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Fig. 1 Special face of the patient child
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Fig. 2 Dysplasia of the corpus callosum revealed by MRI
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Fig. 3 Special face and abnormal toes of the child
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Fig. 4 Heart color ultrasound of the child

Rt — LWL W, S EF A S
(202D)GSFY £ # [65]%5 1. i 2 il ILK )R [
O TR 3 0 2 0 L B LA B kA7 A i e 40 A
Y 53 A FAR R B 4 4k R 20 452 R (low-depth

copy number variation sequencing, CNV-seq) .

EiL: NG | S (B AN 11 = 2 NI 5 VB o
UL 200 i 5 % 55 % €8 A T 2 o AR G I B A 2K 4 i gt 4%
fir 44 % 4t (International System for human Cytoge-
netic Nomenclature, ISCN) #5 i i i 42 o {482 4, 3
B 20 ST 2O A B 5 DY 2 AN I 4 ik
K41 DNA $2 B, SCE 9 g B 4T W DNA, Ko & &
fil poly A, in 4 5 23k (Adaptor) , glifk . X &4fifk . 5T
i 5 B9 DNA SCEESEATINT . 0¥ Br s ik 5 A
H 5 H HH 4 (NCBI GRCh37, UCSC release hgl9)
HEAT LE XS 19 256 T HAn Qe K1y Z (H DL K238 >
100kb (148 DUECAE 5o 43 A A B0 A W45 2 2 4 2R
i it # & ClinGen, Decipher., PubMed. Clinvar,
DGV S 5045 2 A 18] ) A6 0 21 9 45 D1 00AE S %) 0%
PEFEAT A .

SRR 2 B8 L R H KR Y R B 5 B
SRR S H . WK 5K 6,

1 4% - i B Ey g §
He %% '} 4 ) g I PL s fe 4 £ 3;? 'y §r
B2 4 M i3 il i 3y M i 1
I 2 3 7 5 I 2 7 3 T 2 3 7 3
g4 § & § §2 ¥ " #y S TER S Y ¢ g [
j8 R B4 8 ¥ &2 & it &8 B i & LRI R R
6 7 8 9 11 12 6 7 8 10 11 12 6 7 8 9 1 11 12
65 46 §b YRR T 1 LI VI T NS T ST U T oM M T TE T
13 4 15 16 17 13 13 14 15 16 17 18 3 "14 15 6 ~17 18
B P y
22 3 P ) Bt i3 X3 a4 1 X4
T 23 : gt .1 33 a% (1] ¥ & —=23_ _89 3% —_—
=5 e S T > 9 20 21 22 X Y 197 720 T21 22 X 7Y

5 BJL 1 A REAME il G o A 2

Fig. 5 Chromosome karyotype in the peripheral blood of pantient 1 and her parents
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Fig. 6 Chromosome karyotype in the peripheral blood of pantient 2 and his parents
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Fig. 7 CNV-seq map showed that both children had deletions at17pl1. 2
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Fig. 8 Deletion size of the two patients
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