364

papers

366

all docs

28274

13,481 55
citations h-index
366 366
docs citations times ranked

98

g-index

13496

citing authors



*

# ARTICLE IF CITATIONS

Congenital disorders of estrogen biosynthesis and action. Best Practice and Research in Clinical

Endocrinology and Metabolism, 2022, 36, 101580.

Retrotransposition disrupting EBP in a girl and her mother with X-linked dominant chondrodysplasia

punctata. Journal of Human Genetics, 2022, , . 23 2

A case of atypical congenital cytomegalovirus infection with intraventricular hemorrhage. Pediatrics
International, 2022, 64, e14906.

A novel intronic <scp><i>PORCNc</i><[scp> variant creating an alternative splice acceptor site in a
4 mother and her daughter with focal dermal hypoplasia. American Journal of Medical Genetics, Part A, 1.2 1
2022,188,1612-1617.

Genome sequencing and RNA sequencing of urinary cells reveal an intronic FBN1 variant causing
aberrant splicing. Journal of Human Genetics, 2022, 67, 387-392.

Retinitis pigmentosa with optic neuropathy and COQ2 mutations: A case report. American Journal of

Ophthalmology Case Reports, 2022, 25, 101298. 0.7 1

Intrauterine Hyponutrition Reduces Fetal Testosterone Production and Postnatal Sperm Count in the
Mouse. Journal of the Endocrine Society, 2022, 6, bvac022.

ACAN biallelic variants in a girl with severe idiopathic short stature. Journal of Human Genetics, 2022,

67, 481-486. 23 1

Six yearsa€™ accomplishment of the Initiative on Rare and Undiagnosed Diseases: nationwide project in
Japan to discover causes, mechanisms, and cures. Journal of Human Genetics, 2022, 67, 505-513.

Trans-acting genetic variants causing multilocus imprinting disturbance (MLID): common mechanisms

10 and consequences. Clinical Epigenetics, 2022, 14, 41.

4.1 14

<scp><i>SHOX«<[i> <[scp> fara€downstream deletion in a patient with nonsyndromic short stature.
American Journal of Medical Genetics, Part A, 2022, 188, 2173-2177.

Maternal Uniparental Isodisomy of Chromosome 4 and 8 in Patients with Retinal Dystrophy:
12 SRD5A3-Congenital Disorders of Glycosylation and RP1-Related Retinitis Pigmentosa. Genes, 2022, 13, 2.4 4
359.

Pathogenic Copy Number and Sequence Variants in Children Born SGA With Short Stature Without
Imprinting Disorders. Journal of Clinical Endocrinology and Metabolism, 2022, 107, e3121-e3133.

Loss of imprinting of the human-specific imprinted gene <i>ZNF597<[i> causes prenatal growth
14 retardation and ?/smorphic features: implications for phenotypic overlap with Silver-Russell 3.2 6
syndrome. Journal of Medical Genetics, 2021, 58, 427-432.

Role of Imprinting Disorders in Short Children Born SGA and Silver-Russell Syndrome Spectrum.
Journal of Clinical Endocrinology and Metabolism, 2021, 106, 802-813.

Kagamia€“Ogata syndrome in a patient with 46,XX,t(2;14)(q11.2;q32.2)mat disrupting MEG3. Journal of

16 Human Genetics, 2021, 66, 439-443. 23 1

Insulin resistant diabetes mellitus in SHORT syndrome: case report and literature review. Endocrine

Journal, 2021, 68,111-117.

18 Primary ovarian insufﬁcienc?/ in a female with phosphomannomutase-2 gene (<i>PMM2<[i>) mutations
y

for congenital disorder of glycosylation. Endocrine Journal, 2021, 68, 605-611. 1.6 4



20

22

24

26

28

30

32

34

36

Tsutomu OGATA

ARTICLE IF CITATIONS

Long-term Effect of Aromatase Inhibition in Aromatase Excess Syndrome. Journal of Clinical

Endocrinology and Metabolism, 2021, 106, 1491-1500.

NDNF variants are rare in patients with congenital hypogonadotropic hypogonadism. Human Genome o7
Variation, 2021, 8, 5. :

Biallelic CDK9 variants as a cause of a new multiple-malformation syndrome with retinal dystrophy
mimicking the CHARGE syndrome. Journal of Human Genetics, 2021, 66, 1021-1027.

OTUDS Variants Associated With X-Linked Intellectual Disability and Congenital Malformation.

Frontiers in Cell and Developmental Biology, 2021, 9, 631428. 3.7 4

<i>SOX10<[i> Mutation Screening for 117 Patients with Kallmann Syndrome. Journal of the Endocrine
Society, 2021, 5, bvab056.

Genetic and phenotypic analysis of 101 patients with developmental delay or intellectual disability

using wholea€exome sequencing. Clinical Genetics, 2021, 100, 40-50. 2.0 17

Parthenogenetic mosaicism: generation via second polar body retention and unmasking of a likely
causative PER2 variant for hypersomnia. Clinical Epigenetics, 2021, 13, 73.

A patient with Silver-Russell syndrome with multilocus imprinting disturbance, and Schimke
immuno-osseous dysplasia unmasked by uniparental isodisomy of chromosome 2. Journal of Human 2.3 4
Genetics, 2021, 66, 1121-1126.

ZNF445: a homozygous truncating variant in a patient with Temple syndrome and multilocus
imprinting disturbance. Clinical Epigenetics, 2021, 13, 119.

Long-Term Effect of Aromatase Inhibition in Aromatase Excess Syndrome. Journal of the Endocrine 0.2 o
Society, 2021, 5, A679-A679. :

Global developmental delay, systemic dysmorphism and epilepsy in a patient with a de novo U2AF2
variant. Journal of Human Genetics, 2021, 66, 1185-1187.

Treatment approaches for congenital transverse limb deficiency: Data analysis from an

epidemiological national survey in Japan. Journal of Orthopaedic Science, 2021, 26, 650-654. L1 6

Novel ALG12 variants and hydronephrosis in siblings with impaired N-glycosylation. Brain and
Development, 2021, 43, 945-951.

<i>IGF2<[i> Mutations. Journal of Clinical Endocrinology and Metabolism, 2020, 105, 116-125. 3.6 26

Exome reports A de novo GNB2 variant associated with global developmental delay, intellectual
disability, and dysmorphic features. European Journal of Medical Genetics, 2020, 63, 103804.

De novo ZBTB7A variant in a patient with macrocephaly, intellectual disability, and sleep apnea:
implications for the phenotypic development in 19p13.3 microdeletions. Journal of Human Genetics, 2.3 9
2020, 65, 181-186.

Erythrokeratodermia variabilis et progressiva with a rare GJB3 mutation. Journal of Dermatology,

2020,47,ell1-el113.

Random X chromosome inactivation in patients with Klinefelter syndrome. Molecular and Cellular

Pediatrics, 2020, 7, 1. 18 10



Tsutomu OGATA

# ARTICLE IF CITATIONS

Assisted reproductive technology represents a possible risk factor for development of

epimutation-mediated imprinting disorders for mothers aged 8%o¥ 304€%oyears. Clinical Epigenetics, 2020, 12,
111.

Human Spermatogenesis Tolerates Massive Size Reduction of the Pseudoautosomal Region. Genome

38 Biology and Evolution, 2020, 12, 1961-1964. 2.5

Genome-wide methylation analysis in Silverd€“Russell syndrome, Temple syndrome, and Pradera€“Willi
syndrome. Clinical Epigenetics, 2020, 12, 159.

Nonsense-associated altered splicing of MAP3K1 in two siblings with 46,XY disorders of sex

40 development. Scientific Reports, 2020, 10, 17375.

3.3 4

Case Report: Efficacy of Reduced Doses of Asfotase Alfa Replacement Therapy in an Infant With
Hypophosphatasia Who Lacked Severe Clinical Symptoms. Frontiers in Endocrinology, 2020, 11, 590455.

TSC1 intragenic deletion transmitted from a mosaic father to two siblings with cardiac
42 rhabdomyomas: |dentification of two aberrant transcripts. European Journal of Medical Genetics, 1.3 2
2020, 63, 104060.

Contribution of gene mutations to Silver-Russell syndrome phenotype: multigene sequencing analysis
in 92 etiology-unknown patients. Clinical Epigenetics, 2020, 12, 86.

Coffind€towry syndrome in a girl with 46,XX,t(X;11)(p22;p15)dn: Identification of RPS6KA3 disruption by

44 whole genome sequencing. Clinical Case Reports (discontinued), 2020, 8, 1076-1080.

0.5 4

Rare variant of the epigenetic regulator SMCHD1 in a patient with pituitary hormone deficiency.
Scientific Reports, 2020, 10, 10985.

POLR3A variants in striatal involvement without diffuse hypomyelination. Brain and Development,

46 5020, 42, 363-368. 11 15

A de novo<i> TOP2B«<i> variant associated with global developmental delay and autism spectrum
disorder. Molecular Genetics &amp; Genomic Medicine, 2020, 8, e1145.

Longa€term observation of a Japanese mucolipidosis <scp>IV</[scp> patient with a novel homozygous
48 p-F313del variant of <scp><i>MCOLN1<[i><[scp>. American Journal of Medical Genetics, Part A, 2020, 182, 1.2 6
1500-1505.

Long-term efficacy and safety of two doses of Norditropin&lt;sup&gt;A®&lt;/sup&gt; (somatropin) in
Noonan syndrome: a 4-year randomized, double-blind, multicenter trial in Japanese patients. Endocrine
Journal, 2020, 67, 803-818.

Identification and functional characterization of a novel <i>PAX8</i> mutation (p.His39Pro) causing

50 familial thyroid hypoplasia. Clinical Pediatric Endocrinology, 2020, 29, 173-178.

0.8 5

De novo AFF3 variant in a patient with mesomelic dysplasia with foot malformation. Journal of Human
Genetics, 2019, 64, 1041-1044.

Unbalanced Y;7 Translocation between Two Low-Similarity Sequences Leading to SRY-Positive 45,X

52 Testicular Disorders of Sex Development. Cytogenetic and Genome Research, 2019, 158, 115-120.

11 2

Comprehensive clinical and molecular studies in split-hand/foot malformation: identification of two

plausible candidate genes (LRP6 and UBA2). European Journal of Human Genetics, 2019, 27, 1845-1857.

(Epi)genetic defects of MKRN3 are rare in Asian patients with central precocious puberty. Human

54 Genome Variation, 2019, 6, 7.

0.7 8



56

58

60

62

64

66

68

70

72

Tsutomu OGATA

ARTICLE IF CITATIONS

<i>KLF11</[i> variant in a family clinically diagnosed with early childhooda€enset type 1B diabetes.

Pediatric Diabetes, 2019, 20, 712-719.

Temple syndrome in a patient with variably methylated CpGs at the primary MEG3/DLK1:IG-DMR and

severely hypomethylated CpGs at the secondary MEG3:TSS-DMR. Clinical Epigenetics, 2019, 11, 42. 41 1

Exploring the unique function of imprinting control centers in the PWS/AS-responsible region:
finding from array-based methylation analysis in cases with variously sized microdeletions. Clinical
Epigenetics, 2019, 11, 36.

Germline-Derived Gain-of-Function Variants of Gsl+-Coding GNAS Gene Identified in Nephrogenic
Syndrome of Inappropriate Antidiuresis. Journal of the American Society of Nephrology: JASN, 2019, 30, 6.1 21
877-889.

MYRF haploinsufficiency causes 46,XY and 46,XX disorders of sex development: bioinformatics
consideration. Human Molecular Genetics, 2019, 28, 2319-2329.

Coexistence of a CAV3 mutation and a DMD deletion in a family with complex muscular diseases. Brain

and Development, 2019, 41, 474-479. 11 6

Association of four imprinting disorders and ART. Clinical Epigenetics, 2019, 11, 21.

Identification of de novo CSNK2A1 and CSNK2B variants in cases of global developmental delay with

seizures. Journal of Human Genetics, 2019, 64, 313-322. 23 51

Molecular and clinical analyses of two patients with UPD(16)mat detected by screening 94 patients
with Silver-Russell syndrome phenotype of unknown aetiology. Journal of Medical Genetics, 2019, 56,
413-418.

A case of paternal uniparental isodisomy for chromosome 7 associated with overgrowth. Journal of 3.9 13
Medical Genetics, 2018, 55, 567-570. ’

Clinical characteristics of a Japanese patient with Bardet-Bied| syndrome caused by BBS10 mutations.
Japanese Journal of Ophthalmology, 2018, 62, 458-466.

Mosaic upd(14)pat in a patient with mild features of Kagamid€“Ogata syndrome. Clinical Case Reports

(discontinued), 2018, 6, 91-95. 0-5 12

Partial androgen insensitivity syndrome caused by a deep intronic mutation creating an alternative
splice acceptor site of the AR gene. Scientific Reports, 2018, 8, 2287.

De novo variants in SETD1B are associated with intellectual disability, epilepsy and autism. Human

Genetics, 2018, 137, 95-104. 3.8 60

(Epi)genotype-Phenotype Analysis in 69 Japanese Patients With Pseudohypoparathyroidism Type I. Journal
of the Endocrine Society, 2018, 2, 9-23.

Longitudinal serum and urine steroid metabolite profiling in a 46,XY infant with prenatally identified

POR deficiency. Journal of Steroid Biochemistry and Molecular Biology, 2018, 178, 177-184. 2.5 6

Functional missense and splicing variants in the retinoic acid catabolizing enzyme CYP26C1 in

idiopathic short stature. European Journal of Human Genetics, 2018, 26, 1113-1120.

<i>STX2<[i> is a causative gene for nonobstructive azoospermia. Human Mutation, 2018, 39, 830-833. 2.5 17



74

76

78

80

82

84

86

88

90

Tsutomu OGATA

ARTICLE IF CITATIONS

Comprehensive screening for monogenic diabetes in 89 Japanese children with insulin-requiring

antibody-negative type 1 diabetes. Pediatric Diabetes, 2018, 19, 243-250.

Gaina€efa€function mutations in Ga€proteina€“coupled receptor genes associated with human endocrine 04 19
disorders. Clinical Endocrinology, 2018, 88, 351-359. :

<i>FGFR1<[i> disruption identified by whole genome sequencing in a male with a complex chromosomal
rearrangement and hypogonadotropic hypogonadism. American Journal of Medical Genetics, Part A,
2018, 176, 139-143.

Two patients with MIRAGE syndrome lacking haematological features: role of somatic second-site 3.9 49
reversion SAMD9 mutations. Journal of Medical Genetics, 2018, 55, 81-85. ’

Expression of Xenobiotic Biomarkers CYP1 Family in Preputial Tissue of Patients with Hypospadias and
Phimosis and Its Association with DNA Methylation Level of SRD5A2 Minimal Promoter. Archives of
Environmental Contamination and Toxicology, 2018, 74, 240-247.

<i>GATA4<[i> variant identified by wholea€exome sequencing in a Japanese family with atrial septal

defect: Implications for male sex development. Clinical Case Reports (discontinued), 2018, 6, 2229-2233. 0.5 2

Congenital limb deficiency in Japan: a cross-sectional nationwide survey on its epidemiology. BMC
Musculoskeletal Disorders, 2018, 19, 262.

Characterization of parent-of-origin methylation using the lllumina Infinium MethylationEPIC array 01 31
platform. Epigenomics, 2018, 10, 941-954. :

Efficacy and safety of two doses of Norditropin&lt;sup&gt;A®&lt;/sup&gt; (somatropin) in short stature
due to Noonan syndrome: a 2-year randomized, double-blind, multicenter trial in Japanese patients.
Endocrine Journal, 2018, 65, 159-174.

11-oxygenated C19 steroids as circulating androgens in women with polycystic ovary syndrome. 16 a1
Endocrine Journal, 2018, 65, 979-990. )

Maternal Uniparental Disomy for Chromosome 20: Physical and Endocrinological Characteristics of
Five Patients. Journal of Clinical Endocrinology and Metabolism, 2018, 103, 2083-2088.

GATA4 mutations are uncommon in patients with 46,XY disorders of sex development without heart

anomaly. Asian Journal of Andrology, 2018, 20, 629. 1.6 4

<i>FGFR1<[i> Analyses in Four Patients with Hypogonadotropic Hypogonadism with Split-Hand/Foot
Malformation: Implications for the Promoter Region. Human Mutation, 2017, 38, 503-506.

De novo<i>IGF2<[i>mutation on the paternal allele in a patient with Silvera€“Russell syndrome and 95 28
ectrodactyly. Human Mutation, 2017, 38, 953-958. :

Nucleotide substitutions in <i><scp>CD</[scp>101</i>, the human homolog of a diabetes susceptibility
gene in nona€ebese diabetic mouse, in patients with type 1 diabetes. Journal of Diabetes Investigation,
2017, 8, 286-294.

Paradoxical gaind€efa€function mutant of the Ga€proteind€eoupled receptor <scp>PROKR</scp>2 promotes 2.6 o4
early puberty. Journal of Cellular and Molecular Medicine, 2017, 21, 2623-2626. )

Safety and efficacy of treatment with asfotase alfa in patients with hypophosphatasia: Results from a

Japanese clinical trial. Clinical Endocrinology, 2017, 87, 10-19.

Nomenclature of primary amenorrhea: A proposal document of the Japan Society of Obstetrics and
Gynecology committee for the redefinition of primary amenorrhea. Journal of Obstetrics and 1.3 2
Gynaecology Research, 2017, 43, 1738-1742.



92

94

96

98

100

102

104

106

108

Tsutomu OGATA

ARTICLE IF CITATIONS

X-linked hypomyelination with spondylometaphyseal dysplasia (H-SMD) associated with mutations in

AIFM1. Neurogenetics, 2017, 18, 185-194.

Temple syndrome: comprehensive molecular and clinical findings in 32 Japanese patients. Genetics in 04 %
Medicine, 2017, 19, 1356-1366. ’

Genetic heterogeneity of patients with suspected Silver-Russell syndrome: genome-wide copy number
analysis in 82 patients without imprinting defects. Clinical Epigenetics, 2017, 9, 52.

Identical<i>NR5A1<[i>Missense Mutations in Two Unrelated 46,XX Individuals with Testicular Tissues. 05 44
Human Mutation, 2017, 38, 39-42. :

Diagnosis and management of Silvera€“Russell syndrome: first international consensus statement.
Nature Reviews Endocrinology, 2017, 13, 105-124.

Mutation analysis of <i>FGFR1&€3<i> in 11 Japanese patients with syndromic craniosynostoses. American

Journal of Medical Genetics, Part A, 2017, 173, 157-162. 1.2 7

Genome-wide multilocus imprinting disturbance analysis in Temple syndrome and Kagami-Ogata
syndrome. Genetics in Medicine, 2017, 19, 476-482.

Phenotypic Variation in 46,XX Disorders of Sex Development due to the &It;b&gt;&lt;i&gt;NR5AL
&lt;/i&gt;&lt;/b&gt;p.RI2W Variant: A Sibling Case Report and Literature Review. Sexual Development, 2.0 9
2017, 11, 284-288.

A de novo 50-bp &lt;b&gt;&lt;i&gt; GNASRIL; [i&gt; &lt;[b&gt; Intragenic Duplication in a Patient with
Pseudohypoparathyroidism Type la. Cytogenetic and Genome Research, 2017, 153, 125-130.

Validation of auxological reference values for Japanese children with Noonan syndrome and
comparison with growth in children with Turner syndrome. Clinical Pediatric Endocrinology, 2017, 0.8 4
26, 153-164.

Knockout of Murine Mamld1 Impairs Testicular Growth and Daily Sperm Production but Permits
Normal Postnatal Androgen Production and Fertility. International Journal of Molecular Sciences,
2017, 18, 1300.

Individual Clinically Diagnosed with CHARGE Syndrome but with a Mutation in KMT2D, a Gene

Associated with Kabuki Syndrome: A Case Report. Frontiers in Genetics, 2017, 8, 210. 23 18

Efficacy and safety of octreotide for the treatment of congenital hyperinsulinism: a prospective,
open-label clinical trial and an observational study in Japan using a nationwide registry. Endocrine
Journal, 2017, 64, 867-880.

Childbirth and fertility preservation in childhood and adolescent cancer patients: a second national

survey of Japanese pediatric endocrinologists. Clinical Pediatric Endocrinology, 2017, 26, 81-88. 08 5

Next generation sequencing-based mutation screening of 86 patients with idiopathic short stature.
Endocrine Journal, 2017, 64, 947-954.

Classic and non-classic 21-hydroxylase deficiency can be discriminated from P450 oxidoreductase
deficiency in Japanese infants by urinary steroid metabolites. Clinical Pediatric Endocrinology, 2016, 0.8 11
25,37-44.

Gonadal function, fertility, and reproductive medicine in childhood and adolescent cancer patients: a

national survey of Japanese pediatric endocrinologists. Clinical Pediatric Endocrinology, 2016, 25,
45-57.

Complex Genomic Rearrangement Within the<i>GNAS«<[i>Region Associated With Familial
Pseudohypoparathyroidism Type 1b. Journal of Clinical Endocrinology and Metabolism, 2016, 101, 3.6 25
2623-2627.



110

112

114

116

118

120

122

124

126

Tsutomu OGATA

ARTICLE IF CITATIONS

Blood allopregnanolone levels in women with polycystic ovary syndrome. Clinical Endocrinology,

2016, 85, 151-152.

Complex X-Chromosomal Rearrangements in Two Women with Ovarian Dysfunction: Implications of
Chromothripsis/Chromoanasynthesis-Dependent and -Independent Origins of Complex Genomic 11 19
Alterations. Cytogenetic and Genome Research, 2016, 150, 86-92.

The p.R92W variant of NR5A1/Nr5al induces testicular development of 46,XX gonads in humans, but not
in mice: phenotypic comparison of human patients and mutation-induced mice. Biology of Sex
Differences, 2016, 7, 56.

Genotyped€“phenotype correlation of PAX6 gene mutations in aniridia. Human Genome Variation, 2016, 3, o7 55
15052. ’

Copy Number Variations of the Azoospermia Factor Region and <b> <i>SRY«[i></b> Are Not Associated
with the Risk of Hypospadias. Sexual Development, 2016, 10, 12-15.

SHOX Haploinsufficiency as a Cause of Syndromic and Nonsyndromic Short Stature. Molecular 0.8 69
Syndromology, 2016, 7, 3-11. :

Systematic molecular analyses of SHOX in Japanese patients with idiopathic short stature and
Lerig€“Weill dyschondrosteosis. Journal of Human Genetics, 2016, 61, 585-591.

Beckwitha€“Wiedemann syndrome and pseudohypoparathyroidism type Ib in a patient with multilocus

imprinting disturbance: a female-dominant phenomenon?. Journal of Human Genetics, 2016, 61, 765-769. 23 21

Silvera€“Russell syndrome in a patient with somatic mosaicism for upd(11)mat identified by buccal cell
analysis. American Journal of Medical Genetics, Part A, 2016, 170, 1938-1941.

<b><i>NROB1</[i></b> Frameshift Mutation in a Boy with Idiopathic Central Precocious Puberty. Sexual 20 8
Development, 2016, 10, 205-209. ’

Long-term clinical course in three patients with <i>MAMLD1<[i> mutations. Endocrine Journal, 2016,
63, 835-839.

Identification of monogenic gene mutations in Japanese subjects diagnosed with type 1B diabetes

between >5 and 15.1 years of age. Journal of Pediatric Endocrinology and Metabolism, 2016, 29, 1047-54. 0.9 5

A Chronic Graft-versus-host Disease Case after Improvement of Basedow's Disease developed after
Allogeneic Bone Marrow Transplantation. Journal of Hematopoietic Cell Transplantation, 2016, 5, 13-17.

Retinoic acid catabolizing enzyme CYP 26C1 is a genetic modifier in SHOX deficiency. EMBO Molecular 6.9 23
Medicine, 2016, 8, 1455-1469. )

Novel HPS6 mutations identified by whole-exome sequencing in two Japanese sisters with suspected
ocular albinism. Journal of Human Genetics, 2016, 61, 839-842.

A Track Record on SHOX: From Basic Research to Complex Models and Therapy. Endocrine Reviews, 201 87
2016, 37, 417-448. )

Risk assessment of medically assisted reproduction and advanced maternal ages in the development of

Praderd€“Willi syndrome due to UPD(15)mat. Clinical Genetics, 2016, 89, 614-619.

Spectrum of mutations and genotypea€“phenotype analysis in Noonan syndrome patients with RIT1 3.8 75
mutations. Human Genetics, 2016, 135, 209-222. :



128

130

132

134

136

138

140

142

144

Tsutomu OGATA

ARTICLE IF CITATIONS

Growth references for Japanese individuals with Noonan syndrome. Pediatric Research, 2016, 79,

543-548.

Combined steroidogenic characters of fetal adrenal and Leydig cells in childhood adrenocortical

carcinoma. Journal of Steroid Biochemistry and Molecular Biology, 2016, 159, 86-93. 2:5 12

Steroidogenic pathways involved in androgen biosynthesis in eumenorrheic women and patients with
polycystic ovary syndrome. Journal of Steroid Biochemistry and Molecular Biology, 2016, 158, 31-37.

Novel RAB3GAP1 compound heterozygous mutations in Japanese siblings with Warburg Micro 11 13
syndrome. Brain and Development, 2016, 38, 337-340. )

Prenatal molecular testing for Beckwithd€“Wiedemann and Silvera€“Russell syndromes: a challenge for
molecular analysis and genetic counseling. European Journal of Human Genetics, 2016, 24, 784-793.

Kagamia€“Ogata syndrome: a clinically recognizable upd(14)pat and related disorder affecting the

chromosome 14q32.2 imprinted region. Journal of Human Genetics, 2016, 61, 87-94. 23 95

Chromosome 6q24 methylation defects are uncommon in childhood-onset non-autoimmune diabetes
mellitus patients born appropriate- or large-for-gestational age. Clinical Pediatric Endocrinology,
2016, 25, 99-102.

Testicular dysgenesislregression without campomelic dysplasia in patients carrying missense
mutations and upstream deletion of SOX 9. Molecular Genetics &amp; Genomic Medicine, 2015, 3, 1.2 19
550-557.

Growth hormone deficiency in monozygotic twins with autosomal dominant
pseudohypoparathyroidism type Ib. Endocrine Journal, 2015, 62, 523-529.

Parturition failure in mice lacking Mamld1. Scientific Reports, 2015, 5, 14705. 3.3 13

Endocrinopathies in a boy with cryptic copy-number variations on 4q, 7q and Xp. Human Genome
Variation, 2015, 2, 15020.

Development of waist circumference percentiles for Japanese children and an examination of their
screening utility for childhood metabolic syndrome: a population-based cross-sectional study. BMC 2.9 10
Public Health, 2015, 15, 1121.

Exploration of hydroxymethylation in Kagami-Ogata syndrome caused by hypermethylation of
imprinting control regions. Clinical Epigenetics, 2015, 7, 90.

Femorala€tibiala€digital malformations in a boy with the Japanese founder triplication of <i>BHLHA9</i>. 12 4
American Journal of Medical Genetics, Part A, 2015, 167, 3226-3228. :

A 45,X[46,XY DSD (Disorder of Sexual Development) case with an extremely uneven distribution of
46,XY cells between lymphocytes and gonads. Clinical Pediatric Endocrinology, 2015, 24, 11-14.

Rare pseudoautosomal copy-number variations involving SHOX and|or its flanking regions in

individuals with and without short stature. Journal of Human Genetics, 2015, 60, 553-556. 23 37

SOX3 Overdosage Permits Normal Sex Development in Females with Random X Inactivation. Sexual

Development, 2015, 9, 125-129.

Impact of a novel homozygous mutation in nicotinamide nucleotide transhydrogenase on

mitochondrial DNA integrity in a case of familial glucocorticoid deficiency. BBA Clinical, 2015, 3, 70-78. 41 24



146

148

150

152

154

156

158

160

162

10

Tsutomu OGATA

ARTICLE IF CITATIONS

Detecting copy-number variations in whole-exome sequencing data using the eXome Hidden Markov

Model: an 4€ exome-firstd€™ approach. Journal of Human Genetics, 2015, 60, 175-182.

Copy-number variations in Y-chromosomal azoospermia factor regions identified by multiplex

ligation-dependent probe amplification. Journal of Human Genetics, 2015, 60, 127-131. 2.3 18

Hypogonadotropic hypogonadism in a female patient previously diagnosed as having waardenburg
syndrome due to a sox10 mutation. Endocrine, 2015, 49, 553-556.

Loss-of-Function SOX10 Mutation in a Patient with Kallmann Syndrome, Hearing Loss, and Iris

Hypopigmentation. Hormone Research in Paediatrics, 2015, 84, 212-216. 1.8 24

Epimutations of the IG-DMR and the MEG3-DMR at the 14q32.2 imprinted region in two patients with
Silvera€“Russell Syndrome-compatible phenotype. European Journal of Human Genetics, 2015, 23,
1062-1067.

Comprehensive clinical studies in 34 patients with molecularly defined UPD(14)pat and related

conditions (Kagamid€“Ogata syndrome). European Journal of Human Genetics, 2015, 23, 1488-1498. 2.8 85

Expanding the Spectrum of Founder Mutations Causing Isolated Gonadotropin-Releasing Hormone
Deficiency. Journal of Clinical Endocrinology and Metabolism, 2015, 100, E1378-E1385.

Novel Splice Site Mutation in MAMLD1 in a Patient with Hypospadias. Sexual Development, 2015, 9,

130-135. 2.0 14

Human Chorionic GonadotroFin Stimulation Test in Prepubertal Children with Micropenis Can
Accurately Predict Leydig Cell Function in Pubertal or Postpubertal Adolescents. Hormone Research
in Paediatrics, 2015, 84, 305-310.

Hemodynamic assessment in a child with renovascular hypertension using timea€resolved

threed€dimensional cine phased€eontrast MRI. Journal of Magnetic Resonance Imaging, 2015, 41, 165-168. 3.4 o

Silvera€“Russell syndrome without body asymmetry in three patients with duplications of maternally
derived chromosome 11p15 involving CDKN1C. Journal of Human Genetics, 2015, 60, 91-95.

TBX1 Mutation Identified by Exome Sequencing in a Japanese Family with 22q11.2 Deletion Syndrome-Like

Craniofacial Features and Hypocalcemia. PLoS ONE, 2014, 9, €91598. 25 49

Skeletal Deformity Associated with &It;i&gt; SHOX&It;/i&gt; Deficiency. Clinical Pediatric
Endocrinology, 2014, 23, 65-72.

Mutation spectrum and phenotypic variation in nine patients with SOX2 abnormalities. Journal of

Human Genetics, 2014, 59, 353-356. 23 16

Microhomology-Mediated Microduplication in the Y Chromosomal Azoospermia Factor a Region in a
Male with Mild Asthenozoospermia. Cytogenetic and Genome Research, 2014, 144, 285-289.

Compound heterozygous deletions in pseudoautosomal region 1 in an infant with mild manifestations

of langer mesomelic dysplasia. American Journal of Medical Genetics, Part A, 2014, 164, 505-510. 1.2 15

Cytochrome <scp>P450</scp> oxidoreductase deficiency: Rare congenital disorder leading to skeletal

malformations and steroidogenic defects. Pediatrics International, 2014, 56, 805-808.

De novo Frameshift Mutation in Fibroblast Growth Factor 8 in a Male Patient with Gonadotropin

Deficiency. Hormone Research in Paediatrics, 2014, 81, 139-144. 18 1



164

166

168

170

172

174

176

178

180

11

Tsutomu OGATA

ARTICLE IF CITATIONS

Aromatase excess syndrome in a family with upstream deletion of <i><scp>CYP</[scp>19A1<[i>. Clinical

Endocrinology, 2014, 81, 314-316.

Clinical and molecular studies in four patients with SRY-positive 46,XX testicular disorders of sex
development: implications for variable sex development and genomic rearrangements. Journal of 2.3 5
Human Genetics, 2014, 59, 549-553.

Prenatal genetic testing for a microdeletion at chromosome 14q32.2 imprinted region leading to
UPD(14)paté€tike phenotype. American Journal of Medical Genetics, Part A, 2014, 164, 264-266.

Japanese founder duplications/triplications involving BHLHA9 are associated with split-hand/foot
malformation with or without long bone deficiency and Gollop-Wolfgang complex. Orphanet Journal 2.7 20
of Rare Diseases, 2014, 9, 125.

Lack of genomic rearrangements involving the aromatase gene CYP19A1 in breast cancer. Breast
Cancer, 2014, 21, 382-385.

Comprehensive and <1uantitative multilocus methylation analysis reveals the susceptibility of specific
imprinted differentially methylated regions to aberrant methylation in Beckwitha€“*Wiedemann 2.4 45
syndrome with epimutations. Genetics in Medicine, 2014, 16, 903-912.

Identification and Functional Characterization of Two Novel <i>NPR2</[i> Mutations in Japanese
Patients With Short Stature. Journal of Clinical Endocrinology and Metabolism, 2014, 99, E713-E718.

<scp>IMAG«</scp>e syndrome: clinical and genetic implications based on investigations in three

Japanese patients. Clinical Endocrinology, 2014, 80, 706-713. 2.4 17

Genome-wide parent-of-origin DNA methylation analysis reveals the intricacies of human imprinting
and suggests a germline methylation-independent mechanism of establishment. Genome Research, 2014,
24, 554-569.

Genome-wide copy number analysis and systematic mutation screening in 58 patients with

hypogonadotropic hypogonadism. Fertility and Sterility, 2014, 102, 1130-1136.e3. 1.0 40

Understanding the pathological manifestations of aromatase excess syndrome: lessons for clinical
diagnosis. Expert Review of Endocrinology and Metabolism, 2014, 9, 397-409.

Uniparental disomy of chromosome 8 leading to homozygosity of a &It;i&gt;CYP11B1&lt;/i&gt; mutation
in a patient with congenital adrenal hyperplasia: Implication for a rare etiology of an autosomal 1.6 14
recessive disorder. Endocrine Journal, 2014, 61, 629-633.

Aromatase excess syndrome: a rare autosomal dominant disorder leading to pre- or peri-pubertal
onset gynecomastia. Pediatric Endocrinology Reviews, 2014, 11, 298-305.

The lipid fraction of human milk initiates adipocyte differentiation in 3T3-L1 cells. Early Human 18 ;
Development, 2013, 89, 713-719. :

Birth seasonality in Pradera€Willi syndrome resulting from chromosome 15 microdeletion. American
Journal of Medical Genetics, Part A, 2013, 161, 1495-1497.

Human <i>glutathione Sa€transferase A</[i> ( <i>GSTA<[i> ) family genes are regulated by steroidogenic 0.5 29
factor 1 (SFa€d) and are involved in steroidogenesis. FASEB Journal, 2013, 27, 3198-3208. :

A report of two novel <i><scp>NR</scp>5A1<[i> mutation families: possible clinical phenotype of

psychiatric symptoms of anxiety and/or depression. Clinical Endocrinology, 2013, 78, 957-965.

Identification of<i>INS</i>and<i>KCNJ11</i>gene mutations in type 1B diabetes in Japanese children with

onset of diabetes before 5 yr oange. Pediatric Diabetes, 2013, 14, 112-120. 2.9 24



182

184

186

188

190

192

194

196

198

12

Tsutomu OGATA

ARTICLE IF CITATIONS

Backdoor pathway for dihydrotestosterone biosynthesis: Implications for normal and abnormal

human sex development. Developmental Dynamics, 2013, 242, 320-329.

Severe Protein-Loss in Atopic Dermatitis in Infancy: Summary of 10 Patients. Journal of Allergy and

Clinical Immunology, 2013, 131, AB106. 2.9 0

Gain-of-Function Mutations in RIT1 Cause Noonan Syndrome, a RAS/MAPK Pathway Syndrome. American
Journal of Human Genetics, 2013, 93, 173-180.

Identification of<i>AP2S1</i>Mutation and Effects of Low Calcium Formula in an Infant With
Hypercalcemia and Hypercalciuria. Journal of Clinical Endocrinology and Metabolism, 2013, 98, 3.6 20
E2022-E2027.

Genomic Basis of Aromatase Excess Syndrome: Recombination- and Replication-Mediated
Rearrangements Leading to CYP19A1 Overexpression. Journal of Clinical Endocrinology and
Metabolism, 2013, 98, E2013-E2021.

Advanced maternal age at childbirth and the development of uniparental disomy. A commentary on the
proportion of uniparental disomy is increased in Praderd€“Willi syndrome due to an advanced maternal 2.3 3
childbearing age in Korea. Journal of Human Genetics, 2013, 58, 118-119.

Neuromuscular symptoms in a patient with familial pseudohypoparathyroidism type Ib diagnosed by
methylation-specific multiplex ligation-dependent probe amplification. Endocrine Journal, 2013, 60,
231-236.

Critical role of Yp inversion in <i>PRKX/PRKY</i>-mediated Xp;Yp translocation in a patient with 45,X

testicular disorder of sex development. Endocrine Journal, 2013, 60, 1329-1334. L6 7

Submicroscopic deletion involving the &lt;i&gt;fibroblast growth factor receptor 1&lIt;/i&gt; gene in a
patient with combined pituitary hormone deficiency. Endocrine Journal, 2013, 60, 1013-1020.

A novel homozygous mutation of the nicotinamide nucleotide transhydrogenase gene in a Japanese

patient with familial glucocorticoid deficiency. Endocrine Journal, 2013, 60, 855-859. 1.6 20

A 68-Year-Old Phenotypically Male Patient with 21-Hydroxylase Deficiency and Concomitant
Adrenocortical Neoplasm Producing Testosterone and Cortisol. Tohoku Journal of Experimental
Medicine, 2013, 231, 75-84.

Cryptic Genomic Rearrangements in Three Patients with 46,XY Disorders of Sex Development. PLoS

ONE, 2013, 8, e68194. 2.5 8

Molecular and Clinical Studies in 138 Japanese Patients with Silver-Russell Syndrome. PLoS ONE, 2013,
8,e60105.

Difference In Erythrocyte Alloantibodies After Blood Transfusion In Patients With Hematological and

Non-Hematological Diseases. Blood, 2013, 122, 2404-2404. 14 0

Molecular Bases and Phenotypic Determinants of Aromatase Excess Syndrome. International Journal
of Endocrinology, 2012, 2012, 1-8.

MAMLD1 and 46,XY Disorders of Sex Development. Seminars in Reproductive Medicine, 2012, 30, 410-416. 1.1 29

Paternal uniparental disomy 14 and related disorders. Epigenetics, 2012, 7, 1142-1150.

Mamld1 Deficiency Significantly Reduces mRNA Expression Levels of Multiple Genes Expressed in Mouse
Fetal Leydig Cells but Permits Normal Genital and Reproductive Development. Endocrinology, 2012, 153, 2.8 25
6033-6040.



200

202

204

206

208

210

212

214

216

13

Tsutomu OGATA

ARTICLE IF CITATIONS

Haplotype analysis of ESR2 in Japanese patients with spermatogenic failure. Journal of Human Genetics,

2012, 57, 449-452.

Relative frequency of underlying genetic causes for the development of UPD(14)pat-like phenotype. 0.8 37
European Journal of Human Genetics, 2012, 20, 928-932. :

<i>PRKAR1A«[i>Mutation Affecting cAMP-Mediated G Protein-Coupled Receptor Signaling in a Patient
with Acrodysostosis and Hormone Resistance. Journal of Clinical Endocrinology and Metabolism,
2012,97,E1808-E1813.

Association of variants in genes involved in environmental chemical metabolism and risk of

cryptorchidism and hypospadias. Journal of Human Genetics, 2012, 57, 434-441. 2.3 35

Deterioration of myocardial tissue Doppler indices in a case of fetal hydrothorax as a promising
indication for clinical intervention before the development of nonimmune hydrops fetalis. Archives
of Gynecology and Obstetrics, 2012, 286, 1079-1080.

Two-Step Biochemical Differential Diagnosis of Classic 21-Hydroxylase Deficiency and Cytochrome
P450 Oxidoreductase Deficiency in Japanese Infants by GC-MS Measurement of Urina?/
Pregnanetriolone/ Tetrahydroxycortisone Ratio and 1112-Hydroxyandrosterone. Clinical Chemistry, 2012,

3.2 27

Identification of Novel Low-Dose Bisphenol A Targets in Human Foreskin Fibroblast Cells Derived from
Hypospadias Patients. PLoS ONE, 2012, 7, e36711.

Individual Variation of the Genetic Response to Bisphenol A in Human Foreskin Fibroblast Cells 95 13
Derived from Cryptorchidism and Hypospadias Patients. PLoS ONE, 2012, 7, e52756. :

Characterization of DNA methylation errors in patients with imprinting disorders conceived by
assisted reproduction technologies. Human Reproduction, 2012, 27, 2541-2548.

Prevalence and clinical features of Costello syndrome and cardio&€faciod€eutaneous syndrome in Japan:
Findings from a nationwide epidemiological survey. American Journal of Medical Genetics, Part A, 2012, 1.2 74
158A, 1083-1094.

HLA-class Il and class | genotypes among Japanese children with Type 1A diabetes and their families.
Pediatric Diabetes, 2012, 13, 33-44.

Identification of a novel mutation in the exon 2 splice donor site of the <i>POU1F1/PITa€d<[i> gene in
Japanese identical twins with mild combined pituitary hormone deficiency. Clinical Endocrinology, 2.4 12
2012, 76, 78-87.

Fetal myocardial tissue Doppler indices before birth physiologically change in proportion to body size
adjusted for gestational age in low-risk term pregnancies. Early Human Development, 2012, 88, 517-523.

Mosaic upd(7)mat in a patient with Silverd€“Russell syndrome. American Journal of Medical Genetics, 19 .
Part A, 2012, 158A, 465-468. :

Long-Term Remission in a Juvenile Myelomonocytic Leukemia Patient After Graft Rejection of Unrelated
Bone Marrow Transplantation. Blood, 2012, 120, 4962-4962.

Advanced Maternal Age and the Development of Prader-Willi Syndrome Resulting from Upd(15)mat

through Non-Disjunction at Meiosis 1. Journal of Mammalian Ova Research, 2011, 28, 96-102. 0.1 o

Number of CGG repeats in the FMR1 gene of Japanese patients with primary ovarian insufficiency.

Fertility and Sterility, 2011, 96, 1170-1174.

Methylation screening of reciprocal genome-wide UPDs identifies novel human-specific imprinted

genesa€. Human Molecular Genetics, 2011, 20, 3188-3197. 2.9 55



218

220

222

224

226

228

230

232

234

14

Tsutomu OGATA

ARTICLE IF CITATIONS

Analysis of expression and structure of the rat GH-secretagogue/ghrelin receptor (Chsr) gene: Roles

of epigenetic modifications in transcriptional regulation. Molecular and Cellular Endocrinology,
2011, 345, 1-15.

Mamld1 Knockdown Reduces Testosterone Production and Cypl7al Expression in Mouse Leydig Tumor

Cells. PLoS ONE, 2011, 6, e19123. 2:5 28

Identification and functional analysis of novel human growth hormone-releasing hormone receptor
(GHRHR) gene mutations in Japanese subjects with short stature. Clinical Endocrinology, 2011, 74,
223-233.

Radiological evaluation of dysmorphic thorax of paternal uniparental disomy 14. Pediatric Radiology, 20 14
2011, 41,1013-1019. ’

Identification and Functional Analysis of Novel Human Growth Hormone Secretagogue Receptor
(GHSR) Gene Mutations in Japanese Subjects with Short Stature. Journal of Clinical Endocrinology
and Metabolism, 2011, 96, E373-E378.

Aromatase Excess Syndrome: Identification of Cryptic Duplications and Deletions Leading to Gain of
Function of<i>CYP19Al</i>and Assessment of Phenotypic Determinants. Journal of Clinical 3.6 30
Endocrinology and Metabolism, 2011, 96, E1035-E1043.

Proximal Promoter of the Cytochrome P450 Oxidoreductase Gene: Identification of Microdeletions
Involving the Untranslated Exon 1 and Critical Function of the SP1 Binding Sites. Journal of Clinical
Endocrinology and Metabolism, 2011, 96, E1881-E1887.

Maternal age effect on the development of Praderd€“Willi syndrome resulting from upd(15)mat

through meiosis 1 errors. Journal of Human Genetics, 2011, 56, 566-571. 23 47

Androgenetic/biparental mosaicism in a girl with Beckwithd€“Wiedemann syndrome-like and
upd(14)pat-like phenotypes. Journal of Human Genetics, 2011, 56, 91-93.

MAMLD1 (Mastermind-Like Domain Containing 1) Homozygous Gain-of-Function Missense Mutation
Causing 46,XX Disorder of Sex Development in a Virilized Female. Advances in Experimental Medicine 1.6 7
and Biology, 2011, 707, 129-131.

A novel loss-of-function mutation in OTX2 in a patient with anophthalmia and isolated growth
hormone deficiency. Human Genetics, 2010, 127, 721-729.

Severe Alport syndrome in a young woman caused by a t(X;1)(q22.3;p36.32) balanced translocation.

Pediatric Nephrology, 2010, 25, 2165-2170. 17 17

Prenatal findings of paternal uniparental disomy 14: Delineation of further patient. American Journal
of Medical Genetics, Part A, 2010, 152A, 3189-3192.

Uniparental disomy and human disease: An overview. American Journal of Medical Genetics, Part C: 16 151
Seminars in Medical Genetics, 2010, 154C, 329-334. :

Familial cases of atypical clinical features genetically diagnosed as LEOPARD syndrome (multiple) Tj ETQq1 1 0.7843 J4 rgBT pverloc

Mutation and Gene Copy Number Analyses of Six Pituitary Transcription Factor Genes in 71 Patients
with Combined Pituitary Hormone Deficiency: Identification of a Single Patient 3.6 53
with<i>LHX4<[i>Deletion. Journal of Clinical Endocrinology and Metabolism, 2010, 95, 4043-4047.

Hypothalamic Dysfunction in a Female with Isolated Hypogonadotropic Hypogonadism and Compound
Heterozygous TACR3 Mutations and Clinical Manifestation in Her Heterozygous Mother. Hormone

Research in Paediatrics, 2010, 73, 477-481.

The IG-DMR and the MEG3-DMR at Human Chromosome 14q32.2: Hierarchical Interaction and Distinct

Functional Properties as Imprinting Control Centers. PLoS Genetics, 2010, 6, e1000992. 35 185



236

238

240

242

244

246

248

250

252

15

Tsutomu OGATA

ARTICLE IF CITATIONS

Heterozygous Orthodenticle Homeobox 2 Mutations Are Associated with Variable Pituitary Phenotype.

Journal of Clinical Endocrinology and Metabolism, 2010, 95, 756-764.

Semen analysis and successful paternity by intracytoplasmic sperm injection in a man with steroid

5ix-reductase-2 deficiency. Fertility and Sterility, 2010, 94, 2770.e7-2770.e10. 1.0 20

Anorectal and urinary anomalies and aberrant retinoic acid metabolism in cytochrome P450
oxidoreductase deficiency. Molecular Genetics and Metabolism, 2010, 100, 269-273.

Genetic screening of Wnt signaling factors in advanced retinopathy of prematurity. Molecular Vision, 11 35
2010, 16, 2572-7. )

Wide Range of Biotin (Vitamin H) Content in Foodstuffs and Powdered Milks as Assessed by
High-performance Affinity Chromatography. Clinical Pediatric Endocrinology, 2009, 18, 41-49.

&lti&gt; MAMLD1 (CXorf6):&lt;/i&gt; A New Gene Involved in Hypospadias. Hormone Research in 18 39
Paediatrics, 2009, 71, 245-252. :

Cytochrome P450 Oxidoreductase Deficiency: Identification and Characterization of Biallelic
Mutations and Genotype-Phenotype Correlations in 35 Japanese Patients. Journal of Clinical
Endocrinology and Metabolism, 2009, 94, 1723-1731.

An immunologically anomalous but considerably bioactive GH produced by a novel GH1 mutation a7
(p.D116E). European Journal of Endocrinology, 2009, 161, 301-306. )

Maternal Uniparental Disomy 14 Syndrome Demonstrates Prader-Willi Syndrome-Like Phenotype.
Journal of Pediatrics, 2009, 155, 900-903.el.

Premature ovarian failure and androgen receptor gene CAG repeat lengths weighted by X chromosome

inactivation patterns. Fertility and Sterility, 2009, 91, 649-652. 1.0 17

Identification of the mouse paternally expressed imprinted gene Zdbf2 on chromosome 1 and its
imprinted human homolog ZDBF2 on chromosome 2. Genomics, 2009, 93, 461-472.

Nomenclature for alleles of the cytochrome P450 oxidoreductase gene. Pharmacogenetics and 15 30
Genomics, 2009, 19, 565-566. ’

Molecular and clinical findings and their correlations in Silver-Russell syndrome: implications for a
positive role of IGF2 in %rowth determination and differential imprinting regulation of the IGF23€*H19
domain in bodies and placentas. Journal of Molecular Medicine, 2008, 86, 1171-1181.

Identification and characterization of cryptic SHOX intragenic deletions in three Japanese patients

with LA©ria€“Weill dyschondrosteosis. Journal of Human Genetics, 2008, 53, 454-459. 2.3 18

Monozygotic female twins discordant for Silvera€“Russell syndrome and hypomethylation of the
H19-DMR. Journal of Human Genetics, 2008, 53, 950-955.

Hepatoblastoma in a Noonan syndrome patient with a <i>PTPN11</i> mutation. Pediatric Blood and 15 23
Cancer, 2008, 50, 1274-1276. :

Placental hypoplasia in maternal uniparental disomy for chromosome 7. American Journal of Medical

Genetics, Part A, 2008, 146A, 514-516.

Determination of biotin (vitamin H) by the high-performance affinity chromatography with a
trypsin-treated avidin-bound column. Journal of Chromatography B: Analytical Technologies in the 2.3 24
Biomedical and Life Sciences, 2008, 869, 93-100.



254

256

258

260

262

264

266

268

270

16

Tsutomu OGATA

ARTICLE IF CITATIONS

Epimutation (hypomethylation) affecting the chromosome 14q32.2 imprinted region in a girl with

upd(14)mat-like phenotype. European Journal of Human Genetics, 2008, 16, 1019-1023.

Role of retrotransposon-derived imprinted gene, Rtl1, in the feto-maternal interface of mouse

placenta. Nature Genetics, 2008, 40, 243-248. 214 300

Deletions and epimutations affecting the human 14q32.2 imprinted region in individuals with paternal
and maternal upd(14)-like phenotypes. Nature Genetics, 2008, 40, 237-242.

Abnormal urethra formation in mouse models of Split-hand/split-foot malformation type 1 and type 4.

European Journal of Human Genetics, 2008, 16, 36-44. 2.8 39

Genomic imprinting at the mammalian DIk1-Dio3 domain. Trends in Genetics, 2008, 24, 306-316.

Molecular mechanisms regulating phenotypic outcome in paternal and maternal uniparental disomy

for chromosome 14. Epigenetics, 2008, 3, 181-187. 2.7 >8

Mastermind-like Domain-containing 1 (MAMLD1 or CXorf6) Transactivates the Hes3 Promoter,
Augments Testosterone Production, and Contains the SF1 Target Sequence. Journal of Biological
Chemistry, 2008, 283, 5525-5532.

OTX2 Mutation in a Patient with Anophthalmia, Short Stature, and Partial Growth Hormone
Deficiency: Functional Studies Using the IRBP, HESX1, and POU1F1 Promoters. Journal of Clinical 3.6 76
Endocrinology and Metabolism, 2008, 93, 3697-3702.

Molecular Mechanisms Leading to the Phenotypic Development in Paternal and Maternal Uniparental
Disomy for Chromosome 14. Clinical Pediatric Endocrinology, 2008, 17, 103-111.

A Novel A461S Mutation of PTPN11 in a Female with LEOPARD Syndrome. Clinical Pediatric 0.8 o
Endocrinology, 2008, 17, 121-122. :

MAMLD1 (CXorf6) is a New Gene for Hypospadias. Clinical Pediatric Endocrinology, 2008, 17, 87-93.

Haplotype analysis of the estrogen receptor 1 gene in male genital and reproductive abnormalities.

Human Reproduction, 2007, 22, 1279-1284. 0.9 59

Hypogonadotropic hypogonadism in an adult female with a heterozygous hypomorphic mutation of
SOX2. European Journal of Endocrinology, 2007, 156, 167-171.

Mutation and Polymorphism Analyses of &lt;i&gt;INSL3&It;/i&gt; and
&lIt;i&gt;LCRBRIL; [i&gt; /&It i&gt; GREATRIt; i&gt; in 62 Japanese Patients with Cryptorchidism. Hormone 1.8 20
Research in Paediatrics, 2007, 67, 73-76.

Silver-Russell syndrome in a girl born after in vitro fertilization: partial hypermethylation at the
differentially methylated region of PEG1/MEST. Journal of Assisted Reproduction and Genetics, 2007,
24,131-136.

Target Height and Target Range for Japanese Children: Revisited. Clinical Pediatric Endocrinology, 0.8 18
2007, 16, 85-87. ’

KRAS Analysis in 34 Noonan Syndrome Patients without PTPN11 Mutation. Clinical Pediatric

Endocrinology, 2007, 16, 99-101.

Transactivation Function of an 4"44800-bp Evolutionarily Conserved Sequence at the SHOX 34€2 Region:

Implication for the Downstream Enhancer. American Journal of Human Genetics, 2006, 78, 167-170. 6.2 67



272

274

276

278

280

282

284

286

288

17

Tsutomu OGATA

ARTICLE IF CITATIONS

Association of cryptorchidism with Gly146Ala polymorphism in the gene for steroidogenic factor-1.

Fertility and Sterility, 2006, 85, 787-790.

Urine Steroid Hormone Profile Analysis in Cytochrome P450 Oxidoreductase Deficiency: Implication
for the Backdoor Pathway to Dihydrotestosterone. Journal of Clinical Endocrinology and 3.6 144
Metabolism, 2006, 91, 2643-2649.

Genetics of Human Growth. Clinical Pediatric Endocrinology, 2006, 15, 45-53.

Kallmann Syndrome Phenotype in a Female Patient with CHARGE Syndrome and CHD7 Mutation.

Endocrine Journal, 2006, 53, 741-743. L6 45

CXorf6 is a causative gene for hypospadias. Nature Genetics, 2006, 38, 1369-1371.

Determination of specific activities and Rinetic constants of biotinidase and lipoamidase in LEW rat
and Lactobacillus casei (Shirota). Journal of Chromatography B: Analytical Technologies in the 2.3 12
Biomedical and Life Sciences, 2006, 844, 240-250.

Identification of novel RMRP mutations and specific founder haplotypes in Japanese patients with
cartilage-hair hypoplasia. Journal of Human Genetics, 2006, 51, 706-710.

Imaging of congenital lipoid adrenal hyperplasia. Radiation Medicine, 2006, 24, 217-219. 0.8 5

Kallmann Syndrome: Somatic and Germline Mutations of the Fibroblast Growth Factor Receptor 1
Gene in a Mother and the Son. Journal of Clinical Endocrinology and Metabolism, 2006, 91, 1415-1418.

Cytochrome P450 Oxidoreductase Deficiency in Three Patients Initially Regarded as Havin
21-Hydroxylase Deficiency and/or Aromatase Deficiency: Diagnostic Value of Urine Steroid Hormone 2.3 66
Analysis. Pediatric Research, 2006, 59, 276-280.

Assisted Reproductive Technology and Imprinting Failure. Journal of Mammalian Ova Research, 2006,
23,158-162.

Association of Severe Micropenis with Gly146Ala Polymorphism in the Gene for Steroidogenic

Factor-1. Endocrine Journal, 2005, 52, 445-448. 1.6 25

Association of Micropenis with Pro185Ala Polymorphism of the Gene for Aryl Hydrocarbon Receptor
Repressor Involved in Dioxin Signaling. Endocrine Journal, 2005, 52, 83-88.

Microdeletion in theSHOX 34€2 region associated with skeletal phenotypes of Langer mesomelic dysplasia
in a 45,X/46,X,r(X) infant and Leri-Weill dyschondrosteosis in her 46,XX mother: Implication for 1.2 30
theSHOX enhancer. American Journal of Medical Genetics, Part A, 2005, 137A, 72-76.

Segmental and full paternal isodisomy for chromosome 14 in three patients: Narrowing the critical
region and implication for the clinical features. American Journal of Medical Genetics, Part A, 2005,
138A, 127-132.

Gonadotrophin therapy in Kallmann syndrome caused by heterozygous mutations of the gene for
fibroblast growth factor receptor 1: report of three families:Case report. Human Reproduction, 2005, 0.9 24
20, 2173-2178.

Cytochrome P450 Oxidoreductase Gene Mutations and Antley-Bixler Syndrome with Abnormal

Genitalia and/or Impaired Steroidogenesis: Molecular and Clinical Studies in 10 Patients. Journal of
Clinical Endocrinology and Metabolism, 2005, 90, 414-426.

Association of Cryptorchidism with a Specific Haplotype of the Estrogen Receptor i+ Gene: Implication
for the Susceptibility to Estrogenic Environmental Endocrine Disruptors. Journal of Clinical 3.6 68
Endocrinology and Metabolism, 2005, 90, 4716-4721.



290

292

294

296

298

300

302

304

306

18

Tsutomu OGATA

ARTICLE IF CITATIONS

Cellular insulin resistance in Epstein-Barr virus-transformed lymphoblasts from young

insulin-resistant Japanese men. Metabolism: Clinical and Experimental, 2005, 54, 370-375.

PTPN11 mutations and genotype-phenotype correlations in Noonan and LEOPARD syndromes. Pediatric

Endocrinology Reviews, 2005, 2, 669-74. 12 27

Testicular Dysgenesis without Adrenal Insufficiency in a 46,XY Patient with a Heterozygous Inactive
Mutation of Steroidogenic Factor-1. Journal of Clinical Endocrinology and Metabolism, 2004, 89,
5930-5935.

Protein-Tyrosine Phosphatase, Nonreceptor Type 11 Mutation Analysis and Clinical Assessment in 45
Patients with Noonan Syndrome. Journal of Clinical Endocrinology and Metabolism, 2004, 89, 3.6 102
3359-3364.

Clinical Assessment and Mutation Analysis of Kallmann Syndrome 1 (<i>KAL1</i>) and Fibroblast
Growth Factor Receptor 1 (<i>FGFR1</[i>, or<i>KAL2<[i>) in Five Families and 18 Sporadic Patients.
Journal of Clinical Endocrinology and Metabolism, 2004, 89, 1079-1088.

The W258X mutation in SLC22A12 is the predominant cause of Japanese renal hypouricemia. Pediatric

Nephrology, 2004, 19, 728-733. L7 7

TESTOSTERONE ENANTHATE THERAPY IS EFFECTIVE AND INDEPENDENT OF SRD5A2 AND AR GENE
POLYMORPHISMS IN BOYS WITH MICROPENIS. Journal of Urology, 2004, 172, 319-324.

Genitourinary phenotype in XX patients with distal 9p monosomy. Molecular Genetics and Metabolism,

2004, 82,173-179. 11 13

Premature ovarian failure in a female with proximal symphalangism and Noggin mutation. Fertility and
Sterility, 2004, 81, 1137-1139.

Statural Growth in 31 Japanese Patients with SHOX Haploinsufficiency: Support for a Disadvantageous

Effect of Gonadal Estrogens. Endocrine Journal, 2004, 51, 197-200. L6 35

Fifty microdeletions among 112 cases of Sotos syndrome: Low copy repeats possibly mediate the
common deletion. Human Mutation, 2003, 22, 378-387.

Incidental deviation of short and long CAG repeats in the androgen receptor gene for Japanese male

infertility. Reproductive Medicine and Biology, 2003, 2, 145-150. 2.4 3

Micropenis and the 5i+-Reductase-2 (SRD5A2) Gene: Mutation and V89L Polymorphism Analysis in 81
Japanese Patients. Journal of Clinical Endocrinology and Metabolism, 2003, 88, 3431-3436.

LonFitudinaI auxological study in a female with SHOX (short stature homeobox containing gene)
haploinsufficiency and normal ovarian function. European Journal of Endocrinology, 2003, 149, 3.7 10
337-341.

SHOX Nullizygosity and Haploinsufficiency in a Japanese Family: Implication for the Development of
Turner Skeletal Features. Journal of Clinical Endocrinology and Metabolism, 2002, 87, 1390-1394.

Growth pattern and body proportion in a female with short stature homeobox-containing gene

overdosage and gonadal estrogen deficiency. European Journal of Endocrinology, 2002, 147, 249-254. 3.7 16

Deletions of the Homeobox Gene<i>SHOX<[i> (Short Stature Homeobox) Are an Important Cause of

Growth Failure in Children with Short Stature. Journal of Clinical Endocrinology and Metabolism,
2002, 87, 1402-1406.

<i>PTPN11</[i>(Protein-Tyrosine Phosphatase, Nonreceptor-Type 11) Mutations in Seven Japanese Patients

with Noonan Syndrome. Journal of Clinical Endocrinology and Metabolism, 2002, 87, 3529-3533. 3.6 106



308

310

312

314

316

318

320

322

324

19

Tsutomu OGATA

ARTICLE IF CITATIONS

SHOX haploinsufficiency: lessons from clinical studies. Current Opinion in Endocrinology, Diabetes

and Obesity, 2002, 9, 13-20.

Mutation screening for the 5ix-reductase type 2 gene in Japanese men with idiopathic azoospermia.

Fertility and Sterility, 2002, 77, 1079-1080. 1.0 1

5l+-reductase type 2 genes in Japanese males do not appear to be associated with cryptorchidism. Fertility
and Sterility, 2002, 78, 330-334.

Estrogen receptor alpha gene polymorphism is associated with idiopathic azoospermia. Fertility and 10 36
Sterility, 2002, 78, 1341-1343. ’

A novel mutation in the FOXL2 gene in a patient with blepharophimosis syndrome: Differential role of
the polyalanine tract in the development of the ovary and the eyelid. Ophthalmic Genetics, 2002, 23,
43-47.

Novel mutation of TBX3 in a Japanese family with Ulnar-Mammary syndrome: Implication for impaired

sex development. American Journal of Medical Genetics Part A, 2002, 110, 365-369. 24 33

Diaphyseal medullary stenosis with malignant fibrous histiocytoma: Further evidence for loss of
heterozygosity involving 9p21-22 in tumor tissue. Genes Chromosomes and Cancer, 2002, 33, 326-328.

Characterization of the aryl hydrocarbon receptor repressor gene and association of its Pro185Ala

polymorphism with micropenis. Teratology, 2002, 65, 10-18. 1.6 a4

Mutation of ARX causes abnormal development of forebrain and testes in mice and X-linked
lissencephaly with abnormal genitalia in humans. Nature Genetics, 2002, 32, 359-369.

Screening for mutations of the androgen receptor gene in patients with isolated cryptorchidism.

Fertility and Sterility, 2001, 76, 834-836. 1.0 21

Compound Effects of Point Mutations Causing Campomelic Dysplasia/Autosomal Sex Reversal upon
SOX9 Structure, Nuclear Transport, DNA Binding, and Transcriptional Activation. Journal of
Biological Chemistry, 2001, 276, 27864-27872.

Reply to Mergenthaler et al.. American Journal of Human Genetics, 2001, 68, 544-545. 6.2 4

Female Patient Showing Hypohidrotic Ectodermal Dysplasia and Immunodeficiency (HED-ID). American
Journal of Human Genetics, 2001, 69, 664-665.

Turner Syndrome and Xp Deletions: Clinical and Molecular Studies in 47 Patients. Journal of Clinical

Endocrinology and Metabolism, 2001, 86, 5498-5508. 3.6 22

Growth Hormone and Gonadotropin-Releasing Hormone Analog Therapy in Haploinsufficiency of
SHOX.. Endocrine Journal, 2001, 48, 317-322.

Impaired urinary water excretion in a three-generation family. Pediatric Nephrology, 2001, 16, 820-822. 1.7 11

Undermasculinized genitalia in a boy with an abnormally expanded CAG repeat length in the androgen

receptor gened™.... Clinical Endocrinology, 2001, 54, 835-838.

47,XXX male: A clinical and molecular study. American Journal of Medical Genetics Part A, 2001, 98,

353-356. 24 19



Tsutomu OGATA

# ARTICLE IF CITATIONS

FISH analysis for apparently simple terminal deletions of the X chromosome: Identification of hidden

structural abnormalities. American Journal of Medical Genetics Part A, 2001, 104, 307-311.

GATA3 abnormalities and the phenotypic spectrum of HDR syndrome. Journal of Medical Genetics, 2001,

326 38,374-380. 3.2 151

Micropenis and the AR Gene: Mutation and CAG Repeat-Length Analysis. Journal of Clinical
Endocrinology and Metabolism, 2001, 86, 5372-5378.

398 Mental Retardation in A Girl with Turner's Syndrome with An Active Ring X Chromosome Missing XIST.. 0.8 o
Clinical Pediatric Endocrinology, 2001, 10, 131-135. :

Turner Syndrome : How Is It Made Up?. Current Genomics, 2001, 2, 357-377.

Structural analysis of a rare rearranged Y chromosome and its bearing on genotype-phenotype

330 Correlation. , 2000, 92, 256-259.

X-linked lissencephaly with ambiguous genitalia: Delineation of further case. American Journal of
Medical Genetics Part A, 2000, 94, 174-176.

Genetic evidence for a novel gene(s) involved in urogenital development on 10g26. Kidney

332 |nternational, 2000, 58, 2281.2290. 52 57

Novel mutations of the ACTH receptor gene in a female adult patient with adrenal unresponsiveness
to ACTH. Clinical Endocrinology, 2000, 53, 389-392.

Testicular volume in Japanese boys up to the age of 15 years. European Journal of Pediatrics, 2000, 159,
334 gu3ean 2.7 37

Clinical and molecular studies in 15 females with ring X chromosomes: implications for r(X)
formation and mental development. Human Genetics, 2000, 107, 433-439.

Sex-Determining Gene(s) on Distal 9p: Clinical and Molecular Studies in Six Cases™. Journal of Clinical

336 Endocrinology and Metabolism, 2000, 85, 3094-3100.

3.6 75

Short Stature Homeobox-Containing Gene Duplication on the der(X) Chromosome in a Female with
45,X/46,X, der(X), Gonadal Dysgenesis, and Tall Staturel. Journal of Clinical Endocrinology and
Metabolism, 2000, 85, 2927-2930.

CAG repeat length of the androgen receptor gene in Japanese males with cryptorchidism. Molecular

338 Human Reproduction, 2000, 6, $73-975.

2.8 38

Imprinting of Human GRB10 and Its Mutations in Two Patients with Russell-Silver Syndrome. American
Journal of Human Genetics, 2000, 67, 476-482.

A Member of a Gene Family on Xp22.3, VCX-A, Is Deleted in Patients with X-Linked Nonspecific Mental

340 Retardation. American Journal of Human Genetics, 2000, 67, 563-573.

6.2 104

Absence of Y-chromosome microdeletions in patients with isolated hypospadias. Fertility and Sterility,

2000, 74, 399-400.

Skeletal Features and Growth Patterns in 14 Patients with Haploinsufficiency of SHOX: Implications
342  for the Development of Turner Syndrome. Journal of Clinical Endocrinology and Metabolism, 1999, 84, 3.6 162
4613-4621.

20



344

346

348

350

352

354

356

358

360

21

Tsutomu OGATA

ARTICLE IF CITATIONS

Gonadoblastoma, mixed germ cell tumor, and Y chromosomal genotype: Molecular analysis in four

patients., 1999, 25, 40-45.

Female carriers of Xp22.3 deletion including MRX locus. American Journal of Medical Genetics Part A, o4 9
1999, 84, 384-385. ’

SHOX: pseudoautosomalhomeobox containing gene for short stature and dyschondrosteosis.
Growth Hormone and IGF Research, 1999, 9, 53-58.

Skeletal Features and Growth Patterns in 14 Patients with Haploinsufficiency of SHOX: Implications
for the Development of Turner Syndrome. Journal of Clinical Endocrinology and Metabolism, 1999, 84, 3.6 49
4613-4621.

Molecular Analysis of 9p Deletions Associated with XY Sex Reversal: Refining the Localization of a
Sex-Determining Gene to the Tip of the Chromosome. American Journal of Human Genetics, 1998, 63,
905-908.

Hypergonadotropic Hypogonadism in a 3-Year-Old Girl with Blepharophimosis, Ptosis, and Epicanthus

inversus Syndrome. Hormone Research in Paediatrics, 1998, 50, 190-192. 1.8 3

Female external genitalia, absent uterus, and probable agonadism in a 46,XY infant with bilateral upper
amelia. Clinical Genetics, 1998, 54, 52-55.

Normally Sustained Growth in a Boy with Panhypopituitarism: A Case Report. Clinical Pediatric 0.8 o
Endocrinology, 1998, 7, 87-92. :

Ovulation induction in a woman with premature ovarian failure resulting from a partial deletion of
the X chromosome long arm, 46,X,del(X)(q22). Fertility and Sterility, 1997, 68, 931-934.

Pseudoautosomal deletions encompassing a novel homeobox gene cause growth failure in idiopathic

short stature and Turner syndrome. Nature Genetics, 1997, 16, 54-63. 214 867

P1148Ain fibrillin-1 is not a mutation leading to Shprintzen-Goldberg syndrome. Human Mutation, 1997,
10, 326-327.

Sex determining gene on the X chromosome short arm: Dosage sensitive sex reversal. Pediatrics 0.5 17
International, 1996, 38, 390-398. ’

Mental retardation in a boy with an interstitial deletion at Xp22.3 involving STS, KAL1, and OA1:
Implication for the MRX locus. , 1996, 64, 583-587.

Coarctation of the aorta and renal hypoplasia in a boy with Turner/Noonan surface anomalies and a
46,XY Raryotype: a clinical model for the possible impairment of a putative lymphogenic gene(s) for 3.8 1
Turner somatic stigmata. Human Genetics, 1996, 97, 564-567.

Turner syndrome and female sex chromosome aberrations: deduction of the principal factors
involved in the development of clinical features. Human Genetics, 1995, 95, 607-29.

Refinement of the locus for X-linked recessive chondrodysplasia punctata. Human Genetics, 1995, 95, 2.8 .
577-80. ’

Lack of Mutations in P450scc Gene (CYP11A) in Six Japanese Patients with Congenital Lipoid Adrenal

Hyperplasia. Clinical Pediatric Endocrinology, 1995, 4, 39-46.

Sex chromosome aberrations and stature: deduction of the principal factors involved in the

determination of adult height. Human Genetics, 1993, 91, 551-62. 3.8 85



362

364

22

Tsutomu OGATA

ARTICLE IF CITATIONS

Aring X chromosome, 46,Y,r(X)(p22.33q28), as a cause of extreme short stature in a male. American

Journal of Medical Genetics Part A, 1990, 35, 241-244.

Lack of linkage between height and weight and age at menarche during the secular shift in growth of 1.0 17
Japanese children. Annals of Human Biology, 1989, 16, 429-436. :

Effect of Cornstarch Formula in an Infant with Type | Glycogen Storage Disease. Pediatrics

International, 1988, 30, 547-552.

Frequency and clinical characteristics of distinct etiologies in patients with Silver-Russell syndrome

diagnosed based on the Netchine-Harbison clinical scoring system. Journal of Human Genetics, O, , . 2.3 0



