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1. KHAFVRIZDOWT

RER =IO —FZRAWNECFRITOBRNDEENERIEATWS ZFVEES
FICEWTE. CNETEZHO OG> -BBITH LT ERBRETHARREENIT UM
BETHIEDNAEELBYDDH D BAYT /LREHTIE, BFENYT /LTAT77/4) T REICK
2P DELFOERICEDIZT. BLVARNREZHF TS LIBRELERT IZENELRLT
WAILEBFRDE. SEFAFVEBRAPFICEVTH. RER VIV —ZRHWVEEE
A EEIREIE XN . Personalized Medicine, Precision Medicine DEFXMEIKT B LIZEELEA
W REMEREHSIVEZHRM LR VERELEZIONS BB T HMEMERFREITIE.
REDHEEZHOIODREBLELTIFENIZHFODMBRE D TELHIEEZALND,

AT/ LRFICEWTIET / LBITOE-5BHIEARICEDGERI/AFTIOERIZH S,
REFPABBEFARILEZAVBFAAERTHY. 2019 FLYVRIRIESNI-DAT /LT
AZ7A4) T RE (BPABGEF/NARILEE) TR ABEREHLEENHLAIEEEDOH LT
DEEFITOVWTERETHRALLN\ITUIRHT S, TOHRERITHL, SESFLEMARN
EFY. BREEDIIGEREF ONEHEMI DI XRAN—FNRILKFBEITV. BERECE
RGN ABIDBIRNITHONS, BRERHERMITETIICHZY . BFEGFN\IVTUDEER
EHEDIETUREFEEDH ST TIHGL BRARER. EERRFERFORRORBRRLEE
THd. — A . ZLEREFFICEVTRYT /LETOBENIIEEDEEZHICHL, BEEMD
BRHESNSLHOEEMIIRIIN)TUNSRBEEIRET S 1 DELL2DD /T UMY
AL TENKROLND, LEMBEEDOSWVEERIZODVWTHLHRERRREGFHIRLERTES
Na=80. SEICEFVEENBH CEREBCLICERGRBRZETHIEENZL Boni-E
BFEEMELEZAARILERNRELEEZAGVEELENV O HED/ N ARIILEEEZFEAT
B3HELVE 2BEF 25/ LERBNIRY) -0 T3 5HENERMLEERTH D, fiE
HOHER. BEEDERERRDIFHELTESHD /NN 7O RENSHN, REMZREZERDD
BRICIZBEDERRKRERE—HT 20T+ ITRETLAIT RIS,

ERDOELSIC. FDERBIZETANITUORDEFIZRLT, &7/ LIEVWLIIY—LERR
LT HBBBNFEDGEICE. ZHICELERMNLGERIET LS. TORROBRHE
ZMTTITEWTHLERBDT / LBFICKREILIN-BREZET 5. FVEBON\ITUMD
MERERMERMTICEVWTRELINSZTOERICOVWTEZAMILIENSRETEITL., HDEK
BNFOERBRGICEVWTEMEREIN-MBENEC TR ERT HEDHRESRIFLLT,
AKAAFTRERMYFEED =, Flo. RER VI Y —ICLEBHARBDRBLELGIRE
FOFRBFMTHEZ L, SOLGEN\)TUT—FDERICBLT—EDEDIEENEELER
BNBHIEND AAAFVRICEWTIIEERIEICAIT THESNHFRICOVTHEREHEL TL
%o

EHOBRERMNEBRARANERETLCHY . BEEOMBENRRKRBEGEIIARTIETUREF
AL. AV EBENRETIBBEMNECTERNICIIERDEZRIATHIENEFEFND KL
B BEEMREICEVWTEBREZRIERICE T EGRFEMNRE -DWICETEIHAS4
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21(2022 F 3 BRE) D, SHICBREBEDERIZEVWTEREZFICRIN-BREORE -BEOR
EHFERTDHICIE, THRBEOZEICH THERFHHREDIEE1(2021 £3 A 31 B)E%#H
FZBIENDELLS,

2. R —VI Y —Z2FEALEREICETIBESRH
21. KRRV Y —%FEALEBRESATLORNEELEBEDERS
SFESFELREE - PRESENRER L —HII Y —2FALEREOEEEERIZOLVTERL
TV, KRR —IT oY —%2ERTIREIL. OKBYUTIL (MR, EEKZE)HD DNA %
T TR, QSFIEAFYNERALT DNA Ao2S /Ll -TH9Y—LEE - 24— k&
THMEELEERBL. KRR —IT Y —IHIET BT FVEERT HITIE. QR
— I Y —FRAWNTT—R (fastq T7 ML) EER T 5 TIE. @T —% (fastq T7AIL)EERNT/
LOBSREINIVELT L. NYTURERE LY RN (vef T7A1IL)EERLT S in silico DT
B.O/BON =N\ TUREICSFEIEFREREMN 5 (T/T7—2a0) L #EREEIRIHITIED 5
DIZHFEEINS, DD DNA ZHET S IREICEL TIERRDELRZNRELRBEDIRLVAK
HoNEH. BABKRREZENEZERSDOECTEERERAGEETEY 27 EE2SRBE
Nz, QDZFATSYDERICEITEHIETIE, RERBEEET 2A—H—ITKYS1TSY
ERICBFEDF VORI TRED VA ) TAF v IDRDOENDT2H. I=2 T ILIZHELVEE
RETS.QRMER—V IV — DAL TFURIZDONTIERHBRDOI =27 ILICH
STRTFRBREERT 5. QDT —IMSMBIRAEEE vef T7AIERDETICIE, SEIFLY
—ILAFIAENS, 181 TS542 D —HlEL T Broad Institute HN1RIE T 5 GATK (Genome Analysis
ToolKit) Best practice HEMNHNONTULNEM, CNIZEBDED TIEE L, SESELEH YIS Y
—ILERWSIENTRELEN ., BITOBRICERLIZY I N—2a E 0 BB RSN S,
ODT7/T—avHEIUVHERDBERICOVTIIR R TREET 5,
BEEFMREICERATIRMAS—II oY —2D0VTIE, e/ LZERE (FIZ X, EF
FAE B D HGO01(NA12878) ) AL FICLYA—7 v G HERFRED 95%LL L
[ZEWTHNLYOHHERINTVSIENEFELL, ROLGNLFEEIZDVTIIHREFEVE
BIICKY RG> TS0, BUGRENERINDILIICHA SN TV I L DR RSN
%, CDERT/ LEZEEHF DNA [ZRE D /17 /32 % (Coriell Institute) &Y AFATEETH S,
—fRICRERS—HI T —F AN/ 7o ra— )L, Bohi=)—REELDSBY /L
[ZRVELTF 3. Thhb)—oI R 7Ta—FTirhnd, /A7 ha—LIZEITSHT
T—IER—RO—)LERVEL T DB A DBETREIYSIRICEETILENH S, A—RX3—
)T DFEEIZDNTIE Phred ROT7HELEDN ERE D) —FZERNTHIENTRETH
5, IVEVTDREIZTOVTIX AV T LVE—F, RERII—, Z DD EHE M
(LCR) . BELFDHEHELREICKYRENTHADIIGEENH D, BETED Mapping Quality Score T
EEMNIFFHESNEM, TvELTITERTSRATOENS RS / LRSI —FDOREDOMEAIC
KEFET D, K. 7/ LSRRI LOBEDEEDHZEDTMERETH oA, 2FSh
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TW% 10 BZEBASRBERBAS —II Y —ZRAVEERT SOEBFEEDRREMN S, 3t
R/ LBITERBICRER S —I I Y —TOHGEEENETNTOENESH DOFHIA AT EE
EEO TV, BEDKRBREREDIRME R FREDPICHFEEENETENSSEEICE. N
DT UMD EIZEETDINEIN BIOFETDN)TUrDHERERGTEDEETRANBE
THb.

22. ERERREEICETIREEE

BEZFHREZITOREZRCE. HBORTFEE, V43— avOlhEGEEELRER
NROOND BEREFIEE. FEARFOBEI/IVLETHD, RIER—IIUH—DFF
EEELLT, BHBOT_aTILICHL., RFEERZEHANICTI, RER—IT 04 —H
SOHNT—RIE. BULEIA) T3 bA—IL(QC)EEEL . EARMIZIZIEEDFEH AT
AAIT7A° Q30 DRAATEFITHIEEDESDHR. 3— 7 yMEEN—EDHEAHRELNFELN
TWAIDHER. VAV TADEWN)—FD TR BB (TaT)r—M))—FDEIED
R WEICIELT)—RIZEEFNETETI—EIDBRE(FIZVT)  FE2ERBL, —EKE
DREEHIZLTWSHERERRERET 5, SoIC. BIBRMOERNT / LIZERBERANTEHIE
BORMK—VIUO T RONEIEEEEEZEHNICERT SN RSN D, BARfIE
LT, EEMICEEHLNHEMEERF (HG00T ) ITOVWTEEHOE VBRI D/ TR
AR Genome In A Bottle (GIAB. https://www.nist.gov/programs—projects/genome—bottle) 7 —
BAR—R[ZBFEINTLHDT, BERTE—/\)T7UMRETETW A DIERZE NI
HRT B, ELVSFELEITONDS, THDHL BESNAIRENTUMIELEHEN TS
M% Recall, Precision, F1 EREZRANT, TOREZRIIT AT ENHERIND, IR EE
BREZELT. BEROBREDEZIRELTHELIENAEEFNSD,

23. ERFRMESF T @R 000 T—2R—X (HiEAR—X) DFEIR

FOERBEIHFOGZEICE. T—E3R—XETHLUT IERKERERT ZEMNHESN TS
N)TF NIRRT A FEBITERERE RSBV —RHUGREZED T —IN—XZFT . N
ADSEIFHFEDN)T7ULEABEMREOREENMON TS IEREIFTHHUTT —IN—X
FRRTIEENZVD . HFVEESFICBEVWTEIT AIR—XDERABHUNELLIEHI»HZ
W HBLDNIT UM ERBFRNARESNEBRTELT IN—ADFANEEICERATH
Y, BRT—ANERBLEH N TUKARPARTEEFVEENHF TR THS, KRNGEH
AT —A3R—XELT, BTl ClinVar 5 OMIM, gnomAD %2 E . EINTlE MGeND 42 jMorp %
EnZEFond,

24, WMEFBERIZTONT
BRFHUREIZBVLTIX, BEDKENSCKERDEAFTTEHADERTI2EMEK BRKE
EEME. AEEEHIVET—EDATAHILAREIYIT  INAFATAIT14IY2 . E) I ERE
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T5. MEEDERITEVTE. WFhOERBREICLEBZAREGNELBRENEMRIZO
HAHABRGNBICESL. B8BTS, F-. ZFOREFFICERL, RER—HIITUH—ZH
W=7/ LTS DOV TR GBI E A T AEMAREEERDOTOERICEAETHIEM
HEIND,

BIRZFHREDATE., BEERMICERGERISAFoNGNELH S, TREFREEDON
BEREORG -FBRBICFEINGNCLERLTHRETHIENKROOND  BEFITTEMR
DHEFEMCZELEETH D,

HITEELGRHGEETSHEIRELT. REENEINHIE T EELG /N T 2k (variant of
uncertain significance: VUS) B35, /\) 7 U rDIRRMEZBE| [CS<HET A EEXEBEFICRR
ZE5ZBHIEITDENBD . TRLGHFHEEENROONSEINEZICHIM T HIEMNHES
nsd,

25. RAYIODHEE
HENECTFRITIIEAELGREEZEXR T ODOHLINFHFTHA O . BIFTICEAHEITATHORE
VI L CERMGEEZ TV RFTOMRZIRM T EIEAHRIND,

26. N—FIx7-JIr o7 OERL

MRMEETFRTE. I 1—8DN—FY27 - YIr 97 DOERERHREL TS, /N —
Fox7-VIb0zT7ELICARRRGESERITTEY . FEIBIELIZ#ER. VI 7D /N—2
AVFREELTESICLIEBEFEORELELGLLEN, SBIT DY IV 7 OT—EIR—X([ETED
FIHRFON—=2aVIT7 T T—hLTHELIENEFELLY, LEDEMEEABOEEEDT
WERRID /N 7R Rb OV bA—)LT—2DER. BEBORAROD /N T—230FDOR
HEEEE - NEEEELREDAEEAVT. N\—FRYI7 - YIrIT7DEDRIIEITICE
HHERIND,

21. FTHAEWEELIITIVT

BEODERICKVBKRGYT / LB T—2ETNIZHAHET SEKRERNEAHINS, Chb
DEBRT—R TG RALZEZE . BEDIETURADLEELDEDTHY . [GREL. B4
MIBMFHREIERT. BB -EALTIKIEDEELL, BRERIIIET UV RDEBICKYE
HYSBEDTHAHEICEESINT=LY,

6 /13



3. HOKRBIZBITHEFEMBARIN/NNITUCOBRICEHEIHIFUX
KOWEREHDIVTZHRHE LR DRELEZIONDBEIIH T HHEEZHICA T TERS
NLEBRHNECFRITIEL, BEDECHEIHARA—IATITHA TGS, EREELRET
NTWS, MEMECFRITCRSREINEFIEGDITLILEL DN T UM SHRE S,
ZORRFT—ER—RIZEDTAIINBI T HBRBETH D, —BEHERFBT —2ELEE
BRICKDTNEI T DMt RERENT —IRN—REERTHETEMNESIVREE
DREENERAEND KAAF DRI, REWCLMER R DR BICHL TRBKERFHER
ET2EBRIZEDKSGBMABEINDZRNEN FZORIFIAFARLGENS VT —F—2
FEDLILBLDTHARNENIDNTEREL-LDTH S,

31. ERERMBROZ UM

REWMEBCECHAEHASVDEBDOBREZIISTARMA L — VI Y —%ERAL-HBENE
EFETIE. RESNDZLDN)TUOMSEITEREDRRARELGES/NN)T UM EHEL., ZHIC
HWUODITBAIELEHMELTERENS, FVERETREROFAD N7 U EEHHET HIEN
WEEN FRNVTUORDBERIEIFRLTEYIETURICE DGHECERIEETHO THE
THhd,

2015 EIZAARADNY)TURT—ER—XELT Integrative Japanese Genome Variation
Database (iJGVD) A Bt . IR7E (L Japanese Multi Omics Reference Panel (jMorp)&L TE 1
EINTWS, BT —2ELTHIATTRELLY . BTEENREMICE EL., —AT. FAELE
BO-OREFEETEEIC—BLGEWNVRRERENITUMOE—/NYT UM TLEHLRBEREET
BNVTURBEEREINTEY . BE—HWEHBRIIR#ETHS, RESN -\ TUMYRIR
HETHLANEIDNEHIET H1-OIZITBEDFH IR E© ClinVar DR EFERENFRHTH S,

32. ERERMEBROTOrI/LESE
ZHD=HITHBLEGIBRNBRELE DLSLETAERZL LTSN ODVNTES-TAL
JVEER-HBLZELCTIDEDNH D, REMICHKITINIHREE L, TBENIELIERE
TEALOICHREICERB T HIENHERIND F-REBELEMLRBKRET ST AREITHL
TFOERBEDHBELLVREEICRE T SEBZRARLAITNIELRSALY,

33. ERFRMIBROEEEIZDINT

GRMIBIREITOIEDIETUORELGS BBBRDHEX . HAWEZNoDT—2ZINEHLI=IE
BT/ LT —EAN—X | OEENERNS . AHHLIVEEAN—IXTEDHLON TN, [FEET/
LT—AR=R&IE. N\ TUNBEREZH (RR) ICETHEREBELLZT—IN—XTH
5, EBRMBIROERE LN oDT—IR—REERL. HEReECENTELHRBEE DY
JLBROMMELEZE-MROBRREE T IERKREGCEMETHI LA ROONG, RFTDE
BV —ADMHEPRAE LCEELIZIZA T, BUGREHREFAL, ST URMIDNTEY]
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[CERREIBBIRZEITIEELIC. NI T UMDFREEEBRIICEEHELEVRIITEREZIOSLE
AH5,

34. EREKHIBRIROENE
341. BRITERLGT—SR—ZADEE

NYTUFOERRMBIRICIE. EITRBURB) EN\VTUNERUDITAIEREYS / LT—4N
—RIEBRFIRDAGEVDADNAN) TS LUV T OHEEFREERBLLI—RERAT—2X—X]
NMEREIND, REY /LT —ER—=X I2DOWTIL. BBERMBIRICFRIEEEOENT—42N
—REFERTEHIENHERESN, FTEEDIEE N BAKICREBSINZEREFIES (SOP) N FE
THT —AR—REFERATHIENHEREEIND,
D T—ER—XDOERKH

T—ER—ZADERKEHELT SOP NAFHSNTNSIENDETH S, /N TV MEERH

EHEINDIELEFENSG-O. T2ERA. BEHAZERBRLTVDILLDBETH D,

@ XTI OHR

T—AR—ZADEFEMELEES FUBEICIE. T—20OBEMTEERIHIETINE

BH5, ETOEARDOBERES (RESN-BERR. BEISM/N\— T—3EX%21)T«
[CRETAREBANBRREEZSSIVOANEHRET DEMBZE-EXRWARICET LMEES
ZE0)EETFL. AANERSJUVRESN-BEBRICE TIREBERFISLUVTIM/1\—
ZRIAT H-OD . X1 T+ R REE LIV ENHD,

@ Fal—av NUTUNEHE. BLUBITHES AT LOESE

T—ADRERIADI=HOTALREZRIEL. T—IRN—XDEEHBICEVTT—20DF
Alb—2avBNEBEIN TSI ENRETH S, Fal—2avDHEOL. EREODELGED
EHRAFDAASNTNSIENEELL, T R EERMFTETIVRIZEET ST
O FBOEHAMLGEFINSIN TSI ENEFELLY,

Fal—2avITBEWTIE. ZOREE N T UMD EDIFER) Y —RIZPREB S =L D AR
SNTWAIENEETHY. BEER)V—RIZTIVCATRETHAIDELH 5. EHIRDGEHI
HE. BHROBELNOD|E . NITULOEERITORE. GEDBRICLYNITUIDE
EZDEBENELL-O. RIULLGLIXI. ARBEFNARLINTOAIENEELL, N7
JrDEMPEELT, FDHREMEIL pathogenic. likely pathogenic. uncertain significance
(VUS). likely benign, benign D 5 D53 EENHA, BAMICEDLILTOLRATIRE SN
N)T R BELI-OMETREHTHIEMNEFELLY,

342. NUZUMNRRESEFEOER

FORBIZETEN\TUMOFHETIE. BERAXHANET —FR—RIZREEN =/ Tk
ERI—EED N T URDREEIN A LI DL HEDLGWFRD N T UGS HLE
N&HB, FTDHED 1 DELT 2015 FIZFH KR I T= American College of Medical Genetics and
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Genomics (ACMG) / Association for Molecular Pathology (AMP) HAKRSA U ([ZHEHL TEHT
BIEDEFOND, COHAARSAUTIETUIVEE . RIiEEDKEER. EETOEEERTO
BEELGEZARAILORATITFHFIFIZEDE, NYTULDFER™EZE pathogenic, likely
pathogenic. uncertain significance. likely benign. benign M 5 DIZH BT B A EHIIRIESh TLY
%, COXIENYTUrDRREREERATIVI$5T0T S LDOERISHENZIELTSEIC
FATHIENHERININ BEEMGHEEZHOIRET HERETIEEN, RAT7YITI2ED
DFED benign THHOTHLERIIFHUEZREZE T HHE L, ROT7 M likely pathogenic THHTH
2(RHIERNEMEELHYBILFIBELTELENHS,

343. NUFUMAELHMBREOMER

BEMBRELTES SMRICE. RMOHBERFLE—RERICES T\ TUMEEEL
EET D, TULMHEEILBRRTIELEHICKYREKELDEENH D0, tHRWLTIEERE
MEEIC, FREBEOEERETZ —HIEB-RBET —FELTLMICAFARELERT—4
A= FTHHEARANIBVWTIERIEATAAIL - AT NI D LT ) LEFICESKTBAAY
J LERRMEBIRDOIEE SN =T — 2 —X (https://imorp.megabank.tohoku.acjp) 12 FE T 5
EEITKYFHET S,

SEBEMIZHFTE7LUIEENREBENS FRSNIBEL LICKEVEE L. kA
TIVEGRORETHLaREM IFIEL BHIERDOLWON) T UM THLIBRNEM FEATT,

LI, IR ROEENEDRICRETIEZBARELER(BHER) EETHIES.
NYTUMBEBRAER THONAZLITRHUBERDLEWN\)TUITHHILEXFTHIE
TUREND,

DT —ER—=RIZETDBEDIIM TN TURREETHD. LLILRRED AT HEHS
DEWVNEHIERINIZELTH, TUINBEERENS B LALRINDIZEIZIE, B/ TUME
BHOREEENFL,

344. FRBRH/N\UTULOEEI LORKRWGREFE
a. denovo I\ )Tk

BHOEBEGET SN MATRETHIGSICHBEDONT MBI T UGN ENTR
SN FERARETELLTRELIZEEZEZDND de novo N\TURDIGHE L. BEDBRKEKRD
BEHERFEFBLEVWSEICIERREENITUITHAAREELE L MHROEMERERIE. Y
VAR HAINWERERS =V I —CLBGEIE. NI TUMIETO 28O —FRE
[CEOTHERINGFNIEESLEN D) T URDRBFICITERBED NI— DN EYFH
BFEARICFELLGVLLERT 5,

b. XJL/NJFUk
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XIWNYTUREIE, T RNYT UM, TU—LI TR TN TV EAOPOVDER
IR EICZEVWRTSAL VT REEZREIT /N7 FIRIRVRADON) 7O BLUE—T
DIVERIFERIVVODREEERT D, CNOIFBEBEERMBHLVIERGEENDOF Y
RAERIKENBREEICKIEGEFEDDORIBIZOENEZIEMND, B FHEEEE T EFAS
Nd, LN\ FUD AN RBEGHEXE—BTHEDICELTITREMELEZ S,

ELAARBEEER (BEER RRICBEVT. BFEN/ILN)TULELTVT, BEORE
BANECFLEET HHRELAHL. BERLE—HTHEE. HhOLUKECTFOHEERKIES]
BAA7 (pLIRO7) DIEH 09 LLLEDBZEF. BEOREEF IENTORLETHLAREELS
W AEB. EEEN\YTUMY X THREMEIEELTLSERE IRHAIDEHEER /) T7UrD
TRIZGET ZHE. (PRSNSRIEIFVHAREDIIVOTRELGE . HAVIIREND
2FBBHDOIVVODRED S0 BEMTEEIGEITHFICHATIFES) . FUo o REEKEF S #
2 ey (A AW

c. RTSAREBEID/NYTUE

IOV EAV AU DERBEAED /N TUME BIRROTXILAY TR IDOERDREHD
BY . EEERMHIVIERGZEEND T Ut REERKGFEDBEBICIIETFEMDORIAEIC
DAY BEFHEEEEL T EEESNBGENE L, —RIC. TV OMIEMD 1 F(E 2
DEERTFAREMLIZHD/NNIT U HY  UREEFOREICLYFRASNSERNEE
ORBAYIC—BIT DG IIREELEALET

EFRUNDRTSARBEDN)TURMZIELTH, THVVURRIEESNEZT IV RFIELY
PREHE. RRDRAT A REBLLUN T oY RERHNEFE LB R TSAS 0T hEES
BE. . TI/BERIOBREEE-TENH B, N TUMIKBRTISAV VT EREEESREIZT
BlTEHTOT 5L (SpliceAl F) DFIABHERIND, AVE2A—2TOITSLHDHNEY IR
TIZKBIETUAMNBRTSGAO VT ICEELSHIENTEINTIEZE . LT ZTDEEDE
WHAELHEISE (Bl: NUTUMBNESURIZCEWTEBMEGR(SHER) EKEDELRFICEITS
BERNDRIREN)TURERICELIGE) . BE/ N\ 7 ME, BEERLETHE (RNAZALV-X
TIAV VT REEYOHERERS) ICKVEZORRMFHENABONSGET. HALIIREM
DESEEETITOMDIETUOANEBONDSET, FHUEERTH(VUS) ELTHETLHON
BHTHD, COFEDN RNA FEIUNIERTICEIBEEBITICI>TEMTON, BF
DRBENZLUGFEEZH > CEGTFOERBREERL—HLIZEE. TONUTUNMIRER
HEHIBRT 5,

d SREVRNYTUR

HERELSEIY de novo HEZRTRDESISEAY B, SAEVRNYTUDRREIFE
TRETHHIHE . UTOFEZERRT D,
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(MWR—73/BE#R

FROIREVRN)TULTHHTHEERMDIR U RN\ T U THH>THREREH BRI
EINTWEIREVRANYTUNR—DOTI/BELERTIHE. BELETI/BEENIZK
YEEERTENEZOND, BEORBEEELBHROREEDRBDIR RN T U
HIREORREN—HTHLE BRHMOBREDIREVRNYT U R —DTI/BER
ZETLDIEREEHY EAFET

(2) BCARUIZHEIHRAIR RN T

BHOREEEHEIZTRAEV RN TUORDELERLCIFD TREISAFHRIRA LV ADT/
BERIE. BEORBELBBROBREDEHRDIR AN TUMEIRBEORBREH
—H9 555 REELHIAEEELEL,

RV EEDRYPRARYME &+ ICHEL SN - EELHERER A1
AUNYEBEEICESTEETHA LN HONTLAHED IV /INIBERAMVDIREVR
NYTUNE BEORRULBBOEGFERICHEIRBEORRUN—BIT HHE. HD
TROMFHEE-TIHES. RRELNHLFTREENELY,
i) MAFTICRAEINTLERAMVIIEFEZLDIR U REERANRRETHDHEHS
WIS TS,
i) SDDRAMUICREN)T UM RESN TOROLAMEREICUOFELLL,
HIZ. ABKVATICRET 2EELERENBRASNTVSEFATHS gnomAD T—2R—X
[CEVWTBMENYTURDGENIEERET S Z 2T 2 IETHAI L,

(4)a>Ea—43(in silico) DF Rl

SREVRNYFTURZDULT., Combined Annotation Dependent Depletion ( CADD:
cadd.gs.washington.edu/) 227 %> Mutpred2 (mutpred.mutdb.org) RAF7ZIZLHETERIEX
aA7HEESNh ., SEIND, 2L, AV E1— 2D FRERESTFEO O DHE—DIE T
DRELTHERALTIIGLAL, RREOFEILTEN - REMICFHMTIBELHY. 2 A
HIIGRRETZ ATV, fEmE TR ENH D,

AT —LREK/ BABLUVAMNTORIZEDAVIRVEDERDEIL
BIEDRUATI/MMARUIZEDHDIEIZED 1 HAULDOTI/BOBBALLYIZAV/INVE
DR (Hl: AkyTARNYTURNIE ANV EDRSOEILDHERELT. SRV RELED
HRMIYBLA /OB DHEEZELT AT S, ZD=H. 1V TL—LRE/ BABLIURE
VIOXE, PREEORBEEDIETUREALEIND, RE FAFLIEIHEAKREVELE. 2
DINJBEADEENKRELGD-O . ELITRIREMERMFTEHTRBRIETUOREL D, W HRI
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2. VE—MEEF I FELRMUICRESN TOGWRBIZEFET 5SSV TL—LALR
K/ FBATRREEDETREEAEN,

f. RZT/N\VTUR

—HRICRAZBENUTUMNIBREDNGENEENZL, RTILAFROMENEILDBEBIETRIFE
NTWBEENDORIZE/ NNV T LTI XILAFROEILIZKYRTSAL VT EREIZDEMND
AEEMED H D, REN\) TR THOTEIRTSZAREMD /NN TR ITRBELZFATILTY
ALIZKYRT AT ~DEEETFTRIL, FHET HEMNHRESINDS (344 B]R),

345 RAREMLDOHRE

BEREFETER(SHER BRXDEENEESN. 2 HFULDN\IT UM ROHONT
EEENENRDNIT UMD RADOE G HRRBEOR—REHL)  FSURDERIZHD
M HERIRBADELGIRBAL) ICHIMRFAEEZRT 5. T BHDRROLLITIKRRZN
BNYT UL DRERZEHR TGS ICIE DI TICIORAEERT B,

a. YAMIVR

BEAKRBHER(SHER EEDEGFICTELT 2 AOATOEESHN\UTUMRE
SNFBRCE AENDR(RA—LBAL)FEHNSUR(BLGLHEBHRL) OVLWThOBE&KRIC
HENERT - BHOBHZEET. MBEOYUTILOBRENERATHD, HBH/\ITb
NRREED DO TNBIZE . FIVRICHEETHAD/NYTUMNEITRIREDATRESENE L &
HIEEIND, BABEDHE. TOABRBRAOAFHIERYEGHEELHESNBRRALH L. AV
=R =7 =12 EIKY DRIV REBINT HELBIRERD—DELTEZALND,

b. HDEEDHT

RRAIZEVWTHED/NNU T UM HEREBEOAHCROHLNDEE, B/ TUIDRER
HEETILEXET D, REORBEEEENITUNO B IX. REL BT FEMNEH
LTWBIETUREED LHOLNYTUREDEDDREHEICETIIE T REFHELELY,

RRAICBVWT. HEDNITUrOFRLERERDEEN—BLLEWNEEE, TD/N\)7
VMIRMETHAAEEEN T LALLM O IFFEYFMLZE R (EFEE. REBTF-INTFOME
A REDFOEYFEURXBRTIEEWNGE) ZRNT 510 EMFNLREBROEREZE
THEENH D

346. ERERMBROBRERE

FRERBIERRIL, T—IXN—RPOEERFRTOVS LA RRRHEF AL, TORRZRKETRE
FIE. BEBGHVVESI—FDATAHIVAEYT  EOMDERZEFMR, HREBDERE
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BROBRBASECEMGLE ELTREZEEDRLTIVWVSEREZESH-RARTSAMIC
FHEL . RESK =N T UL DRERMSZ LG DM EERMITRET B,

35. EBEEFHREDHEBEEDEINE

(1) ZHETORNEETRET. RRNGRESEEHXTI 5.
MESICEEBBEDOAHICI > THREEDHEDHE S IVRESICREITSIEBEZED
THRDENHD,

Q)RR TN RESNGE X BEEICEDNIT UM BILDLIICEREHEITI,
1)L
N)TUROERBAFRBOLGVSIIM—EN-BREMIDLENH D, BT FDEEEY
Z5ES (D) (I T HEISBETHY. T ID [ Matched Annotation from NCBI and EMBL-
EBI(MANE) DEZEEHID RefSeqlD FEfz[d Ensembl ID £ ENHREINDS, F=FZL. B
FHICHIDEEEY ID AV ENEHIELGO TVSELRFNHZEL. REENDSZLVEE
BEEEYHNELGLGEEE. TORYTEGWL, NUT7UMDREE (7T /LLEDMER.
cDNA DIEH. UV /N\VEDTI/BEILDERDEEE %) (X Human Genome Variant Society
(HGVS) M iEREE (http://varnomen.hgvs.org) TS ZENE XL, TERITEZFE OMIM F
SZEEET D,

QMEZOABRICE TROABRESHEHIENEELLY,
HELIN\)T7UNDBRRE XY SERRAEKICBET AR ROERA
BEORRILEEST HELTFOEN
INYTUMERDF=OITEKBL =T —ER—X
HMEE DL EEE
T—RAR—ZADTIEAB-FIALIzT—AR—XEROEFHAE
ERRMERIEISEEDYSDILDTHS. ENBEEHE

(4) FOEDIARESHEFE
EDVZADNYTURNRESNTVSNZHRL, REZICREBINTLGRLAYT
D FEET SAEEEICS DOV TREHT 5,

Z R R QBRI DONT, REDERRNICZOA#HEHALT. BEORELSIT

%
EEZTHON)TUROERFELZDNT
(5) TR D XIG
BMEZEEHRTLERICIE. RAMICHRETET . RITHEZHEICEE TS EMNHEREIN
%

EORICEZNEROBHFNHIGEICIE. BBMNICERTET DR EILLELA,
B OERICEIBRBRERDONHZEITIFIINGICELEIRNETH D,
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