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(=] & & 597 1 MIF S vk B3 (familial male-limited precocious puberty, FMPP) g LIl ARAEFE , 3 %f w4 4=
B/ NG AP IR i 2% 52 1K (luteinizing hormone/ choriogonadotropin receptor, LHCGR) R 4T A8 M. F ok WUEE 1
i 2 % 5 A4~ J] FMPP LG R GORE AR VEAE 200 AR R A 45 R 55 T XS 8L R LA RS A il 1 40 i LHCGR R 1 11
NI F A HEAT I . 4R RS 98 cm, WU SEAL 3.5 mL, [ 25K 7 em B4R 2 em, B E PH2 #; 1M 52
3.09 ng/mL, R B AL MR AL E<C0. 1 mU/mL, GRERIRCERFEAE 0. 2 mU/mlL, f2 1 BRI R B0 R WO 5 b g s i 2k
R WE(E 0. 88 mU/mL  JERIBRIE(E 1. 35 mU/mL. fFa ANE MEME R AR I, 9E—2A4T PCR 4% 1 Bolll i/ . LHCGR
FERISE 11 48T 1723A>C 5878, 380 575 LA BRIk KL th 550 /IR Jyso B . B LA S e D) 1) A ) f) 56 R 58 28 o7 1 (H
ARMIE R T . 45k FMPP S80I P20 W R A0 ] A B i PRI A 0 4 I LHCGR JE R 2 5 58742
c. 1723 A>C(p. Tle575Leu) , £} 7 HATAH ) 5 R B (H R RUAR ) , 7T BB -5 2o M MERCR 17> A A O & & 75 % LH F FSH 3k 2
5 RAGFEIRTZE IR E AR EALR S LHCGR A%,
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Analysis of a family affected with familial male-limited precocious puberty due to a mutation in LHCGR gene

YANG Hai-hua, CHEN Yong-xing, WEI Hai-yan*
Children’s Hospital Affiliated to Zhengzhou University, Henan Children’s Hospital, Zhengzhou Children’s Hospital, Henan
Provincial Key Laboratory of Children’s Genetics and Metabolic Diseases, Zhengzhou 450000, Henan, China

[ Abstract]  Objective: To report the clinical characteristics of a familial male-limited precocious puberty (FMPP)
child, and to analyze the mutation in luteinizing hormone/choriogonadotropin receptor (LHCGR) gene. Methods: The clinical
data including sexuality and related laboratory examination results of a child aged 2 years and 5 months were collected. DNA
was extracted from blood samples of the proband and his parents. The 11th exons of LHCGR gene were sequenced using a
Genetic Analyzer. Results; The height of the child was 98 cm. Testicular volume was 3. 5 mL bilaterally, penile size was
7 cm X 2 cm, Tanner stage was PH2, basal testosterone level was 3. 09 ng/ml., basal LH<C0. 1 mU/ml., basal follicle-
stimulating hormone (FSH) was 0. 2 mU/ml., gonadotropin releasing hormone (GnRH) stimulation test revealed that the peak
of LH was 0. 88 mU/mL and the peak of FSH was 1. 35 mU/mL. Upon sequencing exon 11 of the LHCGR, a heterozygous
point mutation of nucleotide 1723 from A to C was detected, which resulted in an amino acid transition from Ile to Leu at
position 575. The same point mutation was detected in the patient’s mother, but did not have any influence on her puberty
development. Conclusions: A novel point mutation of the LHCGR gene has been identified in a family affected with FMPP.
The c. 1723A>C mutant LHCGR was confirmed to be constitutively active, which has led to maturation and proliferation of
Leydig cells. The mother had the same genotype but different phenotypes, which may be due to that the hormone estrogen and
the follicular development need both LH and FSH to participate, and before puberty, female gonads do not express or low
express LHCGR.

[ Key Words ]  familial male-limited precocious puberty; luteinizing hormone/choriogonadotropin receptor gene;

point mutation
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