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Jik B 5 A < SOX2 /N Rk % (Shima et al. J Hum Genet 2014) % [@EL7=,
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% EH1Z7R 9 Multiple imprinting disturbance (MLID) OJEf% [l & L7~ (Sano et al. J Hum Genet

2016).
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J Med Genet 2018, Kawashima et al. J Clin Endocinol Metab 2018),
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Genet 2010), AFHIKD AL TV T4 7 BRI BT Z I 50 L LT/ (Kagami et al.
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et al. J Clin Endocinol Metab 2018, F1000Prime £ i & 30),

2. T HYLAARNE R BINES AV I =03 R Z F M ET DT A TV T IR IBDJRIK &7
HZEEBBNNELTZ, (Nakamura et al. J Med Genet 2018),
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1PN SHOX JE OFGH B DS kR 2R &2 WREL L7= (Fukami et al. J Hum Genet 2015;

Shima et al. J Hum Genet 2016),
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(Ushijima et al. Pediatr Diabet 2017),
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Biol 2016),
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(Fukami, Ebiomedicine 2018),
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~VAAp BT I o TR A IR ABALTZ,

[~k 29 FhFTE ]

1. 35 B3R

(1) &3z

1. Fukami M, Suzuki E, Izumi Y, Torii T, Narumi S, lgarashi M, Miyado M, Katsumi M, Fujisawa Y,
Nakabayashi K, Hata K, Umezawa A, Matsubara Y, Yamauchi J, Ogata T. Paradoxical
gain-of-function mutant of the G-protein coupled receptor PROKR2 promotes early puberty. J Cell
Mol Med. 2017; 21(10): 2623-2626

2. Kagami M, Nagasaki K, Kosaki R, Horikawa R, Naiki Y, Saitoh S, Tajima T, Yorifuji T, Numakura
C, Mizuno S, Nakamura A, Matsubara K, Fukami M, Ogata T. Temple syndrome: comprehensive
molecular and clinical findings in 32 Japanese patients. Genet Med. 2017; 19(12): 1356-1366

3. Hattori A, Zukeran H, lgarashi M, Toguchi S, Toubaru Y, Inoue T, Katoh-Fukui Y, Fukami M. A
novel C-terminal truncating NR5A1 mutation in dizygotic twins. Hum Genome Variat. 2017; 4:
17008

4. ShimaH, Ishii A, Wada Y, Kizawa J, Yokoi T, Azuma N, Matsubara Y, Suzuki E, Nakamura A,
Narumi S, Fukami M. SOX2 nonsense mutation in a patient clinically diagnosed with
non-syndromic hypogonadotropic hypogonadism. Endocr J. 2017; 64(8): 813-817

5. Inoue T, Nakamura A, Fuke T, Yamazawa K, Sano S, Matsubara K, Mizuno S, Matsukura Y,
Harashima C, Hasegawa T, Nakajima H, Tsumura K, Kizaki Z, Oka A, Ogata T, Fukami M, Kagami
M. Genetic heterogeneity of patients with suspected Silver-Russell syndrome: genome-wide copy
number analysis in 82 patients without imprinting defects. Clin Epigenetics. 2017; 9:52

- 025 -



10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

0 2. 5 I WHIFEHRS

Miyado M, Yoshida K, Miyado K, Katsumi M, Saito K, Nakamura S, Ogata T, Fukami M. Knockout
of murine Mamld1 impairs testicular growth and daily sperm production but permits normal
postnatal androgen production and fertility. Int J Mol Sci. 2017; 18(6): pii: E1300

Hattori A, Katoh-Fukui Y, Nakamura A, Matsubara K, Kamimaki T, Tanaka H, Dateki S, Adachi M,
Muroya K, Yoshida S, Ida S, Mitani M, Nagasaki K, Ogata T, Suzuki E, Hata K, Nakabayashi, K,
Matsubara Y, Narumi S, Tanaka T, Fukami M. Next-generation sequencing-based mutation screening
of 86 patients with idiopathic short stature. Endocr J. 2017; 64(10): 947-954

Nakamura S, Miyado M, Saito K, Katsumi M, Nakamura A, Kobori Y, Tanaka Y, Ishikawa H,
Yoshida A, Okada H, Hata K, Nakabayashi K, Okamura K, Ogata H, Matsubara Y, Ogata T, Nakai H,
Fukami M. Next-generation sequencing for patients with non-obstructive azoospermia: implications
for significant roles of monogenic/oligogenic mutations. Andrology. 2017; 5(4): 824-831

Ohtaka K, Fujisawa Y, Takada F, Hasegawa Y, Miyoshi T, Hasegawa T, Miyoshi H, Kameda H,
Seo MK, Fukami M, Ogata T. FGFR1 analyses in four patients with hypogonadotropic
hypogonadism with split-hand/foot malformation: implications for the promoter region. Hum Mutat.
2017; 38(5): 503-506

Saito K, Miyado K, Yamatoya K, Kuwahara A, Inoue E, Miyado M, Fukami M, Ishikawa T, Saito T,
Kubota T, Saito H. Increased incidence of post-term delivery and Cesarean section after
frozen-thawed embryo transfer during a hormone replacement cycle. J Assist Reprod Genet. 2017,
34(4): 465-470

lhara K, Fukano C, Ayabe T, Fukami M, Ogata T, Kawamura T, Urakami T, Kikuchi N, Yokota I,
Takemoto K, Mukai T, Nishii A, Kikuchi T, Mori T, Shimura N, Sasaki G, Kizu R, Takubo N,
Soneda S, Fujisawa T, Takaya R, Kizaki Z, Kanzaki S, Hanaki K, Matsuura N, Kasahara Y, Kosaka
K, Takahashi T, Minamitani K, Matsuo S, Mochizuki H, Kobayashi K, Koike A, Horikawa R, Teno
S, Tsubouchi K, Mochizuki T, lgarashi Y, Amemiya S, Sugihara S; Japanese Study Group of Insulin
Therapy for Childhood and Adolescent Diabetes (JSGIT). FUT2 non-secretor status is associated
with type 1 diabetes susceptibility in Japanese children. Diabet Med. 2017; 34(4): 586-589

Takagi M, Dobashi K, Nagahara K, Kato M, Nishimura G, Fukuzawa R, Narumi S, Hasegawa T. A
novel de novo germline mutation Glu40Lys in AKT3 causes megalencephaly with growth hormone
deficiency. Am J Med Genet A. 2017; 173(4): 1071-1076

Yamatoya K, Saito K, Saito T, Kang W, Nakamura A, Miyado M, Kawano N, Miyamoto Y,
Umezawa A, Miyado K, Saito H. Birth weights and Down syndrome in neonates that were delivered
after frozen-thawed embryo transfer: The 2007-2012 Japan Society of Obstetrics and Gynecology
National Registry data in Japan. Reprod Med Biol. 2017; 16(2): 228-234

Miyado K, Kang W, Yamatoya K, Hanai M, Nakamura A, Mori T, Miyado M, Kawano N. Exosomes
versus microexosomes: Shared components but distinct functions. J Plant Res. 2017; 130(3):
479-483

Katsumata N. Standardization of growth hormone and insulin-like growth factor-1 measurements.
Pediatr Endocrinol Rev. 2017; 14(Suppl 1): 209-215

Itonaga T, Goto H, Toujigamori M, Ohno Y, Korematsu S, Izumi T, Narumi S, Hasegawa T, Ihara K.
Three-quarters adrenalectomy for infantile-onset cushing syndrome due to bilateral adrenal
hyperplasia in McCune-Albright syndrome. Horm Res Paediatr. 2017; 88(3-4): 285-290

Takagi M, Yagi H, Fukuzawa R, Narumi S, Hasegawa T. Syndromic disorder of sex development
due to a novel hemizygous mutation in the carboxyl-terminal domain of ATRX. Hum Genome Var.
2017; 4: 17012

Dateki S, Kagami M, Matsubara K, Izumi K, Watanabe S, Nakatomi A, Kondoh T, Fukami M,
Moriuchi H. Maternally derived 15g11.2-q13.1 duplication and H19-DMR hypomethylation in a
patient with Silver-Russell syndrome. J Hum Genet. 2017; 62(10): 919-922

Yamoto K, Saitsu H, Nakagawa N, Nakajima H, Hasegawa T, Fujisawa Y, Kagami M, Fukami M,
Ogata T. De novo IGF2 mutation on the paternal allele in a patient with Silver-Russell syndrome and
ectrodactyly. Hum Mutat. 2017; 38(8): 953-958

Amano N, Narumi S, Hayashi M, Takagi M, Imai K, Nakamura T, Hachiya R, Sasaki G, Homma K,
Ishii T, Hasegawa T. Genetic defects in pediatric-onset adrenal insufficiency in Japan. Eur J
Endocrinol. 2017; 177(2): 187-194

Sugisawa C, Higuchi S, Takagi M, Hasegawa Y, Taniyama M, Abe K, Hasegawa T, Narumi S.
Homozygous DUOXA2 mutation (p.Tyr138*) in a girl with congenital hypothyroidism and her

- 026 -



0 2. 5 I WHIFEHRS

apparently unaffected brother: Case report and review of the literature. Endocr J. 2017; 64(8):
807-812

22. Nishioka J, Shima H, Fukami M, Yatsuga S, Matsumoto T, Ushijima K, Kitamura M, Koga Y. The
first Japanese case of central precocious puberty with a novel MKRN3 mutation. Hum Genome Var.
2017; 18; 4: 17017

23. Inoue T, Nakamura A, Matsubara K, Nyuzuki H, Nagasaki K, Oka A, Fukami M, Kagami M.
Continuous hypomethylation of the KCNQ1OT1:TSS-DMR in monochorionic twins discordant for
Beckwith-Wiedemann syndrome. Am J Med Genet A. 2017; 173(10): 2847-2850

24. Suzuki E, Bo R, Sue K, Awano H, Ogata T, Narumi S, Kagami M, Sano S, Fukami M. A de novo
50-bp GNAS (Gs-alpha) intragenic duplication in a patient with pseudohypoparathyroidism type 1a.
Cytogenet Genome Res. 2017; 153(3): 125-130

25. Takeda R, Takagi M, Shinohara H, Futagawa H, Narumi S, Hasegawa T, Nishimura G, Yoshihashi H.
Novel compound heterozygous mutations identified by whole exome sequencing in a Japanese
patient with geroderma osteodysplastica. Eur J Med Genet. 2017; 60(12): 635-638

26. Narumi S, Fox LA, Fukudome K, Sakaguchi Z, Sugisawa C, Abe K, Kameyama K, Hasegawa T.
Mild thyroid peroxidase deficiency caused by TPO mutations with residual activity: Correlation
between clinical phenotypes and enzymatic activity. Endocr J. 2017; 64(11): 1087-1097

27. Saito K, Miyado M, Fukami M, Ono I, Sumori K. Case of heterotopic cervical pregnancy and total
placenta accreta after artificial cycle frozen-thawed embryo transfer. Reprod Med Biol. 2017; 17(1):
89-92

28. Yoshii K, Naiki Y, Terada Y, Fukami M, Horikawa R. Mismatch between fetal sexing and birth
phenotype: a case of complete androgen insensitivity syndrome. Endocr J. 2018; 65(2): 221-225

29. Takada'Y, Sakai Y, Matsushita Y, Ohkubo K, Koga Y, Akamine S, Torio M, Ishizaki Y, Sanefuji M,
Torisu H, Chad A Shaw, Kagami M, Hara T, Ohga S. Sustained endocrine profiles of a girl with
WAGR syndrome. BMC Med Genet. 2017; 18(1): 117

30. Takasawa K, Gau M, Sutani A, Igarashi M, Ono M, Takemoto A, Takada S, Yamataka A, Ogata T,
Morio T, Fukami M, Kashimada K. Phenotypic variation in 46,XX disorders of sex development due
to the NR5A1 p.R92W variant: a sibling case report and literature review. Sex Dev. 2017; 11(5-6):
284-288

(2) FeCiR - E E

1. Fukami M, Miyado M. Next-generation sequencing and array-based comparative genomic
hybridization for molecular diagnosis of pediatric endocrine disorders. Ann Pediatr Endocrinol
Metab. 2017; 22(2): 90-94

2. Fukami M, Shima H, Suzuki E, Ogata T, Matsubara K, Kamimaki T, Catastrophic cellular events
leading to complex chromosomal rearrangements in the germline. Clin Genet 91(5):653-660, 2017

3. Fukami M, Kurahashi H. Clinical consequences of chromothripsis and other catastrophic cellular
events. In Pellestor F ed. Chromothripsis. Springer. 2017

(3) Fasciedn

1. EREAR. X N fREHRE SMERMEREMRE T AT R - PeRRT ARAT R /WA
WEHRE = 2017

2. BREH. ebFaFE 261 MEVEIC)ODDDOEGT BN AFEMTRER B S, — U
hRA8AT &R R 2017

2. R

(1) EERRaREE - Ry b AR

1. Fukami M. Molecular analysis of patients with pediatric endocrine disorders. Plenary lecture. The
41st biannual meeting of the Korean Society of Pediatric Endocrinology, Namwon, 2017.5.19

2. Fukami M. Molecular basis of disorders of sex development. Invited lecture Asian Sex
Differentiation Network. 7th Gonad Biology Joint Meeting, Nagoya, 2017.10.6

3. Narumi S. Monogenetic causes of primary adrenal insufficiency. K[E N3 FSFERES,
Orlando, 2017.4.1

4. Saito K, Matsuzaki T, Ogata T, Kubota T, Irahara M, Fukami M. Multiple androgen biosynthesis
pathways are operating in women with polycystic ovary syndrome. 2017 ACOG Annual Clinical and

- 027 -



(2)
L.

0 2. 5 I WHIFEHRS

Scientific Meeting, San Diego, 2017.5.7

RS — AR

Hattori A, Shima H, Katoh-Fukui Y, Nakamura A, Suzuki E, Matsubara K, Adachi M, Dateki S,

Hamajima T, Horikawa R, Ida S, Kamimaki T, Mitani M, Muroya K, Ogata T, Tajima T, Tanaka H,
Uetake K, Yagasaki H, Yoshida S, Tanaka T, Fukami M. Screening of monogenic mutations in
patients with idiopathic short stature. 2017 10th International Meeting of Pediatric Endocrinology,
Washington D.C., 2017.9.16

Ushijima K, Yatsuga S, Nakamura A, Koga Y, Fukami M, Kagami M. A 3-year-old girl with
46,XX,upd(14)mat/47,XX,+14 mosaicism. 50" European Human Genetics Conference 2017,
Copenhagen, 2017.5.29

Kagami,M Nagasaki K, Kosaki R, Horikawa R, Naiki Y, Saitoh S, TajimaT, Yorifuj T, NumakuraC,
Mizuno S, Nakamura A, Matsubara K, Fukami M, Ogata T. Temple syndrome: comprehensive
molecular and clinical findings in 32 Japanese patients. 50" European Human Genetics conference
2017, Copenhagen, 2017.5.29

Saito K, Kawai K, Tatsumi K, Miyado M, Katsumi M, Nakamura S, Ishikawa T, Miyasaka N,
Fukami M. POR mutations as novel genetic causes of female infertility due to partial 17
alpha-hydroxylase deficiency. 33rd Annual Meeting ESHRE 2017, Geneva, 2017.7.5

Shima H, Noura Y, Sugimoto K, Sato A, Ogata T, Fukami M, Narumi S. A MIRAGE syndrome
patient without hematological phenotypes: Inactivation of a germline activating SAMD9 mutation
by a somatically acquired nonsense mutation in hematopoietic cells. 2017 10th International Meeting
of Pediatric Endocrinology, Washington D.C., 2017.9.16

Katoh-Fukui Y, lgarashi M, Nakamura S, Hattori A, Fukami M. Exploring the genetic etiology of
Disorders of Sex Development (DSD)-CBX2 Variation in DSD Patients. Asian Sex Differentiation
Network (The 7th Gonad Biology Joint Meeting, 2017), Aichi, 2017.10.17

Okuno M, Ayabe T, Fukami M, Ogata T, Urakami T, Kawamura T, Kikuchi N, Yokota I, Kikuchi T,
Amemiya S, Sugihara S. Rare protein-altering variants of known disease-associated genes in
children with type 1a diabetes. 43rd Annual Conference of the International Society for Pediatrics
and Adolescent Diabetes, Innsbruck, 2017.10.18

Ayabe T, Okuno M, Fukami M, Ogata T, Urakami T, Kawamura T, Kikuchi N, Kikuchi T, Yokota I,
Amemiya S, Sugihara S, The Japanese Study Group of Insulin Therapy for Childhood and
Adolescent Diabetes (JSGIT). A low frequency variant in the SH2B3 gene is associated with the risk
of Japanese early adolescent onset type 1 diabetes. 43rd Annual Conference of the International
Society for Pediatrics and Adolescent Diabetes, Innsbruck, 2017.10.19

Ushijima K, Fukami M, Narumi S, Ogata T, Urakami T, Yokota I, Kikuchi N, Kikuchi T, Amemiya S,
Sugihara S, Kawamura T, The Japanese Study Group of Insulin Therapy for Childhood and
Adolescent Diabetes (JSGIT). Identification of a novel KLF11 mutation in siblings with
autoantibody-negative type 1 diabetes. 43rd Annual Conference of the International Society for
Pediatrics and Adolescent Diabetes, Innsbruck, 2017.10.20

(3) [EINZERTRIH - 2 2 AT D I ARAF AR - BOA R - R R

1.

2.

4.

~

ISR, E A MIRAGE JEMGRED 73 TR HE. 539 [ A A AW RFER, VRV Y
2 2016.11.30

nEE R . MIRAGE syndrome: a mystery of SAMD9 mutations and acquired monosomy 7. 3>
R LG 94 [l AR RS, defa, 2017.3.29

RIS, NEBZIRICRS LD FAM R FIELZ T, B—=0 7 FEEGEE. 5 120 [ H
ANRBERAES, N, 2017.4.15

GRRERL.  RIEE D1 7 LRBELTO SHOX BFNE, T RY L Je RIENS)
W B OB REAR 725, 55 90 [l B AN I Fa s, 8, 2017.4.20

R, EEHIRCRR T 2B FHRE. 2= 70— BRI O
FEWECERIR, 25 90 [A] B AN P 2, 5U4S, 2017.4.21

TR R, eMEFELGLEARDO Ry 7 A, 55 58 [B] I AYNF7723, R, 2017.6.2

A ER. ErOMEOFE R, 55 25 BIE IR W 7S, =R, 2017.6.7

R AS. SRR R REIR MIED AR BiBE ., 38 As, FHEAEM. 55 90 [B] H AN 3672

- 028 -



10.
11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

0 2. 5 I WHIFEHRS

FINERS, HUHS, 2017.4.20

PRERFIS, =P, RIS, A ER. AT uA RREO I Z L5 A FE =R O H .
TRV L K B8 (Bl H AP, (R, 2017.6.2

FEHEAR. Kagami-Ogata SEERE. nordiscience forum 2017, ZiE sk K, 2017.6.3

ERER. DB RN LR, R DN WT. ARy L 5 35 BNk
R#F~—83I7—, B, 2017.7.13

IEVE R . MIRAGE JEMERE (SAMDO BEE)DFE R, R w A i 35 [N Sy W~
—&I)—, #S5, 2017.7.13

EREAL. JeE RIS RS - FBIMES A/ IR NAWREBEZET VEL T V—iay”
e R HERF (L LR B ORI R A A T AR AR LSRRG FIRE, #F,
2017.12.6

ERERL. e RMERN IR BRI BT DB IR A Update. 55 27 [RIEFIR N 5314 update,
1, 2017.11.24

RAE L. 2IRICRANL D5 F B O HAERNG G B REELET VEL T AT =073
— 55 28 Bl A AVNREIAM R A e 2, e, 2017.12.7

IS, RN BN D | S R RRIREEREIR MED 70 7w iE. 55 11 B4 IR
P IRIETE 2 TR 2, NG, 2017.9.23

Narumi S. Genetics of Congenital Hypothyroidism: Knowns and Unknowns. 2 60 [B] H A HUIR AR
PR S, W, 2017.10.5

IEVETEAS. SERVEF RIS EEAK TIED 7 1 HAR OfER . 2B 25 60 [Bl H AR 27
firfE <, BT, 2017.10.6

BV RS, SE R MERIE BB R RE IR TIEDHT LV VEBA : MIRAGE syndrome and beyond. % 86 [A]
F i NSRS, F# K, 2017.10.19

HiMEfX. Kagami-Ogata JiEfERE Kagami-Ogata syndrome. 3> 7R w4 5 62 [B] B AR NHEEAR
RANSES, #HF, 2017.11.16

MBS, HTHLIE R ISR B MIRAGE JEERED RS FLE W M e . 2 BEGIER 25 62 11 A AR A
HRIRFRFINES, M7, 2017.11.17

B, RBIMES A — B OFE S ARIBIER, U —2ay T bhER R LS
BRBOFM R ARG FAEY TS AR ARRE, #7, 2017.12.6

(4) BN
59 B (%)

[(WF7E2 ]

INHIFSE R (WFFEAR )

1. SCERARVEIRRE AR A, BRI (B) WFEREE R ER (3,640 TH; HFFEHEAAR) 7
J DFRRTIZ He S MRl AR - MRS IR FR D R IERS - O fi B |

2. SCHAFRMEWFRE A A, FBEATST (B) WFEIRERE ERER (5,970 T M MFEHE2R) ek
PR BRGNS ) DTS TR E IR - DO fR A |

3. SUHAERMAMRE A A, Fr R st IS REE RAER (21,300 T AFSCEEA
YT MERART 8T LD 5y 1 Ko |

4, SCERRVFEFEEBhACEZE (CFANAFTE B R FE A BhER) . PRERAIREZERFZE BFIEEE RAER
(1,040 T-H ; WFZEEE2AR) e N7 AMEFH MR B 59 DI AR 3 L OEREE R 1 O fiA |

5.  HARERUZCEFMNE, | EHAMEREEERA LR FE e REE B ER (23,920 T1;
G e MR T AL - MERAVERR 38 IR B DBIET AR T A ANERRIZ AT 72385 -2 Wik O ik
3]

6. HAREBEUIEBHZINE, | BRI AR FE WIeERE RAER (13,780 T

B Lo R ) VRS L - PERBR B D IR AT AR T A AERIZ AT T 7 o AR H

- 029 -



7.

10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

0 2. 5 I WHIFEHRS

H AR EZIFIE B RS . SHATEE B AL s di3E pFeRE SRS (11,240 TH ;&
MR E) BB T2 W I DN A TV T 7 B RE SR RO R R 18 38 T ORI IE O R
B HHF5E
SCERRM IR B Bh A S 3 (AT ZC BN Ak AL 42 Bl k) . PRERE A 2EAFE AFEIRERE BEHE(R
(780 T-F ; WFFCHERAR) AR AT AN IEE TR > TV T 7 BRI R ERE T D
iRt B )

H AR IE B RSB | A YRR R LA st S 3E F2eREE BilETE (9,880 M ;&
Lo MR ) [MIRAGE JEEHE D TR RVER F A 7o FERE RIS )

H AR IR B RS B | ERa YRR R LA st S 3E IF2eREE i+ (9,750 T &
TR ) (A TV T 7R B O R REAE A |

SCERRLEAFSEE B F . (IR Bh A R A B k). FUEIFSE (C) WFstRES WwHmT 1
(1,300 F-H ; & Te Rl e ) [E 0L B & s 112 BT 2RV 20— AERG 7 MRS O BEREAR A |
SCEREHEAFEE B R (TR B R A B k) . U IFSE(C) IFZEREE v RE
(1,760 TM ;& e RIERRE) [ FURIRE R IZ BT D AT B— A
SCHEF PR B R (PRI B A IE & B ER) . FEEIFZE(C) MFRERE HEE
(1,950 T-H ; & Te M) BT 7 7 0 —F 1255 1 OB FRIS SEERE T O 7B |
SCHBFEF TR B 3 (IR TR Bh Rk A B R), 75 FF9E (B) MHZEivERE EiEZ
(520 M ; & TR [ 7T — - 7 ¢V —IEERE DT T BN B O FEIENSFF DR S IR IE O e
N

SCERRL A SE B Bh A 2 (RIIFFE Bh AR AL A Bh K, B F SR (C) AFZEMEEE A
(4,680 T ; & o[BI ) THEFEAIEAR - Ny WARHT |2 5 PRI T R S i D F8 e B e O i A |
SCERRH TR B Bh A S 3 (BRI BB 4), Frnase B8 mh e FJeiias h+aUmay
(R E 1,430 TH ;& T M) LR BRI T HEEERY T IMEHT
SCEVEFFIFFE L B Rl - 2E (PR ST B B L Bh AR) . JR(C) AFZERERE U (1,560
T-H ;& def Rt ) TR 7 ) IEAT I I S<ME IR BB OO R AERE - D AR A |
STV EF ST 2 Bh a2 (RN ST B S5 4 Bh k) RAIFSE (C) IFRIRERE W XUBUT
(4,030 T ;& Tl HER ) [ 50 RYERIEARTE BUE 36 L OVE R ACTH AIGHE D BT LR K E S
T DR |

(B EREATICBR R AFZE R E EREA (8,500 T M AFFCHEAR) [ AL E A/ IR B ODSE
3% dap G Ui S A AN 23 RSV
B ERATIEBR R Fge R E SEHEIC (9,180 T-H ; AFZEHEA(A) [SGA MR Kokt 5
BIR T2 Wr AT 2O LBIRFHIRRICES S B T % B L ONRRIEDORHET )

(B EIRIFIERR R WFFENEE BT (1,000 T BFEEE ) [ 7 o~ Tl EIK 1
IR BRI IR AR - O RR R LR 32 DA - )

LB EIRIFTEBR S WFEAN S BMER S (5,000 T AFZEBEA(A) TMIRAGE JEMGRED H
SRIRE L R B AT T LD Z B 5 LT EFSE )

(EEEITICBR R E AFge R E mAEE (1,000 T-H  HFSEHERER) 1N B AEICBE 5
9% NR5AL 24 U755 1A D fif i )

ANIWTGER (WF5E0HAE)

1.

2.

3.

SCEE BT SR B A B4 BTN SRS ST (BFSCEIBA S0 Y) AR TR EAD (650
TF-F) AT T LF AR HE D JE = |

ARERIFIEBA RS 4 — 4 — A RNEFEOEH T 0r 75 o HE REER (IRES
—FE) R B R DA — 2 — AR EREFEDLE B R LT DT

H AR BA RS et R B bAF st e RAER (REE )
[/INE  J8 BERASE IR 30 1T B EEE IR BB OO G A 7 AFRHTHL A A
SCEREL R e B B 2 (EATIT R Bh A R & Bk AR BF 7R (C) WFgE/fidE RRER
(100 FF)Mips FfE I LT AAV 75 —% FT= 50 R IR BB R OB TR DB % |
SCERRH TR B Bh A S 3 (RHRIRe AL 4), FUBAFE (B) WFZEr#a EALER (1,000
T 1) MR WO BERE TUHERY GNAS A FEARMMZ S0 R E L i GNAS HEREAR TR ERE 7 D iR

- 030 -



0 2. 5 I WHIFEHRS

Gl

SCHRFEF R Bk 3 (BHEF R A Bh4) BT IT(B)IFZT o SEHER (400 1)
TERE S AFNAMIZHE B UTe A TV T 40 7 BEEHE O REfif BN & BT HTE RS D B JE |

SR EIF S Bk FEE (B e B i Bh &)  FURAFZE(B)IFSE 01 fAJR=E1- (400 1)
TERE S AFNAMIZHE B UTc A TV T 40 7 BERHE O REff BN & BT TR R SE D B JE |

JEA SR Er s A B & EERMER B S IR pFsE o TR EL(200 M)

53l - PERRR BRI 31T DRI AT AR T AL DVERK S K

FAROMFSESE (WP

1.

2.

3.

JCR 77—~ MRFrE e FeRES HEAEMK (5,000 TM)ISHOX i iE
DOIFREMRIA B IO E R E IR T DB R O )

HHEPIRELM FAAFZCB R E ©Y a ) - —F ke Bl sk (S 7) BFPEERFE SR (5,000 T
M) (14 TGt R AL TV T 4 2 T HESTHERE DR |

MERTFHE WHEARRE B2 (600 T-M)SANDY £ fiE DERIR AT N7 LOfEI |
aAMafFFEBI A WFZEARES EEEZ (1,000 ) 1/ R AR 1R FRIE O FIERB L O
FETEAE MR L EE T HL T R T U OIEER |

INBPEE SRR B A A BFRANERE TR REAC (2,000 T-H)MFEE B 2T oA KRB AR
B DA BRI 3 L ORI E IR O |

AT HEIREM R A SRR AFSTREE RAIR (2,500 T HHLT 7 m—F ik
2L/ NRHIRSIE 1 BBE PRI DS SERE FF O i |

HHRFIRELM A sCBh e AFZERERE IBYERRE (2,000 T-M TMIRAGE JE E#E DRI IE
A% |

§558[E HARIITFE T HFRAERE RAER (300 T M) I EMERE R SORIEAT =
R LD |

FRBAAIEBIAL (V8 VT ARy 77— i) rsefEs SRR (2,000 T-H)
[SGA MK S A< (=8B FH I R O fiR i |

FARODFSESE (WFSE534R4)

1. FEEEAEMBIFM IR RS B HE RAEERL (3,000 T M) /N EEEME TR RO
FEIERE DR |

[Zih]

(BB ]

R EA

1. BUER SRR R EEBEE e R ST SeRE i KB %

2. ERREFRREEIET AT

Ei-1N

R EA

1. BANEN WSS

2. BARNRANSWESTRER

3. HARAFHN/WFSEE

4, HARAEFENDWFERTER

5. HARNEBELRFRT#EE

6. HA/NRELEFRE#HE

7. HANDWFEIEER

8. HANERADWFERBLTEZWZEZESZER MbZESRIZER WHELEESEZEB . H
WHERERER

9. HANEBELFRIYIT AZBERER

- 031 -



0 2. 5 I WHIFEHRS

10. BREEA REMIZEREHEERE TR A PFI—R—FAN—
11. Molecular Cellular Pediatrics (International Journal) Editorial board member
12. Molecular Syndromology (International Journal) Associate editor

K RIA
1. AARNENGIFREA
NS 2 A5

1. BANEASWEERTERE

2. HANGWFREER

3. HARRBRTSFEE

4, HA/NRNGWFERHVFRERETR., BIET
Endocrinology fREZ%E B

5. HARRBRES/NNLFRIEEEESERE

¢
_@'ﬁ_
v
il
i
v
il

. Clinical Pediatric

&=

[ZH]
AT A%

%5 50 [A] HAVNRN AR AR S em S PPk B
oA JeUPR A

%5 39 [Al H A/ NRB R A RS S THEE
BEC

% 39 [ml A/ NRB R PR ES B THEE
HREB I

55 21 BNy F- AT IR e TS5 R
NS T T A5

55 13 A HARUIRIR = R AT TE B B
MRS A5

5 27 A AR NBBE R 2 BERE

(W SERTHE E ~DE K]

TR FR

1. TIFAATA N E—Tny =/ N —F — HIERZE B RZER . Bla R 7 my =
3=t

2. WM EER%AR
3. WHETEEMEELZERER

BEAELR
IR BB C U ik eSS 7 ae o = B
NS ¥ T A5

1. WrEARHhEZ B =%E

[ BRZE B AR SE iR

1. PEOEIR R PR BB BT DB R R O R R

2. EREFIEMREC BT DB B R OEER

3. MEREICBITLELBHIER ORISR

4. JERPERFRVE RABIE R L OMBUE IC BT DR R E GO R
5. /NE 1 BEERRIE IC 3BT DB FEIK DR

6. o RVERIBHEREIR MIEICR T HIRE S T OMER

7. e RVERRISEE IR TEIC BT DB E R OMR R

8. [ REIEGERE B B AT D DO L HEME 2 BT B %%
9. [/ WIE BEBE B GRS AT D O T L HEHE 2 BT B %%
10. BREEIRN 123K 7Y (i i 2 I KIE T BT B9 D58

-032 -



11.
12.
13.
14.
15.
16.
17.
18.
19.
20.

02.

[E SRR R IE 22— 2B D/ NEHITIE 1 AL RGO 8= R O PESR
JEVE  BE DR < R BIT Dl a s L OBREEIN 1O Rt
PNEAMSRE R 2D oy T B DO PETR

PR AT R RIS LU AR IE B 38 2B T S 1 T DB s R IR D SR

SHOX 55 iE 0995 AR

TNV BBEIEZ I DI AR B DR R

ANEHAZEIE 1 AR PR P S MR &R 7 DR RE D AR A

/NERITFER BB DB A E K D R

ATV T 47 BRE iPS Ml V=5 BRI BE 4D P58

e RATEAEERE R KOV R AR B s 1 O T 2RIE S A ~ D B 5- O st

- 033 -

§j\

T

§j\

WA

Flna



0 2. 5 I WHIFEHRS

[ Frk 30 FEAF7E3E4R]
1. FEE¥F
(1) FFRZE

1.

10.

11.

12.

13.

14.

15.

Miyado M, Muroya K, Katsumi M, Saito K, Kon M, Fukami M. Somatically acquired idic(Y) and
mosaic loss of chromosome Y in a boy with hypospadias. Cytogenet Genome Res. 2018; 154(3):
122-125

Ushijima K, Fukami M, Ayabe T, Narumi S, Okuno M, Nakamura A, Takahashi T, Ihara K, Ohkubo
K, Tachikawa E, Nakayama S, Arai J, Kikuchi N, Kikuchi T, Kawamura T, Urakami T, Hata K,
Nakabayashi K, Matsubara Y, Amemiya S, Ogata T, Yokota I, Sugihara S, The Japanese Study
Group of Insulin Therapy for Childhood and Adolescent Diabetes. Comprehensive screening for
monogenic diabetes in 89 Japanese children with insulin-requiring antibody-negative type 1 diabetes.
Pediatr Diabetes. 2018; 19(2): 243-250

Nakamura S, Kobori Y, Ueda Y, Tanaka Y, Ishikawa H, Yoshida A, Katsumi M, Saito K, Nakamura
A, Ogata T, Okada H, Nakai H, Miyado M, Fukami M. STX2 is a causative gene for non-obstructive
azoospermia. Hum Mutat. 2018; [in press]

Katoh-Fukui Y, Yatsuga S, Shima H, Hattori A, Nakamura A, Okamura K, Yanagi K, Iso M, Kaname
T, Matsubara Y, Fukami M. An unclassified variant of CHD7 activates a cryptic splice site in a
patient with CHARGE syndrome. Hum Genome Var. 2018; 5: 18006

Kawasima S, Nakamura A, Inoue T, Matsubara K, Horikawa R, Wakui K, Takano K, FukushimaY,
Tatematsu T, Mizuno S. Tsubaki J, Kure S, Matsubara Y, Ogata T, Fukami M, Kagami M. Maternal
uniparental disomy for chromosome 20: physical and endocrinological characteristics of five patient.
J Clin Endocrinol Metab. 2018; 103(6): 2083-2088

Suzuki E, Shima H, Kagami M, Soneda S, Tanaka T, Yatsuga S, Nishioka J, Oto Y, Kamiya T, Naiki
Y, Ogata T, Fujisawa Y, Nakamura A, Kawashima S, Morikawa S, Horikawa R, Sano S,Fukami M.
(Epi)genetic defects of MKRNS3 are rare in Asian patients with central precocious puberty. Human
Genome Variation. 2018; [in press]

Ogushi K, Hattori A, Suzuki E, Shima H, Izawa M, Yagasaki H, Horikawa R, Uetake K, Umezawa A,
Ishii T, Muroya K, Namba N, Tanaka T, Hirano Y, Yamamoto H, Soneda S, Matsubara K, Kagami M,
Miyado M, Fukami M. DNA methylation status of SHOX-flanking CpG islands in healthy
individuals and short stature patients with pseudoautosomal copy-number variations. Cytogenet
Genome Res. 2018; [Epub ahead of print]

Ogata H, Ihara H, Gito M, Sayama M, Murakami N, Ayabe T, Oto Y, Nagai T, Shimoda K. Aberrant,
autistic, and food-related behaviors in adults with Prader-Willi syndrome. The comparison between
young adults and adults. Res Dev Disabil. 2018; 73: 126-134

Yoshida K, Kang W, Nakamura A, Kawano N, Hanai M, Miyado M, Miyamoto Y, Iwai M, Hamatani
T, Saito H, Miyado K, Umezawa A. Ubiquitin-activating enzyme E1 inhibitor PYR-41 retards sperm
enlargement after fusion to the egg. Reprod Toxicol. 2018; 76: 71-77

Yamoto K, Okamoto S, Fujisawa Y, Fukami M, Saitsu H, Ogata T. FGFR1 disruption identified by
whole genome sequencing in a male with a complex chromosomal rearrangement and
hypogonadotropic hypogonadism. Am J Med Genet A. 2018; 176(1): 139-143

Sano S, Nakamura A, Matsubara K, Nagasaki K, Fukami M, Kagami M, OgataT.
(Epi)genotype-phenotype analysis in 69 Japanese patients with pseudohypoparathyroidism Type I. J
Endocr Soc. 2017; 2(1): 9-23

Shima H, Koehler K, Nomura Y, Sugimoto K, Satoh A, Ogata T, Fukami M, Jiihlen R, Schuelke M,
Mohnike K, Huebner A, Narumi S. Two patients with MIRAGE syndrome lacking haematologic
features: Role of somatic second-site reversion SAMD9 mutations. J Med Genet. 2018; 55(2): 81-85
Ushijima K, Yatsuga S, Matsumoto T, Nakamura A, Fukami M, Kagami M. A severely short-statured
girl with 47,XX,+14/46,XX,upd(14)mat, mosaicism. J Hum Genet. 2018; 63(3): 377-381

Yamazaki F, Shima H, Osumi T, Narumi S, Kuroda T, Shimada H. Nodular lymphocyte-predominant
hodgkin lymphoma in a 15-year-old boy with Li-Fraumeni syndrome having a germline TP53 D49H
mutation. J Pediatr Hematol Oncol. 2018; 40(3): €195-e197

Horikawa Y, Enya M, Komagata M, Hashimoto KI, Kagami M, Fukami M, Takeda J. Effectiveness
of sodium-glucose cotransporter-2 Inhibitor as an add-on drug to GLP-1 receptor agonists for
glycemic control of a patient with Prader-Willi syndrome: a case report. Diabetes Ther. 2018; 9(1):
421-426

- 034 -



16.

17.

18.

19.

20.

21.

22.

23.

24.

25.

26.

217.

28.

29.

30.

31.

32.

0 2. 5 I WHIFEHRS

Avyabe T, Yamamoto-Hanada K, Mezawa H, Konishi M, Ishitsuka K, Saito M, Fukami M,
Michikawa T, Yamazaki S, Senju A, Kusuhara K, Kawamoto T, Sanefuji M, Kato K, Oda M,
Mitsubuchi H, Katoh T, Monden Y, Nathan Mise, Kayama F, Saito H, Ohya Y. Regional difference
of infant 250HD levels in pilot study of Japan Environment and Children's Study. Pediatr Int. [Epub
ahead of print]

Wilson DB, Bessler M, Ferkol TW, Shenoy S, Amano N, Ishii T, Shima H, Narumi S. Comment on:
Acquired monosomy 7 myelodysplastic syndrome in a child with clinical features of dyskeratosis
congenita and IMAGe association. Pediatr Blood Cancer. 2018; 65(1)

Haug MG, Brendehaug A, Houge G, Kagami M, Ogata T. Mosaic upd(14)pat in a patient with mild
features of Kagami-Ogata syndrome. Clin Case Rep. 2017; 6(1): 91-95

Nakamura A, Muroya K, Ogata-Kawata H, Nakabayashi K, Matsubara K, Ogata T, Kurosawa K,
Fukami M, Kagami M. A case of paternal uniparental isodisomy for chromosome 7 associated with
overgrowth. J Med Genet. 2018; 55(8): 567-570

Jeffries L, Shima H, Ji W, Panisello-Manterola D, McGrath J, Bird LM, Konstantino M, Narumi S,
Lakhani S. A novel SAMD9 mutation causing MIRAGE syndrome: An expansion and review of
phenotype, dysmorphology, and natural history. Am J Med Genet A. 2018; 176: 415-420

Sarthy J, Zha J, Babushok D, Shenoy A, Fan JM, Wertheim G, Himebauch A, Munchel A,
Taraseviciute A, Yang S, Shima H, Narumi S, Meshinchi S, Olson TS. Poor outcome with
hematopoietic stem cell transplantation for bone marrow failure and MDS with severe MIRAGE
syndrome phenotype. Blood Adv. 2018; 2: 120-125

Mora JRH, Tayama C, Sanchez-Delgado M, Monteagudo-Sanchez A, Hata K, Ogata T, Medrano J,
Eugenia Poo-Llanill M, Simén C, Moran S, Esteller M, Tenorio J, Lapunzina P, Kagami M, Monk D,
Nakabayashi K. Characterization of parent-of-origin methylation using the lHlumina Infinium
MethylationEPIC array platform. Epigenomics. 2018; 10(7): 941-954

Montalbano A, Juergensen L, Fukami M, Thiel CT, Hauer NH, Roeth R, Weiss B, Naiki Y, Ogata T,
Hassel D, Rappold GA. Functional missense and splicing variants in the retinoic acid catabolizing
enzyme CYP26CL1 in idiopathic short stature. Eur J Hum Genet. 2018; 26(8): 1113-1120

Hosono K, Nishina S, Yokoi T, Katagiri S, Saitsu H, Kurata K, Miyamichi D, Hikoya A, Mizobuchi
K, Nakano T, Minoshima S, Fukami M, Kondo H, Sato M, Hayashi T, Azuma N, Hotta Y. Molecular
diagnosis of 34 Japanese families with Leber Congenital Amaurosis using targeted Next-generation
sequencing. Sci Rep. 2018; 8(1): 8279

Igarashi M, Mizuno K, Kon M, Narumi S, Kojima Y, Hayashi Y, Ogata T, Fukami M. GATA4
mutations are uncommon in patients with 46,XY disorders of sex development without heart
anomaly. Asian J Androl. 2018; 20(6): 629-631

Tanase-Nakao K, Miyata I, Terauchi A, Saito M, Wada S, Hasegawa T, Narumi S. Fetal goitrous
hypothyroidism and polyhydramnios in a patient with compound heterozygous DUOXAZ2 mutations.
Horm Res Paediatr. 2018; 90(2): 132-137

Yoshida T, Matsuzaki T, Miyado M, Saito K, Iwasa T, Matsubara Y, Ogata T, Irahara M, Fukami M.
11-oxygenated C19 steroids as circulating androgens in women with polycystic ovary syndrome.
Endocr J. 2018; 65(10): 979-990

Inoue T, Yagasaki H, Nishioka J, Nakamura A, Matsubara K, Narumi S, Nakabayashi K, Yamazawa
K, Fuke T, Oka A, Ogata T, Fukami M, Kagami M. Molecular and clinical analyses of two patients
with UPD(16)mat detected by screening 94 patients with Silver-Russell syndrome phenotype of
unknown aetiology. J Med Genet. 2018; pii: jmedgenet-2018-105463

Takagi M, Shimomura S, Fukuzawa R, Narumi S, Nishimura G, Hasegawa T. A novel truncating
mutation in MYH3 causes spondylocarpotarsal synostosis syndrome with basilar invagination. J
Hum Genet. 2018; 63(12): 1277-1281

Sugisawa C, Abe K, Sunaga Y, Taniyama M, Hasegawa T, Narumi S. Identification of compound
heterozygous TSHR mutations (R109Q and R450H) in a patient with nonclassic TSH resistance and
functional characterization of the mutant receptors. Clin Pediatr Endocrinol. 2018; 27(3): 123-130
Tomonaga K, Tahara K, Watanabe T, Ohno M, Ogawa K, Kutsukake M, Fujino A, Hishiki T, Kinjyo
K, Horikawa R, Katsumata N, Kanamori Y. A case of congenital autonomous thyroid adenoma with
a somatic activating gene mutation in the thyroid-stimulating hormone receptor. J Pediatr Surg Case
Rep. 2018; 38: 50-52.

Ohsako S, Aiba T, Miyado M, Fukami M, Ogata T, Hayashi Y, Mizuno K, Kojima Y. Expression of
xenobiotic biomarkers CYP1 family in preputial tissue of patients with hypospadias and phimosis

- 035 -



33.

34.

35.

36.

37.

38.

39.

40.

41.

42.

43.

44,

45.

46.

0 2. 5 I WHIFEHRS

and its association with DNA methylation level of SRD5A2 minimal promoter. Arch Environ
Contam Toxicol. 2018; 74(2): 240-247

Abe K, Narumi S, Suwanai AS, Adachi M, Muroya K, Asakura Y, Nagasaki K, Abe T, Hasegawa T.
Association between monoallelic TSHR mutations and congenital hypothyroidism: a statistical
approach. Eur J Endocrinol. 2018; 178(2): 137-144

Iwai M, Hamatani T, Nakamura A, Kawano N, Kanai S, Kang W, Yoshii N, Odawara Y, Yamada M,
Miyamoto Y, Saito T, Saito H, Miyado M, Umezawa A, Miyado K, Tanaka M. Membrane protein
CD?9 is repositioned and released to enhance uterine function. Lab Invest. 2018; [Epub ahead of
print]

Nakamura A, Kawano N, Motomura K, Kuroda A, Sekiguchi K, Miyado M, Kang W, Miyamoto Y,
Hanai M, Iwai M, Yamada M, Hamatani T, Saito T, Saito H, Tanaka M, Umezawa A, Miyado K.
Degradation of phosphate polymer polyP enhances lactic fermentation in mice. Genes Cells. 2018;
23(10): 904-914

Kang W, Ishida E, Yamatoya K, Nakamura A, Miyado M, Miyamoto Y, Iwai M, Tatsumi K, Saito T,
Saito K, Kawano N, Hamatani T, Umezawa A, Miyado K, Saito H. Autophagy-disrupted LC3
abundance leads to death of supporting cells of human oocytes. Biochem Biophys Rep. 2018; 15:
107-114

Fukuhara Y, Cho SY, Miyazaki O, Hattori A, Seo JH, Mashima R, Kosuga M, Fukami M, Jin DK,
Okuyama T, Nishimura G. The second report on spondyloepimetaphyseal dysplasia, aggrecan type: a
milder phenotype than originally reported. Clin Dysmorphol. 2019; 28(1): 26-29

Kimura T, Kagami M, Matsubara K, Yatsuga S, Mukasa R, Yatsuga C, Matsumoto T, Koga Y.
Temple syndrome diagnosed in an adult patient with clinical autism spectrum disorder. Clin Case
Rep. 2018; [accepted]

Takagi M, Shimomura S, Fukuzawa R, Narumi S, Nishimura G, Hasegawa T. A novel truncating
mutation in MYH3 causes spondylocarpotarsal synostosis syndrome with basilar invagination. J
Hum Genet. 2018; 63: 1277-1281

Nagata Y, Narumi S, Guan Y, Przychodzen BP, Hirsch CM, Makishima H, Shima H, Aly M, Pastor V,
Kuzmanovic T, Radivoyevitch T, Adema V, Awada H, Yoshida K, Li S, Sole F, Hanna R, Jha BK,
LaFramboise T, Ogawa S, Sekeres MA, Wlodarski MW, Cammenga J, Maciejewski JP. Germline
loss-of-function SAMD9 and SAMDOL alterations in adult myelodysplastic syndromes. Blood.
2018; 132: 2309-2313

Narumi S, Matsubara K, Ishii T, Hasegawa T. Methylome analysis of thyroid ectopy shows no
disease-specific DNA methylation signature. Clin Pediatr Endocrinol. 2018; 27: 235-238

Shima H, Hayashi M, Tachibana T, Oshiro M, Amano N, Ishii T, Haruna H, lgarashi M, Kon M,
Fukuzawa R, Tanaka Y, Fukami M, Hasegawa T, Narumi S. MIRAGE syndrome is a rare cause of
46,XY DSD born SGA without adrenal insufficiency. PLoS ONE. 2018; 13: e0206184
Katoh-Fukui Y, Baba T, Sato T, Otake H, Nagakui-Noguchi Y, Shindo M, Suyama M, Ohkawa Y,
Tsumura H, Morohashi KI, Fukami M. Mouse polycomb group gene Cbx2 promotes osteoblastic but
suppresses adipogenic differentiation in postnatal long bones. Bone. 2018; 120: 219-231

Shimizu D, lwashima S, Sato K, Hayano S, Fukami M, Saitsu H, Ogata T. GATA4 variant identified
by whole-exome sequencing in a Japanese family with atrial septal defect: Implications for male sex
development. Clin Case Rep. 2018; 6(11): 2229-2233

Naiki Y, Fukami M. Letters to the Editor: "Congenital Adrenal Hyperplasia Due to Steroid
21-Hydroxylase Deficiency: An Endocrine Society Clinical Practice Guideline™. J. Clin Endocrinol
Metab. 2018 [Epub ahead of print]

Iwai M, Harada Y, Miyabayashi R, Kang W, Nakamura A, Kawano N, Miyamoto Y, Yamada M,
Hamatani T, Miyado M, Yoshida K, Saito H, Tanaka M, Umezawa A, Miyado K. Chemotactic
behavior of egg mitochondria in response to sperm fusion in mice. Heliyon. 2018; 4(11): e00944

(2) TR - A

Fukami M. Long-term healthcare of people with disorders of sex development: Predictors of
pubertal outcomes of partial androgen insensitivity syndrome (Commentary). EbioMedicine. 2018;
37: 29-30,

Fukami M, Suzuki E, Igarashi M, Miyado M, Ogata T. Gain-of-function mutations in G-protein
coupled receptor genes associated with human endocrine disorders. Clin Endocrinol. 2018; 88(3):
351-359

- 036 -



0 2. 5 I WHIFEHRS

Matsubara K, Kagami M, Fukami M. Uniparental disomy as a cause of pediatric endocrine disorders.
Clin Pediatr Endocrinol. 2018; 27(3): 113-121

Narumi S. Rare monogenic causes of primary adrenal insufficiency. Curr Opin Endocrinol Diabetes
Obes. 2018; 25(3): 172-177

Katsumata N. Standardization of growth hormone and insulin-like growth factor-1 measurement.
Pediatr Endocrinol Rev. 2018; 16(Suppl 1): 28-32

(3) FAsCiemi-& &

1.

2.
3.

10.

11.

EREAL. eRE ) m—aOF A Journal of Mammalian Ova Research 2018; [in
press]

EREM. ZMAE RTES/NERNSmEE. vol.12 2018

ERE, #5E). B CRAOYCIRIEERED TSI & ATHN /WA BEE R B — Y Yo R B H e —
Hormone Frontier in Gynecology 2018

EREAL. 17pERaF AT uAR TRy —8 3B RIEE B AREEIKB P usiE i
(%5 3hR) R AEgERt: 2018

EREA. PEOEEE e AR NEEN 4 B ORRIKYR—F =BT - 302018
BREBEE, TRAECAL. MM (MR LR EE) ORZWrEinE Sofr ik MEENR 2018; [in
press]

HAEE, ERER. EERROFRKER 7 ERER F—7 ) LT OB E A BRI MR
ZREL ERERE 2018; 72(10): 836-839

BEXAUT. TR SCE NS BRI N sERERE (55 30K) B ARRRIRtE 2018;
(11): 191-193

B AT, M LRI R NES: BOREEIRBI N medE (55 3hR) B ARERRt: 2018;
(11): 194-196

TR B (TREE) SHOX BHE-SMEN DRI RLET- M7 (BE), Mg -ERER R
f£) PWrliapi: 2018

(1) IW‘?%\H {5 s AN DY I AT

no

Fukami M. Molecular basis of disorders of sex development. International Workshop for Sex
Development, Tokyo, 2018.7.23

Fukami M. Delayed puberty. 16th Asia-Oceania Congress of Endocrinology, Yogyakarta, 2018.9.29
Fukami M. Molecular basis of disorders of sex development. 16th Asia-Oceania Congress of
Endocrinology, Yogyakarta, 2018.9.30

(2) [EBRP R — AR R R

Inoue T, Yagasaki H, Nishioka J, Nakamura A, Matsubara K, Narumi S, Nakabayashi K, Yamazawa
K, Fuke T, Oka A, Ogata T, Fukami M, Kagami M. Molecular and clinical analyses of two
UPD(16)mat patients detected by screening 94 patients with Silver-Russell syndrome patients
without known etiology. The 57th Annual ESPE Meeting, Athens, 2018.9.29

Ushijima K, Kawamura T, Ogata T, Yokota I, Sugihara S, Narumi S, Fukami M. The Japanese Study
Group of Insulin Therapy for Childhood and Adolescent Diabetes. Functional characterization of a
novel KLF11 mutation identified in a family with autoantibody-negative type 1 diabetes. 57" ESPE
2018 Meeting, Athens, 2018.9.27

lgarashi M, Nogawa S, Kawafune K, Hachiya T, Takahashi S, Jia H, Saito K, Kato H. Identification
of 12924 locus associated with fish intake frequency by genome-wide meta-analysis in Japanese
populations. Asia-Pacific Nutrigenomics and Nutrigenetics Organization (APNNO), Tokyo,
2018.12.03-04

Hattori A, Saito K, Fukami M. Copy number polymorphism on'Y chromosome and adult height: The
gr/gr region does not contain the Y-specific growth gene. American Society of Human Genetics 2018
Annual Meeting, San Diego, 2018.10.18

Kawashima S, Nakamura A, Inoue T, Matsubara K, Horikawa R, Wakui K, Takano K, Fukushima,
Tatematsu T, Mizuno S, Tsubaki J, Kure S, Matsubara Y, Ogata T, Nagasaki K, Fukami M, Kagami
M. Maternal uniparental disomy for chromosome 20: physical and endocrinological characteristics

- 037 -



0 2. 5 I WHIFEHRS

of six patients. The 57th Annual European Society for Pediatric Endocrinology Meeting, Athens,
2018.9.29

(3) EWNZAFRT - o AT I SRR - B0 R - e 1R

1.

2.

10.
11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

IR . MIRAGE JEMEREDIE REZT OB OERE. 55 41 [aI45) | o A R 7e 2, )1

7%, 2017.11.11

R, S — o TR D/ NN SR BB OO 4y - AR PR TR R R AT AR

2018, Hint, 2018.2.19

FERIE. BEEEL KT ATV T 7B, 31 Br%/ NERES KK,

2018.3.11

HEEZE. AT ADIMESIE RIS OWT. 12 [|lA 7 AMF5ESs, R, 2018.3.24

ERE. bR EREFE ORI A RIGERKFRFpiEI—, RiF, 2018.3.16

RS, MIRAGE JEMEEEDE RLEZ D% O REEH. 55 121 [RI R AUHT A& e stss, #,

2018.4.10

ERER. EROMOFERE. v oRvvs o bR RIZBIT2H LVER. 55 91 [

H AN WS ilitE e, =ik, 2018.4.26

IEYE TS, Pathway burden (i SRR F-LEBRBER - DAL 22 . 8 91 [Bl H AN W22 7ok
£, 'BIk, 2018.4.28

SRR, RRRREELZRT ATV TV RERE. R 91 Bl B RN WAE R AN

2, ‘B, 2018.4.28

ERERL. SHOX BEEDZMr update. PED 74— LK RIEEE, =k, 2018.4.27

ERER. WY —7 o —% e 1B RIFRASZYER T ORRE. Lo RPo s R

ERMBE R 2O O EE R Y 55 61 [B] 0 AREIRIF FRFERFINES, WL, 2018.5.26

EREM. NHKE 7L I EEBO~TL—F 1 "B o250\ > TR R ? |, 2018.6.13

e R 7S, SAMDO/SAMDOL & i ik R MRS, /N MDS 1 AFSE 2, 44 /=, 2018.5.27

MEET S, RS — v ORI /NN WA R D 4y 7 5. 5 110 (RIS R

JRIFSE S, 7, 2018.9.8

ERER. BaF25 7= Men’s health.  #5BIzEE  H AN WS R G A ES

R 2018.9.8

BRI, LA TV T 7 BEE BRI OV BRI R, RT3 63
Bl H AR NHEER TS #iik, 2018.10.12

BEHELR. BTLWA TV T 7 BEE IR B L OV BRI R. SRV T A 5 63
Bl H AR NHEERTS #{ik 2018.10.12

EREM. RO DO—H FEFRIELE LI — BARNENSIFEFHES

2018.10.5

BEHER, ATV T T REE AR AET. 56 FGERKRN WA 77 A,
O, 2018.11.16

ERER. Y YEiRE Men's health. ReBIGE WARZRTUINERE FHFSC 25 10 [BIFSE S PPl
2018.12.9

NS, Pathway burden (iR : BARK - LEREER T DA A M. FURIREREIEIROS F O
2018.12.15

(4) ERNY = — ki
68 B (AK)

[#r5e#]
ANIBTIER (FFFERERFE)

1.

2.

SCERA R AR B 4 FEITIE (B) MFEREE AR (4,940 T #FFEBE2K) TEL
PR BEAR YL IR ) DHEEs T E K - O fi i |

S BB AR B4 T IR SE AFZEARERE R EAD (25,940 1 AFSEBE 4
) TEMEART NT LD 5y i )

- 038 -



10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

0 2. 5 I WHIFEHRS

SCERA R TR B A BD 4 PRERAOBAZEIFZE WFZeREE TRAER (1,040 T AFFCHE421K)
TeN7 ) BT B 53 2 n i L OBREE IR 1 O iR |

A AR EHEF T B A . | BRI R B LR ZE 3 FgeREE R ER (13,780 T-H;
& T MR E) 5L - MR BE RO BIR T AR T A AERRAC T T2 T R Al H

A AR TR B A . MRE MR B LR ¥ HFRIERE B (11,240 TH; & e
MR ) RS T R2WNC I DN e A TV T 7 B E SR B O B IR (5 35 L ONREIE O R
(2R3 HHF9E

A AR EFATTE B A ERE MR B2 PR RERE B RE (9,880 TH; &
Lo HERR L) TMIRAGE JiE (B HEDIRIEIE B 1A T 72 JE AR 2T |

A AR TR B A . ME MR B R LR ¥ R ERE EET (9,750 TH; &
TR ) (A TV T 7R B O TR R REfiE A |
SCEREHEAIFSE R B AR S CEIRTFE B Rk S B k) . ZEIFE (C) WHEREE WwIFmF 1
(1,300 F-H ; & Te R et ) [E 0L B E & fn -2 BT DR 20— AER &7 LRI O BERE AR A |
SCERRH TR B Bh A3 (SR ST Rk A B RR) . FEEIFZE(C) WFEREE iR E
(1,760 FM ;& e IERRE) [ FURIRE R T IZ BT D AT B— 4]
SCERR TR 2 Bh RS 2 (CHAIN T T B s B B pk) . BRI ZE(C) AFgTiREH Bk
(1,950 T-H ; & To M) BT 7 7 0 —F 12 55 1 RUBE FRIS S ERE T O iR B |
SCERRL AR Bh Ak SF R FE B R SR B k) A FIFAE (B) WFEREE EHEZ
(520 M ; & TR [ 7T — - 7 ¢ U —IEMERE DT TEY B O FEIENSFF DR IR IE O e
N
SCERRFEAFSEE Bk SF RN e B Rl IS B k), FEIFSE (C) WFZEMRERE FHE (4,680
T-F ;& Tl Bt ) T R )T AL - PN WARRAT L2 LD PR IE T 1 B i D F i R e O i B |
SCERA R B A B 4 FERIDTIE B SR E FeREE A HEURAT (1,430 T-H ;& TefH
BER ) U IR RIS IR I DRI INRAT |
SCERRM TR B Bh A 3 (SEITIFIT BN Rk S 42 B k) . 25 (C) mFgeREH  HHEikAT (1,460
TM ;& Te B ) R 7 IEATIZ IS S bR B OO T IERS F O |
SCEREM AT TR B Bh a3 3E (RN FE B s B B k) . BURAIESE (C) WFFEAERE SHER (4,420
T-H ;& Te B ) 114 F YO R mIRNAS 77 AX — DOFSEED R ; I3 B | T 2EIEFREE ICTE
LT
SCERRF A FE 2 Bh il 3 (AN T B R S 4 Bh k) FARAFSE (C) MFZEitEeas W AT
(4,030 T ; & To IR Er) [ 50 KM BB AE 38 L OVE R ACTH ASIEE O #7 1R R E A
FOfiEH |
SCERM TR B R E CHIR I FE B R S B k) 5 TR WFgERE SARTTAT A (4,160
TH ;&R E) MEREERICBII DY 2 =T 47 Pl EORGE]
RE EENTSEBR R B IFAeNFeE RAER (6,948 T-H  WFFRHERR) [ A E 7 /D I BB ODSE B
be3ts Qg (I R TR E SR Y B
B EETSEBR R B WFSeANE T BRER(6,375 T-H IR BEA(R) TSGA MK S K I2 k4 5
I5F W 27 AOBAR LB IR FHIRRICEE B R T4 B L ONRIFRIE O )

(T ERATTEBR R WFFEANEE RMERE (4,631 T AFFEBEEA(A) TMIRAGE JEMERED H
SRIR LRI 2T T LRI % B 8 LT- BRI |

(B IERIFEBR R RN ERE B EE (956 T-H  AFFEHEIR) /N R B E IC B 54
% NR5AL Z A U7=57 TSRS O i |
B EIRIFZE R HFZEERE BHHT 1 (456 TH FEEE 2R [/ a~F Ik 1L
T DI BT LR A B S DR LR AR 22 DR A- )

INHIWTIER (WFFE50 1)

1.

2.

SCERA R TR B AR BY & . HT AN EIRAFZE (WFZEREIAFZE ) ey i A B (650
T-F) (R 5T DFAFEEEOD & |

HORESRIFIEBA RS A — X — A REEOEI T 0r 75 o ME RERER (IREE
— IR B R DA — — AN EREBE B LT DRV

- 039 -



10.

11.

12.

13.

0 2. 5 I WHIFEHRS

AAREFRT TG AR BRI e oE RRER (REEF )
[NV« J8 FERAREIR I C B3 1T D TR TR BB DR A Ay 7 AFRATHL A A

SCERE B A FE B pl R A Bh k. SR AFZE (C) WFZE0 i IRAEH (100 ) lips #i
JAFB LN AAV 7 X —% N e KRR BB T A DB AR - 1R IR DB %

SCERE B P FE B Al R A Bh k. AR AFZE (C) WFZE0fiE W UHIAT (100 ) Tips #i
F3 LN AAV 7 57— =S R RIB BB K D i s 71 D BR 3 |

SCERA R TR A B A SR (B) AFgEyfHE R A EAL(1,500 ) MR OMRE T
HERY GNAS AEFEARIZE S0 [RlE LT HL GNAS BEREAR T AAERE 7 D iR |
SCEVBF R TE B B & FMRIF TR (B)FIT /i BiHE(R (400 T-F) eRuf AT AkizFE B
LA TV T 40 7 B iE DI REFR A & B RTE IR SE DO BR%E |

SCH B SEE A Bh 4 SRS B)FE s A1 (400 TH)TeRafo 2T bz
HUTAL TV T 7 B SiE D Jps REAR B ST B SR DB %% |

JEA TR s A B A EER IR B IR SR SE FZE R TR ERD (200 FH)
[P I3E « PERR R BBEC R DR BT AR T AL DI &M K |

JEA AR I A B A EEAMER B IRIFE S MFSE A BEREAR (150 T
TH— T A EEREC BT DRI AR T A DIERL |

SCERRM TR Bh RS 2 CHAIN T T B s B B pk) . BURAFE (C) WFZE /048 Bk
(200 T THERRE AR « P ISR | 12 PR JE T AR T D FESERE s D FR A |

SCERRL PSR B R SE R IF e B R B AR TSR (C) WF%E iR AU AT
(200 ) [ HEFREAYIE S « PN IR L 12 PR TE T AR S D S IERE FE O fiR B |

SCERRM e B Bh Al 3 (RN T FE B L A B k) . JRAFZE (C) #FZE 0 Wil &
(150 T-F)IMIRAGE JEWERE : 7/ MREIC L DIR BT T L~ T ADVERR &I REARFA |

FAROMFSESE (WFFEAREH)

1. JCR 7ry—~# Xt JLFEMIE WFeREE RAEA (BHE 5,000 TM)ISHOX £ &
JiE DI REMR I )

2. RHEFBFRERYHFTEE A vy -k B R Ry 7)) BFZEARERE BEHEIR(5,000 T
M4 FBYtaIRAL TV T 0 7 HESTRERE DFRIA |

3. AR —ESRLEEFEFRIRMIVE Bhiakd AFIUIRERE SRS (700 T1) (AN RPERLIC
H U728l M K9 BB 551 SAMDO OFERE LA 1&E O fFAT |

4, WREEFL SRR A - AFJEBh AR AFZERERE WEHERE (3,000 T-F) TR IEEHm &l 2> 1
SAMD9 DA - HEBEARAT |

5. YURKRSH WFEBiEk BFEREE REEAD (1,000 T F) AR pER BB oD 4y 1 HiE
iRt B

6. AKRBAIRAFIEEIR (/8 AT aRs Tr—<iEiE) BFeREE BiERE (2,000 TH)
(27 ) B0 AR B ARAT & F T FUR BRI Rk B F8 08 (2 B -3 D s K 1 O fif A |

7. RERRWHS WIREAESE HEERE (500 TR AR—Fy v VIEGEREEBAICBITHH
—BBTEROBG BT A5

8. AWMEEN JedhESEMT IR B R i 7 = 520y Br g Fe Bh sk I se R 2238 & B #L>E(2,000
T-H)

9. RETREREW S TR 30 AR EE/NREE M FeBh R AF5ERE B EE (1,000 FH)E7 L #h)
FRAT AR SR IS M LR B IERE FF O R |

10. EHBFARELA TR/ GERE) ) AF5eit3 B H3E (2,000 TF1)TNRSAL 28 # (2
FEL IR 3D PE b FER IS E R e O iR PA |

[Zfih ]

E-ag il

R EA

1. WEERER R RERLE R R AR 8 KPP gd

2. HAERTE R HER

- 040 -



3. IERRERLRIEIEH ik

(R R K]

ESTAZY,

H AV NREN G is e S
AA/NERN I RFE R
HAAFEN G i B
H AR U etk B
HANEBRRFRTER
HAN I RFEE

No ko

ZESAERE KREBREERRER
8. HANHBERFEATYIT S AZELEL. EEMuiEERS

0 2. 5 I WHIFEHRS

AANEN I RGBT EERLZER ML EAEREZR  WHAEEREZR . HVJ;

9. Molecular Cellular Pediatrics (International Journal) Editorial board member

10. Molecular Syndromology (International Journal) Associate editor

11. Hormone Research in Pediatrics (International Journal), Editorial board member

12. Clinical Pediatric Endocrinology, Editorial board member
BEHEAR

1. BANRRN I EERFHE
MRS S

1. AANRAG W ETEEE
2. AARNGWFEH#HE

3. HAHMRM SR E
4

itp

Endocrinology fifEZ& &

AANENT ROV EEREA, BlsF2EARE
%

5. FARFURIE /R FRIRE B Z R 2 Z R
(5]
BT
4 18 B/ NREE ) 1B
B
A/ R 2 T R
B
AR R
SHEDH

55 34 [5] FRAR B Be AR FRAF 22 S BT FE B il B
23 [/ NERNSWEF I F —_ANS L BT —ar B
%5 61 0] H AFIRIR 2R ES 3 TLEEE

HERIE

Rk 30 AR L BUR R/ NERHR R 2 WA H
A BIASE

%5 52 [Al B A/NRN I ER AR S B FESHEE
PEREST

%5 52 [Al B A/NRN I ER AR S B FESHEE
[WFFERTIEE ~D H #k]
ESTAN,

i

V.

. Clinical Pediatric

1. TIFAATAIN e F—NHWT ey =N —5 — ERMIER WG Z B | BT WG

%8
2. WHsEpTRHEE A RER
3. WHETEEMEELZRERER

- 041 -



0 2. 5 I WHIFEHRS

B
1. WHEpTEE iz ER e eRAAER
Ny T T A5

1. WrgEpRHhE B S%E

[ PRZE B A RRFSE iR

1. PRI R MERR R BB - AR TR BE R 1S 30 T DB AR IR R D R R
2. SEREHIEBREC BT DB B R DR

3. REREEICBITOEEIER ORETR

4, /MR L AEERRIRICR T DAY FE IR O

5. e RVERIBHEREIR MIEICR T HRE R T OMER

6. JoRVERRARBEEEIS MEICB I DB IR O 57

7. [ RETIEMRE BB B8 AT LI DOMEST E HEME I B9 2158

8. /NN WAE BB Bk AT L D ST L HEHE I Z BT~ 258

9. BREEIA 7O YRS A LI RE T BN BT A

10. JPHLRERER 2D 4y F AR DYER

11, /NRHEPRSE 1 RO PRIv sz MR B AR T OB RE D fR ]

12. /NEFFRBIZBT DB ER OFESR

13. A>T VT 07 BEHE iPS Mifiasd AV =35 B AEHTIC B 3D 5
14, e RAIEGRERS L ORER IR 5 B BB R 1 O T EER A~ D B 5Ot
15. SHOX F & iE DY e iz B

16. ‘B 4B ORI D5 T EERER

17. A7 DB OB

- 042 -





