2023 FE BROIKTFREKED
ARBLBIBREI R RR (ST aTHIEREE)
SAT7VA T RAER EHmEEI—X

—iR AR
SEAEFEAR

EMER (GEEZSD)

% B B : ANESAI8H (k)
HBREBE : IE309 ~ 11RB0S
[EEFE]

1. EEED ) DAR I H5ECRIER T 2B oL,
2. R, HOLIBESIEFELET CEBELESTL,

3. I T RCTHRETIL,

4. | 1] 2| ERENEZOVWT, BEREABIBERAVWTRETIZL,







EBHOMIC OV TEEDE R ROXEL IS, M1~ 518
X,

ZOEFICEE EN TWALEICHOW T,
EAEHEYE FORIEN ST A Z &N
TEXEHADOT, T TABEVNET,




ZDOESITEE S LTV D CEIZ OV TR,
FVEFEVE FOENOET D Z L2
TEFEFHADT, T TAFEAVET,

HiBL : BioEssays 44, €2100283 (2022) & b &

TH#E () 2R L,

r /1

THERER(b) %

-

{31
]

MERE X,
TR () DARICOWT BAECHEE X,

THIER(d) DIRBEIC DT, ¥ A7 mutation 34 U 7= D bk AR DE
AP % o CHEEBTHAY X,

T () DHRICOWT HAZE CHHE L,




CRDOXEZFHAT, UTOM1~5IZ&Fx &,

ZOERICEEEH SN TV A CEIC OV TR
EVEMEE FORMEN ST S 2 &N
TEEHADOT, TTABENET,




ZDESICFER S LTV D
FVEMETE L ORED BT 5
TEERADOT, TTHEBEWE

84 : Marre J et al. (2016) PNAS 113: 12496-12501 & Y ;‘%B&%o

ZOEFICRREH SN TVNDH L ’C&i\

=)
%1’?1‘%{£L@Fﬁaﬁ7ﬁ> 5 T%%Z*fg

CEERADT, = FAREN ?

1 Hermaphrodite C. elegans. www.wormbook.org & ¥ 5,

1 YL 52 L<HEANT dsRNABSIRRHIE~ LEESID Z L ZHRFE L2,
EEDOFELBREB~L, ,

R 2 BB (fluorophore) i, A% BHF§ A 7= DICAWV BT A 00T &L,
Fh, ZOBHDTHIT, GFP ¢ EDLHIICERDIDFTHAIMNERH D ER

~ X,

B3 ( a WRIEREMN TV, FOXEONELTERLTRRE,

i 4 %2/\7977(@&5%7‘_{&?&0)?‘]@& Z DR é‘%ﬂ%%’bif\l

15 RME-2 #%&-o7=@BR Tk, vitellogenin Z4Z7# L 7= GFP & dsRNA 2 L7
fluorophore {ZZNENFRHRD ¥ ZIZEE X 7-D>, non-specific import % FAFEIZ

gD bR~ &



20234EEE BRDOKELFRERER
NSRBI M e R (B L RTHIRRER)

TATY AR HE - REREFZE X

— AR - AEAFZEAR
B FH R B

R OB H . 20224 8H 18H(K)
BB : 9% 300 ~ 128 004%

[FEFEHE]
1. BEEEOHED | DGR BHAE CRIEMFE2BT RN E,
2. REBHP, AOBIBARITFLZT TEEELRLIE,

3. BEFER WME)IzoWT (BIRE1. [EiRE2)
1. BEEL, BBV T NHARE AL,
2. M1 EMRBE21T R« DE R AKICHREL ., HEEZEL AT
THILE,

4. BEPBRIRICOWT (BIRE3 ~FERES)
1. RIRE3~IRES L3 A BN THRE 52,
2. BIRU =& BRSOV TR 2 DB Z FAMRICARE L | MR8
FEERATLTIHIL,



¥ M % B W

1. U TFo&MicEx k.

1. (L& a~c ODEEXNEET, 7221, XERALL THIBEIL. TOULBEENR LIS &L
',

a. 4-hydroxy-3-methoxybenzaldehyde [ 4 : vanillin]

b. (Z)-2-chrolo-2-butene

c. (8)-2-hydroxypropanoic acid [{BF4 : L-lactic acid]

B2, ANEFYRETIVICEATIUTDOL~3 >N TEZ L,
1. TI/BEO L AF A= VBB EZ T I e AF A= AVER RV ROEEEILENDM» S
X yicEF, L, RVERFY ROMXEIT RIEE T,
2. 3DODERDBHBRELFOT IV, ANEFUREERYBEGBEMBIIOBETE R,
ZOEEEZHAY X,
3. REZEZRTFHREELI DO, L0 X 5>REED. HleHiF CHAT L,

F3. ROXEEHRAT, UTO1~4ZHONTEZXL,
FEROTVavy 10ghb AL ) —/ViHSE2RR- L, AEBMLEEZEEICHDE 2 EBE LT,
EZEBBOTER XD, FE—/v (thymol) EWH{LEWMTHB LEE L,

1. PERMLIEM 2 {EICRAR B FiE% 1 &Y,

2. 1BC-NMR JIE DOFERM 6 KFHIL 10, EI-MS OERMLHFED 150 THotz, FE—
WIRE ) Tz )= EBlizl L, FE—NOHTFRERD L,

3. H-NMR HIEEDHERN G, AFNELA Y TuVEOHFESALN L T, BXbh
B FE— L OFEERITEI TE D,

4. 3TEZEBEROT T, ABEEENBNEZSIOhA#EELEE, TOHEBE2ET,



2.

R1.

2.

LIFOERICEZ Ko

AR BT A L T OMICE X &,

FRRREIXBRAKME & BKMEOT S O{LEMHE % b OB DOIRE S T2 b7 5, HIIRIE

BbLbEL AT HEER SV Er ) VEETH S,

1. Z7U&eal VIREUMCEMOMIRIESEBR T 88 2 2& 2 &,

2. 7V En U VRHIIKLBETAZLIZE-T, HBREATIEARURY L ED
ALY VISEBARRETH LN TE S, I L URY — AOHEDOENEFIEE L,

3. MMBIZIIEx OBEEBEOZEEY VRV ENGFET S, BEEOSEEEL 1 25T,
FOYHREEDIVFA BV Dy —BLOEERER LR L,

HZURIEICETAUTORICEZ L,

oY EITERROEERBEESR & LTE K 23, BERIEMEEALNICARESUS 2 #Bh+ 2 #R

FEMVEETHZ ENRED, HEFBHEALTWIERIT ( A) BERE iTh, ®ET%

BB D ERTEHER (B) BERICRD, £, flRFO I LEBLAYEET L DOITHEE

gL LiEh3,

1. AL BiZHTiXE2BWFAEEAT L,

2. EXIVBIDbARENDHERL 2 HI. TORBERIBELIERLE 1 25T X,

3. Z Uy BOCFHEMIC K DBERIEEOREEL 1 oHiT L, £/, REEZI1T2EHR
B LEDBEFRDEENTOERAZEZ L,

4, ZUNTEIERTUAREET Y O A-RY T2 UAT I FENVERIKE (SDS-PAGE)
ERAWTCHBET 22 LN TE 5, SDS-PAGE TH U R ENDSFRIT LR THEET
EAHEAPEL L,



2 M 2 R

M3, UTofmicZEx L,

BI1. U/ —BROEEREZR L, UTD1~4iIZo0WT& % X,

MANYOH

o

1. LA UBROEEREZET,

2. RKEVEXFVFF—E2RANT, U/ — VB EEELHIC CEEMICELT2 L, Ei22
RO Faudxy FRE/KT D, TNEIVUTHORBICER 1 7 FREAINNE
Z Lo

3. U/ —nlge FuudFy FRoERTIRMEDEFIS % 1 >FE, BEHLOHFENLR
WEWDAERIZ OV TR X,

4. [BEOBLAHLOLENEED S B, & Fued$y FEEZRET 2 HEIZONT, 4
Fre FEEET,

B2, BHRFOISE)A REIZSNT, UTD1 & 2Io0WTEZ X,
1. RPOEWMT ~ I ABDELREALEZ X,

KENLHS4A ZLEENDBR
75Ky ITA ) UERHEA 7
251K/ —N bt F U EHEE .t
AV TSRy TALEAL A=
TForOTZY ) T

2. BERORIKHR T IR A FEFERICOWNT, A0 LT A, HiRihs4sE
BEBEIZ SUNT T,



M4, EHhicBET 22U TOEBICEZ &,

1., BliCET7TAra—rR 1 ~3%REESEND, BT La—LZRNT A58 H 5.
WMEMZ X > TERINDIHLEEND, BHOMEIIBNTT AV a—VRERTIEBREL, 7T
a— VARG B DM DFE4L 2R L oA X,

2. BEWMoFEREmI. BEOBEICI s TERT A, 21 F— FRIEB L OEORIRGIZ

FoTHERTHLEEZLNTNS, ZOZEIDSNT, KDL E2ICEZL,

1. EWEROEV & F 45 methional (IUPAC {5344  3-methylsulfonylpropanal) X, 27 X /
BrmEkE L, ALy I—GMIC K VERT D EEZ DN TV S, methional A4ERKT 287
T, LEREAWCEAT L,

2. FyVEROFELWVEAWEEDNS pyrazine FHiZ, SESFE RV INR=LEMET I )
BOA Ny I—HBRRIZ X > TERT D EEX BTV, 2,3-butanedione 735, pyrazine FED
tetrametylpyrazine 234 2B % . (LFREAWTHAY X,

3. BEHOEMEHCBGFEAMIKELZAWEEES. BEFEIMI KT ER L S0EFR
BHEIRY, TREHEL TV AERARPEE, RROLENZNEBEZRAL,



PS5, LUTo&MICEZ X,

i1, BRAZKE & HICRIFMMEAL THRILEE2 &, HEBBRICELBELD, TORICEZ 3
27— OIAFEEDEERRL, BRRADEKLIZOWTHAY X,

FI2. BROXHROBMEHZ 2 B % &,

3. MAFAEIC L > THS I ENTERVWRFREOHZ, BHE LHIZ12EX L,
4. BRXPEEDMEHEAZ, THo—R W) AFEZRAVTRAR X,

Rl15. WORKIE, fERKEH EIZ4CTLIEBRELE 10 wt %= — 2 A F —FF MO0 T, —
EHEFERBR CEONIISH - OTAHBTHS, 4ACTTIHEHBREL-bOIZHEE a bbb,
TOBAELLBIELL, 2B, ZITORNE, (EREEOA) S (ERMOBER THY .

OFHITEMRIOR SITHT 2R SOEMEREERT,

20000

15000

10000

&7 (Pa)

5000

VTH



6. v F oRBNCEAT ALUTO&ARMICE 2 &,

1. RUP—R) VERECTERSNIMEL 2 2B2 L, £, TOMEPEFANTED LD
RSB AT L,

2. 7TI/BORFERIL, £7 I/ BRICBBOLH HRETREISh, ToBMIc Ly, #ER%E
TIVBET FEET I BICHT DI LR TE D, WERET I BRE S MRET X /BRI ERTE
NEDIIRT I /BETHLHD, BERNRT I /BOEHOZOH THRAE L,

8. =4 ad /A FEZEDLI RYETHLINETAT L, £, BENRo S o) /A FE 1
b, EERNTOEBEREZEZ L,

4. A= b7 70—l BF U EHGBREDL TN EE R L,

MIER7. t FoRECETIUTOEBIZEL X,
R, JERE. JEMEE. A &R Y v 7 EEHOBWICOWT, BEELER SE AV THRBYE X,

2. EWEECIHRIZEIT DEBIIEDOAY v M, BEREKEADIHEBORND 2 0HWAL, =
TeAMRREB DR S 2 8 i 2 RIS X,

3. WHEZERICERTS L. MBHEZT TP OREREHELEMNT 5, Z oo, WPk
FERAIE DSBS D A7 2 B &

fld. LVZFUDERIZOWTHB EIAZRRE, E, VIFAF UM LSO L D RBEZ NS
D>, JEHE & OBLEM: 2 S D THRIAE &,



M8, / _—v 3 VERIERICETAUTOERICE X X,

Bl. A7_—Taridah, £, 4/ _XR—Ya v ERBHIER LI~V ATaE—T s
VIEBWT, 4= a Vi iEREThEE L,

M2, A/ _"—Ya yOBRREEICEETS 5 20ERE2HIT, 2 0OEREHAE L,
3. EXREREXEETEY, TOEHBEZE2 CTHEALE 5 >OERZ BV THEE L,

M4, A/ _"—a EBREBZFERHL, EEOBEEREOEMEZ RN E L-BEHZ 1 2%
z &, TOBE, THEVEIEAZE (early adapter) | OHELH VD L,



20234EF BROKLFRKERER
ARBISTERIRB 2R (L)

FATH AR HE - BEBEIVAEISS a—R

8 A A #®_
A ERQERE),EH%A B,/ WX

B B H : 20224 85 18H(K)
BRBEWN . 9B 304 ~ 128 30%

[EEFHE]
1. BEBEOHADIOARMPHDETHBEMFE2EIT e
9. HEH, HobdbO FEEF CEEEEELIE

3. MEIETRIET5ZE



2023 FEREBRAR LA RRIEF R (EaiHERE)
SATHATVRAEREE Y VY vZ7a—-2x 8 BAR  (—iHER)

. A EEERAE (355E)
FRE 1
TOXEZFAT, (OMLG)DRMICEZ X,

Z O I N TV D LEIZ DWW T,
ZAEMETE FOMEN ST A Z &N

—3 ] TN

SR S — —
CXXKTBTAVW T, —




2023 SEERFRARCBIRBIEFER (E-LaTHERE)
FGATHA TV REREE AT VEY) v a—-2 8 HAR (—ABER)

Z DRI SN TV D LEITHOW T,
EAEHETE FORENOHEE T A Z &N
TEFEHEADT, TTABEWNET,

Hi#k : European Journal of Human Genetics (2021) 29:1337-1347 X ¥ —¥R3k#:

1 OMIM : Online Mendelian Inheritance in ManDlg, b N DEGF EBEFIC L > THE
SNARBREOHZ S THDB,

{2 HGMD : The Human Gene Mutation Database Dlg, t NEER O R E E{x-T-<0 B8
RFOEFEMIRICBIT 2EREREFEBOICE LTV D,

(1) THES (7) 2PI0HEETEVEL L,

(2) THER () DEXEFEFRE X,

(3) THE (V) ORMAR T —7 =P —DBR LR Y, THEE Rz & & RIEZREE
T LI OWT, BAFETHAE X,

(4) THRE (=) 2IEREL,
FAZE b 5T, NGSOREBEMETH > Th, EROFRR®TTIZER S

F—ZONCH B EEBRT B LOTIIR,

(5) Genome-phenome data DT FFAMASE#E2HEH % B AFE CHAE X,




2023 EEARERABSCAIREIER R (FLaiiRe)
SATYAT Y REREEIT V) v a—-x 8 AAR  (—UER)

R
T Non-invasive prenatal testing (NIPTHZBE9 5 XEZFA T, 170 FRED B AF TEN
® X, e, ERERH 9 DBE. Non-invasive prenatal testing 1% NIPT OMEELZEEA L TLV,

Z OIS TV D LEIZHOW T,
FZVEMEE EORTEN SHHET 2 Z &0
TEEHADOT, TTHEBNET,

Hi# : European Journal of Human Genetics (2022) 30:637-638. X ¥ —Ei#kie




2023 FEEREBA R LA R RIET AR (BLRTHERE)
SATHATVAEIEE IV V) v a—X 8 BAR  (—iBER)

1. EFER B AR

UFOXED(T)~(2)I, BOREAE AL, RALESIR, RAUBARAS, 28,
B HI Y BELEA LR D LT 5,

HiZEMOBEHFBOREIL. DNA D TFREORE|EZE>TVWAH, DNA IRFS LK
HERNDF 7 Eh BT 572 DIZEFE RNA MV TVW 3, RNA (7 IWEALTHE
BNBEDTFTHD (MR TEIERIL. ARFETHH( A ) EE. VVBETHD,
RNA 2B} 28EIZ, TV VEBETHA( VY ITT7=r, PIIVVERETHB( = )
VhUUDATEETH D, RNA IDIIERA 2T ENH 5, DNA IClRFShIF#E, 79
VEARDETHAB( A NWAIEZLD%E %2 LoD I IRNA TH B, (F)RNA i%, DNA H
A RES E LTEEEIND, ZOEBEZBWT, (P)RNA 26K T A F 78N
RNA( ¥ YTH D, (A)TiE. (W)RNA DFREHFRIL LT, (7 RNADBHEDT I /8
B(ANEAL, RYRTF FEREHRINDE, 20O, RYRTF REOAREFRE W
9. Efo. RNA ML, BBE - FIRUINC D BT REREG 2 LORE HE- T 3,

DNA & RNA DFEWE LT, (TR T A RRFEDBR N, (V) &AL b o
DNA TiX( 7 YTHDHI &, £z DNA DF M RNA [ZHRTEERRNTORESER I )&
WHZ &, REBEFLND,

M AREMEERPIE. HE. HHFEE. BOET LV oERETTREEORERT
HY. EE 4,000 A5 8,000 A2 1 ADEETRIET S & SN T3, RPICIFEHDOK
E#ETHH Y., HhaREE (B #x (AD). HRadEE ($Hif) Bk (AR). X
EEEEME (HH) #E (XLR), RE, W b D#ERRZ B ERHONTNS, £
2. RP LML DR IMEWIEIE M RP 128 W T, AD D BEE 2 15~25%, AR 28 5~
20%. XLR A 5~15%& &h TR, M¥EU ETIRREHEAPHA L L2520,

RP DBENNRWERNIZ, FHEREME RP OKMEBREN 1 AVBEBE, ZoxiEicdh b5
B8 7y b3k 5 2BEERE LT, AD. AR, XLR D& THBEFRETH D, ARIZ
DOWTHE, TABRAREE TH Y, REFEREIRELRWOREELFE LRV EHAT
X508, AD BEUXLR DA TIE, TENENLEDL S RBEHS LUIAN=XALT, %
FEEMWIRWEIRE L FE LW EBATE 25, TR ENERICBR~RX,



2023 EEREEARSCLAI R RIET R (B LATHIEE)
GATH ATV REBEEITY V) vZa—8 AAR  (—ER)

FiiRE 3

B 6’#.“%%@%@&(@&)&%&43@% AL, RN D TV P ERE LTV AD 50%IZ8T
FIET Do FAERMICBHT§2 2 LARRERTH 228, HAERMBHNIIREZEHRETO
HERETH Y, WY 7T 2 RETRETBEXHECEL 2V,

754y bR REPO TOIEREFTH B, KEORBNERBRA KRR LTIV,
HADFREBALEBBTLZZENLETHL LW IHIHEEP Doz, ZOLMEITERBA D
FTRIIRD b, Fo, RICHER A OERIZR< . FEREEL 2,

ZOBRBHBEEB A ZRETAHEE BRPRXLED THREY X, BRI —k Y M TRL,
MNEE2MENBREAL, MEE 1 fLE TR X,

EEERAWEZala=sr—3a TR BAAREREITTES, EREOMECRHELHEFE
DRITIEDFIHETILEELLNTEY ., FOKX XL, ZOREDOUVE2E &5, i
KEBZONBZEFOHEIIZIEDL > RLONH B0, 2 2L LETEYE,

R85

AAREZSH 2022 43 ACKHE L [ERICBHT 2 BEZEHRE - BIHCBET 20/ K
FA )ik, BEEROFEOV L2 & LT IRETICEONZHEICE, HREB LV
BRE OMBE ISR R S b ENDAREREHHZ L) LEREINL TS, 20
HEMTFRBIIZEDOL I RLOPBEENDID, BEXDID L ZAZFEE,



2023 £ ERFEFAMSULAIEBIEZERE (L aiHRe)
SATHATY REREGEI YY) v a—x 8 AAR  (—ER)

1. /NemSTaBR

HRTREANL OBRFREZROT-DICEZ DT TVWA Z & IHTA, 750 FLIRN TEalE X,
72720, BEAFESR Y, BB baEHRITTH L2 &,



