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Targeted Nanopore Sequencing Using the Flongle Device to
Identify Mitochondrial DNA Variants
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R bz RY T4 7 A (mitochondrial DNA : mtDNA) DN 7
1. 2 Fhar RUTHEAEE., I 478 —X AT, RAERIER Y
DI by RYTIHR, BEIE, 7 3—F Y IR & Do TR ZE MR
BOFKERDZ ERMBNTWD, mtDNA (X 13D X L X7 B a—
RIE(ET. 22 8 transfer RNA (tRNA). 2 fHl® ribosomal RNA
(rRNA) Z & T2 fEH 16kb DBRIRDNA THY, nr /) — Ky —2r =
> 7 (long read sequencing : LRS) (2 X 0 Bt 722 Bl A1 kT 3 Af
BBTHDH, IMarFITHTIE AETT7AI—FI~ATrT T
AI—L L THET DI T FOEENRZWENCB W TEETH D,
LovL, HEY — Ry —27 2 AT, Y/ LDCHEET DN b
2> R YU 7HEH (nuclear mitochondrial DNA segments : NUMTs) D




BIZE Y T NNERGEN S5, LRSI Z OMEZ Tk T
TN, RICE AR N TH D, AAFZETIEL, /DDA 22T/
ARTHILRS T /34 2T 5 Flongle nanopore flowcell v10. 4

(nanopore technologies, UK) ZF\T., f{ENDIEMEZ mtDNA 25
V= AWEEMENL L, X Ay R U TR F 2R~ O FTRE
PeZtatd o2 2B E LT,

Tk - x5

BEFND mtDNA N Y 7 > ha2FT 5 har R 79REFE Bk O DNA
4 /IR (9B 3MIKIE Coriell Institute of Medical Reseach, 1#&
RIS L 0 #2fL) 2T, mtDNA 2K D polymerase chain
reaction (PCR) (Z & A#ElE (whole mtDNA amplification : WMA) f&1C
Flongle & T LRS 1T - 7=, %G HEIT Kearns—Sayre syndrome
(KSS) 141, Myoclonic epilepsy associated with ragged red
fiber (MERRF) 2 . Leber hereditary optic neuropathy (LHON)
LBICHY . B SR chrM @ 117786>A 35 X OV chrM : 8344A>G
2D TH o7,

ZIHO 4 IR T, Cas9 TYIKT SAL7= DNA Wi & 7 &4 7 & —
TIA 57— a2 L PCREIBZITHOTITMinlON Z HNT—7 =R
BAToREE, mtDNA &2 4 DD T4 ~—& v M L T4a&K PCR
THIME L Flongle Z W Ty — 2 =V R &{TH - EE T, ~T a7
AI =LV DO—HHZ R LT, £72. 2095 2 ik E HnWT,
BEFNZS B 2 B 7= 72 BB DNA & 0, 10, 25, 50, 75, 100% DEIA TR
AL, FlonglelZkdv—r o 2R LR EO~T BT T X3 —
Loy e OFIBZ R L 72, S5, 1 RIRIZOWTIE AL v VD
B0 D 35 (K B ATX H 094X & 2 250X) CRMTREE &
g U7z, AT, HBED/8—F 2 PR EFE 19 Bl O A I FH 2K DNA
Z VT, mtDNA % WMA #4212 Flongle TEAT L. FRHE U A 7 B Y




Tk Oz AT,

AWFFEIL, B~V 7 o ERRFAEMMELZE S TRREZIT 0K
RE B 4983 5) . AP CTEEICLDIA T r—L Fartr N ER
BLIEOBLER L, FEHEITIE, R (3= a3 04.3.1) ZHW, £
e b7 LEEHNE hg38 Z vy, 77 A A MILAST, NUT |
AL last—genotype Z A H L7z,

T e

T har KU TIHREE 4619 _TT, BEAO mtDNA XY 7> hANIE
FEIZHH 172, WMA-Flongle £ & Cas9-MinION {ED LB TIL, ~7
17T AI =LYV ORI 10N TH D GREMRE r* > 0.99),
Wh—H L7, 512, 2REEAWVIRAHEERICBNTH, #H
il & BHME ORI EWFEBENFE O Btz (r? > 0.99), Z OfER
X, B2 0 RT7T7a—%L RI.4BLORI0.4) T XA
T4 a— ROMEHICEW TS BEMESMER SN, £70, A
v VR B (%250) - HIRE (%94) + {KUy (x47) TR LERER LT
BN ANy VAR LIRIE (47) IZ2BWVWTH~AT BT A —
DEBNAEETH 7= (* > 0.99), /S—F 2V IFEFE 19 F DT
Tl I 52. 8 fHD mtDNA N U 7> K (TR T AI—F >20%)
DS, £D 55 3 FITREIMOFREIE Y A7 @ Y 7 2 bk
chrM:5460G>A 23586 B LTz, 7272 L. AMFFEDEFIE CIEHEIAE
ZITRRO LN o T,

EE

AWFFEIE, PERDTTIE L T 5 LK) 1/10 DI = A K DO 72
Flongle 73 2% W5 Z & T, $ERD LRS HEICH L THEAH %
KIEIZE L 72 mtDNA & — 27 =0 A PYEZ N CX T2 RUICERD B
%o PCRICZEDEIEAZ N L TH T BT T AI—DEEMEIT 471




RIZNTEY , IRy UPERWEFE T THAEAEREWZ LR E
iz, Alafitstge & Uiz mtDNA BR O KT LR (single
nucleotide variant : SNV) T& Y. MELAS., MERRF., LHON 72 & Dt
72 by KU TIRORBEMZAE RO 90% L L2 TE L 2 &b,
Flongle (X D LIRS IFAIIA 7 UV —=0 71k L TIFFIZE L TV D
EEZEZDBND,

T

Flongle Z WK = X F T 7 ) — R —27 = 0 AT,
mtDNA /XU 7 2 b D @G D OMEfE e i 2 afRelc L, X b= R
U T IR AR B B T D IR BRSO 0 FR2 T DR RICE T 5
AREME A R LT, Atk KV IREZRERICHSORBEA 7 ) —=2 7
ORI SN D,




