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ACTH deficiency abn win
Albinism (@mxn) 1oy

Arthrogryposis

2211 'N172 baw

Ataxia tlangiectasia (AT)

qVARD LwrbTin L, (DMX11) NN
22111 "NYT71 vaw

Bardet Biedl syndrome

2211 'N172 baw

Bartter syndrome

22111 "NYT71 vaw

Carmi syndrome -Epidermolysis bullosa, pyloric stenosis

22111 "NYT] vaw

Cerebrotendinous xanthomatosis Nom
Cockayne syndrome DM DR 53
jxjpliekin]

Congenital insensivity to pain

2111 "NYT71 vaw

Congenital myopathy

TMAIT — NQW

Congenital nephrotic syndrome W 1aN
Cystinuria + 2313 'NY1T2 vaw

Epidermolysis bullosa ToN bX 1

Fanconi A I\ jpleke}

Growth hormone deficiency

22111 ANYT71 vaw

Glycogen storage disease 1

2111 "N1T71 vaw

Hemolytic uremic syndrome

2211 'N172 baw

Hyperinsulinism

22111 "NYT1 vaw

Hyperoxaluria

LYPI WA AN

Hypoparathyroidism, retardation, dysmorphism

2113 DNMINTAT DWAwT o
MIRRS,MMRbo

Infantile Bilateral Striatal Necrosis (IBSN)

22111 ANYT71 vaw

Infantile neuroaxonal dystrophy (INAD)

2111 "NYT71 vaw

Infantile Sialic Acid Storage disease (ISSD)

2211 'N172 baw

Krabbe A2 MY, NANRPIN NaNA

Snnan Yy

Leber amaurosis Twn
9VAND

Mitochondrial depletion

Molybdenum cofactor deficiency

DNTYA1] naNnna

Maple syrup disease

IRYTA VAW, PP

Nephronophthisis

2211 'N172 baw

Niemann Pick type C

22111 "N1T71 vaw

Non ketotic hyperglycinemia

2313 N7 VAW
DSwa MR ;b

Osteopetrosis

22111 "NYT1 vaw

Pendred syndrome owa
Pelizaeus-Merzbacher like disease maxna,mr5o
Prolidase deficiency Nom

vy

Pseudo rheumatoid dysplasia

Putamen dysgenesis

22111 ANYT71 vaw

Pycnodysostosis

DNTYA - 712

Spinal muscular dystrophy SMA, NpIr-X 702

Spinal muscular dystrophy related disease SMARD NRpAT=-NX 702
Syndrome with mental retardation RpAr-K 90711

Tay Sachs disease IRID 12K, 1pD

IN1T1 VAW

Ventricular tachycardia

maNny nNbo




