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Abstract: Background: Congenital adrenal hyperplasia is one kind of autosomal recessive diseases, which is caused by
lack of some kind of steroid hormone biosynthesis enzymes congenital. The clinical manifestation is such as salt loss,
dehydration, ambiguous genitalia indistinguishable, quickly growth speed and the typical hormonal abnormalities,
which lead to easily misdiagnosed. There are a variety of enzyme defect in this diseases, but 21-hydroxylase deficiency
is the most common, accounting for 90% - 95%. We analyse different types relying on the hormone levels and genotype
identification. At present, the diagnosis of congenital adrenal hyperplasia can be directly carried out by gene diagnosis.
Methods: We detect the CAH-related gene of a neonate who is a typical 21-hydroxylase (salt-losing type) patient. Re-
sults: The neonate loses a large fragment of CYP21A2. Conclusions: CYP21A2 is a causative gene of salt-losing type
of CAH, and deletion of CYP21A2 gene is the fundamental reason of salt-losing type of CAH in the pathogenesis.
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W OE: HR: o RME LR A E (congenital adrenal hyperplasia, CAH) & —2H K| & [E B i R AE W) & i 2
H P S R PR = 51 R ) G AR R AR . IR BT RIUN R ER . K AMETESSEANE . At i
AR, BNZERE . W W2 MBEERIE, iDL 21- BB R R W, 5% K 90%~95%
ANTR SRR 1R 2 0 S T 2 AP g A DR Y AT o X P R B U B o 084 A A2 Wi ] B AT R R 12
Wt o F7 ks I PR 1491 S Y (1) 21-FRAL B R P 5| S 1) 2k 528 CAHL F8 LT AH G BE R Rl - 45 3R - &) LA71E CYP21A2
KA BEEHGR . 5w CYP21A2 2 KREH CAH LR, CYP21A2 ZERI B CAH AR
AKIEH .

KIE: o RVER LIRBOIAE: Bl CYP21A2

1. IRAHE 1R NBEe HUHE SRR, AT 2.5 Kg.
BL, B, Bk 38 A, 20 K, B “ERE, RN 1 RETHIIEE, RNZE, BEKTG. Z3EERZ.
I HUVERIRGMETE, 1w, EaTEY, T, o
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&, KEIEH, MERD. ABEARE: i 36.6°C ik
148 /45, WP 60 IR/57, AT 2.02Kg, &1 47 cm
SLH 34 cm. ZAS, HEE, RMNZE, REKE.
B, BRI, RIEMME, BETE, kT
FERAG, M2, NI . SkMUCEE, B4
KM, FIKBETE, 4cmx4cm, M. FLEORI
#H, DI IEY, MEECPHE, %2 R, T ILE B
B, PG OR. BAREGEREDCE, BRI,
JE 46 AR TS . APt @& < Hr7R: PH 7.15, PCO,
28 mmHg, PO, 66 mmHg, Na“ 122 mmol/L, K" 6.3
mmol/L, Ca** 1.05 mmol/L, GLU 0.6 mmol/L, HCO;
9.8 mmol/L, BE —17.5 mmol/L. A[Zi2lkiA: 1) B
ANR(EFE); 2) HEMAK: 3) REERTE: 4 &
PRIMAE: 5) IRANILAE; 6) (RBHILAE . ABE /5 58 AH
KRR, e S HEBR T 0 T8 W TR K R X B 2 R G
2, ATHAIE BB ATHIEIER . SR AR IR
o BT CTS 5.03 pg/di(B#AE: 8.7~22.4),
ACTH 71.6 pg/ml(Z#1H : <46), 17-F53: %4 (17-OHP)
>25 ng/ml(ZHH: <2.5), WM —Hi(AD) > 8.6 ng/ml
(ZHE: 0.1~0.9). AE IR A AR 7.
BT X 7R WA O B W . 4750 g
Bk, RS RIS R R LA Bk e A
) CYP21A2 EPRAh &7 ATArdE PCR 9715, 25 R %
AN FAME X 2 SIS S R YT I Ry, SR O
PCR HAX MR F X847 PCR §738, 4R BRE
JUREAAN 3 H P S DR AR B B, T HL AL RE Skt
TRFEALRE Y B CYP21A2 K Ko N2 FE KA X B
B B DRI e FE MR BE AR L) CYP21A2 JERIAFAAE R
R B B JEie W Je R R R T AR (O 2R
Ty NBEJGE TAMNRY 2%, 2 1F BB I i f Fia fe o 25 L
FRITKE 3 REMTTIIRA G, LR PLFEE, ImPRIE
RIFAR,  CBERR AT BORA IR A Be S 1] 2 IR A AR AL
BT AERE 10 REJLN M REL D582 Ik,
B 0hs, Edidie-rie, REeek, T
Bt o Wa e o 4k 2 LIRS IR T AR, I 913 3Rk Be )

BHEL.
2. it

CAH 72— 'S R B E G s 72 v i sk
FE gl ERSEAE. B TEEREZ, SEUL RS RA
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JRBE R Z, ORGSR U B LR R
PERMES, SURYE EIRE BRI WEZ, F ER
J 0BG A2 AN s Tok 22 B AR AT A B IR R T
. TR I — RFUIIGARREIR . A J8 T G
R R B AR  , TE N5 5 25008 I JE 1R [R] B A7 R R
(BRai&1) ki, AUE /NS00 2R AR (BRI 24 &
FIRKIR . —AFKEER G A — A IR — S R
R o HEANIANE R K X 1842 )L CAH T 4o, %
I3 111 %995 ZRAE 1/10,000~1/20,000 45 B S5 F1 e j 1
X RN TR A B, IR R IR 2%
i, GiEpaReIES, EafEkEd. HafdE L
7% 17-OHP KA AT 48R CAH #7442 )Lt &
FEIR E O/ MR EIH . S8, I AR E
JUs F72 ) UHE ARS8, 8 R A #2320
My FER A VR IT B AR LW A EE BRI S R,
21-OHD ME—#UwFE R CYP21A2 IR #E HEFE 1 AN
o NGO e

CAH % WK B SEE OFE 21- 5210 B 115-F1LHEE
36- 2K [ WE i S 170-FR AL BB LS, L 2 [
21-FAUEHER = 550 0L, & CAH R 90%~95%, B4
RAFRAFEC, MiiRYE 21- 2B Z R EANA], 7T 4%
NORERT ., Bl B PR R AN R SR R = R A AR IX
SRR, NPURER R E, REMN, 534
Bl ZRAREHT 212 R Z e, H R
W TR [ 2B ) 5 RSB AE G . —IREHI ARG 1~2
JARR, BILREA BRI, EEAANATE
EA MKk, RYS . REARECRRE, Bk (RILEN.
e AREHERR T EE5E, fE ORI R TR, &
TBITAN S, AT RGP T A0 T o AR I 151 agh 2
J& T aX —Fp B p A BR TR AR B R
WL, H TS B SRR FKF . 21-F2 40
A2 CAH [EURIER, ZIER AT AKE 6 Ty
55 6p21 HI N2 A 41 3T 5 (human leukoeyte antigen,
HLA)111 KERHIX, HIEEMER CYP21AT(REER)
A ETER CYP21A2(F L) A pl . BARFERIIAA 10
MNMET, 9 AWET, SNRTFRIAE T RIENE S 5
LB 98%FH 95%. HI T AR I K] 13 410 11 e [ Y A %
RCCX 7R IE S, MAIERVFEEMAL RS I
IR A S5 A7 ik IR L 2H BN S A e . R 2B R, 21-
FRALEE B E E HT IhBE L CYP21A2 HBFFTEL,
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O ThREFE R BRI A . BRIy Bk . B
AL RN 55 9 AR RO Ok 1 BN T B R
RIE . AR LE A R, X AL A R L RE A
CYP21A2 JERHMEFHEAThRE PCR &3, 455 ER
HAMRF XIRZ LI R R Th, KHCWE PCR
BRSNS A1 57 X 53R4T PCR 4714, &5 5 R ) LREA
AN S8 N S HE R B B DR BRAT v FE MR e 2
JUAFAERANN R TR T RE . (22 N TR 2 H
SCBREIAME AR EIBEY 1S tH CYP21A2 H:[R, A
INIZFERER K, X S EE S XU . 58] PCR
For I B () J R A, FRATTAA A BR A MLPA J7VE-EAT
HE— R

XFT CAH Wiiayr, HATFZEILRMERIT. —
J7 A LA SRR Z R, 5 — 7 AT L] ACTH
R BT AT A R AR X AR A4
AR R BHBNEAE R RE i,
CAH MR YT LTI A VR 2 1] 8o AR I Sk T A AN
REREHRASAL ACTH ki oy il 5 B2 ot B Fik i 2 [R) 2% D)
FIR R R BAN CAH 5 NG 0w HI B R iz
JREER R P RUBR I TR . B R B R U T
B 0t — DA W R R R TR YT B PR AR T R B, TSk
JEPHE N Rz T R A TT ALR R, AT HH B A A A il
SSREIWERA . BIE CAH i A+ ACTH 43l ] DL K 1
W, HEERAREARKE IR, FONE LIRS
BOSFR 21-F2 A FELIT I 43 U0 N B 2% 2 1 288 [
R A=A EELL IR R I 2. 9 TP CAH ' |
Ji P IR B 2R b ik 22, o 2B L ] 0 2 i ok
FEREZIER AKFLAR, XAEA Rl G 17-F2 42
FEHERY, DL NIEB S . O T I R
A'F FH 1) L ] 00 5 2R At ol 28 IR KRR, b e
7 FH e sk A 3R B R B T R . AR SRR YT IR MEAE
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B J5 P XL A o MR UE 2 [ PR FR-T- M. FEHE IR
7B PR B RO BRI 2 R, e
JE S AR T B B A P TSR B A e PR Ao e
PR AR AEIR AR E0 45 . LB Pkt S PETER
UL AN S A 2 LR BN e & B . L
H) 53— I RCRE A AR TEPE 3%, CAH 2 I g AE iR,
PAKCE b B OR 0 Wi 7 RAE R AN 5 LR
PEVER 2, XA E B IRMERCER W 2 R EE R

Ao

L5 EPTid, CAH R L Jom T3 E LY, #
e AR B B E R BT TR R, H
WZWANGYT, RERINIER, REAEARE. 55k
BT HBTSERIT AV Z M, JATA BT R
Fi6yT FBL. CAH fE LR 1%, JERRAYT R R it
EREATH . ERTAA PR IGIE, AR
Rew A RAR R D 22 PR EE 1 . MR TT
BERRTT R kY.
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