PHAC PO PIEU TRI BENH VIEN NHI PONG 2 2013

BENH LY CHUY EN HOA BAM SINH O TRE EM
TIEP CAN CHAN POAN VA XU TRI

I. PAI CUONG :

- Benh chugn héa Am sinh (Inborn error of metabolism) larth hém nhrng rt nang.
Bénh xay ra do bén déi cau truc gene gay thi hut cAc enzyme, proteinam chuyén |
receptor, hac cacdong yeu t ( co-factor) dn dén cac éch lac trong qua trinh
chuyén hoa cht.

- C6 biéu hién ¢ nhiéu co quan, la Bu qua caa tinh tang ng doc do tich & cac cht
khéng chugn hdaduoc haic do théu ning lrong. Cac tdu ching ¢o tié xuat hién tir
giai doan bao thai, hac c6 khang nghi vai ngay sau sinh khi éhma @ thé khdng
thé chuyén hdéadugc cung ép tir ngoai vao. Cacccquan codc do chuyén hoa cang
cao thi cang &bi ton throng : tim, ndopng than, gan, o van...

- Bénh c6 ti¢ khoi phatd moi ltra twi tir truéc sinhdén ngroi 16N, da $ som trong 2
nam dau.

- Can ngh dén bénh chuyn hoa trréc bénh cinh Hn theong nhéu co quan khéngtueoc
giai thich rd rang hac bénh to ning nhanh ¥i nhirng bén phapdiéu tri va hbi sic
dang mic. Stress, nléim trang, nhém siéu vi c6 th khoi phat hac lam Enh chuyn
hoa it bu va bung phat cacét ching tiém an treéc do.

- Tién leong phi thudc vao véc diéu tri sém, do vy can ngh dén bénh vadiéu tri ngay
sau khi lam xét nghin gitip ctin doan xaatinh.

- Pa $ benh di truyén theo nhm sic thé thuong va tinh 4n.

ll. LAM SANG:

1. Thai ky so sinh:

- Bénh co tfe khoi phét khi bt dau cho té an hay thayddi ché do an.

- Néu c6 bEu hién ¢ giaidoan bao thai, & sinh ra non thang, ni di tat haic nhe can
khong ré nguyén nhan.

- Tong trang suy ap dan, b b, 6i, suy ho dp, mit nuéc.

- Biéu hién ton theong than kinh : 6i loan tri giac, hén mé, co &, giam treong luc
Co...

- Tén theong gan :suy gan, hbte té bao ganfr mat .

-“Suy tim (nh @ tim haic rdi loan nhip)

- T6n thuong huyét hoc :thiéu mau, gim bach ciu, giam tiéu cu.

- Nudc tiéu haic md héi cé mui lat thuong.

- Dij dang k& ngoai c6 th dugc ghi nhin

- Tién cin giadinh co ti¢ dugc ghi ntin : hén nharong huyét thdng, giadinh c6 béw
vong khoéng rdé nguyén nhan...

2. Sau thoi ky sor sinh:

- CA&c ¥nh ainh co tl# gap:

+ Bé& ngoai Wt thuong: throng béu hién & vé mat, xuong khsp, da, 16ng mi, toc,
hop ..
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+ Bénh gan mt

» Vang dar mat: giam al antitrypsine, galactosemia, tyrosinemia, HC Alagi
Criggler Najjar

= Suy € bao gan : énh ty tké ( mitochondrial) , galactosemiajtithudng chuygn
héa acid béo, 4 thuong chu trinh ure,.

» Gan to kem lach to:émh lysosome, galactosemiaélgi al antitrypsine

= Gan to kém hduong huyét: glycogenose,di loan tan ho glucose.

Than kinh: co git, giam treong lyc oo, chim phat trén tdm thn van dong, thoai

hoa vong mc...

Ha duong huyét tai phat

Bénh ar tim

Nhiém triing ring, toan chugn héa ring dudadiéu tri tich arc

Than: da neu, mat m¢c man tinh, gi 'y bénh li bng than, véi hoa thn.

Noi tiét: ton theong da tuyén noi tiét: tiéu duong, suy gidpdai thao nht trong it

thuong ty thé (mitochondrial disease)

Cham ting tnrong, théu mau

Oi méan tinh

Sot kéo dai

Cham man tinh

Dot tir

+

+ + + + +

+ + + + +

lll. CAN LAM SANG: ,
1. Xét nghiém can thwc hién trong det cap:

Xét nghém oo ban Xét nghé¢m dac hi¢u
(theodinh hréng aia XN o ban)
Mau - Huyét do - Sac ky do acid amin
- londg, Ca, P, uré, créatinin|  (chromatographie des acides
- Khi méu aminés) : 4y 3-5ml huyt tuong

- Puong huyét cung lacdinh|  véi héparine, gt miu & -20°C
luong  insuline, SGOT]| - Test de Guthrie trén g tham
SGPT - binh lrong arnitine , acyl

- Lactat, Pyruvat, Céton carnitine mau vawsc tiéu

- Ammoniac, Acid uric

- Chac naingdbng mau

- Lactic dch ndody

Nudc tiéu | Buong, protéin, céton, pH, ionSic ky do acid amin Sinh tkit co

dd niéu quan ( da, g, gan..)

Hinh anh ECG, EEG, MRI s ndo...
hoc
2. C4c test chic niang c6 thé thuc hién:
- Xét nghiém mau sau hira an:
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+

+
+
+

Puong huyét thap< 45 mg% Vi liéu glucose > 10mg/kg/phitogy tinh trang
cuong insulin.

Lactate mau > 2.1 mmol/l Bo ting > 20% saun goi y bénh ty th

Tang ceton mau sain goi y bénh ty thé

Tang ammoniac sadn goi ¥ bat thuong chu trinh ure

- Nghiém phap st dung glucose:

+

+
+

+

Chi dinh:

= Nghi ngy bénh ty thé

= Nghi ngy rdi loan tong hop glycogen

= Nghi ngy bat throng dr trir glycogen

Chéng chi dinh: khi lactateda ting sin va throng xuyén cao.

Quy trinh:

» Thyc hién sdng , sau nhdoi 4-5 giy

= C6 sinduong vein ép aru

= Udng haic gavage glucose 2g/kg ( max 50g) (duighd.0% )

. ,Xét nghém trudc test, 30, 60, 90, 120, 180 phdt : lactate, gleckki mau

Ket qua:

» Lactate khdngiugc tang > 20% hac < 2.1 mmol/l, khi mau binh ddng

= Tang lactate bat thong the hién benh ty thé

= Tiang glucose va lactate batuting : kit thuong chugn héa glycogen (
glycogene synthetase deficiency GSD)

= Giam lactate gi y Glycogen storage deficiency type 1

- Nghiém phap nhin doi:

+

+

+

Chi ginh: nghi ngy bt thudng tan 4o glucose (gluconeogenesis), glycogenolysis,
bat thuong sr dung acid béo.

Chéng ch dinh:

= Suy dinh a&rdng,dang c6 nkm tring

Can thgn:; ) ‘
= Thuc hién trong moi trong kEnh vién, co 4n duong vein va phrong tién hoi
stc
= Lamdu cac xét nglim Vé carnitine tréc test
Quy trinh:
» Thai gian nhin déi theo ing 1:
Tuoi <6" 6-8" 8-12" | 1-2 twi 2-7t >7t
Thoi gian 8 12 16 18 20 24
nhin doi
(9io)

= Than nhan ki giy dong y )
» Panh gia lam sang va dextrostion30 phat tr gio thir tue
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= Khuyén khich té uong nréc trong thdi gian lam test
= Ngung ntin d6i khi tré cé béu hién va md héi, Ki loan hanh vi, tri giac hic
dextrostix< 45 mg/d|
= Xét nghém
+ Truoc test:
= Glucose, khi mau, ceton mau éuj acid firu co nudc tiéu, lactate, free fatty
acid, 3-hydroxybutyrate mau
+ Két thac test:
= Glucose, khi mau, ceton mau éuj acid firu co nudc tiéu, lactate, free fatty
acid, 3-hydroxybutyrate mau
» Insulin, GH, carnitine, acylcarnitine, amino acidurva néu
+ Két qua:
= Thoi gian chu dung ngin (<6 gb): cac lt thuong tan 40 glucose
= Thoi gian chiu dyng dai: it thuong to ceton , Bt thuong chugn héa acid
béo.
= Ting acid béou do (FFA) va ceton sau test érh Iy chuygn hoéa acid béo
hoic bat thuong tao ceton.
= Ha duong huyt kém tng ceton va lactate sau test: Glycogen storage,
gluconeogenesis, Bo bénh ty thé
= Ting insuline > 2UI/l mau kémahtuong huyét: cudong insuline
= Cortisol mau < 400 nmol/l kémalduong huyt goi y suy throng thin

IV.CHAN POAN: , ‘
Hwéng chan doan nguyén nhan aka vao ket qua xét nghiém ban dau:

Bat thuwong Toan | Céton | Pwong Tang Tang Test
chuyéen | mau | huyét | Lactat/méu | NH3/méu | chic
héa tang nang
Chu trinh uré , - + @Gm +/- ++++ Sauin :
hoac tang
binh NH3
thuong
Bién durdng +++ + Gim + + Sauin :
acid amin hoic tang
binh NH3
thuong,
hoic
tang
Oxid héa acid| +/- - Ll + + NP nhin
béo vado doi
cetone
Ro6i loan phan | ++ ++ Binh + +
ly ceton thuong
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(cetolyse)
Nga r Pyruvat| +++ + Binh ++++ +/-
thuong | Va tit ca cac
dich ar thé
Chuwi hoé hap | +++ + Giam +++ 0 haic + NP
té bao hoic glucose.
Binh Sauan :
thuong tang
lactate,
ceton
Glycogenose ++ +/- 1l +/- 0 NP nhn
doéi, NP
truyén
duong
-Tan to duong + + 1l +/- 0 NP nhn
-Khéng dung doi
napFructose,
Galactose
Chuyen hoa ++ ++ 1l ++ ++
Biotin
V. PIEU TRI :

1. Xir tri cap cieu:

- Ha duwong huyt:

+ Néu hdn mé, co gt Bolus Glucose 30% 2ml/kg said truyen tinh mach

1g/kg/giy trong 12-24 gi haac Glucose 10% 110-150 mi/kg/ 249 TTM

+ Glucagon 0.5-1mg tiémudi da . glucagon dhco héu qua khi qua trinh phan gi
glycogen (glycogenolysis) khéng bt ché va dr trit glycogend gan binh tirong.

- Toan chuyn hoa:

+ Toan chugn hoa ing anion gap

+ Toan chugn hoa Bo vé co thé khdi nguy © ngd doc NH3 ( méi tirdong acid phan
ly NH4+-> NH3), ch bu toan khi pH <7.186i véi nhitng Bénh Iy ¢6 ting NH3:

bat thuong chu trinh uré ing acid amin ( propionic, ..)

+ Toandng thin ( anion gap binh tldbng) cn bu lién tic bicarbonate vi ngun mit

quadng thin van tiép dién, c6 tit > 10mmol/kg/ ngay
- Tang ammoniac mau:
+ Loc mau liéndc neu NH3 > 500 puM/I

+ Giam di héa: ngng nhip protein, la sot, chong nhém tring, clong co git ( tranh
s dung valproate gayrc ché hd hap € bao rku nghi kit thuong chwi hd hap t

bao)

- Ho tro chu trinh uré:
+ Arginine hydrochloride 360mg/kg

+ Na benzoate 250mg/kg
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- HO tro chuyén hoa ty ti : Carnitine 100mg/kg
- CO6 thé hoa Arginine hydrochloride, &nitine, Na benzoate véich Glucose 10%é
truyén tinh mach lién tc
- Tang thai NH3: ting dch nHip, loi tiéu, lactulose.
- Kiém tra NH3 mdi 2 gio
- BU nuéc, diéu chinh dién giai
2. Piéu tri dic higu:
- Nhém ing chic nang ty tre:
+ Coenzyme Q10 5 mg/kg/ ngay
+ Biotine 20 mg/ ngay
+ Creatine 100-200 mg/ kg/ ngay trongnh & don doc do ty t
- Vitamine B12: 1 mg/ ngay TB mhl test: htu qua trong ting methyl malonic
- Riboflavine 150 mg/ ngaydmg trong lt thuong chbi hé hip & bao
- Vitamin B6, 50-100mg/ngay, TB, TM
- Ché do an dac biét: hoi chan chuyén khoa dinhu#ng.




