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Identification of pathogenesis, and development of therapeutic method for
ossification of posterior longitudinal ligament recognized among inherited
FGF23-related hypophosphatemic rickets/osteomalacia
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X-linked hypophosphatemic rickets (XLH) is the most frequent form of
FGF23-related hypophosphatemia due to loss-of-function varinat in PHEX. XLH also present ectopic
ossifications including ossification in the posterior longuitudinal ligament (OPLL) which aggravates
patients®™ QOL. We conducted comprehensive imaging tests among 25 adult XLH patients, which revealed
extremely high ectopic ossification rates: OPLL 32% (control adults 2-4%) and osteophyte around hip
joints 96% (control adult 15.7%). Then we compared the prevalence of these ectopic ossifications
between adult XLH patinets who initiated a treatment befor and after 5 years old among 30 patients.
There was no significant difference of the prevalence and severity of ectopic ossifications between
these two groups which suggested that the etiology for the development of ectopic ossification in
adult XLH patients is independent of serum phosphate levels.
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Age at the treatment

All <S years >5 years P
value”

paraspinal

ligament, n (%)
OALL, n (%) 19 (63) 11 (55) 8 (80) 47
OPLL, n (%) 9 (30) 6 (30) 3 (30) 1.00
OYL, n (%) 23 (77) 14 (70) 9 (90) .58
OA index (range) 2 (0-22) 1(0-22) 3(0-12) .50
OP index (range) 0 (0-15) 0 (0-14) 0 (0-15) 1.00
OY index (range) 6 (0-13) 6 (0-10) 8 (0-13) 32
OS index (range) 12 (0-41) 8 (0-41) 15 (0-25) 32

Osteophytes around
the large joints

No osteophyte around 0 (0) 0 (0) 0 (0) NA
the hip joint (KL
grade=0), n (%)

No osteophyte around 2 (7) 2 (10) 0(0) .75
the knee joint (KL
grade=0), n (%)

Hip joint of KL grade 29 (97) 20 (100) 9 (90) 54
>2,n (%)

Knee joint of KL grade 21 (70) 14 (70) 7 (70) 1.00
>2,n (%)

Hip KL grade (range) 3 (1-4) 3(2-4) 3(1-3) .76

Knee KL grade (range) 2 (0-4) 2 (0-4) 2(1-4) Y
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