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VANG DA U MAT

I. PAI CUONG

1. Pinh nghia:

- Vang da & mat I tinh trang ting bilirubine truc tiép trong mau > 1.0 mg/dL néu
bilirubin toan phan < 5.0 mg/dL hay bilirubin truc tiép trong mau > 20%:. bilirubin
toan phan néu bilirubin toan phan > 5mg/dL.

2. Nguyén nhan:

- Tic nghén ngoai gan
+ Teo duong mat

Nang dng mat cha

S6i mat hay bun dng mat

U /masses (intrinsic and extrinsic)

Viém xo duong mat so sinh

Thing 6ng mat

- Nhiém trung
+ Virus (HIV, cytomegalovirus, herpes, rubella, echovirus, adenovirus..)
+ Toxoplasma
+ Vi khuéan (nhiém trung tiéu, nhidm tring huyét, giang mai)

- Bénh chuyén héa/chuyén héa

Hoi chung Alagille

Giam san 6ng mat gian thuy khong phai hoi chimg

Bénh Byler

Xo gan bam sinh

Bénh Caroli

- Roi loan chuyén héa carbohydrate
+ (galactosemia, fructosemia, glycogenesis)

+ R&i loan chuyén hoa amino acid
+ Tyrosinemia

+ R&i loan chuyén hoa lipid

+

+

+

+ + + + +

+ + + + +

Réi Joan chuyén hoa tong hop acid mat
Hoi ching Zellweger
Thiéu Alpha-1-antitrypsin
- Khéc
Bénh ndi tiét (suy giap, suy tuyén yén)
+ Poc chit
+ Thudc
+ Nudi an tinh mach
+ Viém gan so sinh v0 cdn

+
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LAM SANG

Bénh si:

Truéc sinh: Nhidm trung bao thai, két qua siéu &m tién san (nang 6ng mat chu hay
cac bat thuong & ruot)

Nhiém tring so sinh, dic biét nhidm tring tiéu

Ché d6 an: sita me hay sita cong thirc c6 galactose

Téang can: viém gan so sinh va cac bénh chuyén hoa cd thé gay cham Ién

N6n 6i: c6 thé gap trong bénh chuyén hda, tic rudt va hep mon vi

Di tiéu: cham di tiéu c6 thé gap trong bénh xo nang, suy giap; tieu chay co thé gap
trong bénh Iy nhiém trung, réi loan chuyén hda, & mat trong gan tién trién co tinh gia
dinh

Mau phan: phan bac mau keo dai

Mau nudc tiéu: tiéu sam mau go1y vang da tang bilirubin truc tiép

Chay mau bat thuong: goi ¥ réi loan dong mau, thiéu vitamin.K

Tri giac: Tré kich thich trong bénh ly chuyén héa.hoic nhiém trung huyét; li bi kho
danh thirc ¢6 thé gap trong bénh Iy chuyén hoa, nhiém tring huyét, suy giap, suy
tuyén yén.

Thudc da dung

Tién can gia dinh (cha me, anh chi em méc bénh twong ty), goi y cac bénh Iy di
truyén (xo nang, thiéu alpha-1 antitrypsin, (r mat trong gan tién trién co tinh gia dinh,
hoi ching Alagille)

Kham lam sang:

Dau higu sinh ton va cac chi so danh gid tang truong (can nang, chiéu cao, vong dau)
Tong trang: tré mét moi goi y bénh nhiém tring hoic chuyén hoa, trong khi tré teo
duong mat ¢ téng trang tot

Pic diém chung: tré hoi ching Alagille c6 khubn mit dic trung véi mat cach xa
nhau, khudén mat hinh tam giac, mit 16m sau)

Soi day mat: nhiém tring bao thai, bénh tich tu

Am thoi ¢ tim:'c6 thé gap trong teo dudng mat hoic hdi chung Alagille

Kham bung: bang bung; tuan hoan bang hé; kich thudc, vi tri, mat do caa gan; kich
thudc va mat dorcaa lach; khdi u & bung; thoat vi rén

Quan-séat truc tiép nudc tiéu va phan dé danh gia mau sic: nudc tiéu sam mau goi y
tang bilirubin tryc tiép; phan bac mau goi y & mat

Da: bam méu hozc xuat huyét diém (roi loai dong mau)

CAN LAM SANG

Panh gia ton thwong té bao gan va céc réi loan mat:

Bilirubin toan phan va truc tiép

ALT va AST, Alkaline phosphatase va gamma-glutamyl transpeptidase trong huyét
thanh

Danh gia chirc ning gan:

Prothrombin va partial thromboplastin times (PT, PTT)

C4c yéu té dong mau
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- Albumin/huyét thanh, ammonia/mau, cholesterol/méu, glucose/méu

3. Tim nguyén nhan nhlem trung:

- Cong thuc mau voi tiéu cau dém

- Cay mau, nudc tiéu, vi tri khac néu nghi ngo

- Timsiéu vi: HBsAg, TORCH, VDRL, EBV

4. Chec do dich & bung néu c6

5. Tim nguyén nhan chuyén hoa:

- Tim céc chat khir trong nudc tiéu (reducing substances)

- Dinh luong Alpha-1-antitrypsin va phenotype

- Test md hdi (sweat chloride analysis)

- Tam soat c4c chat chuyén héa (amino acid nudc tiéu va huyét thanh, cac acidvo co
trong nudc ticu)

- Thyroxine, TSH, sat, ferritine, acid mat trong nuéc tiéu va mau

- Do hoat tinh galactose-1-uridyl transferase trong héng cau

6. Xét nghiém hinh anh:

- Siéu am bung gan mat: duoc ding nhu mot xét nghiém ban dau gidp chan doan vi
khoéng xam lan, d& thuc hién, c6 thé phét hién cac bat thuong cau tric cua hé gan
méat. Hitu ich trong chan doan nang 6ng mat.chiiva giup goi ¥ chan doan teo dudng
mat.

- Xa hinh gan mat

- X quang cac xuong dai va xuong so.trong trudng hop nhiém tring bao thai, x quang
nguc thang tim bénh phdi va tim.

- Chup hinh duong mat qua da hoac qua néi soi: it dugc chi dinh

7. Cac tha thuat:

- Hat dich ta trang danh gi4 sw.tiét mat vao ruot.

- Sinh thiét gan qua da (khao sat'mau moé dudi kinh hién vi quang hoc va dién ttr, danh
gia enzym hoc)

- Tuy d6 va cay nguyén bao'soi o da néu nghi ngo bénh  dong

- M6 bung tham'sat va chup duong mat trong lc md

IV. CHAN POAN XAC PINH
1. Céc bénh ly tic nghén:
-  Teo dwong mat
+ Teo'duwong mat 1a hau qua cia qua trinh viém tién trién 6ng mat trong va ngoai
gan gayxo hoa, bit tac duong mat va xo gan r mat tha phat.
+ Can chan doan sém vi phau thuat sém cai thién tién luong (trudc 60 ngay tudi).
+ Tong trang chung cua tré thuong tbt, ting can t6t. Vang da xuat hién trong vong
8 tuan dau sau sinh, kém tiéu phan bac mau va gan lach thuong to.
+ Xét nghiém co tang bilirubin truc tiép, ting nhe hoic vira SGOT, SGPT va ting
cao GGT.
- Nang ong mit chii
+ L& nguyén nhan vang da & mat c6 thé diéu tri duoc. C6 thé kém dau bung, khdi u
& bung va non 6i. Siéu &m bung gilp phat hién nang.
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+ Can phan biét nang 6ng mat chi va teo dudng mat dang nang. Tré bénh nang 6ng

mat chu c6 duong mat trong gan binh thuong hodc dan hon la xo hoa.
- Nhiém trung

+ Nhiém vi tring, ki sinh tring, virus déu c6 thé gy vang da & mat. C4c tac nhan
gay nhiém trung bao thai bao gdm toxoplasmosis, rubella, cytomegalovirus,
herpes va giang mai.

2. CA4c rdi loan chuyén héa — di truyén:

- Hoi chirng Alagille

Dic trung boi giam san cac dng mat gian tiéu thay

Vang da & mat man tinh (91 %)

Bat thuong & tim, thudng hep nhanh dong mach phéi (85 %)

Pét sdng canh budm (87 %)

Khudn mit bién dang, mat cach xa nhau, khuén mat hinh tam giac, mat sau, cam
nhon (95%)

Chan doan dya vao sinh thiét gan c6 thiéu san.dng matwva cae dic diém dic trung
trén 1am sang. Ngoai tang bilirubin truc tiép, ca¢ men gan'ting & mic do thay doi
va GGT thuong tang cao.

- Galactosemia

+ Do hau qua cua thiéu galactose-1-uridyl transferase. Tré thuong ting bilirubin
truc tiép va gian tiép sau khi bt dau udng sita cé6 duong galactose (sita me hoic
stra bo). Nhiém trung huyét 1a bénh canh thuong giap. Cac dic diém di kém bao
goém nén 6i, tidu chay, cham Ion, toan hda éng than, duc thay tinh thé va réi loai
dong mau.

+ Chan doan : do galactose-1-phosphate uridyl transferase trong hong cau, bach cau
hoac mo gan.

- Tyrosinemia (Hepatorenal tyrosinemia) hay tyrosinemia type 1

+ Do thiéu fumarylacetoacetate hydrolase (FAH), xuat hién & thoi ki nhii nhi. Pac

trung boi bénh gan tién.trién, toan héa éng than va giam chirc nang than kinh.
- Thiéu alpha-1 antitrypsin

+ Chén doan dua vao dinh lugng men alpha-1 antitrypsin, tuy nhién két qua binh
thuong cting khong loai trir chan doan vi tinh trang viém & cac mé co thé lam
tang nong do men men alpha-1 antitrypsin trong huyét twong.

- Hoi. chimg ARC (Arthrogryposis, Renal dysfunction, and Cholestasis
syndrome)

+ Pic diém chinh caa hoi chitng ARC 1a bién dang khép (co cing nhiéu khap), réi
loan chirc nang than va &r mat.

+ Ngoai 3 dic diém chinh trén, tré cham lén tram trong, da vy ca, bat thuong hé
than kinh trung wong, c6 thé ¢ nhiém tring tai phét va tiéu chay. GGT thuong
binh thudng. Tré c¢6 khuynh huéng d& chay mau, do d6 chan doan dya vao phan
tich gen va tranh sinh thiét gan.

+ Tré chét trong giai doan nhii nhi.

- Bénh gan lién quan dén nudi an tinh mach
+ U mat lién quan nudi an tinh mach xay ra ¢ nhitng tré nudi an tinh mach kéo dai.

+ + + + +

+
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+ Can loai trir cac nguy@n nhan khac gay vang da & mat . Cac yéu té nguy co nhu :
tudi nho, nhidm trung tai phat, khong nuéi an duong miéng va nuéi an tinh mach
kéo dai.

- Viém gan so sinh vo can

+ Puogc xac dinh khi ting bilirubin truc tiép kéo dai khong tim dugc nguyén nhan
sau khi da lam day du cac xét nghiém (loai trir c&c nguyén nhan nhidm tring va
chuyén héa/di truyén)

+ Sinh thiét gan thay c6 dai bao da nhan; tham nhiém lymphocytes, neutrophils va
eosinophils; c6 it hodc khong co ting sinh 6ng mat.

V. PIEU TRI

1. Nguyén tic chung:

- Diéu trj cdc nguyén nhén c6 thé diéu tri dugc

- Diéu tri cac bénh 1y ngoai khoa: u nang dudong mat, teo duong mat

- PDiéu trj bién chirng cua r mat man tinh

2. Piéu tri bién chitng ciia & mat man tinh:

- Kém hép thu - suy dinh dudng
+ Cung cip nang luong téi vu (125-150% nhu €au binh thirong)
+ Dung MCT (medium chain triglycerides), giam ti I¢ LCT (long chain

triglycerides)

+ Bao dam cung cap du lugng acid.béo can thiét va dam
+ B6 sung amino acids chudi nhanh
+ Tré biéng an c6 thé dat sonde da day

- Vitamin va cic yéu t6 vi lwong
+ Theo doi dinh ky ndéng dé.cac vitamin trong huyét thanh
+ Cung Cap cac vitamin tan trong mo (A, D, E va K)
+ Cung cap cac vitamin tan trong nude gap 2 1an nhu cau binh thuong
+ Piéu chinh va phong ngira thiéu cac chat khoang va yéu to vi lugng

- Ngira va xanthomata
+ Ursodeaxycholic acid 15-30mg/kg/ngay
+ Rifampicin
+ Cholestyramine
+_<Phenobarbital

3. Truomg hop bénh gan tién trién:

- Co chuéng
+ Kiéng mubi Na 1-2mEq/kg/ngay
+ Loi tiéu: Spironolactone 3-5mg/kg/ngay, tang liéu khi can
+ Choc thio va truyén albumin (1-2g/kg trong 6 gi®) néu ¢ chuéng khong dap tng

diéu tri nhu trén hodc c6 anh hudng chirc nang ho hap

Tang ap tinh mach cira va xuat huyét do v& dan tinh mach thyc quan

Phong ngira: Propranolol 2-8mg/kg/24 gid, chia 2-3 lan/ngay

Noi soi (Chich xo, that tinh mach)

Phau thuat tao shunt

+ 4+ + +
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- Ghép gan néu c6 chi dinh

V1. BIEN CHUNG - TIEN LUQNG ,
Ngoai trir céc‘nguyén nhan cé thé diéu tri duoc va mot so trudng hop viém gan so
sinh v6 can, hau nhu cac nguyén nhéan con lai déu dua dén bénh gan man tinh.

VII. PHONG BENH ‘ ‘
Tat ca tré so sinh vang da kéo dai hon 2 tuan sau sinh, can dugc danh gia loai trir
vang da & mat.




