IR BR AR M & (R IEIR R BORITTEF3E)
S RAF TR

PIROF51 & REFFRIER TR (ERICBET 205

/NG ELHE
ESZATEBARIEN  ENERTERIEE 2 — B2 - 2FRHE

HEEE

Fi VIR BIC O T OFRIUIERE « BEZHEONTICE S THRONTWAONRBRTH D, &
BUZHOWTIIALIRH, IR, S, s A & B 7R PR BEMER & & I B L T &
BRI EA L TRV TS U2l T Z ek 6N D, LaTOARMFTIE T/
BECOWTIL, BIEOFSIERPEIEE VAR ENRE SNz, Lo L, FEMIBIERF 02 K ONiEY)
IR L SR, RN & 72 o TR OERE MEHESC A IHE DR & FER 5% 5, AWFREETCIE
ERf - BEFBEIC LT, BEOFG & 28K - B L, FEnllis Uk & A OHEOIE 2170,
ZOMEREZMH L, S51C, RELEZDEOTSIEOLE L, RAMBE OGIHEZERET 2 BHY
TH3DJe KRB FIEMREIZ DWW TR L ) L TEBRIUE X TR > T2,

A. HEEH WRIE « BIRIKHIORESR A D X3, FHCEER
H D BRBICOWT OIERIFITERS - BEE SOMEOFERAIIR L, BATOZWLYE - T
BROWTIICE 5 THIRHA TV D DONBLRT FES DO UET A EBT 5 2 ERHMTH D,
HD, —EOEBITOWNTIIUES TIREES T
FIEMAGEAET D00, & EH O EFE I OARED B. W% i5E
72, WA DEE A ENICZ D FE F S TUED BT AEAMZ PN, EREOBEDY
5 LIXEEECH D, Ei, BEFEOMEAY T [EBERIRE TR 26 Lo
= TP A RReT a SETIE, Jx OIEFICI MEEH, 70— Ry 7 LTHBN, WA
TEEECAIEICB N T, RRFY 0b 5 DRFEAT o 72, R 22K & 3 5 FEGI
WA B, EFICHIREE AL 2 EPER (TN T TN 2 FE0 L7,
N5, B L 72 o T2 BREZ N T IR O EE T & 3 38
F7. INIBREE O AEEMREIEOFER O L, BEOEREINET S, RN AER
Zib, Thebb, HAERMICRET 2RI L. BRAMIEA DA DHEIC OV THEE Lz,
WCIEILIRE, ShIRE, . A
CERIEHIER & & b2k LT JEim (B ~ OB FE)
DM AT, FOTD, 2T TATF— fisx DfEEAZ B TRRIN TV D,
BT D . MRS U 2RO T3 OER D
KBNS, C. WEHER
ARFFRHE Tl A IR BIZ OV TG U VERR U 72 R BRI E FIRIC O W TZE D fF
BOFR X 28492 BT [HEERIRE EAV NI PR IS S AL, IO
FIE)] EVERR L. NEEESEE TR - AR AT, BERZBRICBNTOAHThHD Z L
B aiTo7-, [EEBERORETIR ORE? ANy (e
T COEIC AN, BESE - BEAA - E FEHRRE (5 O 3B AR F I RHT IZ DOV TR, AR
PFEEZ N LD T 4 — KRRy 7~ F 5. £ EXVERINEE S NT-EEL —HHY ., Bt
To. B 22RO BRE SO | e MEEZFEME LI IRER - L) . BisFRE
ELWr S NI FEIVURA 2R & B 5 E 1T 12 & WHEEZET O SWIZERNIC W TIE, KR
WCERERRER . [RIE . A0HE. TREIZE TLICRBB AL, L, LTS

DIERAZIE L, SHREL 5 L CHRET 5 g O

33



N BFIZBIT DA PHEIC DN TIE, S faf
ZeE L OB O RSB EZ RS L b/ L,
PECIEDHLDEREEDD LN TE T, B
B XL > TUI/NEIA S O A IHED 272 57,
A FE TR T ANFFA OB DHE 23
AL 72 D AlREMES R ST, (L., R R
THANRHOBIE R LI X0 1T & A ERRAB]
NERTEXRWEELH D,

D. B%&
AWFICHECIERR S 7= BRI RR TR %
ERHL., 5725 REROIE & RZHHEH]
DFNT 24T > T2, FREBFFRATFIRIX, T
DIREINTEY, ERICL > T, #HREL
L PDF iR COME KA T T & 720, 414,
BPRZIERGE 7S Tl . —BUNERL, T
<~V — WER =72 THIEANYIR SN
Do

FEHAIE 1) O BAR FRIMFATIZ DWW T, AR
FEX D RERING SN2 REE L H Y | BInTRE
DOFERN E 0 fEEIZ7e 0 . MR OERRAA Ak
B OGN o7z, £2. HOHTZITHL NI
STERAMICEB T G 0HEIC W T | ot
TORRNEFOHRE BB IND L HIZRD .
FIEBE, RIEAEEZEE L OO G T
EHTHAI,

A% ikt Lo B HINENLETHDH Z &N
R E T,

AWFZEHE CIERL S VTR B FF BB TR 2
EH L, RELEZEOTSIZOWEE., K
NIhE OEOHEZ W23 2 72 DIFRINEZ T2

ST,

F. BFERE

1. fm SCHEFR

1)Kosaki R, Kubota M, Uehara T, Suzuki H,
Takenouchi T, Kosaki K. Consecutive
medical exome analysis at a tertiary
center: Diagnostic and health-economic

outcomes. American journal of medical
genetics Part A. 2020;182(7):1601-7.

2)Yamashita Y, Ogawa T, Ogaki K, Kamo
H,Sukigara T, Kitahara E, Izawa N,
Iwamuro H, Oyama G, Kamagata K,
Hatano T, Umemura A, Kosaki R, Kubota
M, Shimo Y, Hattori N. Neuroimaging
evaluation and successful treatment by
using directional deep brain stimulation
and levodopa in a patient with GNAO1-
associated movement disorder. J Neurol
Sci. 2020;411:116710.

34

3)Suzuki-Muromoto S, Kosaki R, Kosaki K,
Kubota M. Familial hemiplegic migraine
with a PRRT2 mutation: Phenotypic
variations and carbamazepine efficacy.
Brain & development. 2020;42(3):293-7.

4)Saettini F, Herriot R, Prada E, Nizon M,
Zama D, Marzollo A, Kosaki R, Cardinale
F, Ricci S, Dominguez-Garrido E,et al.
Prevalence of Immunological Defects in a
Cohort of 97 Rubinstein-Taybi Syndrome
Patients. Journal of clinical immunology.
2020;40(6):851-60.

5)Takahashi Y, Kubota M, Kosaki R, Kosaki
K, Ishiguro A. A severe form of autosomal
recessive spinocerebellar ataxia associated
with novel PMPCA variants. Brain &
development. 2021;43(3):464-9.

6)Ishikawa T, Tamura E, Kasahara M,
Uchida H, Higuchi M, Kobayashi H,
Shimizu H, Ogawa E, Yotani N, Irie R,
Kosaki R, Kosaki K, Uchiyama T, Onodera
M, Kawai T, et al. Severe Liver Disorder
Following Liver Transplantation in STING-
Associated Vasculopathy with Onset in
Infancy. Journal of clinical immunology.
2021.

TN EEE S RV B AR R A
Fele 2020 PNEL 20205V0l.125((4)):p588.

S/NEEREE. ANIIE2 8B T 'Y 7.
MRRECHEMAET A ) —X@). 2021/
IF A k.

2. REFR

1)Kosaki R ,Kosaki K. EP300 related
Rubinstein-Taybi syndrome:Expanding the
phenotype and genotype spectrum.
American Society of Human Genetics.
USA(web) 2020.06.05.

2) 4 -G IE AT, R /IR B HE AR —
B, 111 52 s R s B B B A RiTEEE B B T
SERER. AFICBIT A AL R PAY
JEEREDFREFHA. &5 65 F1 HARNHEERR
242> [EN(Online). 2020.11.18-21.

)il 1,/ FLHE 7 FRORE A Ok FREHL. BT A
PMPCA Bfn ARz, HEORHAM A
2 LT YRR P MM ZEPEE. 5 62
| BAVNEMRERINES. EN
(Online).2020.08.18-20.



4)/EFELHE PRREAL. [N B ERAgE e v &
— RN 2% LT PR O R B E B Y
7V X O BESREE. 55 123 [5] H A/ NER R
4. EPM(Online). 2020.08.21.

5/ HELEE YRR EAL. YR A% LR
FLEIE R Y 7L X 0 HIREED EREFIA. 5
65 0] HARANFEERTS. BN
(Online).2020.11.18-21.

6) I 1 FE @ 2, /D IRy L B U1/ I it
BB VAR5 51,7 2 2 . Rubinstein-Taybi
JEMERED B2 Z Ly EP300 [O/RAYZE R %
FE L 16 565 HARNEEEFES.
[E P (Online)2020.11.18-21.

G. WM EEOHEE - B&RN (FTEZS

te,)

1. FFEFHUS
e

2. SRR
e

3. D

ML

35



	6_②令和二年度_分担研究報告書【小﨑　里華】 _0528

