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ToIYIRT N1nb mprta 1.1
CYSTIC FIBROSIS
SPINAL MUSCULAR ATROPHY
(MW X NNMoN) FRAGILE X

v b by mbon mpra 1.2
OTIDWNR N¥1NPNR ymm
(Tay Sachs) DpT ™ NSMn
(Familial dysautonomia) NNABWNA MNINVIRD™T
(Canavan disease) 121p N>rmn
$MAPMBR NbY R¥1nn oymm
(Thalassemia ) o7 n
(Tay Sachs) ©pT ™ Norn
ANPIIN RXIMN OYMm
Progressive cerebello cerebro atrophy — PCCA n5rn
1NN RN oymm
( MLD metachromatic leukodystrophy) vm'\uompﬂ‘? [Zal¥jahipinlijal
PPNV RX1NNK DY
(Thalassemia ) o7 n
(3MGA) quotp Nnrn
Progressive cerebello cerebro atrophy — PCCA n5rn
Sw NINNDNT MITTRT N ;77710 RX1DN AR 121N DN 1AR TR DYymm
Mavwd mxymn nma
(Thalassemia ) rT7O5N
".‘Ip'?: N¥1hn ormnmm
(Tay Sachs) ©pT ™ Norn
(Familial dysautonomia) NMNABWA TNALIRDTT
0L R¥ 1NN DYMIM
(M%wn3) (Usher 2a) "wx NYrmn
MPNP KR¥nh DymMim
(MED17 13) Infantile cerebral cerebellar atrophy ICCA n5nn
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0127Y 27P2 A1 IPYS Mxbmn mpra L2
.(2212 DIRTTA DwaAw 551 x5) D

aMoIvINRT N 2.1

(Thalassemia ) 1O N

CYSTIC FIBROSIS

SPINAL MUSCULAR ATROPHY
(7"MAw X NMnon) FRAGILE X

2T 112 nw Sw KXY MWK VAWH INY N8N W N7 10 Sy mbon mpra 2.2

15ava nuvbnn abramn

Niemann-Pick type A,B disease

w71unn TNNI 7"7a0n (0'x1Ta X%7) n'm'70in 0y

Cockayne syndrome, Albinism

"X XXINN DAY

Pendred syndrome

7'722 D'NITA D'VAY

monn

Dwpn

Congenital nephrotic syndrome, hyperoxaluria

(0'n70n) wia 12X

Maple syrup urine disease, Tay Sachs disease, CPTII

(0'TNT) X0 1K

Non ketotic hyperglycinemia

(om70m) o'm'Tn 0 MI0-X DN

Bartter and Gitelman syndrome

(*RIT2 V2WY) [IYaL Nnoia

Molybdenum cofactor deficiency, Pycnodysostosis, HGM, hyperoxaluria

(om%0m) NxT'an1 - N1y

Hyperoxaluria I, hyperoxaluria I11

(0'TNT) NNyp

Mucolipidosis I11

(0'TT) XA na

Wolman disease

(n'n70mn) na

Krabbe, Stuve Wiedemann

(0'n701n) 72NN 7aX"a

Retinitis pigmentosa, hyperoxaluria I, thyrosinemia I11

(o'1T) 0'7212

Mental retardation, non syndromic, spinal muscular dystrophy related disease

(n'70m) Xp7-X 10"

Wilson disease

(D'TNT) 7722 02

Congenital thyroid hormone and glucocorticoid deficiency

27N wia

Cerebral dysgenesis, neuropathy, ichthyosis and keratodermia (CEDNIK)

(om%0m) naT

Epidermolysis bullosa, Wolman disease, severe combined immune deficiency,
spinal muscular dystrophy related disease

(om%0m) TOX N T

Krabbe disease

(0'7T) '-IN-nT

Ataxia telangiectasia

(o'TNT) wronin

Pompe

(*x1T2 Vaw) nmoin

Congenital insensivity to pain with anhidrosis , limb girdle muscular dystrophy

(*®1T2 VW) NAIT — KAV

Ataxia telangiectasia

(n'm70mn) o

Argininosuccinic aciduria, carbamoyl phosphate synthetase | deficiency,
Cerebrotendinous xanthomatosis, prolidase deficiency

(') RO

Cockayne syndrome, Fanconi A, hyperoxaluria |

(o'TnT) X109

Pelizaeus-Merzbacher like disease, ventricular tachycardia, hypoparathyroidism,
retardation, dysmorphism

(8172 V2Y) NINND

Hyperoxaluria I, Cockayne syndrome, Kohlschitter-Ténz

(D'TT) NIt 19D

Smith Lemli Opitz

(n'n70n) X132 19>

Hypophosphatasia

(n'n70In) XTI 19D

Infantile bilateral striatal necrosis (Strionigral degeneration)

(*R1T2 VW) DOK{ 192

Maple syrup urine disease, Pompe, Hurler

(o'TT) WN'an

Mitochondrial DNA depletion syndrome

(0'n70m) WX'an




Ataxia telangiectasia (AT), Sandhoff

(nD¥n) WW'an

Factor 7 deficiency

(o'm70m) N> 71an

Cockayne

(D'TNT) onw 7Tan

Cerebral dysgenesis, neuropathy, ichthyosis and keratodermia (CEDNIK),
Biotinidase deficiency, Leber amaurosis

(om%70m) Tnwn

Complex hereditary spastic paraparesis

(n'n70n) 9N

Mitochondrial DNA depletion syndrome, Wilson disease, ataxia telangiectasia

(o'TnT) N1'ano

POC1A deficiency

(nm%70m) n710

Pelizaeus-Merzbacher like disease, ventricular tachycardia, hypoparathyroidism,
retardation, dysmorphism

(8172 VaY) NNXY0

Ataxia telangiectasia

(n'm70m) 1y

Non ketotic hyperglycinemia, pseudo rheumatoid dysplasia, retinitis pigmentosa

(n'm0mn) iy

Glutaric aciduria type |1, retinitis pigmentosa

(om'70m) 7nxn 'y

Cardiomyopathy

(0'n701n) nwnxy

Gray platelet syndrome

(o'm70m)TIn 78 2w

Tay Sachs disease , maple syrup disease

(D'TNT) Ve

Cockayne/XP

(o'm'70m) orTxID

Krabbe, HUPRA

(0'n70mm) AnXa Y

Pelizaeus-Merzbacher like disease, ventricular tachycardia, hypoparathyroidism,
retardation, dysmorphism

(*RIT2 VaWY) 'V IR oKD

Ataxia telangiectasia

(0'n70m) nnn

Severe combined immune deficiency

('"x1IT2 vaw) 2t N

Limb girdle muscular dystrophy

('"n1T2 VaY) '7aY

Rickets, 1,25 dehydroxy vitamin D3 resistant

(om%0in) 1yn 722 nnn




.2212 DINTTA DWAW 27p2 1WA poh mybnm mpra L3

2333 DINYTTAR Dwawn Hab 3.1
SPINAL MUSCULAR ATROPHY
Hypoparathyroidism, retardation, dysmorphism
Congenital insensitivity to pain

1212 DWW MAW) AT 11 W bw DMWNRT R¥1NAT vaw b by mbon npra 3.2
(FTPYMO 1X1B7 TN Sw waan

Arthrogryposis

Ataxia telangiectasia (AT)

Bardet Biedl syndrome

Bartter syndrome

Cardiomyopathy dilated, neonatal isolated

Carmi syndrome -Epidermolysis bullosa, pyloric stenosis
Carnitine-acylcarnitine translocase deficiency

Complex 111 deficiency, mitochondrial respiratory chain
Cornelia de Lange like (Birk Flusser) syndrome
Cystinuria + (2p16 del) syndrome

Cystic fibrosis

Desmosterolosis

Glycogen storage disease

Growth hormone deficiency

Hemolytic uremic syndrome, Complement H factor 1 deficiency
Infantile Bilateral Striatal Necrosis (IBSN)

Infantile neuroaxonal dystrophy (INAD)

Infantile sialic acid storage disease (1SSD)

Leber's congenital amaurosis

Maple syrup urine disease (MSUD)

Nephronophthisis

Niemann Pick type C

Non ketotic hyperglycinemia

Osteogenesis imperfecta

Osteopetrosis

Pelizaeus-Merzbacher-like syndrome

Persistent hyperinsulinemic hypoglycemia of infancy PHHI
Pyruvate dehydrogenase deficiency (PLD)

Thalassemia

™1 Hw waan ona owawn mnw) owara Sw kv vaw b Sy mibon mipra 3.3
(FTP1D ANIDY
(fragile X) mawX nnnon

LR NPOI%IN 2792 a3 poh mxbmn mpra L4
192 77P7 932 D1PWN2A TR\MINDT DY 725 v

aMoIboINGT n1nd 4.1
SPINAL MUSCULAR ATROPHY
(MW X nnon) FRAGILE X

MbHoM NMPI1a 4.2
AT %12 DW pAYTA KX 23D 0P YN 12N NID0 M1k MXhnng






