295 H 151 hEMREFSEE Vol. 29 No.15
201948 H China Journal of Modern Medicine Aug. 2019

DOI: 10.3969/j.issn.1005-8982.2019.15.027
XEHS: 1005-8982 (2019) 15-0125-02

ERE BSCL2 #ix REHEFEMEFAIR 16l

MARE, X, i
[AMAFMBEILEER (MELILEER ), M8 AM 450000]

KR . BB ERTR R ; BSCL2 1B ; Berardinelli—Seip 48 &-4E ; ' # GRS MR 9%

FE TS R59

1 WEERER

BE, otk F 12 1AHA, 13daTR AR 24
N L BE Bep 2 LR 1R Be U1 10] & BRLIp |
Mg TFE, Hh =M 22.5 mmol/L, #IEH# JLETE,
(RIS e JBR 5 R IMAE , 456 SB LB R AR, A PR DG
GOk, BIENEREEBRIIERAR

ABES 4T B 2l mof . AR TR E &
AMREERRE SRRAITY . 10 d RSP SORELEE o
Fa, Hh =M TR B

BIL R4 TIRIERE, JFbE2. Wil g i E
W, R KOMAREE 5 N PR I B B g
PG R. LA BT B i . T, 2 A4S AR

B
)

XERFRIRED : D

ML AR ZHH R, WUNAEKR ;3 ~ 4 DA M
R RIKORTE, VST T ;5 ~ 6 1A
A B B, DIBARERE, RS
RAEM 5 BEAFIRIGR, MR, e T
AR WL 1, P IEEARI

G5 BN, %R LI % AE AL E N chrll
62460139, K —Ab&4li 5275 + ¢.567_568delGA, T3
FHERRUUE p.Glul89fs (FEAITRAR ), B RALE IS
RAENLSARIWAGE, IR RAE, 575 K B
{2 RN E R 2 2 Uy s A DG DR S AR e e, I A
B GEA R, HARSR T BB SO

A WG R AT S B T ARAFAE s B JENTIUBRRSS, ATR; C: WUAAER; D: BEEDR. £ E: ARA: SRAE 1Y
1 BEMEAEHR

2 g

SERMEAE BRI EFEA R (congential generalized

B SeHAA , 1959 4F SEPI #l |, i A9 X 44 Berardinelli—
Seip ZEGME, AEHE D UL —Fus AR, 2k

S P 2 G (EI 4 B e
lipodystrophy, CGL ) J&Hi BERARDINELLI" T 1054 4 ZWPREN 1/1.000 5 e TBURE04 i A i fi 7 241

ek B . 2018-12-29



T EBREE 2 Ak

®

ZULTEATHAR " MRS RIS 3R e
M = ERIEE BRIV . AL R

AMgEr, BETC COL KL, HAFIA 45
REMHAE . SRILE . R AP, #F—P oL
Krm$enk CGL, B wtEiE R ERItdE, 2%,
BRIE . BT ERHR, f746 CGL KM, CGLI1Y
R A A, BRI BY BRI 2D 4, 95% 1)
CGL 5 AGPAT2 1 BSCL2 3£ R 28 #15¢ , BSCL2 %&
BRI Y fafk 1113 L, bt 398 AN JE R i 5 I 2
Ho TEMZHZI Tz RaE, R 1 E 8w .

K ILAFAE BSCL2 JEN S, HIABNL A WLARIE,

NHRRAS . BORBIAFAE =R IR EFRAR . 1
TE AT LR

CGL 1Y 2RI 7 16 2 B v H Il = 15 10 E A
ORI o RS PR AR Y, $iih COL B

BRI S, IR
Z % X #f:

[1] BERARDINELLI W. An undiagnosed endocrinometabolic
syndrome: report of 2 cases[J]. J Clin Endocrinol Metab, 1954,
14(2): 193-204.

[2] SEIP M. Lipodystmphy and gigantism with associated endocrine
manifescations. A new diencephalic syndrome[J]. Acta Paediatr,
1959, 48: 555-574.

[3] GARG A. Acquired and inherited lipodystrophies[J]. N Engl J Med,
2004, 350(12): 1220-1234.

[4] GARG A. Lipodystrophies[J]. Am J Med, 2000, 108: 143-152.

[5] P PATNI N, GARG A. Congenital generalized lipodystrophies-new
insights into metabolic dysfunction[J]. Nat Rev Endocrinol, 2015,
11(9): 522-534.

[6] MAGRE J, DELEPINE M, KHALLOUF E, et al. Identification of
the gene altered in Berardinelli-Seip congenital lipodystrophy on
chromosome 11q13[J]. Nat Genet, 2001, 28(4): 365-370.

(FoRke

i)

- 126 -



