Phenylketon-niéu (Phenylketonuria, hay PKU), Tirosin-huyét
Loai I, Il va lll (Tyrosinemia Type I, Il and Il1).

Bénh ndi tiét

Tdng San Than Bam Sinh (Congenital Adrenal Hyperplasia,
hay CAH) la bénh anh hudng dén tuyén thuong than (tuyén
(rng suat). Nguyén nhan |a vi thiéu can bang & cac hocmon
do nhirng tuyén nay tao ra. Dang ning c6 thé gay cac van dé
mat nudc, huyét ap thap, hay ngay ca tir vong. Thudc c6 thé
phong ngira nhirng van dé tdng trudng va chim tam than.
Gidm ndng tuyén gidp bam sinh (Congenital Hypothyroidism)
la khi co thé cta tré nhoé khong tao di hocmon tuyén gidp
gitp tré 16n 1én. Thudc c6 thé phong ngira cac van dé ting
trudng va chdm tam than.

Bénh axit béo

Nhém nay bao gom tinh trang can tré kha ndng cla co
thé chuyén chat béo thanh nidng luong. Diéu nay sé gay
bénh déng kinh, yéu 6t, va cac van dé vé tim va hd hap.
Ché d6 dn ubng dac biét, an thudng xuyén, va thudc cé
thé phong ngtra duoc triéu chirng. Chuong trinh cta Ohio
kham do tim: Thiéu Chuyén Dich Cacnitin/Acylcacnitin
(Caritine/Acylcarnitine Translocase Deficiency), thiéu
Cacnitin Palmitoyl Transferaza Loai Il (Carnitine Palmitoyl
Transferase Deficiency
Type Il), Carnitine
UptakeDefect, Axit-
huyét Glutaric Loai I
(Glutaric Acidemia Type
1), thiéu Hydroxyacyl
CoA Dehidrogenaza
Chubi Dai (Long

Chain Hydroxyacyl
CoA Dehydrogenase
Deficiency), thiéu Acyl-
CoA Dehidrogenaza
Chubi Trung Binh
(Medium Chain Acyl-
CoA Dehydrogenase
Deficiency, hay MCAD),
thi€u Acyl-CoA
Dehidrogenaza Chuoi
Ngan (Short Chain Acyl-
Coa Dehydrogenase
Deficiency), thiéu

bPam Ba Chirc Nang

(Trifunctional Protein Deficiency), thiéu Acyl-CoA
Dehidrogenaza Chudi Rat Dai (Very Long Chain Acyl-CoA
Dehydrogenase Deficiency).

Bénh axit hiru co

Tré nhé bi mot trong nhirng bénh nay khong thé |dy chat
thai ra khdi mau. Bénh nay sé lam cho tré bi 6i muta,
dudng huyét thap, hdn mé hay tir vong. Chira tri bao géom
theo ché dd dn uéng dac biét va thudc men. Thir nghiém
dod tim tré so sinh Ohio dé tim: Thi€u 2-Methylbutyryl-
CoA Dehidrogenaza, thi€u 3-Hydroxy- 3-Methylglutaryl-
CoA Lyaza, thiéu 3-Ketothiolaza, thiéu 3-Methylcrotonyl-
CoA Cacboxylaza, Axit-huyét Glutaric Loai I, Thiéu
Isobutyryl-CoA Dehidrogenaza, Axit-huyét Isovaleric,
Axit-huyé&t Methylmalonic, thiéu nhiéu CoA Cacboxylaza,
Axit-huyét Propionic.

Kham do tim cac bénh khac:

Thiéu biotin (Biotin Deficiency) |a khi tré nho khong thé
dling sinh t8 biotin thich hop. C6 thé phong ngira cac van
dé vé néi mé day, dong kinh, mat lyc hay cham tam than
bang cach thém biotin vao ché d6 &n udng.

Bénh loan ndng cdc tuyén ngoai tiét (Cystic Fibrosis) |a
bénh di truyén vé phdi va hé tiéu hoa cé thé gay nhiém
trung nguc tai phat va suy dinh dudng. Phat hién sém c6
thé cai ti€n ting trudng va giam nguy co nhiém trung.

Galactoza huyét (Galactosemia) |a khi co thé tré nhd
khong thé phan héa mot phan dudng trong sira
(galactoza). Ché dd dn udng dic biét khong cé dudng
trong sita c6 thé phong nglra hu hai cho ndo va gan.

Bénh héng cau liém va cdc bénh hemoglobin khdc (Sickle
Cell Disease and other Hemoglobinopathies) 1a bénh anh
hudng dén hong huyét cau. Mot trong nhitng bénh nay cé
thé gay dau ning, nhiém trung thudng xuyén, cac van dé
strc khoe nghiém trong khac hay ngay ca tlr vong. Dlng
thudc khang sinh hang ngay lam giam nguy co nhiém
tring va cac van dé khac.

Ban Strc Khde Ohio
Céc Phong Lab Strc Khoe Cong Cong
(888) ODH-LABS (634-5227)

Chuong Trinh Kham D6 Tim Tré So Sinh cua Ohio




i sao tré can kham do tim so sinh?

Kham do tim so sinh phat hién sém mot s6 van dé vé
strc khoe.

Tré nhd bi cac van dé vé sirc khde hiém gip c6 thé
trong khée manh lic mai sinh.

Néu phat hién thi chita tri sém c6 thé ngin ngira cac

van dé nghiém trong nhu chadm tdm than hay tir vong.

Luat phap Ohio doi hoi phai kham do tim so sinh cho
tat c nhitng tré so sinh trong tiéu bang.

Thir nghiém cho tré khi nao va ra sao?

o Trudc khi quy vi xuat vién, tré sé duoc 1y mot vai giot
mau noi got chan cla tré.

o MAau mau sé duoc géi dén phong lab do tim so sinh cla
Ohio.

e Can kham do tim so sinh it nhat 24 gio sau khi sinh va
trude khi tré dugc nam ngay.

o N&u con quy vi khdng sinh tai bénh vién thi sao? Lién
lac nit hd sinh, bac s, hay ban sirc khée dia phuong dé
duoc giup d& sap xép kham do tim so sinh.

Lam thé nao biét duoc két qua cha tré?

o K&t qua tha nghlem do tim so sinh cla tré sé duoc
g6&i dén bénh vién noi quy vi sinh con va chuyén
gia strc khde cda tré.

e Nh& dua cho bénh vién va chuyén gia sirc khoe dia
chi va s6 dién thoai chinh xac ctia quy vi dé ho lién
lac néu can thiét.

e Quy vi nén hdi vé nhitng két qua nay khi dua tré
dén kiém tra sirc khde lan dau.

Néu tré can dugc thir nghiém thém th| sao?

e Con quy Vi can duoc thir nghiém lai néu quy vi
Xuat vién trudc 24 gio.

o Mot s6 tré can duoc thir nghiém lai vi 6 van dé
vGi mau mau cua bé.

e Mot s tré can duoc thir nghiém lai vi thir nghiém
dau tién cho thay cé van dé sirc khoe.

e Chuyén gia stirc khoe cla tré sé lién lac véi quy vi
néu tré can duoc thir nghiém thém.

* Ho s& cho quy vi biét vi sao tré can duoc thu
nghiém lai va nhirng diéu can lam ké tlep

« NEU TRE CAN buoC THU NGHlEM THEM THi
NEN LAM NGAY.

Ohio kham do tim bao nhiéu van dé vé sirc khée?
e Ohio sé& kham do tim ba muoi [dm van dé vé sirc
khoe khac nhau. (Néu r6 & mat sau)
e Ohio kham do tim tat ca cac van dé vé sirc khde do
chuong trinh March of Dimes dé nghi.

Tré c6 thé duwoc kham do tim cac van dé sirc
khoe khac khong?

C6 cac thir nghiém do tim so sinh khac bén canh nhirng
thir nghiém doi hoi tai Ohio. Mudn biét thém théng tin,
xin lién lac: Trung Tam Kham Do Tim So Sinh va Tai
Nguyén Di Truyén Quéc Gia (National Newborn Screening
and Genetics Resource Center) theo s6 (512) 454-6419
hay www.genes-r-us.uthscsa.edu.

Néu c6 thac mac?
e Hoi chuyen gia strc khde cla tré néu quy vi c6
thic mac hay lo Iang
e Xem mang ludi cla ching toi:
www.odh.ohio.gov/odhPrograms/phl/newbrn/nbrnl.aspx.

Cac bénh duoc kham do tim tai Ohio
Bénh axit amin

Tinh trang nay la do van dé clua
co thé khéng dung axit amin
thich hop trong thirc an. Héa
chat doc hai tich tu trong co

the ngay sau khi sinh ra va c6
thé lam hu hai ndo va cac co
quan khac. Co thé bi chdm tam
than va cac van dé suc khée
khac. Ché dg an uong ddc biét
hay thudc bd c6 thé chita tri

van dé nay. Chuong trinh cla
Ohio kham do tim: Argininemia,
Axit-huyét Argininosuccinic,
Citrullinemia, Homocystinuria,
Hypermethioninemia, Bénh Xiro-
niéu (Maple Syrup Urine Disease),




