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Candidate Genetic Variants with Potential Relevance to the
Interpretation of the Athlete Biological Passport
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BEECE O AR T T — & 2R L, XA
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12 Ik & A ) & (Atypical Passport Finding ;
ATPF) ML Tw2 (R1). ATPF &3, a)
T — 71— O FEEE O NN B) O # PH
A%, b) HIL 5 D DMARRIU BT 5 6% 7% 1%
R—=A=noRARMNZ T T 7 A VTS
NDHEE (EWE) 25%5H, owdFhrods
383, ATPF MER S N84, Athlete Pass-
port Management Unit (APMU) 13434/ 3 A K —
I % Expert Panel 214733 4. Expert Panel (3,
APMU oK HHIZ £ ) ADAMS I T435% ATPF
DFMi 24TV, F—E ¥ 7O Eetkc M 5 814
B3 WL (scientific opinion) % &t 3° 5. Expert
Panel 3 APMU & 3 M2 L 22 fF T H D,
WADA DKRGET 2RO E MR AL E IO T
WE3HU LS INE AN THE. ZD
%, F—Y 7 #IHE X (Anti-Doping Rule Viola-
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REHT LT F - F—¥Y 7 #H8 (Anti-Doping
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TAMNZTFOYHER SN S 7-8, ARMOFXMXFOEIE
FAMNZTFOVIIIEII—ETHDIEEZLNS.

ZHIFT A", Caucasian B & O Asian O L%
#1155 % 2 RAITH RIS T #5217, T/E
o2 WAL 72 & 25, UDP2B17 K2R &
V) BRI T 5 2 DRI T/E % 33l %
BE, 2hZeih 11% okt (UDP2B17 K AHEE
T 25 LCH T/ERD40% FHIZ) &,
31% OBMYE (UDP2B17 ¥4 BB T #5520
5, T/E WlA340 % LM 2 BERE DN 5) EL S
MR Z R L T B,

e ABP AL OATHZRICX Y, T/E
W #EMEDOATADRV ZHET 5D TIE %
{, ABPODZA5uA{ FEY 22— )55 ATPF %%
R S -1, AR LR = 3T i (Isotope Ratio
Mass Spectrometry ; IRMS) 12 X 2 4R D A5
ZA7uA FeB® LTHoOTAAF £ 55, %
TR Lz s T, UDP2BI7
RERNZ X 5 T/E LoENE, EIEH 2 B KA
F—Y v AR L RITT I L 2RT
—BITH 5.

2) MEEY 1—ILDATPF ICHE% RIFTE

R ERA

MR F—Y ¥ 7Lk, A= i 2 i3
5 2L THFEERGE 2 ST, AR RS
EREIFETH S, RIMERKEMEHWE L7z,
H i e im0 =) AaRLF v Oz L
&2 F—Er7id, ZEWEOMIIIMA T,
ABP i€ ¥ 2 — VT, [EREZHETWETE S
MERAOHH %2, BANZE»OMINT 52 &
WTEBY,

NEZOE UE, ARIMERERME L) A oKz
F  (Erythropoietin ; EPO) fli & \» o 72, LR
TIHA L2 BT 2 ERO—2 L LT, K
MERMZIED DT SN B, FRIMERIEZIE HRD 5

HARRRKX R —YEFSEE :

AHEITE L Wb O, ZOFRARTFICIEER
WEREZAT L. RIMERBEZ R, 5Bt E
BCH HEMZL MiE (Polycythaemia Vera
PV) &, AL GEEIRETH EREFE21IER
TRVEAR LBk 259 (Congenital or familial erythro-
cytosis : ECYT)IZKB S b, PV IR ZRY
X A FF—+¥ 2 (Janus Kinase 2 ; JAK2) &1 D
ZERBETCTHIET 5. ECYT 13RO #IAFH5
BTHY, IRFETICHESIN TN TY9DOOR
O BRI M R I D W TR IR L 72

KETIE, TF a)RIMERDOHL - B0 b
ZBFEOVTHREE L, b) ARILEREE 25 O BRIR 1Y 72
ZWiEHE, ¢) PV OBIET L NIV OFEARET B &
0'd) ECYT1 -9 OBz, e) RIMIKEE
DAL TR R — ¥ > 7R OB A Db % i
(RIS FIC OV TR T 5.

a) FRMERDME - BRFAICE D 5B

IRMERD AL - HGHFEZ B 3 1R L7z, AR
Rk, & m Al g (Hematopoietic Stem Cell »
HSC) 5, RiARFEROFIERK, FiARZFER (Pro-
erythroblast ;: Pro-E), »OaR3FEEK, BiEE&T,
HRARIMER, ARIMER & 531k, AL T < (R 3).
BRI & D, FRInERAEBICHEZ L 2 20 k%D
HHBETRBETERR, ERFEHRHE LY
B L, ANEZOQVC VRFOMDY 37 E
i, VT b= A (GHlE N 7zRIMERSE) 258
% ETHREL#KET 5.

ARMERD 5L - BRI, HE oMY A b
NAYETTFVRERIRIC L o THIE S Tw
LN, BERYA M AL ELTEPORHITH
N 5. EPO (ZAKHE IR R (KR 75 N 1 (Hy-
poxia Inducible Factor ; HIF) 12 X O %A & &
HEENEHTA M AL U THY, HRINIKROPELEE R
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= EHE IR,
Wk EHERIEE, Wi e, O -
ECYT2 VHL 3p253 (ﬁ“ﬁ ’F’E@%%%H}Hﬂﬂi& tﬂé'}%@?ﬁ?lﬂ J:?"I‘ 263400
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ECYT3  (pHD2) 1q422 Bt K, kR T 609820
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ECYT5 EPO 7q221 ﬂa,ri EPO i’g%u%ﬂi J:% 617907
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Witk BMEMEERELA. 7 —E 9 .
ECYT7 HBA1/HBA2 16p13.3 T VRSB, 35 Zid 617981
etk 2, 3BPG LTI X 2 MR f 52
ECYT8 BPGM 7q33 i W, W, F7 ¥, ek Z#DHY 222800
57 &
A 11D A DERRIRE. BRI
ECYTY  (pinn o3z BAEEH g (pHEO) 2EL, Zomk  vemin L
= MmEE (PGL) &2

FEERIMERIN L RE (ECYT) 18 Mo wCid, #EMRELEETOMEZEKRNICE L DT —F X—2 (Online
Mendelian Inheritance in Man ; OMIM) 7*5, ECYT9 ZNZDOW T Yang 5 23 205, FHH ISR - Pk L7,

H#T 5.

b) FRIMEKIESAE DEREREY & SO B4
FRIMERBEZHE DHFNCDOWT, R4 IR
JFEF O RIMEKEZE (PV B X OECYTL) (1,
JAK2 ¥ 7213 20 Rz F %%k (Erythro-
poietin receptor : EPOR) #{n T DZERIZ L 5 T,
EPO-EPOR ¥ 7 F WARZE R e A3 Fefe 19 121G PR AL
L, ZBHROBEZEDEL 25720 50H%
TH Y, I EPO LNV Iid@HE IEFEZE T 5.
—0, BRMZRIMEGE (ECYT29) &, IR
(Z3IB) 12 EPO LARUHE LT LIk - T
EZ HMETH Y, Il EPO L NV i@ H IEH
23 EAT S, RIMEKEEIETA L D SN S
PRAEARIE, i, ERSP EEAE B (B, ©F v
W7, MR, BEB X OREEREE, KR,
Fh ), JRETOMGEAR T, KEEFRAEIC X 5 fk
BEOZAL, BIIRB £ O/ F 7213k A 284 72 &
MHEFEND. ECYT BEDOKRLHEIL, O F VR
i Ze & OO BT EEIEIRD A Z IR, FE L
AN OFICIE, BIIRMES ML, BRI, R
FRR AR RE, SEBIIREEE, O ELR EOERET
WML AIHELET 28V 505, BRI 2%

RIZIZES2EDH Y, BRWFTRAA LD LR
BWEADHFAET S, 2020, ECYT BEODH
PRAEIRA & A B2 & LTId, RIMERKE S AE D
BT D RN NE 7 0 ¥V REOfE
A5, EINMAESAOIEEME FR XD IERVgE D
HY, ECYTD¥ A4 72Xk ->TiE, BERMIZHHA
HAER P EE IR IIER RO SN nwZ %
WZERHITONE. DD, MK
RIMMEIESZREZ H LTz e LT, RIMERER
NEZ OV VRESOMA, FEAEM LRZ DT H
T ZMETH - 728f, BERWHEL LTHA
INY, F—Y U @I Be LT LA WE
WCHEDLEETN) T Y EAELTWSHEN R
VIBETLHFIELTWAREN L & 5.

512, ARILERA BRI BRI L 7= ROk
I BRI 2 hE D FFERE IR O WTR L7z, PV Tld 2
DOD#(ET, JAK2,SH2B 7 ¥ 7% =705 4 ~
3 (SH2B adaptor protein3 ; SH2B3) 2%, FKiEMED
FRIMERIE 25 Tld 9 DD EfE T, EPOR, 7+ ¥ -
v v )L - 1) ¥ K7 (Von Hippel-Lindau : VHL),
EGL9 7 7 3 ) —{RMEFEFHER T 1 7212 2 (egl
9 family hypoxia inducible factorlor 2 ; EGLNlor

162 HARRR XK —VEFRES  Vol. 34 No. 1, 2026.



T X = N FATHIVINZKR— FOHIEFRRICEEY 2EEEEF/ANVT7 > b

.n»@-»@-» PO om0 ;m v

ﬁu%lifﬁ FER
' 3 ™ - A .
&l iy i %ﬁaﬁ 2t E%é\
AL o A= — o e 24 ; .,
WER  mmam  weam o AR FER FFR gwmamo
BFU-E  CFU-E Pro-E Baso-E Poly-E  Ortho-E <XZR77-Y 4

HEE

EPO-R$EHR (EPOBEMET) ;
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A IE_ml
i Bk BREANEED @RRmR
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3 Gk 5 FRIMEROMEETE

FRMEK IS SEEA CEMMEI (Hematopoietic Stem Cell ; HSC), #HREFEK/N— X MR MY (Burst-Forming
Unit-Erythroid ; BFU-E), #FFEIO=—F#lE (Colony-Forming Unit-Erythroid ; CFU-E) & &E&#&T,
BIFREFER (Proerythroblast ; Pro-E), #FIEEMFZFER (Basophilic erythroblast ; Baso-E), % %M RIFER
(Polychromatic erythroblast ; Poly-E), IEZ47RZFEK (Orthochromatic erythroblast ; Ortho-E), % ICEER
8T, MRFMER (Reticulocyte) & 74 WERIMICHKE SN 3. KE S h/A-@BIRFMmMERL 2 ~ 3 B THllEA
NEEHPREL, RFALLFmMERE &Y, #9120 BEAERNZBIRY 5. CFU-E, Pro-E DEEFET, EPO &
AOHBICEKY, EPO DEZMIEAL, HESEIRESH, FFEXTANEITOEC AR, BRI/RET

3.

2), WEEPAS FxA4 »&H % 223781 (Endo-
thelial PAS domain protein 1 ; EPAS1), EPO, ~
/vy BH 7=y I (Hemoglobin subunit
beta; HBB), NEZ/ 0t o¥71=v 1B
X OF 2(Hemoglobin subunit alphal, alpha2 : HBA
1,HBA2), EAXAFAK T Y L) VLY —¥
(Bisphosphoglycerate mutase ; BPGM) 238 -
TWa., TNENOEREL»S, 7) HEAT
o HIF-EPO # i, ) 4 & W T ® EPO-EPOR
ek, ) RIMERKTONEZ B Y > OFEFEFM
P, @ 32K E T B,

PV, ECYTL&, 1) & #WN T EPO-EPOR
%, ECYT2-5,91%, 7) &M To HIF-EPO
#, ECYT6-8 &, ) RIMIKNTONET B Y
Y OFRFEBAVECED L EET NV T 2 LD
FIET 5.

c) PV DEEFLANILOFEERRF
PViZ, JAKZEIEZTFOLZ Y Y 1412H 5,

V6I7TF DN) 7 ¥ MZE B b DA395%, € DAt
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BHEEN TS, A A4 Y (EPOEEL) @

R
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2K — VEPRES

RIS, A A ARG RO
ILRHEAEZ TR T BTN TV MCEEDD
TH5. Hmzwﬁﬂ%ﬁ%%ﬂﬁ%%#f—e
FHIR Z AE AL S 5 2 & T, RIMERGALD & A
TATT7A4— Ny 7R L %< &Y, MERDS
By 5.

d) FIEMHIRIMERE % E

He 5
G

ECYTI1 #! %, Primary familial and congenital
polycythemia (BLF, PFCP) & L T Gene Reviews
(522 D B AR B OFE IR B W, :@h%ﬂ’]’l‘ﬁﬁ
SR b AR ) I/ sl Nl £ VR A X
Twéi??%??—?N—x)K%%ﬁéhf
W5 ECYTL X, WiEoKE S25IEHT, Ik
PEARMERIE 20 2 5| & 2 TR BB WEANICE
VB RIMERIESIE 2 J¥ L 5. 74 5 ¥ F(F
V¥ 7 A5 A M) OFRFKRTO EPOR N 7
¥ AR S TUCRY, BEE TS, 24 RigEd
5 116 AofEE2HE SN TWBEY, ECYT1 DR
TEfETTHAHEPORDONY 7 MELTIX
2022 412 Lo Riso 5 & 33 il @ EPOR & {5 T3 i

(ECYT) 1—9 D&M
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SRR wERL SEXRBI BROLDER
BETES BEMSMAE EETES — EE=
(ECYTD) (PV) (ECYT2-9) - [SPTEE=
— 500 EPO FE4
— S EPO
McMullin 5 29 % —8Beizs (= R=—EVD)
X4 FMBWSE (SME) OME
EHE LTV DAY T Y MBS TW S, MYND B >

ECYT25 8 X 09 1%, HIF-EPO ¥ 7 F V5%
BRI E R TR FEEEL TS, IR
SOEROWKICZH HHHE A 7 =X 21, HIF-o
FEH R LK RIS Y] (hypoxia respon-
sive element ; HRE) ~HIFB 7 7 3 V) — 2% &
§ % 2 & TEPO & EIKBHFINE Bz 7Bl % 76
By 5. iR, WEERIRETo EPO MEADHIM
L, ZONKRMZBAERE LT, ARIMERO W A
BBZAHLEEZOLNS.

ECYT2 #%, 15f#® VHL #&{=7 NV 7 ¥ b
WY, TNy ZTHEREN RS A% ECYT2
L LTSRN TWAY, VHL #iE T3 %
P 2EETCTLH L0, ZoOWEEEHET
LN T Y NEALTWAYE, CNS O E<
eSS, AR Ao A% PR - e 5,4 e i e
B X OB R E M 2 5] SR 2 SR
{725,

ECYT3 Bl CiZ, 151 EGLN1 O~ F a4
HOBIRTFN) 7 v MCET23HENH L. 7
0 OKERALEE R R % & E EGLN] #1s 1

164 BARERR AR — VEFREE

T4 YA — ORI 7 v b b RIERBE S
JEZ TSR TS DH S, O EGLNI #ix
TNY T 2 M, 104ERTIC F—¥ X ZBEIc kD
AKABRENTT 3y F=R&Fr5 bR 3INT
B, ZOFr—ZXTREOHKISECYT & Z# s
n, ks —4 > v v 2 (Next Generation Se-
quencing : NGS) f#r23 % IcirbN/iz2 &I12X D
B & 927 - 722,

WY ERENER B TH S ECYT4 Mo B % 5]
&3 920 EPASI BIEFDN) T ¥ FDIZ
EAENL, BRFEMAMSHE AL 23— FT5
IV 120NTaEEEON) T Y M TH
B0 60Ny 7Y ML, EGLNL k Fafxy
F—¥®DEPASL ¥ Y X7 E~\DWERE, Tk
WCHlERIXNS VHL # Y7ok FaF v
MEB XS ET 4. Maaziz b1, #E2
MEMRAET N =Y ¥ ZBtk L - 72 8% b Dk
Il BRI 2 9 B O NGS T 2 4T o 72 & 2 5,
ERAS] EEZTONY) T Y b 2R L2 %25
BlL LTt LTwa,
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HIF-1a | HIF-2a [EPAS1@[EC\/T4] ; :0. ’4. O . @
lC e PHD2 (EGLNT = (ECYT3)! Pro—EBaS'po.y_E. .( )
LoF, 1 \
b CFU-E  Ortho-E :
Lo FFRE @ >
i v @ O
vaS® (Eovre) FiFB| o EPOR S s, @ o
o EPOR@[ ECYTI ) | @
la e L o
~ - ANESOEY QB F B
HRE 7 Cof )
3 . |(EcyTe ] HBB HBB o
GoF :. GoF
(EcvT5)(EPORT EPO o |(EcyT7)(HEAT2T HBA1/2 \ #ms
7 4 “e CoF =
‘ ® " | |(EcyT8])(BPGM] BPGM o

5 FFIERERERICEHE L - RIRMEOFRIMERE S A

FRMIRES AR ICEE L A RIEMOFRMIERESAE (ECYT1-9) (3, ZOEAEES,S 3DICKFIEhs. &8F
FEBEFD/NY T2 MKV, EEHEEEDOTTE (Gain of Function ; GoF), H#K&URAN (Loss of Function ;
LoF) &3 & THET .

B&EE : FIEMFFMEkIESEE (Congenital or familial erythrocytosis ; ECYT), {EESZFEREF (Hypoxia Induc-
ible Factor; HIF), WK PAS KX 1 >&F 2> /N7 E 1 (Endothelial PAS domain protein 1 ; EPAS1),
EGLY9 7 73 —BKEEFFERF 1 £7/-13 2 (egl-9 family hypoxia inducible factorior 2 ; EGLN1or2), 7
>Ry ~NIJLY 2 Ky (Von Hippel-Lindau ; VHL), NEFOE> BH 7=y b (Hemoglobin subunit beta ;
HBB), NE/OE> oaH#7a1=v r1 (Hemoglobin subunit alphal ; HBA1), AEJOE  aHYTa1=y
k 2 (Hemoglobin subunit alpha2 ; HBA2), %72 XKRKT Ut EELA—+ (Bisphosphoglycerate

mutase ; BPGM)

ECYT5 BUTH RO AEEEETH Y, KTk
O o BB HRBD—D2TH DY 2007 L —
LY T NEBRNAAL VA MY — 250 EPOmRNA
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Candidate Genetic Variants with Potential Relevance to the
Interpretation of the Athlete Biological Passport
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(Abstract] The Athlete Biological Passport (ABP) is an out-of-competition doping test that sets baseline values
for physiological markers for each athlete by repeatedly analyzing blood and urine samples, and detects changes
in physiological markers (atypical reports) that occur because of the indirect use of prohibited substances and
methods. Indirect detection methods using ABP complement traditional direct detection methods for prohibited
substances and make a substantial contribution to the detection and prevention of doping. New issues can also be
addressed, for example, how to eliminate cases in which the factors that cause the ABP data of the target athletes
to deviate from the intra-individual variability are unrelated to doping (false positives), or conversely, cases in
which the data are not detected despite the athletes having doped (false negatives). The purpose of this review is
to provide an overview of candidate gene variants that may contribute to these false positive and false negative
results.
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