SUY TUYEN GIAP BAM SINH TIEN PHAT (Sporadic congenital
hypothyroidism)

1. SUY TUYEN GIAP BAM SINH TIEN PHAT LA Gi?

Suy tuyén gidp bam sinh (GTGBS) la bénh néi tiét do réi loan san
xuat hormon tuyén giap khong dua dap ing nhu cau chuyén hoa va
qua trinh sinh trudéng cua co thé. Nhu vay, bat ky nguyén nhan
nao trong thoi ky bao thai hoac sau sinh lam cho tuyén giap hoat
dong khong binh thuong, lam giam lugng hormon giap trong mau
déu cé thé gay ra suy giap. Tuy theo nguyén nhan tac déng vao
tuyén gidp thoi ky bao thai hay tudi truéng thanh ma gay ra suy
giap bam sinh hoac mac phai.

Viét Nam mdi nam cé khoang 1,5 triéu tré ra doi, uéc tinh cé khoang 300 tré bi
STGBS. Nhung thuc té nhiéu tré STGBS con bi bo s6t chan doan va bd I& co hoi diéu
tri tot nhat, hang nam maéi cé 7% tré dugc phat hién sém trudc 3 thang tudi (1).
Nam 2007, Chuong trinh sang loc so sinh STGBS da dugc Tong cuc Dan sé BO Y té
dua vao chuong trinh trong diém quéc gia va mé réng trén 28 tinh thanh trong toan
qudc, két qua cho thay ty 1é mac STGBS & nudc ta la 1/5000 tré so sinh.


https://nhathuocngocanh.com/duoc-lieu/sa/
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2. PHAN LOAI SUY TUYEN GIAP BAM SINH

Ngoai STGBS dia phuong do thi€u iod va mot so truéng hgp gay ra bai thay thudc,
hau hét nguyén nhan ctia STGBS tan phat chua duoc biét.

1. Rdi loan hinh thanh va phat trién tuyén giap

e Toan bd: Khdng cé tuyén giap.

« MOt phan: Lac ché tuyén gidp hoac thi€éu san tuyén giap - la nguyén nhan phé
bié€n nhat, qua CTSLSS nguoi ta thay 80-85% tré STGBS la do nguyén nhan
nay, ty 1& mac 1/3000. Ghi hinh tuyén gidp tim thay 2/3 céac truong hagp la
tuyén gidp lac chd hoac thi€u san tuyén giap.

Ky thuat ghi hinh tuyén gidp bang Tc 99m pertechnetate cé thé thay tuyén giap
khéng cé hodc lac ché & ¢6, dudi ludi hoac tuyén giap thiéu san.

2. Réi loan tong hop hormon giap

Budu c6 la dau hiéu dac trung cia STGBS do thiéu men téng hgp hormon gidp. Ty 1é
mac 1/30.000- 1/50.000. Bénh di truyén Ian nhiém sac thé thuong.

« Gidm bat gilr iod tai tuyén gidp. Ghi hinh tuyén gidp thay tuyén & vi tri binh
thuong nhung do tap trung gidm thap. Nguyén nhan chua ré rang, ngudi ta cho
rang thi€u co ché gan tai tuyén giap.

« Thi€u men trong qua trinh h{tru co hoa iod: Sau khi dugc bat gilr tai tuyén giap,
iod nhanh chdéng oxy hod va gan vdéi Tyrosin duédi tdc dung cda men
peroxydase. Thi€u men peroxydase cé thé do thi€u sé lugng, chat lugng men
Peroxydase hoac mac hoi ching

Chan doan bénh: TSH tang cao trong mau. Nghiém phép dudi thiocyanate tuyén
giadp (+) hoac men peroxydase tuyén giap thap hoac khoéng cé.

« Thi€u men trong khau trung hgp céac iodotyrosin thanh cac phan tu
iodothyronin trong keo gidp trang dugc biét rat it.

« Thi€u men kh(r iod: Hormon gidp sau khi phat huy tdc dung tai t6é chirc dugc
gidang hoa bang céch khir iod tao thanh cac phan ti iodotyrosin, déng thai cac
phan ti iodotyrosin trong tuyén giap cling kh(r iod. lod dugc gidi phdng sé tai
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st dung lai tdng hgp hormon gidp. Néu ngudi bénh thi€éu men kh( iod sé cé
mot luong 16n iodotyrosin dao thai qua nudc ti€u dan dén thi€u hormon va
budu c6.

« RGi loan téng hgp Thyroglobulin: Thyroglobulin la yéu t6 quan trong cla keo
gidp trang. Su téng hop Thyroglobulin thuong lién quan véi ché dd an iod hang
ngay hoac da téng hgp dugc nhung thi€u men proteasenén khéng gidi phdng
hormon gidp vao mau. Két qua nong do T4 va T3 giam thap trong mau.

3. Bénh dan dia phuong

Nguyén nhan dugc biét rat ré cé lién quan dén vung budu c6 dia phuong va chi xay
ra & vung thi€u hut iod nang vdi hai thé:

e Thé phlu niém: L4&m sang giéng STGBS tan phat, dé la phu niém, chdm phéat
trién tinh than, van déng va cham day thi, nhung tré khong bj cam diéc. Xét
nghiém: TSH tang cao, T4,T3 trong mau gidm thap. D6 tap trung iod tang cao
tai tuyén giap.

e Thé than kinh: Cé dac diém tén thuong cua ti€u ndo, co cing co, cam va diéc
kém theo cham phat trién tinh than.

4. Chi dinh thuéc khi ba me dang cé thai

MOt so truong hgp STGBS do ngudi me dung thudc khang giap, iod phéng xa trong
thai ky mang thai lam tuyén gidp clia con bi pha hay va bi STGBS.

5. Thiéu TSH

Bénh hi€ém gap, ty & mac 1/60.000 - 1/100.000 tré mai dé. Nguyén nhan cé thé
thi€u TSH don thuan hoac phoi hgp, thuong kem theo suy tuyén yén.

6. Thiéu co quan nhan cam

» Thyrotropin khéng déap ng: Tré STGBS khong cé budu c6, xét nghiém TSH
tang cao, do tap trung iod tai tuyén gidp binh thuong.


https://nhathuocngocanh.com/hoat-chat/protease/
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Hormon gidp khoéng dap ing: Tré STGBS c6 budu c6, xét nghiém thay T4, T3
trong mau tang cao, TSH binh thuong hodc hoi cao khéng phu hop véi néng d6
T4 va T3. Bénh khoéng cé diéu tri dac hiéu.

3. CHAN POAN

. Lam sang

Dau hiéu thuong gap la vang da sinh ly kéo dai trén 1 thang, khdng tim thay
nguyén nhan bénh ly gan méat nén nghi dén STGBS. Ngoai ra, cé thé thay tré
khéc yéu, tiéng khéc khan. Da kho, lanh, mau vang sdp va néi van tim. Téc
kho, thua, dé gay, dudng chan téc moc thap trudc tran.

BO mat phu niém: khodng cach hai mat xa nhau, khe mi hep, mi mat nang, mdi
tet, ma phi, ludi day, miéng luén ha.

Dau hiéu tiéu hoa: Tré an it, bung to be, thoat vi rén va tdo bon kéo dai.

Phat tri€n tinh than va van déng thuong cham so véi tugi. Tré ngd nhiéu, cham
lay, bo, ng6i hoac di, cham moc réang, cham lién thép sau. Mic d6 cham phat
trién tang dan theo tudi, cham biét di, cham Ién, cham ndi, chdm dén trudng
hoac khéng di hoc dugc.

R&i loan phat trién hinh thai: Pau to, mat tho, chan tay ngan, ban tay- ban
chan thé, bung to bé kém theo thoat vi ron. Tré I6n hon véi khudn mat ngay
ng6 thi€u nang tri tué va ngudi lun di hinh khéng can déi.
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Hinh dnh: Suy gidp bam sinh

2. Can lam sang

« Xét nghiém dac hiéu: Nong d6 TSH tang cao > 100 mUl/ml, T4 gidm thap < 50
nmol/l trong mau la tiéu chuan vang dé xac dinh

e Xét nghiém khéng dac hiéu: Chup tudi xuong thady cham. Tiéu chuan dua vao
danh giad cac diém cot hod & co tay trai theo Atllat W.Greulich va Pyle.

e Xét nghiém tim nguyén nhan: Ghi hinh tuyén gidp bang Tc 99m dé xac dinh vi
tri tuyén gidp binh thuong, lac ché hay thi€u san.

3. Chan doan xac dinh

STT Lam sang va yéu té nguy co Diém

1. Phu niém (b0 mat dac biét) 2
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2. Da néi van tim 1
3. Thoat vi rén 1
4. Thép sau rong > 0,5cm 1
5. Cham I6n 1
6. Cham phét trién tinh than,van dong 1
7. Tao bon kéo dai 2
3. Vang da sinh I\"{ kéo dai > 30 1
ngay
9. Thai gia thang >42 tuan 1
10. Can nang khi dé to 3 3,5 kg 1
T6ng s6 diém 12
Nghi ngd STGBS >4

Bang 1. Bang nhan dién nghi ngd STGBS trén lam sang (1)
4. Chan doan phan biét véi suy giap trang thu phat

Nguyén nhan phd bién nhat cla suy gidp th& phat la viém tuyén gidp tu mién
Hashimoto hoac gap trong mot so hdi chirng nhu Down, Turner, Klinefelter... Ngoai
ra cO thé gap sau phau thuat budu gidp do uu nang tuyén giap, ung thu giap. Xa tri
vung c6 trong bénh Hodgkin, hodc u &c tinh ving cé.

Chan doan thuong bi mubn vi gia dinh bo qua cac dau hiéu phu niém kin dao, Iun,


https://nhathuocngocanh.com/buou-giap-don-thuan/
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cham phat trién tinh than va cham day thi. Xét nghiém thay khang thé khang
Thyroglobulin, khang thé khang tuyén gidp déu tang. Néng d6 TSH tang cao va T4
giam thap trong huyét thanh. Tudi xuong cham nhiéu so vdi tudi thuc.

PHUONG DONG
Blwm vilN GA ZROA

L |

SUY TUYEN GIAP BAM SINH TIEN PHAT (Sporadic congenital hypothyroidism)

4. TIEN TRIEN VA BIEN CHUNG

* Néu phat hién va diéu tri sém STGBS, tré phat trién nhu binh thuong, ddm bao
chat lugng s6ng va tham gia sic san xuat trong xa hoi.

e Néu phat hién mudn, tré vinh vién bj thi€u nang tri tué, khéng hoa nhap duogc
c6ng dong, phai cé nguodi cham soc dac biét.

1. T6n thuong than kinh trung uong vinh vién: Pay la bién chirng nang né nhat.
Hormone gidp déng vai tro cot yéu trong viéc myelin hdéa cac soi than kinh,
phat trién vo ndo va két néi synap trong 2-3 nam dau doi.

2. Réi loan tang truéng va bién dang xuong: LUn tuyén gidp: Tré bi [un nghiém
trong do cham c6t hda cac diém sun dau xuong. Di hinh: Ty 1é co thé khong
can doi, dau to, nguc Iép, bung éng, cong c6t séng.
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3. R&i loan chuyén hda va chitc nang sinh tén: Tim mach: Nhip tim chdm, huyét
ap thap, tran dich mang tim (trong thé nang). Chuyén héa: Giam than nhiét (ha
nhiét dd), khong chiu dugc lanh, thi€u mau man tinh khang tri.

4. Ganh nang kinh té - xa hoi: Tré tré thanh nguai tan phé&, mat sic lao déng, can
nguoi cham sdéc dac biét suét doi, tao ganh nang 16n cho gia dinh va hé théng
an sinh xa hoi.

5. PIEU TRI

Muc dich: Dua tinh trang suy gidp vé binh gidp cang s6m cang tot.
1. Nguyén tac

Liéu phap diéu tri thay thé hormon gidp su6t doi.

2. Diéu tri cu thé do bac si chuyén khoa nhi chi dinh va tu van.
6. PHONG BENH

Chinh vi triéu chirng 1am sang khéng xuat hién ngay sau dé nén tré so sinh can phai
lam xét nghiém ngay sau sinh dé€ phat hién va diéu tri sém STGBS. Trong bon thap
ki qua, CTSLSS bénh STGBS da dugc cong nhan la chuong trinh sttic khée cong dong
va thiét yéu nham giam ti |é cham phéat trién tinh than.
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