DIRKPFEABEERTIXRFREERREH

E4ypEREs - EAARAY ST
(' S ® XHEPEES - HPEES FERER G .
\ RIM=H

AMED

SM3&FEI3AS5H
BWOE W I K F
B it 2 8H R A
BARERMEFAEKLSE

et EATHETHRITED
BEFEMHIRI1 2 EN1ETS

BTN R PR AP E A 7ERE Biny: wH EEAMERR (BULSAOIERT MR ettt o~
— OFREMREEIIE T — o F—L ) =X =3 . ETEPEIE. IARESEER ORIV — T,
BT RHFOORRNT & N THRE (B3 s) 2R W=7 — 2 BRER 7 7o —5 (7E 1) C, KEFEKERE -
7 7 154 (American College of Medical Genetics and Genomics: ACMG) & 415 4> (Association
for Molecular Pathology: AMP) 23Ejsk L 72 SR HE DG IR B2 T A K714 (ACMG 5 A KZ
Ay (£2) ZWMESELOOFEZRAEL, MELE L, ZhIiCkD, BARBOEIFT, 57
BEET-D A RTA LD T IHARB | ZERLE LTz, KRFROKRIZELY BEFOTA F7 A4 120
STHE TR SN T BEEREBEORKEER FARELHEAL LY, SR2EREME LV T5Z L
WARRIC 72 D & PRI ET,

AL, Cell Hffttod b7 A L—3 g FVEFHES [Med] ICfefi S v E 3, (HARKERH 3 A 12
HFRl 1 R4 T A1 )

HRBERDOKRLS > +
O KHBRY / LERT—5 DEGHIBINT., EERIA TOTYMETEEZHANT 55
ZHEIL

O TOHELXAVWTEERS A TEMEITL. ACMG (4 K54 U TlE. BEEMOIMRFMLR
AFVDNER (RE—FRRER) & BEEEVORARDITIMBELGVEARLER
(A7 L—LBAREKER (113)) OBFREABREM S, EEEVOBREILED F
VOER (R by TREZER) ORFRENBNMIESH TS EZALMIS
O BIEHMNT. RAFY TREREREAVIL—LBARRERDS B, WEENSF L&A
ShBY T N—T . BEOEMENMBORTY—ILEZRAVTHHT AR EHIL
O BIFOMBMTEAEHFALBETH MR F— FMREAZERIZDOT., TOREMEZ TR

THRETILEZHWFE THHE
O F—ABEHED7 TO—F T, MER—ADEMHA FSA V2B -HODOFEE
B’x
MRXIE

AWFFEIE, AMED 7 ) AEREBHEE T T v 7+ —LFE (BT LWFZERSE) [4) 3V ==
v 7T MCHES B MRBOBRIHEEOMT ) ((KF - BHE) . BEErEREEMEhTE S T
e Oz BHA YR RO m R EZWEORSE ) (IWER - IaAREE) | TEISHEHERIFITIC L 2 TA A
PERIE O BRI REAR 7 PR L O REAE I | (R3E - B ) | IR A TE st 7 e 75 4 TR U A
Yo TNDL—l U AT L D BT RIC K o TER SN2 PRRMEREEO —FEORIE] (RFE - &
M) . BARFPMIRM S SIC K5 3B E2 =T TfThbivE Lz,



MREOER

bt MEEEEEO S T2W (Z2 X7E°DNA 72 EOL T 2R CRBZRET 5) % IEMREICIT
7D, Bl FEROFRRME, ZROBEIEA, BAIERZR L x RIFRERET OLENH D £
I, KEEKEERLE - 7/ L5%2 (American College of Medical Genetics and Genomics: ACMG) &4y
FIRHELS22 (Association for Molecular Pathology: AMP) (ZX > T, 2015 4EiC b MR BE DS+
PWHCRBIT 22W A KT 42 TACMG HA K7 A > NER S, ERERE L UCigL <RI &
TWET GRlBE T AT L Th D Google Scholar TO 5| FRI%Li 2021 4 3 H FF£C 9700 [A1LL F),

ACMG A FZ A ik, BlziE, & 2EEBOFIAESF £ DNA HERS] (£ 4) DOZEROPBAR
N, BlIafRNa— RT3 0 "7 EOBELZR2ICIEASEL L PREND, /B ALRE (115)
RT7L—Ly 7 MEARKERE (J£6) ThoT2HmAICid, WEMEARRT 57 2 L TR IM
v TPVS (pathogenic very strong : LA, TSR] & KB | OEMEZm - LHEINET, [FEE
2, BETOHZBDO LIV, MBI TIEROONBRNWERERTHSTHAIZIE, MO ET VA THD
'PS (pathogenic strong : LLF, T5f7)] LRH) | OHHE BENPERRERMKELZRDRNE b
DOEMTIBLEINRWEAIE, PEEDOT LT 2 ThH%5 [PM (pathogenic moderate : LR, [
R LRB) ) OREWE BENEEOa L a— T 0T ATHEEL TSN I A AER (1F
TUTIHEEIAE U ALR | LR THAILEIX. BRI BT 2 Th 5 [PP (pathogenic
supportive : LL T, TRy EFREBl) | ORI L, ThZhEsnEd, ACGM HA K74
YT, ZOX ) REEOHMABEDENS, BROFEMEZHE LET, FlxiE, PVS OHEAEL -
L. 22D TSR] oL 2 DL Bl 3560, Tl oL 1Oz, o THhEE] o
UL 3 HOLL BT A. FToEs AR REMESH VY (pathogenic) | & T & E 9,

ZDHA RTA ORI T, BROKEN Y A7 Bl X ko s e ABR 71 —H3 7 K
BRI L) IS OB Db, X X7 OB = R 2 b LT, FHRBRAAALE 234
BN o TLED ETRRIND [RF— MERER ) (3 TRMD) CHESNET, £/, v
NWIEOFFKELE T RN L TLEFE LY bREWRERZ AT EPRFREIND LTRSS X
by THERER | X, XU EOmIMNE S TR AT U —AFARKRER ) bz [
FE TS NET,

—J5. TR — MR L TR, BRI ORM 2 R NFET 256 10385 75
BRICXHT BN RELSZVWAREERSH Y £7, o, ZHORE LT I VBBt HIND 2 EB%
WA Ny 7B & BEOT IV BOEIT LDRAR SR T4 07 L— AFARKIER
EOELLKDIZLTRVLONENSMBELH Y ET, SHIZ, ZOHA RTA NI F A= MDA
i BRICOBMEILL TEBY . BEMT — X IZHESWTHEREINT-HOTIEH Y $H A,

W7 N —T1X 2 b OBBEICK LT, BEMRR T BRTEE LW o o IEFER 2B TN DT —
LERER O T e —F TR A E LT,

MEOANR

W7e 7N —FI3ET, b b REMDOT —FZHWT, Bx ¥ A 7 DOEREONHH) I EE 2 H#
L., HEHFRNCRHMOT 570D FEEMLTHZ L aRAE LT, ZNE T I A —T RN T 7=
WgEe, SRR N—T W Tol-v 2 2 b—3a U (X1 E) OFERN L, EHREEENG
< BENPEIAUCT E BN D HERDMRNZ A TOEE (] 2 1Z5/D HFEIE O B 225K B D SR ZE
B P) ZE, BROMESMNRIRER W77 7HhOROFROESY. $EE 0.001%AK) (2R 5 2
EMRINTWET, 7 V—T X hE KB —EM S ) L7 — 2 X—2TH % gnomAD (7%
8) O, 12 TAU EOBIETERT — X EZHWTHGELE LTz, ZORER., BEFOKLER L A T DY
HAEFEICHT 2R E—BT 2T, HBEALER (Vv AERST7 L —LA 07 MEAXRKZE
Bl AX— NERERZEERV) TRUMBRERNZL W TAEI AU ALR ELT
HENRNI AV AER XN BB SERNY ) =~ AER (7£9) DOIET, BARERNS
WZ EWRENE L W1 EAER), £, TNENOERY A T IZB T DR EBEROEIEOE W DME
ROFPHANZe DD, HEHFICEMRB S D772 D%, 7 4 v v —OEMRE (HE10) &9 #iat

2



fEMT FIECHM L E Lz, $25&, &X A THTHEAFMNICEEZR EHBATIIEZY 2700 2036
LT BN ELE,

FlERENT, HERETELZE R (ACMG A R4 T [#EA)), AEI A 287 (1))
Elblo, A — FNERER ANy THERER AT L — MREARKRERICB T 2B EROEE
ML E L, $25 &, AX— FNEREE (THE)) LA 7 b—AARKER (THhERE]) ©
e BROEIGIIAEEI A ALR (1)) IV H/hE<, ACMG #4 RT7A4 U TIFAZ— |k
ERER LA T LU —AHARKREROGEENBRFHH SN TNDEEZONE LI, £z, A
o AR (TS | LHE) OfieAROEISIIMRERZE R (k7)) 2L, ZOREMK
P/ S Cnbd EEZExonE L, (K1AT),

[ gnomAD DX 5 7 — % i |

WhER
|-> . 0.001%%3# 0.1-1% e
i ocot-001% 1-10% RAETRK
B oo 10%50 - FEIZE A
Zofth I 24 X1
Byl —_ ~ vel
|/~.._‘.'.l/ g VEREM )2z
e 000 025 050 075 100
; A
. l:lJ = ACMG

@ .

i L& &tE PVS (BEF—%
028 %HEE% - v =57 )
000 A I\ V 7D%§% ] =3/ ?

S5 ol BEIRA YR
&
HH Eﬂﬁ A 7L —LEARE
I 143 i
T g AR — phEK . PVS =@ FF(E 7
S T T T T T
000 025 050 075 100
G

E1:ESRICEIKERRATOEENNHTE

Enxzu  HENOeRIIE (b)) &, ZEREZIVXLICERLEYIaL—2avBRICBIIZEEL LLIIEEL
ZROEEDH., BT, P77V HTRHRELBRPICEN > TOL - REBHOESRHIaL—FLTWS, HL
8% gnomAD DEMRTF—2ZAVEBIFER, —BOLZREOFHNEEEOER (BHREEA>FEIREY
ZA>ZDOMIREVY RS>V /) Z2R) L—BLEET, BAZE (BULKROMHEE 0.001%kKiH) OBEHFELEZZLH
TEhf: (BRIIBEZEDEED BUEEXM%EZTRT). A TF/SRIL:gnomAD OEHETF—22HVWT, XZ—F
BERETR, RNy THRERERE, A V7L —LBFARKRERICOVWTEHAEL -HER. AHIIC ACMG M FF4 > ToH
EZTT, COFBRICEDICE, ACMG HAFFAM Y TIRREZ—FERERLS V7L —LIBARKEZERDFERED
BAFHEIN, R Py 7TERZEOREELFBNEEINTWEAEEDH S,

Z OFERITHFUEHRET- 5 ACMG A KT A v ORI Z & T T D b O TTHR, 2k %17
I TEBHEVERNTIEIHY THA, 22T I N—T 13, AX— FERER X |y 7R
BHE AT V= AFFARRKEROFT T, LOFEERGVY T I —T%2HT5 2 2R A EL
oo TORER, ANy THRERIZONTE, BRICE S THEINDBE 2T I JBOBENRZ NIV
—7 (AL 25%) CTHRACHRARN L < BBl RE R (ACMG A K74 T TE®A ) LR
EOREEZAT LML (K2 KEE) Boyh0ELE, £lo, (MHESNRERT I/
RO L EROMEDORIZIL, AESMABENROLNE L (M24AL), 47 b—LHARKLER
IZHOWTIE, ZORFEEEZTUT B0 Ea—27 vl 7 AR Db £3, 71—
TIIEEO T e 7T LAV THE L, PROVEAN (£ 11) s W) 7 u /I ATHELFRISNDIE
FUIIH R ERNE L AEI A AEE (ACMG HA KT A4 T THEH)) LRBETHD Z &
(2% TF). PROVEAN OFEEA a7 LEROHENAREICHEAT 2 2L (M24T) Bonrb E
L7,



SLITHE I NV—T 13 ORI T 2V BOF 55 &R T A by 7HELE R PROVEAN C
HELHESNDA 7 L—IHARKRER N EERIHFEROKF E L THRESNTHWLIERIZZ N
Z e b MRAOKNK - BEELAEROEREZNE LIZHOT —Z _X—Z2ATH5H HGMD (7 12) .

ClinVar (73 13) ZHWTEFEL F L7,

2 by 7L (Ef125%)
HaESE L

Z by 7% (F125-50%)
A by 7K (E0125-50%)
X by 7EE (Fh25%)
BEIXEVR

0.

o
o

0.25 0.50 0.75 1

(=}
o

A

25
. 0.001%k % 0.1-1%
. 0.001-0.01% 1-10%
. 0.01-0.1% 10%5 E

i T S

BEA v 7L —LEHAKRK
BEIZREVXR
ZoMA 7 L—LFALK

25

Slope = 0.0652 .
2 P =4.43e-05 .
o : :
\ﬁ 20
"R
~ 2 15
Y
—\%G 10{ ®
-L["‘ ﬁ L] L] L] L] L] » o emmem=>
-1\2 S os R L T S ——
0.0 L ® 0o ® 0o o cummmE———=D
R 2 4
. ZROHEE
=l aa=
BER (-log10Z:#4)

PROVEANZX O 77

Slope =-0.00733

P = 5.39%-260 .

: ; T EEUE
5RO
TROEE S

(-logl0Z#h)

H2: HBEEEFPEVR Y TREERLA VIV —LBARKERDOY T/ NL—7

EENRFLV Ry TREAEZERR2 5 SNWBRELT I/ BOBFZVIETHI 4205V —78 BEEBEATR,
FEIREVRAOUER, FEINBZTI/BOZI Ty 7 25% 32 7I/BUL) OR by TEREXEREISN—-T1F,
BREEAZRLABREOKRLERDOIEGERLE, RBRETLERDOIED B%EERXMAERT. HL/ SRV IEX b
Y TRARZEROBFELHEINIRELT I/ BOBOBHR, ERHVEERETT. R0BRAOEELTRT (HE
FPEEENTYT), FRIEIERER. RETY 7RIEREROEERMETT, (153hh37 I/ BHFZHEELE
WERBEOELE, ZORMEETICTAY FEha, ARERFERLYY tL->THY, FE5EINBZT7I/BHES
WEEHEMEL BBERAFTRENTWS, £EF/S%/IL : PROVEAN THELHIEEINB AV 7L —LBARKEER,
ZOMHDA V7L —LBARKER, BHRLAEZR, FEIXREVREROLUR, BEEA V7L —LIBARKRERIZE
IREVRERLABEOHREEZRDEEE2TT, BTS2 NL  EAVT7L—LBARKZEEDSEE L PROVEAN R
A7 ([EHRNMSVIFEEE) OBGR. EEHECHENFBLVEERERIROAT. ZoRMIEELICTAY Fah3, &
LIROBOEKIZET/SR2NVERL, BIRERIEERTHY &Ah->TW3,



—F, AZ— FNERERIZONTIE, ZROTSZIXIHORME T RUBFETHINE I NRED
BEFRRRICEE DS S AR L — 72 Tl ) EKAFEDNRWERZIIE T 2 2 e N TEEHATL,
Z TR v — TR, EAEEE STV D AN TAEIRE (BEE) Sl 2 VW 2 ORE ORI % X
DWEL, £F. BFEO—FETHLIEETE (1 14) 2O THE I, BEEY S OFIER
BRAGAIZR Y 9 DRI E Z OFRMGSE & LTOmE 2 P« 587/ (7 v —72RB% LT
TITER (3£ 15) &5 FiE) ZHWT, BB OEENLRBBRIC OV TORBEREZEH L EL
7o Bl E N T, ZOfEWR & BEENFIER B 4h s & B TERIRIER B4 s DO BEHE 72 £ D IFH Z A L. HGMD,
ClinVar OBEFEE BRI A & — NEJZAER L b M —RER THRO bR & il%e'ﬂwb%tb\&%z%m

LEBREHINTHETNVE, TUFLTH VAR (JE 16) &5 BIOBEME Fik&2 AV O
& PoStaL (7£17) L4 FH1FE L7z, PoStal &, BEfFD AKX — NELAZE BT %ﬁzéb%mié
NTWRWEROFEIFEMETH 7 1 7 F 5 (PolyPhen2 (1 18) 72 &) & OVEREHE 21T o712 & 2 A,
PoStaL I3 EFIR 2B MEZ R LE L (K3), ZORERIT, FFEDOER Y A T i@ EN-ET L
EWET 5 2 L OBREEM AR L TWET, ®ZICHIE S L— 713, PoStal THEE 95% % & - TR
MREWNE TRISNAERIT, ACMG 71 K74 T 1Ry LHESND, AEI AR ALR
E AR 72 B BN —REM TV (SRBEOHREMEEZRT) Z&E2RLE LR,

© — |
|
|
|
@ _| |
o
|
|
(o]
d 7 —
il jﬁ 7 — PoStal: AUC=0.859
&8 3 SIFT: AUC=0.537
. /"'J A / =
o / — PolyPhen2 HDIV: AUC: 0.579
y — Polyphen2_HVAR: AUC: 0.583
- MutanonTaster AUC: 0.604
o~ _| BFD
o /
7 r}? |$ — Eigen.PC: AUC: 0.637
, = 1R%
o
S !
T T T
1.0 0.8 0.6 0.4 : 0.0
REE

3:BIAERBFEER 2 — FEREAEZEDOHIFIERE

£Y—LotEEE%® ROC fi#g GE 19) THFH@iL7-& 25, PoStaL (2#) A'Bi kY TK &\ area under the curve
(AUC: h=7 OTOEED Z & THRY — L OREREREDEEN—D, KEWIFEHEFEVWILEZERTS) %

L1z, FORBIIFRE 5%DF MV, BRUMNE, 22— FPEREXZRICHEELTVEL (FICIREVRERL

ExfKRe L) BEEFHY—LERAW L EOEE,

SEORER
KR OREEZ, 7774 INVTTANT T N (KfELTEEER) LELTELEDDHLER 4 DL

DET, ZOMEESRLENDL, SHICHEmMEZED D Z LT, HUEEOELB 2K TH 5 ACMG
HARTA U OBEEZL VM ESELZENTED EPRINET, — T, BREGTFZEICBNT
X, ACMG HA R7A4 DL BRIEMEIFEFICAHTIEH L LOD, BIKEREEZD TEAx D —A
ZEEANCEM T2 2 &AM TEETY, SRIOMEIL, BRERIZ OV THZE L 72 Fsii 2 f it
THHLDOTIEHY EFHEAN, OV olffiRfazMa L TN Z & T, KvEanzi(4 Fo 140 %
RS ENTEDEPHREINET,



F AR

HENNEEFZW A BT A4 ORE R BICBEN D720 T, T— 28K

}OT I —F T, MiBE_X—ADVAT LENAEB T 50O HED BARN 2 —Fl 28 rd 5
DTY, SEIERGHTHHIN TS, EHFRIZL - TENSNTZMESOERE FIo 0B s L
ST L— LT =R A RTA v FlAIRMEEIIC T S DSM (1£20) el E, A% T —X
BETCEIOVENWEDOE LT ETYH, AFREOFIEERET e MZb R0 d LivEdA,

ﬁ EEDACMG
WACMS | e
Gotrartics infedd (it
gnomAD | gnomanz-
abbdfa | CoTEN

=& 3 HER

G e Y databeLe

ErOmEe
W — Lo
I|.l 'tﬁiﬂ :
HEES
ELEED
i & =R

Pathogenicity of Start-Lost

IEF /AL~

PVS 75
[EZmAhl [&h]
Al i |

PM
[PEE]

PP IEFI
[ERE] BIWETHL

FlL—=LisT

etc.

ZE—F
EEX

¥
Z kv 7TEE
BEF7 I /B30

|
|
|
|
|
|
|
+

T e | —

I
|
v
A7 L—LIENTE
PROVEANBEZEFSE

¥
AF—EE
EiDATGE &N
I
|

A¥— FEX
PoStaLEZEFH|

K4:EXRARDITF71HhVTTREFS
REDACMG HA FF7A4VICBIFE2R2—FREAER (PVS: [##EA]). A by 7TREERE (PM: [FEE]., 1~
FL—LEARKZE (PM: [hZEE)) o¥EL 1BBICRT, 2BBI. gnomAD F—422AVECASOZTED
HEDHHEHR%EZ. SEREIR. BEOMBLY —LERAVW L ChoDZEEDOFOFELAY 7/ V-7 0HtiEE HGMD,
ClinVar T—2 zBWkiRiEZ2 T hZThRd, —BETOA4EBIE. ATRMEZAVAEEER 22— FREAZEOHRIET

JU (PoStaL) DR LFEMETT.



FAREERAA

MT—4BBRETIo—F

O EODFBEIC L > TEKSND T =P ROFEEZEE L, WA —EDOFRENPEITIND L HIT,
ERATRER T —F b 27— F L, #EamBA 2> TREMICET 2 E TIHICT—F# &5 LT
U < HITA & EEH O FE

*2ACMG iM K51V

KEEFR & - 7/ 5542 (American College of Medical Genetics and Genomics: ACMG) & 431
%2 (Association for Molecular Pathology: AMP) 3L CRE Lz, BIs 2o A K74,
TR CIZFFIR SN TV D,

Richards et al., Genetics in Medicine volume 17, pages405—423(2015), doi: 10.1038/gim.2015.30

BAVILV—LEBEARKER
3 THEIY EIN 55D DNA HREEHI DO R ES LATTHEANRRO LD X A T OB TER, BRUKED
B R BRI S B,

*4 DNA 15 & & 51
7 WNERERT D DNA BEERSIX, 77 =(G)., ¥ F/(C). 77 =(A). FI/(T)D 4 M
b5,

*5) 0t VRAETR
BURTERER AR T SE AT Ry (TAG, TAA, TGA DWW i) DEETFOBRFT TERINS
XA T DB,

6 JL—LY T MEARKZER

3 THEIY I B D DNA B EERFI O R ES L ITFHARRO 6D ¥ A T OBETER, 3 >0
B, (aky) To0T I BRa—RIn57H, 3TEVYUNRWEOBARKINAELD &, # v
RIBDFHIHHRE (7 L—20) NPT, TNLED Z R RS DS @ & 2 b bnloTL
£,

7T SIREVRER
BUNRNTEHROT I e —ORITEE ERRD DB ST D XA T DB AR,

*8 gnomAD

Genome Aggregation Database D%, K[E 7 17— REFZEFAER L7t MBIl A RO KBTS — 4
N—A, AWFZETHM L7/ N— 3 2 TIE—#RER 125,748 ND & /X7 B 2 — REEOE R T —
&L 15,708 N\DORT ) ATHIOERT — 2R E LD HILTND,

URL /% https://gnomad.broadinstitute.org/,

9 V) ZRRER

DNA BlFNEIZBALT 208, X L0 BHOT 2 BRIIE(LSERnd A 7OBE AR, #i21E CAA &
WHIITRECAG LW T RATIWTNE T I VRIFINEZI 2 a—RKTH5DOT, 2Oa R D3
FHOANGIZEALELTHT I/ BBITZE(L L2,

0 74 v —DIETERTE
2 OUEDOHT I —ITHBEINTT —Z DS HW LN AEH M EE, EEOKEFE e S
IR T4y —NERLT,


https://gnomad.broadinstitute.org/

*11 PROVEAN
Protein Variation Effect Analyzer Olg, J.7 LA 7 X X —ffFEFT D 7 )V — 7033 Uiz A RO
HEMFHY —/L, URL IZ http:/provean.jcvi.org/index.php.

*12 HGMD
Human Gene Mutation Database DI, H#[E D —F 4 7 KFNEE T 5. BEAO v NEBIFK - Bl
BT — 5~ R

*13 ClinVar
>k[¥ National Center for Biotechnology Information (NCBI) 723&#t3 %, b NEAFRK - B#EE RO T
‘—&J\‘\—Xo

*14 EEEE
ZEO=a—TFNVFy NI—T (T4 —T=a—FNxy NT—27) ICXDEEFEOFE, 74—
F—z=v Tt LiINns,

*15 TITER

Translation Initiation siTE detectoR M I%, x5 FEEY F ORI O EAE Y 2 & &1, FDENENZ v
PN BFRBMG R E 720 D 20 E D N EREFE CIMET 5 Y 7 b =7, HENFERFEO 7 L —T
2 BA3E, URL 'L https://github.com/zhangsaithultiter,

16 SUSALITH LR
FURENIY T T LT =2 LA E AW T, ZEORER REELIT D 2D T
7)) BED . BREROTHFERAZHEES L TCET A EZRET A TFE T LT XA,

*17 PoStalL
Pathogenicity of Start-Lost O, AHFZE TR L7-, A& — MEREROFFMETHIE T v, Postal 1%
YEET [EED) OF, AX— MNEREAENFEEREZETLINEIDEZMOE LB TFMBE A A —

*18 Polymorphism Phenotyping v2 DO, /~—/3— RKRZED 7 —TRHFE LB A RO EET
> — 1. URL I http://genetics.bwh.harvard.edu/pph2/,

*19 ROC Hi#g

FRELEE L RE OB b E R oe il Eic 7 ey b L CHBETRIOMREZ % L7z dh#t, ROC X Receiver
Operatorating Characteristic D%, & & & LT —F—IE50D ) A DT ) 5O FELZ BT 5
T=ODHEE LTHE SN,

*20 DSM
Diagnostic and Statistical Manual of Mental Disorders D, F&#¥E B O FE D 720 O 3@ 555 & A UE
R RRT 5 7 L— LU —7  fENKGET 22 S, BHEIL DSM-5 M ST 5,

BER

Refinement of clinical variant interpretation framework by statistical evidence and machine learning
Atsushi Takata, Kohei Hamanaka, Naomichi Matsumoto

Med 2, 1-22, April 9, (2021) DOI: https://doi.org/10.1016/j.medj.2021.02.003.


http://provean.jcvi.org/index.php
https://github.com/zhangsaithu/titer
http://genetics.bwh.harvard.edu/pph2/

