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BA, REF:
WFXREE EEREFBCMTERN, BEBUTLMN
Xp222 Charcot-Marie-Tooth neuropathy, X-linked XLR 2 302801 CMTX2 302801
recessive, 2
Xp22.11 ?Charcot-Marie-Tooth disease, X-linked XLD 3 300905 PDK3 300906
dominant, 6
Xql3il Charcot-Marie-Tooth neuropathy, X-linked XLD 3 302800 GJB1 304040
dominant, 1
Xq223 Charcot-Marie-Tooth disease, X-linked recessive, XLR 3 311070 PRPS1 311850
5
Xq26 Charcot-Marie-Tooth neuropathy, X-linked XLR 4 302802 CMTX3 302802
recessive, 3
Xq26.1 Cowchock syndrome XLR 3 310490 AIFM1 300169
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B7h, ERCUBEARRBHSPREZNT—T, &IERMT:
1. DEFEMEENRIEFEEEawdatafiEly, FERMENSHN—LEBIMIR, REBNKEGFEED
F—EUTRESE, FFUTREENURRENREXMRE, UM TFREVRCTEERS

2. LAHSPAERFE B & rawdataiiBER:
OMIMEUREDP X TFHSP—HIIR T A6 MNEEA

Spastic paraplegia - PS303350 - 69 Entries

HNFIXOOBRESEBEHIRPHTES, BERNINSAHBEFESRIESARNIAEEGUTER
(RMERFIR) , HPREFRNETMNC.1421CTAAMTFCAPNIERE L, ZERR N E R EAKEME
FEMERET6EL(OMIM:616907), ZBEE2MAREE, BINIFCAPNIERRELEEMERNT: BREE
RUSEIBREAEERTXYE,;, ZEEREERIF

F G Bl L. Il N 0 P Q R s i3 ] v v X ¥ z
Effect | »|Sample |v Gene_Sy.#/ID /Ref Traix Exon | Nucleotix|Amino_4 ¥ Gene Tyv 1000g20|~ Highest 1| Pathoger v Inhert |»|Disease |v Diseasey Diseaselx chnvar |»|refah(fry
unknown  18C030886 KIFIA  chr2-24167:- - - - het - - Uncertain 1 AR AD 1385135 1 HP.00000 1. i f§{3 % - 26/26(0.5
synonymous 18C030886 KIFIA  chr2-24172(NM_00124- exonS c405C>T pNI3SN  het 0.0007987  0.0086 Benign 1. AR2.AD 1.i8 1% 1 HP.00000 1.i8 &% % Benign:Spa: 70'86(0.5
uknown  18C030886 SPAST  chr2-32312:- - - - het - 0.0002 Uncertain  AD AR (K EHP 000000 M REBIEE- 122/131(0)
unknown  18C030886_ SPAST  chr2-32381:NM_19943- c.*1541_%1 - het Uncertain  AD AR (K EHP.000000¢ KRB (- 10122(0.
unknown  18C030886 SPGI1 chrlS-4485¢- - - - het - Uncertain 1 AR2 AR/ 1 M¥4&1% 1 HP00000 1 G- 32/13(0.2
unknown  18C030886 CYP7B1  chr8-65509:NM_00482i- c*490T - het 00111821 0015 Uncertain 1 AR2 AR 1 %&F14/81 HP00000 1 K F1$R8- 58/45(0.44
unknown  18C030886 NIPA1  chrlS-2304:NM_14459'- € *3480C>1- het 00087859 0.0087859 Uncertain AD AR (K £ HP000000¢ % R {4 £ Likely_beni 49/42(0.4¢
unknown  18C030886 ALDHISA chr10-9738:- - - het - Uncertain 1 AD2AR 1 MR 1§ 1 HP.00002 | BRBAA- 20/8(0.29)
unknown  18C030886_ CAPN1  chrl1-6495«- - - het Uncertain AR EREBEN- REERE- 6/200.77)
nonsynonyn 18C030886 CAPN1  chrl1-6497<NM_00119%exonl3  c.1421C5T p.S474L  het 0.0001 Uncertain AR ERBHE EFRE 61142004
unknown  18C030886 AP4S1  chrl4-3155- - - - het Uncertain AR AR (5 K HP-0000007 MR ERE- 2/13(0.87)
unknown  18C030886 SPATA42 chrl-10940(- het - - Unceain #NA  #NA  #NA  #NA - 214/85(0.
unknown  18C030886 AP4B1-AS chrl-11443!- het 00041933 0.0041933 Uncertain #NA  #NA  #NA  #NA - 2119(0.4
unknown  18C030886 DSTYK  chrl-20512¢- het - 3 Uncertain  AD AFEMEE KEMBE. 37/19(0.34
unknown  18C030886 TECPR2  chr14-1028¢- het 00021965 00137 Uncertain AR MR E (KR HP0000007 % RE (R - 50/47(0.48
unknown  18C030886_ ARLGIP1 chr16-1880+- - - - het 0.0011981 0.0021739 Uncertain AR ERE K EHP000076: W REBEE- 77/55(0.4:
nonsynonyn 18C030886 APLP1  chr19-3636.NM_00102.exon6  c.680C>G pS27C  het - - Uncemain #NA  #NA  #NA  #NA - 39732(0.4!
unknown  18C030886 PNPLAG  chr19-7626<NM_00670. - C*4TA - het Uncertain 1. AR2 AR|1.55-# ZF 1.HP-00000 1. 55-## _F - 98/33(0.2:
unknown  18C030886 PNPLAG  chr19-7626: NM_00670:- CoBTA - het Uncertain 1. ARI2.AR|1.35-# ZF 1. HP.00000 1.55- 1 ZF - 97/31(0.2
35 I
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BHA: "“FkiE"<yushuiging@mygeno.cn>

Ri%B11E): 202057 B8H (A=) FH4:18

B A: "B B "<luofang@mygeno.cn>;"liuyunting"<liuyunting @mygeno.cn>;"zhouxiaomeng"
<zhouxiaomeng@mygeno.cn>;"gaogin’<gaoqin@mygeno.cn>;

iE: "X =" <liuyunting@mygeno.cn>;" EBEEA "<zhouxiaomeng@mygeno.cn>; "B E "<gaoqin@mygeno.cn>;
FE/: MGNC0021543_18C030886_FZ 6l ASTN2EE B

1R4F:
18C030886_FZBIASTN2EE B A HTE RN T :
14%Lrawdata$iE, KRI—PuncertainfIR BN R, ZUREEEABBIBEREN, HELER

E [ B 1 I K L X ] 0 B 9 R s 5 { U v 1]
Effect ¥ Sample - Gene Sy-T EXOMIS - Phenolyz ~ | Total Sc~ ID - |Ref Tra - Exon - Nucleotic - Amino_i~ Gene Ty~ 1000g20. ~ Highest !~ Pathoger ~|Inhert - Disease ~ Diseasek
7 nonsynonyn 18C030886ZASTN > 0 0 0 chr5-11973NM_01400 exon?  Ce1506C>G p DSOIE het - - Uncertain 8NA  #NA  #NA

2 #%Lrecount#iE, KMex7TRMEE, E—HRSMEAMREFHE—L, TEPRTROEFRex],
E—#UREMEAESHAREF, FafE, STFEMIEFHREAEE_RFERRBMRE, RUHSE,
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dominant, 6

Xql31 Charcot-Marie-Tooth neuropathy, X-linked XLD 3 302800 GJB1 304040
dominant, 1

Xq223 Charcot-Marie-Tooth disease, X-linked recessive, XLR 3 311070 PRPS1 311830
5

Xq26 Charcot-Marie-Tooth neuropathy, X-linked XLR 4 302802 CMTX3 302802
recessive, 3

Xq26.1 Cowchock syndrome XLR 3 310490 AIFM1 300169
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