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Supplementary Figure 1. Family pedigree.
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RID HIFRYTOS5114 (Expires on 06-11 13:57 pm)
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Query 1D 1d|Query 40739 Subject ID Id|Query_40741
Description 1592NCC-24_NCC-24R sequence exported from 1592NCC-24_NCC-24R.ab1 Description 3ic12a3-£x24
Molecule typ; nucieic acd M:lotul. typ; nucieic acid
Query Lengt 413 Subject Lengt 161
Program BLASTN 2.8.0+« ~Citation
Score xpect Identities Gaps Strand
285 bits(154) 7e-82 159/161(99%) 2/161(1%) Plus/Plus
Query 117 'u(|07(|<((7«1 (I-Iu-clxxn - MUT““?“I«ﬁ(q'(xm:(\mﬁ:?“cxﬂ 176
| 1 raammn. 1 | 11 |
sSoject 1 TCTCATCCCCAGCACCAMGAGOTTTOAGOACATOATTOCACCCTTCCATCTGAATGATOG 60
Query 177 (17“??6‘("6?“1'(??(70'([‘?(%'«“%%:“I«(Ym"q(“ 2%
111 ! i
$ojct 61  CTTCAAMGATOAGOCCACTOTCAACOAGATOCOOCOOOAC TOCCCCTOOAAGATCTCAGA 129 c.m1—2de|AG(h0m0)
Query 237 TGAGGAGA GAASALC - -AGICAMGSTOCAGAGAGSGS 275
llél'llr!!llll!lﬁl FUHININNNI p,Rgsgfs

Spjct 121 TOAGGAGATTACOAAGAACAGAGICAAGGTOCAGAGAGHOS 161

Supplementary Figure 2. SLC12A3 genetic sequence analysis results of exon 24. Our patient carried a homozygous mutation of
two base pair deletions at nucleotide 2881-2 (delAG).
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