wo 20187214010 A1 | I0E 000010 O 0

(12) =R EF SEFAM AT ERRRIE

g == N
(19) 1& AR =R g 0 O T T O O
ES =
l. ILT\/ \)?E ] 9 10) Efr S
43) [EPre
2018 £ 11 A 29 H (29.11.2018) WIPO I PCT WO 2018/214010 Al
S EfrEFISES: X £ WS wmER SRR SR
C120Q 1/68 (2006.01) C120 1/00 (2006.01) [E2201, Guangdong 518048 (CN).
(21) EFRERIES: PCT/CN2017/085448 (81) s EE (M B8, TR4G R4t Ex
22) EfERiEE 2017 465 B 23 [ (23.052017) {R47) : AE, AG, AL, AM, AO, AT, AU, AZ, BA, BB, BG,
BH, BN, BR, BW, BY, BZ, CA, CH, CL, CN, CO, CR, CU,
(25) RIFIES: L CZ, DE, DJ, DK, DM, DO, DZ, EC, EE, EG, ES, FI, GB,
(26) NEIE= e GD, GE, GH, GM, GT, HN, HR, HU, ID, IL, IN, IR, IS,

(71) i A R4 K E E W 5 52 (BGI SHENZHEN)
[CN/CNT; o [ T ZR 48 SR I w7 6 F X b o Tl
X ZZ4#, Guangdong 518083 (CN).

(72) % B8 A : BLB% % (MO, Xiaodong); T H | &K & &
Y s B X AL Tk X 2% & #, Guangdong
518083 (CN). #7 #t 78 (YANG, Huanjie);
JTARAERY A XA Tk X A,
Guangdong 518083 (CN). 3K i (ZHANG, Tao);
TR E YT E Xl Tk X%
4 #, Guangdong 518083 (CN).

THREBA: ZNBEHMIAENKEER R L
T (DHC IP ATTORNEYS); ' [EH |~ 4 4 & Yl 48

JP,KE, KG, KH, KN, KP, KR, KW, KZ, LA, LC, LK, LR,
LS, LU, LY, MA, MD, ME, MG, MK, MN, MW, MX, MY,
MZ, NA, NG, NI, NO, NZ, OM, PA, PE, PG, PH, PL, PT,
QA, RO, RS, RU, RW, SA, SC, SD, SE, SG, SK, SL, SM,
ST, SV, SY, TH, TJ, TM, TN, TR, TT, TZ, UA, UG, US,
UZ, VC, VN, ZA, ZM, ZW.

B BEE FRAEMH, BEREGE—FrTHE AR X
fR4) © ARIPO (BW, GH, GM, KE, LR, LS, MW, MZ,
NA, RW, SD, SL, ST, SZ, TZ, UG, ZM, ZW), BX ¥ (AM,
AZ, BY, KG, KZ, RU, TJ, TM), BXil (AL, AT, BE, BG,
CH, CY, CZ, DE, DK, EE, ES, FL, FR, GB, GR, HR, HU,
IE, IS, IT, LT, LU, LV, MC, MK, MT, NL, NO, PL, PT,

(54) Title: METHOD, DEVICE, AND STORAGE MEDIUM FOR DETECTING MUTATION ON THE BASIS OF SEQUENCING

DATA
(54) KFRZHR:

FEoRWE TR AL AR AR Lo 81275
£ R A AT A R A

8101

FEAL A RUAMREE . AR LIRS ETA A
e VAN RN s I L= ik 14 i o

8102

R AT G RREEA (O AL TR TR LM RS
fir AR AR (B FaidyR Ar A% - T T I 08

78103

T 1L 9 AT R AR AR L BRI SRt A TR

& 8104
Fin BT IR )

P

S$101 Align sequencing data of a plurality of individuals from the same
population to a reference genome and conduct mutation detection
Respectively sum total mutated site depths and mutated base-
type depths, and calculate sub-allelic frequencies and/or Hardy-
Weinberg equilibriums of mutated sites

Filter the total mutated site depths and/or the mutated base-

type depths as well as the sub-allelic frequencies and/or the Hardy-
Weinberg equilibriums

Filter mutation information of each individual according to the
filtered populational mutation information accumulation result

§102

5103

5104

— BT P RUE A SRR T . R BT A A S

(57) Abstract: A method, a device, and a storage medium for detect-
ing mutation on the basis of sequencing data. The method comprises:
aligning sequencing data of a plurality of individuals from the same
population to a reference genome and conducting mutation detection,
to obtain alignment position and mutation information in read lengths;
for mutated sites, respectively summing the total mutated site depths
and mutated base-type depths of all of the individuals in the popula-
tion, and then calculating sub-allelic frequencies and/or Hardy-Wein-
berg equilibriums of the mutated sites in the population; plotting a di-
agram of the relationship between the total mutated site depths and/or
the mutated base-type depths of the mutated sites and dbSNP%, and
filtering the total mutated site depths and/or the mutated base-type
depths as well as the sub-allelic frequencies and/or the Hardy-Wein-
berg equilibriums of the mutated sites; and filtering the mutation in-
formation of each individual, to obtain final mutation information of
each individual. The present application can use low-depth sequenc-
ing data of populations for accurate mutation detection, improving
data utilization.
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