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A ARG Aol HPe | AWl FAH AL W A5AS wol FAT. AA A 309
Qe WA WA B ARYF 5 gor] vige] Wi it AN AT wyR HIIA F 4
ek, % AWYoE AFHE AR WM =Y BRe ABYHE RS AW fushs A4 Be
O " EEHoln, &S kel AL FE(oF 38)WE UL olEe uEe) W fuxe] ol

I

A BAWE HF37] ulEo|ti(Albert 5 Nature Methods(2007) 4:903-905; Gnirke 5 Nature
Biotechnology(2009) 27: 182-189; Hodges ‘& Nature Genetics(2007) 9: 1522-1527); Majewski & Journal of
Medical Genetics(2011) 48: 580-589). whehA], dAF AlAEL FH FAX E= FA=Z gigk AR A4 glo
T fHA dRlo] gilEE A A EddelE AAske b vl A3sit.

T R QIZF AJFEA Ate Wy 2 E A osks EFujely] Yl AR 17 7] F(electronic health
records, EHR) ¥ A& A4 E] 3t 2
do2HE AMES S, oYt T2 AES] fojH= A AW 5A F3d4 2Z A (genetic driver)
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AbEl B djERate] Je AFsE et udd diy A REE 2 dold A oA v S 7
A Aol HEE 4 b (Cardon ¥ Palmer. Lancet(2003) 361(9357): 598-604). o©]2]%F E
iy @e HAol wAst 4= =X gk =Ao] Adr}(Wacholder & Cancer Epidemiology, Biomarkers &
Prevention(2002) 11(6): 513-520; Thomas % Witte. Cancer Epidemiology, Biomarkers & Prevention(2002)
11(6): 502-512; Gorroochurn % Human Heredity(2004) 58(1): 40-48). 7}Z-7]¥F A4t AAS Al&slo] <14
ASsHE 9T = k. FREe 1 A& e GA AuE AFS 9, ZF 7FS U] ARlel dEae sdd &
A Feo A s, AdWrHQd - Ald-g R Al F5E Ee(d: dAE E4E HAE(DD M
WA 2 AR glzatelnh, g g2 JH (o AFE)E ATFEAY TAld B2 o tE VS AU
A+ 5 At

Yt BEE elA AES Austs Ae A §4 Al AYHES Folx P val R 4
BE AT P AR TR DEL APett AL LIV L S dolA Foln w4 ud
ok FF RAHE AAY F5 N BY D] F7 MAE 2AF 0 55 fEatt. ol AFL @
o FAYL /M BA A ARAEE golshe b Bgol @ 5 9don ojed ABAEES Abstol
g8 2 AP FA4 2445 9% 5 ek,

%
o FEAom, tie ARl Ax AE delHAE uelAd AAe] 13 EQL B3 4

AN A ,
wh e AE FAA SN FAH Wolsh A Aole] ARYe 2AT 5 Arke AN 7ze.

Fo) dolHrEd 488 4 Ack. HolE A

e T I )
BT o S )

= H E‘%L_O‘jeg ;SI\:_]' BE—‘E O‘j = ’ 1_% ;
5ol z@e ¥FAT. dolEMEdE g £ 44 W} AL 5 vk WA & Qe F
Mol 3ol m-ARHe ool A Ewol, A, A4, A9, ®Al ¥ FA} TFA. HAH W
= Ae Ega

4] 2 AJAA (Dewey 5(2016), Science 354, aaf6814-1 WA aaf6814-10);

- ARl gEHW 2 ARG AGe] QA dolHE 22 Hx Agxel FPsRa A5 BN 99
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DNAnexus =& (Reid 5(2014); BMC Bioinformatics 15, 30)°] == 4= Qc}.

- AZ-g 9l7] AL FRAEF(CASAVA) (T11umina Inc., San Diego, CA)E AR&3le] AAE 4= glom, BWA-
W (mem)S  ARE-3le] GRCh38ol AHEd <4 Aquh(Li 2 Durbin (2009); Bioinformatics 25, 1754-176;
Li(2013);arXiv q-bio.GN).

- Ayx<l BAM 32 GATK(McKenna % (2010); Genome Res. 20, 1297-1303) % 3]7}=(Picard)S A}&35}¢]
AglHol FE& AdYsta, 58 BASA, 4 E FHoA ¢V)e] =4 AHES 3T 5 ).

Al AAE HolAl= AAMA 2 fFARe dig 75 S 2457 Y8l A E85(Ensembl85) AR Ao E
AF&3Fe] snpEFF(Cingolani % (2012); Fly (Austin) 6, 80-92)% F4& ¥ 4= ¢t}(annotated).

wglo] ZA8 BEe AU4 FolE Poslt AW-fu volAE A¥a] el g9 ST w-A@H

A Hed o), Aol Fol, BF-ww Fol, HEE-pw P, A AF, A3} Fo), BeJ-wA Yol

A gl £F N, AER Aol =B ol AMEY 4B, AFY 4B, AF P, @ Foh, #44

294 RARUBES, ©F 44 AFWE, A OBAF, PG, A2d SUWF, S azdsE

g%, wE olEd 23 xFw

e A& 9 F Qoo Aol AWHA Fom, 4G WolAe] A5 ol AU o] o5 FU
5ol olsher,

= Mo, %l ANYAL Aw AE dolHAE Ul 17 17
Fol AZel A Belse 7] WolAF Aua] AR YRF ATY & Arks Aol Az@,

oz M
ox

o, o2

e

g de 2 A FAA Rl ALEHAT. oelg H-AFdAQl o F e
Ao 7S #AE AEE F AdeA AF-E ololdE H-nto]-t] A E(IBD) F
Aolm | Za]W A (PRIMUS)(Staples 5(2014), Am. J. Hum. Genet. 95, 553-564)S Al&
FRE BRste 8% ATAE & Avk. HelHAE 7o FHE 15 #AR 23

st A #BAE e I

Fojok ), o|E Eof, di AlFA dHolHE L3t HolEHAENdAM 13 g A¥sly] 98] 20183 9¢

794 299 FE5 AFE v E3F F/ W3 201902055029 7)E® W "SAR; o]y BEAoA #AE
=i 3

FEek7] AR AAE B T & o] g jlen, o= I AATE 7] Fx= Eddn.

tge] gty Als AE dlolEAMEA dFS AAds7] 98, COP (Constructing Outbred Pedigrees ) %
CIP(Constructing Inbred Pedigrees), IPED (Inheritance Path-based Pedigree Reconstruction) % IPED2,
PREPARE(Z 2] #3h) 2 H v|Ad AES d% A74 2= 2]¥ (Pedigree Reconstruction and Identification
of the Maximally Unrelated Set, PRIMUS)¥} 22 % 712 HIWHE AT F A (Riester &
Bioinformatics(2009) 25: 2134-2139; Hadfield & Molecular Ecology(2006) 15: 3715-3730; Marshall &
Molecular Ecology(1998) 7: 639-655; Cussens & Genetic Epidemiology(2013) 37: 69-83; He - Journal of
Computational Biology(2013) 20: 780-792 ; Kirkpatrick & Journal of Computational Biology(2011) 18:
1481-1493; Staples % Genetic Epidemiology (2013) 37: 136-141; Shem-Tov % Halperin. PLoS
Computational Biology(2014) 10: €1003610). PLINK, KING % KINSHIP¥} #Z& Uh& WHHE A3 4= ),

B oA e delEAEe Aol A, 17 A1 Adstu/st 95 A4sE B 3 oln o
AGEA o, tael @A An BE dolEAES A5 @ Ast A deR Aol HA >
gl ela] a4 glgol olsHtt.

B AANE U HoIdAsAN JYE AN T30 e 7Hxﬂ e AT 55

8 =
des d4str] Al
_%

4 4 92 =
A el deEAEAA AAE AAFozH A 4 A

AR A A THFHAA, ol FAE AW R BA AF BAY FA FA LF ZSID)OZTH 3
of ®4 mEE Agstel golHrh, AY 54 AAHQ TAFHANM, 1D oA Ei wM Agwoz
REE 39 BA mEg Agse] o2 39U Aotk ol FAL 10D oA EE 104 AFwe 4]
o BAp ;=g Abgste] 2742 Aod & vk, A FAG) 49 8 o)1 Aol 9}% A5, AAE
e Aow A4E & vk, A AAHe FAFHANA, TEEAA FHE] 5 23 oW FAL 2
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ARE M-EE JHE FAREA ¢ BAY B YRE gE Bhsh PR A8 2 Bl HF s
HUAS TG 5 Aok v-EstE oR guE B9 Aol A4 B4 olm Fust AdE A% W
Agc. =4 dolEl/AD AE(210)% v-Ausd o AnE B 24 fAelAl st olge] EADL
29T+ YrHIF Bol, Wl FA BF I R/EE BA AZ Fol "PI'mSE FFFOEH).

3 (200)2 NGS 2184 A (230)2 E3HF 4= k. NGS AEA AH|(230)E 3 o] ae] AlAA (S B9,

Illumina HiSeq 2500, Pacific Biosciences PacBio RS II 5)& ¥ ¢ 4= t}. sk o] AldAE A4

A, AA A& AJE, RNA-seq, AA-Als A1, 24 A8 52 98 42 5 U x40 59

oA, ox dolE AFTA(220)F H|-AEE om AR Add IAERFHY AETH A3 T
q

©
h =
U AbgE S olTh. NGS A AE(230)e ARSH AT swow 7t dxe] &S AANE 4 AU,
NAY Aol AREA AL A% e, NS ADAY A

Instruments2H-E))E 233 4 Qlvh. AESA AMEL FH(FA) d3dE ZF FH)o +84
31 i
= T
A

L
ox O
i
=
<
w
N
o
]
=)
o
to
.7}
oo
2
Ll
il
2
e
o
(e}
=
(@]

wHE 24 HelH/Ae A (210 AEs AsoR V|Hsy] fe) 270
A8z E 2388 4= 9tk NGS AlEA AR)(230)e 7dd doly 2 adEe =-2F #A5S 1nEAEr] 98
Shut o] AR Aol A ARESE7] 918 skt o] el 2AE EFE 4 vk, whEbA NGS AR An](230)
AT Y IAEFE ABAE £ vk g SWelA, NGS AEE AR(230)= viY Ao]% 1000, 2000,
3000, 4000, 5000, 6000, 7000, 8000, 9000, 10,000, 11,000 FEi 12,000 HA &S AIAT 5 dE= 7%

AR
i o -
N =9S 71-___]j[_.

NGS Ald7d AnH](230)90 23 e AESHA ol (dE 5o, 9A A1DA dolg)e 24 dolg/Ag Al
H10)E AFd & dom, 71 o A=A dolgE 94 dole/Ag AH(240)2 HAET + Uk, 44
gole/Ag AE (240)& s ol 9] AFHE AXE Eggels FE=-70F dioly A 2 A AMHE X
e = vk, 24 dlolH /A7 AE (210) 2 NGS Al AH[(230)& 3kt o]t &% FAR s F
44 dlolg/Ag AE (24009 A dHolHE FawrE 4 AR, TE dHolH B4 AZE(dE E9,
AEIY)o] e ETk. ARl SHAA, dF Hole /A AH(240)= Al 3% Al=E®, dF 5o ofntE 4
48] 2 (DNAnexus) & X33 & nt. 94 deolg /A8 AH (240)= 4 GAY AssE LolatA & F A
bk WA o2 st o] o] FH(250)9 HolHE IR 4 AA k. 2 dlo|y /X AlH (210)Z5-H
AEEA HolHE FASH, 974 dole /A7 AEH(240) = AEHRE =5 A1E35te] 13 2 23 dHoly &
A& et Asstd dde Fol= 2l dAE FIAT 5 om, AuHor Zp MEe] g FAlo] &
(annotated) WolA] stdo] AFET, olgfg dolH A (& Eol, +4A3)9 A= =24 dolg /A
B (210)& tiA] Ag= o o E Eo A AW Ao A]2¥l((Laboratory Information Management
3

=
=
System, LINS)ol &&=o] 2+ A&std AEe) s FA8t=5 742 & Ao,

~

g

1o g

N

b

274 delg /A A 210)= Ay 28F e S A5y 98] v-AdE o AR(AEE %
AY 23 =38kl NGS Al AnH(230) B AA dlolE /A AE (24005 S d& AEIA dolH (4
£ 5o, FdAE)E ol&T vk, dF 5o, 22 dHelH/Ag AE210)= 2dE-+4 HA2HS 48T
T en, 7|4 FdEe 54 AW 99, dE 5o Adyd Akl Wiz S do A Aw FA4Y
< 7H g e idd9ol Aody. E gE oe AFAR] WMoY eEyoRRY Bavs AoR Hols
NAE AEsh7] 9% vint ghabe] Agrolnt. & vE WS FAAES M, dE 5o FdA X7 A Y
S ey dgsks v doldts Aos AFes Aou.

HU(260) 7 22 HEAAS S8 A&ty doly 3/E=

)
ol A2g & 9,

%40 =AE ke o] o AlAQl SHelA, 274 dlolH /A AlE(210) B/ 97 dolEl/AE] AlE(240)
Z 3 o]de A HolE FALA(300), T dolEH FAALA(310), XA WHolA-TEY A7 dolH
T8 4(320) Z/EE dolE] B4 FAR2(330)S EielE sl o4 AFHE FXE X3
AZ "ol T8 2(300), FEY ol TAHLA(310), D/EE §4% WolA-%3Y A doly FTAHL
(3200 Al dolEle F42 37, #Zx Alwd g w5 JE, WHelA AE, WolAle FAIY], 1¥EY
A WolA-xdAY A A, dlolH AlZtE}, o] xF T ot ol sl +dE ¢

AAHQ ZRNA, st ol del THAAE AA Hedel TAGH, A 2ZEe] FAFY, Fr AXE
dol 0 sedol ue AW FAGH FuE A 5 Avk. Hel, X oy L ALY A oA

oy
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TEE ARH-PE/E T2 gy (9 CHI-AAIA AFE AZEO)S Zte AFH-d57 e A%
Aol AaE 22O Ao FEHE AL ¢ Ao Eu Adez, & ol 2 AAES -7 A5
SEEg0e] dHE HE 4 Ju. k= vz, D-ROM, B8 A% AR = A7) A% FAE 3ot 9

ool 4A% AFE-HENS A At AgE 5 ek,

AAHL SWAA, FA dolE FHLRB00)E St o] FAH WolA 5Hon FHE S 74
g 5 ok, FA dolE THLAB00)E EF st oldel f1 wolAE A, A, A 52 98 4
S Qe st olge] fAH WolAlE st olge BAGIEHZRE A AD dolE (A Fo, A4 A
o = Aol= 100,000, 200,000,

dole)=HE F4e & = gk, o Sol, sh} ol HuH WolAE A ,
300,000, 400,000 HEi= 500,000 HHA Azt RE FA& & = rk, 3} o4l FHA wWolAel )%

o7 FAS dold FdA WHolA dolE/f AAMEL. dF o], f474 WHolA HolEH & 3 o]Ae] WolA
= ¥4l (Variant Call Format, VCF) $¥d& ¥3s 4 ). VCF 32 SNP, 949 L/b= %24 Wy &
el "92E 3d YPHolty, ®WolAl= HAMA/FAA dist 7153 JdS Hrista ZAE e &4

A E575(Ensemb175) 44 A& A3t

(potential loss—of-function, pLoF) ZXHE 2¥E3lct. WHolAlE <Al
snpEff 2 FXE7|8la 7|5 FAE7]= ZF ol (2 Fdxp)ol s
A D/ FARE Bl AlFE vief 722 Wy dAe] A&5AQl Y W e 9] Ao FAYH
& 54 AANE AR AgstE AS 9H|F

53], 53 &4, aU/ld 53 29, 8 HE, JE VA B S =s 23 4 dEe] WAA A
Aol A I&HTt. o] 18% Z7e] Fu #3S HAAHor T BE B35 9 2o = 234
o},

AN E & "AE B sk Ayl fsl AleEs s AAldE Fxste] Bk 9hds] ol =
otk o5& drE 9% Aol & WAl WHeE Algtels AR A Eol = e

Ao

AAd] 1

AA = A=

nfo]m= ARFUE @2 oYM E B (MyCode Community Health Initiative)®] ¥F7} == ©] 59 93,3687

o] v]-2H3ate 7lo] A7 @A A|~El(Geisinger Health System, GHS) ZF7FAFE A@AZTE. o] Aol Asto
2 NAES YAYE(Regeneron) GHS DiscovEHR F¢lol d3to=m A 4 2 JlolAA 7|13 HAE 93]
(Geisinger Institutional Review Board)olA <13t T2 E o wie} GHS EHRS] Hlo]Eof] AAs = RS ¥
sto] FHLe m AFE 3 A L DNA AES AFsted sodn. 3 BRE 242 AR 59
0

2 IRB el wEt FHFAJC. 4 FoAE dFels v]-AEsd EHRel dA" AE5S sEHa At

DiscovEHR A7 AT FNAEAN 71ES FAZORE Aoz 1% FUAnt, v A7 EA (a2 A= &

o] & & ) W g5 A="HY A5 FE Fgse éd‘-ir“} olyg} GHSe # s JHelE A A
H] 2

=
34 (Coronary Catheterization Laboratory) 2 u}g]o}EE A Bariatric Service)ZF-E 2] Z7ixtol] o

OH o]—}\‘lﬂ o7 lc diq
A];\]oq] 2
AZ Ful, AR, Wolx] 9 ¥ AF (C

Hz 61K AME("VCRome AE")el dig HMZ £ 2 AAFS o] A= AH(Dewey & Science(2016)
354:2af6814). 31K A& UHX] AE= JEA L2248 743 (NimbleGen probed capture) thilel], F7} Z28
7b A7rE ok E ¥ o] IDT xGen Z2HE AME3Sto] RF xGen Z2HE AR AWEA] AT JE2
VCRome Z4# Al¢fo = Z AMEHE A 995 7 At ZRA| A Frlget. AAE dHe 2EF
B3 E H]=(streptavidin—conjugated beads)ell ZAg = Eo]% DNA @& A2AJA(IDT) e B%
TrEZ met de] dAT AHoRE AAHATG. F HA AE AEE "xGen ME"E AHEHIAT. AlE
2] E7|E(Genome Analysis Toolkit, GATK; Web Resources)S AF&3le] ol Zo] AAFATE. GATKE
A Fol ZF AlEe s FEE FH-3A Y719 =2 A o] AFEEJATE. INDEL ABEH FE-1A
=2 GATKS] 3F=ZE}YE ¥ (HaplotypeCaller)E ARE-3ho] A 2] = o] o] Al WolAl F I (gVCH)olA Al
0

AN 2
bl A=}
¥ ARERE WMol ABA BE oY 94XE ANt fA4Y AL 24 4E @ Rxs) vustel @

=

O
I

o
oo [T
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A-FEE QLE = WOl A(SNV) % IS BT AHEs dd-ME ¥olA F ZUl(VF) Fd& Zshe 729
2 Adeg 50709 MER 74E Edeld AEe thal GATKS] A:=EFIGYCE (GenotypeGYCF) 2 =it
A-AE VCF 92 F AECA Gd-UZ VF A2 e BE 7h Alo]ES X 3tel= 3] 9-A15S AAshs
gl AH&-= 21tk VCRome A1 Ee] EH3H SHA pVCF L2 s 9-A=3) 7 200709 Sd-HE gVCF L& &
& 275t 3 2 &
AEHENT. 2= 2007H BE pVC W& Aol VCRome p jJrO % *@Hﬂ DP" 01 IS WHESke] xGen
pVCF 5 A k. VCRome B xGen pVCF LS ZAdsto] T p A7 gt GRCh38e] digh A d v
S AL 85 FAdA AoE ARgatel A-stal WolAd F4E %%‘E}. A Ael= 54,214 o] HAMAIR
AgERem, o= F4o] @9l AF % 4 s=o] Sl wd-ay f44 19,4679 s, o)l A
FE ME QC A -, 92,455709] ool 4e ffal Hob Ul

o ZHas @ 24 24

=% Av1.910(PLINKv1.910) AR&ate] &3 HOlHAIEES 3 (HapMap)3182} W estar, = SNP ti=H IDE
ZIHto 2 F dolHAE 9l SNPE FAAT. B4 oS £93 THE AE5tY via-dd fFHA HE >
10 %, 428 ZAE < 5% 2 spr]-vpedlv] 2 H ¥ (Hardy-Weinberg Equilibrium) p &t > 0.00001< 7} 313
% SNPE AFE AT "-maf 0.1-geno 0.05 -snps ~2Z-h we 0.00001". W3 WZo] s F2 FHLA
(principal components, PC)E A4tg thg EFHAE A& HoHAMES 7 @ 845 3 PColl 793
ot W3 AMEed dEl PCE AR ohAlvle] 243 AE e Aol dis Adl dE F47](kernel density
estimator, KDE)E F-@grh: ofZFFFQ1(AFR) £3F "5 A(AMR), FoFAIoFRI(EAS), f+HRA(EIR) R Folro}
QI(SAS). KDE= 7zt AlZo] 2zt g disd £ 7FeAds F4387] a8l AxdE A, 2 Aol s 7Hs48s
(o)

7o 2 3t 24 AFHAlart AR, Aol FEe] > 0.3 ¢ F MY A aFo ' A5, AEE
EURX.T} AFR, EURE.T} AMR, EASH.T} AMR, EURE.T} SAS AFRXE.T} AMRe] EEQu); 2% ko™ "ujx|9
(UNKNOWN)"oJt}. 071 T T ojAte] A4 f1Fo] 83 =2 7eAS 7Hd 29, AEZELS 24 s "v
A2 AARHJ Y. "R A4S 7 AES 2 71*& o] o] GlE] E]-u}o]-T] A E (IBD) AlAkel Al A<= 2itt.
PAPN oql 4
IBD &4

& ZYaE Agele] SAT volEAEN F
q

2 D
EH A %“4% Hack, A, A 7*4 IBD A 24 B4 Z2AHE A 5U3 24 A =(9:
AMR, AFR, EAS, EUR % SAS) wjollAl AAt= S,

>~

2 A 7k 1§ BAES FHotaly] 98 —-min 0.3 ZHA FHS AFR3ste] 2E JNA] 7] IBD
FAME AR, 27 ts AAE HENZ =57t AAlAL A7t 1§ #AR 15 7 WES AR aF
ERet. 2 19 7S UEYIE T Z A (prePRIMUS) do]=  #kel(Staples 5(2014); Am. J. Hum.
Genet. 95, 553-564)& &3l AaqEom, IBD FAHE /A7 98 A& 244S A4 24 ¥4 dg 7
AR Qimel XA FT. o] F4gL 7} 715 UEH I W A 719 15 #AE AESHA FA AT (H A PILHAT

0.15).
/\1;\] Oﬂ] 5
92K 13t d&o] ISENA A FA F FAAA A

92,455 9] A, 439 dTA HEol, 16,4762 F-E- x}u] A
w TAI7F DiscovEIR Hlo]H A EZFE 2HEA (= 5). F1
A oAZA HFP. 15 AT A&t 12,5947H94 A4
Az A8l DiscovEHR ZZES] A F 39%E Ho]EHAE

10,4792 A-FAAw] A 2L 39,0009 2
g zE A Y3 Al =224 #
TALAE AHYon  olE 17 7l vE

o Mol 1539 W& AL

[fulmspy-c
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[0180]

[0181]

[0182]

[0183]

[0184]
[0185]

[0186]

¥ 1 (DiscovEHR HIo|EHAES] 24 &)

ZIHSd 10-2021-0055072

zd 2El2 | MEx AMR %
EUR 88634 95.9%
AFR 1984 21%
AMR 959 1.0%
SAS 196 0.2%
EAS 194 0.2%
ojx| 488 0.5%

32 (DiscovEHR HIOJHAMECNA 15 THA] FeE /Ao 24 v o] ghde #4)
2| =4 BT
MZ 450| EUR-EUR 42
Mz #4E50| SAS-SAS 1
2o _XpA EUR-EUR 16028
2o XA AFR-AFR 115
N AFR-EUR 86
B XA AMR-EUR 83
LR B 0N AMR-AMR 43
F2-XHY EUR-O| X| 43
FR-XtA 0| X|-O| x| 20
FR2-XHY AFR-0/%| 13
B2 -XHA AMR-0O|X| 13
22Xty EAS-O|X| 13
F2-Xt4 SAS-SAS 11
N AFR-AMR 5
B XA EUR-SAS 2
B XA EAS-SAS 1
2 -FHIXHoj EUR-EUR 10364
2 -FHIXHof AFR-AFR 155
2 -FHIXHoq AMR-EUR 24
2t - x| Xtoj AMR-AMR 16
2HH - | xtoj 0| X|-O]x] 10
2t - HIXtof AMR-O| X| 4
eHe - X Xtoj SAS-SAS 2
2HH - NI Xtoj EAS-EAS 1
2 - HIXtof EAS-O|X| 1
2 -FHIXHoj EUR-SAS 1
2 -FHIXHof EUR-O| X| 1

A A oql 6
g‘ = }Hik]

DiscovEHR ZZE UolA 2¥d =& 13

715 WEYIE 2aWavl. 9.002 AFAHAYG. 23
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X4
UAHS, | Fgues | dawx] | ox|9 HEAM | HHYE Hs 2y
MIcH % gt | ME9 F | guH
A= ZHHl == 7lsst
89 ¢
1 2 3 0 6 1 oM
2 2 11 0 14 1 oM
3 2 6 0 9 1 oM
4 1 5 1 8 1 o
5 3 0 0 4 1 oM
& 1 29 2 34 1 oM
7 3 23 1 27 0 oM
8 2 6 0 9 1 oM
7. 2 §AH 284 EAEHEAS
T8 2894 ZASTEZSUID S A3 A9 o] J&dS mx (3 o|d-S #d) &8 4TS
el 39 AR 94 Fojolth(o] AHlE o&e-wM-dAF AH (Osler-Weber-Rendu disease, OWRD) .2
= d#HA en; F foje FausHoR ALEHT). HITE AZb3h o883 AldES] A4 ¢ M=t
53 ZAEAEY a4 2 AW JF AW 9o deRdth M wdF, FF AAACNS), #H, 1 A
HZ Wt oyl 92, YA(GDH¥H, 29, 5%, T 2 &rhgd 9&gs vE 4 9l
Aere] JRA= HIToll ek o]x &4 (Phel0_1780, ICDIOCM 178.0)< 7]Rko & Jafuke Ao AA Wt
HTTol disl] AAld 6o A58 WHES AFES Tl 58 AFAHSAt (25 2 6 Fx). 7 8% =F
TE 249 e T 32 AAE 92 shue Jhedt F2E AW, Ed, ZSEJA HITY FHES
0.0% Tt
X5
UHHS g ZSE ZMO| | 3E ZHo FEgwe HE Mrh
WM |l Fcj st | HH|xtoj
dgre dakdte Aol
7HH| 7H |
1 3 3 3 0 3
2 3 3 3 0 3
X6
UHS | Gt | x| | o|x|9 dEoAM |HH Hs WAl
Mich 22 7N LS HE U 2HE
= WA = 7ts%t
dES
1 3 1 1 5 1 oM
2 2 13 1 17 1 oM

HITel et o)X gdo] wFHe Fe] de& AHgsto] 29] WolA #2] #45 AT 7a 3L 7b Fx).

= 7a0] FAIE HTT7F 55 g5 usiA, 28 2 d3 242 D4 FAzre] wolA7l dBEoA HIT &d
S CHE 7 %) . SHAD4(SMAD 22 749 )&= A
DA FAAE G AAGH)-MEr Aol wrg-ato] vt

al Ak, SAD4= o2 2243t Smad A FF BFA 2 olF HAE 4
star, ol #el FAFol 4 Ao WAE 2dsiv] BIP AsHE F2 T3 Aotk SHADLC]
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