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HA DUONG HUYET KEO DAI NHU NHI

DO CUONG INSULIN
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HANH CHINH

» VO Nguyén Hai D.

* Gi®i tinh: Nam

* Ngay sinh: 22/11/2018

* Ngay nhap vién: 29/11/2018

- LDNV: BV Hung Vwong chuyén v&i chan doan:

Suy ho hap — nhiém tring so sinh — ha dwéng huyét kéo dai



DIEN TIEN LAM SANG

Sinh thwong, 36w1d
CNLS 4200qgr

khéng di tat ngoai
APGAR 6/8

Suy hé hap

Ha dwong huyét kéo dai

BV Hung Vwong Khoa so sinh I Kho%:STC' I Khoa Than — Noi tiét

Viém phéi — nhiém tring huyét dung nhiéu khang sinh
Ha dwérng huyét kéo dai, 1é thudéc dworng tinh mach > 10
mg/kg/phut
Co giat tievng corn tai di tai lai

8T/11/¢¢c
8T/T1/6¢



CAN LAM SANG

Tén xét nghiém Gia tri binh thwéng

Insulin (1) khi dwérng huyét 2,5 mmol/l 28 pul/ml

Insulin (2) khi dwéng huyét 0,14 mmol/l 10,2 pUl/ml

TSH 9,87 puUl/ ml 0,32 =5 pUl/ml
fT4 1,49 ng/dl 0,71 -1,85 ng/dl
cortisol mau 66,15 pg/dl 6,2 — 19,4 pg/dl

hGH 4,5 ng/ml > 10 ng/ml




CAN LAM SANG

» Siéu am: kich thwéc dau, than va dudi tuy lan lwot 9,6 mm, 3,4
mm va 4,8 mm kém vai nang ving dau va dudi tuy.

» CT scan: gan nhiém m& va tang sinh mé mé& dwéi da lan téa va
khong co ton thwong khu tru tai tuy.

- Di truyén hoc:

- Pt bién gen ABCC8 dong hop tir (NM_000352.4(abcc8):c.3400-
1g>a)

- Bién thé NM_000334.4(scn4a):c.3688g>a(p.Val1230met) di hop
{1

- Bién thé NM_001018036.2(TSHR):c.742C>A(p.Arg248Ser) di hop
twr



CAN LAM SANG KHAC

 Chuyén hoa:

Khi mau déong mach

NH3 mau: 187,79 mmol/l — gi&i han binh thwéong
Lactate mau < 2 mmol/l

Keton niéu (-)

Men gan: AST 146 UI/L, ALT 64 UI/L,

Creatinin mau 28,84 umol/I.

Hinh anh hoc:

- Pién ndo do6 khong ghi nhan séng déng kinh

- CT scan n&o giam dam dé chat trang rai rac hai bén ban cau



P e

SINH THIET TUY




TOM TAT DIEN TIEN

PHAU THUAT CAT TUY

THUOC THUOC .
Diazoxide 15 Somatostatin 85 ug/kg/ngay cit naanc eg’tu
mg/kg/ngay Nifedipine 2 mg/kg/ ngay gang €o tuy,

lay gan 90% mo tuy

—

Dinh dwé'ng dwong miépg (siva moi 2 gi®» + bot bap)
Dinh dwéng tinh mach, toc doé dwéng > 10 mg/kg/phut

Sira moi 2 gi®»



VAN DE CAN BAN LUAN

- Tiéu chuan chan doan va nhirng han ché vé phwong tién
chan doan

- Panh gia diéu tri cwong insulin bam sinh do dét bién gene
ABCCS

- Phau thuét cat tuy trong diéu tri ha dwdng huyét do cwéng
insulin va vai tro cua 8F — L - DOPA PET



Trigger

Diazoxide

NH3

KATP-Channel (SUR1/Kir6.2 subunits) ABCC8/KCNJ11 11p15.1

Recessive KATP-hyperinsulinism ABCC8/KCNJ11 11p15.1 Rec F/P -
Dominant KATP-hyperinsulinism

Diazoxide-unresponsive ABCCS8 (only?) 11p15.1 Dom F/P -
Diazoxide-responsive ABCC8/KCNJ11 11p15.1 Dom F/P +
Focal KATP-hyperinsulinism ABCC8/KCNJ11 11p15.1 Sporadic F/P -
GDH GLUD1 10g23.3 Dom F/P/LEU + +
GCK GCK 7p13 Dom F -
SCHAD HADH1 4925 Rec F/P/LEU +
UCP2 UCP2 11913.4 Dom F/Glu +
HNF4A HNF4A 20g13.12 Dom F +
HNF1A HNF1A 12qg24.31 Dom F +
Pyruvate transporter (MCT1) SLC16A1 1p13.2 Dom Exercise -
HK1 HK1 10g22.1 Dom F/Glu +
PGM1 PGM1 1p31.3 Rec Glu -

Cac dang hoéi chirng

Bat chudc cuwdng insulin bAm sinh

So sinh
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Xét nghiém Két qua goi y cworng insulin bam sinh (mau 1ay luc ha duwong huyét)

Mau

Glucose J <40 mg/dL (2.2 mmol/L)

Insulin ™ >2 mcU/mL (14 pmol/L) Duwdi ngudng dinh lwong cling khong loai trir
C-peptide ™ >0.2 nmol/L (0.6 ng/mL) N&u thap can loai trir insulin ngoai sinh
Free fatty acids J <1.0 mmol/L Néu cao hon cling khéng loai trir
Beta-hydroxybutyrate { <1.8 mmol/L

Lactic acid Binh thuong

Carnitine Binh thudong

Ammonia ™ (HIHA) Binh thwong trong cac dang khac
Growth hormone ™ Thuong >10 meg/L P& loai trir thi€u hormone tang trwdng.
Cortisol ™ DéE loai trir thi€u hormone cortisol.

Test kich thich bang glucagon

Glucose ™ >30 mg/dL trén mirc nén
Nudc tiéu
Ketones Am tinh

C-peptide T




Diazoxide responsiveness In different types

of congenital hyperinsulinemia of infancy
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Diazoxide Cat tron ‘
| Cat gan tron
| Cat mét phan

Somatostatin analog

Calcium channel
blockers

Sirolimus







