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HEng

v e ERBLKFEERE SR (PDHC) XX h =2y RU TNICIFET 5= p L ¥ —EA
DI=OIZIEFH KRR EERTH D, ZORKBICLY TR ALT—RE L HABERT VR
—VANET D, JRIKEE L LT PDHC Ok TH 5. El o (PDHAL, E1 B (PDHB),
E2 (DLAT), E3(DLD), PDPI-2, PDKI—4, PDHX, LIAS® 8 FEEMNME SN TWD, ZDH
Lk b2V ok X ESEEERE R 5 Bl o s B E T, PDHC KIBJERKRD 6 Elir
{&EHD5,

AMRA T PDHAL, PDHB, DLAT, DLD, PDP1, PDP2, PDK1, PDK2, PDK3, PDK4, PDHX, LIAS &A=+
BN B a— RE T 7 Y o L ZF DM AT T A A E 2, Ry — 2 =
P —THEMT L. FITHE SN T LABEE 0. 1%L FO/R 2N 7o MZOWTHET
Do FHEHY — RRIRMAR S — 7 U —DF — X OFENLERIGEIL, o T —IkIC X
LDF ¥ TV == o —TOMN 21T 9, RBREWRE « #fi NED 2 v —8 21t
RKBUEZR 7 ) IEEZAICE U CII SR EE COM AR Y — RRoR R — 7 v
P—TIEREER T2, WMEFRE L, KHEY A 72 onTEINY 7 ha—F
— CTHRIETEZODICALTTHMET 208, NV T v ha—J—THRINTE R >7b
DIZE L TIEHE LRV, F72 BRI A, FREOSEECS T IB8ind 2,

B4 position (hg38) HGVS. ¢

PDHA1 chrX:19353065-19353068 c.419-17_419-14delTGTT (NM_000284. 4)
PDHA1 chrX:19354461 c. 511-30G>A (NM_000284. 4)

PDHA1 chrX:19355530 c. 759+26G>A (NM_000284. 4)

PDHX chr11:34966825 c. 816+11C>G (NM_003477. 3)
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(2) EMEEKOHEERE
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I ImL LA b 2R3 5.,
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(13) REHH
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(14) REOBH LiAL, BRWEb#E
PASENEANDT S DNABFZERT Bl FiAE (O B FRA=)
T292-0818 T AR H M2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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