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1） The Global ALPL gene variant classification project： Dedicated to deciphering variants. 

Farman MR, Rehder C, Malli T, Rockman-Greenberg C, Dahir K, Martos-Moreno GÁ, Linglart A, Ozono K, 

Seefried L, Del Angel G, Webersinke G, Barbazza F, John LK, Delana Mudiyanselage SMA, Högler F, 

Nading EB, Huggins E, Rush ET, El-Gazzar A, Kishnani PS, Högler W.  

Bone, 178：116947, 2024. 

 

2） Neurodevelopmental outcomes at age 3 years after moderate preterm, late preterm and early term birth： the 

Japan Environment and Children's Study.  

Hirata K, Ueda K, Wada K, Ikehara S, Tanigawa K, Kimura T, Ozono K, Sobue T, Iso H; Japan 

Environment and Children’s Study Group.  

Arch Dis Child Fetal Neonatal Ed, 109（2）：189-195, 2024. 

 

3） Vosoritide therapy in children with achondroplasia aged 3-59 months： a multinational, randomised, 

double-blind, placebo-controlled, phase 2 trial.  

Savarirayan R, Wilcox WR, Harmatz P, Phillips J 3rd, Polgreen LE, Tofts L, Ozono K, Arundel P, Irving M, 

Bacino CA, Basel D, Bober MB, Charrow J, Mochizuki H, Kotani Y, Saal HM, Army C, Jeha G, Qi Y, Han L, 

Fisheleva E, Huntsman-Labed A, Day J. 

Lancet Child Adolesc Health, 8（1）：40-50, 2024. 

 

4） Complex intrinsic abnormalities in osteoblast lineage cells of X-linked hypophosphatemia： Analysis of human 

iPS cell models generated by CRISPR/Cas9-mediated gene ablation.  

Nakanishi T, Yamazaki M, Tachikawa K, Ueta A, Kawai M, Ozono K, Michigami T. 

Bone, 181：117044, 2024. 

 

5） Effectiveness of asfotase alfa for treatment of adults with hypophosphatasia： results from a global registry. 

Kishnani PS, Martos-Moreno GÁ, Linglart A, Petryk A, Messali A, Fang S, Rockman-Greenberg C, Ozono K, 

Högler W, Seefried L, Dahir KM. 

Orphanet J Rare Dis, 19（1）：109, 2024. 

 

6） New insights into the landscape of ALPL gene variants in patients with hypophosphatasia from the Global 

HPP Registry.  

Kishnani PS, Seefried L, Dahir KM, Martos-Moreno GÁ, Linglart A, Petryk A, Mowrey WR, Fang S, Ozono 

K, Högler W, Rockman-Greenberg C. 

Am J Med Genet A, 194（11）：e63781, 2024. 
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7） Promising horizons in achondroplasia along with the development of new drugs.  

Ozono K, Kubota T, Michigami T. 

Endocr J, 71（7）：643-650, 2024. 

 

8） The 2023 Guidelines for the management and treatment of glucocorticoid-induced osteoporosis.  

Tanaka Y, Soen S, Hirata S, Okada Y, Fujiwara S, Tanaka I, Kitajima Y, Kubota T, Ebina K, Takashi Y, 

Inoue R, Yamauchi M, Okubo N, Ueno M, Ohata Y, Ito N, Ozono K, Nakayama H, Terauchi M, Tanaka S, 

Fukumoto S. 

J Bone Miner Metab, 42（2）：143-154, 2024. 

 

9） Comprehensive analyses of neurodevelopmental outcomes and quality of life of children with biliary atresia. 

Satomura Y, Tachibana M, Yasuda K, Yamano Y, Inoue T, Fukui M, Onuma S, Fukuoka T, Kimura T, Ueno 

T, Tachibana M, Ozono K, Bessho K. 

J Pediatr Gastroenterol Nutr, 78（3）：514-523, 2024. 

 

10） Development of a Weight-Band Dosing Approach for Vosoritide in Children with Achondroplasia Using a 

Population Pharmacokinetic Model. 

Qi Y, Chan ML, Mould DR, Larimore K, Fisheleva E, Cherukuri A, Day J, Savarirayan R, Irving M, Bacino 

CA, Hoover-Fong J, Ozono K, Mohnike K, Wilcox WR, Bober MB, Henshaw J. 

Clin Pharmacokinet, 63（5）：707-719, 2024. 

 

11） New insights into the landscape of ALPL gene variants in patients with hypophosphatasia from the Global 

HPP Registry. 

Kishnani PS, Seefried L, Dahir KM, Martos-Moreno GÁ, Linglart A, Petryk A, Mowrey WR, Fang S, Ozono 

K, Högler W, Rockman-Greenberg C. 

Am J Med Genet A, 194（11）：e63781, 2024. 

 

12） Prevalence and characteristics of postoperative and nonoperative chronic hypoparathyroidism in Japan： a 

nationwide retrospective analysis.  

Hasegawa M, Sakakibara Y, Takeuchi Y, Sugitani I, Ozono K, Castriota F, Ayodele O, Sakaguchi M. 

JBMR Plus, 8（9）：ziae100, 2024. 

 

13） Burosumab treatment of X-linked hypophosphatemia patients： interim analysis of the SUNFLOWER 

longitudinal, observational cohort study. 

Michigami T, Kang HG, Namba N, Ito N, Kubota T, Shintani A, Kabata D, Kanematsu M, Nishida Y, 

Fukumoto S, Ozono K. 

JBMR Plus, 8（8）：ziae079, 2024. 
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14） Impact of X-linked hypophosphatemic rickets/osteomalacia on health and quality of life： baseline data from 

the SUNFLOWER longitudinal, observational cohort study. 

Namba N, Ito N, Michigami T, Kang HG, Kubota T, Miyazaki O, Shintani A, Kabata D, Nishida Y, 

Fukumoto S, Ozono K. 

JBMR Plus, 8（11）：ziae118, 2024. 

 

15） Characterization of a Novel Col1a1G643S/+ Osteogenesis Imperfecta Mouse Model with Insights into Skeletal 

Phenotype, Fragility, and Therapeutic Evaluations. 

Saitou H, Ohata Y, Takeyari S, Nishizawa C, Nakayama H, Fujiwara M, Kitabatake Y, Kubota T, Ozono K. 

Calcif Tissue Int, 116（1）：13, 2025. 

 

16） Functional landscape of genome-wide postzygotic somtic mutations between monozygotic twins. 

Yamamoto K, Lee Y, Masuda T, Ozono K, Iwatani Y, Watanabe M, Okada Y, Sakai N. 

DNA Res, 31（5）：dsae028, 2024. 

 

17） Prevalence of Comorbid Hyperparathyroidism and Its Association with Renal Dysfunction in Asian Patients 

with X-Linked Hypophosphatemic Rickets/Osteomalacia. 

Ito N, Kang HG, Michigami T, Namba N, Kubota T, Shintani A, Kawai R, Kabata D, Ishii H, Nishida Y, 

Fukumoto S, Ozono K. 

Calcif Tissue Int, 116（1）：50, 2025. 

 

18） Effect of Mutation Type on Ectopic Ossification Among Adult Patients With X-Linked Hypophosphatemia. 

Kato H, Ishihara Y, Ohata Y, Irie K, Watanabe S, Kimura S, Hoshino Y, Hidaka N, Kinoshita Y, Taniguchi Y, 

Kobayashi H, Braddock DT, Kubota T, Ozono K, Nangaku M, Makita N, Ito N. 

J Endocr Soc, 8（12）：bvae184, 2024. 

 

19） Characteristic craniofacial defects associated with a novel USP9X truncation mutation. 

Nagata N, Kurosaka H, Higashi K, Yamaguchi M, Yamamoto S, Inubushi T, Nagata M, Ishihara Y, Yonei A, 

Miyashita Y, Asano Y, Sakai N, Sakata Y, Kawabata S, Yamashiro T. 

Hum Genome Var, 11（1）：21, 2024. 

 

20） Functional landscape of genome-wide postzygotic somatic mutations between monozygotic twins. 

Yamamoto K, Lee Y, Masuda T, Ozono K, Iwatani Y, Watanabe M, Okada Y, Sakai N. 

DNA Res. 31（5）：dsae028, 2024. 

 

21） Experiences of mothers of long-term surviving patients with cerebral adrenoleukodystrophy： a qualitative 

study. 

Koto Y, Hadano N, Sakai N. 

Orphanet J Rare Dis, 19（1）：401, 2024. 
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22） Compromised actin dynamics underlie the orofacial cleft in Baraitser-Winter Cerebrofrontofacial syndrome 

with a variant in ACTB. 

Tsujimoto T, Ou Y, Suzuki M, Murata Y, Inubushi T, Nagata M, Ishihara Y, Yonei A, Miyashita Y, Asano Y, 

Sakai N, Sakata Y, Ogino H, Yamashiro T, Kurosaka H. 

Hum Mol Genet, 33（22）：1975-1985, 2024. 

 

23） Simultaneous surgery for gastrostomy and laryngotracheal separation in a patient with Tay‒ Sachs disease. 

Moroto M, Daisuke U, Yodoi T, Nitta Y, Sugimoto Y, Chiyonobu T, Yamada H, Ozaki K, Nakatani T, Sakai N. 

Hum Genome Var, 11（1）：43, 2024. 

 

24） Hydrops fetalis due to loss of function of hNav1.4 channel via compound heterozygous variants. 

Kubota T, Nagata M, Takagi K, Ishihara Y, Kojima K, Uchikura Y, Yamamoto R, Yonei A, Ozaki E, Kira N, 

Takahashi S, Homma K, Miyashita Y, Eguchi-Ishimae M, Sakai N, Asano Y, Sakata Y, Ozono K, Eguchi M, 

Takahashi MP. 

J Hum Genet, 70（1）：3-8, 2025. 

 

25） Experiences of Patients and Families Living with Krabbe Disease. 

Koto Y, Yamashita W, Kitamura K, Sakai N.  

J Patient Exp, 12：1-8, 2025. 

 

26） Accumulation of ether phospholipids in induced pluripotent stem cells and oligodendrocyte-lineage cells 

established from patients with Sjögren-Larsson syndrome. 

Yamaguchi Y, Okuno H, Tokuoka S, Kita Y, Sanosaka T, Kohyama J, Kurosawa K, Sakai N, Miya F, Takahashi 

T, Kosaki K, Okano H. 

Congenit Anom （Kyoto）, 65（1）：e12587, 2025. 

 

27） Development and evaluation of a patient-reported outcome measure specific for Gaucher disease with or 

without neurological symptoms in Japan. 

Narita A, Koto Y, Noto S, Okada M, Ono M, Baba T, Sagara R, Sakai N. 

Orphanet J Rare Dis, 19（1）：11, 2024. 

 

28） Comparison of the diagnostic and prognostic abilities of flexible laryngoscopy and dynamic digital radiography 

for vocal cord paralysis： A prospective observational study. 

Shibuya Y, Hirano K, Miyamoto M, Mitsuma T, Nakazato Y, Matsutani N, Tanaka R, Machida H, Kondo H. 

Head Neck,46（6）： 1280-1293, 2024. 

 

29） A neonatal case of epidermolysis bullosa complicated by bronchomalacia. 

Kimura T, Hosoi K, Yoshida K, Ishiko A, Miyamoto M, Narita M. 

Pediatr Int, 67（1）：e70156, 2025. 
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30） Idiopathic Subglottic Stenosis During Pregnancy： Successful Treatment With Green Laser Ablation and 

Steroid Injection. 

Miyamoto M, Tajima A, Naoi T, Koshihara M, Motoyasu A.  

Cureus, 17（2）：e79788, 2025. 


