1.1

1.2

1.3

2. 1.

b A R P B B A R A
A A BRAMEEZE R B A TR A 3 (EBERER) &3

=y
BRI ) 2% A

RSN AR S, 205 1 FLIBR I L Ja T /M RS S T B (R PR IS 26k A 4E

PR 7 BRI E, 7 AT ORA NS -
BR8]0 y)1]58 3

WA & R Z15E , BIRCRAA IR TR & [F-5 A B s & R A1
Az Al DRI & o9 AR & FARZEFHH, UERERuE. E
W & R 20k, AN & R IR RN 20k ERAFRTERL AR & R 7R

TR
ZaA
BRAFLIES AR £ R ORI 1K 52 35 AR AA N
TREREA A
REFTE

TEARBTHATRI N, B RN B SRR TR (B 4. 1) 2 HiRA I A G L%
MR (LBEN 4.2) 5, b ARIEMEEN CRMEEFE. BT, §8HX)
Bt (RN 4.3) MEREAE (WX 4.4 FIKHE (WX 4.5) G
Ingss & F e LB ERE—EE (WBEN 4.6) « EWHE (WEX 4.7 K
A R 1 e PR TR 1 1 2 5 FO@E PR ) (LT iR “ 25 fh RIRTE
(RN 4.8) O HFIR)—FhERZ A EBm (RN 4.9) , XAIT bR R A
(06 7 LA LR EZAE (LB 4.10) WL HRe e, (B 4.1 %
H, REAFEIRL E M RBEH)E, HREFRARNAM LA IRed R
HEs. FRENAMERAEN TN —TREH, AR A SHAE

NEe N, FHAEORR S A2
1 Bk ——E B RS MG 2 3

FEARBIHEI N, B ARE NSRRI &b e NIV E SN (REEEE. B
TN GEHX) BRI RHE VRIS AR S 2 E KB —EE, A
J7bR R AN U HAE R B RN L &R (LB 4.12) e

nn%ﬁﬁ:

(D ZFE A MANEBRETREATTRAT (LB 4.13) , ARt
T3 R A v B oK 2 vt B LRt v 0 2% 28 o U B S R 7 B D0 S A PR ¥

B, HABREB ARG B REZ R

1/17



2.1.2

(2) BRFEEHMATFTHEAEL 30 H (FFE 30 H) ;

(3) FFEMIFE B AT TURET B IR AES R PR A G R4 E
B e ——E ¥

(4) ZHFE LA AAE R H e B E R & B EHE /it A e
EFEETREREGY (B 4.14) MaERTdY (B 4.15) , HEH
P mER (BBEX 4.16) R

(5) BRI ANTAELRRY A T 52 2550 K iR Ak T BBl e e 245 s

(6) BRAFLES, BRKAMSEL T ETFRe ey mel, FiRRRARE
AR NAT R B ATy %, BARBERAZRK “3 RR&HIE” T “3.1
M PR —— B B e MR S 2 R B R AR SE 2 IR S B AL TS B A
miEL” .

5 25Ar R AR B S 16 Jee i ) 2 Bl —— B B VR T D R S R B AR 1 fie e
—EFEBKN, SIBERBRATEAERESBENE—EER, RRA
SERHEEAKBT REVBETAEFEFEEEAR. BEAETEE A%
J530 HA (&% 30 H) BB —EEBIMEEZ A
5 093 % e 24 i 3%

TEARBIATRI Y, AR AR SR R 4R e NRIEFE SN (R EIEEH. B
1 EEHIX) B R R AR iR S ARG RLE R, 97 5SbR K
. 07 HA B BRI A2 LT SR A R4 2 2 i B -

(D ZAredmAnERERIREF AL, BT FearEER
255 B B R R R W B TS B RERE R VA B, BORBORKY
N7 LR 25

(2) BRIFEAMmASAEAET 30 H (F% 30 B ;

(3) FFEMIREE L WA TS TURIEIT B IR AES R R YIRS A G R4 8
2 L9

(4) ZHFE 2 A AUAAE RN B e EE R M B EE Rt D
EHE EHRERNRZAY, BELENZHRBELFTIRT;

(5) BRI NTUAE LRI A F 52 45E SE LR Ak T BBl B RE SB 245 5

(6) BRAFLES, BARBANMISLL T 5 e il RiRRRARRE
WRRRAANARIIE ST %, BARERLAZRK “3 RRERIE” T “3.1
Wtk el —— E B R A A A B 2 RS B R AT SRS
miEsE” .

F A5 IR R 8] JE B B % 8 L VR IT IR &R, ST AR N TS50
JEAIRHL R, RBA GRS AR E ARG RAENE T A8 R TEEE N

2/17



2.1.3

2.2

K. mRmAEEASFMHE)E 30 HA (525 30 H) MFERIFEA BEM.
Rt NZm A

FEGRIS I N, BRI NESR AL P NRITHESE N (REHEEE. B
1T~ BEHXD BRI L RHE YIRS S A FL5ER R SRR D25 &
IR ) TSI A MR B, 16T BRI R A E A
[R5 2 AT KA R S Rt D ge (RN 4.17) #A:

(1) ZHF e MAEA A R e KR BT LB 4. 18) ERIERAE
TRRATS, HRe 25T /A E E x4 i I B E B R 1 E X e X 25
oo M A B O T A K 25 B U B P BT S B KE RDRE A R iR A B, BRI
ARG TT 06 7 K2

(2) HIRFFELMETHENBE 0 H (FF 30 H) ;

(3) FREHIR B 20 b 75 (R B R NAESE R AT A 2 B A & R 40
SE FI 2 i BBRIRTR B T8 1R R B 5

(4) P RE 2 L BRI N L0 % 28 i KB i B b 51 243

(5) BEAREE ANIIES & R FT40 %8 KRR e R T AU I SE B3R b 75 Hh B 91 IR 52
Zih;
(6) BrAFLIES, R AIGTAETTH FroRe e 2o e, TIRREATEE
RSN R B T %, BARRELA%RK “3 REEHIE” T “3.2
Rt DRI HTE. ZMLTr s RMARIEL” .

o A (R ORI 90 161 JBB i I 2 24 s S B TS B+ BT B B0 BV T TR 45 R
X AR A TS5 R R HI R 12 20 0 RBRTE S T 5B Y, ORI A\ k8K 3H
RAKETRENRTAGRFVERENN. BRABEAaFRBHEE 30 HA
(&% 30 H) et D2 a3,

K2 RBERDN, HREANBEVRERBEIZ R ATAAN
e 250 B R T RIS @ TUE AT .

TR LRFA IR L M, RN AL AR 2 i 3 =T
RESHTHE. ATRKFHENABREAGASGHF A, NRIEFEREZ T
PRI TS BERE T .

T E=RFMH, REANEMRACHABIE, KIBLE RS p
TR OREE AN T PA L =K% Al B RIHA AT &8 A AR & R 258 HIRE R 245 i
BRETRESBUIR, HRIHAN B AXBREZ 3BTRS S5,
PRI A 85 ORI AFER S 245 i B B2 T (RIS 0 B B RIS STAE L.

M R U AR AT A e
A Mg & FE AR . SR BRI TR A ST S AME

3/17



2.3
2.3.1

S LSRR H BSBONR. R ACZNHSERESTRE. ARE
TTRERSE=ZT (RIFEEMRLETRR) REMERET R AMER, REAK
Xtk BIREAME B KRR I BT R, BRI S RN L e R ES MR
R EHIFAE

ERRBA USIEARETTRE A B EST S BHAR, BERKETHARRK
RERETREERA R ESTAMER, R AR & F R L 2 K454t
ATRERT
AR
FTIRERREZ—, SBHRRASHREEL RN, REASKELSMN
R @ TE:

(D) EB&RTEART SIS ERIRE;

(2) FEHEANRFIMBEF 2 SRERRHX, PUREBERHTEIX. 8]
FRAATBUX N S X 26T s

(3) ZydhabTs HTT B 5 E K20 0 B8 B RALHE % 2 fh YL B R B S B
& NOIEA R BT s

(4) FEARE T8 BRIATT B2 IR SE I 24 5

(5) REERABW BITHATEMETT BRAREEAELTT BATIELE = A K13
Hls

(6) BEFFAEAEMATTREN, EREFELTTHIEE L RIETFHMIEEE
A BT ASERESTAEM T AERI BN (DB RIREE BN BRAERER
W, EIBTAEIREST AU AT B3 F AR BT ALY (BAERST SRR SR RIS B
HHE); BERFEERALTT, ELTIERT 30 REHIZ M5

(7) REFLERE BANTTHRRERET IGT R ERER;

(8) RALIYT FFEHAUBRER I THEHERIIRYT , RIRARYT FrFE BN VF AT Btk
HERZRERZY, UK ERIGITERE A SE G SR 5

(9) fERARREE K B EH /AN, BTREERARHFH
O HEHE B IE SLRE A 25987 5

(10) ABSRER PRI REUE B 25 b o 45 ORI A\ T Fee 28 ) ST P ol ——
I UA B AR BN R

(11) BARBANRBRRI, SEMELFER, HENZnDERRNEE
PyakaEM Kzt ; (2R TRMREIZ —: SSAMf Rk H8 RECIST (S24k
BRI ORI HEAOR R, R SCNMZS; Ryl (B8 A IR,
ZREEFHERE. FRAAL. HEBESILRAGBEMNR) EifK ¥ TR
FHIRERE MRB/ N ERURBE, SAEIRIT IR, SRR ITE, X8

4117



2.3.2

2.4

2.5

HEHEESY. R, FeRERRNSERETEEIN, BHRRERK
ik, B CNE):

(12) BRENELRZABAFFE 2. 1. 1-2. 1. 3 HHER;

(13) B MRAEER, NBESWH R SRA R ARG R L€ B
B—EE. TR BRI B SR B B R IT 5

(14) BARB N R A A F L2 PIRFEHEAT IR & I A B iE R B AR E I

(15) ORI N T R ST 8 24 it R H SN TE DR IS 18] 19 49

(16) BARBABAT B —EER EA MEERN VBN 4.19) %
A (A AR RS B o),

(17) S RYESEIAE (BRCAL/BRCA2 HEE RBFRMAME, BAttIERPRME
SEEE, TR Wilns 98, 2 - HhRJELRARERD Li-Fraumeni ZREHE) ;

(18) BARB NPT EAE BB, HEAT EERINA DU s FEhE A5 1,
RERHFEE BT RS T VG TT R E = ARG R

(19) BARBN &2 SIEEM I RFIRNERZIRG . RO BHRHAmR
R, BRBGTIRRE TEREERZ i F R .
BRR A HIRBRRERZ HE, EERPARTRIEESRES RIS
F T2 MBI —— B IR AR E BRI, M & F o g ik
R AR RB L LE, REEASKBAEMRRETE, FHBRATRBEZHK
PRI N FIAR B 5% o
R &8

B RK AR SR R A AR B8 AHZA R CRKE 8 FTAE R B i PR
.

A& FRRRSBEBRRANSRRADEFE, HFERREHEHA.

BARB AR S — 2 e, ERRE AN EEE.
gfR

R ST TE] Je 3 e ORI S, 30 ORN 75 2 3T ) AR A ] R 4R R AR 7=
i, FFAORE N FE, ZCONORIE 2, SRAFH IS & Al BEOR A AT 7E g 4R 3=
6 TRIRSF [ R B N PR S AR A B & 7D

K IRA FIARMMELRER, HERETHHEEZ K, RHMEERARS
SR

(1) AF=HEEE;

(2) PR FIERABRT ERA R R RER;

(3) BRRAHH;

(4) BRENCHSEBMHE—EE. FRRUARRRERE, iRk

5/17



NIREAZ W2 A5 15

(5) BRASTFRE NS RABE B ARE N B S B4R i 1038 R B AT
WML EM NS, RUMMERR AR ERT REAR, REANCEBREMRNK S
Iﬁ]ﬂ‘];

(6) AP & [F R ALK ST AL F B E;

() EBRERARFEERREAM .

B ORE N WEAE CHOR DR BN B0 FEA 8 RRERS ™ it » B DR AT AESE ORI H 39 A
apillael A PN UNGEE PGB i S B 7ol S 2 R VS S 7
PRI & H
Ttk — E R BN R L A E AR E 2 AR . A TT S
it I S

TELRISHAIE Y, B ORB ATESSRR)E, St NRILFES N (AEFERES.
W7 BEHIX) PR RN L RHEE A 2 e SR A R 240 R B IR —— E R B
ZE LI YR R RS N 75 72 DR IS N A5 58 245 15 ) S R A T L 1R 243 Ak D v P 7 W
I dh, FALME LT URAEEAT SRR . 25 5 AR5 o A% AN 24 i 3K«

(1) AL EMZG AL T7 B %

DRI <8z FR I N T DR e N 52 52 G I —— F EE 52 AR SE 24 i B0 DL R 5E 26
AR AR TE (URRIRR “8ABURE” D, JFRAE TR SR

a. (R S AT HE S

b. AR BRI R 5 BHIEH 5

c. XRFHERHIEHER . 5 BANER, SFEEARTERHENITE R ER
WRBEL EECES. WEAERE. BEME. REARRE. BTFRAR
YREIE. ARG RESERM . RS HIEARRIRIRE AR A EIRAEHH,
RIIRGEI B A H AR

d. BAETFR KRR AL TT;

e. BB R HISNEZGUER ;

f. RS HIRAFTRRMN SFNRRESER. KR REREF RN
FCABE R B

g HRREHEAZRMARIER, ERRERR SRR ELS. &5t
ARIZFEN K S HIE R SARSUE B SO . 228 ARG REFAT AR ) N B R R
BTARAAR, mEEFAAFSRES, HREREES AN SHENSE
Ek

DRI NI T 32 BEREEAT 24 fh AL T3 8 A% o 5 ORI < S NSRS I AH AR AS
A2 CASZRF 25 8 AL T3 o %, B R S MORE AR AR G (R S A B0 o 5 R AN SR 24 i

6/17



3.2

AbT7 I FE R, AREBS N A AUCES SR H— e ORI 4 H O AN Kb Fe S A SGIE BN B
£l

I RARKY & R AR R R RE L7 iR @, R AN RIBAA
R e 25 i B R IT (R & I 3R AT

(2) ZimIak

T 29 AR BUHE SRR S 2 b 7 B IRE RS N B S, TR R R 5] AR
W< BN, HEHT A A2 Ak T7 ORI G HHE N S DR IS N IR RS b A SR B
N5 LRI 4 HR 1B NI 145 5E 24 )5 B L2

e RG22 ORI N A% 5, DRI 4 B IE \ AT Ik £ £ 45808 25 B B2 i sl
1K) ETIIRSS, FEFRIAZ) ETIIRS, ORI K I 24 10 10E 47 74 BE IO I 21 TR IS 4 H
BN JE R A, ORISR E NI 24 i I AR AT 28024 it A T ORI 4 R v
N BRI N B R A e«

LRI 4 FR 1 N I R N 5 2405 D) S 4 AR TR AR B AT (0 24 i, 4 e
TREG N SRR AN e 255 BB = RS (WX 4. 20) BLH:45 S 4RI N Rz 41
RIS G 1238 7 () e 52 2t B, ORI Bl N TJE 7 S AR 9 A, {BAR B £ F
BANEAXAARTRRFEEE AN R R
RO RN ETE. M) s RIE %

TELRBIATE A, B OB ATESEAAHASG , B ORI NFESE RIS 22 e N IRIL AN
BN (AMFEEE. B, 681X ERKERIEAYIRIHZEERE R E
(R 23] i B I 5 BT 0 P — bl 22 bR o 50 » 0 SR DR IS N 75 FE R i BRI T B
W) SEAF - A [ DR BS54 HLJB T 24 i S i B b (R e 10 V2 S i), R4 R LR
AT IS . 20 Ab D7 H % R BRIT MR 12 T Sk 124 i, R
R BT LA 24

(1) A EERNZ kb %

DB 8 I E N IR DR IS N SR A8 ik 1 2] AR B E (LU AR “4AHRIE 7 )
TR T TR ER KL«

a. (RIS BE

b. BARKE A HIF 35 HIE 5

c. XFRFHZIATEN . 5EMEE, ABMERRTFERHANITERER
RHER. EREWH. REAERE. BARE. REARKRE. BETHRAE
MREYE. RAPMRESES. RS EARRHREESRREE BRADE,
REIRGE B A AU R

d. BEFFARREE D2 AT

7117



e. R & HE APTREIRMEI SHN RIS R . R SRBESERM
HABUER I B R}

f. EHE RS HEATICMA BB, ERIRERRERKBENBES. B
AFIZZFE N B 5 HIE B S GE B S . RN AT REATNRE S ARE BRI
BATHRAOAN, BHEFARIFORRES, FRERGET AN HERS
%p R

PA AR BRI SRS 58 B 1, DR IG NA BLEE SR IF— U 8 0 ORI < H 1 Kb 792
BEA SRR A TR

INRARKE & H 8 AR IR FRE R EFEREL, REATEA
Ve xE k24 B P T (R & BRAE .

(2) JaZ iR

A BRI S5, PRI N AR BL 2R = 7 IR 55 vk e ORI N e HE B R AR
=2 o WARK ANAUE S LR A 2 Wi e A L EAE R Z IR R 2 R D245, 4
FHOC M BT o ftod o I RAS 3 D VFRT 5, BAT BHEE BT A 52 Im R S 7 ik
ZihiBYT

P ERE B BT WU RS (8] 7= A 1 e A & TR ORI SR AT BB P9 B I PR R TR
DZmBAs, HARA®R AT &,

USRI PR S 7 2t 1 24 s P R I R I DL N RRER IS O, TR N BUEE SR IR B 4
F N 70 At 5 1 A 2 75 A0 101 24 A R S 1 2 2 A ek o W S S 7 11 24
15 FH RO TR AR I O 32 LA

a. PR <B HIE A EAT SR FR I I 5 58 1) 5 4 DR IS AN AR I IR & A AR AN R BASC
A7 P I PR 2 75 2 11 24 8 5

b. PR <5 HI 1 A EAT A R I 5252 1R S5 4 ORI A AH DG IR & 7 AR oA SR 1)
BT EER IR S 45 A SCRHS IR 2 75 1 1 25 i

W SRAE e BRTT HLA R BE 4R th 38 O 26 5 B R SRS I 30 ] s @ Bk
RSOV, R AARRIBA A RS TAT.

XTFFERR AT BRE 8 BT WA LI R S B e D2 i, R B
A RIRBIERE BTHA M TR 3 O 25 5 M E A B0E . %% A 4035 B DA K 4y
B CEHRRAZEERETRERARETREN, BESHRERETRR
BABRETH R TREST B FAMERIE . (R4 il Ay Lh g = )
I N FRR IR I SR S S, RIS A AE I i BNV B R 1 DR 6 & 0
IR I CYSCRRYACHE T A

BEX

8/17



4.1

4.2

4.3

4.4

PelRBEHE

A B ISz TR A ORI R EARSEOR I, 1 RIS AN SRAT A DR BEA% (147 30346 A Bt
I8 45 ) 10 DRSS TR AR 46 H o AR PR INES: & R DA BEOR (1, e DR IS N SRAG B DR B3 A% 1) 3
FRELORXS L B 5K BRI B & [ F) DR s J91Ta] 2 46 H

ORI N E AR ORG  i  y,  B B de B SR N R B 4% 92
%K BREASHZBARK N BT KRG TTAERERD &L

AR BRSNS () PR 6 0 ] 4% 1k LA DR IS N AR AE 2 5z 5 ) i 2 2 1 468 R 9 PR ST 48
I F TSR, IBARK A ISR AR 1L, ARRS A S35 RIS A T AR HEL F) AR B 3
AEBEEN I

AN & FRER, W B RRRRZ B R RE AR RBE A &R, IR AT
PRI A B K TE B A B 6 DRI T AERE B4 1
il

FEE H ORI SRS LR & R IR BEAS < H T 50— BUm a], 2eid iz B
1A, ORI A W BEOR B PRI T A 2B B 7 9 RS AR ST . FEBESIR],
RERKEFRCEER BREACREFRERK, BREANFAKBEHRE
X%

B 71 A LB SN, BEORB A AN S & [R5 (0 & 31301 18) 5 HAE 256 & ()
T A4 S0 18] OR4F — 2
B

R N RS AR A% A E 1 = e — % A A 2 B e sl AR
NG RARES AL, HART ERER I EER, BN THMERET R
%

(1D FJ/ET REST. TE®E. BREWE. ERETH L. VIP #.

BREERE A RS

(2) &F REDL. KRR, FEHM;

(3) HRIR. FIE FEE AL

(4) PRI AAS T ZEE KBRS T AL o

ZERBAEE RG] TAREHRE, S2EMRPRAREREBRMP
/N I BRYT 533 R 55 I BE T BB R -

R AT RARKIE T A B R A T B B BT LA IE SRR R RS B P 3
B, RENRENERETREIRA, BEUREAEETERRE (RFEHE
ARTEM. B AMBER A,

EREE
BRHER A 24 [R] A 2 PAT DY T 58 4 26 1

9/17



4.5

4.6

4.7

(1) BAARHENRINE (BITEAR L)
(2) HAARI NI E (BEITHOVAE), JHZRIAE 1&g

g

(3) BATAH R N RILAE 36 BRI sl E 6 B LA_EERFR . ERITERAR
EF);

(D FEEZ (BERB P PARME) 20— 2 DAL EEBe A AR M il R
THE=%Ll L,
BIRHG L

T8 BRI N AR 2 H R 28— IR R B i 12 FR A SRRl , 1A 298 B ARG A
AR B SE — IR R B2 SR SRR o F A B IR 12 2 H R T A B
MEUREVE R IO B, REFRIGTTEIEEATBUR T iR 8k 2 25 7 i
A VR BAGST H A iR 2 5
T ——EE

TR LA M AN 32 42 0 A AT MRS KRN 8, R I AR B E W Y, mTRLA
A« Wbk E RIS s i 7 30 B A A, kb SRR (REX
4.21) CREZEFEOREERE) SRWAFSHE, IRRKIZHE TR PA4 20 (WH,
World Health Organization) {Jip A1 S RE MU E PR g1t 4328) SBHikiE
WhR (ICD-10) (RN 4. 22) IBMERRIZN K Brogeii 7 2 e 5 48 )
F=HR (ICD-0-3) (UYL 4. 22) HIMRTEAS Y aiLE T3, 6. 9 GHUEMED
TWEEIREIR . THIBRA B T ARK & FELAER < BEMmE—EE” .

(1) ICD-0-3PEHA%HITE T (REME) . 1 hEREHME | 2
(RO R M) TEBEHER, .

a. JRADE, BIRR, FREWE, FRE2WE, WEARRENERS,
R NEEAR, MR AL,

b. ZZFAENE, ATFURMEME, MRS, EBEREEREES,

(2) TNMAMH (B 4. 23) D T BHEREE 240 3 (¥ FOR B s

(3) TNMZ A TINOMORA B 58 42 73 B 5 57 e

(4) BEFH LMK R A SR A 3 58 1 B kB o

(5) FHE T Binet 7375 RANATEEE 108 bk 40 o L% 5

(6) Y4 FAnn Arbor AT R 1 M2 B A& IR

() RREMBEITLEHER BVHOFFNCIEH] (4R <10/50 HPFA!
ki-67<<2%) BREERR5 L 5 W o
W%

BRI ELIESS, ARG TRILE R W R G U 8 S -

10/17



1. JE&IL3H

fe— T G ORRRPEE AL . 2 REZ RINP, FERIUNIF IS, & Fhih
L I)REREHG UL BRI . B 2 VLT K2 B b Z R AT R B & 48 1 &
MELAME, FFeRFRER LAERRE (FARESITHRE) SHitrtE, HE
DR T B — TR AE

(1) PR TEDhRE 5w s B e % i i

(2) IR IS A

(3) AHH ot PR JH b oK

(4) HPLEE M LR . L5 R 5K 7 ks B4 ;

(5) HHBUFIR . IS, RURH RS SOk, #7245 o

2. Prader-Willi Z£&1F

T — P WL 5 R IR EE AR AR M 500 o T BRI P A o5 AL 5 7™ 7 A L
WIWLGK RS, MRIRINAE, SMEFESRR B AR, B HBIERoTE. WS, [
ORI RS 28 B S 5 2 S . Prader—-Willigg S4ERI2 W A0 R NN T BB &
WHIERIEAME, HEAERFIRER DARRER (ENRSITHRE) SEite.

3. ZRMEL

DK i S B P9 T B AR T HH B 2 RG24 (2R 2 (206
ANMHUWA— KU CREE—0 BIRIE) 1A, ZidH ST (CD.,
B3RS ORD BUERE RS W R (PET) S ERmEIESE, Hogi
Ji% H EAETERE S 56 AL R, TOVE AL 5E RS TR AR H AR TEE 2 IR = I =1
F, FREEEDI80K.

4. ¥EAT B

J&FXME G O RE DR AL PEBOR o T XY AR K o B it o LR REA
(a-GalA) MFERRAE, FHEa LA MEE AL AR 8, HARBRY =
O A B (Globotriaosylceramide, GL-3) FIAHCHESHEAEAE S H ZMNBE N
REHER T P EUNIR IR EAE . B0 B A A AR A TT B B S i i &
BEAME, HBERRAR o EIEHEA (a-GalAd) KIEESNIE S ERNGLARE
ERNSE R ERFIRER PARRR (FRWSITIRE) LHiir.

5. RN R MR MLAE F PSS A= PmEne i = AE

R R ILE : 18 HH TR N IR AR LGBk = B A R VU S E e sh =, &
BUm R 2R (Phe) M m)—HEIERRACHI . B2 A SRR MLAE F2 W 0 i £
RN EBE A& T REREME, FFERFTRER PAERRR (FRRET
BE) Shrind, B0 R T HIFTE %4

(1) Ifl Phe #KE>120 umol/L (>2mg/d1);

11/17



(2) Ifl Phe 5E%% MR (tyrosine, Tyr) LbfH (Phe/Tyr) >2.0.

VU AP B Z 0 FRIUEAEYIMERS (BHA) A eI 2 B e K
PEER A 3B R BRS, SFECEIE A 2R, H I R TN R IE DA
T B A4 R G R B R BE RS . DU A e B = fE (BHAD) FIiZ WL
FHRBRNATER SO EREEME, FRFERTIREREERRER (FR
RSITIRE) Wik, HWE THIRTE %4

(1) Ifl Phe ¥ % >120 umol/L & Phe/Tyr>2. 0;

(2) PRUEWSTE 55, B DHPR V5P 7% s

(3) BH4 fFfiikier, &5 R4 BHA G ZE HRFAE ;

(4) Farill 2 BHAD J:H BURPER 7

6. iR

JB& T Y AR B PR 5 o F T 5 2 R i IR e DR SR A 3 SO A 2 W i
il COCRRERME B~ A M EG) FEPEBE, 18 R W I TS 7 B4
TEERARTR AN, IR L I as %2 Bt BTN E . R AR IR . S
P FMEVERRPERT AL ek o T R DR P9 B 4 s 55 . SR S WL 40 B
TR N AFT BB G 48 1B R A B, ELAB AR N R 54T 4 4 o 78 45 % i 5 Mg

(glucocerebroside, GC) ¥EMENEMER WL RN S BEITIRER DARRE
T (FENRLITIRFE) CRiRiE.

7. MELEMRE

Fa— Pl R R B 322 B ORI R i RS SIS s & o i E R
P INBAEMIREEL (ALS) BB WT 0 AR NI\ FT BR B &4 B & R A H
HREBRFRER DAERRE (FUWSITHEE) clict, BEDWETI—
TR A

(1) GRS F A B AS 7Y, 1ESEAE 4 X3 2D 3 AN XIRRIR A7 7E B
TIZ B E T RN 52 B IR ;

(2) A GRS HA A, UESEED 1 ANXIBAFE B Fgshihg oo H
Z R TENE,  EL 2 ALS AHSGEAE ) Al BRI 2 I 45

8. HEEMENIBYEAE

J& T G BRI E B L . tH T I8 3 & JufEiE 2 K 1 (survival motor neuron
gene 1, SMN1) ZRA 3ESMNER H T REGR B I SR BAL AR L . SMA LU BRI
IS B E TOIR AR AN 5% 2 BRI ILTG A UL 4 Dy 32 B R RFAE R Bl AL 2
ZERE ST LA R AN TR Be & R B A, BB AREA RZEE R
MEFRNFLERNFEBIRER PEBER (R SITHRRE) Shis.

9. wF AR
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4.8

4.9

4.10

TE— RIS PP ZF M7 28, o B 2 e A H A RHAE PR 1R 5 2 RS (Crohndii)
Ak, WS R R R MR AR, FHR I R R A . AR 4
SUREERERALBRNTTE BAK (Crohni®) #8, HUFRTHILERESE
BiL .

10. FHEZFECARE (1A, D&, VA)

J& T 4 R E BB R B AR . T R AR R R SRR IR AR IR PR B 2 B
glycosaminoglycan, GAGs) [EERZ, ‘FHUANAESE 4 BEMAR MR 2 BE(E VA TRV I
R FEFECBUERS B A B ARRATTE B A4 R R M, B RE
AHIBEEN i 45 AR T 46 RN AT S BB H X BAERRR (ERWLITHR
) eWibRiE.

11. AR

T8 — FhIgt A PR M T B8 505 00t P9 o A TRV ELAE 72 2 FR AL L AR (e
ZVITIEEIM A ) 8™ HE ORI AR GERZ IXEEILF 1), FF H gk 7 VITT ekt
I F IXFE A D T E r 22—« SRR S NER I YK & FHEE A B S T .

12. FEEJERMEMB kR E

555 Fh R IR 5 S5 i 3 ok R sl 3 v, ATV R R T S B R M e, A
B [H A L1 COMER 2 2 ISR DRI LA, HMRBEIVE, Hifs IR
I I B kT35 1 25mmH g .

13. R MR ZAE

SRR PRI T P i PR DR P s « i e - B 5 PRIt s S R 7 [ PRI
1B EE LR R AR T S — R AR IDTIR B B ALAR TR, A YR s 0 . RILA
I 352 AR T B S8 AR A0 B A A P AR =, SO B BRAL. TS R 4%
PE . JRRMERRSZRE RS WA B B R NN T RS S A% B LRI, B
BRI N\ F) B B U A ) 5 SR AN (R SRR U 45 R FF & B B X DA R
(ENRILITIREE) SWbRiE.

25 BBRIE B

2y RBIRTR R HBRA . REAR T HEHE, FEERKEDRN. MR
MAEEFTERRE (BHEEARTEN. BEM) AMEUEMRERNME, RE
NAREE X 2 5 e iR B AT AR SE R, FRRAR IR BT 7K e R 245 i o
S AT BT .

RSB
1825 0 BRI B BT S
BEE
RS NAZ AL 8 =7 IR 55 T B (L 1 243 i 44 o o (R N PR B B e s 2415 44
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.11

.12

.13

.14

.15

. 16

.17

.18

fCH & B OROR o ORI N\ F8 5 (1424 15 17 [ B A2 DL T 2%

(1) BUSEF 2 MEE VAU GSPINIE;

(2) HAEHERIAHEZ hIkIARE

(3) ZAENEGEIN. SOk ZmsEE A R RS .
RSB

B A [ J99 H e o 5 20 ot M B B R b v O A P T RS e 2
a CRFE 24 b /2 48 B X AR ZRAE GRS puiR 25 W Im PR R 48 5 J5UU) (202048150 )
st BT BB R 25 s S, RN FRE R 25 IRIK A TR e R LA R 2D o B
fil FRSE ZAE DA H 6] 2R 24 o B 2 R Rk v A 24 D B 5 R e

Be sk
TRARBLORE A2 B2 Bt
Loy

T8 HEAM POV BRITANAEZ T i 8l v o B8 T B S 2552 T B R A 55
FEWAGAR 252 TR N L% G B, IR s R 25 R =7 3045
Wb T EAR B ST HLR S X T 24 R U o
R Z5Y)

FEARIR T 7 ) 58 0 (R 25 s A 7« G R A5 24 L AR R R R o 1
TAARERAL, FHAE H AR AL E AR BRI RO o #L 1R 750 T AE 259075 H AR = B8 7
JSARS B i FROUR B, AN T E B vt 243 214 [R IS 300 s g P, DD X IR B 42 2
IDEFTE .

RBARIT A

TRIEL BB S AERF IR - S B8 3A, K S HUR IEH MR S Be SR, M
i1 P ] 5 35 B AR (R 254 o
Y R 2 iR B

FRORIS NAE AR ORI 5 B OR N Z05E (8 T ORGSR 24 i B, DAORBE N BT 2
s BAHE, REAREXTZ IR BT RN, BRI BT K B R Rt
2R TR

it 7y RUALG S AR T T B (R EEAR LR T ORI . TG ORBANAE B DR 2% H
3D AT BARANHE
I RS D 25

BRFE BRI TN PRI R 275, 2Rl 55 8 26 il B A B AT 1) B AR 55 e 2 L)
A BRI BERETARBUMHES, SEHRDEZ 5. R g BT AR
BEOZ5 5 BERIRHAER, REAARIBL AR 2 FE R D2 5 SRS T .
e BEIT AL
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4.19

4.20

4.21

4.22

4.23

e BTHIMTEE BB REASTT E#E, HERKREDEH. B
RAEE T EXREE (BHEEARTEM. BERD AMBGEMREZ R, R
RO\ AR B o s 58 BT LA B E 4T 2R B8 BRI
B PR —— EE A 2 R AR

Rt A1 AL T AR B R AR B H ) 20 P R —— S ET )y 2 S B e PR
—— R BTSN IR I K S AR, AT M e —— B A R R R IR (R 45 4
(DNAZK-F-) B Tyfg (RNAZKF-) Al o 455 P B 5 1 6 AR 162 A T R 47 JH ke PRI M 45
ST A ERE R 2 (BDRRE 2 i) A 2577 % .
ey ]

T2 RIS AL A RIS N AR AL 77 7% B 24 F R 25 IR o
HIURE A

YU IR A AR R DI bR BTG RIS FARTE, WEE IR R IR
WML, gt PIrJE, SETRER AR .

B R IMAL AL AEHREUR AR AL A AR 43 PR AR
MSE 7 SRR AR, BIRRA, BATHRERERNE, BTaRAEZRE,
NETHRREZRE .

ICD-10 5 ICD-0-3

CH 7 AT AR R 1) R [ B i v b 202 BB FIRIBITRR (ICD-10), J2tH 7
ARG (WHOD AT 1 B il F i 73 2807k . LB 43 8 MR 2 1 4 )
FEZAR (ICD-0-3) , /& WHO RAGHIEEXT 1CD i e A=Al 3l
AL REE AN RGOS 0 AR RIEME: 1 RIS R EM
R 2 RRELEMAR R, 3 RFBIHEME JERM o 6 AT
BRI 9 RSB (R MRS E). WRHIL 1CD-10 5
ICD-0-3 A—FiythL, BL ICD-0-3 Ayifks
TNM 4339 B B R B ) TNM 43 67

TN 23R AJCC J88RE 73 B A vt  iZbm it b 55 Bl It &5 25 Bt 4 5 [ B
PUBEL G2 TN ZBOARBCEHE, & H AR e 0 E s HisdE. T 485
KIS BT N TRRE SRS M T8 JC AR s B 1B 0L .

FRCDR B 1) TNM 43 1R E T ERAT 1 AJCC 28 )\ e SRR, k1 1 5K T A gk
FRZ A 2x 2018 FRATH] (VR IZ7 IS (2018 RO R & SbriE,
BRI

FORBRFL SR . DV . K201k . Hurthle Z0H0E AR 71098

pTu: JE R MR AN REVE A

pTo: JoRIUESE
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pTi: IR RBRAEHVIRIRAN, AR <2cm

Tw iR B KA <lem

T i K12 >1cm, <2cm

pTe: Y2 ~4cm

pTa: JHJEE>4cem, JR)FRT- FOIR AR A BRI AR BR SRR

pTs: MBI >4cm, JEPRF HURARA

pTav: KARIUHRIRSMARNL, o iR K/

AORWVESE: BESE UL g R FREEIL. 8RS &L

pTa: RARRICHARBR AN HARDLAH

pTi: RACME. . BE . WERIEJ R TR

pTw: RIACHERT IR, BELFEMANNK. SRR ML

FEHR A e

Pt JEURMIBEASREVFAL

Pto: JoH& EHE

pTi: R RBRAEHVRIRAN, B AT <2cm

To MR B K42 <lcm

Tu iR £ K48 > Lem, <2cm

pTe: fEE2~4cm

pTa: JHJRT >4cm, SRR FOR AR A BRI R BR SR

pTaa: FFIRE>4cm, FIFRTHIARIEN

pTav: KAARICHARARSMA-RIL,  Toi g K/

HORMVESE: EEE VL g R FREEVL B RS

pTi: i EHIFHA

pTi: HREERERE, ARAMTR/NEIIIR, R0 HOIR RSN ) FE 48 B A Z-,
ML A B R SR T R

pTw: ELEEHERE, AEFIA/NIIMR, RICHERTHINR, sREEIENk. IR MmE
DX 2 & H T B A HOIR e

pNu: DX I B 45 TV VAl

pNo:  TEIREL 45 FE REAUE U

pNi: Xk B 45 5 72

pNu: ¥ EVIL VIIX (HFERE S5 SVERT WEHT/Delphian=l EAARRD #hE
g5, ATRLAy s s .

pNw: LN USSR 4555 Fe CBLEE T, T T IVEk VXD kEgh
B SN
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AR . 1T T R e
Mo: TG ALHEF
Mi: BimkbiFe

FLSOREIEIERE (0 ED)
RS <55 %
T N
I AEAAT T 0
I 441 AEAAT AT 1
Wy =55 %
1 0/x 0
L3 2 0/x 0
1~2 1 0
3 3a~3b AR 0
11134 4a AR 0
IVA # 4b A 0
IVB AR AR 1
BEFEE (TSR 4D
i 1 0
11 #A 2~3 0
11134 1~3 la 0
VA 1 4a sl 0
1~3 1b 0
IVB 3 4b AR 0
Ve # AEAAT AT 1
Kot (A SR
IVA #j 1~3a 0/x 0
1~3a 1 0
IVB ] S e 0
Ve # AT AR 1

T DLESRM T “HERS T 35 B B IR AR H I (AR
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