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[(BE] BB TR BEEMfE%  (hypophosphatemic rickets, HR) fULFNZWr . 1697 MIFRIERB O, Wit
PRI FE bR, TR BJLE S KR, sk IBPES T 2008 4F 1 H—20224F 12 A T/ it BE AL K24 M@
JLE P B2 iR 10 85 6 HR LA B IR R PR S ARV k. 5 R 8SBIHR BILH, k460 (54%), &
P39 (46%); HIZHFIER K6 NHE 138 9N, PR R 2.75 % V-3 G EbriE 22 50H H-2.0 £ 1.1,
BB JLIMBE AL, MAPERER2ES (alkaline phosphatase, ALP) FFiEi, 99% (84/85) B ILFFTE FALWIE ,
PHEX SR 275 BHE R A 93% (55/59) 0 SBILIAIY ARG ALP K- K XU B IR1 AT I BId % (P<0.05), Bl
EEEITIE S VAR K, M 8.23 em/AF; TRAETT I 5 oy oS Bl i )3 (peak height velocity, PHV) B, ek
2524F, BHEEILPHV BB & S84 9~20 em, ZPEEJLPHV BrB S S AL 10~15 emo BULFEZIFEAE NS
B IR UL S RS BRI BTt . B S IR UUE IBIT R B 1 AR R AL RN 55% (22/40), & Az 2R i A1E K i 184 i
(P<0.001) 5 BRWE/RAVEF LG T 5 B85 B B9 KU T 22 IE M6 E (OR=1.740, P<0.001). HURSZARTIAEL
HHAIT RS VAR R RN 64% (27/42) . S5i8  XHAFFE FRORIE . SR/ ARKEEMILE, KRS .
M5 ALPAGIN K Q-4 40 A B HR A R 12 Wr, BT 45 4 3L AN ARI2 . ALP 45515 B R il &
B R RGBT VE N HRIBT I AT AR . LT A0 PHY BB 5 s B KN FIEH L3, % VIR,
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Retrospective study on the diagnosis, treatment, and follow-up of 85 cases of
hypophosphatemic rickets in children

LI Hai-Qi, CHEN Qiu-Xia, CHE Ruo-Chen, ZHENG Bi-Xia, ZHANG Ai-Hua, CHEN Ying. Children's Hospital of
Nanjing Medical University, Nanjing 210000, China (Chen Y, Email: xych0929@sina.com)

Abstract: Objective To study the diagnosis, treatment, and complications of hypophosphatemic rickets (HR) in
children, explore effectiveness evaluation indicators for the disease, and understand the pattern in height growth among
these patients. Methods A retrospective analysis of the initial clinical data and five-year follow-up data of 85 children
with HR treated at Children's Hospital of Nanjing Medical University from January 2008 to December 2022.
Results Among the 85 children with HR, there were 46 males (54%) and 39 females (46%). The age at initial diagnosis
ranged from 6 months to 13 years and 9 months, with a median age of 2.75 years. The average height standard deviation
score was -2.0+£1.1. At initial diagnosis, children exhibited reduced blood phosphate levels and elevated alkaline
phosphatase (ALP), with 99% (84/85) presenting with lower limb deformities. The positive rate for PHEX gene
mutations was 93% (55/59). One year post-treatment, there was a significant reduction in ALP levels and the gap
between the lower limbs (P<0.05). The fastest height growth occurred in the first year after treatment, at 8.23 cm/year,
with a peak height velocity (PHV) phase lasting about two years during puberty. The height increased by 9-20 cm in

male children during the PHV stage and 10-15 cm in female children. Major complications included nephrocalcinosis
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and hyperparathyroidism. The incidence rate of nephrocalcinosis in the first year after treatment was 55% (22/40), which

increased with the duration of the disease (P<0.001); an increased urinary phosphate/creatinine ratio was positively

associated with a higher risk of nephrocalcinosis (OR=1.740, P<0.001). The incidence of hyperparathyroidism in the first

year after treatment was 64% (27/42). Conclusions For children presenting with lower limb deformities, short stature,

and slow growth, early testing for blood levels of phosphate, calcium, and ALP, along with imaging examinations of the

lower limbs, can aid in the early diagnosis of HR. Genetic testing may be utilized for definitive confirmation when

necessary. ALP combined with improvements in skeletal deformities and annual height growth can serve as indicators of

therapeutic effectiveness for HR. Compared to normal children, children with HR demonstrate a lower height increase

during the PHV phase, necessitating close follow-up and timely adjustment of treatment plans
[Chinese Journal of Contemporary Pediatrics, 2024, 26(7): 677-682]
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1] BT FEEIE] R (cm) HSD
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YBIT LAE)G 29+ 1.0° 21+1.0
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