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Analysis and literature review of a pedigree with familial hypophosphatemic rickets
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nant hypophosphatemic rickets/osteomalacia, XLH)
Je— TP DL B A R KO (3.9 ~
5.0)/10 J5H S i AR 1 i A0 42505 B UL 11
— &, XLH i &AL B A 260 T X Qe ik
5 4 R 7 9 40 B 6145 phosphate-regula-
ting endopeptidase homolog, X-linked , PHEX ) J&[K 5%
PRG54 20 i A= R I 7 23 (FGF23) i
PREET , B AR N, IR 2 | i B D, e 5
HOE LR Foil R R B )L ¥ 2O M
Bl L DR BB RN ST B IE A G f A 2255
REOEPEA R 2 B, T A U 2 3 B R A AE
KA R G FER B IABPE BT A S
IRFI Mgzt 253 Hr 4008 1 1) XLH K&, B1E#R
e R X AT AR o A A PR O AR, U 3
WisWr, 45 T BATR YT R .

1 wBITE

FEUEH R B AE,33 %, 30 AR XUT Bk
FIE” WL THME (BARZFRATE) , BikiLy7id
FEATE, REARTC A . 2020 4F 6 J P BEXUT i
PR T LBER R 2 — MR ER AR, T
2020 4£ 6 J 4 HAM M T ZAREHEHIE + )
ZRIENE + 70 8 JHE B 80R I8 A0 8 R S AR e
B IMIE " e A2 BB R A 20— i BE B N 70
WRHS . e, B RO I PR AN B K
SR K A, S 2 M R B 11 R B R 2 A

(K1) o A B 2 ™, 2F  Uis 15 R i
M5 AR S IEN, T 16 ZHERELL, i
RLE143 emo G  SCRHARIL 2R Z5 0, AP AE
R ALY S A AL AhA B BT E /N CRAR
B RATE) , BE 2K B R 120 em, 55 55 B @145 em, F
GIARTE(IEI 1) o AR S AHARAARY | B w78 IEH N
T o RKS A AL B 143 om (RS2 kg, R H AR 4L
(BMI)25.42 kg/m* ., i R pi Ak, e 2, &2 10
S Sk KR, 0 T AE | BNERAE il eR 2 T g
WA A TCIHE , BUR B X7 o RCFIT i DL
IV (5 2) .

AR O FE B TR 26 5% O %
B 1 eUEH R R FR T 15 g R R

e

B2 ik T

B A B 5 A I #50. 43 mmol/L, X F IE # i
il BB PEBERR B 126 U/L, IE 0 HI B BR ;25 248k
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% (250HD) 10.1 ng/ml X T iF % 30 Hl; 45
2.16 mmol/L, 1E i [l ; HUR 557 BRI 123 ng/L, 5
T IE % 5 B AL 31 pmol/L, 24 h JR %
13.95 mmol/L i T 1E % JE [l ;24 hR4ES5. 22 mmol/
24 h, IEHEE (£ 1) o AEHERN A L ~2 K
i, L3 ~4 B E A, R s Wards = £ K
o, SOMI R AL, A ST B WU i X 48 Jiir D 32
FE2RESS BB TR BT, 2RSS, 35 E
Ui G B A . DU RO AL, B A B
T PR S R AN, S R A s U A
JHEBF R 2 ek B DB AR 5, Wty B Ak & 11
FiMEE EBORNDE S, W E XA K (E
3) o FEPRIRINEE S SouEH 1 X Ye o fR - oy T F]
DA 1 B R R I (AR AT 152213261058 7%  BUfHi 4%
Filifc. 1208G > A Sl S 5afap. WA0IXTAS (& 4) .
F 1 SEUEEMHARIR R

LN SEIEH i
PTH(ng/L) 123.300 10. 000 ~69. 000
P('mmol/L) 0.430 0.850 ~1.510
Ca(mmol/L) 2.160 2.110 ~2.520
250HD (ng/ml) 10. 100 >20.000
ALP(U/L) 126.000 38.000 ~126.000
SCr( wmol/L) 31.000 57.000 ~97.000
Alb(g/L) 45.300 35.000 ~50.000
24 h pR%5(mmol/24 h) 5.220 2.500 ~7.500
24 h pR# (mmol/24 h) 13.950 22.000 ~48.000
24 h R (1724 h) 1.500 1.500 ~2.500
N-MID( ng/ml) 19.750 14.000 ~46. 000
PINP(ng/ml) 108.700 9.060 ~76.240
B-CTX(ng/ml) 0.370 0.043 ~0.783

T PTH: HUR S5 I3 Ca: 855 P 5 250HD . 25 B4 4E % D,
ALP . G B B2 T ; SCre Il LT ; Alb: 14 2 4 ; UCr: JR WLBF s N-MID . &
528 Bk A B s PINP . T Y i e Jt el B A i e 5 B-CTXC . T 280 i e 3t
R S A8 ik
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25 - AW IAE | Bl M B R B (alkaline phosphatase,

ALP) F+ &5  250HD i MK, 1fiL 55 1 5, FHAR 5% R =
(‘parathyroid hormone, PTH) 1EH% 8ifmE ., (3) 1%
FREE. (4) ZENRZE R 45 R (B 4) o R4
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SH . JEUEE B B 120 em, R, 22 3 )7 3,
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KI, FBA EE R AR I E , X 8 M v] BE R
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Fie X Qe g i s (G ML . G RIG A,
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2 ifig
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R, AU X" I o B G AT R AL 1l PR
RAOE : B R /N (BRAGUE & AC5% VIR A1) (“ 07 B
R BB AD S OGP E BN S . AR B IR
IRFI LB AT AR P AR S A A R 51
Bra L, 2 W A AR AR P

IO i AE 2 XA I 3E B R ER K P AR T
0.8 mmol/L Ik # M siE A 3 A~ EZ N : i T 1
A Wi/ i T A A T A B DA N A T
By HC AR A A IS , SRR R e RS MR LA , LA S th
55 MR 8 o T 5 g 9 T AR (FOIR 25 IR T RE DT
PERE HEAEZR D B ZAE FGF23AH I B P R 6 1fi A
55) o RNRYSNBEIL IS (RILA 3 R A, Hovp 2 Y
FRE 4L 32 44K (type 1T sodium-phosphate cotransporter,
NaPi-2) Sy £ ¢ (4 N W e ik 19 32 22 5 3z 1k,
NaPi-2a 5 NaPi-2¢ P/ IE L 2000 T T /M
H W SCPR Wi 5 FGI23 by i1 40 /-1 40 7 A=, A
THZAK, 75 3432 i a-klotho (1 35 B R, 30 %] 1 17 35
B /NERIPIRZEE D 2a BUFN 2¢ BIBERR AL m H H
(R FIR I HIIT o BN B R R TR R A
FGF23iM i f#AI 1,25 3254 B % D,[1,25(0H),
D JARF- 410 i 30 i 5 AR 1l 2 8- B AT 0 17 3 g TR
U ] G NIRRT e G A
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B4 UEHE R FR PHEX & HE AL

R2 KA 2020 AEH PN FEAY

A X 52 AUE ] (hA3 ZH Ak A2 RABHETY
JEUEH PHEX chrX :22132610 G AA Ui s
SEIEH R PHEX chrX ;22132610 G AG Ju b gerR
UL SR PHEX chrX ;22132610 G G W A TR
JeUEF AH AR PHEX chrX ;22132610 G GG B £ 70
JEUER PHEX chrX ;22132610 G AA i & 5875

FGF23AH AL B VA INUAE /2l TR FGF23 AR SCAMIRHAE MLAE P 55 A #7022 PHEX LR 98
IKV-aed v i S, AR 8 A O AR 20 SR AR A s A AR Ry X R BUIREE IMAE , H AR AL ETIACh 2
PEM R, SRAFPHEFGF23AH SCRURHE MAE P de e WL PHEXJEPR RGP 98 7% , PHEX 3 %48 JNCH 40 vh 3k
ZSH g B yeg 4 B B AR RE (tumor-induced osteomalacia , ik, PHEX SR 3G J5— 7 m 38N T FGF23 g ik, o5 —
TIO) , 2 JMofd 43 Wb it Ft FGF23 T 8, 3 AL MEFGF23  JFIRIE/D T 523 (1 FGF23 8 11 14 8 11 K i 244, S
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Tk BRI R L 55 1 R R B I 1 O %
AR IE L @ F AR U Lok
S eI LN

SGEHEIFCR23 /K P B35 T o b ik FGF-23 4
Tl X 58 R R 1) | I i, O HLREAIR 1,25 (OH) ,D
IRV, 2 T R R AT /L , 1 B M ARl
i o H YO AR B E AR B A0 59 (autosomal -recessive
hypophosphatemic rickets, ARHR ) F11 ¥ 44 {5 {4 i 4 1%
5 4 17) 428 955 ( autosomal-dominant hypophosphatemic
rickets , ADHR ) J2& 5% UL 1% 35t A& P - 2 , o LAl
IfiRE A4 4E . ARHR 5 DMPI . FAM20C 1 ENPPI %
PR S P

AN Kk BB PHEX 3[R R 7% ¢ 1208G > A
(p. Trp403X) R TG LGRS, 57850 T 11 S Hb R 7,
S 403 AL R N AR F LR P IR, R85
T A 58] 3 E AL IO T G B 7 A B, 3
PHEX Jifgiesk . MAEZE RN, 6 K% 1§ XLH, {H
ANREHERR ADHR, [t , SR AR 7 (NGS) X 5%
UEAT AT 35t AL A R B K U e, & I PHEX
K (chrX :22132610) fE1E & 7% . - Sanger M| /7 1=
XFPEIE# B 2GR 51 PHEX Jik P 98 748 it 47 4
IE, BN ZE P GIE# SGIEE o o SR R
FEAEAR TR RS S 948, T oA 52 52 W] 1Y) 2 1 il 53 )
AR 5 7R I8 S A B 28748 . XLH 2y
SERAMNE, BNE bl T X PR BEL R TS, A S
TRAZ B LR B T 1 5, TP 1 572 55 M I g
THECH . AR SCHGIE# S BE & B DB T B R A
— MHCHTE A R XLH ™ AR i 22 S A0k, Rl 7e
FRERL G2 ()02 an i, To WY v 22 5, K
PHEX K557 Al 5156 XLH , B PR 8-SR RUAH G A
A

XLH A bR i 2 B W R £ 10 AR 5 | S ) Rl
MUAE BB T B ( ALP) 7K SF- T A1 58 B FGEF23 7K
FIHE o XLH BRI S ALP KOF T 5

R Rl 2 4 T FE A G 1 000 T B 1R R vk B 2R A1 R/
PHEX 5873 3856 A B 776 13 2B I ew) JLE iR 1 52
S LEE . IR PR b, L2 g f s A IR 5% 2
XLH ) 3 ZURHE 7R BRI, 88 A ) i B U IE
Sy R AR E . BRI IR
KT PN B A A ILTC T A 1 e () e
R M) DL R ik o XLH 3 1) S0 00 2 45
SRR IA W 1A L PRI I 1,25(OH) , D, Fif A%
S E IS A AR B I | IV B R R T ( ALP)
T FTHUIRSS B3R (PTH) IEH B0 . b S8
G 28 SLAE 7 AR I RE | OB 1 L ALP 1 % i [ L
B PTH 5% F&. = FGF23fi451,25(0H), D, 7K
Ve AV R It 5 A B 2D E A B i E S AT o 3
1,25(0H), Dy 43, Bir LA SEIE 2 1L 45 7K F- 1E % .
I ALP 7K 2 A0 5955 17 3 A A0 E 1) 7T S A2 9
SRR, AR BCE BRI TN R Il ALP
KT

PHEX FBAE R AML b 23K, X0 My 46 4 Ik
BEEMINTA BN f/EH, XLH t PHEX
)R B INH B 25 F (osteopontin, OPN) LR, X A7
BT R B 8 b, PHEX 3% J5 —J5 3 m 7
FGF23M3RIA , 71— 7 /D T 58 8 M FGF23 2 1 1Y
K i 24, S BUE B FGR23 7K - 8 & T+
PHEX JRIAE N F/ N R Z 18] 5 BEARSF , /NER Y PHEX
£ DNA 7K |5 NAETE 91% 1 [ IRPE , 76 8 1 i
K E 5 AFEALE 96% Wy [a) I, i 5 R W], PHEX %
PRIt 8¢ 1) 99 7ot [ 2 /N BL (Hyp A1 Gy ) &2 B WF Y
XLH 5 5 b B 5 1 sh s i, £ Hyp
/NELXLH #ER ) J2 R 1A 4 55016 mg/kgifl A/
FRPTFGF23 40K AT LU AR 4 77 =14 i Hyp /MR
B I WL ER K F- & 1,25 (OH) , Dy /K- fiff 15 R A%
FRERHEME IE 5 1k, IF 3G i NaPi-2a 25558 (R Fl 1o-F2
AU A2 B E Y 25K, A B R AR 2432 Fh Bl 19 R
k"% Burosumab & — gt XF FGF23 iy A\ B 52 B it
P, i FGF23 {55 4% 3, DATT G I ' /N8 i R o
W, —IEEXF 52 451 5 ~ 12 % XLH JL#E R 2 Wik
35 1 UF S Burosumab AT AC3E 1 /NS R 6 F IO | 1LY
BT P A AN BRI RE | 22 fif I A s 1)
PR YL 5 g W G T M b, 1
Burosumabif J7 1) XLH f& JL7E A0 1 )™ 5 F2
A KA Ak 2 T TR R R I R



FE Ry - I ARG 2022 4E 5 H 45 42 F45 3 1)

Int J Endocrinol Metab,May 2022, Vol. 42 ,No. 3 - 235

S22 5 AH He , Burosumab i 35 2 3E XLH B\ Y B
PR R AR AT A A R AR I TR R B TR bR
SN . % &3] B A Burosumab 4 K 5L
BB, KT B A BB, XA XLH 28 0% 5 5l &
(4 XLH (835, G507 A — 27 ik

XLH {3677 B R ASCR AR LS 3877 4 A A 45 ok
R BRI B0 A B MR S &
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