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21-F24k Gk f i ( 21 -hydroxylase deficiency,21-
OHD) 25 KA B b R Bz J5 184 A= F ( congenital adre-
nal hyperplasia, CAH ) g % U ) — Fp 2 A, &
CYP21A2IE[H 5875 5: 30 21-F2 Akl ( PA50c21) Bl f
BELIT 1 R B B 3R 5 A g v 2 17 2 2
(17-OHP) [i] 2K S8 B i 11 25 480 B Jo I 4 A 1
7,5 R b B Rz J5T 1y R A 4 A e VR 3R I RE A
i R e B B BRE A R KRR N
1/20 000 ~1/10 000,245 T K AR E N Hik 1:60;
FE N R1/16 466 ~1/12 2007 FRARIE 1 FliRi2 R
Z F YN ELZEA1E (polyeystic ovarian syndrome , PCOS)
R 2L MY 21-OHD,
1 fRfIFE R
L1 —egekl B, 40,23 5 I H4 a1
WU RN 1L AR RS, B 12 2 A &wm, 2
5do WRHAZAMZERL, &3k 7 ~30 d R4, £
AP R, B2 T OB, Mg 2 1.95 pe/L 1
(0.1~0.75 pg/L) , AR M 42 75 XN 5 2 4k
A5 W PCOS™ KA R N F 35 9-35, H &
JEAR WG . 3 4ERTHNS T T R 25 R K&
BERe ARl Dk 2R 2, A & RIS E R B
255 RO A 22 25, e R HEBR N 43 DA 95 s >k
W BEE 2. Az A A #fE — B 87.10 ng/L
(27.00 ~ 122.00 ng/L), # K4 il & (LH) 5. 77
IU/L(2.12 ~10.89 TU/L) , FARfEFL 2 0. 37 wg/L
(3.34 ~26.72 wg/L), IfiL75 281 74 pe/LT (0.1 ~
0.75 pg/L) ; Z2Hi2. 85 peg/L 1 (0.3 ~1.52 pg/L),
PR (FSH) 5. 51 TU/L(3.85 ~8.78 IU/L),

LH/FSH =1. 05 ;{25 |- i J2 i & 4. 53 ng/L, [ i
fiz(COR) :224. 80 pg/L, 5 [E i 533.81 ng/L 1, Ifil
HB 20,08 ng/L T [ 5 B 26 % L AA 26. 6,
AR A2 TR 7 WP SR 2 (K 1),
XU B R « AC DLBH (2 St . B UL ) 28 )R 4
ZEAL, F TR WIS HE B 25 TR A SRR, S S AT D
=B, IREHEIRTT, ZHIER . ANE I e O |
BER G s 12 % w0, 2401 7 ~ 30 d, A 251
13 ~90 d, KWK H 4 2018—3—10, H £ & /b, o,
PR L. RISRT . HINFIEBE L .

B s R

LSt R K A B 158 em  fRFEE60 kg,
RFEFEH 24 kg/m”, Il 110/70 mmHg(1 mmHg =
0.133 kPa) . BTHERE, Jid 7, ] 85 cm, & [l
90 cm, BEEMAL, Al I &, J5 S n] WEE B R
B WA KA, o L, Jo T iR S B s, B
EE2E =AML, Tanner V], 175 NE K FE Prader T
1.2 SCE =2 I A% R K* 4,23 mmol/L,
Na*133.3 mmol/L | ,C1797.2 mmol/L | ; F IR AETH
fig . FT, 5. 44 pmol/L(2. 63 ~5.7 pmol/L) ,FT, 13. 81
pmol/L(9.01 ~ 19.05 pmol/L ), {& H IR Jf % £ .
1.670 9 mIU/L(0. 35 ~4.94 mIU/L) , AR PR ER 85 11
Pifk 1.63 TU/ml(0 ~4. 11 TU/ml) , AR Bt S A
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A 0. 25 TU/ml (0 ~5. 61 TU/ml) ; P 25 i —
fi£ 181. 00 pmol/L (73.40 ~ 587.00 pmol/L) , 2 i
3.56 nmol/L (0. 64 ~3.60 nmol/L),LH 4.65 IU/L
(1.10 ~11. 60 IU/L) ,FSH 4. 80 IU/L(2.80 ~11. 30
IU/L), LH/FSH = 0.97, IfiL i 5 fi{ 4. 44 nmol/L 1
(0.69 ~2.77 nmol/L) , Ifil 75 Mk 4% —1129. 10 nmol/L 1
(2.09 ~ 10. 82 nmol/L) , IfiL I % FiR it & 3 Mk i 10. 40
pmol/L(0.95 ~11. 67 wmol/L) , Ifil I i 55 S2 1 29. 52
pmol/L(0. 77 ~33.03 pmol/L) , i K45 RE N
90. 80 nmol/L(18.00 ~ 114. 00 nmol/L) ; Ifil & 4= K- 3%
2 0.29 pug/L(0.05 ~8.00 pg/L) , Jii & ZREA K H
F-1:152.00 pg/L(115.00 ~358.00 wg/L); Il %
17-OHP 33.3 nmol/L; i [& fid kip {37 0.20 we/L, 574
0.22 ug/L, M3 REM 3. 04 pwe/L, 5747 8.87 pg/L 1T,
M55 Sk 2 11 M 65.04 we/L, 574 67.45 pg/L,
B T T /N S ZE KA A RN R
MATRIEIAR W T H . TR MR P + g % IX
TR E 45995, Rathke B2 b7 (&12), B LR CT
A+ SR 20 T RS SEOREL % B OR UL AR U)
BN FRRIEAS VB R W R R W R
srfkt (B 3) .

3B R CT P4+

ARG R A [R5, UR 2
Jikifi S ml, EDTABLEE G , 1% 2240502 s i 2R

1.3 LA

HA R R HEATHE AN, 251 W 835 CYP21A2
FEEE 2 NI RIS 7 Ab R FAATE AR AR, Hrp
Intron2 ; IVS3-13C > G ( Splicing ) ; Exon7 : c. 844G > T
(P. Val282Leu) (K 4,%} 3) .
2 iFig

CAH J&—41 R B [ MR e 57 288 i et 45 3 6 45
B B 25 S e At S50 g, 73 DA B Jo 2JS [ et 5 i e
150 FE 0 G o AR BRPE 8 A% P 5 , 21 -OHD &
FH WLRTEL, 2915 90% ~95% ), 1865 4F EAF
JRBR2£ 5 De Crecchio i3 T & ] CAH, fiu£E /7 1A
file b B — AN R B N B LR
A ARG A S R, B UK B B BRI A2 & CAH
R ALK, Z )5 Zead 2 AE A 5% A5 3 BA Al HL s AR
BEHLH Ay 21-OHD™ | 1958 4, Jayle % 1 v 4R il
T UL F WG S MR RE A REAE 8 I A R
A ) 21-OHD, B 28 L AU 21-OHD . 9 25 it )
21-OHD £ 35 i e RN LR | 5512 31K, I PR 2 A0
AR AR 8 H Z WA &A1 R 2582,
W Zy R8s , e R T 247 I3 17 -OH PRSI > 4 By i2 e
FRIEST , (A2 W A0 1 S A e 98 S e ta i
KL RIASE I

55 A IR ERIN B AR Ay S DA, 12 W
N CAH (FEZ 8t %I21-0HD) , HE BRI E
I, A AR 2 i s 1 (1 B S T v, 3K 2 F T R
B W B R R K R R S
(RAAS) DA Kl K™ (Na™ W BEAE R KA, — 0
THT £ 03 B 2R K T 3 e RAAS (i i e [51 1] )
G AN M 5 o5 — 7 T, SR AL Na ™ ¥ BEAR T 1R 5
TR, SURT BRI b AR B R AT 2 S e (]
BB BN ol o DRI A 222 51 K (Na © i
FE RV, BB AR UL LR (I LR | v I R A R

TEARZE I 21-OHD )36 77 77 I, 25 JC W W I
PRAEAR , — AT BT 0 B BT R M Ah seia 7 (H
o B WIVPAG R B R B IR A R R U
FEVRE B B R AN PR T i ME R AE 5 R A RS
B HIRYT RI R S5 2 URY (H i JC AR TR YT AL
P XA R T IR B R M 2 R A
0.375 mg 1 x/d, 1 D HIGHEDT WL # A 2830, 58
e ZBHFA B B UGE, M7 Na® 139. 3 mmol/L,
1l C1~ 100. 3 mmol/L, Ifily& iF B S2ER 6. 62 pmol/L,
PR 45 6 Bk 25 11 24. 6 nmol/L, IfiL 15 Mt 475 — i
7. 67 nmol/ L, $E/~ 9 15 bf % o

AR BIHE R, I PR L 1 X PCOS £ 35 B, o7 3 41
T T) HAH S s I T R A T b EE RS K Ay, DAl i2
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21-OHD, JE HAE AR R A AR 22 JL B2 1-OHD I R
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R2W BT eE R RS o B A A L
R e NAER AL, 00 I R] R AT K& DAAG: I LA 0 5
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LT B AN21-OHD i i PRAE B HE , P9 000 B4 10
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AFBLELER D HERBEEMERENM: — I
BEHL I R i 38

BEHEA RN YA 2 D X R BUE 2 B 5 58 B 19 771
TREPERZ I, R 311 44 55 ~70 & (ML 25- R B A R
D[25-(OH)-D ] F£k /K 7 Jy 30 ~ 125 nmol/L iyl 1 i 4
SEAE X AR SAE N, BEHL Ay 3 AR 4EA: R D & T 10
20 :400 TUZ4L(n =109) .4 000 TUZL (n =100) F110 000 TUZH
(n=102), 3 M2 1K O IRYEE R D, 5 5 % (517
435480 TU/3i% .800 TU/3i#% 12 000 TU/3¥ , Fi il = K Ddrops
A RAE) SR 36 A o EORZIAE BRI
200 IUMM#RAMAEAE R D, HEEHLS AL 400 TUZH 1Y 32 1505 1
KEEZHIMN600 TUMERERE &, IF & H E R AR T
1 200 mgft) 253 FR HEEG A0 7570 G B W 00 48 ) 45 D14k 415
WA . FERL 6 A 12 A~ .24 A FR136 A~ B, R
Fes 53 Bee Sh ] sE i CT(HRpQCT) P 7E B R 5 1) 15 %%
B2 R RT A i AL B AR B iR . SRR,
BEZBEHLT ALY 311 44 Z 4l T [ 53% 5B 1k, Y 4 ik
(62.2+4.2)% ], 4 287 % (92% ) 55 /% T W55, 400 TU 20
ML 3 A F 36 A H 1Y 25-(OH) -D K43 512K 76.3
76.7 F177. 4 nmol/L;4 000 TUZH A %2k 3 4~ H 1 36 4> H Ay
25-(0OH)-D 7K 43 %1 &y 81.3,115.3 F1 132.2 nmol/L;

- ShFlFE UL -

10 000 1U 41 3k 3 4~ H #1136 A~ A 1) 25-(OH) -D 7K F-43
Wk 78. 4 188.0.144. 4 nmol/L, A F 5 %5 B A7 i 3 (241 x
W22 HAEM (P<0.01) . IR Z5 N, 55 400 TU AR LE,
4000 TUZH ( -3.9 mg HA/em®,95% CI: 6.5 ~ —1.3)
10 000 TUZH( -7.5 mg HA/em® [95% CI: -10.1 ~ -5.0) /Y
BB B B AR, P Y B 3 AR AR - 1. 2% (400 1U
ZH) . -2.4% (4000 IUZH) f1 -3.5% (10000 IU# ), 5
400 TUZHAREL, 4 000 TUZH (e B 1 22 570 — 1.8 mg HA/ em’
(95% CI; -3.7~ 0.1), 10000 1U 41 & -4.1 mg HA/cm'
(95% CI; —6.0~=2.2) SEWASLRAN K —0.4% (400 1U) |
1.0% (4 000 TU) F1 - 1. 7% (10 000 1U) , F 58 3 #2246 TC . 25
PEZEF (B P=0.06, R8P =0.12), S5HEHFEHMLIL,
H R R4 = D B8R A 3 4R, il S BUBRE RUAE A b s
5 B B BRI B H 10 000 TURY 4422 D 45 A 3 4E3F
W RBURE % WAL, & R, K E4EA R D
TR R RN B BR AR TC 55

(VT4 , 8058 FO AR A5 , 5 SC UL : Burt LA, Billington EO,
Rose MS, et al. Effect of high-dose vitamin D supplementation
on volumetric bone density and bone strength :a randomized clin-
ical trial. JAMA ,2019,322(8) ;736-745. DOI; 10. 1001/jama.
2019.11889. ]



