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Ornithine transcarbamylase deficiency (OTC) ———9 Mohoarlie oildaseA deeiey (VAOA}
XIDE (Renin receptor; ATP6AP2) ————P XUD-macrocephaly ]
Renpenning, Sutherland-Haan, ———> Juberg-Marsidi-Brooks (HUWED)
Chaissaing-Lacombe chondrodyspl (HDACS)

Goltz (PORCN)
Q XLID-choreoathetosis (HADH2)
'\ X-linked Cornelia de Lange (SMC1L1, SMC1A)
Aarskog (FGDY)
4—— XLID-cerebellar dysgenesis (OPHN-1)
4—— Graham coloboma (IGBP1)
<4— Opitz-Kaveggia FG, Lujan (MED12, HOPA)

<+——ATR-X syndrome (ATRX)

(PQBP1) Cerebropalatocardiac (Hamel),
Golabi-Ito-Hall, Porteous
Epilepsy/macrocephaly (SYN)

Stocco dos Santos (SHROOM4, KIAA1202)
XLID-cleft lip/palate (PHF8)

Menkes disease (ATP74) —
Phosphoglycerate kinase deficiency (PGK1)
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Christianson, Angelman-like (SLCIAS).
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Myotubular myopathy (MTM1)
Adrenoleukodystrophy (ABCD1)

Rett, PPM-X (MECP2)*

Autism (RPL10)

Creatine transporter deficiency (SLC6A8)

- XLID-hyp - jons (MECP? dup) Greenwood Genetic Center, updated April 2011 &Y —#5a¥¢

XLID-short stature-muscle wasting (NXF5)
é Epilepsy-intellectual disability limited to females (PCDH19)
«— Lissencephaly, X-linked (DCX)
XLID-optic atrophy (AGTR2)
XLID-hypogonadism-tremor (CUL48)
XLID-nail dystrophy-seizures (UBE2A)
XLID-macrocephaly-Marfanoid habitus (ZDHHC9)
Bbrjeson-Forssman-Lehmann (PHF6)
XLID-growth hormone deficiency (SOX3)
Lesch-Nyhan (HPRT)
Microcephaly h (NSDHL)
Hydrocephaly-MASA spectrum (LICAM)
i [¢]

nodular pia, 1, :l(FLNA, FLN1)
Otopalatodigital 2, Melnick-Needles

Incontinentia pigmenti (IKBKG, NEMO)

Dyskeratosis congenita (DKC1)

XLID-macrocephaly-seizures-autism (RAB398)

Nonsyndromal
223 eNéi’?ers 37XLID
1< CDKLS, enea
22 € sp1s (59) (379 )
201 €— RSK2(19)
" €—ARX(29,32,33,
ILIRAPL (21,34) —p» 36,38.43.54,76)

TM45SF2 (58)

20 MRX P ‘53’3 1. 17 genes causing
enes ;
d é—';,is(lg ﬁ) 11.23 €—PQBP- (55) MRX & MRXS
KDMS5C, SMX, JARIDIC 11.22 eg“gfl (17,31)**
I1QSEC2 (1,18) 11.21 <—FGl
KLF8, ZNF741

<— OPHN1 (60)
DLG3 (8,90) —p

MAGTI, IA

3%1 <— SRPX2
%]
23 €— AGTR2(88)

24 €— NDUFA1
<— UPF3B (62)

FACL4, ACSL4 (63,68)—
PAK3 (30,47)—

25

ARHGEFS, aPIX (46) —p-

27
APF2, (FMR2, FRAXE)
GDI1 (41, 48)
RAB398 (72)

<— MECP2(16,64,79)
28 <«— sic6A8

[ sreenwood Genetic center, updated april 20115y g ]
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BRI ATR-XEEZEERO B EAEMZHBITAATRGEEFER

Patient # Family # Exosn/ iJthRron Nucleotide change Amino acid change HbH
1 1 = +
2 2 2 Ex2_5 +
3 3 INT2 (+) 23A>G ? -
4 4 5 ¢. 370G>T:r [243_484del ] p.R81fs -
5 5 c. 370G>T;r [243_484del] p.R81fs -
6 5 6 ¢.390_391 ins A p.E131fs +
7 6 8 p. P170L -
8 7 8 c. 536A>G; r[532_594del] p. V178_K198del +
9 8 8 c. 536A>G; r[532_594del] p. V178_K198del +
10 9 8 ¢.536A>G; r[532_594del] p. V178_K198del
1 10 8 c. 5680>6 p. P190A +
12 1 8 c. 569007 p. P190L +
13 12 8 c. 580G>A p. V194| +
14 13 8 c. 581T>C p. V194A -
15 14 10 c. 667T>C p. C223R -
16 15 10 c. 668G>T p. C223F +
17 16 10 c. 687G>C p. L229F +
18 17 10 c. 6956>A p. C232Y
19 18 10 c. 712710 p. C243R
20 19 10 c. 134T>C p. L245P -
21 10 ¢. 134100 p.L245P +
22 20 10 c. 1360>T p. R246C -
23 21 10 c. 1360>T p. R246C +
24 22 10 c. 136C>T p. R246C +
25 10 ¢. 713600T p. R246C +
26 23 10 c. 7360>T p. R246C +
27 10 c. 7360>T p. R246C =
28 24 10 c. 73600T p. R246C +
29 25 10 c. 7360>T p. R246C +
30 26 10 c. 7136C>T p. R246C +
31 27 10 c. 136C>T p. R246C
32 28 10 c. 7136C>T p. R246C +
33 29 10 c. 1360>T p. R246C -
34 30 10 c. 7360>T p. R246C +
35 31 c. 1360>T p. R246C +
36 32 c. 713600T p. R246C
37 33 10 c. 794G>A p. G265Y +
38 34 10 c. 797AG p. Y266C
39 35 c. 832A5C p. The278Pro
40 36 10 c. 1727COA p. S576X +
41 37 INT16 (=) 145A>C ?

42 38 17 ¢. 46546>T p. V1552F T
43 17 c. 4654G>T p. V1552F +
44 39 18 c. 4744 4746 del. p. T1582de|

4 19 c. 4863C>T p. A1622V -
46 40 19 c. 4865GC>T p. A1622V -
47 19 c. 4865C>T p. A1622V -
48 19 c. 48706>A p. V1624M +
49 41 19 c. 4870G>A p. V1624M

50 19 c. 48706>A p. V1624M +
51 42 19 c. 4934T>C p.L16458 +
52 43 int21 6. 5273-50>G; r[5273-5448del] p. Y1758X +
53 44 23 C. 5498A>G p. Y1833C

54 23 C. 5498A>G p. Y1833C

55 45 23 ¢. bb40A>G p. Y1847C +
56 46 23 c¢. b540A>G p. Y1847C

57 23 c. 5540A>G p. Y1841C

58 4] 2] c. 6052G>A p. G2018R

59 48 29 c. 6253C>T p. R2085C

60 49 30 c. 6392G>A p.R21310 +
61 50 30 c. 6406G>A __p.D2136N -
62 51 c. 6511A>6 p. Met2171Val -
63 c. 6511A>G p.Met2171Val -
64 52 int31  ertion of 2kb from chr.2; splicing abnormality -
65 53 ¢. 11560>T p. R2386X +
66 54 int35 c. 7200+41>G, fs -
67 55 3' UTR

1
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