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THE NAO LA KHAM THAM DO TRE SG SANH?

Khdm thim do tré s sanh dugc thuc hién thudng 1& v6i moi tré so sanh & Nebraska. Pay 1a tdp hdp céc
cach tht mau dé€ tim vai bénh trang. Quy vi khong thé phdn dodn bing cdch nhin con sd sanh clia minh
va biét dugc em c6 bi cdc bénh trang nay hay khong. Can phdi tht mdu d€ tim bénh.

Ai cin duge kham thim do? Moi tré sd sanh & Nebraska déu phai thit miu.

Céch thitc khdm thim do con t6i? Mot lugng nhd miu mdu dudc trich
Xuat tir gét chan clia tré so sanh. Miu mau nay dugc gii t6i phong thi
nghiém d€ khdm thim do cho tré sd sanh va thitr d€ do tim cdc bénh
dugc mo ta trong tip nay.

Vi sao khdm thim do 12 di€u quan trong?

Luat phdp ddi hdi phdi kham thim do nhim gidp ngin ngira thi€u
ning tim than va cdc van dé t6n hai khic & tré em. Cdc cin bénh duge kham thim do c6 thé ché ngu
dudc khi chifa tri diing cach. Chira tri kip thdi c¢6 thé gitip ngin ngira thi€u ning tAm than, bénh tit hay
ngay ca ti vong. (Co nhiéu nguyén nhin khic gdy ra thiéu ning tim thin, bénh Iy va nf vong ma cdc
thit nghiém nay khéng tim thdy duoc).

Con tdi cAn dudc kham thim do vio lic nio? Bdc si s& thau thap
mAiu mdu diung cho thir nghiém truéc khi con quy vi xuit vién.
Né&u quy vi va con vé& nha trudc khi con quy vi ra ddi dudc 24 gio,
thi con quy vi phdi lap lai vai thi¥ nghiém trong mot tuin tudi.
Bénh vién c6 thé 14y hen ndy trudc lic quy vi xudt vién. Néu
khong, quy vi can phai lién lac vdi bac si clia minh d€ thit nghiém
lai .

Tré dudc sanh tai gia: Tré dudc sanh tai gia cling dudgc kham thim
dd cho cdc bénh nay. Cha me hay ngudi ditng khai sanh phdi sip x&p vé6i bac s d€ hoan tit cic thi
nghiém. Can phai thu thip thir nghiém trong vong tir 24 gid dén 48 gid sau khi sanh, d€ moi chira tri
can thiét dugc khdi sy sém. N&u tré da hon mot tuan thi ching vin cin phdi khdm thim do. Mic du tré
han nhung van t6t cho nhitng dita tré nay khi chita tri bénh do.



CAC BENH NAO PUGC BAO GOM TRONG VIEC KHAM THAM DO THUGNG LE NEBRASKA?

Thi€u biotin

Biotinidase (BYE-o-TIN-I-days) 1a mdt cin bénh dudc tim
thi'y & tré so sanh ndo thi€u men biotin. Piéu niy c6 thé
gdy dong kinh, cham phat tri€n, chaim (eczema) va mat
thinh gidc. C6 thé ngin ngira cdc van dé bing cich khdi su
chita tri biotin (sinh t&) trong mdt vai tuan dau tién.

Bénh ting sdn & gin than bAm sinh

(Congenital A-DREE-nal Hyper-PLAY-zia) 1a bénh giy ra
bdi thi€u enzim lam cho tuyén & gan thin sdn xudt qud it mot chat ho6c mdn, va qud nhiéu chat kia.
Mot s& em bé bi rdi loan niy c¢é nguy cd bi tif vong bt thinh linh. C4c vdn dé nay c6 thé phong ngira
bing cach chita tri s6ém bing héc mon.

Bénh gidm hoat dong tuyé&n gidp chdnh bdm sinh

Hypothyroidism (HIGH-po-THIGH-roid-ism), hay CPH (Congenital Primary Hypothyroidism) 1a mot
bénh do khong cé dl ndi ti€t t& (hécmodn) tuyén gidp. Di chitng phd bi€n nhit ctia CPH 1a thi€u ning
tam thin va phat trién kém. N&u khdi sy chita tri biing thudc tuyén gidp trong mot vai tudn du tién thi
nhitng dita tré nay thudng phat trién binh thudng.

Bénh Cystic Fibrosis

(SIS-tic FY-bro-sis) 12 bénh di truyén gdy dnh hudng dén con ngudi trong nhiéu phuong cich khic
nhau. Ngudi bi ¢6 thé bi ho khong ngirng, nhdy mili hoic hdi thd ngin ngtii, Céc em c6 thé in rat ngon
miéng nhung phat trién kém, phin nhdn va r8i. V§i sy chita tri sém cdc em c¢6 van dé vé 1én cin c6 thé
cdi ti€n sy ting trudng va phat trién clia tré. VSi cdc chdn doan bénh sém tir kham thim do lic sd sinh,
mot s& c6 thé bi sot phdi nim trong bénh vién. Pugc theo ddi thudng xuyén dé ngin ngira hodc gidm
b6t nhiém khuin trong phéi.

R&i loan chuyén héa cacbon hydrat bAm sinh

Galactosemia (Guh-LAK-toe-SEE-me-ah) 1a mdt bénh do mdt hgp
chat dudng don c6 tén 13 “galactoza” khong thé tiéu héa trong co
thé. Galactoza c6 trong sita me, mdt vai loai sita bot va san pham tir
sita. N&u galactoza ton tai & mifc cao trong co thé né c6 thé hai cho
mit, gan va nio bd cla tré so sanh va c6 thé cé nguy cd tir vong.
Né&u khdi su kip thdi, ché @6 in uong dic biét c6 thé ngin ngira cic
van dé nay.




Bénh hemoglobin
Hemoglobinopathies (He-ma-glow-bin-OP-ah-thees) 12 mot nhém bénh vé hdng huyét cau k& ci thi€u
t&€ bao mdu hinh liém. Tré sd sanh c6 bénh nay rit dé bi thi€u méu, dau tiing con, ngit xfu va nhiém
tring de doa gy tif vong. Chifa tri kip thdi biing thudc khdng sinh, chling ngira va
gido hudn cha me c6 thé gitp ngin ngira hitu hiéu. Nhitng bién phdp nay c6 thé
ngin ngira bi nhiém triing trAim trong & thdi nién thi€u va gidm bét cdc van dé vé
stic khoe.

Thi€u men dehydrogenaza Acyl Co-A chudi trung binh (MCAD)

Medium Chain Acyl Co-A Dehydrogenase Deficiency (Medium Chain A-seal

Co-A Dee-HIGH-dra-gen-AZE Deficiency - MCAD) l1a mdt bénh vé chuyén héa

axit béo. Khi tré so sanh va tré em c6 MCAD 1am bénh hay c6 thdi gian bo dn

kéo dai, lugng dudng trong mau sé& tut xudng & mic thap nguy hi€m va ching c6

nguy cd bi “rdi loan chuyén héa”. Bénh nay c6 thé din d&€n dong kinh, khé thd,

ding tim va t¥ vong, va/hoic bi tén hai ndo bo trim trong. Tuy nhién, viéc Kham thim do c6 thé gitip

chidn dodn trudc khi triéu chiing xay ra. Cha me phai lo liéu dé trdnh cho tré bi déi kéo dai va biét rd

ldc nao can dudc chita tri y t€ kip thdi nhim ngin ngita bénh nay. C6 thé thém chit bd dudng dic biét

vao ch€ do in udng clia tré dé gidp ngin ngira ciac van dé. Cdc r6i loan khic do axit béo dude do tim

gdm c6:

e Khi€m khuyé&t trong viéc st dung chat carnitine

e Khi€m khuyét vé Khi Hydro Hydroxyacyl Chudi Dai (Long Chain Hydroxyacyl-Co A
Edhydrogenase Deficiency - LCHAD)

e Khi€m khuy€&t Chat Pam Ba Chitc Ning (Trifunctional Protein Deficiency - TFP)

e Khi€m khuyét vé Khit Hydro Acyl Chudi RAt Dai (Very Long-Chain Acyl-CoA Dehydrogenase
Deficiency - VLCAD)

Phenylketon-ni€u (PKU)

Phenylketonuria (FEE-nil-KEE-tone-u-ree-ah), hay PKU, 12 mot su rdi loan vé chit axit amin. Em bé
bi bénh PKU nay khié€n cho cd thé khong thé tiéu héa phenylalanine hay "phe", 12 mot axit amin c6
trong cac thuc phdm giau chit dam (protein) nhu 1a: sita, thit, triing va phd mai. Mifc cao vé phe nay c6
thé hai ddy than kinh va t&€ bao nio va c6 thé din d&n thi€u ning tAm than. N&u phadt hién sém va tré
so sanh dugc khdi sy ch€ @6 dn udng dic biét thi ngin ngira hitu hiéu thi€u ning tAm than. Cic r6i loai
khdc vé chat axit amin dugc doi tim bao gdm:

—

e Axit huy&t Argininosuccinic (Khi€m khuyé&t ASA Lyase)

e Thi€u Citrulline (Citrullinemia)

e Homocystinuria

e Bénh Nu6c Ti€u C6 Chat Si R6 Maple (Maple Syrup Urine
Disease - MSUD)

e Thié&ut chat Tyrosi (Tyrosinemia)




C4c R&i Loan Chat Axit Hitu Co

Céc tinh trang nay c6 thé cé nhiéu dnh hudng khic nhau 1én cic em bé tir nhe t6i ning bao gdm sy

khiing hodng vé chuyén héa va cic van dé vé tim, cd bip, va mot s6 bo phan. Cac em bé bi cic roi

loan nay c6 thé d& bi bénh nhanh chéng, bi 1€n con kinh giat, rdi vao trang thdi hon mé va cé thé i

vong néu khong diéu tri.

Céc R&i Loan Chat Axit Hitu Co dugce do tim bao gdm:

e Khi€m khuyét vé chit Beta Ketothiolase (Beta Ketothiolase Deficiency)

e R0i loan chit axit glutaric Loai I (Glutaric Acidemia type I - GA-I)

e R0&i loan chat axit Isovaleric (Isovaleric Acidemia - IVA)

e R0i loan chit axit Methylmalonic (Methylmalonic Acidemia - mutase)

e R&i loan chit axit Methylmalonic (Cbl.A, B &C)

e Khi€m Khuyé&t Nhiéu Loai Carboxylase (Multiple Carboxylase
Deficiency)

e R&i loan chit axit Propionic (Propionic Acidemia - PA)

e Khi€m khuyé&t Chit 3-Methylcrotonyl-CoA Carboxylase (3-
Methylcrotonyl-CoA Carboxylase Deficiency)

e RGi Loai Chat axit 3-Hydroxy-3 Methylglutaric trong nudc ti€u
(3-Hydroxy-3 Methylglutaric Aciduria - HMG)

Lam th& nao toi biét dugc k&t qua?
Béc si clia em bé quy vi s& nhan dugc két qua tir bénh vién ndi mdu ctia em dugc thu thap. Thudng la

2 n

vao lic khim "tré khde" 1an dau tién.

Néu két qui khdm thim do bat thudng thi sao?

K&t qud thit nghiém 1a “duong tinh” hay bat thudng chi c¢6 nghia 1a con quy vi cd
thé’ c6 mot trong nhitng bénh ghi & trén. Po6i khi két qui khdm do tim duong tinh
dugc tim thi'y ndi cdc em bé khdng bi cic rdi loan. Thudng khdng chin dodn bénh
1y qua két qua thit thi nghiém 14n dau tién. Cin thit nghiém b4 tic d€ x4c dinh xem
con quy vi thuc sy c6 bénh nay hay khong.

Néu quy vi duge yéu ciu cho con dugc thir nghiém lai, hiy hanh dong ngay dé c6
thé€ 1am thtt nghiém lai va dudc két qua cudi cling. N&u can, phai khdi su chira tri
s6m dé ngin ngira xudt hién triéu chiing thi€u ning tAm than hay cic van dé khéc.

Vi sao con quy vi can “thit nghiém 1ai”?

C6 nhiéu y&u td c6 thé gy ric rdi cho viéc thit nghiém. Khi diéu ndy x3y ra, ching t6i khong thé hoan

toan bdo ddm cho mot s két qua. Mot s6 1y do ma cha me nhin dudc yéu ciu dua tré so sanh trd lai dé

thi nghiém lai, la:

1) Thau thip miu qud sém (chua dugc 24 gid sau khi sanh).

2) Thau thip miu sau khi truyén mdu hoic thu thip qui sém sau khi truyén mau; hoic

3) Phim chit cia mAu mau c6 van dé (thi du: c6 ric rdi lic thau thap va/hoic thit nghiém vét mau
kho).



BAO VE MAU MAU CUA CON QUY VI

Piéu quan trong d€ quy vi biét 12 miu mdu cla con quy vi chi dudc ding cho muc dich di dinh ma
thoi. P6 1a @€ tim dit kién c6 thé gitip cho con quy vi. Phong thi nghiém hién tai phai cit giit mau ding
khdm thim do tré so sanh tdi thi€u 90 ngay. Trong vong 30 ngay sau thdi han 90 ngay nay, phong thi
nghiém phai tiéu hily mau . Tiéu hiy cdc vét mdu la cich thitc d€ chiing khong thé két ndi véi dif kién
nhin biét danh tdnh. Piéu nay nhim bdo vé dit kién di truyén.

MaAu mdu clia con quy vi khong thé dudc ding cho nghién cifu y t€ cong cdng néu khong c6 thda thuin
trén vin ban clia quy vi. Phong thi nghiém chi c6 thé sit dung hoic duwa miu ciia tré sd sanh cho nghién
cttu y t&€ néu ho van giit thong tin kin ddo. Nghién ctu sit dung bat ki miu d€ khdm thim do tré sd sanh
nao déu phai tuan hanh luit bdo vé d6i tugng trdnh khdi cdc nguy cd tir cudc nghién cttu chi€u theo
ti€u phan A clia phin 46 thuoc Bd Luat Quy DPinh Lién Bang 45, dugc ban hanh ngiy 1 thing Chin,
2001.

L4y Lai P6m M4u clia Em Bé

Nhu quy vi s& doc ndi trang k€&, thich luc clia em bé quy vi ciing s& dugc thit nghiém. Cdc bic si chim
s6c cho cdc em bé "dudc x4c nhan" 13 bi lang tai c6 thé dé€ nghi lam mot s6 thi nghiém vé di truyén.
C6 mot thit nghiém khédc chi hitu dung néu dugc thyc hién trén ddm mau da kho cla tré sd sanh hon 1a
mdt miu vat duge 14y sau nay. Do d6, n€u em bé clia quy vi khong dat trong k¥ kham do tim vé thinh
gidc, diéu quan trong 13 di kham thim do vé thinh lyc nhi€u 1an va thir nghiém chin dodn vé thinh luc
hoc cang sém cang tot. Biing cdch d6é néu em bé clia quy vi bi ching lang tai, quy vi c6 thé xin bac si
clia em bé yéu cau 14y lai cdc d6m mau kho d€ 1am thi nghiém thém trudc khi dua di tiéu hily cdc dém
mau do.
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Mot Luu Y Pic Biét:

Céc thit nghiém kham thim do cho tré sd sinh khong phai 12 chdn bénh. Py chi 1a "su thim do", dudc
thiét tri d€ phat hién xem tré so sinh nio can dudc thit nghiém thém nhim xdc dinh xem cic em bi bénh
gi. Thit nghiém khdm thim do rit cong hiéu va cho céc tré so sinh co hdi &t nhat @€ nhan dién bénh trang
sém. Tuy nhién, ciing nhu hau hét cic thit nghiém tai phong thi nghiém, cic thit nghiém dudc dung dé
khdm thim do tré sd sinh khong thé bdo ddm 14 moi tré bi nhiém s& dudc nhan dién, hodc chi c6 tré so
sinh ¢6 nguy cd bi nhiém cao s& dugc nhan dién. Vi thé, diéu quan trong 12 hiéu riing sé c6 cédc két qua
"duong tinh sai IAm" (false positives" (tré so sinh c6 k&t qua duong tinh hoic bat binh thudng khi kham
thim do nhung sau d6 lai c6 két qua binh thudng), va c6 thé c6 két qua "am tinh sai 1Am" (false
negatives) (cdc tré sd sinh c6 k&t qué thir nghiém binh thudng ma sau nay thiy la bi mot trong céc tinh
trang nay ).
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KHAM THAM DO THINH GIAC TRE SG SANH

T4t cd ciac bénh vién déu cé khdm thim do tré so sanh khi
ghi danh nhip vién hoic bing cdch sip x&p véi mot cd s& khic
sau khi sanh.

Mat thinh gidc ning 12 mot trong nhitng khuyét tit bAm sinh
thong thudng nhat. Néu khong phdt hién kip thdi, viéc nay sé
c6 4nh hudng dé&n viéc phat trién ngdn ngit, phat trién xtic cdm
trong giao t&, va thanh tich vé hoc van & tré em. Phat hién kip
thdi viéc mat thinh gidc ciing gidp dd va chita tri sém trudc sdu
(6) thang tudi 13 diéu vo clng hitu hiéu trong viéc gidp phat
tri€n ngdn ngft, giao ti€p va gido hudn cho tré.

Thir nghiém ki€m tra thinh gidc 12 mdt thé thifc an toan cé thé dugc thuc
hién trong mot thdi gian rat ngin. C6 thé st dung hai phuong phap: mic phan
hdi clia ndo thinh gidc (auditory brainstem response, hay ABR) va/hoic phat
tin hiéu thinh gidc (otoacoustic emission, hay OAE). C4 hai déu dudc thuc
hién trong lic tré ngl hodc yén ling. Phdn hdi clia tré d6i v6i am thanh
truyén qua ong nghe cuc nhd dugc mdy dién todn ghi nhin va tinh toin mic
trung binh. Xin nhd ring c6 nhiéu tré so sanh khdng qua cudc thir nghiém
ki€m tra thinh gidc, va chi c¢6 thi¥ nghiém va lugng dinh thém nita vé thinh
gidc mdi c6 thé dinh rd xem tré ndo thyc sy bi mat thinh gidc. Do viy, diéu
quan trong 13 quy vi phai cho bdc si clia tré thit nghiém thém nita néu két qua
thit nghiém chi ghi “tham khdo” (hodc khong di mdc dau).

Néu con quy vi qua ky khdm thim do thinh gidc, nhitng vin c6 nhan t& nguy co bi mat thinh gidc, thi
bdc si cda tré va quy vi sé theo doi em thit cAn than. Mot s6 nhan t nguy cd bao gdm: ti€u st gia dinh ¢
van @& vé thinh gidc, cin lugng lic sanh thdp hay tinh trang sic khde nao khic. Thi nghiém kiém tra
thinh gidc tré so sanh sé& khong phat hién ra viéc mat thinh gidc do bi€n chitng vé sau, thi du nhu do nhiém
trung hay 1Am bénh traim trong.

Néu con quy vi bi nghi ngd hay phdt hién mat thinh gidc, Chuong Trinh Can Thiép S6m Nebraska
(Nebraska’s Early Intervention Program) cé tén l1a “Hé Thong Phat Trién S6m” (Early Development
Network) c6 thé gitip quy vi phdi hdp véi cac dich vu clia hé thong hoc dudng dia phuong va noi cung cip
dé lugng dinh, diing dich vu can thiép sém va ky thuat hd trg.




Mudn biét thém chi ti€t vé KHAM THAM DO THINH GIAC:

Xin tham kh3o tip sdch c6 tya d&: “Em Bé Quy Vi C6 Nghe Pugc Khong” (Can Your Baby Hear?),
bao gdm v&i tip tai liéu huéng din vé tré sd sanh. Néu quy vi chua nhin dugc tip sdch nhé nay, xin goi
cho NEEHDI tai s& dién thoai dudi day:

N&u c6 thic mic vé Chuong Trinh Phat Hién va Can Thiép S6m V& Thinh Gi4c Nebraska (Nebraska’s
Early HearingDetection and Intervention Program, hay NE-EHDI), xin li€én lac v6i Bo Dich Vu Stc
Khde va Nhan Su Nebraska tai s6: 1-402- 471-6770.

N&u c6 thic mic vé Chuong Trinh Can Thiép S6ém Nebraska (Nebraska’s Early Intervention Program)
xin lién lac v6i “Nebraska CHILDFIND” tai s0 1-888-806-6287. Hay viéng thim
www.nde.state.ne.us/ECH/EARLY/echp.htm.

MUGN BIET THEM CHI TIET vE KHAM THAM DO (THU POM MAU) TRE SO SANH

Néu c6 thic méc vé Chuong Trinh Kham tham do Tré So Sanh Nebraska (Nebraska’s Newborn Screening
Program), xin goi sO0 402-471-6733 hay 402-471-0374 hoic g8 dién thu (e-mail) dén
newborn.screening @dhhs.ne.gov.. Pong thdi hily vao trang mang tai: www.dhhs.ne.gov/nsp/

Mu6n dit thém céc tap sich/s8 THONG TIN CHO CHA ME:

Xin goi s8 1-402-471-9731 hay géi dién sao dén “NNSP”: dién sao (fax) 1-402-471-1863 hoic gbi dién thu (e-
mail) d€n newborn.screening@hhss.ne.gov.. Xin ghi cu thé: tip Huéng Din Cha Me (Parent’s Guide bookle),
hodc Tap Kham thim do Thinh Gidc (Hearing Screening Brochure). (Em Bé Quy Vi C6 Nghe Pugc Khong?"
(Can Your Baby Hear?) hoic "Em Bé Quy Vi C6 Cin Khidm Do Tim Thich Gisc Mot Lin Nita Hay Khong"
(Your Baby Needs Another Hearing Screening). Ciing c6 sin bing c4c ngdn ngif khac.

Pé xem VIDEO vé Viéc Khdm Thim Do Tré So Sanh, hay xem Trang Mang March of Dimes
tai: www.MarchofDimes.com. BAm vao "Newborn Screening" va quy vi sé thdy c6 ndi két cho phian
Video nay

Viéc in 4n va phat hanh tip sdch thong tin cho cha me nay dugc Tua dé V, Quy Phong Ngira Stic Khde
Ba Me va Tré Em tai trd, vi Chuong Trinh Kham Thim Do Tré Sd Sanh & Di Truyén Nebraska
hd trg.

US. Department of Health ond Human Services

Health Resources and Services Administration

Hé Thong Dich Vu Stic Khée va Nhan Su Nebraska 13 ndi thuc thi chuong trinh vu dii thi€u sd/co hoi
lam viéc binh ddng va khong k¥ thi trong viéc cung cAp quyén 1gi hay dich vu.



