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HETBE R

No. BETNA Ver. i BA A A VERLE ARE
1| HHERK 1 2020/2/1 ME— | RS
2 | intron fEIKDIENN 2 2020/8/26 HIE— | R
3 | HFAZEHE 3 2022/4/1 MIE— | R
4 | fEIEGENN 4 2022/11/24 HMIE— | RER
5 | Fldi I AMELE 5 2022/12/12 MIE— | RS
6 | A1) HBEEEEOFHENDOLEE | 6 2023/4/1 R OTHE | RBEX%
7 | intron fEIRDZ 7 2024/6/1 MNE— | R
8 | FEOLH 8 2025/4/1 #* THE R
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REEE : BRI R R T E )

&4 - BRI F R E ER G FRE]

B

Bl R AR AR TIE IR, BIFIRARA VE > (parathyroid hormone : PTH) Z3WAMK TIZ
&% PTHAEHIEE SR V> U AERRE Y o MFENER S, EITED LT Al
JEIC X DR E e 2B TH D, TNH D) LEEED S ORTFEET H 2 LA
S5NTN5,

KKAE TIX 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 Vv & FOWRD A 7T A AEARE 2 RS — 27 = o — TR L,
TR ST VAV 1%LA T Offi7e —HEEEE & BV « RRIZOWTHET
%, 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
P—TIERER 72D, REFRE LRV, EHREY A ZIConTEIANY Ty ha—7
— TR TEZbDICE L THERET 208, NV TV ha—F—THRIITE RNl b
DIZBI L T LRy, F7z BRifEElTm A, FREOSEE S T sBnd 2,

B4 position (hg38) HGVS. ¢

ACADM chr1:75733498 c. 287-30A>G (NM_000016. 6)
ACADM chr1:75734772 c. 388-19T>A (N\M_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 (N\M_000388. 4)
CHD7 chr8:60821779 c. 2698-11A>G(NM_017780. 4)
CHD7 chr8:60822009 c. 2836-15C>G(NM_017780. 4)
CHD7 chr8:60845235 c. 5051-15T>A (N\M_017780. 4)
CHD7 chr8:60850471 c. 5405-22T>A (N\M_017780. 4)
CHD7 chr8:60850475 c. 5405-18C>A (N\M_017780. 4)
CHD7 chr8:60850476 c. 5405-17G>A (N\M_017780. 4)
CHD7 chr8:60850480 c. 5405-13G>A (N\M_017780. 4)
CHD7 chr8:60851121 c. 5607+17A>G (N\M_017780. 4)
CLDN16 chr3:190409889 c. 575-14T>G (N\M_006580. 4)
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GNAI1 chr19:3094649 c. —3A>G (N\M_002067. 5)
HADHB chr2:26277774 c. 442+614A>G (NM_000183. 3)
HADHB chr2:26277823 c. 442+663A>G (\M_000183. 3)
HADHB chr2:26279397 c. 811+82A>G (N\M_000183. 3)
TBX1 chr22:19756055 c. ~777C>T (N\M_080647. 1)
TBX1 chr22:19756212 c. —620A>C (N\M_080647. 1)
TBX1 chr22:19756832 c. —87+87C>G (NM_080647. 1)
TBX1 chr22:19756845 c. —87+100C>T (N\M_080647. 1)
TBX1 chr22:19756902 c. —87+157G>T (NM_080647. 1)
TBX1 chr22:19759605 c. —39C>T (N\M_080647. 1)
TBX2 chr17:61398941 c. —1236G>C (NM_005994. 4)
TBX2 chr17:61399840 c. —337C>T (N\M_005994. 4)
TBX2 chr17:61399986 c. —191G>A (NM_005994. 4)
TBX2 chr17:61399992 c. —185de1G (NM_005994. 4)
TBX2 chr17:61400010 c. ~167G>A (NM_005994. 4)
TBX2 chr17:61408510-61408511 c. *4dupG (N\M_005994. 4)
TRPM6 chr9:74747940 c. 5058-26A>G (N\M_017662. 5)
(1) ®EFHE

MEAHEUL L7257 A DNA 22D YT HMAEXGBE FOAESE=— R
BT Y L EDA v ha VB NA TV EA B a3 D WITEERRY
&% (polymerase chain reaction %, PCREENE) ITX VML, kiR —7r
VY —HDLWVEX Y BTV == I K D FESIRE BTV, RS
BRTOTAELE a— RERICBIT 5 v —7 v vy 7 TR ATRE 2K BUEE O
bR NP I (AR S i3 i fan i R

(2) EMERUHEEE
EBICHN BN TNDE b7 AU 7 7 L ARSI E O b | (R HBIHEZE R
DAL HET B

() EREBICRIWMEEITI I L LT HREMOHH
FRICT L, AREIREMEEZET 2 b0 TIEHY EHA,

(4) RECETDSEK
BRDAFTIC B2 A D 60 3 H LA,
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(5)

(6)

(M)

(8)

(9)

HEZZFET 2HEICH > Tid, EBRTHIE 2T O HEREF OLAH
WEDEFETDH VD £H A

BRI DEREZA
PEREREBE I TREE D HAGRIRIC SV THAICHE L AR D H LA OF
E AT D,

i QUNPEA ST
R IAT D EA AL 1D Z0# T ~ L3 BE T S -8 mssy 1 A
(B zeg fRIEL M58 EDTA-2K (F 7213 Na) Hk7)

BIEOERE
i Inl B &R+ 5,

BRAEDREFEEM:
PRIMAR T, BT E T2 A R E D,

(10) #RAEDRH M

ERE (7). (8), (9) ZWI=THIKIZOWT, FIC AL TERIEICTARINCIHET S
(MEIZIE LT, RGAIORIM S ), FEEHOBRICEET D Z Lz2FAlE T 5,

(11) REKEERCRED 7~V OFERHEH

RBARBESS 7~ IZEEAAL 1D 72 © ONSHRIKEERA 1D 25295,

R EIL, YRERBEOHRXEZEAT 5, FREHREE 2L FIORT,
- [EA4{k 1D

- LT HMAHE (EEAL, REa— RES. BRI

- RIS

s A KT A 2 MFORETR

- FEOREREA S E R

(12) BRfEZ ERAEEE 5> O AERERT (MOBEREFICHEZKIET 2HAIC

HlcoTid, BHHEARENF) £ THRET D DITET 5 KM
FEEHOEHAEEZFHI &5,
TR BIEEZM TR 22O T, EFREEICIT o mEREz ey,
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(13) HREBEHHE
7L

(149) REDORBH LiAA, BRWELE
NEAENEANNT S DNAWFZERT  BinFiA=s (0T SBEFHREE)
T292-0818 TIEWRAEHAMN T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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