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M R e ) & 58 B R 22 AR A2 1 43

R, A%, TH, MNE,KE, 2—R, HAE, R
R BERL R 27 B Ja 55— = e 0 ) 3 5 g U A, 307 R 116000

KGR Ak MER I
ZAE; MG R PR TR ER A ik

RIAR TR A T I

e I A8 e I B I ) 6 0 B B R S A,
SeH ERIPRZIE o REER AN MR /I ik 251597 (pheochro-
mocytoma and paraganglioma, PPGL) & i B ¥ I IF &6 5
ol A S 28 2R G ) R 22T B R e, R SR
PR L2551 e IS i 2R 1T 3 B8O e M R e vt e
AHG AR o SRTIT, Jir A T 3] P 3 22 (primary
aldosteronism, PA) . JF Jik £ & 1 (Cushing's syndrome,
CS) LA b 2k 2 W s ol TR A DL PR IRt
b R G L, BE AR AT AT AL . TR BE 1Y Il PR P
i, IR —RIN G ML SR A B R4,
2 5 DR 0 A T B, L B A i DXL o R X IR T
WM o I B B X T B 21245 2 N 43 Wb i 9 AT T
AT EE M

1 fRBIBER

B, L, 70 %, iR TE R 20 AR, RIS LR
fd 2 H>F 2023 4 12 A ABE. BEAG 5 : 20 410 il
i, 25 RS IR YT IR A . R 2 BB IR 3 A,
FIIRAFIAE ST, A Wil il b o A5 20 45 i PR A o a2
Bt & 35 I, 0 0l Fe 5 5 A 240/80 mmHg(1 mmHg=
0.133 kPa), T A A HLF- 11 iz, 1f 4% 7€ 165/75 mmHg
Aitio 356 AFRERCT Bz 1, M8 2.3 mmol/L, A %h
BVARYT o 2023 4F 10 A T T2 758 CT /R: O
WS L RRARIE (2.3 em), ZEME EARZ R &5 5, K&
0.9 cm, % [EHRIE A e QRIS . B ERRIK S 6, B
KAEER K/ K 3.4 em X 1.9 em, &I 21598 1] B P
K, BRI ZEBE A ANFRAN ., IMAF 2.57 mmol/L, Rt
—BIT, ARG . BE R, TTREN L. O
PRI, TR PEAR LR B & R Ml e T vy o AR
T HATC A B o AE . AE A B 158 om, fKE 59 kg, (AT
8 %1 23.6 kg/m?®, ik # 78 WK /min, Il JE 187/93 mmHg.
Oy il JE AR DL i S, SO T K b, A0 JE i
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AR ) S A 4R o

PRI RE 3 v O L AR 8, BB CT 4R i RS
Y, HEIE LR 2 K728, W B B e % B IR RS
B S B b R A8 S PPGL. (Rt 5835 B I IR T Iy
ST BEAT I o il K F AL I IR R (metanephrine,
MN) < 0.2 nmol/L(Z % {H < 0.5 nmol/L ), Ifil. 3% H 4 &
2 H 5 | i 2 (normetanephrine, NMN) 4.15 nmol/L(Z
FAH <0.9 nmol/L) . # — L4714 K&K Z 1k B4
(F 1): ORGSR 2% 4575 (3.4 em X
2.1 em), A KA ER 2 0K AR 2 BH P, 5 TR R 2y
AT REIE R . QW AR MR AT I AR AR S B (AR
1.1 em), AR 2 32 0K AR S0 BHAM:, 22 L R 257
PEES AL (AR 20 1.4 cm) o QA M b BRIK %5 B 4515
(2.6 cmX2.0 cm), Z2 B 1l 2 & 451 (R 3E AR
1.1 em), AR 3R 32 R 45 I8 52 B M, 2% 1B IR v g
TR, AL ENR L AERKMEZ R BGEEE
FES J5 ok 40 Sy ) o 2271 08 AT BB K, A8 A [] B A 7E HH AR
PR A I 5 A I 2R A7 AR AR S P, itk — 2P 5
Sk DRLRS T B W A e 22 N 3 W b 9E 255 A (mul-
tiple endocrine neoplasia, MEN) . PRI AE KA 2K 37 1k %
(7] B 2 RO I B 51, E A K 26 2 IR S 2
B, 7% 0ECE R AR 5 I S ik ) BT fE O JE %
B 454 B AT 2.08 mmol/L, JRAFSE & 38 mmol/24 h,
St B LR B LN Ay i Dy Re kA . OB L ARERIRE N
3 Wb Ty e A I S 7 [ [ R 5 2R H{E (aldosterone o
renin ratio, ARR) 353.75(ng'L™") /(mU-L™") 2 R4E %
FRE (R 1) 2G5 2 h BEIEIEA 411 ng/L, 24 h bR [F
Ml 7.54 ng/24 h, £545 PA. QB _EIRACIRAT A 23 WA D g
il (% 2) S 7R B T B e A 15 HEZR AL, 835 1 mg Hb 3
K #5304 i % (1 mg dexamethasone suppression test,
1 mg DST) . 8 mg i & Hb %€ K #4411 il i 55 (8 mg
overnight dexamethasone suppression test, 8 mg ODST),
3R R JoT 2 A o A o, PR A8 3 T B R 22 L )
FE B i Rz, 12 08 Sk B R U I R JEE IR 2R G AR
(subclinical Cushing's syndrome, SCS) ., #—#47'% I
JUR ¢ Jok B M. (adrenal vein sampling, AVS) (58 3), XU
B b B Dk MIN/T B ik MIN (36 486 14 48 2 (selectivity
index, SI) ] > 12, $&75 BUML AL E o A9 58 25 [ I - A
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5] R K% i Joie Pt 14) 3 0 S i, PRI SR T MIN 73 530) % R [
] 60 1 o B R AT A OF, DA A T AR o3 o SR
MN F AT [, 0I5 3500 3 5 45 %X (lateralization index,
LD ¥ KT 4, $&- 4 ML 355 1, [ R FH MN 4516
B R mE, LIS/ T 2, SO e 0y i (3R 4) o il #E
PR AEHHL L IIEE O WU . i 1) R 84 K (brain
natriuretic peptide, BNP) KE1E % . & Uigg: HLEF 102

AME R

NS LR

B 1
F 1 RILEFARE
S BLREE R I v ARR
X (mU/L) (ng/L) [(ng:L™)/(mU-L™]
FiMz 0.687 814 1185.38
LA R 1.829 647 353.75
kZ5)51 h 2.366 480 202.87
RZ5)52 h 2.536 411 162.07
7 ARRR I [ 6 5 5 2 LU A .
Fz2 AR

SiH J ACTH
(nmol/L) (ng/L)

08:00 361.16 8.600

16:00 289.92 9.500

24:00 252.15 7.740

1 mg DST 297.85 4.070

8 mg ODST 405.29 4.120

7 ACTH MR W I IR K2 i35 1 mg DST R 1 mgth ZE K A% 417 3
150 ; 8 mg ODST N 8 mgidt A2 Hlt ZE K AR ) il 1 56

KRR, RETSEA: OZ KN IR
7 Uk KL ML, B2, PA, SCS; @ iLE
ZeUE AR IR, R L O, b R 3 4015 @2 AR
PRI s © e PRIR MLAE s @WK IH LR Hh il ; D7 B 1 R %5

umol/L, & % 10.8 mmol/L, JR 2 529 pmol/L, 1 34 Y ¥
/NERJE TR 48.13 mL/(min-1.73 m?) . HUARARHAER WL
S o WOk 2% IR 3 K (parathyroid hormone, PTH)
134.66(Z % (H 12~ 88)ng/L. L JIE#E  : 22 % 5 1fi 23
% (left ventricular ejection fraction, LVEF) 57%, Z& 0> 5
R (N AR 39 mm) , =5[] ff L IS A3 )&= (11~ 12 mm),

LB PRAEESAL, 7o 2= A 5K D RE IR o

RRE

A RN R AL R BAR CEED A LB Z 30 CTR 1ED

WL HRIREE R A . ROEATAMREFEARIBYT . R
HINE FH o 32 A4 BEL 7] . 530 18 BT 2 . SR PR, b e
7 0490 3K 1E R K, B HDBRAR AR 1500~2 000 mL i
TP %5 . WIRAMPHTIERE S Iy . 45 ERRVIER A .
ARJE (I 2) 7 (F) B L RR K SRR I8, K/Nhy
3.5 emX2.5 emX 2.0 em; 53 UL R B a8 A= 45755 3 M, R
/R 0.5 cmX 0.4 cmX0.4 cm, /NE K/NK 0.3 emX
0.2 cm X 0.2 cm, MR JG M4 /R 3.8 em X 3.0 em X
22 cm. RJFi2Wi: ©Z K EN WG ? 4k &M
e U, A 2810, A R T - o e A A
S5 vy I e 22 0 2 A JEE, R I B L 08
31 @2 BUBE PR ; B 5 PR R ILAE 5 © AR TH 14 i S 5
DAY L REsT . FURIRES Wi . ARJ5 B iR
RS, Bk —PAT AL O S PR 2 40 141
kW, R & B 4y 1) [H] & HE (rearranged during
transfection, RET) 3£ [N 248 (% 4) . AR J5 20 d & £ 1L
i 1 [ (B AL ) 85.5 ng/L, IiLBF 1E 5 o P& R 24 128 B okl £,
H A7 AR VD e B i 25070 48 (50 mg/d) | Gl AR P45 B R
(30 mg/d), Ifit 54k 5 7E 130~ 140/70~80 mmHg. JAJT
345 I EE R Ik Je by, 52 A Il B2 B B 314.67 nmol/L,
fe 5 b R Bz Ji i % (adrenocorticotropic hormone, ACTH)
22.39 ng/L,
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x3 B LKL
i e JoeE L35 2 T P v ACTH MN NMN
(nmol/L) (ng/L) (ng/L) (nmol/L) (nmol/L)

ZefEr bR b ek 4392.70 5470 6.11 18.25 11.30
ZEDEF b TR K 1584.13 3700 5.80 12.57 8.78
A b Rk 2543.01 63 800 6.04 10.86 11.84
TR K 359.18 1980 6.06 <0.20 3.11
bk 399.09 981 5.86 <0.20 3.32

T ACTH A A B 1 AR B i 35 MINCH U6 AR 3 NMINCH FRRE 5 S IR R . S B ME 8 80(SD) =" 1 AR 8 Ik MINY T Jis 8 K MIN
SICZEM B b B Je e Bk /T s K ) =18.25/0.20=91.25; STCZE M B | BR80T 8 ik /T Jis i Ik ) =12.57/0.20=62.85; ST(A7 I B 1= B # Ik /T s ik ) =
10.86/0.20=54.30, SIFJF 12, 4875 BUM B b e K X5 BBt B2 o 010 35 43 W0 900 8 250 (L) =0A 34 0] 7 [ R -5 MINEG 1L /AR D6 345 ) 8 i1 7 5 MINEL
. o7 FHMNKR AL S [ B LICA 00 b i e ok /22 00 B b Bt o o % ik ) =(63 800/10.86) /(5 470/18.25) =5 874.77/299.73=19.6; LTICA7 il & b A % ik /
2 b AR T K ) =(63 800/10.86) /(3 700/12.57)=5 874.77/294.35=19.96, LI K T4, /R 4 00 B b gt 1 i1 A 00 35 20 0 . MINe Ak 2 o 1.
LI=(H #5 M e i ms /MIND /(IR A 3% 0 Bz 57 i /MIN) 5 LICG ) B b B Bk /22 0 B b J v g # ik ) =(2 543.01/10.86) /(4 392.7/18.25) =
234.16/240.7=0.97; LICAT 0 B _L- g 5 Mok /76 000 B L= B sk 8 Jik ) =(2 543.01/10.86) /(1 584.13/12.57)=234.16/126.02=1.86., LI¥J/NTF-4, $ 7% XU 5 L

I B B JEAI 03

T4 BLPEO M BIR 2 H BT ALK
i 2l
S i WER AR
ZhEH

HH DNMT3A SAMD?Y

VRN A chr2:25467474-25467475 chr7:92735094

M S AR AT IR A AL (SR 22 1) NM_175629.2: ¢.1601_1602del AG(p.GIn534L eufs*11) NM_017654.3: ¢.317G>A(p.Ar gl106His)

FE R X EX14/CDS13 EX3E/CDSIE

FER Y e IE

FomtE SR BOURH

AR g Heyn-Sproul-JacksoZ 3 1iE(OMIM:618724)/AD MIRAGEZE 4 HE(OMIM:617053)/AD

Tatton-Brown-RahmanZ:41F (OMIM:615879)/AD Yufa A7 PR RS B & BN BRI IR 25 A
27I(OMIM:619041)/AD
FIENE MR FEFS I AiE(OMIM:610455)/AR
= 5 fe R A M O B B0 /R A BOR A 55 55 PR A G, Lg% B A% A e R 3 SC R WA/ 55 5 DLl 45 1 A 38 ZBU AR 56 Y 48 575 CAD#R

IR H ;c@ﬁii P % s ARFR RS B e A B riu%‘ DNMT3A4J3 DNA P 545 7 i 30 SAMD9J~7 &R E ot 7 45 M 2K 11 9; chry B 4K OMIM Yy

TEL AN TALIRIBAL .

2 it i P ARMEZEE LR TRIMZEE . MTC M4

B, I NMN B F TR R B
1% -1 5 ML W )2 9 5 (positron emission tomography-
computed tomography, PET-CT) & 7 I I8 Jim I 9 K FOIR
J AR A 2R 2 R AR 2R B, 585 B MEN,
MEN J& —Ff 28 K 2 Fh K 2 B DL _E Y 40 006 R R 1) 55 AL
PRI, R H g R 0 Pk s AL, £ 48O MEN 1AL
MEN 2A % MEN 2B %! | MEN 4 %, H:ft MEN 1 % }
MEN 2 # £ UL, 43 51| Kl MEN-1 Fl RET 3[R 98 78 50 .
7 MEN 2 &1 1 PPGL 1Y 8 il % 29 2 50%, 78 H b
MEN 743 & vr | PPGL ff A7 4z 38, [A 3% 58 3 7 280l
MEN 2 #2835 T 2 BR R R 2 R vl 2 . R E 7 ik
45 P, BN % & MEN 2B %1, MEN 2A i 8 3%
B A R BR 6 4 9 (medullary thyroid carcinoma, MTC) |
PPGL. HUARZ% MR JCHEAE , £8 9 2 53 31124 100%. 50%.
20%~30%" . AR i) f A A I K 2 AR B AR R HUIR
AT R AR AR B A, AR KM R Z R BAR 2R

PN G 6 i 988 R 1T, 7 5 & MTC ] B . B 45 2 (calci-
tonin, Ctn) . J& W& $T JiL (carcinoembryonic antigen, CEA )
JEIZ I MTC Y HEZ MG R &Y, KEZHCFEH I il
% Ctn<10 ng/L I, 12 MTC A REPERAR . SR 107 %)
W Pk PR K 4R B 2 B0 Cen B B AR B
MTC J& &2 I T HUAR R C 20 B A0 B kg, HIR AR C 4
JfL ] 533 CEA, & MTC 83 n] 3] CEA T 7,

Z A BRI A N R AR B 45, iﬁ?@%xﬁi
AR SRR B, HUDR B P 3R FAR BRSSP S, AR
5 [ A s AR IR R E F i RS [ the
American College of Radiology Thyroid
Reporting and Data System(ACR TI-RADS) | H| & N
4 2%, {0 CEA. Ctn $91EH, 75 56 35 2 1) BT A6 LA W
12 W, # B #F MTC 2 Wi i BR b o AR 48 12K NMIN,
AR ORGSR, YR BIRh 21 . BOC RAETE

S 2T 4% PPGL MBI R B, (HREFE LA 2

Imaging,
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A DA e i H K oWE PR S 1 A 2 B B % A R

(pheochromocytoma, PCC) i {5 ', 1% i 5 Rl # 28715 983

2 W Wi, MTC 12 W 7 B, PTH 43 W 3 =, 5 % &

MEN 2 W] fig, {HL [ [ i 96 £ % PTH /K T I A 1

I 2 0 %R A KT IE %, PTH T % 1 1]
HES®&

AN'E LR

AN ERETS |

AME ERET

AME RGN

FE RS S B
HE#&

& 2

PR BRI R 2 A AR TR I U
S50, (B KR 2 R SR R I, 5 08 b i s
SRS bk PRI o R A L S 2 AR, B
FAPEAR MR, (L AR 2K R REETN . %5 ARR, R
FE5 R G BH M, 7545 PASWT ., A THI W CS %
¥, 1 mg DST [fil i & Ji B > 140 nmol/L, 8 mg ODST Il
5 B I > 50 nmol/L, 454 Z Ik il & ACTH<10 ng/L,
WOS W R PE SCS. BEFERFE W], 29 21% 1)
PA B FH AT SCSM L il (3R P450 SR 11 5% B
A% 51 2(cytochrome P450 family 11 subfamily B member 2,
CYP11B2) /41l Jifl & 3 P450 Z 1% 11 W5 & B AL 5t 1
(cytochrome P450 family 11 subfamily B member 1,
CYPLIB1) 4 4 20 1k Yt (0 02 3 Jas 78 20 22 70 b T [
i . B 5 1) D R AR W AR A5 ), BB TR L BLS
T I 925 o B [ DR B B ER E AT T R BT D SR
AN B R KA IR ERES TS 1§75 CYP11B2

CYPMB1GEELRE

e 5 25-F 4k A: R D W W KR ARA O, dk & v H AR5
BROIAETCHE . AL MO A R 42 A0 B T 4RI R &
M RET K 5745 (% 4), S HEFR MEN 2A BUi2 Wi, 5
A, T X A8 20 2 — 2 AT B PRI B A JC AR 4

CYP1B2& &AL E

A iR RS i ) A I i B (XX 200)

e 5 FHPE T CYPLIBT 55 FH M, i 52 H Sk 9 1 i - 1z
Jo PGS AR s A I 1 BR 25 T I 427 CYP11B1
Y o5 BH L TR CYP1IB2 BH P, ) I 52 5 43 0 B S5
M2 PRI A O L 431 ) s A A TR ] R R
Bz TR BE T RE 55, W5 TR I B e 7 hy T [ -
JEEE AL 43I . PPGL, PA, SCS & 584k & M 5 1 1 &
(14 P9 43095 PR, AEL =35 ) Bt 2 A A 19 0 AR 5 AL, B A
B4R AL F 5L Bk U5 PPGL k430 2 [ ) K% )7 It
Fist, DAL o PPGL 43 2 F K25, 04 ACTH %,
S8 PAYY, B4, PSR, PPGL & 4 SRR
FEPIZEARAHOG o PA I [T [ 38 43955 P o) R g A
A FEIE WA T L5 5(potassium inwardly-rectifying
channel, subfamily J, member 5, KCNJ5 ) %543 3 [F 2 A8 AH
U4, PPGL I PA 4 % i 4 15 J PRl 58 75 4 G .
A PPGL 1 PA T ¥ B 9 SE IR TR . BRI, B AT 2 RS2
AL IR 75 B — 25 A T AR S
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AVS B g 1 T 7 [T ) g A0 00 32N ) 4 s v, HL B2
JOT 53 b S B T (L S T, PR R T 5
PRI S SCS, J FilE ) ' IR H E 0w, T
BAVS 5 5L F M E R K3 R AR STk, A KR ]
& R4 IF PA. SCS & PPGL 17 AVS (1) A 56 4
i . Ren %55 il it 1 4] PA & FF CS L H, AVS 4%
HRHE LR ZE b, KA S LR R 5 B #e5r
b S 1 [ B e U /e SN 3 S B 0 N = S B LT b ]
. Dekkers 216 IRIRIFST 22 W 1M 3% MIN 551 45 Bl
FUE N 12, Carroll £ 17 () 80418 57 35 Dekkers 445 1,
IR R =12, I E IR K MN/NMN=2
AT T Al R K A A R A T o LIOW H
MN H A [ ) =4 $2oR 3o . A A 5E 3R W, 1
J NMN 7615 1 IR o 28588 TR A U A i Y, R
B B & AVS £ R SIS L ORR #E Bk MIN/JT R #E K
MN(SD) > 12, B ¥ 5 51, #R FH MN A Ak R
RAMEFEST W (R 4) . KRG 1 H PARRNIGIK, 1k
HB 4> G2 i, UE B F ARG IT A RL, AVS R HIE TR .
TE AVS MELLUENG PA 43 BRI, ol 4 ok v R A #E 1)
C-X-C #fbIH 721K 4(C-X-C motif chemokine receptor 4,
CXCR4) ) Ga-Pentixafor PET/CT #% 2 & 1% H1 35 19,
AR MN Fn Ak Bz Jot B4 7 Jo e s i, B H AL
JRPE S ACTH 1E ', AT e 4k 22 5 33 22 M B 1 ij B2 B T
REtE O o REAEAT W57 3R WG S0 SR I TR | A s — 1) | v
BB R A VEAG ST A 8 10 5 R I R e g 202
PR b, R R X T[] B 9 b i R I % 6 o D) e S
()RR, AT 2 I PR A 2% T B T ) s o e AT R
1E, eI AVS 25 SRR IL T 2k i

gk b ks, AR W R A IR A2 | PAL
SCS, & — 4% 77 WL .12 Wi b HL Pk 5% 1 1% 9 481], 3
PR3 0 J A 0 1) I &5 0, AR R b 3G i 12 I AR
ITI R 24 PE o A a1 X 22 55 P9 4 Wb IR R Dy
SR I AT IR ARG . B, LR HIE A IR IR
BeA R AL T — AN H B R, RIAE A B M e I Bl
At A 43 D0 A S AR IR, 5 e R 4 0 HE IR T BE AR AE
{HL 1 oK 3843 2R 55 19 22 B 9 4 M6 59 I &A% O, DA SR
BRI HERIZW A SGRTT R E .
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