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Three PHEX gene mutations in Chinese subjects with hypophosphatemic rickets and
literature review
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Medical College Hospital , Beijing 100730, China (Qiu Z-Q, Email: zhengqingqiu33@aliyun.com)

Abstract: The clinical data of three Chinese children who had been definitely diagnosed with X-link dominate
hypophosphatemic rickets (XLH) by gene mutation analysis of phosphate-regulating gene with homologies to
endopeptidases on the X chromosome (PHEX) were retrospectively studied and the relevant literature was reviewed.
PHEX gene mutations were detected in all 3 XLH children; a nonsense mutation (¢.58C>T) in one case and splicing
mutations (c.1645+1G>A, ¢.436+1G>A) in the other two cases. Among these mutations, ¢.436+1G>A was novel. As of
January 2014, a total of 329 PHEX gene mutations were reported, primarily within three mutation hot spots, throughout
the world. Missense mutations accounted for the highest proportion (24%) among all mutations. There is literature
showing geographic differences in the total number of XLH subjects and PHEX mutation types across the world. In the
current literature, 89 cases of XLH with 28 types of PHEX mutations have been reported in the population of mainland
China. Exon 22 is the most frequent mutation site (18%) and missense mutations are the most common type of mutations
(61%). It is concluded that exon 22 is the mutation hot spot and missense mutation is the most common type of mutation
in the PHEX gene in Chinese XLH patients and that ¢.436+1G>A detected in this study is a novel PHEX gene mutation
in Chinese with XLH. [Chin J Contemp Pediatr, 2014, 16(5): 518-523]
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WA IR
1.2 SHIRAE

HY T 1 P Rt AR BT 4 2R 3R D i) B I
ARG — Wb e, S TE AR ST LRRE 1,
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¥ %M. MF0.81~1.45 mmol/L; 145 2.13~2.70 mmol/L;
DA PERRRR FF 42~390 U/L; HUR S5 IR 12.0~65.0 pg/mL; 24 h JR
W: 0.5~0.6 mmol/kg; 24 h JREG: <0.2 mmol/kg; 25 FE4EAZ Ds:
8~50 ng/mL; B /NEFBEE BICR 85%~100%.
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TE 20 puL S W AR R, B 10 x PCR 28 3 2 pl,
2.5 mmol/L Y ANTP 3 uL, 5 U/uL #Y rTaq B 0.3 pL
KIEFELEWARAF ) , 100 ng/uL % K 241 DNA
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519~



ERTECE TR ] P E S RILF L & Vol.16 No.5
2014 4F 5 H Chin J Contemp Pediatr May 2014
PCR SR 451 . 95°C WAL PE 5 min, 94 CAR

3os,sqtﬁ§k3os,7rfil$45&1A35fwﬁﬂl
)5 72°CIEM 5 min, PCR P=¥3%dt 5t R —WEim A
AV AL ALY
1.5 RERIESE

BEXT T R R 2 A8 B e it AT R N Ty, AR
5 UCSC %l L AP 90 T exd o3 #r, itf—20
Kl g JLACBESRE I DNA, T i 75t E & S AH
[R5 5 Y ZRAE

2 #R
21 GRS
3L, 1R LLART A 2 kg,

2%&@%%MKTH%%%@Oiﬁ$%%SA
RAE2%, LWFER N 2-3 %, BiZH EILY &
ﬁ¢?—um,aﬁﬁ%Wﬁ\£§T%ﬁﬁ%o
e Rk 16, RhZRAh B2 6, v v 1B
3 1515 51 i 355 Wl W Sk B2 AIK (.0.70~0.86 mmol/L )
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LR ( http://www.phexdb.megill.ca/ ) - Hodr e w Ul
S LR (24% ), RSP IXEAT 34> b
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13 ¢.2033dupT p.T679H E20
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0~1) , A0 A A S CRES (<0) , HAR
PR AT, AL RSB WA RESZ A 15 & F 1Y
37 B, IS BN FBRER. WA 3 A
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