EFAREY4E 2016 £ 5 F% 37 %% 10 # Int ] Lab Med,May 2016, Vol. 37,No. 10

3K R 1% IR IR Th BB Ui AE & FF = BB B 2 I fE K &
LDLR EERTiHFERNT

Seps T, 3 ekt

- 1344 -
- E-
(REIE
 E:BH®

REFSMRAEET KRR AR ES I SH2E B i LDLR A KW R T4
9 fo DNA, 47 PCR # B ¥ %, 5+ 47 LDLR £ B A & # 5 & & B100(ApoBl100) A B nl 5 547, 58
hBMHEAE,HE LDLR AR R % .4 ApoBl00 AR R %, Hig

HEHREEARER 1. 23842, shH, X 300280)

N, Ak HBREZZLTEG
BREAISPEHETFTLE
IDIRAFAF ISHBFHEFRASMNGH 186442 G EH T

ABEEY  FHRRARBREABRR AFARTRRDEALESFHREBLENEARR T IREY, A EABERY

A %L ApoBl00 A B £ 48 %
KER: Rk i‘f’«lkﬂ;%#]ﬁt/’LL%E, % e B B e
DOI:; 10. 3969/j. issn. 1673-4130. 2016. 10. 017

LDLR % H ;
M ERARIRED A

L A
XEHE:1673-4130(2016)10-1344-02

Screening analysis of LDLR gene mutations in familial hyperthyroidism compicated with hyperlipidemia
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Abstract;: Objective

To detect LDLR gene mutations in familial hyperthyroidism combined with hypercholesterolemia. Meth-

ods DNA were extracted from peripheral blood of the patients and their families. By using polymerase chain reaction (PCR) . se-

quence of the LDLR gene and apolipoprotein B100 gene. Results

There were three patients in the pedigree consistent with the char-

acteristic of autosomal dominant disease. And the three had LDLR gene mutations but without apolipoprotein B100 gene muta-

tions. Conclusion The base of G mutated to T at the 1 864 bp of exon 13 of LDLR gene in the proband and their siblings is the

main cause of asparagic acid (Asp) transformed to tyrosine (Tyr), which is the main gene mutation type in familial hyperthyroid-

ism combined with hypercholesterolemia. Apolipoprotein B100 gene is not correlated with this kind of familial disease.
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