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De novo ARF3 variants cause neurodevelopmental disorder with
brain abnormality.

(Humman Molecular genetics 2022, 31(1):69-81.)
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Bal BR] UEETIITANA, MRRREEREZ ERFGIER & L, )ity —27 =4
— % W= MR 2 AR R 2 S0 U, BB FENR TR X OSTLEAE T O 217 -
T&7. AR, iR OB R & FEEEZE S 2 4 OB T De novo ARF3 ZAH
(MIM:103190), NM_001659. 2:c. 200A>T (p. Asp67Val) & c. 296G>T (p. Arg99Leu) ZF8H7-. Zi
FCICARFRS ERAZFRR E T 5 b MNEROWRE T2, WM 21TV il ZZ R O RN 2 7R
FTIEAEHME L7z, ARF RS & CEREIZEL, M7 AT TICBWTYE DR
BRI /2D, ARFS 21T GDP FEATL L CTP FEATLD 2 SOENH Y, HEFITB WS
PEZ RS ARWFFED 2 SEBI O BERGIZ TN, T An A, B MR B S E & 5 e Al
EROTN, HEEESHKRROENNGMERNER DM E AT 2 EHERIL
[5i5] In vitro MIlENRELT v A, TAX T T vEA, Invivo 7 7 A il % Kl
L7-.

(5] p. Arg99Leu Z8 FARIZBF AT & [FIREIC 2V OIRIZIRIE LIZAS, p. Aspb7Val Z8 BRI
— RO T EFRDORENKDND & HIC AN DROFREIC b B 2R~ N - 7=
Z OEEIIEEHR O dominant negative fEFH A2 & X315 p. Thr3lAsn IZ BB HIL-. b
AEATHD GGAL EOTNX T LT vEAIZEY p AspbTVal [IHERETERA 2R L,
p. Arg99Le | IREREEIGTU CTH D Z EAVURS 2. In vivo TO Y a3 7Y a AT &2 -Hf
Z8ClE, p. Thr3lAsn & p.Asp67Val ZEA L7z 3B TH -T2, —J7, p. Arg99Leu % %
BT BH i, PR CHEEESTL L S5 p. GlnTlleu ZE A I T & [RIRRIC B IR
(rough eye) ZH L TW/=. LLEX D ARF3 OREFEMC T p. Asp67Val & REREESTY
p. Arg99Leu (X, & HIZINVVEREREREZFL, TOEMAMFOENRE MBI R
B OEENNZ DR D EBZ DI,
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Case report #5FH

BEEA %E

Delineation of a Phenotype Caused by a KAT6B Missense Variant
Not Resembling Say-Barber-Biesecker-Young-Simpson and
Genitopatellar Syndromes.

( Molecular Syndromology. 2022 May, 13(3):221—225)7
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RIS 2 &b B v # — B ARFHIEFERF O LT,

KAT6B iBIE 11X, B A b UAEEICEAD BB T TH Y | FREN-CRIE /2B, BT
72 &2 TR &5 Young—Simpson JEEEED RIKE ST TT,

KAT6B A=+ DIFREIZE F T, A& exon (exonl8) O C RIRHIZEHMERIA R & U CHERT DA
NoDEMESNTHET,

AJEGNE, BEEOEMAFEEEN, B IFE, HERET, LEHPEED TAr A, R 72
B B THRZZ SNE Lz, &7 Y —AFHTIC L Y | Young-Simpson JEMEHRED
ZWHNZED E LD, THE THREDORWETHLO KATEB A28 (I Ak ALR) 2@ E &I
HieD RAA Vv (exon) [T LE Lz, BRI G OEBOREKRE L A Young-Simpson
FEMERE L 13572 > TOVE Lie, BROMEIC KD 2R KATEB 23, N7 A7 UITHERERE
Fe & UTHEBRIEISHEONMN K 2 & 01Ene, BHEEEDRE U TRIEICEE L KF T rEE
PEREZ HNE LT,

b A M EMIREIENEEBE T TH Y RN LR B likBEE 2T 52 Lk, LI
UIEE STV ET 28, KATEB B 5 CH[AERD A 1 = X ANFIEIZEI G- L T 5 ATRENE
A LE L,

E X MEMIRER GO M REE ORI AR Z L A%, WEMEHICIE Y
TEREVEE XML E L,
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(MNERIBER 75(4): 615-620)
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Vel F - 5 1842 75 (H)
Genetic and chemical inhibition of IRF5 suppresses pre-existing mouse lupus-like
disease.

(B H)FEB L OMEEWIT K % IRFS LEIIRIER D~ 7 AL—7 ZELHERE 2 M]3 %)

BHEEE : 451833 5 (H)
Exposures associated with the onset of Kawasaki disease in infancy from the Japan

Environment and Children’s Study.

(FLIRHI DR S B 5 DRI F 2 SV T ORR —= = F LA L Y —)

FEEM 1670 5 (L)

Effect of VKORC1, CYP2C9, CYP4F2, and GGCX Gene Polymorphisms on Warfarin
Dose in Japanese Pediatric Patients.

(T N7 7 U B EE (R - VKORCL, CYP2C9, CYP4F2, GGCX 28 H AR N/NRO U VT 7 ) v
FH B KIETREIC OV TORME)
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