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Hi: 54544 Prader-Willi ZE&B1E (PWS) & FHE IR EE NIRRT 1B
s K BE VT AT SCRR IR 2T, AT B2 R I PRI AE X2 B89, BRI T IR )7 7 %

FE: B MR Y m JLE KB 3 2014 45 3 H & 2021 45 3 AUE 1 4 i
Prader-Willi ZR&AE (PWS) & IFHEPR B LIMIEIR TR, 20t HolmpRRS iy IFE )
TR

GER: A PIEBL) LA RIENAE. WWIZHIR BIEfE . RPERIEA: 4 38l 5
TG R AR 4 PIBRAEE 2 IS AT, HIGRE RS R EMIRE, it
KRR S, SEHPEA TR R: 2 RIMHERT 11, Immol /L. JRIERHME . HEAG I
FKT 6. 5%; 4 il 3 WG MW 5, 1607 XU A, 3 65 s R oeikia
FrEEG ZHXUIETT, 3 I U7 &3 M B R A i 21 28 (K P A AR

G JURHEARNINGERT Prader-Willi ZEEIERI RIS W, 2L TR E
EHECHEE, PWS BULEMERR S R in T e MR HI R E, S Raketeg, 4R
NERE, R EIRPTA R, I 2 I 7 i & gt — BRI
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B 0E 2 ] NPR2 3 R A2 5 B AN SR SR, AR IHIRIRRFE, R MR R
X AR .

Jiik: BIEE TR SIE 1 2 Bl b BT AN (WES) W2 H) NPR2 3 K78 7 By
BAGNEE MR BRI RIL MBI ESSEUR, IR CIREAT R > .

GEE. (D B 18551 A8, 62P2, EAFIEFHA, HAMKE 2 8kg, WA
K 47cm, BHEKIES, BEEKEIER, I 25 GV5.9em/y, EGE 172cm,
HE 145em, BEERER A 2 K EERK R S M%/N . Bk B 103. 5em (1. 9SD),
YREE 16. 5kg (~1.1SD) , FRIAIEE 98cm, Ak B LL 0.56, AR, HEAZY
o NG : TGF-1 76.2 ng/ml, GH B{&U&{H 8. 53ng/ml, IMJRHEF. HIh. KR
BZ. ACTH. H'EThee. M. PERMQINENIESR, F#t 4%, Ak 40 46, XY,
WES 7~ NPR2FE[A c. 1316G>C B2 R, KIFHEER, BECKRHER. (2) HEHl2 R
5% 5 H %M, G3P3, &AM, HAMRE 3. 3kg, HAEGK 19cm, HHEKIELE,
HERRKEIER, L2946V 6.2cm/y, XFEEE 155cm, BEEEE 154cm. BE: H5
102. 3cm (=2.6SD) , {A&# 16.5kg (-1.8SD) , F&[AIFE 98. 2cm, AKEHELL 0.58,
FESRIRSL, SRR S M. SR E: IGF-1 134 ng/ml, H#5 %, WES /x NPR2 £
Al c. 3094C>T 28 G748 R, RIFHE, FREURE R . TEAHANEKEZER (rh6D 6
T 6 MHAHHEIEK 5. 5cm.

g8 NPR2 FERIAL T 9p13. 3, gwht B BUFIEHIKSZ & (NPR B) , LA C ZUF4HK (CNP)
"2 TFIUAR A HE, BHEREHL. CNP 5 NPR B 456 1EH THES A K
IINER X, i 3k Br B8 L o 1) & I RO B B3 TR AN 74k o NPR2 R AR A s 45
NEREOAREERE, O (D BEMAIRREREEERE, AR
s S S EA RS (2) Miura IRE K EANRFIEASGMER, FHEK; 3D
Maroteaux M s sk B A4, FHAE A SRR/, DU B 5 iz b A i EL 1 5 /N )
BRI . WA, OF 20 RRIE NPR2 H KA BT 5| AR R % G4 (FSS) Al
KRB (ISS) . ZEImKEI . kA & WES 452, AWH5 2 B8 JLFEE N
NPR2 FE R A% 7 BT 28 FSS AT Be 1 K o H BRI FTR A, XF T NPR2 JE R A% 7 BT 2 FSS 1TSS,
rhGH FIAL YT 24, KT & = gk — B 7.
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BE: R MHX 2010-2020 4F 50 KM FAR IR DD BERARIE (CH) HI AR EE . JH
Rl RANG IR L VAIE B, FEER T 52 AR R A R R 2R o

J5i: BB S AT 2010.1.1-2020.12.31 B1E) P T8 A LR A O i 2 R B CH
il FRIEHIAZ WIS ) AR IR A 45 5, CH 43 N 5E Bl FUIR BRI E & %05 (SDH)
BHRIR K B AR(TD). BJLTE 2-3 B IFE 4 Ji 4 e FRIR R 16T Ja #tAT R i i
VAL, FIWT CH B IRTG ). B % CH Bk APE CH.

S55: 2010-2020 A, JAN AL ) LI A AL 2400383 13T A2 ) Li#EAT T CH
Hdf e, 3LAiz CH BJL 1655 4], SUAKIRZEIN 1: 1450, CH A 2010-2014
SEHAMEI A 1: 2584 L FHF 2015-2020 £ 1: 1086, 1337 5 (80.79%) CH & JLit4T
T HURIRFE R A, SDH AT TD 43 & 84.29%1 15.71%. 810 %1 (81.00%) CH & JL
BT T WP, X T SDH )L, 76.89%I R A N & I CH, 23.11% MK A
Y£ CH, TixtF TD &L, 88.20%A7KAME CH, 11.80 %A CH. T IMLBE{E H
RARZEAE>S mIU/ FIELBIA 8.03% ~ 20.46% . F 773 2010-2014 511 5.5% 1t 2
2015-2020 4= 7.06% (P<0.001)

gk TEI 114, N CH AW R EBFET s, CH BRI 23 EL SDH 4

X, ImPRE T SDH LI 1% CH o8 X, TD DUKAMEINE . KI5 = ml fe5 0 &7
R MR AR LR RN k.




8 IZE R IxTE B PR T R A Im ARIFERL
RS SRS
U R
LR EE R R 28— BR B

[ %]

H#: St B R R 2 (familial male-1imited precocious puberty, FMPP)
b DL P e B ) e ik BB e, RSB M R i
2B LIIG RS s, BT AR A KIER . H# (Bone age, BA) #EE. WFEK
TR, VRITEANEIT O RAE S B (Adult height, AH) , JEBHTSCERE S, 425
I PR B AR 6 1220 B A TR, R 40 SR oty e+ 0 S+ P R R R OB R L
(Gonadotropin-releasing hormone analog, GnRHa) JAJ7 FMPP [{IZ54, [FIHS &%
T B LR BT | 10 B 7] 7L

Jiik: [BUBIE AT 8 49 FMPP LG R TR, BUEIEAER & (e PR B R
Mo, M EEAEN . B S KR AL, Hb 6 PLEEREKE S, RN
BEDT T LY R R R L B S B .

ZER. 8 FMPP &)L, 4 24 LHCGR M398T 5848 (1 XfAQF+2 FIHHEME L) , 3 4
4 LHCGR A564G RAE (1 XfA2F+1 FIBRJEME) , 1519 LHOGR T5771. 8 {5135 LA =54
R BEDR. ARKIMEEN, 4 GIEREIERIL, Hd b GliskiER i 4 2 11
H@B4ASBZTH) , A0ER-FRTAE48 QE8ATH5H), K
FAH AT 6. 5m1 (4-9m1) , SEEFHAIEL 2. 69ng/ml (1. 53-4. 30ng/ml) . 4 BIRZHE
57, Horb 1 BlEkie i S2hreER (chronological age, CA) A4 % 8 H, BRI SE
-1.6SD, TR EAE S (predicted adult height, PAH) (average ¥£) A 167. 6cm,
AH A 172cm, BAEHE 5 1R 165. 5em, HA AH 43504 161cm, 160cm. 160cm, g% 4L
B 58 162em (355w 155em) « 168. 5em (RSEH ) 162cm) « AE. 4 6l
2 TIRIT, 3 BIAIT HTAERS 3 B &40 B N+1. 07SD. +4. 21SD. +4. 24SD, “H# 5 & &5
BN-3.4SDy -1.3SD. -3.34SD, FRhm: KIRNESIAITfE, BIZEEEME T, A




J7 HAIE] GV Y% 0T 6. 0-10. 8cm/4FE (CA5 %-8 %, BA9 %-11 %) . 4.2-11. 3cm/4E (CA
3HTH8F8H, BATH-12%3H) . 4.7cn/5 (CA 56 A-6%6H, BA4E
FRE 13 %), BHIGYT IS T ARE K GV 3BW N I, 4k Hhilx P S 3ok K = Folin 4 4
K## (growth velocity, GV) RN, 4 B34k K FARIEIERZ, 12W R 70
65 1H.6%56H.5%9H.5% (RERMMGTELE, 3E. 390, F
TN GnRHa 3677 . SITFEDHIN 3 4F. 4.83 4F. 14E. 11 A, B3 & &8 Ea)7 il
Ao, HH 2 PR S R HN 176em & 174em G 1 EKden) , 155
=N 165em & 171, 5em, 1 BHSAEIGYTH, 1 Bk VT. V697 i RE AR K B B A
RSB FMPP 88 J LR BH 28 K2 H BIOGHAs F A 2  F Bi 4B L 8 2R, o NS
B SR R O B LR B Re4R AT 2 I & S B K 5280, T2 g v S b4 3]
BaMI A, SBULEE.

50 RIGITHI FMPP 2 B B/ o SR e+ 02 A S S 40 R R R P R 3 i
GnRHa 677 FMPP J7 R0 2%, sk B 22l iR, IR Recios & E S m, HAR I
HEARKN. T HAMRRZEFERYAR, §Em IMPP ARG A —BURRIE,
KT DT I S = B AN e R .
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B 30T 4e e B 5UE 754 R (metachromatic leukodystrophy, MLD) HIf R4 £ <
TiJa S BRI AL o3

FiE: %2010 4E 7 HZE 2021 4E 4 AT Miiia L ) LE BT OB A2 kY MLD 1Y
24 15 B AT R S M, ot LR R i AT Al Ia) b e, R AE A7 2R IR 2= 52
BEMERfERRE.

55 24 ) MLD &K H 21 MREE, H 8 Ul EFAAMERIEL . 2 HlEEEH S
I A BRI AR, oy 22 8 BRI AL I 16.5 A%, 12N
29.0 A, WEFERERITFER. N THRENEE, BIKETCEIEERTZ
FEBERIER, HOCOvsshie HEREIE . X TESEMEE, WFDRER
FOPAR R R F B E AR Fra BEIFIE ARSA BEVEE TR, B2 AL B A
AR T A4ER, HERTY I EE L. 20 FIHEETEH T ARSA FEEKN, KI 21
FPIERAR SR, BIRBRA 7 Fho BB g P Al G OB L = T i AR, (HERT
Grib 2 o X 20 BIEEFATREY, I AEAF T2 70T KL MLD 4324, H2 I LsK
JI] BE R TS (I fa R R 2 . BE B A BAIS I ILSK e 5, TS B .

Zw: B K EERIFNE & MLD £ 28 KIRAREI, 2T B E ARSA BEvE M
FAK. ARSA FER A& RABLLHIHE & . FEERIEK, BEAARHE TR, BEHNKL
VI H LK e nl RE R fa G R &
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