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KA TIL CASR, GNALL, GCMZ, TBX1, TBXZ, NEBL, CHD7, SEMASE, GATAS3, TBCE, FAM1114, PTH,
SOX3, AIRE, NLRP5, HADHA, HADHB, ACADM, DHCR7, CLDN16, CLDN19, TRPHE Y&A5T-D % 2 73 27 /&
a— NEIT 7 Y v & FORGD A 7T A ZAEALRE & RIS — 7 = o — TR L.
FITHRH SN T VVBHE 1%LL T O —HHEE S L O« RRIZOWTHE
%, BV — KBRS — 7 o —DF — & DR B E R G AL, P A —ikIic &
HF ¥ BTV == o —TOMTET 95, B REBRE - fiANED 2 ©—HZE1 L
KRB 7 ) DEEZAGIZEE U CIL @R E Comm»EeH Y — ROt —r v
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— TR TEZbDICE L TERET 208, NV TV ha—F—THRIITERnolcb
DIZBI L T LRy, F7z BRifEElTm A, FREOSEE S T sBnd 2,

BinT4 position(hg38) HGVS. ¢

ACADM chr1:75733498 c. 287-30A>G (NM_000016. 6)
ACADM chr1:75734772 c. 388-19T>A (NM_000016. 6)
ACADM chr1:75734777 c. 388-14A>G (NM_000016. 6)
ACADM chr1:75745788 c. 600-18G>A (NM_000016. 6)
ACADM chr1:75750434 c. 850-17A>G (NM_000016. 6)
CASR chr3:122275793 c. 1378-19A>C (NM_000388. 4)
CHD7 chr8:60821779 c. 2698-11A>G (N\M_017780. 4)
CHD7 chr8:60822009 c. 2836-15C>G (NM_017780. 4)
CHD7 chr8:60845235 c. 5051-15T>A (N\M_017780. 4)
CHD7 chr8:60850475 c. 5405-18C>A (NM_017780. 4)
CHD7 chr8:60850476 c. 5405-17G>A (NM_017780. 4)
CHD7 chr8:60850480 c. 5405-13G>A (N\M_017780. 4)
CLDN16 chr3:190409889 c. 575-14T>G (NM_006580. 4)
HADHB chr2:26277774 c. 442+614A>G (NM_000183. 3)
HADHB chr2:26277823 c. 442+663A>G (NM_000183. 3)
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(5)

(6)

(7)

HADHB chr2:26279397 c. 811+82A>G (NM_000183. 3)
TBX1 chr22:19756055 c. —777C>T (N\M_080647. 1)
TBX1 chr22:19756212 c. —620A>C (NM_080647. 1)
TBX1 chr22:19759605 c. —39C>T (NM_080647. 1)
TBX2 chr17:61398941 c. —1236G>C (NM_005994. 4)
TBX2 chr17:61399840 c. —337C>T (NM_005994. 4)
7BX2 chr17:61399986 c. ~191G>A (NM_005994. 4)
7BX2 chr17:61400010 c. ~167G>A (NM_005994. 4)
BREHIE
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https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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