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GRDROEZEL AL /\—THDKyle Brown KM VE R % PatientCrossroads,
Innolyst, Inc. *OF—LA, ITEHE (F—2DINE, BADEENTEELF—20H A,
VITYACDTFHFAL - BERE) B LU TR MR L L1238 - 1 h L TRE|
SEEToTNS 3,

LORXR)DEERIZDINT

GRDRZZADEFETTIVERTESLSIILENEEZTEY ., />4 Rare Disease Hub |
DNEBERBNAIER AL TN BATEALEG I THRLLNEEZ TS, Z0M . 117
LT 2574 #R8 - F{KRIZIX ISBEL A3 Y . GRDR £ H%E2(+TLN\3,

O] LORAMBMBIZEITE. AV T7+3—LE a2 MOBE A EISBORE
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12) IRBEMEELI= AL T — LRI U MEER L, BIRIEHENSENRT 3E512LTINE 2,

Fo BADBESARELGIEBOHIRIZ. ZDHODEADY I Iz TERNTHIHONATS
Y. ERBRFICE>TRESATINS 18 hTFTU—IZHTIIEA BRI E I NS,

® GRDROBEHECIAD

BE.RFINRETEN, BEEBEREF OBEREISHEIADEEEZHRFFTVS . 2D
RFI [E. 2012 ££5\5 ORDR A'FiE 9% NCATS DFFEMNEL A2 LIH->TLNS, B¥)IXHRY
RADREBCEEORL/DRELLEDZIENFTRINDA., BEL 7,000 DEEEHNA—FBE
THbd. T REEZT TV EEBEOHN K/ IMEALRERBERVIES FETHY . HIZHEDE
BOAENFERFLTHEDIE. TOBROBHEITHSEL,

F7-. GROR [FHAIZEZ (T=-—ROFIAE ARSI FETHY. COLSAMNZERAT S
ET.HEDRBICEHALTRELEDISBHARNGINTNEDOMHMBIENTE, BERANOHE
ERREENETNDOEREERRT 2-OITALIDE NN EIN TSI EORITEL T, B
BT EFRROEEZETHY—ILELT, MAT LN TES,

%0 http://www.innolyst.com/index.php

3 http://www.grdr.info/index.php/home/grdr-committee

2 PRI IRB £HF=ULEKIZIE. SV88 IRB 2FIAT Ao LERBEN TS, TTISALTA— LRI B RE
BTEREED. LA ZEELTCWAEIGL, BECOELZETIILICHS,

3 http://www.grdr.info/index.php/informed-consent
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BEICHEDERFEAHILITFERICEES, (RED genetic interest group [CXHEDES
Z(Z.)NIBIO D=/ yMMIFEEIZEEERS,
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2. B3Ikl /LBFEFR (NHGRI)
21 HASBE (CEBRE)
2-1-1 NHGRIHEE

E e/ LBFZEFT (National Human Genome Research Institute: NHGRI) %13 27 &% ANIH
DEILMAEFRD 1 DOTHH(E2288) . ErF/LDIEEELHEEL. TN ABDOBELESIC
BZOREBEERTO-ODBRAEHRERE - ZEL. S/ LAHEOCEOERADGHEER-
MBS E DA ITTDEECFERRBELITOTNS, £- /L EOGIEY. 0. L7
FEDHEO. ARBEOER. ¥/ LAREINLBOLNHFEROA K OEBEREEZ~DERDOY
R—PEEERREELTEITFOATINS,

BB (&, 1989 F(IFRI SN -EILERS / LBFZE 22 %— (National Center for Human Genome
Research) THh 4, Bt 8—I&, ENF/ LDOEFIDHERZB I 1990 EMSIEE-F-. KED
R TR SRS/ LEHE (Human Genome Project: HGP) 2k E NS TR ILE—E
(Department of Energy) &#E TS ML= NIH DR HE TOREIEIES =2, 1989 &FIZ% 1L
SNf=, T2, 1993 HEIZ[EE2—ADOHEAD HEEBSHEER N EFZEERF (Division of
Intramural Research) Z8%3ZL. BN/ LR R M ZFEDEBOHEICISETAEEHIBS &
2[278Y | 1996 FIZId 8 DD NIH R & £ F CEEEE M2 82— (Center for
Inherited Disease Research: CIDR) &Il . 8K ENEEMNEROHAEIZHIEH S LSI2H
21z TOL T ENF/LFTEADB LS BB EINEZ 25 F 1T, 1997 &£, HHS [2&H-T
IRIED NHGRINERB SN . NIH DEIZFHEFRD 1 2ELTOMEERT -,

BT/ LETEIE 2003 FIZ5E T L= . NHGRIIZREI4E 4 BIZ[HF/SHRDFREADE Sy (A
Vision for the Future of Genomics Research®) 1ZHERL . Bz FHEDZDHRDT—< (£
Z-REFHELE-HE~OGH) LRE (FREBRDHEL. EEREELO—RLEBEDHEEED)
ZERED ., EORIEISLI-EN / ARSI DT LYLEITIBALMEEIZIE->TES) - IR £ 465
LT %, NHGRIZZDE LM ER A CEETFAEICEOAITEEN DT —R N\ vIEE(Z,
ZTOMRE-FEOHELILITTHEY ¥ 2ORFIRIE R A Fr—eIcHREIN TS ¥, 428,
2012 EEDEBAHEICIIAR T OO OEMATZET THAENRBEINTEY., &5
DHBOEMDERIZLEOHDID . ZD=HDEERBIIHEADEBMLYE/NEIEEZIEM
BREEEh TS ¥, BFALY4—IZTY w4 -D-4)— 18+ (Eric D. Green, M.D., Ph.D.),

2-1-2 Genetic Home Reference

R DBEFAELISBON-1FIREFKIET DGenetics Home Reference®® (%, BILNIHO T
1 E i EZEEEEE (National Library of Medicine) ® 10 £ D A2y 7T GEEHYIUES—, £
F.OVEL - ERHMFEMREESO) NEE - REZELLTOAN Y BEINAERIT
517 ZDKERN DN BEMRICE>TERICEE - RBESN TBYNHGRINSE 16 ADEF
KMTSLESNEEFRDY RAMIZEFSR TS 4,

% http://www.genome.gov/

% hitp://www.genome.qov/11007524

% http://www.genome.gov/about/planning/

% http://www.genome.gov/Pages/About/Planning/2011NHGRIStrategicPlan.pdf

% hitp.//www.genome.gov/Pages/Grants/Policies&Guidelines/2012NHGRIFundingPolicy.pdf
% http://ghr.nim.nih.gov/

“© SEMEMYFAER R LTS Ms. Cheh & Dr. Neall AHELTLNS,

288 : http.//www.nim.nih.gov/pubs/factsheets/ghr.html

“1 http://ghr.nim.nih.qov/ExpertReviewers

42



Genetic Home Reference 744/ +EL THOLNSIERIL. BMICKYEEINTEY, 700
Ll EOREREE, KB, ERICET 2 EETFIHER®. 900 LLEDBELEFETNENNEADE
BIcEZ 588 2E4K-IFaVRYPDNANRBEICEZ DEERELERICHARSIENTES
Fh. ERTE BETAE. EEFBRELVSHEEFICELIHEALIEYIIZET 5/ U
TuhEBREAINTNG 2 E£- BENEZRECEEEAEORSILZTOMOER-HiA~
DI HBEEIN TS,

Genetic Home ReferencelZ#8#iah 2 BIEFLEB DML, Gene Tests™. Medeline
Plus*&L\ o =NIHAGCEE T 2 F D D IEHRIZ MRS - 7’04 5 L D, Online Mendelian
Inheritance in Man (OMIM) M & 5% RET—2R—R4BEICLI3ZTRIEN TS, BE L
TN TUVBHEE - FIRIZ( . 458D GARD 0% ik Genetic Alliancetb &Eh TS %,

22 ABRE1—RA

BfF:20124 2 B 21 HFRT10 B ~11 B 30 43
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Genetic Home Reference Content Development Team®
» Ms. Stephanie Morrison Selmer
» Ms. Heather Marie Collins, M.S., C.G.C
» Ms. Kathleen Greenberg, PhD.
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@ GHRERDHER/RLEW

GHRIZ 2003 &Iz, — BT R. FCEEHERZE->TVWIEBLTOREENRIC. ZREFD
B BREREIRETA-HICHRT SN, Eff- BHALEOEEREEC. BEETFHAVY

ES5— . BEEE DT I AN EZ =D ERRELIELE>THL T, ShoDOFAFE FEESN

<Hot-. BT 19 DEEOBERUMRYIE->TULEAST-H B BETIL 700 L EDEEIS

B A&IFRHMEHREL TS,

L EEREENEGRII DOV TELMVIEZE > TWVEWNEEN SN EFEETHY . E
EREEBEEHEHE (National Coalition for Healthcare Professional Education in
Genetics: NCHPEG) 0 & 54 HAN EFMICEEHBEA OB Y —EXET>TVS(E
BREE~NDHBEDODEMCT—avT  REOFERIINCHPEGIZELEHE TFIC
ANBIEELEZOND),

“2 http://ghr.nim.nih.gov/handbook

43 http://www.ncbi.nlm.nih.gov/sites/GeneTests/

* hitp://www.nlm.nih.gov/medlineplus/

45 hitp://www.omim.org/about

“8 http://ghr.nlm.nih.gov/about#topic-selection

T ABE 1 —RICE F R TENBE,

48 =2 DERRETIE . Gene Review [2#23,0 %0, Medline. GARD |25 3+ DM DIERIREE IS T=ED T E,
* R 3EEFIE A, S8 (http//www.nchpeg.org/)
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@ HRiE

GHRIX. HHSEEONIHRIZH S, 27 BFEFTORD 1 DHNLMTHY . GHRIZ. NLMRIDY X
A—-ELENLEYEFEIZI2 = — 3024 — (Lister Hill National Center for Biomedical
Communication) °’Q 7Oz o CH 3,

Ff=. GHR DE X, £TNLM h SR,

GHR QAT VIESEORERYRAEICHIGLIZ3RIZ1BEMA-BET 4 RIZE-T, #
E-TYTTF—hSNTHEY. SO 4 R2DN\YIT5HURE, BEE, A1EE . BEFHhYoE)
VIRETHD. 1iH. Greenberg BT NDEF TN FEZTH D,

©) GHRTIR#Ih TS 1HER

900 LLEDERFE 700 LU EDEEEREICEIT 2 EBMAER G- ik KR, BEY
LEEF. BEFOEE Y LOBFE Y. BERERROERELS) FBEHELTVD, YT THA
FBL T BE T AERIC—EREF-ETHEY. FOELRILEILT+—T VM EBHRNE) =
HAHLITTEDITTLNS,

Fho, RIL A FRBOBE - ARICET 2HRLBE TV 1) CREAZREMNLIEL
[(FHEBSN)BRICERNMRAOND-HOT YT T— I EET. 2) BAFHEBE THD NLM 34 E

AREEHRIALITRTILELSH o110, BEE. FKRBICHTEIR—UT. . I5LE
EHRERML TS GHR LIS DBEH YA A DU IEBE T BICBE-TLS, ZhizxiL., F
REORLEALDOHLEETHY . HEDARFEMET LUK AEEENTIFHRTLH
A1=8. BEEERAEROERLTELLTHMICE-TBRELTWLS,

@ FRES

LROESHERBET HIEMEIZFIC. GHROMERICBRSN T ZMBEOBEEIIGHR
ARZYIICEO>THESN-BDTIEAL 7 DD - AR DEEFEELE-LDTHD, —DDH
BOEBNTNLBELH>TO A BKIC &> TRE->TLE S}, R TORH-F-7E
HET—BAHBENBHEIN TV D, BRTD— 212, NLMOEE—ERMAES X7 A (Unified
Medical Language System: UMLS) 22432 (F511=,

LH. AEELSN D, GHRRAYIIZE > THESN OV FUVRAERETHY . —BIZES-
BRMNFASNA TS P, UL, FEERNOESICELTIE. (NLMOtOBEFETHS.
NHGRI, TRILF—EHIZ&DEDERE) LD &S ITEFBAT LS OHES - BRI S D IFHRD IS
BT TR T O HBE-EYHFAEBIBELN DD,

N A YESERHNEOWEEToTND, BB

(http://www.Ihncbe.nlm.nih.gov/lihc/serviet/ Turbine/template/home%2CHome.vm)

Nk, BEFERICETAEHRLS L GHRICEHEL TV AA. BEEALIERICEE-TINS,

¥ ERAEICETAEFITMIEERED-REEE . B8 http//www.nim.nih.gov/research/umis/
P EE-BRUOFIE. REYIILTESE,

hitp://ghr.nim.nih.gov/TermsAndConditions

http://ghr.nim.nih.gov/Citing
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® NEBEFMRIZONT

GHR Tl&. 500 & L EOABEMRIC, 30T YORBTOHERL. FHEOKREBICET HHLL
FRLEDRFIEROBIREKEL TV ABRDOHEETIOEHET GHRAV T VR
EF—LD4EHTHD.

BEDKRBITOVTTRNASREFIEMRIE, —fMIC. GHR RZVIAAET S LT. XDEK
BIZDOVTELDHNERELTVD LV SLERATHESNTEY, ISLEFMRIEZDEREIS
By 2HHNEETETOERREFRZIIBEE~DBFRRBICDH NN THAILASLY,

Ft-. SLAE-EMREDBHEREEE #3510, ZLT. —BROBECRENLELT D
BIEROBHROBEENS GHR DIy avIcBETHA=012H, AHEMRICIEFH. D
(¥ GHR R4y IH T, EFRICIIEEZBROEEDOAHERBEL TSI E, 2)GHR B 2D
ERROTENARELTRBTACEIETELRVATEESENH S EEHEITIRAAHKIICLTINVD,
HL. EFROTENRARICRZAEMESICE. ZOEELERE, ZOITUYRN—RICARSH
BRIz, EMRITEADSELIIZLTINVS,

8. GHR QAT YDRERIIHALEEMRIE, GHR I T YA ETYRMIEN, FEHT
ABINTVAEN, BLDERBHROR—STIEBAIN TGN, ZhiE A EEMRS. BS
DERHL-BERICELTEEEELEFNENTENERECEZDERITH-HDITERTH D, =,
GHR QEFITEMRLFABLRIFHIETIFAENES, GHR Mo B iEHRE I, FIAEN
BrOEEOEMRICEEIVAIMNMESZEEZHCEMIFERNR TS, JANMILT—20~—
STEEDTHRNTHIET. SHLE-BREEETAL, S EEMRICRESHL . ERFIC GHR 1A
BLTLAIERICEREEF-E TV, L. RETIXEDEMRMNED BRI DL THEERL
=D E DIERILEEERL TS,

2-2-2 GHREE IZB8 9 5185k
@ GHRHADHARSA2 (FE VI EEDEBDBIRGLE)
KENFHARSAVIZGHRY T TH A FDQRATRER T HIEMTES ¥,

BIZIE, BENE VI ELDEBORIRICEALTIE. ABROKRELAZDIEECREZENTLIO
M GHR D B THBD =0 BN —HLAGWNERELE FBEHTHITEHATRNEERXTHY.
BETEHMEOBHEXHNHHEBICEHLTHERIEHELTLS,

BEH.HLOEYOZIRIZEH B AL TV AREPEENDFERAEELTEY. Gene
Reviews. Genetic Alliance. Medline. GARD ZEMNEIFoNT=I1EFH . GHR DFFEEM L. T
BHINTOEWNVERIZIODVWTEERHIEEHREE. HILLWEY I ELTER SN S,

@ BTV Y ADERE

GHR [ZiB#H N A ERIL. FRTLIVEVH AN HIEARW TEENLEON S EHDA
SEOMELE A VREDSESICHIEBERMURSZLXDAEVOL, Ho2eLTH 1 DDEER
#BETAEN . ETORAEBNTEHESTDMNFTINS, =L, GHR TH, —DDHEEIC
EHDEHNAHY . FEOEESFDLOPCHEARITLIV U FRBBLATOENMESITE
BFAEEHY. FIZEFDORTHEICEVETOMBEICELTE. &Rb—BBICERShTY
BEHMER—SDIAMILEL, FDMODBFREIAICTEIIL, 2SR TLE—BLTOENE

% http://ghr.nim.nih.gov/about
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H/BTHLIITLTVS, SO EQRFTRAL CHERESISHE I LI —FIo S
ZERELTS,

BEFREFFE—CEHESA TS O EBRHNBS T . Ea—TBEFHLEEEL (HUGO
Gene Nomenclature Committee: HGNC) S0 #RE =& M ZfE->TLVE,

©) GHROY T Y ANEHEEE

GHR TIXHRAE 2 ANV T HLORMBEAEHEL THY. GHRERIZNLM IZ&-THRAL
AMEENT ATV IR—D AV VAT LEFESTH AR EEELTNS,

COAVTFIUYRP—UAM O RT LR, TOVSLEEREDREEDEL S BEEED
B TITT YA OB/ENTERY I 7T, —BRIC—E . BB AL RTFAROIY
TIOVEVITYAATYTA—RLTWS (EH. SOVYILITTIE. 9T HDYo TR A
HONBEBNICFIvIT dMEEE RTINS, VAT LERALT. VT YDRES FRA
LNFryOiE DBHEAXERE, AVToYDTYTA—R BT —RI7 A/ JLELTOE Y O—EK,
YAERDIDIDER, FRNARERB LMD EFRORERGEETIENTES B, B
BB AXADEMREO IV NOEFELRE LNz T H A rRKIZEbh A ESHRES .
CDVRTLEFRT A ETHEMMEMYIZITSSENTETINS,

Tl ENEFELLTLGVD . BEICHELTRZAWVSZELHY BT FNFThDERICEELS
ADELFOEBARLOMEEZTT ARG E LBHETHERINDESITOYISLENTINS,
Dt BIEFOBELELRBTIHLE L. PROLBELENSOEENEL FhEID
R—UTl14Z X M llustration) 1ELTYL S F T TRALTLBIEN ¥ BIR—STH—EIZL
TABLTLNS %,

HIRD 4 BOATUOVREF—LIE.MS T—F L TIRE-RELEEREE. VTV - THh—
DAV D RTFLEBLTIZITHAATYTO—RL TS, FFB O TFovEiEveE. Fh
EHBREDILTUOVET YT T T 2HFABBELLRY  NSUREEZ TEBETOTLNS,
RE. 7YITT—h 23TV, FIRELHLDERES, XHAZOKER DM >=HLLRE
REEZSFITEEINTOSD . GHR DRBMNFKEELTLKIZDN, IVTFUVIREF—LIL. B
FDOFEIYLNERL 7YTT— DB ERITUVEADITDAEEEEERELTS,

@ FLLOOUTUYD O OERINE

—BEIE = A —ADANYRSAUNEBEIEHRILEGE - FDEREVNSKYE, Ho&— R0
ERIZEDZEDTHAIENEL. GHRIENIH DEFOHEDOTLAYY—REEEZSEZLT
WAD . ENTEFEVERBDFERI D/ A—SNEES A H S, Medline D REY 7 LB AT
YESTHEY . FLEEBICEHTIHLLERLHNIL, GHR [TIERARBEEINZESIZH-TINS,
F NLM b, HOERBRICE TS HERNEDE=HDH —FY—ILEERK LT GHR RA4vI%ER
LTHY., RELBITELE-TLVS,

EO-BEROEREERERTS-0I12H, —BO=Z1—X&YIE EFPLEa—Sh-Efsa s
*SEIT.EHOXEESEIZIRELTIVS,

% hitp://www.genenames.org/

B I5LEYIRITTIEHROLDEH M. FRNARERELINBEFROETZE . GHR QLBICHER
HHOBE N NZOA TS,

7 SR T#ila D43 | (http:/ghr.nlm.nih.gov/handbook/basics/cell)

%8 hitp://ghr.nim.nih.gov/handbook/illustrations

46



47

2-2-3 fhiEa & DEEHY
@ GHREGARDDEL - &R 448

ORDR @ GARD (Genetic and Rare Diseases Information Center) BA\—#&D{E A - F{E 5D
BLabht. BEEICRELTLSDIZRL ., GHR OEFEEEERTREHOERE 77 —REL
TYHTTH A EBLTRIET AT EICH D, TDT=8H. GARD & GHR [FERZRYE>THY.
GHR D R4y 7% GARD Mo ED—ROFAENSDEENKEVNNE VIZERMBDIENTE
2, &2 GHR O ABIEHREFE>T. GARD DARZYINISAT UMD ERMIZEZASTELH
3, 1-12L.GHR [ZH<ETIEMINEND HFE A LLTHASINAIEEZRBICHELTEY . EFfWT
SRS RICEALTIE., BBV IERTIZBEL>TLS, %48, GARD DFHEIL ORDR &
NIHGR MoEYHTER TS,

@ R - Fih L D EHELFRRE BT H&RESE

EHHEI TP BERTOATELT . REICHLTERERYE L. BATHE0OTEL
2TV, =L, E AL EEBL THEICERITRYE-STEY. BEVWAESVSREEH
T, EDFIEFEHZETOTVIOMEET HLI0ATTEY EEEEBEINZSBEH DR

EWSZYLavITiRo T, BIZHLLEEDORIZRELTLS,

F7-  NLMIZF =TI 9 (k. BIEFBREL S AN (Genetic Testing Registry: GTR) %R
HTBRFETHY  BEDERICHTS, JVELWVBEEFERICET 2BEREMYE-VLFIREL
ZOHARISEFSLIIEREBAENTES, GTRTIEIFRLEMIZ. 2 TOERFREZHANTS
CEEEMELTLS O 2o, SSLEEREFRELTOSEK-EHEL T EM AVTILER
#2542 H (Online Mendelian Inheritance in Man: OMIM) 8!, GeneReviews®, AS# (5=,
#£|Z. GeneReviewsld, FE BT 22 OB ETHI UL Y ICET S5 EREERM
BETELEHTEY . TRV TRLO TR RENRILET—EIN—XTH o1 RERKE
I M T 25t %— (National Center for Biotechnology Information: NCBI) ®*AV& L TL
%, GeneReviewsDEHIERZS5—ETCTRIZZITRANLFETH .

H(z. BENT—2—X Korean Mutation Database(KMD)AMRHL T S &57%. EEEER
FEEOBREORLGE DERIL. BEFTAMT>TVWARBEIEENL TS LDEEZ LN
AN, S5LET—2E—RARBIh TOEL, REISETHEVVMERLL T, REOEMEIREFRE
F—#H~_—2Z (Human Gene Mutation Database: HGMD) #m\# (Fo 4, EH CRIE TEAEK
F—R%BEIZLTVS, . L. HGMDA LD EIZHELWT—20O BB EFEHTHS.

EXASEEBZTIEAROD, RENDOE - AEREDIFHEBEICELTIT>TEY., IR,

GHR ANELTWAEEFDOLEMEN--IFHROEEBZROMERE HGNC SEELTITHTWL
5, HGNC " EE- L LB EFOERE. TORELEDBERLMA T, FIAEITHMYPT
LWME T GHR AAF{EL. HGNC 3 GHR OB EIZ S E T —45BE T 5L\ o BB LS

59 1 e dE A AT HERS - A DRI TV BBEFTFAMNCETA1EHE. HEEDOCEE- T 5. F]
o A—, PESNTVAEXGESRIGA 25 12— L B0 EGEMB ESh A, DT YA MMIBRIZ—RABFS
NTWNE, AVTFUVIEEEFAY ES—IC&rTRE - EEIh TS, S8 hitp//www.ncbi.nim.nih.gov/gtr/
O 12U BEICAMNZREIILIELIEE LR AU HI-OBET I FEFLENEDILE,

8 NCBI ABIEL., Dav X R TRV ARZEESLEICL>THRESKh TOSBEREEDT—2—2Z,
http://www.omim.org/

52 hitp://www.ncbi.nlm.nih.gov/projects/GeneTests/static/about/content/reviews.shtm!

8 hitp://www.ncbi.nim.nih.gov/

&4 hitp://www.hgmd.org/




NTWD, EDEAIZIE, KEDOIEEFIFBH. NORD LEHDFHEEINTTo>TILND
OrphanNet &3 7ILTLVS,

® BEFREZIIZOWNT

GHRTI&, EREKMEER T E % (Clinical Laboratory Improvement Amendments: CLIA) %z 57
BEFREOFICOVT. REZZ(T2EENEREREG - EBRT A EE N o=, — B4
BHREQRLTOSD, BEFREZT>TWILE -AREBNTHIEZLTUEL,

—7T. LRETRNLE GTR TRRIDEHLIT>THY . BEEFREZTOTWSRLEZ 1=
EE-FESIRAFTAREN TS, 438, CLIA IZ& 5B EFREBEOEITI. % -FkE
ALY AHDTH> T, TNLHEEA WY AN TV SEGFREDF EETHE- R T30 Tl

LY,

GeneTests L BEEFRELToTL A E -FEEYRMIL., EBREDES > H—ERES
[Fohdh e IFHREREL TS,

% http-//wwwn.cdc.gov/clia/default.aspx
% hitp://www.ncbi.nlm.nih.gov/sites/GeneTests/
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3. DxRTavI-TI3A4F X (Genetic Alliance)
311 HAEBE CEAE)

SIRTFAYYTSAT X (Genetic Alliance) ¥ (&, BEFHELFODEBE~DILAIZHTHE
EEEEBE 25 FLU EICES>TIHABILTEREERBRTHS. TNENIBEDEEED
DEEOEELENETS 1,000 U EDOFEKS, HFDOKRE, RESE. RAFEE. AHBERE
KEBHBERIZHY . FO BN~ F—EDRYNT—HEFERALT,. ETORTF—IHRILE—
AEMTEAERXBOBOBELRIEL TV, BEFHEZRELTARDBEEZA LI E,
BA. R HEDBEDO-HOLYA—ToHIEREEDIBEEDIEEZBMELTINS, 250
- BN =D IZBRAF CBUF &I EBE A T2 E DBEEES©. BEHEES IL—TEEDOTF
INARZTIRBL TS M, EEPCEERREERITOBRRRKELHRALGETITO> TS,

EEFEHTHDI=. TOELITBAFEE. BEEAN. REOHH. EXRMoDERRHE.
ZFLTEBY—ERITHTIHETHDON TV, BT 5 F£HTEE 1,200 BRILOFE K
ELEBBFASZITTLS,

1986 (23— X RTF VAR ZMBRIECEGEERBEREOEEECELL TV HREL
+2a37> -4 XK (Joan Oppenheimer Weiss) MREIERD T 43— T v IR T4y 18t
(Victor McKusick) &3£[Z31 % EIF7= Alliance of Genetic Support Groups AYBiT &, HEF. E%3L(C
%A LE=E#&DHIEL T National Organization of Rare Disorders. March of Dimes. the
Maternal and Child Health Bureau of HRSA ME(FohTWVS, BT AL IE—FvO2 T —
EK (Sharon Terry, MA) .

Genetic Alliance D ZEFEITEIZ 5 DN BHIZH TONEEEITOFSL BOEEP=21—XL S
—  RTARR—/ S — D HERCEA— LERE ®ThHY. FOHh TLEELERKSERITOEHRRE
EIZBEHLZEODOHEELTIZHITS,

o (EHETELEREZEHRTHIEXRYIT—S (Access to Credible Genetics Resources
Network: ATCG): HHS#ET DEH*IH 24— (Centers for Disease Control and
Prevention: CDC) Mo iEBI &% Z (T T, A—5UFREGE D/ —rF— il (CRYE
ATWBTOTSLTIEH. AT —(FA4P U B - Ryh—8) LHEBXERBED 2D
DFVEBRICETHEETELERR VNI —VDOBELZEELTEY. FEXMICZOMhOF
DEEICETAERBEOETILETHIELEHRLTNS O,

o BHERDBELGFEM (Newborn Screening) : HHSEZET DR BEREZES (Health
Resources and Services Administration: HRSA)"' & F{£{& & (Bureau of Maternal and
Child Health) ;sB{5222 24 (Genetics Service Branch) B#SH TS, FTERDEGEMEEE
NDEHRRFBNELIEEFREICET 52— A TIHHROEE - F{EFXBaby's First
Test”? | DRI EEETOTLS 2,

- FEROEGEFEHTIOISLO—BELT, BIRERY—ERFRELTLS—ROER
REZEITORERE -REY—ILEERTET705S54LI1CH, HRSALZ D) REIEA - KEE

% http://geneticalliance.ora/about

& hitp://geneticalliance.ora/programs

% hitp://geneticalliance.org/publications
7 hitp://geneticalliance.org/atcg

" http//www.hrsa.gov/index.html

2 hitp://www.babysfirsttest.org/

78 hitp://geneticalliance.org/nbs




BALTRYMEA TG ™, CO8TLybavEa—4% BV =Y—ILEE L. EERAREDES
ETREREOBREANTEIET, BEOTARBKERNV - SHEERLYAEIZAZET
THL BENPEMEDEEDHIZZFDETHRCESETRNAIREZ T REBETHNITEEF
REZHLADIELTES,

o RKIETOY 5L (Family Health History Programs) : Genetic Allianceld. R iEFEISH
DERMZEREPLEFICLYMRMICHET 512012, —BOEECERREENENTE
noOBEMPEMRRICEDE T, BBV ILIMRETED LS/ Y—IL, [Does it
run in the family? 1" ERLTHY . ZD—BOEBEEIZ~DE KIHHRSAEHRSANE
BILTLS 6 DOMAERFREGALENSIRYBA TS,

o S%EXMHEETOYS.L (Congenital Condition Program) : Genetic Allianceld s X 4L &
EHRABECRELMOEELEL TV IERRERICHL T, SYERLIEREZEBLTH
BT RHMDN—F—TN—TERALCT—F 255 I—T %305 EIFCTRYMBAT
W3, CDT—FU T T I—T . R DGARDAKIET AIBEHMONBEDHEIZ LB AL

76
T: [

o VAFERERBEHER (WikiGenetics)”': FIFAEHNBEAICHEREMADIIENTEDE
BIEERBICET DAL SAERE ' BE IS IR TAV - TISATUANToTHY . ME
HROBEMEZHEF IO TOBRICHARTAERSL, EFRIEHMICNEE
BELTWS,

322 A AFa1—RA

HEF:20124 2 A 22 A4 4 B 30 5 ~6 B
¥} :Ms. Sharon F. Terry: President and CEO

3-2-1 GADEEI L
@ FEREBREDEE

Genetic Alliance (GA) I& 25 FRIIZERIL SN DY, Terry KRR EREHFD-DILBE S ENDHT
0B, BME. GAIL 20 HEDRAYIEHZ TLVDAS, Terry BN FEICHIELT- 8 £R/. GAD R
ByINE Terry KREESHT-2 B TH1=. D S EDBIZ.GADFEE 12 5 5 FRILHS 400
BRIVICETHRRLTz. BE.GA X 13 DIz TH A 2 EEEE L. 1,200 OEEERIKEE L.
SHICHEEAREFEVEDEEHED- 7000 BOEGEHERDBRELLYE LIRS
[CHYEA TS, TOFBENIEICLUTD 3 2DTF— IR TR ENTES,

o —BUEDHEFLEEOMEM L
o Genes in Life D&LIGIzTH A0, ERYIVNEEDAIRUEBLTITOTILNVS,
e BFREEGFREICETIEREETCLHIZAZTANTVSLE)

™ http://geneticalliance.org/fhh.prenatal

"8 http://www.familyhealthhistory.org/

™8 http://geneticalliance.org/congenital

77 hitp://wikigenetics.ora/index.php/Main_Page
78 http://geneticalliance.org/resources

50



o THRBREIZET HIEHRAIE (l:Baby’s First Test) °, HERMREICE T 51FH
RERE,
o EBEIEHLIRMN-EFEENLY

@ — A DEHRRBEITONT

GATH. — M FIZRESN TWSEEERBICETIERNDHEVEIEBETHY. [Genes
in Life | &SI H A b2 E EFTRIELTEY  BaFOLEH . REBOEELEFD
ERICHELGBROEHHEWN-—BOEENVELETHERIPFICASEIILEO>TNS, O
SUIEHELEIC. BENBHERIT. REAH DN AIZIZ. [Disease Info Search]*&
WSROI TH A SBEDREICOVWTEEEERAKOCRIRBERGLEZFAONS LS. 2
DOYAMEY I TEIFOATINS Y,

ZMDisease Info SearchZ @ UR SN TWSEEIZET SR, BET 5 EETFLHEFERE
NCBIASEE  BPubMed?Z{EHTEL THTLVS A, B AWM T HEHR 2 4— (National
Center for Biotechnology Information: NCB) #&#% AL TR L7 LTV X LERNT, BE)
TCADFI AENDBELER (r—RRET(—. BV, ZOHREZEMETIAYLNDOE
BHEERV-L0) BB LTRIEL TS ¥ Ak, KYELIMEREROTLSRIAZED
f=612, EiEERTDOPUbMed Y A FORBIERICRAZELTEL LIV IEH/HEL TS,

Ff-. Terry KlZ. BATLREDOEEEHEBICET HERRBELTORICIE, PubMed B0
N5ELRDOERICETIERON. —BOFAEITBHELINLE 2 D H% Disease Info
Search ZF->THH L. BAEIZHRT WL, EHRZZBAFHOCEEOTILTVXLEERT D
FRMNEITHERELE (BB, YAMEREZOTEENZWMMEEIZIE, SMEVREVSETE
BHf=LY),

HC EAWICZETRCEGEFREICETAERL. FERRE. TvITRE. REEREL
BT TIHHRERIELTHY. Disease Info Search D &SI TH AL BEESELFE
Thb. BEEFREICETAERIEEOHELTIE. HTEREFRICLEGEFREICET HE
RUERERIET 91T H (M Baby's First Test A %Y . FIAE L. FrERERTFIHREDH
[ZEISTHLREE BEHETHONDERDHA RENA DO OIBEITERELINE
BERMAOCERREEDBBLELBIENTES, KB TILEEFREICET HEHRS/M
LIZERDEH. FNEFNOMNDFERBEEZTLHOTVSHENSED . HBIELTLS, ==L,
DY A,TlE GANTFAMET B H—E RFREL TS T TIEARLY,

ZOfhizH. GAIZEMIZEHETADDI4E YA ¥LEELTHY. GARAVINEE - fRE
DLe. FHEENBRICERRBTELLIIHS>TWS BE. CCTCHLRERDAHOT—H

[$EBEE L > THY . GALOrphanNet’i & LU o=k & (2 H FRREHEAE (WHO) DEREES
£[28ML. EFHROFE—LIZH AL TS, kBN TOEIOFT—HLEE T, GANERITEL

"9 http://genesinlife.ora/

80 hitp://www.geneticalliance .org/diseaseinfosearch

81 I'Genes in Life l[Z /4 2 —DE Az b 1TS54, Disease Info Searchld 2 BREZIZHFH LY/ A—T3
A—BABESNEFETHD.

82 hitp://www.ncbi.nlm.nih.gov/pubmed/

8 hitp://www.ncbi.nlm.nih.gov/

B =TIV RLE, A—F—DI—FNRyIESEZ(CH A RRENRLVELT HERAEHLNDSLSW
BAERLONTERSNT,

8 e H IS TN ThE GRS LEEFHIC OV TIHERIEH T 5 Wiki Genetics & WikiAdvocacy [ZIZ. &
ZHEAARRITIZ. FNEFNOERBEOEMAELITONTEREERTOOY—ILELT 2 2D 7,F Y (+EE
ELTWS,

51



52

TWANCBITH, BE 1 ENMT TR ET—ER—ANDBHEHR—F B EATEH, AL
NLMADOGHRENCBIE [FE > 1= B HEE > TN — AW WNELEITEET 5,

® BE&w

GA [FHRE. ENBFANODENEICZDESORFEL EEZE->TVSA EMBAFOENS X
20124 6 A 1 B> THERDEEFREICEOLILOUSN . THEIBOR R EL-TLE
W FEASEYETONGNIEARESTND, ChETERRF DI SO EESRETHED
FRET L (FETHEDT SR> THORKEH 158 DEBEA 100% TH-1=
SEMBLOMADEIID) FHICEME oA BE, SETEND TS RERZOPIHEMEL
DIR—bF =2y TERIZ HLOSR—E—Z LU fIZE, REHZZ 3 20T 49—
FARX(H—ER)ZEEHERRET DL FLOED R RETILERRLTNBECATHD, B
ERHELTOSHRALGY—ERZFRMET HIELREL TS,

BE.RELERFED 1 2EG->TWAY—ERHE L. GANFH CIRE T A3FIEHY—
ERZRLTVS, BIZIEHEDEREBUHATEGFREZT> TV ARBLEDERICLY.
TA—NRTIN—TEBEL. BEEEDH THEW - REMNERBEICOVTELEVERSL, 20
HEREZRUELOHDZLED TRy LY —E RBIZ LTINS,

@ EFRR% TN

MINEERICK>THRESN-EEREFVEEMEIY— 7 L (International Rare Disease
Research Consortium: IRDIRC) ®[z&i1L THY ., SML TV B L TORKM SEE &3 BRI
Hdo. WAL Y—L T LlE, 2020 £FETIZ 200 BEDFVEEDAEEEMHKL. 7,000 EHEH
BEWVONAFVREBELETOEHALREEETIEEBEELLTIS,

3-22 BETR - EHRHINELTYIRLY: GAEGERBL AN 1A /130 Y
(GARB)

15 71, TeryRIZFB D FRANEATWSEETHD, BAHMESERESRE
(Pseudoxanthoma elasticum: PXE) #{1 2 2th D BE DB HEB T, NA1FNUHTPXESL4
—7F<a3 )L (PXE International) 1¥% 315 E (1=3, 2003 IR R NDCGAKR KR LRBIZISL
EiFoh BERKSRREZODCALKHL AR - /3174324 (Genetic Alliance
Registry and BioBank: GARB) [ECO L= 43 EDEEICHILLIZL O AN <A ANV EDHT=
LOT HRENTRERICTHA 1LV =K EZHKLKYTHRETIHEIC. 1 DOERFEFTH
{. EEEDOHIERDOKEED I OFEREEMAIZBEEATREITHE>TLVS, B7E. GARB
TlE. GAIZFTET % 1,200 D B EHEEMIKIZATET S 3,000 FADEEDKN. 2 5 6,000 &0
BEBREZ. (VFORRICRRELTRELTEY., AoN—FAO LB E DM -7 RS
E5Z2TNS %,

® EU.NIH BB L THY. Terry KIEBALSML TV D TEAND ERAFAS, B BAIESMLTLVEL
EHBNB, B http://ec.europa.eu/research/health/medical-research/rare-diseases/irdirc en.htm|

¥ Terry Ak EHITITE EIF . REEEDD/1(F/302,
http://www.biobank.org/english/View.asp?x=1402&mp=1424

B EFBEMCBELTE. REEBHANEELTVSEEZLND, BBO PXE 108—FaF L OBIESE,




GADIRBIL. GARBD A N—FAETOER - HHOBYIREWEEETHILOAEEFHLLTL
%, GARBD AV N—THAZEEDEEAKRLZ AL, FhEFNORELSEFEOLO AN -1 (1
NUHEEBLTEY . AN—FERDOR 2y A ER - EHEINEEZT 5L TREGREREDTS

AN —RELEDEBIZ - BBEHEFLTO>TLS, FIZIE. GARBDAN—FHETITHhNS.

FEERINE(Z BT B/ T4+ — LR -t bE . GADIRBASITE LI-IZE D BA R ¥£#->T
Thnsd,

GARBIZ &> TUEIN TV BIEHREF = EEITIL SIS BICE. TRATCANIRBEELT
BEAThHND, FIZIE. GARBDAUN—DHIELTEIFDNT=, PXEALE—FaF)LiE, IR
L REEE KERNTEA—SURMNTREL. FOMICERETIVA R1Y A RYTRHE
RO OHEHELE TRELTLDA ¥ LLPXEA v E—F a3l B ICIREL1ER-
SHEERBLTHEETSC&IhniE. GARBOIRBAZNDHREBEE - RATH_&ITHD. F

2. GARBEAV N—FAF MR E - EET HHEH - HHOFEAEZROIMRE - HENRNIHE.

GADIRBAZFDEYZNMIDNWTEE - RKBEL, IEENT I/ LA TELFER-HAMLIITRES
n3, FD%. FNFNLOAEHEDIRBL. GADIRBORIAEEZSEIZEEEITOITLITLLH.
GARBMIEH - B DIREELEEIEDH THE TSIV RETOMERATE. TSIV KRED
IRBIZGADIRBMNEZELI-C AR, MEDETEHABELZTL., KFELTWS,

CORMAEBETET, FIZIE BAOHENTRELFREDELGHNETHS GARB E&5HE
EAKICE->TEEIN. FREOFICESHVKIICTIIEATEDD, (HAABERDOBES
E) B - HEHR R E CBEI VML EN o581 EL. GARB ZEL T 7%US
CEMNTFRETH D,

Z0fth, B, GARB Tl B2 O EBEEEFROH N BEBFRERRTHENTELN A
FHEHE LA DEREANTEDLSITTEVRATLESENEAZEELTRAEPT. L
EHTAE BEENANLELERE CARSYINBELAFTHMELS LIRS, BE.
7,000 LLEDIRHEEHRE GA RSV TN ETNTNMEBLTOSH, fFRSOISHHARBENMER
BILEERICAN, REEEROBEFREEEHILTEIVRTLERETON BLOEERE
ERERICERTHEAREFASNA TS,

3-2-3 IRFERDERE

23 and Me D&ESLREGEG. BEFREFZ-FAZFCEPMNICHEREE A—LGETE
ELTLVEAS, GA TIXIER- R 2 IET IR BBBIHREOREOHERELEDREEZDL
h3HEEESTEY. JYFIAEDOLEISEVWAETOMRBRDBEENGTSNTND,

ERMIZIE. IRBERIEIMEE DD GARB ~NRESN., GARB HIF#H - HHRME~OHEE
2 DDATFYFIZHFTIToTWS, £FBAANCEHTBEREE V- KELGHRERNTHER
DB BERDDIEHLNLHEBRRUREEFEOHCEBHICHEE SN, TORRICEISELL
HROBEZROINEINFRBEICBNR., RODEEAREEICOH . RRHEBSOEM
[CRAT AEHRESOLEICHELORRBRARESNDS LTS,

¥ 2 W EFNOEERFEOOITACOT+—LICBEHEIATLSA ., RBERFRACLOLE>TNS, TOMIZH, &L
SAMNDBE. REEENSONED-HDOREE. FRENSDHEMOERAZROLIBAE. MEREGEE
2 (Material Transfer Agreement) 72E4 GA @ IRB M oigESh TS, S
http://www.biobank.org/english/View.asp?x=1414#5

Vi EhCINESh - ER R E—ET—EILRE - EELEVOE, PEX 1V 4—F2 37 L OAHT, BEHN
SEEMIh-EHREIE. ZOBENBETIETORRICERT 2OIFELNLILERBESNERETH
BEWSEZIZTE DTS,

53



GATIE, FICERHICEERLHY . (BADNHOINLBERE) ERICEHALSILHERIL. B
BERUECIRGSEETerryRBLM) BEALEBLTAENLTRRAAIENEETHSE
EZ T2, BRI, BHERBADHILL I LB N ENDIPXED BE L SERMSBTLBEA
ADRBEZITHIENEND, ISLEBEERRELEHE CERICHLSADNER SN - K4
DOFEPHREE KL, BRI ZOHEEFREL-EFHHS 2,

fzfZL. COREITEL TR, TR T O BERERRI BLU - AEERYAN TS, GA T

[LEEAVET—DEELTHEY, IEHEROFERELICFOROEMICLADEALSIZET

Y R—MEIRHELTULBIED . Genetic Info Search T ENDEEIZ OV TERIEHLTNBE
BIEADEIIILTWD, RULGHERHEEEZIEL. (DAL RRINEL L CHENLES
LICRERET .. TERICEHIEBESHLDAEESENHIDT. EHOREEZEEOHLET]
ELS LI ZEDERDFRICONTE, BREMWEREEREHREE (S LTS,

LALHLLSERMBEBRERET DEADERDLIMHEICE. ZORICIXAMEZSE0S&
Y&, BEICRSEREHREGDINBLALL,

3-2-4 FHRHLE IC LD IRHHEHRORIR

GAIZMEANRELEZWEEZDEREIZBEAISROONDIRETHBIEEZTND, Z2T
GARBE, R % DPrivate Access DLV A T, IEHMEIRET2EREIC (TEY—y
WHYNT—F 25 4 A FFacebookD TS5 /13— FEDBIRO L5(2)avE1—42 L TESL -
1B E. EOLSHEMBED-HITIRBLIEVLD,, ECETOBREARNCERELTIZLLD., 42
EITDNTHINKERESN-EEZRIRT LT, BEBHBISEIL A EAEEE LI, 2D
EHRAZRRATAIET. HREBRICESTH, FNEFNDHFEDOEEICETIIEIEREZICDHF
RNRIZHUTILORBEEFTIEN TE. IEDOHREDIRECET AR IBHEDORIREL SR
[CHBIEMNTED LW A YD BB, T, FRENERHEH B CIZEE RO DIEE. B
BOEBRICE > TIIEEEREMDIENTE, F5THRMMEESEHEED ESIZENAF /1 V%
BLTGEREMD LD, BH., HHREEEIRNICHREL-EALDOERENODTLEEETS
CENTE BRI, BHREEBRELAVDBY LR EHR R E D SIROREIZE>T. HE
[CHAMICED LTG5, REEORFOBIRERMTEILSIZH->TINS, BREKE
FIOWTH COHEAEFE ST [BRREHEMOFRIZFE->TILM IEVWSEEISEAD
IFAEERTES,

ABHRMEICEFRICETA OV T YA EEL T, BRIBEOBERGL 1T 288N T
NN, TDZEMNRBEEDERREDIIFICHD LN LU LEH TV, EEEAZ DT
EAEDRBEIHRRICH NN THS,

3-2-5 ORDR®MGlobal Rare Disease Registry(GRDR)?\G)ijl:EElL,‘C

ORDR DFFEIZL A . EHOBEEDL AR LU T GRDR B EIFAZEEE AT
. IRIRHIICIE GARB ZIEHET HEHDEEFEDOKBELEL AN AL T AR TOAENT
Hi. GARB [ZEIEhihot=,

N TRIAEIER DB LENENO T IEDRBINIZHL., Terry KIZT (1 DOWRICEhhBEBOREE
DO 100, 1000 B FEA) B 2 EELRITAIEELHEN LS L ERMICEROSHIREELNSIDIE. H
STHZDHDOHE T, +HRIETES |EBR, 112, 20 1 DOBRISEDN-RBDOIRBEDOR. KEHIC
IV REDTREMRAHONIIEEICIE. REICEMOBHENOED EA—LEHBTEETIELHY
53MELNIELN [ EMZ 12,

9z https://www.privateaccess.info/

54



3-2-6 T DD BEFR - EHHBER->TLHHEE-Hk

Terry K1d GARB LUSHZE B EER - EREBER-TLHHE-HROR. LTZEML. TH
FhICHITBEEBCEBEBRRREOIRLEICONTHEAT,

e National Organization of Rare Disorders(NORD): GARB tREI#DEHEIToTL\oH
M- FkIL. EEEEEERYE LD EEELEVS., FOEREBICEALTEIIRFhy M
[ZAEZEED NORD m & (o=, TIZFDA LD HDLE EERZOMARRERICELD
TSI HMIBUMBATND, 58, SOBEHERBEFMRETHY . GATEH VKRR
[ Z<EYFE->TLVS,

e BADOEGFERIZETZT—IR—R®: BEFEEICETHHERICEALTIE. NCBIA
EE-EETALOVDHEEEN BT —ER—ZAMREL TLEH. Thik. GARE D B EBE
EAENS., AABENTTRLET—25EH30THL, LELAAREL, COT—F—
ARDIERBHEDABOERN AL LV BICHEGERELELT DEEICIE. ZDE
ARERTIEZON. BAOHEN TELRVHEETOELDSIFHRREEI/ RIS,

o Sage Bionetworks: MDD v—)LELT. REDIEE FIHE# THHSage BionetworksD
Synapse®H BN ENT=, GAD K STBEHEEIKICINZ, RESULGERMERELTHA
L. FRENDEDT—ER—RONAF NI DYV TIVEHE DFMERE —ER TR
F A UO—RTBEIENTESLSTHO>TWD, — B AINzITY—ILTHS, K
TEESTEMDT —BR—R A NUHET—REREFTIRIMER LGS TEY.,
Sage Bionetworks(ZZFh EFh D E LER - HEOWMYBNC OV TERYROI-ZHZEREA
T, BEBROBEIIZHTD, ZHRAZELTELY, BEBOT—2(EHR-EH) %
Synapsel L TUOANWREIZHL TIEHER—XTOENEHBATNDEZZONSD,

% Terry BAHRBOLLNT —AR—REEEZTHEY., LYSLDBERERSBATRELEBFITNDHEDIL,
% hitp://www.ncbi.nlm.nih.gov/lovd/home.php?select db=ABCC6

% hitp://sagebase.org/research/Synapset.php

FEFIHELMS (http://synapse.sagebase.org/)

55



EFMREEICET LRE

~ Moore and Catalona case stakeholders’ views~

57



58

Moore and Catalona case stakeholders’ views

The following section is on what the stakeholders’ views were during the Moore and
Catalona cases. This includes both the views presented in the court as part of the case
as well as statements given to various newspapers at the time of the cases.

11 Moore case

In Moore case, the following people and views are presented in this section.
Stakeholders and summary of their views:

o Patient (Moore) / patient rights supporters: View that tissue belonged to Moore.

o Doctor: View that once tissue was removed, it does not belong to patient.

o University where the treatment / research was done: View that doctors are not
behind the money in a case like Moore and just want to do research.

1-1-1 Patient, patient rights supporters

The following are the key arguments made by this group in support of their view:
o Tissue was stolen from Moore.
o Patient owns tissue even after removal.
o Moore should have been told that his tissue would make money.

The next paragraphs describe the above arguments in greater detail.

@ Tissue was stolen from Moore'

Despite a legal setback, John Moore - a leukemia survivor whose tissues were used to
develop a cancer-fighting drug - declares that the doctor behind the drug will still be
getting a bill.

“I'm not opposed to research, but | believe something was stolen from me," says Moore.
"I was his gold mine and he continued to tap in."

Moore, 45, of Seattle, says he didn't know David Golde, a UCLA hematologist, was using
tissue taken while treating Moore to develop a drug potentially worth millions.

Monday, the California Supreme Court rejected Moore's claim that he has ownership
rights to any cells developed from his tissue. But the court said a physician has a duty to
tell a patient if researchers have an economic or personal interest in tissue - which Moore
says means he can still sue Golde.

Golde says, "l saved the guy's life." He calls Moore's claims "distortion," adding,
"Diseased tissue has no worth."

Moore was an Alaska pipeline surveyor when his leukemia was diagnosed in 1976. His
condition has been stable since his enlarged spleen was removed that year, but he says
he went to Golde for tests every six months over the next seven years. "Every time | went
to L.A., | was sick with fear that this time | would be told it had returned."

" Deann Glamser. "Unwilling tissue donor loses suit". July 11, 1990. USA TODAY. <Nexis>
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@ Patient owns tissue even after removal®

John Moore figures his spleen belongs to him, even years after doctors removed it.
Not so, says a UCLA researcher who stands to make a fortune from a new cancer
treatment he developed using Moore's discarded spleen.

Today, the California Supreme Court hears arguments in the little-known case that one
medical expert predicts will be among the most important court decisions of the ‘90s.

“Every scientist has an eye on this case," says Art Caplan of the Center for Biomedical
Ethics at the University of Minnesota. "It represents the first case ever where a court has
ruled the human body can be treated as property.”

Moore's suit touches a core issue among researchers who have found laboratory uses
for discarded human tissue and fluid. “This revolution," says Caplan, "transformed what
used to be waste into a source to be mined."

Moore, 44, a sales manager from Seattle, had a rare form of leukemia 14 years ago.
Doctors at UCLA removed his spleen - a common treatment - in 1976. Researcher David
Golde used the spleen in his work, and over the next seven years took 12 blood samples,
often requiring Moore to visit Los Angeles from Seattle.

Golde patented "Mo-cell," a product that he says destroys cancerous cells without
harming healthy cells. He also sold the right to market Moore's "cell line," a group of cells
with uniform characteristics, to two biomedical companies.

Moore filed suit in 1984 seeking a share of Golde's potential profits. The Supreme Court
will decide if the suit will be tried on its merits.

"The patient has rights to his own unique genetic makeup," says Sanford Gage, one of
Moore's lawyers.

But Golde's lawyer, Anthony Murray, says Moore gave up his rights when he signed a
release to have his spleen removed: "He has no further use for it any more than hair on
the barbershop floor."

Caplan says that analogy may not be precisely right.
"Perhaps you can't do anything with a spleen," he says, "but if that's a raw material,
maybe he has the same rights as a farmer who discovers oil in his cornfield."

® Moore should have been told that his tissue would make money®

John Moore has me wondering about my spleen. Where is it? What's it doing? Who owns
it? Moore and | are both overweight, middle-aged men afflicted with hairy cell leukemia --
a rare, often fatal disease. And in the course of treatment, we've both had our spleens
removed. That's where the similarity ends. | hope. In recent years, Moore and his spleen
have become the center of a major controversy that could have long-range legal and
ethical consequences for medical research.

After being diagnosed as having this rare form of cancer in 1976, Moore had his spleen
removed at the UCLA Medical Center. It was the only treatment available at the time.
After surgery, Moore's oncologist, David Golde, kept the spleen. It seems that during the
course of his diagnosis, Golde noticed that Moore's blood produced an unusual amount
of interferon and other proteins that might be helpful in treating both cancer and AIDS.

2 Debbie Howlett. "Spleen sparks medical, legal tug of war". April 10, 1990. USA TODAY .<Nexis>
3 Frank Swoboda. "It Was My Spleen, and Now It Could Be Anywhere". January 26, 1988. The
Washington Post.



Golde, a highly respected research scientist, began working with tissue from Moore's
spleen in an effort to develop a "cell ine." A cell line could produce an endless supply of
cells for research as well as for commercial development.

By 1984, Golde and his colleagues, working in state-owned laboratories financed by
large doses of federal grants, eventually developed a cell line from Moore's spleen and
patented it. Calling his new product Mo line after Moore, Golde signed a contract with
Genetics Institute Inc., an American biotech firm, to clone the cells and with Sandoz Inc.,
a Swiss drug company, to make medicines using the cell line. Both companies have
exclusive use of the Mo cell line.

Golde, according to Moore's lawyers, received 75,000 shares of Genetics Institute stock
for a penny a share. At the time, the stock was worth an estimated $ 3 million, according
to Moore's lawyer. More important, estimates of the potential market for the medicines
developed through use of the Mo cell line range as high as $ 3 billion.

Throughout the research period, Moore, at Golde's request, flew every six months from
his home in Seattle to the UCLA Medical Center in Los Angeles for a checkup. The
medical center usually picked up the tab. Each time, Golde and his colleagues drew
some of Moore's blood to see how he was doing. But Moore grew tired of making the trip
and says he asked Golde if he couldn't have the blood drawn and checked in Seattle. He
said he was told no and that he would have to continue making the trip to Los Angeles.
By 1983, Moore said, he became suspicious about Golde's insistence that he make the
trip to Los Angeles and hired attorney Sandford Gage to find out what was going on.
Gage's Beverly Hills firm specializes in medical malpractice cases.

Jonathan Zackey, a legal colleague of Gage's, said the law firm's investigation
discovered that Golde was using the blood drawn from Moore during his visits twice a
year as a control gauge. The blood provided them with a way to compare the lab cells
with the real McCoy," Zackey said. "It also gave them a new supply."

It was through Gage's investigation that Moore said he first learned that Golde was using
his cells for commercial enrichment. It was at that point that he sued for a piece of the
action. Moore claims that Golde never told him about the research or the possible
commercial value of his spleen.

Anthony Murray, Golde's attorney, doesn't think Moore has a legal leg to stand on.
"Nothing in Mr. Moore itself had value. It was the doctors' knowledge, their ingenuity,
their genius that had the value," Murray said in a recent interview on the MacNeil-Lehrer
Report. "They almost literally made a silk purse out of a sow's ear. | mean, they took
something that was not only useless to him, but fatal to him. And they used it, and they
made some entirely different product."

Moore, according to Murray, is an ingrate. Golde saved Moore's life, Murray told MacNeil-
Lehrer. "Most people would embrace the doctor with all the gratitude they have."

Moore's suit has raised the passions of the scientific community, which warns that if he is
successful he will strike a blow against future medical research. Although human scrap
has been used in medical research through the ages, the emergence of the biotech
industry in recent years has resulted in an explosion of such research.

Because | share the same disease as Moore, | find myself wondering what | would have
done if | discovered my doctor had used my discarded spleen to develop a lucrative
commercial product.

When | was diagnosed in March 1984 -- just about the time Golde was patenting his cell
line -- | was told that the average life span for someone with this disease was five years
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