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PWS ZePEIZRWT, IO RS GRIESC/K 4)
OFER, MEMOIIRIE, 720 LETEILZ X7
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9 (Siemensma EP, et al. PMID22723315). X 512,

BEMEEO PIS LR TIE, EW FROTZ b
B IO LHEAEE ST 5. FSHEIEE
FEWIBRMHE, E~IER ~mE s tkx efliz & 5.
ZOZENDY, TR L OURFREMEORA ER
LHEEZE D (Heksch R, et al. PMID29184809).

- PWS B D i, Bk, MR T 238
D5, AMESHMEA (HAERICIHLTH D), B
IR LARGERREERY, Rk EofERkE 27
5. TR TIERRES/ N OIRIE M A, BIETI3s
By HE 2~ 24 5 (Cassidy SB, et al.
PMID22237428, Emerick JE, et al. PMID23962041).
« PWS TI¥, mini-puberty IZEFIZHED LD
(Fillion M, et al. PMID17137911, Hirsch HJ,
et al. PMID25170853).

- PEARBSREAR MIAEOIRARIE, Elx DEFIZL - T
B0, BRI E 2EITENEZE XD
15 (Gross—Tsur V, et al. PMID22559970,

Hirsch HJ, et al. PMID26345685).
- FrflZe e Uil o R BIE, B IR O 80-100%
IR H 45 (Tauber M, et al. PMID11146368,
Eiholzer U,et al. PMID16352691, Crino A et
al. PMID12692714, Diene G, et al. PMID20395666,
Cassidy SB, et al. PMID 22237428). hCG {&#E %
He B2 9 5 #HEH N H D ( McCandless
SE PMID21187304). %< 1%, FHREEN 2 ET 5.
SABHAEEMTIEL, 12 ME TR TIRETHD
(McCandless SE PMID21187304, Goldstone AP, et
al. PMID18697869).
< FEEAMEEMT I, SCERAUICIE 69-100% THEME S 4L
T3 (Crind A, et al. PMID12692714, Eiholzer
U,et al. PMID16352691, Miller J. et al.
PMID9401541, Diene G, et al. PMID20395666).
ASERER A AT 5 16 4 D PUS B CEL4ER 1. 6
%) 12 hCG 250-500 HifiZ, vk 2 @M mIC 6 3
MEM L=, 13L& AL ORER TREEL DAL E A
TREL, 23% CHERIZZENETFBELE. 76%D
JEBI T, BHREENNLETH 7. BRI
*T 5 BHD hCG 1B, BRESCEREOREICR
W2 472 53/ eEMEN H 5 (Bakker NE, et
al. PMID25109686). kK[E/NERIFEEOBRTFEE
20T, PR RICKR LT, BITORIC hCG #%5-% 7
IDHZ L HHEEL TS (McCandless SE et al.
PMID21187304).
« 2 OWAETIE, PWS BIRIZBWT, WA X
/AR BHICEERTIEF SN TWVD
(Hirsch HJ, et al. PMID26345685, Fillion M,
et al. PMIDI7137911). L2 L7235, WREBIZEZE
Fi13-28D BLFic% HiAte (Hirsch HJ, et
al. PMID19401370).
NS REEE, Z<OEO PVS BE TR LD
Ho 300 O FI 72 BBl & &\ - T, SIATHERIC
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N2 HE U5, VET
N, P L ML —=2 72O A RE
(Heksch R, et al. PMID29184809).
«PWS B IR IX, mini—puberty NIEFIZIE L, A
B A, mﬁ;%Hﬁ,?xkx?uy@@Lﬁ
%% (Fillion M, et al. PMID17137911).
D%, TA AT LTS R U, BiE %
HOMEIZIK T 5.
SEEHNRRERT L E, TA AT oL AT
N, KEICE EES. LH, FSHITHx TH D, %<
DIETIE, LH EIZIER FRMSER TH DN,

2 h 2T u O DR
PN & %

FSH XML, EFNLEEE 295 (Gross—Tsur
V, et al. PMID22559970 , Hirsch HJ, et
al. PMID26345685 Eiholzer U, et
al. PMID16352691 , Hirsch HJ, et
al. PMID19401370 , Siemensma EP, et
al. PMID22188746 Radicioni AF, et

al. PMID21718342).
SRRV RNV~ —h—TH DA
b By BIE, £< 0BFEMEIOABMETIX

7 LR C, FEEREA2ORRIZIL, X
DB 5 2 & 72D (Gross—Tsur V, et
al. PMID22559970 , Hirsch HJ, et
al. PMID26345685 Eiholzer U, et
al. PMID16352691 , Hirsch HJ, et
al. PMID19401370 Siemensma EP, et
al. PMID22188746 , Radicioni  AF, et

al. PMID21718342 ,

PMID18241068).

< PWS Bk 68 44 DHEWIAOAFTE D, 4ytEyB
TATEEFERICIZER Ch 20, BEEYUKEAE
KF L, [AEFIZ FSH A BSR4 5. TXFXTH/ﬁ

ix, BEMICERTZR, 58— 2 A )LLLITIC
&Eié.#ﬁ;uwmi RSB0, 95 3—%
A A )V E A Zx 7 (Siemensma EP, et
al. PMID22188746).

- PWS PRI 1T D YEMEREAR T i, PWS DB,
BEPHB LR ABME RO R — 2295

(Eldar-Geva T, et al. PMID19729946, Eldar—
Geva T, et al. PMID19946044).

- PWS IR TI%, 76% & o#EE T, HARC, Bk
LhEEOKERE R T D (Crino A, et
al. PMID12692714, Emerick JE, et
al. PMID23962041).

PWS ZePED R L~ L TR & THE AV, 26 < Tl
PERFSEIIAR AT, SIS TERT S

(Jin DK. et al. PMID22844316). —TiIs=4
RHERAE AR E RO S (Angulo MA, et
al. PMID26062517 Hirsch HJ, et
al. PMID26345685).
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< JEH, PWS ZIRTIE, BERMOIKTH 2 A
KIXIEH 72 EW CTlaE 255, Tanner 3721 4 &
~OEITIXHEIZEN, Tanner 5 FEIZEET HHE
H X EH T 72 v (Siemensma EP, et
al. PMID22723315 , Eldar-Geva T, et al.
PMID19946044) .

- %< O PWS IR TIE, FIRESFER LRV, 8-
25% CHBEN R OND. WIRRFm T LY 20
WCHD. LIDUBEANZEDREV. E2, #HIREN%S
KLTHLZEDRIL, MBBHARTHDLZ EBITEA
EThHbH (Gross-Tsur V, et al. PMID22559970,
Hirsch HJ, et al. PMID26345685, Siemensma EP,
et al. PMID22723315).

%%%A®%ﬁkﬁé4ytﬁymiP%@m

AR T, 1FIFIEfEEZ & 5 (Gross—Tsur V,
et al. PMID22559970 , Hirsch  HJ, et
al. PMID26345685 Brandau DT, et
al. PMID18241068 Siemensma EP, et
al. PMID22723315 , Eldar-Geva T, et al.
PMID19946044 , Eldar—Geva T, et

al. PMID24038925).

- PWS 2t 61 44 OMEWTHIBIZED &, JRARIPE ~ —
SR/ S R RRIPIIX R 7= A0 5 23, BRRE D A0
TIRMEBOEITREEIND. A N T U4 —L
RAEDOFNT, LH I ZFE AT ARAE, FSHEIZER.
M$%®%%1E%kwb6&wﬂ HEAT DN IR AE
4% (Siemensma EP, et al. PMID22723315).

- PEARBEREIR ISR IR OB, B
JE, ARANOTREIE, QOL #BE LT, Mkt
T _ETH% (Jin DK. et al. PMID22844316).

- PWS B Zxb 7 5 MR OB - #ATO =D DI
WAV L Y A NIFIELRVDR, < OFEMFE
%, Bk, e~ EFE R ERPOREICE S X
I, FBHEOR GBI ZRET RE LN
BERTH5 (Goldstone AP, et al. PMID18697869,
Emerick JE, et al. PMID23962041, Heksch R, et
al. PMID29184809). iA¥#kIE, BEEIZKD bk
o7, MERSWEMEICEL > TIThbivd X
X Th% (Irizarry KA, et al. PMID27426895).
- PWS HMETIL, @, 14-16 RIS - T, FEEM
DFEFNEIEL TWHDDRERRES, TA A
T a AEFEIENHEE X D (Gross—Tsur V, et

al. PMID22559970 Hirsch HJ, et
al. PMID26345685 Heksch R, et
al. PMID29184809). i ABIMETIE, PEAREEEIST

WKL TT A AT a U fifmaEET D (Emerick
JE, et al. PMID23962041).

BYERNE AARFRIE, BRI VB 2 v
HZET, KOAEHMICERGTLZENARETH
5. L, PWSEBFIL, KBBS00 ENH
L=, NREENKREEZ FTREMEN & 5 (Emerick
JE, et al. PMID23962041 , Heksch R, et
al. PMID29184809 Angulo MA, et
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al. PMID26062517). F7=, i Cul B &5 2305
ThdI b, TIGETR PIS BEIZBIT DK
JERECEE DB & DY A7 O TRIELE 72
% (Angulo MA, et al. PMID26062517).

T A RNAT Y OFRERZHERET 5 EMFE G
W5, ZOH4A, 118 50-100mg, 28 A HERMA
L, IRAICANEE CTHET S, REFEDRYIC
KFLAWnEkY, FREFRAOTEBERNE=H

—NMETH D (Heksch R, et al. PMID29184809).

PWS LTI, AT oA R & B ET DRI,
IyE FSH, LH, =X ha&y, f e BT
74— VORENHELEIN S (Angulo MA, et
al. PMID26062517).
< PWS IR, 10 RiZZeo2n, = A NI UF—
b, AF Rhrbty, A EUBEAEL, BE
¥ oo M & 1T 9  ( Hirsch HJ, et
al. PMID26345685).
B, BEO B IRRISOMETT Z BRI 7 + v
—3 25, b L, 13 METICHLEERNEE S
W, BEMOEITIMEIET 50, 16 mE TITH)
Bk LA ThiE, SLVEVRFTELZBRIGT D
(Heksch R, et al. PMID29184809). /& D%k
T A hu AR 2 B L, IR i o BY
G T RS AT a CBEI BN S, AR
172y (Irizarry KA, et al. PMID27426895).
c RAZMETIE, BAR/ ARV L, = A |
a7 AREE LY BEBEER TS 256, AT
oA RiEELXZEZET D (Vestergaard P, et
al. PMID15126995 Emerick JE, et
al. PMID23962041).
- BEBOFEIRLEIL U EEY ol D 3 I
I, RO A b a7 R A L, TR I A R
W= h, RO ENARANEITT D (Heksch R, et
al. PMID29184809).
- PWS ARl %t 2 ARV U RIFEIRENE, MERE,
RIVEY - TuTy A, BEE, HER IS
MBI UC, ik D& ThHD. &0
T A hua A URAFEM, 2L, Ta AT e oMl
& OAEDERZIT AN STV (Angulo
MA, et al. PMID26062517).
cMEZTEA RORREIT, PWS BEICHB W CTEBE
DK T4 & 729 (Butler MG et al. PMID11745993,
Vestergaard P, et al. PMID15126995).
*PWS DR AT, EAT v A RRZVWEEEIRKT
WHEELTWAZ ERmb TS (Butler MG,
et al. PMID11745993, Vestergaard P, et al.
PMID15126995) 73, 14 /LE v O FE L 3 A
X, FELZR.
- PWS O BEMIF 21%, BRI O K7 LA
SERIRRAE RO D LRI, Pra=7 (K
BOWD) CHEBEEDKT, 12 AEKREE NS
WARE, IRERNLVE LV RZ%ZH T 5 (Bakker NE, et
al. PMID25668198). Z D=, 'BHERIESE IO
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YA BT 5. AT a A ROIREIL, B O,
&, SRR A S5 5 (Irizarry KA, et
al. PMID27426895).

CRERAT AL, HERT A RTINS,
BOY A XALBELEZLET S (Longhi S et al.
PMID25577526) .

« T A NAT a0k, BEMO PVS BIRIC KB %
B HEEIEIHEAND D, I X DGR,
HEFICE DM RED FRCE T 28T 5 2 &M
T& 5728, 178 EORMBILEGEE X 5 Al getEn
% 5 (Goldstone AP, et al. PMID18697869 ,
Emerick JE, et al. PMID23962041). A3/ &
DR T A M AT v CRAITIHRR LG L, EE
BLSHRBREZIEL T (Goldstone AP, et
al. PMID18697869).

« T A MAT oMK (testosterone enantate=
TE) 1%, WEEMEZBEMSE 5 LB 5N TVDHD,
FEB SN TV DD TIEZRW. LavL, TE Of%A
& (200-250mg) @D 25% D/ EMNMGEAMAEL, IEW T
ROT A NAT v AMEZMERTT 5 E T, RaICH
BELTWS Z ERHELEIND (Angulo MA, et
al. PMID26062517).

- hCG {5 A mUNC I+ 25 = & T, HEREIER
L, tHRMEREONDLIOHREN D D
(Eiholzer U, et al. PMID17374959).

- PWS BB 1%, 178 b RIBESCBUEBE ) 70 J3 5 & 3R
HYUARTWENZ END, BERLVEIREIZEL
ST, URZBHEINT LA REENH D 2 & E2FK
WWHBH L TR RETH D (Heksch R, et
al. PMID29184809).

- BT RLJLRE, PWS B 0 B 4ok 14-30%
TSI (Schmidt H, et al. PMID11195029,
Angulo MA, et al. PMID17567883, Unanue N, et
al. PMID17085944, Crino A, et al. PMID12692714,
Siemensma EP, et al. PMID21521261, Emerick JE,
et al. PMID23962041), FHIZALEXHELZ RO 5.
<PWS BEFICBIT D EET FLUFSi3, @iasl
(IR TE T, AR AR R O JR A R 7R
W2, —IRICITBEME B2 6 TWD. FEIZIL,
SO DRESCIRENALETHD Z L AT
% (Heksch R, et al. PMID29184809). 7=7=L, &
FEWOIKBENHE L7220, T72b 5, BRIk
BRI 4nl 288 2 72Dy, 22 T FLE D Tanner
2 BIZE LW EERRS 7482 —F 5080
5 (Angulo MA, et al. PMID26062517).

-PWS BBE I, MEFHE LKL T, BIE T Kn
772 (IM3E DHEA-S) 23, /NFHNZIZERE 55 LT
WAD, BTN D EIEF L35 (Hirsch HJ,
et al. PMID26345685 , Siemensma EP, et
al. PMID21521261). EIEHEIRIE DRI RN &
R L TS A[REMED N ®H D (Siemensma EP, et
al. PMID21521261).
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BT KL, B0 LRI 54
YAV R IGF-1 O&EEIEINARA & HERl <D
(Crino A, et al. PMID12692714).

- PWS BB ICB T 2 EFRm O, (B OFE
OHIEET) T RLUF AR08 E L5 e
Nd % (Schmidt H, et al. PMID11195029).

o AR R RSE I, B kdk, PWS BED 4%
THRDHND (Crind A, et al. PMID12692714,

Schmidt H, et al. PMID11195029, Siemensma EP,
et al. PMID21521261). GnRH analog DI&¥EIL, 1
v & E 2 B 72 W ( Goldstone AP, et
al. PMID18697869). fEBIZIEWEZ BT & Th
% (Jin DK. et al. PMID22844316).

« PWS B TlEAEZ2ME O IT 72y (Emerick JE,
et al. PMID23962041). PWS Zk: Tl 6 50> HpEM
I TS (Heksch R, et al. PMID29184809).
15q11. 2 SED R K EHT 556, 50%DiERT
Angelman JEEREDBRE X HET DA BENH 5
(Schulze A, et al. PMID11332942). X,

Angelman JEEH O R ZHELIZHRELH D
(Akefeldt A, et al. PMID10576646, Schulze A,
et al. PMID11332942). L7=» -, PWS &£ Tl
WY 7o s (10 fCLARE, AR5l AIREARIR) (272 o7z
SYEHE (MATARRHEICSOWT) 24T 9 LERH
% (Emerick JE, et al. PMID23962041, Irizarry
KA, et al. PMID27426895).

- PWSZTZMED—EIE, XM E AT 5. A e B
B2320pg/mLLL E (Z DEIXKETH L0 THD L,
M DMRT- D AREMED N D (Hirsch HJ, et
al. PMID26345685 , Eldar—-Geva T, et
al. PMID24038925).

BT, TEAK (ERAE-FERET) (CQ4,5ICEE)
WMXEER

- PWS /1L, HR FEBREF IR 3 2 o PRI
AR A7 #H9 5 (Irizarry KA, et al.
PMID27426895, Heksch R et al. PMID29184809).
TR B2 DOARA4-4372 CRH Z3 W23 ] & R <
5. Lo, FOHERIRE A2 IEfE e BRI~
HT, EMxEOMTLartr 283G TH
72Uy (Irizarry KA, et al. PMID27426895, Heksch
R et al. PMID29184809).

« AR R AR 2O BWNIT & OA kR B

BONIIH S TRV, AT, EEICATREBRE

MOBETHERLDINEIDLARAHTH D
(Heksch R et al. PMID29184809).

- 15 FYa R, Mo, ok, R THRRME

BIEAEDU A7 NEmnEHERI 5 (Corrias

A et al. PMID22150958).

+ 2008 4, overnight metyrapone test D,
PWS FF (25 44) O 60%(Z AR MR A2 258 D 72,

35

BB RE 2N D, A ML RICKT 2
BONGHREEIN TS EEZ LD (de Lind
van Wijngaarden RF et al. PMID18303077). & ™
BOMGTTCHEIIRE T 14-15%TH D Z LIRS
217~ (Grugni G et al. PMID23311724, Corrias A
et al. PMID22150958 , Connell NA et
al. PMID20718763, Nyunt O et al. PMID20810574,
Farholt S et al. PMID20980432).
- AR R RO RERIL, e OB
T2 ANTF Y — VORISR R ZRALUZ, 0%)> 5 60%
* CIlE23 % A (de Lind van Wi jngaarden RF et al.
PMID18303077, Grugni G et al. PMID23311724,
Corrias A et al. PMID22150958, Nyunt O et
al. PMID20810574 Farholt S et al.
PMID20980432, Connell NA et al. PMID20718763,
Beauloye V et al. PMID26329144, Oto Y et
al. PMID29696788 , Obrynba KS et
al. PMID29959886). o > A U A fiiakR, (K4 & -
AR ACTH RIEGRER, 77V = il AR,
overnight A F 7 7R L INHIEER 722 &8 2 DA fTa
a2 HOTERERDPHRE SN TWDN, FERIEL
FERL-TNWD (BESR).
- FHRPERIE A 2T, PUS B IR I 2 @V ET %
(£ 3%) DFEHED 1 SEHAEATND
(Whittington JE et al. PMID11732491).
 JRUKASHA CZ25R5E L 7= PWS HBE OH RS R, B
DEEN/NSWZ ERAHINTZ LD, X
PRI RENER O JREME D RIE I LD
(Stevenson DA et al. PMID14699614, Schrander-
Stumpel CT et al. PMID14735579).
- FARPERIB AR, A LA TFIZBWNTOREZ
A a[EME2 3 B (de Lind van Wijngaarden RF et
al. PMID18303077).
FHEFMHIEGEEORIE AR Z 2L, FEE =L
F oA ROFGTHLNICEIE Lz PWS OB
BIERMANKE L TWD (Barbara DW et
al. PMID23024738).
s are U AHA KT A AIFEELRND, PUS
BEIZBNT, RIBHRRONMZ T 5 2 & e
T 5. Wi, GH BHihwl, SMEEBOMmO A~
AZDPNDIRMOBRZIE, ACTH & /T —Ld
HMEMEST X&ETHD (Emerick JE et al.
PMID23962041) .
c ARV AREED PUS A ORIBRERE I KT
THBIIAATHD. GHIX 11 B KBB{EAT A R
WiAKFEESE | ROERZ K TIELZ2 &0, B
R, RIBHREEZ EE T D RN H H. Lo
L7235, GHIRROA T, PWS BEF O TRIAIC
TAEIRIRNZ LD, ZORREMIIEEN &% 2
S5 (Tauber M et al. PMID18324685).
-PWS BB 1231 T 2 AR MBI B AR A2 OO 38 B 72 AT <0
WBRICBAL T, AR a v AT KT 14
VIAFEE L7 (Emerick JE, PMID23962041, Heksch
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R et al. PMID29184809).

- PWS BRI, HEASEH: & W o TR A R LIS
We o, BEO ERGEREZE O, AEKA ML AD
BRZ, 9_TO PWS BEICA RV AEDOAT A
F& G5 Z2H#HETIEML VS (de Lind van
Wijngaarden RF et al. PMID18303077).

- PWS BBFE DR R FAROBRIZIL, BEarF=
A ROV GZ2ZET 50, L7 & baElE
REDIERERT HHEICAT RS N5 T
LHZEIICHERLTBL I EEHERL TS
(Barbara DW et al. PMID23024738).

< WD D RFITROMRIE A2 B9 2 ALE ORI,

FAXPERIE A 2% ST T REEN S 2008 9

A L, EIFEREREAS IEH &G S e VR Y, JE

MNP AT oA G 21T9 Z & 2 LT

9% (Heksch R et al. PMID29184809).

c HAXPEEE R EDEE S N2 GE, BEN O

S JE OFRIF TIE 30-50mg/m2/ H, 43 3 OFFE 2L

Fad N Z, REMMCHEEORTICIE, 75~

100mg/m2/ Bl D A7 v A K& ELHICHET 5

Z & & HEAXE 9 5 (Heksch R et al.

PMID29184809) .

- B> BMD {KME D HEE T, AT a4 Nl

BEIZ BN E D IZHEET D (Heksch R et al.

PMID29184809) .

- PWS BEZF O TOREIZ, OFEITEV 2,
PWS B IIIHUR N R F IR 3 5 AR MR
REOV AR HZ L, QRIBEAREDLAEIZE
IWVWIHIEREZEZTh, ZEbALiFEL TEL
VBN 5 (Emerick JE, PMID23962041, Angulo
MA, PMID26062517 , Heksch R et  al.
PMID29184809) .

- FE 7o, HIEDOEFRFICEIE A ROMERIE Z 57
U, B5TEx5L95, BEICANLVRAED
hydrocortisone % i fif & ¥ T H < (Emerick
JE, PMID23962041, Angulo MA, PMID26062517).

BIKER (CQ6 ICEEE) WmXEE

- PWS FB3E T, FUR FEFEE IR S 5 ORI
IR TNEZ AT 2 AREMENH D (Irizarry KA et
al. PMID27426895 Heksch R et
al. PMID29184809).

PWS JBFE 12 331T D R F R AR R T E O R
KL 2-32% & WAE I TV D (Tauber M et
al.PMID11146368, Butler MG et al. PMID17304546,
Miller JL et al. PMID17431897, Dudley O et
al. PMID18298478, Diene G et al. PMID20395666,
Sharkia M et al. PMID23623517). MEEEIZHREIC
Lo TRELERDN, FED PIS BEEXIH L
L7t Tig, HURARBEBRIK TRE OB 1T 2% C,

36

EFXRELEDL RN EREIN TS (Butler
MG et al. PMID17304546, Sharkia M et al.
PMID23623517).

< 2 1% E T PWS A T, 72.2% (18 it 13 f31])
WCHRR TS « TEIR - R axis O BFE DDA
7o (72U free T41KAfHE, TSH IEH D/ — )
(Vaiani E et al. PMID20560980) . #54E0 PWS £
FC R AR R IR REAR T E 2 38 5 73,
Ffn L & HICHIRIMEREDS B LT 5 0lE, K
MREBRORANEE L WD AREEND D
(Vaiani E et al. PMID20560980) .

- 21 44D PWS BEIZHKI T 2 HERA S V—= 0
OGS, TSHE, #& T4 i, IR EZEN 20
o7, 21 49 3 44708 LT4 NARZ T 72 - TUWN =73,
LT4 H11E#% @ TRH AfiikBR OFER:, 204 % 14 (3
A 1 A) IHUR FEE H R R REAR T E 2589
7= (Sharkia M et al. PMID23623517).

- FURIRESEEAR T & #EE L2V R Y, 2612 L-
T4 ONARZ BALET 5 & TidZevy (Angulo MA et
al. PMID26062517).

- FURBRFSBEAS NIE & 2T S iz B, AR, REIC
FEO S BEUER IRIE R T, L-T4 OWNIREZBIMET 5
~_xTHhD (Heksch R et al. PMID29184809).
HHFOa AL LT, A% 3 HUNIZ
FOR AR REIS FIED R 7 ) —=> 7 (TSH, FT3, FT4)
ZFEE L, L%, VARIZ 1 Bl ofRGE8I 24 i3 5.
GH 1R ZAT72 > TV DA, FRICFEME & HESE 5
% (Festen DA et al. PMID17716335, Goldstone
AP et al. PMIDI8697869 , Emerick JE et
al. PMID23962041 Heksch R et
al. PMID29184809).

- GH IR DHII% T, PWS [BH O RURIEERE 2 5t L
T-HE5 GH BHAATE, 72 L free T4 METF L7
23, TSH, T3 ICAEREALERD IR > T, GH IR
DFER, T4 3D T3 ~OEHANHNN U= 7= & HEH]
S5 (Festen DA, PMID17716335).

- PWS B IZHIT 5, HURIRHERBIR TAE O B SRR
LT4 NIROZW R ZRFTTRXETH 5.

D. &8
ERIZTIETUVALRILOEVHRINE  Hh o
f=. £z, WXITE > TREHECHERIDIELD L
DHAWMREN. TXRI—rAE=ZFVEED
BTG L TITK REELH L EEZ DN

E. #55R
PWS DEZBEHA KSA VIZEITARD HEEIZE
H5CQMEHTE, MXIMEETL, BRB/XEEZEE

L=, S, HELRILOBRHZERTS.
F. iRHE
Tl

G. MM EEOHE - BGKR (PEESDT.)
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AR bFHEE
RN
- PWS BE T, HRTEHREEICERT 2 FRIBEER TEZ A0 2 R H 5
(Irizarry KA et al. PMID27426895, Heksch R et al. PMID29184809) .

« PWS BT 2 FARME HUR IR HEAR TIE O FEERIX 2-32% & A STV % (Tauber
Metal. PMID11146368, Butler MG et al. PMID17304546, Miller JL etal. PMID17431897, Dudley
O et al. PMID18298478, Diene G et al. PMID20395666, Sharkia M et al. PMID23623517). #HJE
T L > TRELS EARDN, FEDOPWS BEZH L LM CiE, BRI T
JEDBEEE L 2% T, IEF X EZ D 570 & STV % (Butler MG et al. PMID17304546,
Sharkia M et al. PMID23623517).

* 2R E TOPWS BETIE, 72.2% (18 BiIrh 13 #]) [ ZHRLE TED « FIEAR « FRIRAR axis %
WHREEDITZ (720 L free T4 {KE, TSH 1IE%H /34 —>~) (Vaiani E et al. PMID20560980) .
FED PWS B TR I R FUR IS EE IR TIE 2580 2 28, Flin & & b IS H R REDS
EFAT 201, FHEMBERORADBES L TWAD AN & 5 (Vaiani E et al.
PMID20560980) .

<21 £ D PWS BRI T HBAIRA Y V—= 7 Of5%, TSHHE, # T4 EIX, @Hxm
EEMIE o T, 21 47 3 4408 LT4 NIRZE1T72 - TV ey, LT4 H 1% O TRH A fafakBi
DFER, 204F 14 G4H 14) IR FEM:RIRIEREIK TE 25872 (Sharkia M et
al. PMID23623517).

« FUR IR REAR TE & ffeE L 72 W R Y, 26112 L-T4 OWNR % Blth3 % <& Tid 72\ (Angulo
MAetal. PMID26062517).

- ORI REAR THE ER2Wr S 7= &, Fn, AREICES EERNRIGERET, L-T4 DNk
ZPAMET 5 & THD (HekschR et al. PMID29184809) .

cHMFOa AL LT, A% 3 DHAUNICHIRBERERIKTEDO A V—=2 7
(TSH, FT3, FT4) #3hE L, L%, 1402 1 BloRE#E L3 5. GHIBREE{T/2-

TWAEEIL, FRICE A2 HESEd 5 (Festen DA et al. PMID17716335, Goldstone AP et al.

PMID18697869, Emerick JE et al. PMID23962041, Heksch R et al. PMID29184809) .

« GH /5 OHit% T, PWS B O BRIREERE 2 M5t L7285 R, GH BRIAT., 72\ L free T4

IPMET L7223, TSH, T3 ICAERZ(LERDRN-7-. GH IREDOFER, T4 1D T3 ~0

TEHAEIN U272 EHEHI S 41D (Festen DA, PMID17716335).

- PWSHEFIZEBIT 5, HIREEREIR THED B ARBCLTANRO IR 2 BatT & Th 5.

P

« PWS HBFITHIT DM EEIR FAEOSEE X, STHRUIZIE 63-100% TH D (Diene G, et

al. PMID20395666) . £7z, HEJEELICIEAY® 5 (Irizarry KA, et al. PMID27426895) .

« PWS BEIZEB T 2 MRS REAR TIE O RN 52 ISR STV 70y, R FEsofE

T O(PARME) OB TR, PRV URROEE (F5EME) 235 L Tnd EEx 6TV

% (Vogels A, et al. PMID18721940, Siemensma EP, et al. PMID22188746, Eldar-Geva T, et

al. PMID19729946, Radicioni AF, et al. PMID21718342, Heksch R, et al. PMID29184809) .

< FERTEY 72 LHARAEISMR T R b o e MM EE R 2%, 1 B B BIRfE & AEXTRY 72

FSH &3 JF R MM AR RE R T E &2 /R J~ 5  (Radicioni AF, et al. PMID21718342,  Eiholzer

U, et al. PMID16352691).

< 10 KB LA D PWS BYEICHWT, A ey BIEMHE, T A AT o A&fE, =25

KFhobvy BRZ23D% (Hirsch HI, et al. PMID26345685). PWS P28\ T, IO

PAPEE GRIECKAN) OfESR, EFEMORAEIE, 7oy LT T15 1k % X 727 (Siemensma EP,et

al. PMID22723315). & 52, BEHEHER O PWS LR Tk, IEW FROT X haF ik &

ONLH fE2S i SV T\ 5. FSH EILEHFEMBRLATE, RIE~ 1B ~mfE &bk 4 2fia & 5.
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ToZENLL, PRMEBLOEREEORAERN L HEEL S D (Heksch R, et
al. PMID29184809) .

- PWS BE D% TIE, Bicdt, MHIRERIKT 2580 5. SMESEEE (AR S 2
THD), BRIV LAERZEELY, REREOEREZRTDH. KR TIIEESS/NEED
K%, BIRCIHMEREREEEZ 2925 (Cassidy SB, et al. PMID22237428, Emerick JE, et al.
PMID23962041) .

- PWS TiE, mini-puberty I[ZIEFIZFRD HIL 5 (Fillion M, etal. PMID17137911,  Hirsch HJ,
et al. PMID25170853) .

 PEARFEREAR TIEODARTEIE, 2 DEREFIC L > TR DA, BEAFREIC L 2 E WO TEND
L #2515 (Gross-Tsur V, et al. PMID22559970, Hirsch HJ, et al. PMID26345685) .

s A2 LRl oS R, B O 80-100% 2R D b5 (Tauber M, et
al. PMID11146368, Eiholzer U,et al. PMID16352691, Crind A etal. PMID12692714, Diene G, et
al. PMID20395666, Cassidy SB, et al. PMID 22237428). hCG {5 ZHE T 2 HENH 5

(McCandless SE PMID21187304) . %< I, #EHREEEM 2 ES 5. SRHIEENRIX, 1-2 7%

F TIZE T & Th D (McCandless SE PMID21187304, Goldstone AP, et al. PMID18697869) .

CREHEETE, SCEEIICIE 69-100% CHEfii AU TV 5 (Crind A, et al. PMID12692714,
Eiholzer U,et al. PMID16352691, Miiller J. et al. PMID9401541, Diene G, et al. PMID20395666) .

ERRERERT 5 16 40 PWS B CEXAHE 1.6 75%) (2 hCG 250-500 Bz, iz 28
4RI 6 WRFEH L72fb R, 128 A EDREF THREOALENS FREL, 23% TREEIZREREN
FTTRELZ. 76%DIER T, KEEEMNMLIETH - 72, BRI T 5 2o hCG
BEIL, BECEEDOREICEWVWHREEZ L0 FTAEMEN H D (Bakker NE, et
al. PMID25109686) . K[E/NEE 72 DB FZERIT, EFEERITH LT, FIFORIIC hCG
Beh AR D Z L 2 HELE L T D (McCandless SE et al. PMID21187304) .

« £ OWETIE, PWS BIRICEHBWT, HAERBS L OVNEHEIICARXRIZIER & ST
V% (Hirsch HJ, et al. PMID26345685, Fillion M, etal. PMID17137911). L2>L72nR 6, WRE
IZPEZEF1L-2SD L FIZ# BHiATe (Hirsch HI, et al. PMID19401370) .

INETpfEEIE, £ < DR O PWS BE TR O D EE ) OmmEIZ A5 & H\UE - T, 37
MYERICR#EA £ U D, VBT A MATarOREIOIEEN, ML NL—= 72T
SH[HEMN S D (Heksch R, et al. PMID29184809) .

« PWS BRI%, mini-puberty NIEF 23K L, A%E» HiE, LHAE, FSHE, 7 A N AT
o ED FRA2FRD S (FillionM, etal. PMID17137911). = 0%, T A KATF o L a5 R

ra e, AREYOEIIK T 5.

BEYINIE KT HE, TARNAT R T ERT D0, KfEICE EES. LH, FSH i3tkx
ThD. < OWETIE, LHIEIZIER FIRASIER TH DM, FSHIZHEML, EENHE
% %95 (Gross-Tsur V, et al. PMID22559970, Hirsch HJ, et al. PMID26345685, Eiholzer U,
et al. PMID16352691, Hirsch HJ, et al. PMID19401370, Siemensma EP, et al. PMID22188746,
Radicioni AF, et al. PMID21718342) .

- ERERECE L R UMD~ —H—ThDH A e B BIE, £< OEEME LU AT
PECITREZ2 WD LR T, HBEEEREOBIZIE, LB L7225 (Gross-TsurV, et
al. PMID22559970, Hirsch HJ, etal. PMID26345685, Eiholzer U, etal. PMID16352691, Hirsch
HJ, et al. PMID19401370 , Siemensma EP, et al. PMID22188746 , Radicioni AF, et

al. PMID21718342, Brandau DT, et al. PMID18241068) .

- PWS B 68 4 OHEKIHITFZEN D, A v b By BIFRIEEMICIZER CTh 52, BHEH
UBAEIZIKRTL, FIFZ FSH BN EFI 5. 7 A2 b AT o i, BEYIC LR35,
SN—kUZANVUTICEEED. —J7, LHEE, AT, 95—k A L&l
72\ (Siemensma EP, et al. PMID22188746) .

« PWS M BT D PHEIEREIS T I1X, PWS OB, EEFEHR LR ABM & RO/ %2 —
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&2 % (Eldar-Geva T, et al. PMID19729946, Eldar-Geva T, et al. PMID19946044) .

« PWS LTI, 76% b OBET, HMAERRZ, BEES/MEEOREMEZ R T 5 (CrindA, et
al. PMID12692714, Emerick JE, et al. PMID23962041) .

* PWS DR L~V 30D THRIAWY. %< TlE, MERRSEIIARZER T, “REEITE
HCiELIE3 % (Jin DK. et al. PMID22844316). — il CIX2 272 AERA L AR 2RO 5
(Angulo MA, et al. PMID26062517, Hirsch HJ, et al. PMID26345685) .

< @E, PWS IR Clix, BEMOR K TH DI EMKITIES 7244 ChliE 525, Tanner 3
RN 4 EA~OEITIZAEIZEN, Tanner5 EIZH|ET 2 EEITIEFIZD 720 (Siemensma
EP, et al. PMID22723315, Eldar-Geva T, et al. PMID19946044) .

« %< O PWS R TIE, FIENFERLARWVD, 825% THRENA LN D, FIFRAEN ITELE
LB 20T D, L LBEAZENKE . E72, WIRNEELEL THLEDOH%RIT, HIAR
THAHZ ENIIFEALETH D (Gross-Tsur V, et al. PMID22559970, Hirsch HJ, et
al. PMID26345685, Siemensma EP, et al. PMID22723315).

MERREREDIRIE L 725 A > B B2 BIX, PWS O A LMEICB W T IRIFEME & 5 (Gross-
Tsur V, et al. PMID22559970, Hirsch HJ, et al. PMID26345685, Brandau DT, et al. PMID 18241068,
Siemensma EP, et al. PMID22723315, Eldar-Geva T, et al. PMID19946044, Eldar-Geva T, et
al. PMID24038925) .

« PWS %otk 61 £ OFERTHIBIIE o, JRARIRE 7 — <0/ S 72 fliR PRI IR 7= 5 23, DN
JRAD RS IR OEITHREE SN D. = A T VA — /VRMEOENZ, LH fEIZFE X1
1, FSH fEIZIES. BEMORERIZER E L5, HITHELET S (Siemensma
EP,et al. PMID22723315).

- PEBSREAS NSk D18 OB EL, FERE, RAOIEEIE, QOL #&EL T, f#

BT _& TH 5 (Jin DK. et al. PMID22844316) .

- PWS BEICxT 2 BEMORHL « #ITOTDDOEERIEREL Y A IEE LW, £
SOFEMZFIZE, Fdt, XK EFREFRMORBIZE S L oiT, BEEOR GG
AR ETNELWVWIERTHS (Goldstone AP, et al. PMID18697869, Emerick JE, et
al. PMID23962041, Heksch R, et al. PMID29184809) . &%, BEMEIZILD Hhiad/e 59,

NERNGWEAEIZ L > TITON A XETH D (Irizarry KA, et al. PMID27426895) .

- PWS BIETIE, @8%, 14-16 %272 > T, BEMOIEIERIE L T D 0REERGE,

TARAT O CAHFERIENHESE SN D (Gross-Tsur V, et al. PMID22559970, Hirsch HJ, et
al. PMID26345685, Heksch R, etal. PMID29184809). ik A B TiX, MARMEREIS FIZx LT
TARAT O AT & EE TS (Emerick JE, et al. PMID23962041) .

c BHRALE IRRIE, BAREAIOSABKIE NS Z LT, L0 AR ETHZ L
DAEETHSH. LiL, PWS EBEFIL, KERECH-NE D35 D720, JNHEES R
AIREMEA & D (Emerick JE, etal. PMID23962041, Heksch R, etal. PMID29184809, Angulo MA,
etal. PMID26062517). 7=, i CEBBEENNIETHDH Z &0 D, WIGHETO PWS BE
BT RERBESCEEDOS >h&E D) A7 O THEE S (Angulo MA, et
al. PMID26062517) .

T ARAT R COFRER T 2EH5AE LWL, Z084E, 1[8]50-100mg, 28 HfE
MO L, RAICKARE CHET S, RRFENARYITET LWL S, HEEEK
ROTEBIRNE=F — DB TH D (Heksch R, et al. PMID29184809) .

« PWS T, AT rA iR ZBET HA0C, MiF FSH, LH, =X har, A
L BOT T 4 —/LORENPHEREIILD (Angulo MA, et al. PMID26062517) .

< PWS & Ri%, 10272 o726, =A T V4 —)b, IF Rhat'y, f BBl
EL, BEMOFMEA1T > (Hirsch HJ, et al. PMID26345685) .

caEE, BEPOBBRERSCEITERAENIC 7 0 —9252, b L, 13ME TICHLERK
DIRE B0y, BEMOEITHAMEIET D0, 16 M E TICHIRNEE LR2IT L, ALre
VIR A BAtAT 5 (Heksch R, etal. PMID29184809). V& DRz 2 bk 4 L #lHK|CiRE %
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BRAGE L, WMIRHIMOBEE I 7 v A AT a0 VB A BN 5. BRI (Irizarry KA,
et al. PMID27426895) .

RN T, ARG ARS DL, TR a A U AREE ) BEEK TN D 554,
AT a4 NIEEZEET D (Vestergaard P, et al. PMID15126995 , Emerick JE, et
al. PMID23962041) .

- BEHOFERCE L LI BRI oM HIOIZIX, O ha b o 8MAIZEE L,

B H 1 2 5 &571 b, FOEVRANZEITT 5 (Heksch R, et al. PMID29184809) .

« PWS ZMEICxtd 5 LT A FEREE, MERE, RLE'L - Tu T AN, BEE, I
B IOV EE IS T T, HINCHRDDZRETHD. RO A o/ s,
L, YaFxra o fEHEOMAEDERZIT AL T (Angulo MA, et
al. PMID26062517) .
cMEZTEA FORZIL, PWS BEICBVWTEEEDIKR T2 X7-7 (Butler MG et al.
PMID11745993, Vestergaard P, et al. PMID15126995) .

* PWS O ATIE, AT A RREZWVEEERTICHELTWAZ ENHMLRTWND

(Butler MG, et al. PMID11745993, Vestergaard P, et al. PMID15126995) 7%, {44 /1E 2 D
WML VAL, fFELRRV.

« PWS O BEFEW B i, EEMRAOKRIMIN LARZRRMALZRD 5 LR, Y=
R=T7 (FHAEOHED) CHBEEOIKRT, 1Z&A EREZENSRWER, RERLECXR
2% A7 (Bakker NE, et al. PMID25668198). Z D7=8, HHIRESEFITOY A7 #HF7
5. AT aA ROWBRIL, BORE, HNE, SRREEZSET 5 (Irizary KA, et
al. PMID27426895) .

CRERARVE AL, AT A FRTE SIS, BV A ALME 2T 5 (Longhi S
etal. PMID25577526) )

T A MRT L, BEMOPWS BIRICHEBEMEZFHER - MEIE L5601 5. FAHIC
L oEERIL, EFHC XA MFRED ERSCRTEBET D 2 ENRTX 5720, [TEI EDOR]
BILEIHEC & 5[ REME 2N H 5 (Goldstone AP, et al. PMID18697869, Emerick JE, et
al. PMID23962041) . fPNIVEDRET A N AT v CHAITIHEEEZ G L, HEERSHTER
BT L W< (Goldstone AP, et al. PMID18697869) .

« 7T A AT 1 HA| (testosterone enantate=TE) X, BWEMEZEINIEAH EE 2 5T
50, GEHEITWD b TiEAwy. LaL, TE ORKAE (200-250mg) D 25% D /b &)
HRMAL, IEW FROT A NATa AMEEHERFTHE T, HRAICHEL TN 2 &3
S5 (Angulo MA, et al. PMID26062517) .

- hCG B ZHUNCET 5 Z & T, AERBERRL, +92ER3 G o5 0HEN
& % (Eiholzer U, et al. PMID17374959) .

- PWS BFIX, 178 LORMBESCHEBENRIERZRODL VA7 B@mN2 &b, BERLE
VIRRIZE T, VR BEEMT 2R8NS D 2 L2 FRICHH L TEBIRETH D

(Heksch R, et al. PMID29184809) .

- BET P FoFdiE, PWS BE DS Lt 14-30% TR ® 54 (Schmidt H, et
al. PMIDI11195029, Angulo MA, et al. PMID17567883, Unanue N, et al. PMID17085944, Crino
A, etal. PMID12692714, Siemensma EP, et al. PMID21521261, Emerick JE, et al. PMID23962041),
FHNCI B E 2780

- PWS FB#F (I TZ)E%F%? RLUF 3y, @EREICITETET, TR RREOIK
REFRORNTZD, —RITITRMELZZ 6N TND. FEITIE, I LRIBAESLIHEBEL R
VETHL I L% R%a‘é (HekschR, etal. PMID29184809). 7=72L, FEFH DIk HEL

L7aWy, T7bb, BIRTIEKEEAEN 4mL 28 27202y, R TIEEE 2 Tanner 2 £
IZE LW EEERS 74+ —1 508036 %5 (Angulo MA, et al. PMID26062517) .

- PWS BETIL, fEREEZ L LT, BB Fas 'y (i DHEA-S) 23, /NEEIZIX
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B EH L CWA, @l AIc7: 5 & EwIkd 5 (Hirsch HJ, et al. PMID26345685,
Siemensma EP, etal. PMID21521261). RIS E O BN Z & 2R L CU 2 AIREMEDS
&5 (Siemensma EP, et al. PMID21521261).

- BRET R AR, B2V LEIBICHT A 2 X0 IGF-1 O Z&FEHEINNRA &
HERI X% (Crind A, et al. PMID12692714) .

- PWS B2 T 2 BHFImOMRIEY, (IMEOFEOHALHT) 7 KL x5 LT

WD ATHEMEAY S D (Schmidt H, et al. PMID11195029) .

PR EE R R, Bk, PWS BED 4% TRO 5D (Crind A, et
al. PMID12692714, Schmidt H, et al. PMID11195029, Siemensma EP, et al. PMID21521261) .
GnRH analog OIRIFEIL, WS & 1372 5720 (Goldstone AP, et al. PMID18697869) . fE5IiZ{fH
BRAEMRGTXETHD (Jin DK. et al. PMID22844316) .

« PWS B TITEAMEOHE 1L 72V (Emerick JE, et al. PMID23962041). PWS ZM: Tl 6
B O HPEN G STV % (Heksch R, et al. PMID29184809). 15q11.2 fEIK D K KLA AT 5
6, 50% O T Angelman JEWERE D BE Z HET D AIREME2N H 5 (Schulze A, et
al. PMID11332942) . F%B%, Angelman JEMEEEO V2 HE L7 E 1 H D (Akefeldt A, et al.
PMID10576646, Schulze A, etal. PMID11332942). L7223, PWS ZM:TlE, WYI7R4EH

(10 fREARE, AEFHPIREMEHD) (272 oo DYEHE (MATASBHEIZ SWT) 2172 WERH

% (Emerick JE, et al. PMID23962041, Irizarry KA, et al. PMID27426895) .

- PWS D —1%, M EZAET S, 4 v B2 B3 20pg/mL LA E (Z DI ETH
D) ThdE, EHEMENRTZND AHEMED D (Hirsch HI, et al. PMID26345685,  Eldar-
Geva T, et al. PMID24038925) .
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BT, EAEL - KA

- PWS BB, FUR THEFICER T 2 PRHEIE R0 ) 227 2H 3% (rizarry KA, et
al. PMID27426895, HekschR etal. PMID29184809). K Fifin> 5 DA +4y72 CRH 43 Wb A3 i
EHERIEND. LavL, TARMERIB A RO EMHERREBRIIAAT, HERFORTH v
T U ARE LN TRV (Irizarry KA, et al. PMID27426895, Heksch R et al. PMID29184809) .

« FHXPERE R OB & OARGRBRNSEAR N ITHA S TRV, Ix T, AJEICA
iR 2 4 0 IR T UERH L0 E D B A TH 2D (Heksch R etal.  PMID29184809).

< 15 FY AR, B, ZotE, FRE THRMERIE A RO U X7 REnEHEIS LS

(Corrias A et al. PMID22150958) .

+ 2008 4F, overnight metyrapone test OFE %, PWS BE (25 4) D 60%(Z HHAME R AR 4%
BT, EEEITRE W 0D, AR LVRICHT DRIBOKIENEE SN TND &
Z H#L5 (de Lind van Wijngaarden RF et al. PMID18303077). % Dtk OAFT CHE I3k C
14-15%T& 5 Z & 7R S 4172 (Grugni G et al. PMID23311724, Corrias A et al. PMID22150958,
Connell NA et al. PMID20718763, Nyunt O et al. PMID20810574, Farholt S et al. PMID20980432) .

- FRRPERIE AR ORERIE, Fax 0AMREBRICHT 2 2T Y — VORISR R 2RI,
0% 5 60%F THEA % %  (de Lind van Wijngaarden RF et al. PMID18303077, Grugni G et al.
PMID23311724, Corrias A et al. PMID22150958, Nyunt O et al. PMID20810574, Farholt S et al.
PMID20980432, Connell NA et al. PMID20718763, Beauloye V et al. PMID26329144, OtoY et
al. PMID29696788, Obrynba KS et al. PMID29959886). f > A U A fifaklk, KA & « @A
B ACTH HIIERER, 7V h = Hli%RER, overnight £ F 7 R PNl ER 72 & #x DAL
B2 DT RE R ERE STV L0, MRPEIZERR-THD (EESHR).

- AR R AT, PWS BEICRBIT A EVETE R (FE 3%) DOJFKD 1 S & HEH S
TU% (Whittington JE et al. PMID11732491) .

 JRIRARBICIIRSE L 72 PWS BE OHFIRE R, BIFOEEN/ NS W RS L
B, FAXPERIE AN GER O AT REME DRI X415 (Stevenson DA et al. PMID14699614,
Schrander-Stumpel CT et al. PMID14735579) .

c FAPERIB AR 2T, A R VA FIZBWTCOREZ 5 e % 5 (de Lind van Wijngaarden
RF et al. PMID18303077).

- FHEFR M PIEEEORIBAREZ 2L, WHaLF oA/ FORLETEHRNZEIE L
PWS O EFHHE A ME ST % (Barbara DW et al. PMID23024738) .

OB U ANA RTA IFEE LRV, PWS BEICBWT, BIBHREDOMAE T2
ZEERHESET 5. 2y, GH BALART, SMEBMO R KL AD DRI OBRIZIT,
ACTH & a2V F Y — L DEZRET XEZ TH 2 (Emerick JE et al. PMID23962041) .

- I E ARV IRIEDS PWS BB DORIBHEAREIC LT T HEII R TH 5. GH 1T 1B KEEML
AT uA RikHFEESE 1 MOEEAETIE2 2 L0505, HRMNIDIE, BIBHESEEZREE
LAREMERH L. LL72A S, GHIEROFET, PWS BHEOETHKITEA N
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END, ZORREMIIGEN EE X 54115 (Tauber M et al. PMID18324685) .

- PWS BFITH T 5 HARMEIB A RO O s Mol R IcBA L <, a2
A I A FFAE L 72 (Emerick JE, PMID23962041, Heksch R et al. PMID29184809) .

« PWS BE 1T, FESCMEMN: & WS- ERZ 2 LI W=, BED FSEREZED, AR
BIA N L ADERIZ, TXTOPWS BEIZA NV AED AT v A REEZHELET S ER SV
% (de Lind van Wijngaarden RF et al. PMID18303077) .

- PWS BFH DMK FINOBRIZIE, PEarTF aAf ROTHEGEZEBET 50, D
K EBHEIBAREDIEREZZTIBREICAT oA FE2RETELLICHELTHL L%
HELE L T % (Barbara DW et al. PMID23024738) .

c WD D RFPIFOMEEE B3 D EORNTIE, FARMERIE AR 2Z S =3 mREtEn & 5

MEIMFHI L, BIBHEEENIER EREBA SN W R Y, BRI T AT 1A K5

175 Z L HHESET 25 (Heksch R et al. PMID29184809) .

 FPRKPERIRR RNGE S TS, B D I E O PR Tl 30-50mg/m2/H, 453 D

PEaLFas REG%2, KPEICHEEORTNICIE, 75-100mg/m2/[BlD AT 7 A K % #<0

G35 2 & 2 HELET 5 (Heksch R et al. PMID29184809) .

- JE3#S° BMD fBfE D B TlX, A7 84 FEEER 525720 E 9 127EET 5 (Heksch
R et al. PMID29184809) .

* PWS B 2 FFOR TOFREIZ, O, PWS BE IR THBEEICERT S
HFAXMERIBE AR A7 3552 L, QRIBEAREDLEICE I WIIERE XTI, &
HAEHREL T MLENH D (Emerick JE, PMID23962041, Angulo MA, PMID26062517,
Heksch R et al. PMID29184809) .

- F7, BIEOEFFICEIBAREDIERNE Z ~ 72586, &5 TEdL), HEICA ML
A & @ hydrocortisone % & fii & # T ¥ < ( Emerick JE, PMID23962041 , Angulo
MA, PMID26062517) .
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&# 11 : Bardel-Bied| fE1%# Clinical Questions
Bardet-BiedlefEERE (BBS) 7V =H N7 ZAF 3
o BWEUET? WKBZWIN AL THIHN, AELALEN? (EEH)
o RIEMIEIX? FHAELELEDON? HEHICEDZEVRHDHDN?

o HRIZMNC EATRIEENH DL DN

(a) Z450E, MABEEAREMIE, ZERE, EHOW OEGT HKEE
Alstrome syndrome 7¢ &

(b) LAFOJEIETIE, BBSOEERETICEREA T HHANH D7,

FEIBBS & —HB 72 5

Joubert syndrome
Meckel syndrome
McKusick—-Kaufman syndrome
Leber congenital amaurosis

Senior—-Loken syndrome
COACH syndrome 72 &

o FEEEMLETIZEARLONHLON? (BE2)  FEIMNE L RSB E
o BInTMHTIZNAEAN? BT OAY v MI?

o ZIRIELISMCED X D AR/ FRIFENH H DH?
o HABABELEMIELIAMCED X 5 RIBFRENH D D)2
o ZEIBLIMIED L I BBIRENH DD

o IMEZREE, MARMEREIRTIEICRI L T
(a) MERINZ K DEV L ?
(b) BiElcBT HIEEIL?
(c) ZMEICBT HIBHIL?

e BBSEEZLDIIICT7 A —L TN REIN? ZRFEO#EBEL 2
o XMERIELISMNG, FFRMNIIBFRIETH D002

(a) MM PEIEICE LT
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(c) PEWGIZEI L C

o BInTIREEDAHEMEIZ ?
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<#&F1> PMID10874630
Table 5 Modified diagnostic criteria

Primary features

Four features are required to be present of:
Rod-cone dystrophy

Polydactyly

Obesity

Learning disabilities

Hypogonadism in males

Renal anomalies

or

Three primary plus two secondary features are required of:
Secondary features

Speech disorder/delay
Strabismus/cataracts/astigmatism
Brachydactyly/syndactyly

Developmental delay

Polyuria/polydipsia (nephrogenic diabetes insipidus)
Ataxia/poor coordination/imbalance

Mild spasticity (especially lower limbs)

Diabetes mellis

Dental crowding/ hypodontia/small roots'high arched palate
Left ventricular hypertrophy/congenital heart disease
Hepatic fibrosis

<E&¥ 2> PMID29487844

TABLE 1 | Known ganas causing BBS.

BBS type Gane name
BBS1 BBES7T
BB52 BBESZ2
BBS3 AR &
BES4 EBES4
BBSS BBS5
BBSE MKKS
BBST BBS7F
BBSB TTCS
BEBSO EBBS9
BBS10 BE5TO
BBES311 TRN3Z2
BBS12 BES5T2
BB513 MKST
BB514 CEP290
BBS15 WoeCe
BBS16 SOCAR
BB317 LZTFLT
BBs1E BEIFT
BB514 127
BBES20 IFTiv2
BES21 CBorf3r
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&H 11 : IMAGe fEf&ZE¥ Clinical Questions

2 1) =hILY TAXF 3 > IMAGe syndrome
. ERERFER
1. FERNFEEEE (intrauterine growth retardation: IUGR)
AFDRIZEHEITS IUGR DFEEIL?
IEIRP DEMAFFRIE? (BAREHHENEE. IUGR HIHE., BEEOHENL L)
2. BRIWEMBRA (metaphyseal dysplasia)
BIRE M REDSEE L ?
BEiH4 (Osteopenia) A HFDIEREIL ?
3. %XHEEIBIERAL (adrenal hypoplasia congenital): BIBAFLER. REBFRLE
FAERFHEAE 2
BB TENEEEF?
4. SMEBREYE (genital anomalies): S/ AR=RX, RETFHLZE
o FRTORETH. FBBEE. YAV ORZRDEEF?
o EERETHALAEAMELN?
5 Z0ih
=23
o HAZRDEERNEEX?
® GH 7ibgElE?
® GHRILEVEBE~NDREIE?
o EKRERIE?
o BEHRXBHIEEN?
BE3R (EL%'RED)
® RIAEEHOARE (HEE) (X7
o TFTHTLEWLWRREDAERE (HE) (X7

®  Smalllowsetear DEHE (BEE) L7

& W=AMOEER. /INSHFEAE Siver-Russell FEIXRBFFRDEEIRDE &
R PRFE

o FIMIFEEZELANLEF?

o (EFRm@E (DEM@E) TOMEFGELHN?
EREE

e RBULWFEOHEEF?

®  Craniosynostosis D # &l ?

o {AIEDHEL ?Slenderbone DHEIL?
HWETFBODHEEIL?

Il. REFRR
ETOREIBRERILEVDIET : BEFIORELNH D
(1) mehaFJ—ILDEHE
(2) M7V RFRFOVDIEIE
(3) mFEIBHT7 > FRASTUOEE
(4) ACTH ARRERTIRTHREIBRERLEVOSBHET
BEFIDOFEIL ? BRAB CREERIGE R LIZIGEZEEN LT IO ?RIBRERKELZDRH-L DDA %
BEFEHY ETEOM?
mrh ACTH =&
3. ERZHICXIEIBIERBDIIA
BB ERBROSEHNA RS & UREOERZEAIL ?
4. XBICIIREBFOEHRWELRK
BEEAROMY DT ULREFELHIE?
5. BALVILREZDRDHIEENHS
& SHILVOLREZRODHEE. BIURKHIK?
o RTEE. BHEDAEMEEE?

-

e
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o MFAILIHLEEIX?
6. BFEROET
BEZROLIEEII?EEDETERRTI5ON?2 ERTNRT 50N 7

. ;B=Fe2
Cyclin-dependent kinase inhibitor 1 (CDKN1C) BinF (BB ZLER)
® CDKNICEEDREMDHEEZEDNDLSICT HM?

IV. Br4VIEH
DAX1 BEE
SF1/Ad4BP RHE i
ACTH RiGE (AIFV—ILEE. 7ZILFRXTAVIEE)
KX RA FiBRRE

BE, JrA—7v7J
1. BIBFRZE
o FIBFRLAEIZHT., IMAGe EIZHEEDBET 5mhH5m17?
o HEsEDODEZREIHIMN?
® XILAEDFERE. hDAEEE?
2. BERILEVARE
o HERILEVHBIZEEMN?
o HERKRILEVAEOERMEE?
o BEFRILEVEESEE (SCAHEESRDARETUHLOMN) ?
0 HERILEVARERICKDIEHMHEZLZLIN?
3. NHEBEEDARRE
o HSNMBEEDABIBLT, IMAGe EEHEENEET HENHEIMN?
4. EBERSERAE
o fAZE, REFEATRLEEDEHENRRES LUV I74+0—7y TOHEEIL?

BEADVEYVY
CDKN 1CERZRIETCEHUVEBIZHT D hoow U552 ES5THM?

Genotype-Phenotype correlation
®  Genotype-Phenotype correlation (£ 3 % D hHs ?
o EIBFRLZRHLWRETHA Siver-Russell FEIZEE 1 IUGRHE & R/MERAFD KR T COKN1C Z£E (BH%
TLIIL) BEESNTLSA, IMAGe FEIEEE CNOLDREDA—N—Z v TELEDLSITEAT HH
HFIZT7+0—T7 v TOAFREIZDIT)
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EARER R NER FET )
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1. BLA B LOYRE

[7%HE4] Prader-Willi JEfERE(PWS)

[FRE] PWS (% 15 FYetafk q11-q13 SEIRICNAZE T D MEHFR OBIAF OMREIERIC L W £ U D, 156 FYefa
& q11-q13 FEHIO R KIZ L D OB 75%, 15 FHAMKD 2 K bR TH 5 RHE UPD(maternal
uniparental disomy)iZ X5 & D2K 25% Th 5, FNRFEKE LT, 7/ 2RV iAKZEZa L br—/LT 5
imprinting center IZE®F 2 HT 5560 HY . ZOHEITRTFORBIZET 2 BMHRBLETH S, PWS
135 15,000 HAEIZ 1 ADFAET, MR, AFEZEITR,

2. /NEECBIT 5%

ek ]

IR PICIRENDOIR F 2788 5, BB (7 —F > IO, ROFIEER, FTREXoOfkd), hSRTF
B, EEARIEKT, REFHAR, KR, MEISEIRT, IRBIRE (WRME, T, =l L), Mgk
FERITHRIT D X 5 725). BUE D] -7 Z (skin picking). #EEI7RZFEITE) « FEMERZRD D, HIK FEO
BEERENZ O DRIEL B DD, LUTICERBIORM AT,

1) A - 3L R
AEARARR . WFLPRTE . EEVEEEN ., BN 20 5, WIEEIG LT, BERELLELTLHE
LD, BRTIHERBRSI 7 aX=208 90% L FIZiE» b,

2)
IR L0 BHOTHEIC L 2MENHB LIZ LD 5,

3) /N
WENT L hr— L ENRWGEE, B ETT 2, RS MR RE - ATEV R R, EE. 27200,
EEIROITEY, YRE. HE(4. skin picking 72 E)YRNHE LIZ U ® 5,

4) BRI
A 2 AR R - ATENSR T 2350 < 72 > TS D, JRIEISAE O BEIRIN O FIE BN L TL %, PEPEREIR T2
K42 “IRPEBORIER, BIERLARTERRIAETED D,

W ORHY & RAE]
BrAERMNICHERIRR T2 ZBII2E SN D Z EBZ00, WTOERE THLR2E L) D[1]. JEREEL
DEHNZ DM %, BlERAIICIEL, A F/ALRBRIC LV 156 BYL AR D PWS BAEFEICACH KD IEA F /11 DMR
(AFIALRIEREE) AL LRV Z EAVRES L, PWS OfEEZRT & 785, £ D% FISH &7 & & v
TEZORKRERKET D, Ll AF/MEREZRRZIE TIT 9 Z &N TR0V, HEMITIE, PREGEHE
THFTRIEE T D FISH 52 EITITWRKROAEL MR T 5, RKRZBOLRWEGEIZ, A F/ERARZIT O
(BFFRE LNV ORA), 7 2P =/~ UIERE T HRIBAL (REBIH SR OYAR) OXREEZRBDD LB H D
7, BRIER ORI EEZE TH D,

[RGBBLE D 7= 0 DR A 1]

WS D REA O 7 3 O (MR FAT & FEIROITAT 5 o MRS BN M ORI 44T 5 7 00\ ke s & TR
79, GH I EAT> TV BEAIE, 2 ORNER OO OB BT 5, BREUIERIC L, ke
A AAT 5.
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2) IEENEE
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