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Keyta Fig. =

ABO—ABO blood group

AHP—Acute hepatic porphyria

AIP—Acute intermittent perphyria

APKD-1—Adult polycystic kidney dlsease—locus 1

APQB—-Apolipoprotein B

APOE-Apolipeprotein E

ARSB—Mucopolysaecharidosis type VI, Maroteaux-Lamy
syndrome

AS5—Angelman syndrome

AT~—Ataxia telangi 3

AT M~ Antithrombin [T

BRCA1—Familial breast/ovarian cancer locus-1

BWS—Beckwith-Wiedemann syndrome

C5—Complement factor 5

Cé—Complement factar 6

C7—Complement factor 7

C9—Complement factor ¢

CaHI—Congenital adrenal hyperplasia, 21-hydraxylase

CEP—Congenital erythropoietic porphyria

CFTR~=Cysstic fibrosis transmembrane cenductance regulator

CMT1A—Charcot-Marie-Tooth disease type [a

COL1A1—Collagen type 1, alpha-1 chain, osteogenesis imperfecta
COL1A2—Collagen type 1, alpha-2 chain, osteogenesis imperfecta

COL2A1—Collagen type 2, Stickler syndrome

COL3A 1—LCollagen type 3, alpha-1 chain, Ehlers-Danlos syndrome
v

type

CYP11B1—Congenital adrenal hyperplasia, 1t-beta hydroxylase

Dbi—Myotonic dystraghy

DOMD/BMD-—Dvstrophin, Duchenne and Becker muscular
dystrophy

F5—Coagulation protein ¥

F7—Coagulation protein VIL

F8—Coagulaticn protein VI, Haemophilia A

Fo—Coagulation protein IX, Christmay disezse, Haemophilis B

F10—Cozgulation protein X

F11—Coagulation factor XI

E12—Coapulation factos X

FA—Friedreich’s ataxia

FAP—Familial adencmatous palyposis, polyposis coli, Gardner
syndrome

FBN-—Fibrillin, Marfan syndrome

FraxA—Fragile X mental retardation

FSHMD—Facio-scapulo-humeral muscalar dystrophy

GAL—Galactasaemia

GLB1-GMI gangliosidosis

G6PD—Clucose-5-phosphate dehydrogenase

GNPTA—Mucopolysaccharidosis type I, Hurler syndrome

GUSB—Mucopolysaccharidosis type VI, Sly syndrome

HuB—Beta globin gene

HbH MR~—Alpha-thal ia mental dati
HD—Huntingtor's disease
HEXA—Hexpsaminidase A, Tay-Sachs disease
HEXB~Hexosaminidase B, Sandhoff disease

H tosis

HGPRT—Hypoxanthine guanine phosphoribosyl transferase,
Lesch-Nyhan syndrome

HLA—Major histocompatibility locus

HOCM-1—Hypertrophic obstructive cardiamyapathy type 1

IGK—Immunoglobulin kappa light chain

IGL~Immunoglobulin lambda light chains, x on chromesome 2, »
on chromosome 22

INS—~Insulin

MCAD—Acyl Co-a dehydrogenase, medium chain

MD5—~Miller-Dieker syndrome

MEN]—Multiple endocrine neoplasia syndrome bype 1

MEN?—Multiple endocrine neoplasia syndrome type 2

NF1—-Neurofibromatosis type 1, von Recklinghausen’s disease

NF2—Neurofibromatosis type 2, bilateral acoustic neuroma

NP—Niemann-Pick disease

NPS—~Nail-patella syndrome

OTC—Omithine transcarbamylase

po3—p53 protein, Li-Fraumeni syndrome

PRU—Pheaylketonuria

PROC—Protein C, coagulopathy disorder

PROS—Protein 5, coagulopathy disorder

PRP—Prion disease protein

PWS—Prader-Willi syndrome

RB—Retinoblastoma

RH~Rhesus null disease, Rhesus blood group

RP1—Retinitis pigmentasa locus 1

RP2—Retinitis plgmentoss locus 2, X-linked

tRNA—Ribosomal RNA

SCA1—=Spinccerebellar ataxia locus 1

SPHI—Spherocytosis type 1

SMA—Spinal muscular atrophy

SOD1—~Superoxide dismutase, familial moter neurone disease

SRC--Proto-oncogens, Rous sarcoma virs

TDF—Testis determining fattor

TSC1—Tuberous scletosts, tocus 1

TS(2—Tuberous sclerasis, Jocus 2

USHI—LUsher syndmome type 1

USH2—Usher syndrome type 2

VHL—von Hippel-Lindau syndrome

VWF—von Willebrand disease

WD-Wilson's disease

WS51—Waardenburg syndrome, type 1

WII—Wilms' tumour 1 gene

Xg—Xg blood greap
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