pilasd] Szl
(5991 (yanaell Liom ) S it ity -.iaznlly 7 M
Ol (2 (ol ol assediss (5B
Hi(laany b on LSy «0a09Sy g Odll JB b (8 i Tugaadl Lol giSill o))
“Biotechnology is not BBC (before Boyer- Cohen), but it is ABC (after Boyer - Cohen)!!
OapgS JLiliwg (Herbert Boyer ,ug wvyy e oUW cl_:,.'u sy chalall LB L [3n
o2 o S e JB rLai <l C‘e s? Stanley Cohen
NAVY ple 5 slgle 32 0oyl e BaS et Gullal g GUSYF (5 a8
call ol pllal & (R < p8) el olagpl Ly B cuall c‘.l.‘s rJla.H P EUev
@] 2y .rL-JI s 2 slhils B aie pale yaie B (cupyS Lliv) wlaweidl Loy B
LGS 5 plaball 8250 Loy L elatdl plab JI Ggey SN Wl o6 45 puilonad JyY! Pl
03Dl by s VAV ple (b caddl U Legystas iy .r‘m By J] e g3
syl = tetracycline $ulSalyis (Sgadl oLAll Loglis cua Jomy (s3I - pSCI0L
JIssly Lalsy kenamycin gawoliuS §aadl sLall Gaglis gux Jog s3I - pSC102
Aggaadl lolall o glhhl Leglie JBIL casgeal 01 LysSlt J) colasey Sl
&.:..i.all 0o O by B oUW C.w - @Jl."dl Logd Lelanw 01— L5001 Lagly o 39
p=2?! ps EcoRT el p35] plasisl, pSCI01 KLY W o Xenopus laevis r..,l._- gyl
.&:.i..a.ll Olgsa a3 1514y 5als GF Sy 2 B ye E',I'J «DNA ligase &, i
= il gadadl ) 8,L5] b &3y Chimera Ciog syaadl aueidl s albi 1,
o OLl e a8y L a3y 3oUly 2wVl gy s dear Jio I LUl Bypbn i
C Bk cpardlly pol Sl gl Jas Lo Ol ey LE coli 1 oSy JI Calt 2003301 S
o glidlly wols oy gl Oladg T SIS T Jf pakdll sear JB 0Sall 0o gl
o> ST e L
Los Lo sby o2 9)giSsadl plol dnwly BT pdy Gpame b Mot plaill 136 JS3 55
(PES e Jeadl! (3m Lylay 5 Wl,SH 0 Ugalt S5 J) elabalt

Qe



535LaJl Aad Loy LewiBly ¢ Lemelson-MIT 535Lx e 1841 ple | 3 ol o a3
VAAY rLG ‘:9 J.:}] Bl GLG Jo 28 u._-.h,S olSy ‘J\JJJ Q}glo e 9

ol (b Lall bl phs rL,.i besly ol (038 g2 Ly pland o3 355
8 e U,S5 LS S Leose 2 S oy

=Ssl sl o e i 5! — Human genome (5 ;241 prial o8 idSN piayg
23p (§yke b IS Sgp> (e ol 4y Loy plusl agitysll Bolll B olasedSes
S g dj.ﬁ 4sls 53h> — Annotation f""l'-’ By b gng cliuad! 5955 Sy bl
.ru‘m Jl ebaadly p o1

rL.: )__.}:-Si s~ The Human Genome Project (HGP) (5 & r).'.._.:,Ji Eare (I 254
oip Lo Ul O ya ¥l o)y o 451 S 5l pyiuall Ralsnds 05 Sy 140
LSl By Lol jaly o) B 5, T 0dn o By S Bel )3 Wglag DS 5 corlag Ll
Lo ¥ Jlg> fliy baaae of 3 3,> 1 03a 5l 3 Pl ploglt G0 JolS 03 ] i
o il (rA) Jlee padl cliuad! sas cladadl jadyg

S I s LS pll 138 i (Lidny)5 Bas Yoo gy Y3 oSl py ags S5,
=D 0k G0 e (99) (Sl o5l Gl s LI el B ojke s (05IS o)
Loy Jaih g5 203y 5,501 paiaadl CisS I Jogill (8 oMW i 550 (V)
Lol LAl o8 el BSlag ase s lil 4y ALY byl ue Lsbiall HL3YL
C.:é) : ey &ty ) The Times linows cuiol oIS Jlaa! 1) Jtl pll 525 il
Lothy pdl welb LSl s il ,4dsg « (Opening the book of life sLaJt LS Gudlee
OF &Sas e Ghisl e O3S, ogiulSy ) Jsés Daily Express g S| oo
TG Yo Jlaie ol yae Juby

by s poly b Gy tdl poaall isS ogulS Ciog Ul s YA Jla
L Dl gy @ D Ll paall Lialkas iy 1 JB LS (5500 Jadl e 58]

Nl ol 1 Laslas 0 3ilS LSl Laledl p3e Lo BLESYI 1m 29050 JI 85U B
oyl s b Ll psaill 00 Logaza Ll g (0lb ) 4alS 02 golay o Byl
oybily (gt whlall oo sl §eis aaSH 1as whelady o Jb Ll Se Ll
2SI lia wa> Leo (g) Gl 4 Wy sl pldl &l aeadl Shuwy sl (Gab)

Ll



soilaally Lplau ¥l Sledll JI5 L5 35 11ble Yo jlaiiey 0,08 s U1 SOl calal
Jalis e Jans oy A 108 00 BulSe e of Lule ol july JB isSI) 134y @bl
Ny S8 UL asgl dy oplas I g S Sy Gub Il o2 S (2 bl
5yl pginall CAAS oo Bt

2l pinall 30 of G 1aST 4,800 wlaadl Lol paiwll LisS o il oog
el d).bj CC-.IE-"j dLa.'ngj cué)_lb 2oall g anas tal sos a8 r.g.u JSs RYEIY
180las pamo & (lalull) Zagd Jya LIS ISBYF iy 1 10,y

o 33 9989 Ly piSilly clwg il s 338 pyina o8 iaSIL Lanl elalall 56 3
et =G5S Slaadly Q‘._g)hﬂ‘

Slg Gaios e Wind) GBS B pyuadl oo itsl wlulys 3505 ol Sgolll o
el b L 53 sas

Syl Balal) | Suiadt S il clegs wlud Lo clBghadl b poidll 138 yuds O
95t Byttt ol 18 W1 5 o5,k B ytadl g 51 Lo tJBLE s lad

Ol s S el liil) Bl B30 42 3 wolaslall ads 245 of oSy O
J,_.JS w0 QL.-J?‘ W Las l:l_.’}b_):l-é C_wfj ‘;L_!:l.b“ LgS}La usﬁ Sy dl d.'iL'\SlSj
Etgaadly LU 9y 0o 32325 051 Y 0

ool Lol Lol SIS Qand P it 5 Sloglalf oln 2i5 o oSay O
Sy elgadly claall o Py Lans wlalisl W) [ IRV JUINED

s olaalt Jae ST o5 pSam (W pball ) Jogilh ] el 0ds 505 O
Syl Ll oy (Ll oo Lale Daaal @13 (L, Sloglas) 35y L dalisd| =SS
Sk s jagb JI 23 (5agey clBglinll odn eliasS b pSadl pod 35 of oS
bl JI 25 0dldl o ol b po—adl oo 2SIl sl ol oS Q

RCETTE

blLis] Gopb 08 31 T ume oa Jlagel pabo D2 BlaLy Jadl el gy g
-JLéJHﬁ@ﬁaY‘—‘*.wu.ué-zyweﬁ-ﬁ@T

qy gl ZMalt



o2l 098y of Lgsia Uiama baylys 339 Lsiall o2 J) egalll iy of 4l il ooy
Uk Loyl ladladl 55 oy (4 olall pasad] Shad bags 23| @.a,,
Ld.u.o 8,L3S]s At LI dl (55as S0 gaadl Jyny erJ! elolal] r.. 35 58, ul}
\JI) caay Leale s Jh.._....Jl pie ‘..I Baine LY c.a.hi St Jas r.,]:w O9Se ‘JI, ¢«Cloning
abl a5 ;e aoJl Expression ﬁ.,.n:iji FENEN N r},'.._..-.-JL._; adgo Jl uad! o] 5eSy
oo o3 pasaall JI Lol puadt Jsof Ol oo Bglime Jlng . 3aii5 aslaas LogiiiSy
Vb | bl pany bty of (S aadge yad

a3 o8 Lpmanss S ¥ U1 g a Tl Galo¥ By0bin Dbl aal g olSs

ployi =3 Bl LS o Mo UL wliun po Uonaa 05 Lol p Sl 3y cLgosl o

o el e Jlae (b5 s Tazan LS o2 I5iSTsadl 5,98 2l By L leo]
syl egl b8 payall Sl paussall Jl 3 Ll

sl 5Lt L pasdy oy a1 o3 3,90l yal,e ¥l oe CaiSH oSayy
ol 8 a5 Jildl lan B 7= (1 LB of aa psially byall amniotic fluid
9 (v f"EJ O3de JS_2y “amniocentesis” f“"L-' LGl odn L ymiy cdwds Gl (e
.Lg.a.‘NUdaLg)lelJ_}crjdb@g)baséﬁbmdjLJlO‘lyS%ulﬁm
Chorionic villus Giadly bgmall ¢ygs,sS0l sl e Lige 3535 50 ogld by
b 1,1 35 bl Lo gl ¥i e ansy (0 W 3 gl JS2) sampling
sl 93 (e B,S0e By38 B 0sSh Og2ysSIl LS Ol s Gl Ll
St oandld cnlaninadl o5 bawly Yam 5a¥gll S8 Llyp0l a1l pauinis i
O S )l—‘i:l_ L;-Bj s))il.’\.” Oyt Bj_\-_‘s a—?‘)-\ (-;!‘ U'é_)'“ OIS '3! C):_L'a.-" uéLg.?! st)-é
Loy ¢ oaleaVl el JUL 09 5 pbhi i 1 dadll <YLY s L Leis 2BSY)
Jg..;...-u_l.r-i.La.'\H E_Slallgié .&%!jﬁg1om6ﬁlw1ﬁscp cudeill oo b
Loguad YE Giadl e san5 Lo 13] Juadl elgS] ems Y JULI
s b 3 11 AL gt Blol s (8 B2V 8 el sl b (5438
Congenital adrenal ply Lgyal! Gus 11 Al 3pamg 5 ggill el Julas il 131 JU
wle > rYI B0 Byl o virilization o yidlly Bl 0355 JI a5 Ul hyper[lasia
Syl e ual,cﬂl in aeb 099 Jgamg Lo Jaal 3,35 Jleb dexamethasone ,lic (o

SA



Syl (s e cinvitro fertilization glajll b olasdl by &6 Gslul dliag
Jho x5t paanl LaglgiSs o 5lads! pasdll L85 Lo JS Lo Gabuy Ll 5 Lo
LY Ly ey gr‘m p2y 5 Sl iadl g5 5 probes woluanall plasdul

ol ol paall e sgimg ¥ Ul il sy Tuaitlt R0 pale Yl Uls by
S ciadl Jlidg Wlu Ly 1 Gale Yl Al By ahs Banly B Lo Seim S
wdyadl el e seimg Y

3l Lslea] o Yoo T2Vl A Lo s clially 250l 0l Rols Lioayy
BNy Lo wlalzel axly

Family Screening ,Sull sasill )_..SI (-:9_\._.... wlasdl G)h.!i CL?‘-" ol SSYI g
oladd wlag, 235 adyy lelaill 5, 8, Ua solaisy G yo lyn Ui oe sy
03g) iyl gy el SISy Jiss iy pgles Y Lokt o lus I i
YL 568 099 ,Sall ol aiy elinadl 0igd aleladl ol 331 05 loglall
vaadll of LaS Tyt Bygmay 13 pall gralaladi oy 3Y) g0 030 Uskedly sy Lol
o JaidsI Bal3) a5 138y ¢ Bl plb gl Yl pamd Sl P51 (B iy S
J 33 Sl Gamall 0lb 5,51 LU oy .Familial hypercholesteroaemia (SBWI pt
.H__-,JJ 4o pa wlian 39y by opdl .:I_’fil i e jhuy 35

3 aeadl aBs aand claball oo qulbisy L 423U ool s e Joleilly
VIS | kW S r_." 08 s ‘.__.Jm; 9 b r.w s ool e Laasily 2B
ovirus Logpad bl s oS dl,:u“!! AT (SR caLglS g5 vector Job> e addens,y
ol e Ll 8T 038 3> wibian Gamy Gaony Vsl Gug et Lobro oY1 ok LS
sl gaally Sama (55l gl ]

Uandt Lysidl s 0o pandl Ggbims a1 olne (983! pasadl Lix ol giS5 )i 184
it Basad bline Jamy L Ll B Sladudl laylisity Jaledl oo L3191 duaigll Lisa
I G35 e JB b ol ydl G5 LoD LI w3 per B S oLVl e Lgenn
apimdly Loldly Loladl Cogline waols 53y Ldgyall iygaadl lolaell @by, Sull doglis
DNA Technology (5363l paaadl Liagdeis Jlame 5 slalall oyl o oLyl sy
b 43y Lyt voluntary muratorium s, Jealsy pacedl Il &yl Lelaadssy
LS g Dladedl pladindl (g0 Jgad L] 0da goadiul bylgd wdg By i g A8l
=2 5,00 8 Llaa Ciag wlyadl Jaexd (B Loasiad| b i€l dlalne e clalall oy
E. coli K12 strain 1776 LS, Je @l Jolas ool 3l

44



9 2ie Lo pidls e bLS s Pacific Grove 4y 3 Asilomar ‘,L.‘,L,‘.mi Lol ey
bl iad guad wdg) oLl Lagyl Bk D VY 0 Uy AP 0y jaihe V8V0 ple b
sy Lo of )55 Lol Bhb plas pal po 1S5 53501 paasdl Lz sl giSen Sigamy
OSas Yy cdisarmed 8l Losar (555 Gy LAAJHJ._I)I.“:AS P By LSS e iUl
pogil! Lowall 3ol al Bagan Liad sLS] Jf a3l 1in 3l 3By . Jalalf gl Bl L
Recombinant DNA Advisory Committee (RAC) pul aos 485,01 Samill wli¥gll
Lgsliadisy Daggill palan U Lz glpis o)l o b Il g 09SH

ool om0 Sas Lo sl Lok Tl Lylpdy ilsags (loglimnl) JaShe 08 ya0 3B
22 0ol Lily Hladl iy sall

2 e plaBdl 555y elalell s Goh Y 3 of oladi an 8 5, il hayleall ooy
Laogill Lonall a8las 1230 0 s o s Jam of ogh 1y ()01 sl
sl slae DNA (aead 4,L850%1 A0l ey «National Institutes of Health (NIH)
om0y ¢ NIH Recombinant DNA Advisory Committee (RAC) doqdli Lavall anlal da,lll
¢« The Human Gene Therapy Subcommittee of RAC & il lasdl E)bd de il Ll
.Fedral Food and Drug Administration (FDA) ,s8lialty 385 21,081 5,03Y) e

Committee on- the Ethics of guadl p okl LBy Lad wiail Sasull 48Lalt oy
Genetic Manipulation Advisory &uaadl oMalxal) 2,,L250Y1 delaadiy < Gene Therapy
.Group (GMAG)

oig) Ly Lplaw Pl UL Lalall dges Lo Loamid) Jgall 5 o3V (o> 23y
b Ol S5 G 4831 conall fan b Kualadl Cuyladl 4] wlsy AN sully ¢ EEul
2ip ufglis WS (Newsweek tlgjen daw oo 1449 yuswwa TV (1444 puadss 4 (So0s
N34V ple suigag vyl Soas B Scientific American 4las 423l

obd dule Liayy liun Lady (B I 08 5l canlyoua (B S 08 0a)ll Ly S5y
Bae b oy 531 I 23 0 Jgil 0350 aly 0 0 Ly 31 JIS1 3k
P UV SR | I J9N -1 9% [ PRSI PEN [ W L Garks elala! T 1agly alina
iy W 58 Jiy Y laoand VUL e Jlga Yl s Jo g 1amly Lua Lgse JS &igas

Alialy camly oo J) x2S 03Tl o Wisl s Ayl pS1sall g5
Lolill dpnladl wladldl ;5 o bz 5as Jl a2 I 0ol 5 e (5,5

Yo



lguinadd Ao Gli Baa d BTl Saloellalig cdomig (o Lgia IS (8 @Sy ol Y ALia

Galactosaemia pll (S 59aSLaY spary
pall B3
3333l S TIN5y
Jgdl & paiacdl syag
ol B wladsr 9eb
(S g 51b) duadll S, Aelll yali
Agammaglobulinaemia

Haemopbhilia
SCID

Cystinuria
Polyposis coli

Beta-thalassaemia Lamasdls — Lo

sl gl etas e 56
Methylmalonic aciduria
Baanio dlayg> seeb (S0
Adult polycysitc disease
Wilson disease O3y Loy
(Bt B Sy Sl 2155

Familial hypercholesterolaemia
SaySIl JSaH JI pall LA Jgami 0o 50

Hereditary spherocytosis

pell sLasl 3 spasdl e o
Haemochromatosis
Cystic fibrosis NP [N L
Huntington’s disease QAT (D 40
Sickle cell anaemia bl LY

wlaall OoT9 jgad
Duchenne muscular dystrophy
bl St fagas sledl Salyy
Mucopolysaccharidosis
aaraSalalt Gl 5 5
Glycogen storage disease

Tay-Sachs disease Sl 55 3y

Disease ualt | Therapy Z 5l
B8 LY S5 Baky; | Hormone replacement Syom e

Congenital adrenal hyperplasia

Phenylketonuria Jgdl 3 Lill ogiS 349 L3l bayles

Dietary restriction of phenylalanine

Dietary restriction of galactose 234l bylgd
8lae

cl.'-..‘.]l s,

High fluid intake, D-penicillamine ,5lis

Factor replacement
Marrow transplant

Colectomy Ll
Immunoglobulin replacement e
Marrow transplant £55 £
Vitamin By, — enzyme cofactor ilie
Renal transplant &S £
D-penicillamine dlie

Diet, medications adlie — L bud

Splenectomy

Ll

Repeated venesection po e

Y




Sl B lgie JS (8 @S sl pell Zikes

lgedradd dad ATl Cibnllally
Therapy Zolali | Disease wa
Surgery ial,adi | Celft lip and palate Gl g s 38
Surgery ial,aJ1 | Pyloric stenosis gl s s
Surgery, medications lially 4>I,2J! | Congenital heart disease Laladl il ol i
Surgery, medications 3l 1xl,adi | Hydrocephalus ol eliacint
Medications )l | Diabetes mellitus el 45 4
Medications 8kl | Hypertension pall bis 5.L5
Medication, surgery i>l,2y ,8lall | Peptic ulcer Lans o
Medications 8Lt | Epilepsy £re
Surgery L)yl byl b il als
Congenital dislocation of the hip
Medications — diet Laally L8l | Gout Rl
Medications 8GN | Diabetes mellitus el 450

Johns 5Ssn35sa dmelay Yl (V8 JS8) Victor Mckusick (ShusSa ,35558) Lingg
P ol J | jos 4 LiJg .Medical Genetics <kl 251,41 f“" =4 Hopkins University
ple (o9 pLE (hsSay of Liale 13] 431,501 056,a¥l LS s Jyor Usloglal gLl sail

2 ] B obs e LS8 0 ey 1A
oLSs Mendelian Inheritance in Man glgam aJ L3S
Lol Labll Ay poye (Vor i) sga> 5 Lasas
Jlo= dl Joy (F yandl o3, pil)l S H5e) 800
(S Lo 855La) hsSe JU a3y L oy BV AnS
fj) Jsah 748y 144V rL.c > Lasker Foundation
(LhssSa) il Lendy 1 Dubpadl SOLSH 50| (T0)
Sl ¥l s S 8 (ol s [0 gy
Victor iluySle 45 : (1€) JS& anly oaa I s JS w2 Sl
) B 4l1 ple umsa Mekusick

VoY



RH
MCAD

ATHI

F&
USH2

APCB
P
PROS
q

COoL1A2
auss

AP PXU

2

: .

i
Y
p

|

F1D

0 -] E-] o a =
:L::n:l:nﬁoalnmﬁrnl—*

12

HbH MR MDS

P ?gg" p CMT1A
NF1
BRCA1

q q COL1AY

—_
(9]
o

17 1

HANA o
% 5001 a
21 2

RNA
1GLI

NF2 q

=)
E
i

HD
GNPTA

Fii
FSHMO

Bivs

INS VWF rANA
] USH-1
W1 COLoAT HOCM-1
MEN 1 5P
AT

N
o

TOF

X Y

ce,7.0
ARSB

EMA
HEX8

FAP

F12

MEN2

CEP

hNA
PWB/AS

FBN
HEXA

PRP

SRC

Meckusick plaadt Lgosd 31 4y phod} olo gusgag SI Laio Al B0 31 sas) : (%0) JS2
ly S Lo S (o el (00 2 o1 iy ol it atge Lguls Lansgo

YoV




KeytoFip. =~

ABO—ABO blood groy

AHP—Acute hepahc porp'nyna

AlP—Acute intermiltent porphyria

APKD-1—Adult polycystic kidney disease—locus 1

APOB—-Apolipoprotein B

APOE—Apolipoprotein E

AKRSB—Mucopolysaecharidosis type V1, Maroteaux-Lamy
syrdrome

AS—Angelman syndrome

AT—Ataxia telangiectasia

AT l—Antithrombin I

BRCA1—Familial breast/ovarian cancer locus-1

BWS—Beckwith-Wiedemann syndrome

C5—Cemplement factor 5

C6é—Complement factor 6

C7—Complement factor 7

CS—Com, factor g

CAH1—Congenital adrenal hyperplasia, 21-kydroxylase

CEP—Congenital exythropoietic porphyria

CFTR-=Cyshc fibrosis transmembrane conductance regulatar

CMT1A—Charcot-Marie-Tooth disease type 12

COLtA1—Collagen type 1, alpha-1 chain, osteogenesis imperfecta

COL1A2—Collagen type 1, alpha-2 chain, osteogenesis imperfecta

COL2A1—Collagen type 2, Stickler syndrome

COLBAIIV-Collagen type 3, alpha-1 chain, Ehlers-Danlos syndrome

type

CYP11B1—Congenital adrenal hyperplasia, 11-beta hydroxylase
DM—Myotonic dystrophy

DMD/BMD-—Dystraphin, Duchenne and Becker muscular
dystraphy

F5—Coagulation protein V

F?—Coagulation protein Vil

F¢—Coagulation protein VIIL, Haemophilia A

Fo—Coagulation protein IX, Christmas disease, Haemophilia B

F10—Cozgulation protein X

Fl1—Coagulation factor X{

F12—LCoagulation factor XI{

FA—Friedreich’s ataxia

FAP—Familia 2denomatous palypasis, polyposis coli, Gardner

rome

FBN-—Fibrillin, Marfan syndrome

FraxA—Fragile X mental retardation

FSHMD—Fado-scapulo-humeral muscular dystsophy

GAL—Galactosaemia

CLBI—GMI gargliosidasis

G6PD—Clucuse-b-phosphate dehydrogenase

GNPTA-—Mucopolysaccharidosis type I, Husler syndrome

GUSB—Mucopolysaccheridosis rype Vi, Sly syndrome

HoB—Beta globin gene

HoH MR—Alpha-thalassaemia mental retardation
HD-Huntington's disease

HEXA~Hexpeaminidase A, Tay-Sachs disease
HE@—Hexosaminidase B, Sanchoff disease

HFE—tHaemochromatosis
HGPRT—Hypoxanthine guanine phosphoribosyl transferase,
Lesch-Nyhan syndrome
HLA—Major histocompatibility locus
HOCM-1—-H; hic obstructive cardinmyopathy type 1
IGK—imm in kappa light chain
IGL—Tmmurioglobulin lambda light chains, k on ¢hromosome 2 A
on chromosome 22
i

n

MCAD-—Acyl Co-A dehydrogenase, medium chain
MD5—Miller-Dieker syndrome

MEN1—Multiple endocrine neoplasia syndrome type 1
MENZ—Multiple endocrine neoplasia syndrome type 2
NF1-—Neurofibromatesis type 1, von Recklinghausen’s disease
NF2—Neurofibromatosis type 2, bifateral acoustic neuroma
NP—Niemann-Pick disease

NPS—Nail-patelta syndrome .

OTC—Omithine transcarbamylase

p53—p53 protein, Li-Fraumeni syndrome
PKU—Phenylketonuria

PROC—Protein C, coagulopathy disorder
PROS—Protein 5, coagulopathy disorder

PRI’—Prion disease protein

PWS—Prader-Willi syndrome

RB—Retinoblastoma

RH~Rhesus null disease. Rhesus blood group
RP1—Retintis pigmentasa locus 1

RP2—Retinits pigmentasa locus 2, X-linked
rRNA—Ribosomal RNA

SCA1—-Spinocembellar ataxia locus
SPH1—Spherocytosis type 1

SMA—S&MI muscular atrophy

SOD1—Superoxide dismutase, familial motar neurone disease
SRC—Proto-o , Rous sarcoma virus
TDF—Testls determining factor

TSCl—Tuberaus sclerosis, locus 1

TSC2—Tuberous sclerosis, Jocus 2

USH1—Usher syndrome type 1

USH2—Usher syndrome ty

VHUL—von Hippel-| Lmdsu syndmme

VWF—von Willebrand disease

WD-Wilson's disease

WS1—Waardenburg syndrome, type 1

WTI—Wilms' tumour 1 gene

Xg—Xg blood group
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