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Carney complex &2 L PRKARIA &1z FICHiHiZE R AR 7o—pl
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Carney complex 3 B R EBEKERBERZOKRETH b,
BEJE R B, CERE IR IE . B RIRIE S & A U 2 4
P FER LD B RIS AE R T H B, Carney com-
plex ®#y 70% i< PRKARI1A (protein kinase A regulatory
la subunit) B FREZRD 5,

ST~ 3, Sodin BERIE O S OHEREIC TAERIK
MEZ R, Bx BERKRT R S S RIBEBBIEGHTH 2
Carney complex &M L. Bz T O#E R, PRKA-
RIA BIETICHFRERZRDIIEGZRR L -0 TH
9 2,

I

1. Al
GE 1) 525 Zotk
[ F)] BHoRK
[BURIEE] Lni &k b B oRSE BRI h, BE THER
IRp I VP R AE (R B & BB U 5 SERTNICEE 222 L, BIS
o R EKEMEbh M, BEEE HE PR U, 1
FEFNZHOERTRY VL) 757 4 —=HHfTEh, I
IREFMEVE LA (REF S BT S e bl BEREENBRETHY
BEBIRICRES U -7, Uh LIRSMHELS, B
22 Ui & & AEMBRIERBEIRE S CICH R Y 0
BEEDSH b, EICME%EE T GH 13.77ng/ml, IGF-1
637.5ng/ml (+ 7.58D) & @A RD I &6, FLlE
KEEZEDNYBHEN &5 0 KRBT SBIABE L1,
[BEFERE) 25 mRbE M. 36 B - FLEAFLEAME, 48 7% -
MHAERER . R T, TREIRE. 49 5k BRSO,
ERFEBAE. 50 % « AB s
[RIREE] S EA L
(A7) W2 1 204K/ HX 6 4Ff kil : L
[AAREE] HFCHIHAT L
[3 fE] & & 162cm. {KE 60.4kg. BMI 23.0kg/m’,
{Ai% 36.8°C IMJE 108/62mmHg, Wi 73 [@ / 43+, "R
16 /4. BHICSRUEBRMEZRD 5, WHiHIC
WEHES b, BEHoEs, B-NDEDIEKH V.
ERGEL, VU IH AL X205, FEORTH Y., HE:
SHEEHRIZ TRBE 2 U, S U, BFRIRIER S U, Jois:
SRS 9, MhEvE. IEER . %k, BRE - B
IR L. FFMERE b Uas o, BEIRENEIER . PUllt @ i¢hE

B Lo FROBBEHEKRSD

(BRPRREB] Jetin B AIERRERSL, M+ GH % IGF-1 O
fi (Table 1)\ MRI T T %4 I [ © BT i % 72 % (Fig. 1+
MW ERABR TR 75g B0 7 F SR RR T GH
DIMFNZRD UM - 7o & & SIERBE KA & 28 L7,
Jedn B KIE O R B A PHEFEM <0 0 — & % HiE1T
L&l s, LEFRICNET 2EEARBEZRD
(Fig. 2)o MZEMR D ERMENR <. BREIFHOER &
730 Fe B RE AR IR AR Hh & AT U 7o

Fedin B RIE 16 U Ty T 2k S A i R e ) B
TRATEY, V= R TF U7+ o s 8HEGHRS
LZzo%FMi£4T 9 et & Ui, FioHii lanreotide
90mg/ H% 6 [l#x5 U, R B FFli (trans sphenoi-
dal surgery) Z#ifT U7zo FMEA TR TEREKREDZ
HrTdh b, RERBICTESMIEIC GH B, PRL B
HERD I,

AAEGIIE GH BEA T HEAKIRIE I & 2 Sedi B RIE IS,
B BRBE, DR R, ZRPRIREO &5 A5 D |
% S NESLIE 1% B T & % Carney complex ® 2 i Z# 0
BRI & —8 L T 72 (Table 2), BEOREZH T
HERETH 2B FREZMBE L7 & 2 5 PRKARIA
(protein kinase A regulatory 1a subunit) 1z 7 D2 HE A
» Y. Carney complex &M L7z,

Table 1. Laboratory tests.

WBC 3200 /ul BUN 16 mg/dl GH 18.07 ng/ml
RBC 390 x10! /ul Cre 0.58 mg/dl  IGF-1 445 ng/ml
Hb 12.8 g/dl UA 6.0 mg/dl IGF-1-SD 5.63

Ht 36.8% Na 144 mEql TSH 1.58 pU/ml
Plt 19.8x104/ul K 3.3 mEq/l T3 2.29 pg/ml
TP 6.5 g/dl Cl 112 mEq/1 T4 0.93 ng/dl
Alb 3.8 g/dl Ca 8.6 mg/dl ACTH 13.78 pg/ml
Tbil 0.6 mg/dl P 4.5 mg/dl cortisol 7.2 pg/dl
AST 240N Mg 0.8 mg/dl PRL 11.4 ng/ml
ALT 2101 T Chol 168 mg/dl LH 1.6 mIU/ml
LDH 132 U1 TG 79 mg/d FSH 21.4 mIU/ml
YyGTP  8UN HDL-C  48mgdl  E2 11 pg/ml
ALP 419 UN HbAlc 5.6% GH J&fi 18.83 ng/ml
CK 28 UN TFPG 112 mg/dl (75g0GTT)

H AP 5243 Vol. 92 Suppl. Jul 2016
pp



8 25 [0] BRIR P43 Update Proceeding 19

2. & =

Carney complex 3 H QA EEImOKRBETHY
B8 BB, OB HRIE, B HIRIE SE AN U 5 N4k
P, FENSED ZRIEFERHTH 5, HizEOHA
BWREBRERT N, 30% G MAH & Sh b, FEFIE
GH BEAEE LIS, RS IE, B O 2 F MR
FTHES. X7 2 PRBEREREEZZDTEY, K
TRIEE B & 72 T3 73 W A% Carney complex 3t b h 7z,
AR 338 B O BE RN RO TR EBER 77%.
ODEHERRIE 5396 BRI IE 339, PPNAD (R M
, R A E PRI RERE) 26%. Seii B KAE 10% &
Fig.1 Post-gadolinium T1-weighted image shows enlarged pituitary e BIEEE ST 5, FRITOER R E TN o M

gland and several nodules decreased contrast effect. PR O TARE A A0 LIET L2 BIAid b . AN EE
Th 5,

Carney complex ®#J 70% 1< PRKARIA #ix T 2% %
B 5, PRKARIA B RT3 17 FHAMKE N (17923-
2DICFEL, AEEFOERIZL D PKA FEHILE%E
NMLUTCTHROBEFHRAZLESIEE EEZL 50, K
EEBHORBHROEEICEFSLTWB EEZSNT
W3 P (Fig. 3)o RIEH O MIEHRK OB FHRETHE
intron3 & exond & @ 5 Rl OB R\ IC A TS
K—IEEFBEAOEENZED 5 n(Table 3). HAEHRE S
NTORWFHHROERTH 3 (c.503-5insTAVS3-5insT),
homozygote)

Fig. 2 Trans thoracic cardiac ultrasonography shows left atrial
myxoma.

Table 2. Diagnostic criteria of Carney complex.

Carney complex Z2HfriLE
A T {E

O 1. RESERREEEBICGRELED Y
2. B, HEORSEIE
O 8. hEE—-ERCIERED Y, RSN CheE
4. FLIEMSRIEE - R EREL
5.  PPNAD—1mg 7 ¥4 A% NGRS G, CT ERIICIER R L
6. ERNEVIEATRAERIC X 5 EHEXE
7. KiaaKEL b Y HiEE
O 8. HRBHBEWK COBET a—ZRHRIEHE
9. WIEREGEMHRIBE-MRIL I CHREEZRD 5
10. HEEK, HEREFARE
11. BREFERIE
BAfi2R2WIER
1. 1#%MIC Carney complex B DIFEE
O 2. PRKARIA EBETORNELER
2L (1) F23 ) &2z s
(LD AEED > B 228k
(2) AHHD 12¢& BIHE® 128k
KORASER A LT-HE
Stratakis CAetal J Clin Endcrinolo Metab.86 : 2001
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cAMP-PKA-PDE signaling abnormality in CNC

Plasma cell membrane

AC:adenylate cyclase

1 CRE:cAMP response clement
ACTH rcceptor (MC2R) CRERB:CRE binding protein
PDE: phospodiesterase

ATP PKA :cAMP dependent protein kinase A
i C:catalytic subunit of PKA
PDES - CAl\gsyntheSIS R:regulatory subunit of PKA
(PDE11A,PDESB) -

G
ation

lmsph
P mRNA
nucleus  (erpR protein

CRE

Activated type Inactivated type
PRKARI1A inactivated mutation

(PPNADD 58 R B E K USA R FRILED LEEER Vol.56)

Fig. 3 The mechanism of cAMP-Protein Kinase A signaling pathway in Carney complex. .

Table 3. A novel genetic mutation of this patient.

exon 3 X (N exon-intron H257 % PCR THilE L. direct sequence % CHEHT
PRKARIA BfzFDA v hrr 3 DY V‘/ 4 il =27 Y 4 @ splice acceptor site P
BB —HEFAOLR L R EHEEMHIZRD

AeDEF CTTTTCTAGGT (1% ® GGT~exond)
BE DR CTTTTTCT
T

RS : ¢.503-5insT(IVS3-5insT),homozygote

HTAE AT
lanreotlde H@
ITT T3
(GH ng/ml) (IGF-1SD)
25 e
/”" S - e
- o ? o T, [ Q 6

- 3
//\/\ ‘\ 5
15 h \\ 4
Y
\ \
10 \ 3

0 r T T T T T T T T T 0
Nl > & > > > S > S S
& & FFFFEFE

R T A A R A

=@=GH =9@=IGF-1S8D

Fig. 4 Clinical course and transition of GH and IGF-1(SD) levels.
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genotype-phenotype correlation 122\ T 5 D E R
2B 24 T, c348 + 1G > Cintron3 @ 1 #H#
BMERBRISA VU SICBER& L, FrEVR
Z R & 7 mRNA 5 i #% # (Nonsense-mediated mRNA
decay: NMD) %2 & 724 &52 50T % Y, NMD &
;o AERE & OHEZET O mRNA ASHIIEA TR
MICO RS 2BETH 20, HEOREERIIONT
ST,

AAE G D 25 R T RBEEEMEATIE L TUO A LA exon
intron EETORETH O, R T I54 ¥ v T OBRITTERL
SINARITIREER SICREE S/ L, EEShIEA
BICAFE ST ELHESh S,

3. % &
el EKIE O A HHER B IS CEBHRIEZ 0., e
15 R R B b © 25 FENE I8 fiE 1% B C & % Carney com-
plex L2 W LB —BITdH - koo BEinF BT O R,
PRKARIA Bz FICHHERZAD I,
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