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Nong dd corticoide trong méau
cuong ron (umol/L)
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Sac ky corticoide

Bé sinh du ngay,
4 ngay tuoi

Bé sinh thiéu thang,
6 tuan tudi



Puwong chuyén hoa corticoide &
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Ton tai corticoide ving thwong
than phol

Do hoat tinh thap clia enzyme 3 beta HSD

Khéng phai la enzyme cytochrome P450

Mac du sanh s&m, enzyme nay sé khong hoat dong
cho t&i khi tré gan sat du thang

Ton tai corticoide thwong than phdi & tré so sinh
thiéu thang

Trong labo chung ta khéng biét tudi thai ctia bé-
chung ta chi cé ngay sinh

Corticoide thwgng than phoi co thé co6 phan &ng

chéo v&i mdt s corticoide khac trong xét nghiém
mién dich

Thwe hién xét nghiém trén bé dwdi 3 thang tudi doi
vO'i testosterone, androstenedione & 17 OHP



Quy trinh chiét xuat dich don gian cho
corticoide trwdc xét nghiém mién dich

Place 200 pL sample olcontrol into glass tube
Add 2 mL diethyl ether

Pulse vortex for 2 minutes

Allow phases to separate for 1 minute
Accurately transfer 1 mL of solvent (top) layer to a fresh glass tube

Dry down with air at 37°c

Reconstitute sample with 100 uL deionised water (or a specific steroid diluent)

y

Proceed with analysis as per method




Phan tich corticoide



Xét nghiém mién dich doi chiéu
vO'l sac Ki
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Tuy thubc vao phan tich cac dinh
cao

Thém vao phat hién MS hoac

TMS,cho phép c6 d6 dac hiéu
Tuy thudc vao db dac hiéu khang thé



So sanh 2 xét nghiém E2 & tré
sanh thiéu thang

Presented at the AACB ASM 2003



Chiét xuat corticoide niéu dang dac
trwdc phan tich GCMS

Cot C18

Moi v&i methanol — rira bd

R&ra nwéc — rira bd

Nap mau th&r — rira bo

Ri&ra véi nwéc — riva bo

Loai trlr methanol — thu thap cho budc ké tiép.
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Phan doan MS

Thi du

MW téng cdng Pregnanetriol + TMSI; 552 M+

MO: doan nhom

keto 31 0 x 31
TMSI: doan nhédm
OH 90 3 x90

lon chinh 255,345,435
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Phd quang khoi tandem cho
corticoide
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M-H: negatlvely charged pseudomolecular ion,
m/z: mass to charge ratio

Oral presentation AACB ASM 2006



Wc ché Enzyme



Tang san tuyén thuwong than
bam sinh

Thiéu hut Enzyme CYP21 CYP11p1 CYP17 HSD3p CYP11A
. Lipoid / 20,22-
. ] ] Thiéu hut Thiéu hut
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Pic diém 1am sang

B6 phan sinh duc
khong ré giéi tinh &
niy

B phan sinh duc
khéng ré gi¢i tinh &
nip. )

Tang huyét ap

Khong day thi &
niv.

Nam kém nam

hoé tang huyét ap

Bo phan sinh duc
khoéng ré gidi tinh nhe &
nip.

Nam kém nam hoa

Khong day thi & niv
nam kém nam hoa
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Thiéu hut AH — 21 OHase
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Thiéu hut CAH — 11 B OHase
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Moodle



Moodle

Dy &n dang tién hanh
Phwong tién giang day
Mién phi cho moi nguoi
Chi can dang ky

Chon corticoide

Dv kién sé dwa vao st
dung thang 8- 2009
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Giao dién chinh




Moodle




Cac thi du




Moodle case

Tién str bénh ly

« Tinh trang sinh san

« Chi em cung cha khac me, cung me khac cha - tinh trang day thi
« Tién st gia dinh khéng bi chirng dau nira dau

« Khéng dung dwoc pham thworng xuyén

 Khéng bi di trng



Tham sat

Kham thyc thé
Tang ngwoi nam

Chiéu cao : 170 cm (87 phan bach phan)
Can nang 68 Kg (86 phan bach phan)
BMI: 23.5 (76 phan bach phan)

Huyét ap 150/98

Khéng cé dau hiéu day thi nam

Thoi ky tién day thi véi giai doanTanner B1P1

Xét nghiém labo:

Siéu am CT va MRI cho thay khéng c6 tuyén sinh duc va tlr cung
46XY

Thiéu day thi nam va tang huyét ap cho thay co thiéu tdng hop
corticoide

Can do corticoide huyét thanh va niéu



Xét nghiém Két qua RI

ACTH (post 76.8 2-10.0 pmol/L
synacthen)

Cortisol (pre & 48 10 49 nmol/L

post synacthen)

3x pre synacthen

Khoéng phat hién

17 OHP T <8.0 nmol/L
Testosterone 0.5 1.0 — 4.5 nmol/L
E2 45 90-110 pmol/L
Progesterone 23 <2.9 nmol/L

LH 26.7 0.6 -9.8 IU/L
FSH 68.0 1.4 -6.8 IU/L




Thiéu 17 o hydroxylase

Chéan doan 4

aH

1. CAH do thiéu 17 a hydroxylase
v&i thiéu cortisol, oestrogen va
androgens va gia tang
mineralocorticoids.

dd

2. Tang huyét ap do dw
mineralocorticoids

Piéu trj :

gHL  wH1

O0dHL

10 mg/ngay (15mg/m2)
hydrocortisone.

Theo déi tdng huyét ap l
Dung hang ngay véi miéng dan M
g g g y g Ai R WY N LMIA.MU"

PIS 1|

oestrogen & da.

10.00 _12.00 1400 _16.00 _18.00 20.00 22.00 2400 _26.00 _28.00

corticoide niéu



Thiéu CAH — 17 o OHase
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Gia tang mineralocorticoid gay ra
tang huyét ap va nhirc dau
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