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(B Hy(Objective)]

Fuchs SN T A ha 7 ¢ — (FECD) 1%, BHE M~ MY v 7 2DEIC X 0 AN REE S ET L, A
PEDFEREVEIRE & BRI NK T2 & =T ABRB CTH D, TCFHERERFIZBIT ACT6Y B — k (trinucleotide repeat
(INR)) O BEF R IX, FECDO EFE#RA Y A7 K1 & L THE S, BIEMBHEEOTNY Lo Tnd, Hx
XTI ETIZ, R CTINMAEF2HK20% TH Y, U E— NERFEME & RN EEEICHERMAEEZ RE 202 & 2]
1L TuvA (Maeno et al. Cornea. 2024),

ULy U E— METCIE, MEETY E— MAEET D AR ENE, B L OB IV CORIE L &
DHEERY E— MIEZRTZ EBM BTV S, Small pool PCR (SP-PCR) IZ#H5RE M X k=7 ¢ —_ Huntington
. FriedreichiBEIRFPER ED MY 7Ly FY E— MHIZEB W T, U E— MEOAMCHMB AL EEZ BRI TX 5
FRREFE LUSHSNTWD, —J5, FECDTIE Z 5 OBIRE & A R L~V CEEMNT L7285 1720, R
Mlong-read sequencing=<°Genome Southern blottingll X AMEHT TlX, ZEDE D TEDINAZMILL L, ARNED X
D I PR EAER A~ DOICIZNEECTH 5 72,

AWFFETiL, SP-PCRZFECDIZHI O TIGH L, FECDEE IZRIT 2 TNRIE O BRR 72 U v — Mk L UMM IE R 22 E
FEBRMICIHMEIL., ZORMEEZALNCTIZ 2B E L,

(FiE7e 5 N AR (Methods/Resul ts) ]

KR FE LB B IRNE T A & o 2 —IZ@bed 5694 OARFFECDAEA D 9 5, Short tandem repeat assayi LN
Triplet repeat primed PCRIZ X YV . TCFAERTIZ50EILL EDOTNRIHE T LA AT D154 &IRE Lz, TiLH DKWY
I FSEDNALZ 6 LSP-PCREE A L. V> 7 uy MEFHIC L W BRI U ©— NI & IRBER 22 E T & & BT L
2o S HIT. AN A2 31T 72 11DV TIXFECD R AN B SRDNAZ fifi i UL [RIER D 515 TR ML & D g &
1To7,

SP-PCRZ V% Z & ©., FECDEFE 156 TORMIMEKDNAZI T B TCF1) ¥ — MEET LIV OB RSN RFoRZ —
M EN, BREMEINREOIEENTRE TH 72, K E— MBIV E— MEEEZHH LR, &R E
— MR OFHIF1602 + 1258V B— h, BEHET LAOKRE Y REIZFELL9 = 153 FThY | HRKY E— F
R& V= MEFEORIZIZTABEREDHE (R=0.84, p<0.05) ZFEH7z, ZHIZL Y, FECDIZRW T H M L~ v
TOY E— MRZEENFIEL, ZORENY ©— MRIIKFT D ARRIEN R STz, Eo, Mia% - DNARE RS
AU 2 FREN BEARARLZ 38\ T b SP-PCRAENT T OFEAG2S AL L, [A—BE ORMMIZE U CTAENKEDINATIZ LV En Y B
— MR MR STz,

(¥ #5(Conclusion))

FECDEEH DR MAZ I TTCF1) B — MR O MMM R ZEEN RO b, ZOREITRKY ©— MM L Ty
LT ENRENT, Fo, BEMMETH D AN TITRMME Y 3 LOWINREF M ESBIZE S, MREEA R R
LZEMEOTFIEDN RS STz, ARUFF TIXSP-PCRAFECDIZ ¥ Tl L. K520 0 % 5 1F 72 W AERLARDNA Z v
TIRHINA AR 22 TEME 2 BT U 72 s BT DS > %, SP-PCRIZFR BT BEER U o A b DIRFT S FIRETH V) . b
TR A X Ge L LIZFRICBDICHMRFIRE TH D5, AFIEICL D | FECDIZEIT 5 U B — Mk L O R % E vk
ZIEMICHRTE 5 2 EAVUREN, SR OFREMIASU X7 FHoLE & 2 A2 H AT FETH A Z EBHA LN E
ot
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Fuchs IR A b7 ¢ — (FECD) b, BERMIEIN~ P Y v 7 AEFIC LV ABERNERBAEE Sh, BHEE
B EIT, TCFABETOCICERAE Y v— (TNR) EFHEEFELBERFTHD. MLy P E— MFETIE
BRI REEMEER D T ERMbN TS, ABFSETIL, FECDEA OFRM LIS L OHIFECDNAREASER & 4v 5 M N
FHEDNA% FI\V TSmall Pool PCR (SP-PCR) % L. V ¥ & AHIRTE BN & EREMICET Ui, T ORE,
FHMIZB O THFEORICEOHBA3n -, & 012, ABEBHEITEIETT L2 1T, FECDBEHEARKANE TLY
U E— PSR S, B R RE B R iz, SP-PCREFECDIZFI® TISH L. A KM REDNA TR
L EMEZ RN U7 sUCHT MRS S 0 . AR OB ICET 5,




