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[ Abstract] X-linked Hypophosphatemic Rickets (XLH) is one of the most common hereditary
hypophosphatemia caused by PHEX gene inactivation mutation, characterized by short stature, bone deformity
and abnormal gait. Early diagnosis, regular treatment and follow-up can improve the prognosis of patients.
Conventional treatment with phosphate supplements and vitamin D analogues can significantly improve clinical
symptoms, but adverse reactions may occur. In recent years, the humanized monoclonal anti-FGF23 antibody
(burosumab) has achieved good efficacy in short-term clinical trials. This paper summarizes the advantages and
disadvantages of conventional treatment, understands the progress of burosumab, and provides basis for the
treatment of XLH children.
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() A UK it [ 95 3% 4 5 2% K] ( phosphate-regulating
gene with homologies to endopeptidase on the X
chromosome, PHEX) /& XLH HI#URIERH, HEN
T Xp22.1, Gf 225kb ERAFTH], F 22 A4
BT, Yt 749 NEEER, FEEHEE. FNMH
WK RIA . PHEX ®OE TR, HEBE
PR M ANTE 280, (H 5 4 5 BB B A R T
FCAF4EA i A= K [ ¥ 23 (Fibroblast growth factor-23,
FGF23) /KFIHE. Bk, XLH shitRl
Hyp /M5B ' Sgnel (7B2) AR 2K 1 4LEgF 2(PC2)
WG R, Sgnel (7B2) JERIEE A¥{LEE 2 (PC2)
—F BRI, —H {2t FGF23 MZMH; /R
BCE R B Y Pesk2 (PC2) Al Sgnel (7B2) 14
T PC2 IFRIEAKT, Lt FGF23 D SR 15
PHEX J& K45 55 S 8 7B2 Rk AT R FEIIHLE A
TERE AT K I PHEX & A 7E FGE23 HHs 5 %
B A R R RS BR, HEELK
W5 R B PHEX & 1 Zh B3 2k 5 3 FGF23 ik K
ST AL

FGF23 A28 40 M F B A i o a1, S5 A2 4k
SEEERTEN. HURSE. B5HE, fELF
ARCHA 0 2855 ) A AL Hh iR 3 B AR« XLH &R
# FGF23 /KPR IE# NBET i 3-5 15078, (BN 2%
SRR, WEBER FGF23 AKFEIEH™). FGF23
TR /NE R AMUE b LR g i 5 R Hs2 4k
FA AR AR K R 7 5244 1 (FGFR1c) & a-klotho
ghtr, B FGF23-KL-FGFR B4, #F—08is
2 B IR FEE (MAPK) 212, ¥55 ERK1/2
WEERAL, AR IESE RN, (D RIS
NE T AR BN - B [R) 3% 18 Rk TTa. (NaPi-lla #5128
&) Fllc (NaPi-llc #iak) MRIE, WD BT
BEME WY, (2) @ NEEE lo- 2L E
(CYP27b1) F Eif 24-¥24bH§ (CYP24al) 3R
15 PG 1,25- 2844 2 D (1,25 dihydroxyvitamin
D,1, 25- (OH) ,D) 7K, Jli/b Rzt S s A i
B 4 S EUR BRI A 7 R A

FIHAT IR, EANREEEA R HdEE (HGMD
¥, http://www.hgmd.cf.ac.uk/ac/gene.php?gene
=PHEX&accession=CD012700) .4 588 &> PHEX
L DR S50 AR S 7 ARG, R 208 M SLERTE X
98 MNEIY), 4 MFEFTXIR, 118 AN/ B, 72
AN BN, 12 AN B RAE N, 60 AN K B
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AT TH.

2 laREFR

XLH LI R R I R B AR R, @A 6 4
HREE AR EE, 1| B RN EITE i E
JEIZETH It (RN BB « B, AT
R, DERE, HEAREHE. BREkasih,
i G S BRI - i 184 T TE BT R AE . BVERAIE
FU B R A 3G ST M R Bk o XLH ) L35 R8I
REZW, W ERKE AR IR, HMERIW S
ELAG AS o R (6028 /NU 18 T L 00 4 R AR H A
P T 35 2 S, PR P R T Chiaril BT
BHHEST . LS AR B2 R BT R
Bk, ATSFECTRRRE . TRBREAR. TH
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XLH A AGRE m A T B IR 1 22 5] 2 )
I FEARS, "B /INVE B EE R (TRPD k> (<85%)
B /N B R BE S/ S /N Bk IE T % (renal tubules
absorbed maximum phosphorus/glomerular filtration
rate, TMP/GFR) FAA%; A IE 5 SRR, JRAS IEH
oAk B MEBERRESY C(alkaline phosphatase, ALP)
E T IEWER LR 25- 24845 K D IE%, 1,25(0H)
oD K FRARE IR, HRRS5 i Zs (parathyroidho-
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rmone, PTH) {EJRIT HIHLAT e = o

XLH WIS 50 mORE S A 0 %, B o
R, KB T 240 0K, RS ie w2, b
GRRPRA . 545 R D sASE = 51 2%
ANFl, XLH LR E B R S8R, ez 5 iRy
i XU SR A R AETEPORA K A, I 2
JBe B e M T AR G . A 2R 1)
FAGRIEERRYE Thacher 2547 H 00098 7™ B FE
%> (Rickets Severity Score, RSS) R HHAT1E4) (0
SNIEHEE#, 10 985w E) P, DURIF iRk
T P AR L BIRTT AR

3 iR

St R A AR IERR (B0 BRI, E
IR 240 DL S IS B b KPR, A B
FRib ke 2, AEAYER D 8=, kit
i BCAZE O B /N D) BB AS R, RIS W 1
90 o ERUGHE— AT BERURT I, 7 50 S8 PR 1)
B PHEX JERIFHTER &7 85-90%, e st Bk
RIBEE A 70%2>7), Ky PHEX FE A48 AT AN[F
RA, BFERRAR, BHA AR NG KR
B RANR TR AR, BT DA B LR AR AN
oI S m AT HE R A 12

4 JBFT

TR 7515 AL A 4 1) 1 IR I 2 ) B
TEEYEAE R D AR 25%) FGF23 M FEBUAR B,
AR WIFEFR AR, CHTFEEE.

4.1 Fgib s B AR BEMYLEAEFE D

H 20 t2d 70 SEAR LK, T RBERR Hh i 57 K i
PEYEAE R D 1R RfESIRTT ik ) Z AT XLH
B, WBIT TR . JTCRBE IR IGT &N 20 - 60
mg/kg/d (0.7 - 2.0mmol/kg/d) , HH 4-6 IR,
K EAEIT 80mg/kg/d (FBEHIF: I &
20mg/ml, Bl 1-4ml/Kg/d, & K&E 120ml/d) . 35
HeAER D WIEHM: B, PR Bk
=R AN 20-30ng/kg/d, BERIRFT 1-2 IK;
B2 AL B R 4R 77 B4 30-50ng/kg/d, FERARA 1
Ko BINAEL, VA EHTRER R ARE I s
oL, WSS . B, ALP. PTH FUYLEF/KF,
DA K AL RS /LI LU AR o BRAEEE S — KB I 75 1
B LT B R UUE, &2 FilAT - IRE R X KA
A (R BBt o RIS e R s A
SIS Fa b R R, L H AR R 4ERE IR 1Y ALP,
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PTH FRES/MLEF K. TFESRMIZ, BTE5E
J7RERMIN R B RER S, W0 miE R, I
VA AR TR R 0 R B 18 I g 1) R, I R B R 2k
75 IS A s, (H 1.5 /NS 2P A
FLLRIKF, WO A B KSR R 254 R FE r

FEGRIRIT AN BSOS B A5 Jo PORRAE R AR 3R IK
30-80%, FLRA NBERRAEEC, op IR N 5 K &
T PEEAE 2R D BOBEIR Eh 77 <50 R XLH
BE KA E RS R iE, (S EThRe—H
YERFIET, WIRHREE IR, MANE 2 HO B DhRe
TR o 55— R RIE A2 4k R 1 R 55 IR D)
RETCHEIE « FEFFURTRTT AT 59.2%-66.7%H1 XLH &)L
EIAEAE PTH ACP TR ml Y, MR S A0 1k = BEA
I AL BE 0 R 4k g v R 55 0, HE AT A
83.3%, JhHr R IR A R T e 4EE R DL 45
5 B8 2 6 1 1) 45 G V6 97 47 RS 350 R A f
i, FERFEEHFI PTH B 4h, IERENLT 1,25
(OH) ,D =47l PTH M43, T XLH & 1,25
(OH) ,D A& TyfReAEFE, X PTH M40 FH B
ik,

FRPEBEAEIRIE, BEAREGRIRIT &5k 5%
TUAE RS R UTARE AN R L, {Ef S n] ot &
PSR T S A 2 (R & mil . S m, I
SRFTT T E M T ARGV, B, FERs—
R AR AR EEILNE S S
(1726:2832333738] B _ERRIE L N 10 4ERTHE 20 4F
RIIEETE, HZA/DNFEARER T, BEVIRE, JF
ANBEHER VAL T 8. B I PR = A 3 R
R, BIATF6IRIT, HAMEGIRTT Tk AR 2 1R,
AT RE S REM R LSS J& AN R RS R AR 2R o HIT 20
X TAE SR TT JE IR SR o 2021 SR B )
25 Bl XLH 40697 L, 45 R R IR B =k s
LB EE AN LA G AR 15 81 T B3 e, 1
2016 EHRER BT AT B [F 451601, 3 —25
B R 2 5 R A B 1K BE D T 9T

4.2 FGF23 ¥ . M&4utk

FGF23 HoifEdufee—MEtxt FGF23 [MEH
A 1gGl $ifk, BEWRFRHLY FGF23 254 F-BHWT
FGF23 WA AR, BRI IE s i, [H
BFHEIN 1,25 COHD ,D BI7KF, AT 3 iz i o)
I 2018 4F, 5 [E & 5 M 2595 PR (Food and
Durg administration, FDA) FHRK ¥ 24 it & L = b ife
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HAT 1 P ULELE A XLH 55, 2019 45
FDA K& NE AR S 6 M HPLE)LE XLH &
FW, % T 2021 4F 1 AERE LW, BT
BRI 0.4mg/kg, FRES, B2 F 1Kk, Hit
GLiRIT ANA, 4T FGF23 HUg BEHUARIR T i B T
5, MEHAKE A EE VAT D45
bro BERZGVIFERIIN 0.4mg/kg, 31575 Bk 5 1E
WK, FREN 2mg/kg B 90mg!* . HART] 5
PR ER RS 4R K D B, ANRE T EE S
ThRekEfg &

H 2018 FFLLRILA 4 R CEiE 17 )LENH
FGF23 HraEHuikiasr FImt AL, SBoNIRARRE,
T AT )L B A R R A, S
IE —WRE R e T 58067 ZE S, iR
PINT 61 BILG25niaTT 2/ 6 AN H It XLH &)L
31, %HELE 32 gk sk DR G 25 iA T, R4
29 B FGF23 HuonfEdife, 25 R Em BT
21 ) R0 RE IR S AR AE L B e, (HR IS 4 2 L
TmP/GFR 25 3400, (375 5% 7K 1~ v 2 10 5 Bl 1)
IR, ALP 83 FF%, 1,25 (OH) ,D /KFThE,
Ty R () P B R . 2Rt AR K R R D e S 3l B oK
ST IR . (HARIGZH A AN RSB R A R B
ETAEA (59% VS22%) , FERIESE R
N, HARERMHAERHNNEE, HMAR KRN
FES . MKk B DUBRIRAT 25 B4R D
KRB, WRARFINASAITR . ERERNZ
FHAR K FGF23 FyLEHUART PTH 7K B R4S
JRUUBVEEI3RZE, 40t 64 MRS, B4R PTH
KT ZE SR, WIGH R B IS R RE R A, JRA
B WA SRR B AR LS s R, BURIT ATRAAR
VPRI AT R R R R 78%: IS4 60%) -

H A& LR 1 2/ XLH B LR
HEIETEAE KIS A AE . AR SR 3R I B B e T B
B, UASBERR SRS 4 AR R D I RUR A LUK
MR ZG8nia AL (B0 HY ™ 5 R A ) LA
HI FGE23 gk, Bk B, (=
FLAT RV K e A ot FH PR R 7 308 K, el e B8 ) Lige %
W2 RIS R 3R s, e BT A o - A . T
H, gz KAV, IGRERAER, 259
AR RGR =, W7 25 R, DL
LAV 2 A A
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43 ARHE

Wi bR, RUAS 52 A AR R 2R T 2
25%-57.7% % (1 5 = J37E-2SDS LA R840
Rothenbuhler A %5 & B # A KRR IT 3 0l G
B)LEEEKHEE, HEFEHITTFGEIT N EER
HHEMITGE R B, EHTTRER I XLH &
FRA B S e SR R K UE R GH 1897 )
BE, AL S8E T, HlsEEAY
5 A S ST R e R R H
HIRT GH 1697 IHRIES N/ IMEAR TR 5T, HZ
WAG—, INRIESE AL, WMIFREEA TN
Het7 GH 1697, {HIEE ALP A1 PTH /KF153 B 1745
i, AR/ N S T DL LR A R GH VAT .

4.4 IMFHETT

IR Eh S UG M 4R 2R R D 29 iR T e
By R S B P R (LR SRR RO R L,
B HREFARIGIT . B3, MENE IR
HEIhREMI M B FEFRIGIT. AWMFRTE, —
MR HEE AR IEREHE; AP HaiR e
FAR, Bpds 5| AR R 7 UM IE B, %
T A A K LEA P, X F XLH L
HEE S EHAT TR 20 DRGWIRIT 12
AN H B ER,

5 ¢5ip

XLH & —Fp 2 W8 s, ml f™ B s i
PRSI E, FENZWANGY T T cE S TG .
JUE IR Eh 1) 75 AN IE 1 4 AR R D AL R IR 97 ikt
ANEEMMEA e FGE23 /SRS IFEM i £
J 1,25 (OH) ,D AU =5 @, HAFER = RIA
RN A, (HITT 3 s B ek, Hix
MG a7 7 NG, HETEFRIE N XLH &L
BITHIE L. VEN—FoH L 254, FGF23
BgkERUAON XLH Bk T A, HESHIE
Pl HNEE, H RS 2 0T SOl K BT 20
LA UL K R B -8 B LA o
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