
trong tét cd moi bd phan trong
co thé cua ching ta, va chi
c6 thé nhin thdy ching béng
kiéng hién vi.

Hau hét moi nguoi cé 46 nhiém
séc thé, nhung mét sé nguoi
¢6 thém mot nhiém séc thé
(47), thiéu mot (45), hodc c6
m@t nhiém sdc thé bj thiéu méat
mét phan hay duw ra mot phén.

Sw thay déi vé nhiém séc thé
thuong gy ra khuyét tat bam
sinh va lam cham phét trién,
nhuwng khéng phai luén luén
nhuw vay.

Thtr nghiém do tim quad c6 thé phat hién ra:

e 85 trén 100 truong hop (85%) bi hdi chirng Down

e 75 trén 100 truong hop (75%) bi du nhidém séc thé 18
e 80 trén 100 truong hop (80%) bi bénh nut ddt sdng

Nhung, thtr nghiém nay s& khéng phat hién duoc tit ca nhiing
truong hop bi khuyét tat bam sinh. Va, né khong phat hi¢n duoc
nhiing van dé khac vé strc khoe.

Do tim quad c6 thé 1a mot thir nghiém hiru ich néu quy vi khong
duogc cham soc trong khi mang thai cho dén thang thtr 4 hodc néu
khong thé siéu am NT.

Do Tim Truéc Boi Chinh (Aneuploidy) bang DNA Ngoai Té Bao

C6 thé quy vi da nghe tin hodc doc cac bai viét trong Internet vé mot
thir nghiém mau méi co thé giup do tim hoi chimg Down. Thir nghiém
nay goi 1a do tim trude béi chinh bang DNA ngoqi té bao. N6 ding mot
mau mau léy tr nguoi me, va dugce thuc hién béat dau tir tuan thir 10 cta
thai ky. N6 gitip do tim mét s6 r6i loan vé nhiém séc thé & thai nhi.

TAt ca moi nguoi déu c6 mot sé DNA tu do trong mau (khong

O bén trong té bao). Khi quy vi mang thai, héu hét nhitng DNA
ngoai té bao do 1a cua quy vi, nhung c6 mét s 1a cta thai nhi.
Trong thir nghiém nay, tong luong DNA ngoai té bao tir nhidm

sic thé 21, 18, va 13 trong mau cua quy vi s€ dugc do.

Ciing nhu nhitng thir nghi€m do tim khac, thir nghiém nay khong
cho quy vi biét 1a thai nhi c6 bi, hay khong bi, van dé nao d6 vé
nhiém sic thé. Nhung néu c6 sy gia ting lugng DNA tir mot trong
nhitng nhiém sic thé nay trong mau ctia quy vi, thi nguy co thai nhi
bi du nhiém séc thé do s& cao hon.

Hién thoi, chi nhitng phu nir c6 nguy co cao la thai nhi bi hdi chiing
Down, du nhiém séc thé 18, hodc du nhiém sic thé 13 mdi duogc lam
thtr nghiém nay. Néu quy vi ¢6 con di bi mot trong nhimg chimg du
nhiém séc thé nay, hoac néu quy vi da lam mot thir nghiém do tim
khéc va ¢ két qua bat thudng, quy vi c6 thé duge dé nghi 1am thu
nghiém do tim trudc boi chinh bang DNA ngoai té bao.

Thir Nghi¢m Chan Posn

Siéu Am Than Thé

Thtr nghiém nay dugc thuc hién tir tun thir 18 dén 22 cia thai

ky. Si€u am dugc dung dé quan sat thai nhi, lugng nudc 61 chung
quanh thai nhi, nhau, va tr cung cua quy vi. Thir nghiém nay kiém
tra xem thai nhi tang truéng nhu thé nao va tat ca nhirng bo phan
chinh ¢6 dugc hinh thanh binh thuong hay khong.
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Hoi chirng Down la gi?

Hoi chiing Down con duoc
biét Ia chiing dw nhiém sc
thé 21. Nguyén nhan gay
bénh la do bénh nhén bj dw
mot nhiém séc thé s6 21.

Hoi chieng Down tac dong
dén bénh nhéan theo nhiéu
cach khac nhau. Nguwoi bj
héi chieng Down luén ludn c6
vé bé ngoai khéc véi nhiing
nguwoi khac trong gia dinh ho.
Ho ludén lubn bj chém phat
trién, nhung mure do cla sw
cham phét trién nay & méi
nguoi méi khéc.

Nguwoi I6n bi héi chiing Down
van c6 thé choi thé thao, lam
nhing céng viéc don gian, va
co ban bé. Nhung ho thudong
khéng séng duoc mot minh
néu khéng cé nguoi gilp.
Nhiéu tré em bj hoi ching
Down ¢6 khuyét téat & tim, déi
khi cé thé duoc chira bdng
céch gidi phdu. Nhitng vén dé
khéac vé stic khde va khuyét tat
bam sinh déi khi xay ra cung
voi hdi chieng Down, nhung
trong hop nay hiém gép.

Dén lac nay thai nhi cia quy vi dd phat trién dua 1én dé siéu am co thé
tim ra nhirng van d¢ chang han nhu khuyét tat nang & tim, bénh nut
dot song, thi€u mot qua than, va sit moi nang. Mac du thir nghiém
nay s€ khong chan doan nhirng van dé vé nhiém sac thé, nhung n6 cé
thé cho thay nhitng dau hi¢u ctia ching hoac nhirng chirng bénh khac.
LAy MAu Mang Nhau hay CVS

Thtr nghiém chan doan nay thuong dugc thuc hién tir tuan thi 11 dén
14 cua thai ky. Béc s dung mot cay kim nhé, déo hoac mdt 6ng nhua
nho dé€ 1ay mot mau nhau nho. Bong thoi cling s€ lam si€u am, dé co
thé nhin thay thai nhi ciia quy vi trong lac lam thu thuat nay.

Maiu nhau duoc dung dé chan doan cac van dé vé nhiém sic thé.
Neéu gia dinh cua quy vi ¢6 nguoi bi nhitng bénh di truyén chang
han nhu bénh teo co hay bénh roi logn dong mdu, thi c6 thé dung
mau nay dé thir xem thai nhi ctia quy vi c6 bi bénh d6 hay khong.
Nguy co bi say thai sau khi lam CVS 1a tir 1 dén 2 trong 100 phy
ntt (1% dén 2%).

Thir Nghiém Chét Dich Mang Oi hay Choc Oi

Thur nghiém chan doan nay thuong dugc thuc hién tir tuan tha 16
dén 22 cua thai ky. Bac si dung mét cay kim nhd, déo dé lay ra
khoang 2 muong canh chat dich chung quanh thai nhi cia quy vi
(nudc 61). Bong thoi cling s€ lam si€u am, d€ co thé nhin thay thai
nhi ctia quy vi trong lac lam thu thuat nay.

Nudc 6i duge dung dé chan doan nhimng van dé vé nhiém séc thé va bénh
nit dot song. Néu gia dinh cua quy vi ¢ ngudi bi nhitng bénh di truyén
chang han nhu bénh teo co hay bénh rdi loan dong mau, thi c6 thé ding
mau nay dé thir xem thai nhi ciia quy vi c6 bi bénh d6 hay khong.

Nguy co bi sdy thai sau khi lam thir nghiém choc 6i 1a 1 trong 400
thai phu (0.25%).

Do Tim Bénh Di Truyén Dua Vio To6 Tién

T4 tién, hodc sic tdc cua quy vi, la mét dau mdi dé giup tim hiéu
xem thai nhi c6 thé bi bénh di truyén hiém gap hay khong. Moi nhém
t6 tién déu co nhitng bénh c6 thé di truyén pho bién hon trong nhom
do so vdoi nhitng nhom sac toc khac. Nhirng bénh c6 lién quan dén
moi nhom t6 tién dugc liét ké trong biéu do & trang 36.

Trong hau hét cac trudng hop, mot cip vo chong chi cé thé co con
bi nhitng bénh nay khi ca hai nguoi cha va me¢ déu 1a “nguoi truyén
bénh” cua cung mét bénh d6. Nguwoi truyen bénh thuwong khong
¢0 triéu chirng nao cia bénh. Ngoai ra, hau hét nhirng nguoi
truyén bénh, bénh st ciia gia dinh ho khong c6 nguoi bi bénh do.
Neéu trong gia dinh cua quy vi c6 nguoi bi mot trong nhitng chiing
bénh nay, hay cho chuyén vién cham séc suc khde cia quy vi biét.
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Bénh dw nhiém séc thé
18 Ia gi?

Bénh dw nhiém s&c thé

18 con dworc goi la hdi chieng
Edwards. Bénh nay xay ra khi
nguoi dé cé dw mét nhiém
séc thé sé 18.

Hau hét céc thai nhi bj dw
nhiém séc thé 18 déu khéng
séng duoc dén hét thai ky. Tré
em bi bénh dw nhiém séc thé
18 bj tén thuong ndo nghiém
trong va thurong bi nhiing

van dé khéc, chdng han nhw
khuyét tat & tim va bi chan veo.

Bénh nut dot séng la gi?

Bénh nut dét séng la tinh
trang mot phén cot sbéng cua
thai nhi khéng dwoc hinh
thanh binh thuong va cac day
than kinh bén trong cét séng
bi tén thuong. Tinh trang nay
X3y ra trong vong vai tuan
déu cda thai ky.

Bénh nut dét séng téc déng
dén con nguoi theo nhiéu
céach khac nhau. Mot s6
nguoi bi khé khan khi di b
va c6 thé can phai dung nang
hodc xe lan. Mot sé bj van dé
vé viéc kiém soét di tiéu hodc
di tiéu. Doi khi, bénh nirt dot
séng c6 thé lam tén thuong
néo va gay chdm phat trién.

Néu quy vi va vo hodc chong cia quy vi déu la nguoi truyén bénh cua
cung mot bénh di tmyén do, thi con cua quy vi c6 thé bi di truyén bénh
d6. Néu quy vi mudn biét chic trudc khi sanh con, quy vi ¢6 thé 1am thir
nghiém chat dich mang 6i hay CVS. Thir nghiém do tim két hop, do tim
quad, va siéu 4m s& khong chan doan duoc nhitng bénh nay.

Dé biét quy vi c6 phai 1a ngudi truyén bénh cua nhitng bénh di truyén nay hay
khong, quy vi can phai cho mau mau dé thir. Quy vi duoc quyén chon lam bat
ctr mot thir nghiém nao hay lam tat ca nhitng thir nghi¢m nay hay khong.

Biéu d6 nay duoc phong theo tai liéu “Do Tim Bénh Di Truyén Dya Vao
T6 Tién” do HGi Co Van Di Truyén Hoc Qudc Gia (National Society of
Genetic Counselors, Inc.), xuat ban nam 2005:

Nhém Té Tién Bénh Di Truyén Nguy Co La Ngudi Truyén Bénh
Bénh Thiéu Méau
Huyét Tan Beta 10% (10 trong 100)
My Géc Phi Thalassemia
Chimng Réi Loan o
T& Bao Hinh Lidm | 170 (11 trong 100)

Bénh Canavan

2.5% (tir 2 dén 3 trong 100)

Trung Nam A*

Bénh Xo Nang Tir 3% dén 4% (tir 3 dén 4 trong 100)
Do Théi O Péng Au [Bgph Mat Ty
(Ashkenazi) Chu (Familial 3% (3 trong 100)
Dysautonomia)
Bénh Tay-Sachs 3% (3 trong 100)
Caucasian Au Chiau |Bénh Xo Nang 3% (3 trong 100)
Bénh Thiéu Méu ) )
Huyét Tan Beta T 3% dén 5% (tor 3 dén 5 trong 100)
Pia Trung Hai Thalassemia
Chimg Réi Loan | Tir 2% dén 30%
Té Bao Hinh Liém | (tr 2 dén 30 trong 100)
Bénh Thiéu Mau
Huyét Tan Alpha | 5% (5 trong 100)
Dong va Dong Thalassemia
Nam A* a A ; ,
Bénh Thicu Mau | 1 5o/ 441 404
HuyetTan Beta | v 5 4én 4 trong 100)
Thalassemia &
Bénh Thicu Mau | 1. 5504 dén 8%
Huyét Tan Beta e X
. (dudi 1 dén 8 trong 100)
Tay Ban Nha* Thalassemia
Chimg Roi Loan | Tir 0.6% dén 14%
Te Bao Hinh Liém |(dudi 1 dén 14 trong 100)
Bénh Thicu Mau | 1oy 504 4én 5.5%
Huyét Tan Beta Y
Trung Péng va Thalassemia (du6i 1 dén 6 trong 100)

Ching R6i Loan
T¢ Bao Hinh Liém

Tir 5% dén 25%
(tir 5 dén 25 trong 100)

*80 lwong cua nhom nay dwoc woc tinh va co thé doi khac tuy theo sac

toc chinh xdc.
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Cé vén vién vé di truyén hoc co
thé giup quy vi va vo hodc chéng
cla quy vi quyét dinh vé céc thir
nghiém trong khi mang thai.

Co6 Thac Mac?

Nhirng thac mac clia quy vi
rat quan trong. Neu quy Vi
c6 diéu gi thac mac vé thir
nghiém trong khi mang thai,
xin goi cho chuyén vién
cham soc src khoe clia
quy vi trong gi&’ lam viéc.

Quy vj cling c6 thé goi
cho Y Vién Chan Boan
Trong Khi Mang Thai:
s6 206-598-4072

Quyét Pinh Cé Lam Nhirng Thir Nghiém Nay Hay Khéong

Viéc chon l1am nhiing thir nghiém nay hay khong, hoic quyét dinh
thuc hién thir nghiém nao thich hop nhat cho quy vi, c6 thé 1a diéu
kho. Khong c6 sy Ira chon “dtng”. M6t s6 phu nir chi chon siéu 4m
than thé va khong lam thém thtr nghiém nao khac. Nhitng nguoi khéac
c6 thé chon lam thtr nghiém do tim két hop va siéu am than thé. Va,
néu mot trong nhitng thir nghiém nay c6 két qua bat thuong, c6 thé
ho s& 1am thtr nghiém choc mang 6i. Mot sé phu nir chon thir nghiém
CVS hay choc mang 6i ma khong lam thir nghiém do tim.

Quyét Pinh Piing

Muc ti€u cua chung t6i tai Trung Tam Y Khoa UW 1a hop tac voi

bénh nhan va gia dinh ctia ho dé€ dua ra nhiitng quyét dinh veé viéc

cham soc cho ho. Chung t6i khuyén khich quy vi nén néu thac mac

dé giap quy vi quyét dinh.

Sau day 1a mot s cau hoi ma cé thé quy vi mudn dit ra cho chinh

minh khi suy nghi vé viéc lam thtr nghiém di truyén:

O Toi c6 mudn biét nhitng chi tiét nay hay khong?

O Viéc tim hiéu vé nhiing khuyét tat bam sinh trudc khi con toi
chao doi1 s€ gitp to1 va chuyén vién cham soc suc khoe cua toi
chuan bi va 1ap ké hoach nhu thé nao?

O Nhiing chi tiét nay s€ glup to1 dua ra su chon lya cho thai nhi
ctia minh nhu thé nao néu phat hién ra khuyét tat bam sinh?

O Viéc thuc hién nhitng thir nghiém nay c6 gitp téi cam thay an
tam hon hay khong?

Chuyén vién chiam soc sirc khoe cua quy vi ¢ thé néi chuyén véi
quy vi nhiéu hon vé nhitng chon lua ctia quy vi. Hodc, quy vi ¢ thé
lam hen kham tai Y Vién Chan Poan Trong Khi Mang Thai. Cac )
van vién vé di truyén hoc duoc hudn luyén dac biét dé giup cho moi
nguoi suy nghi vé nhitng cau héi néu trén. Ho c6 thé gitp quy vi
thyc hién su quyét dinh thich hop nhat cho quy vi.
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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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