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We produed Kabuki syndrome and Sotos syndrome model mice by conventional method using
ES cell. Mice have been maintained with loxP site in order to conditionally knock out deleting

exon(s). In Kabuki syndrome model mice, loxP site is inserted in intron 15 and 18 so as to delete
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exon 16-19, total 505 base pair, result in frameshift mutation by Cre-recombinase. In Sotos
syndrome model mice, loxP site is inserted in intron 4 and 5 to delete exon 5, largest 2560 bp exon
in Nsd1 gene, result in frameshift mutation by Cre-recombinase. Because these two strain mice
are stably maintained, we will be able to use conditional KO mice to screen drugs to improve
phenotypes In Beckwith-Wiedeman syndrome model mice, we aimed to analyze the process to
sestablish DNA mathylation pattern around the genomic region containing IGF2 gene. We
deleted two regions each in one strain, region 1 (about 1.5kb) and region 2 (about 2.6 kb) that are
thought to be important to establish DNA methylation pattern, by CRISPR/Cas9 system.
However, we could not observe the expression pattern of Kenglotl and Cdknlic, neither the DNA
methylation pattern of KvDMR1 that could be imprinting regulatory region. We have to delete
two regions in cis-state in one mouse line to analyze the function of the region 1 and region 2.

We analyzed 32 differencially methyated region (DMR) in 31 Sos syndrome patients’ DNA (20
for point mutation and 11 for deletion of NSD1). Two DMRs have been identified as low
methylation DMR in about a half of patients. Next we analyzed methylation status and the
amount of gene expression level in HEK293 (derived human embryonic kidney), TCL-1 and HTRS8
(derived human trophoblast) after the culture with DNA demethylation drug 5-Aza-2*-
deoxycitidne (5-aza-CdR). Aimprinted gene in one DMR have been expressed 5-6 times more than
untreated condition, and two genes in other DMR have been expressed several 10 or 100 times
more respectively. These DMRs or genes are possible genomic regions regulated by Nsd1 gene, or
Sotos syndrome effector genes.

We carried out genetic diagnoses in 215 cases with Beckwith-Wiedemann syndrome and its
related disease by 2017 March. Now we are developing screening system to diagnose epigenetic
disorders. We also develop the genomic analysis technique for Pendred syndrome (or Large
Vestibular Aqueduct Syndrome). Genetic test can be completed within 2 hours from DNA
extraction to diagnosis due to technical improvement in each step. Three mutations, p.H723R,
IVS7-2A>G, IVS15+5G>A, account for more than 60% in japan, two, p.H723R, IVS15+5G>A,
accounf for more than 95% especially in Okinawa. We developed rapid screening kit for these
three mutations.

We are producing model mice to analyze candidate gene function in which mutation was found
in undiagnosed rare disease, eicluding familial normopressure hydrocepharus, schizophrenia,

aniridia and so on, in research period.
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#HIRE (KA % —, [EHAN)

5) 2P-0869: Molecular pathology of acrodysostosis without hormone resistance caused by

heterozygous mutations in cAMP phosphodiesterase-4D. Tadashi Kaname, Chang-Seok Ki,

Norio Niikawa, George S. Baillie, Jonathan P. Day, Gen Nishimura, Nobuo Mastuura,
Kumiko Yanagi, Kenji Naritomi, Miles D. Houslay, Sung Yoon Cho, Dong-Kyu Jin.
6) 1P-0872: =1 /r A LIEMERERR DERIRIER 2 R BURER RO B LER FHER. HiR3E, KNS
(RAZ—, EWN)
7) 1P-0873:— % — Lfif#fr & v 72 DNA BB B IR B OB BB R+ OPRER. WG H i
T KN R 22—, EN)

31. Fabryupdate meeting 2014.12.10 (JLA ). Fabry D& Vv o7, ERIET-. (O
1, EW)

32. £ 482 [l HAV/NERES MG 2 2014.12.13 (ABKT) . BB O MR EIC KT Ui
BRIENEN TH 7o A—T vy FRIED 16, ) HET, HfZE, PG, HE2iE
o+, RAERER, RAFE RS, SOKIRCR, MEMEE. (A, [ER)

33. Clinical Epigenetics Society 5th International Meeting. 20154 3 H 5 H-6 H, Diisseldorf,
Germany. Comprehensive and quantitative multilocus methylation analysis in Beckwith-
Wiedemann syndrome and hepatoblastoma. Maeda T, Mareska RdJ, Higashimoto K, Yatsuki
H, Nishioka K, Joh K, Soejima H. (ARA % —, [E4})

34. EWGREER ABHRERIEFEIHES 5 19 A0k I —, 2016 4E3 H T-8 A, ¥ —HA 7T
arR_yeva vty — (HiRd). Z2ERRMEEWTWL o 2 HE e (A8, EX)

35. % 112 I A AKANRIERRE 2016 4 4 H 10 A-12 A, I o, 5#. Beckwith-
Wiedemann JEWHEIZ ST 2 8L GRS S OFEEF ORGT. Rig—1E, HSRH, # oo &,
INAKROE Z, Kl Fn, HE 6T, BlEZEM, fEgh. (A8, ER)

36. 5 118 [al A AV/NER e 2 2015 4 4 A 17 B-19 A CKBRH) . BBER 7 m v o FRifE 8
SEGI O BRI, BFS W, (KkiE =, =R, ATHERE, PEIET BoEE, e
WER (A7, [ER)
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317.

38.

39.

40.

41.

42.

43.

44.

The 6th Asan-Kumamoto Joint Symposium. 20154 5 A 23 H Clinical and histopathlogical
features of placental mesenchymal dysplasia. Aoki S, Ohba T, Okajima M, Higashimoto K,
Soejima H, Katabuchi H. (K88, [EWHN)

5 57 | B AN e AR S 2015 4E 5 A 28 H-30 H, #[EAT /L, KPR, Beckwith-
Wiedemann SEMERET B2 BIEFNCIIT 54 7 U > b DMR OAFER A F AR, BiH
%, WRESEST, \NROE 2, Hor i, REREM, BlEEM (R 22—, EWN)

R 27 IR KT - RIGERFEEE 5 > 7 7 7 A2 201646 A 6 A (1) , %T: &5
REFHENE - 2R 2 I —%R 2, KE HERIEREOBEFT  ATR, HEE
—H (D8, EWN)

55 137 [ A/ NER FafR G4 2015646 H 7 H, ##lif. Beckwith-Wiedemann JEfERE
LW L7e 1B 2 LR o — 28 F). B8R, &6 A%, REEYD, mPEHM, SR
BB, EHHE, SKHE, BAEHE, WERERE, THsE, AHER, MBS, TER, RE
t, FOohE, ElEEM (DEE, ER)

European Human Genetics Conference 2015, Glasgow, Scotland, UK, June 6-9, 2015.
PS04.01 Mutations in PDE4D and molecular pathology of acrodysostosis without hormone
resistance. Kaname T, Ki C, Yanagi K, Naritomi K, Niikawa N, Baillie GS, Day JP,
Nishimura G, Mastuura N, Houslay MD, Cho S, Jin D. (RA%—, [E4})

The 16th Annual meeting of the Society for Molecular Biology and Evolution. 2015.7.12-16.
Vienna, Austria. An evolutionary study of the ENF213 gene associated with Moyamoya
disease in the people of the Japanese archipelago. Koganebuchi K, Nakagome S, Mano S,
Ishizaki N, Kawamura S, Kimura R, Ishida H, Joh K, Fujimoto K, Soejima H, Sato K, Yasui
Y, Kumabe T, Fujii K, Akiyama T, Ogawa M, Hanihara T, Oota H. (KA % —, [E4})

522 M A ARBIGF2FR ke 2016427 A 17 B-19 B, #MRNGE7 7%, Mk, AT
VIRFERFED T DU A RRMABMES A Y I —JEBI OB YT, BlESRM (A8, [EWN)
%5 55 [B] A AN R B W 2 AR/ 38 [l A AN BRI ES, 2016 £ 7 H 25 A (4)
~27TH (H), "o 7 affiksit s 72—

1D 0-16 HAIZEITS 1q fy EEIEMRRE 26 FIOMG,. i B, 1EKER, KGN

2)

45.

e FAARME, FEZHE. KB, EES, ERE T, REGA, IRV, Lo,
RIGEFNEE, RAERR R, fAAK 1B, fEEHESC, EHZE AL, RS (AEE, EW)
ERORWT U =)V — v AT AT T EEREEAR T 22 W Sk U K B IR EEE AR R OB AR
TR B E, W AL, EER, saAwmE, BB B (Kx¥—, EN)

FA2M AR A « 27 U —= 7% 201648 H 21 A-22 A (AUHD) .

1) BAER~ARIZ ) == TS SRR v % 2 0 B12 RZIE. mHE#%. HARA

EF. MR . P EpBY . MINTS, SHBE, AERE  RTEE BOREE . FH
M- PrEsZRaL, PORSCME, PEBIAY-. (A, [ER)

2) FER~SART Y —=2 28T Dl V=T ARMEIE G O e —2 ik T OMHITER] 7

46.

BlO@wE— KRTF3E, ERIET, @HE&. BRI MEEL, L2k SN T,

gl AR, EARAES, MR, Rk (A5, EN)
T VXN PCR RIEIGT 7 =N R A 201648 H 28 H (&), THIA 7H A=
At —E), K. Rare variant RS ~D kL : ddPCR % V7= McCune-Albright
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47.

48.

49.

50.

51.

52.

53.

1)

2)

3)

4)

5)

6)

7)

SEMERE  FHTBIE T GNAS mosaic [RIEORA. D B, HiliZE 8 (08E, EWN)
Annual Symposium of the Society for the Study of Inborn Errors of Metabolism 2015.9.1-9.4
(Lyon). A long term follow-up study of 8 individuals with asymptomatic propionic acidemia.
Watanabe Y, Tashiro K, Aoki K, Inaba M, Yanagiuchi C, Suzutani Y, Ishii H, Tajima G,
Yorifuji T, Shigematsu Y, Maeda Y, Nakajima Y, Inokuchi T, Matsuishi T. (K& ¥ —,
44)
5 22 IBARMER BIC B4 2 HIZAERTRZITJE S 2016 4 10 A 3 A, &R, FHEEMESIEAURERIC
BIDA 7Y FDMR DTV Y = /) ZA 7. A8, FARM, HookE, MeHE K&
R, DR, EMZFE RS, KRGME, AEME, BlSXM. (REE, ER)
FESLEEHIZEE S 2015 45 10 A 1-2 B, B, =&, 7/ ARLEMRRBOERIUE &
il DNA BB oRE. K% (A6, EX)
%5163 [l Yt fRAFsEs, 20164 10 A 3 A, B, 2 E . kKt —7 =% —Tbnd 2
&, DbV L —RLO#EE—  RERIGEEED .
The 65th Annual Symposium of the American Society of Human Genetics 2015.10.6-10
(Baltimore). Neonatal hemolytic anemia and multiple congenital anomalies due to deletions
of 5q33, 6q24, and 14q23. Watanabe Y, Tashiro K, Aoki K, Inaba M, Yanagiuchi C, Suzutani
Y, Ishii H, Tajima G, Yorifuji T, Shigematsu Y, Maeda Y, Nakajima Y, Inokuchi T, Matsuishi
T.
574 Al AR RTINS 2015 4F 10 H 8—10 A, 4 WREEESHEY. £ b XRCC4 Eis+
BERE OO AR AR S ME & IR BRI M 2 RS IR e e RE 2 IR FF T 5. 2K (BT,
=)
%60 M A AR NBBE(RS 20154E10 H 14 H OK) ~17 H (1), St : mET F¥HRT 0,
B
S9-4: Droplet digital PCR % H W\ =8iii7/2 eV 1 7 ik, O, SR (0§,
=)
O-54: IEARFRBIZ Y O REAR M AT a8 R J 1) microRNA i A &R 28, A BET, =
HTEE, SRR %, FEMEFE, WOEs, BRI, ZgEe, KT R, EHEZF R,
SR (A8, EW)
O-76: MIEMERERIERED 7 ) &« V57 7 L. SRR, BT &, BEHE, K
%, RBRE, B2, HBZE R, RO LR, WEE—, WK E—R/8, K5 K, Ak
F5bk, ElEofd (D8, [EW)
Beckwith-Wiedemann JEHEDJFIK & 72 2 F BN S A I — O UM sigaik Offtr. K
R, MEEZ, WAL=, NKROE A, HookE, ElEEM. (A, ERN)
P-67: tPE-PEAHEGREER B CRIEMIRB ORI, KT, @R, ST, B
, BEHFEAE (RAZ—, EN)
P-72: RPrHAEIRIZ I T D REIR M iR AR AR 52 microRNA A B ORI E I T 5%
ORE B, ZJHEE, BRI, MAHEHRSE, dbEiER, ZREZ, KT R, EHilF
BB, FRIRFSER (KA Z—, [EW)
P-215: Exomiser Z W\ 7 Y — Al 70— L XY — L OBI%E. ZIBfl, EHiEE RS
(RAZ—, EWN)
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8) WMt —7 YW SRS TR R C & - 72 TWSIT1 R - H#i 28 R 2 58 7= Baller-
Gerold JEMRHEEEV . B [E, EANRT, WAELT, BAGT, BENX, E—, Fi
P, MRVE— (RAZ—, [EWN)

9) KWBEICHITDHA 7Y s DMR OEFER A FIALMET. fimAE, SOk, HARRM, 8
B, RO L7, VERE—, WE I, ATAAGSE, HEER, SURE—, edsEm, A
—IE, RIS (R22—, EN)

b4. H4al 7 LARGES, 20164210 A 16 A, . 2 [E : kiR — 7 = Y — D Falr O
(RepIRRR) .

55. %5 67 [nl H AR R 2R 3G i k4 201545 10 A 17 (1) -18 H (H), RIKT U v 7
B, R, BEORGFIZL D ET HREOZWIE L pERE. KNE (AEE, EN)
56. 5 23 [l DNA ##l - fiffiz - EEY—27 v a v 7. 2015410 H 19 (H) 21 B (Kk), ked

7, .
1) XRCC4deficiencyinhumansubjectscausesamarkedneurologicalphenotypebut no  overt
immunodeficiency. #5177, FFURMEE, WS HiE -, B, EHEIEH, MRH, FiRCEE, TF
TEF EME Rx2—, ERN)
2) 7 AARLEM R HHA MBS IR B REOSEGINER & 77 I - oy FREREIRATIZ I 2 9 REAR
WESE. TIREE, KN T, SR, ARG, MZRh, B, IBEM T BIRCE. TETE
T (RRZ—, [EHN)
57. %5 19 [Bl H AN IMFREEYS 2015 4F 10 H 24 H, 730k, BB #HE#K L 17V
T A TEEREBOS ) b 285 M. RIS (D5, EX)

58. %5 23 [l H AR iES 2016411 H5H (K) ~6H (&) , % JAHEL L &
V77 LU AB—)b, B
TO1-1: [AZEVERTERGHE O 7y FBARFERIBNT. HAR R, HOoch, fEmHE, ESiE,
B, ZIEis, EHZE R, RO & 2, WREE—, W =88, K B, A5, g
By (nEE, EW)

59. %5 57 [l A ASE R ¥ 2016411 H 12 8 (K) -14 B () (KBxh).

1) EB VAV ASEG 2 BRI MR E RIEGRE A FAE L. I bz E L7z A F L~ 1 CRRIED
—HIRG. mAER, R R, BEEC, BPIRE, REEES, BHPTER, W5 O, RIHEFE
BB, BARIS T, BBIET. (KA X —, [ERN)

2) FHAER~AZY V== T80T DM V= F AREEG OME. N TS, JERIET, &
HER, BRAST, WSl SrmsE, HEARAET, /ARG, FEOFEE, ATER.

60. EAUHGS meeting 2015, Seoul, Korea, 2015.11.27. Kaname T: Clinical application and its pitfalls of next-

generation sequencing (invited).

61. % 38 [ ARG AW TEFES 2016412 H 1 H (k) ~4 B (&), MIAEESES, M.

D 7 AR ENM 2 R T IARTER B O SEBIINAE LW REAFATATE. S5 . iR fh#E, FE RSN, 5
B, g, EM. WSHBT. ERCE, TETET. (AE, BER)

2) BFE A AEGREO FROWT. B, TUREE, KNE . EEEW, S0, MEdH,  ISH
Wi, EIECE, THETEF (RA2—, ERN)
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3) XRCC4 deficiency in human subjects causes a marked neurological phenotype but no overt

4)

immunodeficiency. FSFA7, FURMEHE, WEHGE 7, BAE, EHEIEMH, MERH, =FR s T
ETEF. 2NE (FxZ—, HERN)

) DAL TEM B R TR R B AR IR BREOIEGINEE & 7 L - 3 FREREMRATIC K D R RE AR
WESE. FIRmEHE, KNS, EETEM, 7, MZRH, BEib, IHE- SRS, TETE
T (RRZ—, EN)

5) Two major mutations and their rapid detection of the SLC6A4 gene in Okinawan patients

62.

63.

64.

65.

66.

67.

1)

2)

3)

4)

with Pendred syndrome/enlarged vestibular aqueduct syndrome. Kaname T, Ganaha A,
Yanagi K, Higa M, Naritomi K, Suzuki M. (KA ¥ —, [EHN)
55 487 [Hl B AN EARI MG 2 2015.12.12 (AR KT . NICU (2B 2K H /L =F i
FEFEB OE— ~ AR 7 ) —= 2 ZEGE 2 il —. S50, EBIET, K TIEX, JKFH
Sl EIEERE, LN, BAIST. (BE, B
51 [BIH ARPEERHG AR @RS ER 2T 12 H 18 H (&) ~19 H (1), RIKETY
v 7 AR—Iv, ik B 11 THARNCBIT 2 FE8EN AR YEREICET 27 7 A
U FEEMEMENT) BIHFE RS, —IWERE, ke, (nEE, Ee)
BRI E - ERVEILE I 7 7 T A, k2846 H 4 B (1), RIGEKFERIAE
SEEHE TR —L, EIR. EIRKPIZEBIT S Initiative on Rare and Undiagnosed Disease in
Pediatrics IRUD-PY#ATIZ DWW C oM. EHIHFE RS, ART 5%, =Gz, MRHEkk, Uk
RS, MORIET, PHEAEA, EE, REE— (B3, EN)
BRI=RPRIEA Ty =7 A 20164E2H13H, REAR. HEEMERIERMRED S ) L - =
v M. EARRM, HOokE, fEHE, RKERL, BB, —igie, EHHFE R,
NAROE B, WFEE—, WE—RS, K% [ RVAHKE, BlEXEM. (A8, ERN)
B IR R PE I ABHR EREE E A HMES 520/ b A vk 2 F—, 20164E3H5-6H, > —HA 7 =
v Ryvarkryg— (BT WEOETEENZRbLUIT A7 ES? —HOHUT
Bl nZn ?— EE - ft (B8, [FW)
The international Congress of Human Genetics ICHG2016) April 3 (sun) — 7 (Thu), Kyoto
International Conference Center, Japan.
Mon(2)-P2: Song S, Kaname T, Sugano S. Next generation sequencing-based cancer
precision medicine is on the horizon now. (7R A% —, [EHN)
Mon(2)-P48: Kiyonori Miura, Hiroyuki Mishima, Shuhei Abe, Yuko Murakami, Naoki
Fuchi, Ai Higashijima, Yuri Hasegawa, Shoko Miura, Masako Masuzaki, Masanori

Kaneuchi, Koh-ichiro Yoshiura, Hideaki Masuzaki. Evaluation of genome-eide

association study-identified SNPs at 4q12, 17q12, and 6p21.32 with cervical cancer
susceptibility in a Japanese population. (78 2 % —, [EWN)
Mon(2)-P109: Hiroyuki Mishima, Koh-ichiro Yoshiura. Bio-Virtuso: A package of Docker

containers for multiple source data retrieval, RDF conversion, and triplestore deployment
in a simplified manner. (7K A% —, [EH)

Mon(2)-P174: Kaname T, Yanagi K, Ki C-S,Niikawa N, Nishimura G, Mastuura N, Iso M,
Kuroki Y, Mizuno S, Cho SY, Jin DK, Y Matsubara Y. Novel mutations in PDE4D and

molecular pathology of acrodysostosis without hormone resistance. (A A % —, [EHN)
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5)

6)

7)

8)

9)

Mon(2)-P220: Yanagi K, Iso M, Ganaha A, Kaname T. Rapid and accurate genetic testing
for CHARGE syndrome based on long-range PCR and benchtop Next-Gen high-
throughput sequence. (AR A% —, [EN)

Tue(3)-P213: Akira Kinoshita, Nobuo Kanazawa, Noriko Kinjo, Hiroyuki Mishima, Koh-
ichiro Yoshiura. Mutaions in the patients with Nakajo Nishimura Syndrome-like
autoinflammatory diseases. (ARA % —, [EN)

Tue(3)-P232: Saori Aoki, Ken Higashimoto, Hidenori Hidaka, Hidetaka Watanabe,
Yasufumi Ohtauka, Mishima Hiroyuki, Koh-ichiro Yoshiura, Hitomi Yatsuki, Kenichi
Nishioka, Keiichiro Joh, Takashi Ohba, Hidetaka Katabuchi, Hidenobu Soejima.
Aberrant methylation at imprinted DMRs is associated with placental mesenchymal
dysplasia. (KA % —, [EWN)

P22: Chinen Y, Nitta J, Kinjo T, Masamoto H, Aoki Y, Kaname T, Chinen Y. Three
Repeated Cases of Fetal Cystic Hygroma in the First Trimester. (KA % —, [EN)
Wed(4)-P291: Yuri Hasegawa, Kiyonori Miura, Ai Higashijima, Yuko Murakami, Ozora
Tsukamoto, Shuhei Abe, Naoki Fuchi, Shoko Miura, Atsushi Yoshida, Hiroyuki Mishima,
Akira Kinoshita, Koh-ichiro Yoshiura, Hideaki Masuzaki. Circulation levels of C19Mc-
cluster microRNAs in pregnant women with abruptio placenta. (A8 A % —, [EWN)

10) Wed(4)-P293: Yuko Murakami, Kiyonori Miura, Ai Higashijima, Naoki Fuchi, Shuhei

Abe, Yuri Hasegawa, Atsushi Yoshida, Masanori Kaneuchi, Yuko Murakami, Ozora

Tsukamoto, Shoko Miura, Hiroyuki Mishima, Akira Kinoshita, Koh-ichiro Yoshiura,

Hideaki Masuzaki. Normal ranges of plasma concentrations of pregnancy-associated
microRNAs during pregnancy. (78 A% —, [EWN)

11) Hidaka H, Higashimoto K, Aoki S, Watanabe H, Yatsuki H, Nishioka K, Joh K, Maeda T,

Koga Y, Iwakiri R, Noshiro H, Fujimoto K, Soejima H. Comprehensive methylation

analysis of imprinting-associated differentially methylated regions in colorectal cancer.

(Ogd, EW)

12) Novel MCA/ID syndrome with ASH1L mutation. Okamoto N, Miya F, Nishioka K,

68.

69.

70.

Soejima H, Tsunoda T, Kato M, Saitoh S, Yamasaki M, Kanemura Y, Kosaki K. (88,
)
The 10th Quinquennial Conference on Responses to DNA damage: from molecule to
disease. Egmond aan Zee, The Netherlands, April 17-22, 2016. Genetics
disorders associated with defects in transcription coupled nucleotide excision repair. Tomoo
Ogi (H#H, [E4h)
5119 R AAVNER AR A E S, 20164256 H 13 A (&) -16 B (H), FLIR. SERMAEHR
FREIS S 2 MK L ORER  ~fE R ORI OF ] D7~  Blood Purification for
metabolic syndrome. &R, FEBRIET, HPAEG, HEE, JFmET, (TR, i
W, RHZE RS, RIEM—RS, LNl (REE, EW)
FBLOEIBATE Y =27 4 7 AMREHES 201645 A 19-20 A, TREIA 7¥ 1= 2k
=, K.
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1D KRBFEEICET 214 7Y > DMR OWfEH) A F ALY, S5 E, SOk, §ARRH,

PSS, AimAFsE, WK, SYIRE—, REEM, BEA R, BlEH. (RRHZ—,
)

2) MEEMESIERGED S 7 &« =5 M. DB, RS, #oc i@, WahE KE

71.

72.

73.

74.

75.

76.

7.

78.

79.

80.

81.

82.

RN, MBI, SR, HEFERS, K B, RS, RIS,

EUROPEAN Human Genetics CONFERENCE 2016, Barcelona, Spain, 21-24 May 2016.

Three major mutations and their rapid detection of the SLLC26A4 gene in East Asian

patients with Pendred syndrome/enlarged vestibular aqueduct syndrome. Kaname T,

Yanagi K, Ganaha A, Higa M, Iso M, Matsui Y, Koiwa F, Kuroki Y, Suzuki M, Matsubara Y.

2016 HCA =——I—7 1 7. 20165 H26 H. A AL TV " A=V TV AT LEF

MU #intE B stk B oBRZE. 3K NS (A8, EN)

2016 Spring International Conference of the Korean Society for Gerontology 2016 46 H 15-17 H,

Daegu, Korea. New DNA-repair gene mutations associated with Cokayne syndrome like

progeroid disorders. 7k A% (M8, [E4})

% 33 Bl B AN AT 762 2016 4F 7 H 2 H-3 B (g Rif7) . FFRERESLH & R EREK 4 26

W RMET ) a v AL BEEOZWICE - 723U IRHF. CHER, EARMEE, S8R, ARl

—BB, FAF 5, SHIBEKRES, fRIFEAR, MORIET, WA, OkEEE. (A6, ER)

THESREFH RSt o 2 —5 32 [BIERR S Ry A 2016 429 H 1-2 H. Human genetic

disorders associated with deficiencies in the DNA repair system. 3% A% (088, EMN)

29 B A AT 4 VGBI VARV FoFartIf— 2016429 H 2 H (&) -3 H
(). FERT, HF v "R R~ VT A4 I 7 2T & AT A D PSR A PR E AR TR

ABIFRRKAFOFHFEEEORSE. 3K NE (A, EN)

VR 28 R A FHOAE PRIt BPEE 2016 F9 A 3 H (1) -4 B (H), BRIL¥ER

¥, RIET R LF—A ) _X—a U1 F £ AR —/L. DNABESE LW E. 2K )

% (nEE, EW)

Annual Symposium of the Society for the Study of Inborn Errors of Metabolism 2016.9.6-

9.9, Roma, Italy. Two sibling cases of aspartate-glutamate carrier 2 (Citrin) deficiency: Does

diet affect diagnosis? Watanabe Y, Fukui K, Harada N, Tashiro K, Inokuchi T, Yano S,

YamashitaY. (RA%—, [FE5})

AABRARF 88 MR 2016 42 9 A 7 H (k) ~10 A (£), BARZEEEBMRZER =5

BAb s, =&, #. 7 ARLEVEC XV SERME/NEE A 7R3 v NEBYER B OSE 57

Br & IRREAEIAAESE. 2K R (REE, [EX)

AABETS #88 ks, =8 (). 20164E9 A 7T H. B [E: b MNEBEY ) MR

V=l LTORMR—S o, (AR vys) (DE, EHN).

T T4 TR EI = IRV = va v (BRI A = A) 2016 4F 9 H 14 H
(/K), DNABEOEFIZ LV RIET 57 ) AARLEMWREEO > TIRREMIAMIZE. 2K NS
(PEE, EM)

A =B R B Y D AT R, PR 28 F 9 H 24 B (1), RIGKFRIE

SEAR— RA Uk —L, EIf.
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1) IRUD-P gt~ v 7 LA CHIB L7c FG AEWRREZ 84V ZEIE G O JR IR Z S, 7)1
K, VEiEdt, EiMZE RS, SRRy (REE, [ER)

2) AN=F L ETUAHNNIT—F (0TC) KIEDHIERDBW. JHHZRZ 2, EIFERR,
WREME, JORIET- (NBE, EX)

3) AFIMLEEAR—EHE R —IME 2 R 2 ERONE D Beckwith-Wiedemann syndrome.
ot fE, NKROE A, ElEZM. (A8, EW)

83. #f 75 [0l A A FREINHES 2016 4510 H 6-8 H, /337 ¢ 24k

1) KEEICBIT L1 7V b DMR OGN A TGN, flsAE, F ook, HEEXK,
plE s, (A8, [EW)

2) A germline mutation in the WDR4 gene causes severe developmental abnormalities
associated with genome instability. X 1% (058, EWN)

84. The 24th United European Gastroenterology Week. 2016 4£ 10 A 15-19 H, Vienna,
Austria. Comprehensive methylation analysis of imprinting-associated differentially
methylated regions in colorectal cancer. Hidaka H, Higashimoto K, Takara Y, Takedomi H,
Okamoto N, Kawakubo H, Yamamoto K, Yamanouchi K, Koga Y, Iwakiri R, Noshiro H,
Fujimoto K, Soejima H. (AR A% —, [E4})

85. The 66th Annual Symposium of the American Society of Human Genetics 2016 .10.18-22,
Vancouver, Canada.

1) Two sibling cases of aspartate-glutamate carrier 2 (Citrin) deficiency: Does diet affect
diagnosis? Watanabe Y, Fukui K, Harada N, Tashiro K, Inokuchi T, Yano S, Yamashita Y.

(RAZ—, [E45h)

2) Anovel mutation in the VIPAS39 gene found in two families with atypical arthrogryposis,
renal dysfunction and cholestasis (ARC) syndrome. Kaname T, Chinen Y, Yanagi K, Iso M,
Matsui Y, Hayashi K, Kuroki Y, Tohma T, Matsubara Y.

86. #5 58 [Hl H AR 2 2016 H 10 A 27 A-29 B (HURHD) .

1) AGCL KIED LG : BihEHEROMET. KEFIEZ, FHER, ~FX70 7—%—,
TRV = FxH VY, TUA AT 77y, EHBIET, AER. (AFE, ERN)

2) FFHSRER & KREMEKZEZEIZIE RIS U o L UV B EIE ORI E - 7292 #]. T H B
W, "ML, EHWT, RAE RS, TR %, SHIBERES, miEM, EEBIET, A
iz, KEEE. (A5, EWN)

3)  FIIREOARIMAME 2 2RI E o722 b U U RIBRED 2 st i, s mis, JEBIE
o+, mIEERR, ARk, BRIST, EARAET, IR, gmEcE, R R, MOk
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