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f‘“Eﬁf ¥R (Fabry Vﬁ) (Angiokeratoma (Fabry's disease))
(Mg T [ /ff | (Hypophosphataemic rickets)
ey [*RUEJ@&? AEEX R IJF‘E‘ Fjﬂlﬁf_ﬂ SRR 5 PP JF:‘ '35 (Focal dermal hypoplasia (X-linked
dominant, male lethal))
PR T”EE‘ ) (Diabetes insipidus, neurohypophyseal)
[ﬂﬁ«éﬁ‘? T2 XY ¥ 1EKIE]) (Gonadal dysgenesis (XY female type))
[HE; 7ﬁ§§7€ T = (Aarskog %F 1'IF) (Faciogenital dysplasia (Aarskog syndrome))
TR U A AR ET (Choroidoretinal degeneration)
FIHET S5 A (Spinal muscular atrophy)
[EERREFEERE IR ESIEYAY) (Nystagmus, oculomotor or 'erky')
ELET Frf /ﬁ (Albinism, ocular)
F\ LE'}'W?EE(stenod sulphatase ##-7) (Ichthyosis (steriod sulphatase deficiency))
K 2 PR Pl 75 T gl o - (O 5 R BT R]) (Ornithine  transcarbamylase deficiency (type |
hyperammonaemia))
SEASE- (Choroideraemia)
’:‘& AP (Spastic paraplegia)
i AR TR T AL (Adrenoleucodystrophy)
e@« Fﬁﬁ«é@? T+ 2L (Adrenal hypoplasia)
TFUE S EEE- (Diabetes insipidus, nephrogenic)
% 1ﬁfﬁ$’i“ li@[i (Retinitis pigmentosa)
AR (Retinoschisis)
Jiy! 1ﬁfﬁ§'ﬁ =¥ %T AL (Macular dystrophy of the retina)
R E%Fu PR A ]0) (Perceptive deafness, with ataxia and loss of vision)
ORI (DNFZ D) (IECI’CGDUVG deafness, DNFZ type)
S 1 {5 S - (Testicular feminization syndrome)
i”‘fiﬁ%ﬁ (i IE"J‘?’E}%QE’) (Hydrocephalus (aqueduct stenosis))
AU O &M 7 (Glucose 6-phosphate dehydrogenase deficiency)
FIETE = = (Y EE™ E]) (Amelogenesis imperfecta, hypomaturation type)
FIETE =7 = (35 T U2 (Amelogenesis imperfecta, hypoplastic type)
& A [ 7 2] (Granulomatous disease (chronic))
PEFUFAE(STVIIIHTE]) (Glycogen storage disease, type VIII)
AR LTS YT T 2 (Spondyloepiphyseal dysplasia tarda)
SE [t ' T Wﬁ ‘Y- (Thrombocytopenia, hereditary)
A (1B 7 (Anaemia, hereditary hypochromic)
g [ F ks Tk 7 (Phosphoglycerate kinase deficiency)
TERTPRAS P £ A £ Y T (Phosphonbosylpyrophosphate (PRPP) synthetase deficiency)
f’![‘ 21 E‘Hﬂf i (ﬁ{unter ﬁ“ £ (Mucopolysaccharidosis IT (Hunter syndrome))
g [*ﬁﬂf{l (Cerebral scler051s diffuse)
Addison )ﬁ(ﬁ“ ERE ZTEI [*) (Addison's disease with cerebral sclerosis)
Aldrich ﬁf (Aldnch syndrome)
Alport 7% & (Alport syndrome)
Charcot- arie-Tooth ’ii[?,?f’ﬁr "= A"~ (Charcot-Marie-Tooth peroneal muscular atrophy)
Coffin-Lowry 7% ﬁ - (Coffin-Lowry syndrome)
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Ehlers-Danlos ## ,/ff (3TVHHE]) (Ehlers-Danlos syndrome, type V)

Kallmann 7% 7 Hh (Kallmann syndrome)

Lesch-Nyhan ; #F Jas il| I P1 — ELIE S —WW%@%@&?) (Lesch-Nyhan syndrome (hypoxanthine-
guanine—phosphonbosyl transferase deﬁciency))

Lowe (Eiﬁ'ﬁw‘)% Z1f- (Lowe (oculocerebrorenal) syndrome)

Menkes »F
Norrie's

S (Menkes syndrome)
| (S 1EFRETETIE) (Norrie's disease (pseudoglioma))

Reifenstein A% 7 (Reifenstein syndrome)

Spmulosa

C g F| ’ﬁ (Keratosis follicularis spinulosa)

TH] 5 (Xg blood group system)

GEXE

3 [RE D) L.N. 164 of 2007 |01/08/2007
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