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FFEG Wik A%

(HHFEXRFE—RBER / HH BEARERILEES FS, #d K 410005)

1wl A

BIL, o, 129401, WA H M =Tt
L TARIR 12, 1 H IR K giis &
WHMWM=EET S (18.5 mmol/L) , #75 WRIFK.
JERETREB MRS, 2Wh “mIRIAE . ARIiAE |
PhJE 2 0 A Hl = BRI 3 7E 3.7~18 mmol/L; 4
HAWFG BB R AARNE . 4 B IR . R AR
W . BAMEZL | R A AU, F0HR S
R VURSEHILA A . 7 I8 Bt DR 7o A It 0 4 B
PERIAIME =, DLS 2R E AR ki s =
BIL 1T AR, SR K E 1 R
R IR 2R i s 4~6 HISBTRING 2528 &
Smie (CGRAE D BRI ) , H il =me R
% 3.5~5.0 mmol/L, MR ANIEEL= £ TFHRIKIARIT .
RULBR TR 1, T, TR .
CIFPET R, BBILRSE 4 IG5 1=, 2 A=
ek, AR EE L, HAEKE 32k,
K251 MG M, B2, 3 MR hEDR 2 A
BHE N AR B, AR SRR, HAEA R
Pt 55 4 Jh e 2 R IR S e il 70 6 A A4 (CHL
EHZIATE) , BIAFIGRALR .

A BE BF A K. T37.0 °C. P 100 YK /min,
R 28 X /min., KT 12.6 kg #E, 45 B IR EhE |
KRR | SRS, BA L, HUREL,
REWRELETORN R, 2SX0E, AT MK, T
MetE iy . FFREZIN T 3 em, BEAE AR fk Ao o0
F TGS H o PUREWLAIIE K . M R G RA TC R o

il BhAS A I H R PR 0 0.28 x 10771,
RIBIIEE o Hh =B ER , AR 0

[ Wik HIDT ] 2018-06-25; [ 4552 H 1) ] 2018-10-14
[VEE Y ] VG, Lo, BLmied:, fEBEEEIN,
LIE(EIEE | BN, o, FREm, #Hiz.

IR E N N IR T EThEE . AT
DULEE . PSR, MU, REeE. HMEEA.
K/IMEF I ICFH . CRP 22.1 mg/L ( B % {H.
0~3 mg/L) o ML MZT & HbAle HbAT JEAS IE4;
JiR 55 % 55.1 plU/mL ( &% 1{H 2.6~24.9 plU/mL) ;
C Ik 6.82 ng/mL ( ZZAH: 1.1~4.4 ng/mL) ; IfiL A
EH, PRBEBATE. wh Mok bR & e . ks
ML TS L 79.9% (S HAE: >90% ) o iR LR
& DNA .| EB %% # DNA ¥B ¥ T ik E 40 e S0 A
IEH . R AN AR R R R . B
B LA e Mim . B 20 mm, JFRMEDE
W, SRR AT R 25 mm, ADE (-)
SER P A 50 SUE TSN, 58503 bif
KANIEH 5 FFT 138 K HE s P9 T L2 M Il 454
WP, A RIS, BRE Y 25 x 15 mm,
DL FHETTEB. SUEBAAE XU 0058 2 A [0 75 45
T, HRER IR LY . BRI s, H AR B B ER
HRT RN T DL RO, B W, /)
MORSHE A 5 R R R A

2 PB4

129N H, wWBIL, B LI RN A& 3t
H =R E, AR H IR RIARAE . 4 B
FREGE . B TFRRIIIESS, SRR, BRI
W, TSRS XU, PURILANE R, DARIHK
SRR TV = i & I N L= (D TED e (=l B A R L
TR 1.7 mmol/L, J3 A Ji & PR FIAR & A
Ji e P 2R H T s A ok B B BR A TR R Ak R
B, RN T MRS, 20T ILE, &
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AR AR R MEAETE T LA B W 1) 2R G B
FEREAE . B/ E . 2599% 5N, DURAZ
o ABIEILH A LR R, T4k H=R, HE
PERTREPE, 6 TR R g A% I 3K By g 1 1L
P o AR WA B 70 R e KAk 4 B i 7 8 97
A K (congenital generalized lipodystrophy, CGL )
IRAFE 4 B IR 5 77 A B (acquired generalized
lipodystrophy, AGL ) LA K G244 3 43 g i & = A
K (familial partial lipodystrophy, FPLD ) . 3K 15 £
#h 53 BE Wi '8 F8 AN R (acquired partial lipodystrophy,
APL) o FSOMPERRNIEFRA R (FPLD, APL) AIX
SRR AR 2240, ARZE 40 T AL 10 AR 7 40 1 1
AL R, A A8 L4 B KR IR BEA T 2K .
LB VERRINFEFR AR (CGL, AGL) EZRIN:
FEIRAARIR T Z B TR =Z . LN H 0%
WL K, JFET M EZ . R . R AR
oL, Hh st B G iE A R SR LA
BB AR LB AE LI & B H il =
MAE, T4 BT Ie T 2 . B ALK,
a2 B ENRDIE A RAr A, BT
W, HABeskE RS, E AR e,
TR I, . B RIS . O MR A A B g
FADC I IR R R B, TCIRIS M2 BRI E AR
Wt s SeRPER B IRNE IR A ROV Qe Ok
e, SRR A AGPAT2, BSCL2,
CAVI1. PTRF, ib—PATENAINAT B2 Wi
AHIFFE L Hh =8 LE 5 I b b 40 i
Wb, RIS 14 H, @ImKEEDT . i kLAl
JLE BB RO . ARSI A ETRR
B G S A AN SR AN AR A 1 v o 2

B>, AT 55K R 2 A
Kol I

3 H—FRE

» WU LR A RS A

FRK I (EDTA $18E ) , $2HUDNA, 4T ALA
I 4 A T 2HL 0 P 53 A B 4 ik PR A PR 4 DL AR
5+ (_copy number variations CNV ) £, 558 7w,
BULAFAE BSCL2 FEH (i F 11 Sk ) Bz
A5 ¢974 (HNREF 7) _e.975 (HMNEF 7) insG,
p.G325Gfs*13 (NM_001122955) 5 LA HEH Ky
AL EIZRA T W 1, CNV RIS . R
L5 H A 20 B DR DG I B R AR
Tz 3k R AR 5 | R i S R M 4 B IR 8 5=

AN R R OARBRPE S, O B R R 2
JERIRILAT = RTZWT, IR 20 FEIHA 7o R 25 )
BRI T A MRS 77, $2HL DNA, 17 BSCL2 %A
ifih1X 974 975 fi s, Z5RBIRGILHN €974

(HhEF7) _c975 (HREF7) B4R (K1),
JRIEHRAY,

4 D KA

LW SeRVERBIRITE SR A R(CGL ). fHE:
(1) BrE JLIIEN A BH i =Wt i, 2 Hh B
PRIAIE: BAZ, BB TIRIIEA, 25308,
HUERRBR, VOB (2) Tedkktet

NEWiEFEA RAKYE;  (3) Z25aahiigia Him=
BEVK A IEH; (4) BSCL2 BHAETECHIE ) CGL

FURRA . 974 (HNBET 7) _c.975 (AME+F 7)
insG, p.G325Gfs*13 (NM_001122955) , H A&
YIRAEFRAL,

5 lmpRE&EE

W2 e BOL T LA EERR IR . R BE /K i 2 1
Wk RTE, W hAE s miE, YRR ITE
1~2ml/d, SEWIBEDTE 20184E 6 A (2%23F) , B
JUMBEARAFIE S, s R AT B = ( <0.5 x 10°/L),
RIE TR AR 1k .
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A GTGGGTGT G GGGGGG G ATCTGGCCTCC
2L \
i /\f*f\[\/\/ A N\ ‘\[\/\[\/\/\/\
G CAGTGGGTGTIGGEGGG6G6G6G6 GC AT CTGG CCCOC
BILEEE
HULACE
CAGTGGGTGTGGGGGGGCATCTGGCCCCGACATC
|
L ”W
} l\
B1 BIIREFZWBSCL2EANFELER HUL BSCL2 FEFIAFAE ¢.974 (HMNEF 7) _c975 (AMNETF 7) insG
ali G5y, BILACHEYZO S A T TRILN ¢.974_c.975 B4R R ( BRIFPHEN 528005 ) &

A

6 e

i
STRMEFHENERAR (CCL) HFEW
() e R R L 1 R G R, RIRFRY
H1/1000 T3, Bl 1:1, J& i Berardinelli £l
Seip B Jc it i, (L FX Berardinelli-Seip £ 45 1if
w$)M HETC &M 5 COL AHGHY 4 FhILH

MR T YL K 9934 A AGPAT2 A1 T 11q13
mBmm\mw\mm,%%%ﬁ4ﬂ%@m
CGL (CGL1. CGL2. CGL3., CGL4) "', 959% 1Yy
CGL ¥ %1 i AGPAT2 B BSCL2 % [A 28 7% ff £,
BSCL2 JE R R4 R 2 AL, HujHE MRk
RIS LS AR BRRAT R
DL RS S e HE 4 5 u&x&%%X£W5ﬁ
B UL ARG 1 & BRI BSCL2 R RS i 28 A8
55 OFE T BHGE A, B2 A CGL.

BSCL2 JEH A8 8 COL i ™5, H
ARG YL R B 418U LG U 2 20 4 i
B IR AR AET O K AR R P, BSCL2 A 4
511 seipin 85 125 SHRITANE ML . IRTFIEAL,

AEFFARIRIE 2 |

BIR At B A B I 240 B 5 A T
1, BSCL2 FE R 2878 A il IR seipin £ F 1 N- Bl 3
ez, 5 3E B A R R AT S S 2 TR

HEIT 5 R — RS0 WA B AT 8 ™. COL I IR
TN A5 AN B B0 e T =R e, R4y
AR [N AE = MH [ R RE , 458 B R IR 2% |
ROBE, MR ID5 S AL UURR T I S B G B
AT, AR 5 DOR TR B LS Sery U B UL AE KR,
DL R R ACHT . RS R LA . WEIRAG . O L
AEJEAE N E oy B LB T B woTHE, A
Ko, HARMRTIRE I i AR, DA K

R ERIRAT, BT %, LETAZE.
B AERSR L H Aot 8 vl H & AL

SFLRONERFRI L APEILAESE 1A
KM =BT, IR A B KR s T
K B Z B AR PUBINIAALR | AR,
It PR A 135 SCERARAT . AR FIE LA RS R e C
JIKEE e, (HIURE . SRIEXIIEHR, JOBES R &
o R AR LA S5 e R R B, Je itk — P R A T
BEVTWLEE . J3oh. LAY B LD 4 A0 -0 e

LZ1N o
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F1CNV Kz 25 5 T 051 R mh P 40 e sk 2D A
KFERAE S, AV EPNINCHER, BEAEM COL B3
B A I Mok 4 iy 4R, AR LA
IR PR A R D SR A

CGL H R TCARROARYTY o IR B 2 e 2
MFBE: ARG, RBGRIE, B s =mtH
A B AT B TR0 T D) RE R AIR AR, 4E
GRS R o B LI B R R T I PR AR
U EESCR F R SRR TR IR ) 2 IR, B8R
FEK MR A5, B nE &5 vl & A R
FESmAR . MEPRIR . 0 RE AR D5 T CGL 3R
Y7 B A R v I =R ILAE Y R L AT SR TR
AIRISLYINRYY, AE 5% T IR AR IR [ B T 1Y)
SOLATIM AR AT 2200 © 4R A PR
AN RS BRI T B A S R
W DRI B3 I 1B 5 AT A, WU B
e T JBR S R AR 2 A B T AR AR H I R
WAL M ET 2 . SmiARNg, Ee Lz b
g M gy U R R ARSI =B
WAKE, BGEBE S ZHPT, JEMHI R, BRI
IR FORE Ak I 2T 28 (K P 36 B Sr P AERFSE B
AR RS T (AR ) 2 FiE
S (4 H 0.06~0.24 mg/kg ) T35 2 AU 1,
AW BILUIRERIE S, AT LM T 25903097 ;

REN

SRR IR B R SO M 203 A, (B . IR
BEYIIER, JOBERy IR, (T AR E il

COL TR AME, 2R e aih4EstT,
SET IR R 22 D9 TP RS . O ESRASE . B IR
W PR L IR R A2 5 TR A B S Ak
SR i b EEAE T ARG L),
—H T RS, HATEILBED R4, HAm
=HRIEW

HRMHEL2HENERARIBKFEIL, 5
AGPAT2, BSCL2, CAV1, PTRF ZFILRRAA 5,
SR gL R B AR, REU A LI
R4 5 TR SS . T LA AE K R — 2R 1)
R ZERL: anE H vl =R . R 2R A . &
WA AT B LRI B AR LI AE IS AR AHD
A H I =EE . 25 TIRNIE R, SHR
R #32 R CGL, {H k741 A i = 27 T 32 Uk B
Sz o, 1 H AL SE R YR 20 R BTG
JLEEAK 7% 4 M 2 PRUR DU T S, A = (e 5 L
PRI, X558 Az L) B0 A0 & H =g I iE, 75
FIEE R 2GRN ERAR, EENA BT
2 s SRR T -

BIL, 2, 12 9A, B JLBIRN A S m T = AR IAE , PR AR IR T R A . 42

G RE I KRR G, SRR, AN . W, IR RUE, W, IS, DL
PR A M 2 o SRR 4 A AN T R IR LA AR CARE RS R A SRR FEAS R (CGL) 1 BSCL2
HFRA: €974 (FPBTF7) _c.975 (SMBF 7) insG LA RAE, HACHPPZALS MG T #ii2 CGL, AR
REBTAG PR AN ER Z 5 COL YR . TR sk Ak & ik &4 HlE Hm = Me vl e R 0%, (RNFETCH AR
ko COL AFEILAY & YRRk (e A RS Epom, FBUCAH AL IR 25 e FREWI TS . B AILIAIAE K
FCHIEREL: s Hoh =l . SRS R MUE . BIHAE, 95% B CGL i AGPAT2 B BSCL2 %75 %5,

[ X ]

[ E%E)LRIZE, 2018, 20 (12) : 1050-1054 ]
Fe RSB EFR AR BSCL2 JEH; JL#

Unusual facies and recurrent high triglycerides for more than one year in a girl

YIN Ze-Xi, HE Xiang-Ling, ZOU Run-Ying. Department of Pediatrics, First Affiliated Hospital of Hunan Normal
University/Hunan Provincial People's Hospital, Changsha 410005, China (He X-L, Email: 407059834@qq.com)

Abstract: A girl, aged 1 year and 9 months, was found to have hypertriglyceridemia in the neonatal period, with

unusual facies and signs of dark skin all over the body, disappearance of subcutaneous adipose, acanthosis nigricans of

the neck, excessive and thick hair, empty cheeks, muscle hypertrophy of the extremities, hepatomegaly, and neutrophil

deficiency. Whole exome sequencing of monogenic disorder revealed a homozygote mutation in the BSCL2 gene, ¢.974
(exon 7) ¢.975 (exon 7) insG. Her parents were heterozygotes for this locus. The girl was diagnosed with congenital
generalized lipodystrophy (CGL), but the association between CGL and neutrophil deficiency remained unclear.
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Triglyceride was maintained at a normal level after the treatment with a low-fat and high-carbohydrate diet, and there
were no obvious changes in signs. CGL is a rare autosomal recessive systemic disease manifested as disappearance of
systemic subcutaneous adipose, muscle hypertrophy of the extremities, and metabolic disorders in the neonatal period,
such as high triglycerides, hyperinsulinemia, and hyperglycemia. About 95% of CGL cases are caused by mutations in

the AGPAT2 or BSCL2 gene.

[Chin J Contemp Pediatr, 2018, 20(12): 1050-1054]

Key words: Congenital generalized lipodystrophy; BSCL2 gene; Child

(& £ X k]

Schott M, Scherbaum WA, Bornstein SR. Acquired and inherited
lipodystrophies[J]. N Engl J Med, 2004, 351(1): 103-104.
Kazandjieva J, Guleva D, Marina S, et al. Berardinelli-Seip
syndrome - A case report[J]. Serbian J Dermatol Venereol, 2016,
8(2): 101-104.

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

Seip M. Lipodystrophy and gigantism with associated endocrine
manifestations. A new diencephalic syndrome[J]. Acta
Paediatrica, 1959, 48: 555-574.

XUE S . #2285, WG . Seipin 5 K2 BIRITETAR [J].
HIRERIRE2AR L 2013, 38(1): 1-4.

SR AT, TS, BRIEPK . BSCL2 3L 98B R E 4 B IR
B FRA RAE 1 R 7302 T (0] IIRLRERE | 2017,
35(7): 532-536.

P30, W, B, 5 . L Berardinelli-Seip ZEAHiE 2 4
Ak (0. P E S URRE | 2016, 31(2): 157-158.

Haque WA, Shimomura I, Matsuzawa Y, et al. Serum
adiponectin and leptin levels in patients with lipodystrophies[J].
J Clin Endocrinol Metab, 2002, 87(5): 2395.

Windpassinger C, Auer-Grumbach M, Irobi J, et al.

[10]

[11]

[12]

[13]

[14]

[15]

[16]

[17]

1054 -

Heterozygous missense mutations in BSCL2 are associated with
distal hereditary motor neuropathy and Silver syndrome[J]. Nat
Genetics, 2004, 36(3): 271-276.

FR L eI, £8) 5 RIS BEIRI IR R BSCL2
He A2 AL 1 BT SCHk A ST )] EJRIE LA Ak 2016,
11(5): 377-381.

Shawky RM, Gamal R, Seifeldin NS. Berardinelli-Seip
syndrome type 2—An Egyptian child[J]. Egyptian ] Med Human
Genet, 2015, 16: 189-193.

Garg A, Misra A. Lipodystrophies: rare disorders causing
metabolic syndrome[J]. Endocrinol Metab Clin North Am, 2004,
33(2): 305-331.

Richard E, Robert M, Hal B. Jé /Kb LB [M]. 25 16 Jit . B}
L 2001: 2018.

B, ToKAL, S#, 55 LA SRR E R R A
BB 1 BIHS (] 16 R LR | 2006, 24(12): 1013-1014.
Oral EA, Simha V, Ruiz E, et al. Leptin-replacement therapy for
lipodystrophy[J]. N Engl J Med, 2002, 346(8): 570-578.

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

BOUH R G, & R BRI E R AR —
1 [7]. FhAILRIZRE | 2004, 42(12): 959.

(AR A )



