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WETBE R

No. BETAE Ver. fitt FABA %A B TERE KRE
1| BrEfERk 1 2021/9/16 ME— | RS
2 | FHALHE 2 2022/4/1 MIE— | RS
3| fEsEGEM 3 2022/11/24 AMIE— | RER
4 | QD) HREEREEOFHEHEAOLE | 4 2023/4/1 HTHE AR
5 | intron fEIRMDZ T 5 2024/6/1 ME— | R
6
7
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REHEE : 1897 &I7]

REA  [B YT I TEEFRE]

B

b h~EZu by (A3, Hb) X141 EO7 IV BEaFi>a/rEr & 146 [HOT
R BEFFOHa In DK 2 FINbRANERTHD, HF/rE O T 2=y
N OBUKMER 7 v ME L EOSLBFEE L TEHEY, Hb 13§ 4 [lO~L%EFFoT0D,
BT EITIIZOH O - BRRFISERTLIBEMHERETH D, o HEFICED D
DxEaTT7EIT, BHBRFIZLDILDELYTEIT LN,

AR TIX HBB BT DX 7 Fa— REkT 7 Vv ZOfisD AT T A AH
PRI A AR Y — 7 = Y —TEAT L, EBICHRIESN 7 LAV 0. 1%L F ORFi7e
—HEEL LR - REICOWTHRET S8 ) — FRRHER S —F7 o —DF —
B OWTEN MR ENT, Vo =B L DX BT Y —o = U —TONT 2479,
IR RBIBER I - FEAFED 2 B — BRI 7 LEEZEICE LTI T
DR — RO — 7 o —CIxR 7o, Wsktg & Lz, (K4
JaEYF A Z7IZONTIEANY T ba—F —THRIETE LD L TG T 2208, A
V7y ha—7—TRINTEX o7 b DB LIS L7z, HBAL HBAZ \ZBI 1L T
IRBUER K OWMEF N LI TH Y |, AFEHTICHO DR — 7 o= — TS E R
HTH D, ABRE T L2y, F7- BRERERICIN A, FRo ek b AT IZE N

ERAR

B4 position (hg38) HGVS. ¢

HBB chr11:5225466 c. *132C>T (N\M_000518. 5)
HBB chr11:5225469 c. *129T>C (N\M_000518. 5)
HBB chr11:5225485 c. *113A>G (N\M_000518. 5)
HBB chr11:5225486 c. *112A>G (N\M_000518. 5)
HBB chr11:5225487 c. *111A>G (N\M_000518. 5)
HBB chr11:5225488 c. *110T>C (NM_000518. 5)
HBB chr11:5225490 c. *108A>G (N\M_000518. 5)
HBB chr11:5225502 c. %*96T>C (NM_000518. 5)
HBB chrl11:5225524 c. *74A>G (NM_000518. 5)
HBB chr11:5225536 c. %62A>G (NM_000518. 5)
HBB chr11:5225551 c. %*47C>G (NM_000518. 5)
HBB chr11:5225566 c. *32A>C (N\M_000518. 5)
HBB chr11:5225592 c. *6C>G (NM_000518. 5)
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HBB chr11:5225597 c. *1G>A (NM_000518. 5)

HBB chr11:5225740 c. 316-14T>G (N\M_000518. 5)
HBB chr11:5225756 c. 316-30A>C (N\M_000518. 5)
HBB chr11:5225791 c. 316-65T>A (N\M_000518. 5)
HBB chr11:5225816 c. 316-90A>G (N\M_000518. 5)
HBB chr11:5225832 c. 316-106C>G (\M_000518. 5)
HBB chr11:5225872 c. 316-146T>G (\M_000518. 5)
HBB chr11:5225923 c. 316-197C>T (\M_000518. 5)
HBB chr11:5225986 c. 316-260T>C (N\M_000518. 5)
HBB chr11:5226372-5226374 c. 315+203_315+205de1TCTinsCC (NM_000518. 5)
HBB chr11:5226814 c. 93-15T>G (NM_000518. 5)
HBB chr11:5226820 c. 93-21G>A (NM_000518. 5)
HBB chr11:5226821 c. 93-22delT (NM_000518. 5)
HBB chr11:5227027 c. —6G>C (N\M_000518. 5)

HBB chr11:5227033 c. ~12C>T (N\M_000518. 5)

HBB chr11:5227039 c. ~18C>G (NM_000518. 5)

HBB chr11:5227040 c. ~196>C (N\M_000518. 5)

HBB chr11:5227042 c. —21T>A (NM_000518. 5)

HBB chr11:5227050 c. —29G>A (N\M_000518. 5)

HBB chr11:5227052 c.—31delC(NM_000518. 5)
HBB chr11:5227062 c. —41delT (NM_000518. 5)
HBB chr11:5227064 c. —43C>T (N\M_000518. 5)

HBB chr11:5227069 c. —48A>T (N\M_000518. 5)

HBB chr11:5227071 c. ~50A>C (N\M_000518. 5)

HBB chr11:5227079-5227546 c. —525_-58de1468 (\M_000518. 5)
HBB chr11:5227096 c. ~75G>A (N\M_000518. 5)

HBB chr11:5227097 c. —76A>C (N\M_000518. 5)

HBB chr11:5227097-5227098 c. —77_-76de1AA (NM_000518. 5)
HBB chr11:5227098 c. —77A>G (N\M_000518. 5)

HBB chr11:5227099 c. —78A>C (N\M_000518. 5)

HBB chr11:5227100 c. ~79A>G (N\M_000518. 5)

HBB chr11:5227101 c. —80delT (NM_000518. 5)
HBB chr11:5227102 c. ~81A>C (NM_000518. 5)

HBB chr11:5227103 c. —82C>A (NM_000518. 5)

HBB chr11:5227112 c. ~91A>C (N\M_000518. 5)
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HBB chr11:5227113 c. —92C>G (N\M_000518. 5)
HBB chr11:5227121 c. ~100G>A (NM_000518. 5)
HBB chr11:5227130-5227254 c. —233_-109de1125 (N\M_000518. 5)
HBB chr11:5227142 c. —121C>T (N\M_000518. 5)
HBB chr11:5227143 c. —122T>A (NM_000518. 5)
HBB chr11:5227144 c. —123A>T (N\M_000518. 5)
HBB chr11:5227147 c. —126C>A (NM_000518. 5)
HBB chr11:5227148 c. ~127G6>C (NM_000518. 5)
HBB chr11:5227154 c. ~133G>A (NM_000518. 5)
HBB chr11:5227157 c. —136C>A (NM_000518. 5)
HBB chr11:5227158 c. ~137C>G (NM_000518. 5)
HBB chr11:5227159 c. —138C>T (N\M_000518. 5)
HBB chr11:5227161 c. —140C>G (N\M_000518. 5)
HBB chr11:5227163 c. —142C>T (N\M_000518. 5)
HBB chr11:5227164 c. —143C>G (NM_000518. 5)
HBB chrl1:5227172 c. ~151C>T (N\M_000518. 5)
HBB chr11:5227173 c. —152C>A (NM_000518. 5)
HBB chr11:5227261 c. —240G>A (NM_000518. 5)
HBB chr11:5227294 c. —273T>C (N\M_000518. 5)
(1) ®EFHIE

MEAHEUL L7257 A DNA 22D, YT HMAEXGBE FOAESE=— R
T Y DA v ha VR NA T VA A B a3 D W ITRERRY
&% (polymerase chain reaction %, PCREENE) ITX VML, kiR —7r
VY —HDLWVEX Y BTV == L L D FESIRE BTV, RS
BRTOTAELEa— RERICBIT 5 v —7 v vy 7 TR ATRE 2K BUEE O
bR NP I (AR S i3 i fan i R

(2) EMBERUHEEE
EEMICHN SN TNDE M7 5 Y 77 Lo RS O R | (RHBIHE AL R
DHBEEHET D,

() EREBICRIWMEEITI I L LT HREMOHHA
FRIC7 L, AREIREMEZET 2 b0 TEHY EHA,
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(4)

(5)

(6)

(7)

(8)

(9)

REICETSHEK
BRIRDATNC BN B A5 60 2 B LA,

HEZZFET 2HEICH > Tid, EBRTHIE 21T O HERER OLAH
WEDEFETDH VD £H A,

BRI DEREZA:
PEREREBE I TREE D B AGRIRIC SV THAIHI L AR O H LA OF
E AT D,

BAIRDERRAE S
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,

BRAEDRIEEEM:
PRIMAR T, BN E T2 A R E D

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(MEIZIE LT, RGAIORIMS ), FEEHORRICEET D Z L z2FAlE T 5,

(11) REKEERCRED 7~V OFEEHEH

BRARAEST Z ~ I EA AL 1D 72 5 ONTRIAEELH 1D 2 fil 3 5,
MRAKIEE L, YREEREORREFEHT 5, E20EHEAE 2 FICRd,
- [EA4{k 1D

- WETOMRAEHE (REA, BAo— MRS, BRI

- [P RO TE

c A KT A 2 EFOMERR

- B R E R EE

(12) BRiEZ ERAEEE 5 SR AERERT (MOBEREFICHEZKIET 2HAIC

HlcoTid, BHHEARENF) £ THRET D DITET 5 KM
FEEHOEAEEZFAI &5,
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T HMEIIZAMT AR 20T, EEEEICIZ S REEERT,

(13) HREB/HHE
7L

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