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DETLFalb— g 3 AKL ORFIREBE TIIMESNTAR2 RBICLS5I ha v R
U TNZR T DRI Y EREOBIHINRFZ U v N ERES K OERIER R O/ EIHNC1X 72 5 <
LT DAL HDH6), - AK2 [T ENICH 5 MF L THEFHE L TR BT 0 %
JELBIG L TnDEEZBND0), ak2 KIEET T 7 1 v v 27 /L TIXiE M - fi
BRI DO MEIZEB DN TEE A R VAL CT AR h—v 2 & &7 L, AK2 KIEERFHkK
iPS MR D/ b8 F5R CIEATEREER L~V ToE Ik T 2203, Tl b Cd 20/l 7
VB F A LB 0 B ERIC E ToMbE D Z E RS iz (T), £7- AK2 K4E iPS



AR L OV b L= mERRTBMZ O T =y YU T OFRENRATHY, I hav
RUTHND ATP B EFLETIHETLTWAD Eo@mELH Y | EilMiaickiT s AK2 ©
BRI OREBNLA % ORI S D,
AR2 (ZERZ R 72 ORI AE AFE L TR Y . kit — 27 = 2B K 280
KR RE S ORENEITH Th 5,

4. L ERIZH

RD OZWNIH A TH 2F80, /NRIEMRESFE R T v ¥ — OB O F5| X ICffk S
NTWHBE)ERL, KRMF O FERO KB F 721% 200/ 1 L KO FP 27RO, AE%EH L
P ERFERY 72 URLIE 22 S E 5 7= 0 A% B OB 2 24 %5, RRY ML T Ml xR £ 721
FW (<300/ L) b AHAL, PHA ShE(LEUG S IER O 10% A0 Th 5, EREAEOE
rbAabh, |MELIFES o~/ v 7 VIJEEZRO L Z ELH DM, ARy AR
RHED D OBATHENFET 2720 0T L HIRE L e B e, B#ZEHITIE, U 2 SEkee
~ 7 n 7y =YD OIED MO RMEAFHERBE &[RRI B SR B R 0 pli s 1k
BB, FEMBGICIIFARNRMER M, FRERERUEGRE, BRER 2R & & D)3 E
Th b,

8 filth 7 4 (88%) DHEFE CRCGEMEHIEA A0F 5 L WESNTEH Y, RD ICHEAITH
%(8),

AR PRI E 2N AR2 B TERDORETH D,

5. 1RELT#

BAEME— ORIAAIR I ITE MAIRBAE T 5, Sa/ZReZ FHEEE L 722 T AUE BOE IR R
Th bz, BEEBYYEL FIET DRI TE 9 DR B M IR 21T 5 LEH
5, RDIZHT HEMMIRBHO £ & o mME T RS, 72V T 7y by akA
77 X RE AW E BRI ATLE I L 2B, LE LB R A5 OfERr & AAFICE
HLCThHDHEBEZLNTNAH(9, 10), B K —& LTHLA —ZEFROIEAD, ~T e
A ELFAIRR09, 10), MRS M(12) TRREMFID A STV D, AR O G E & BN i i
HThHY, WilREEE, REZ 0T ) UM, TIEE, UEEAL U A VAR ORG
THHHENZ N, Bk ORI THOWME T D0, 4 FELL EERAT WA ST
%(10, 11), @EMEHIABAE 21T WIGE . Ak 1AEDNIZETE T 5,

RD (28 B 4F FERBUDEIZ KT 5 G-CSF #5013, — TR UG L & v /e g
220 H2(13), BAERTE 72 XK IR G X A 7 IRHET G-CSF #5227 iEfl ¢ m— i
{ERBHBIIER S & D RD &2 STl 52 ~& Th H(11, 14),

AOHE L UCRNE U7z R 013 0>, BB Y ool BB MR R (14) 70 &M
JE DFIENHRE S TEY | EMHRRBBIENLETH D,



1.

o < 8 %g QS
A
3 3 O $R9% Bp
=R PO ¥4l =
zx 9% 88  foghsrg
=w <O X o >® cxxran
o0 00 o0 0000000
I I I Y |
AK2
. | 1 i | v | v VI
isoform A
AK2
: I [l i | v | Vv 4
isoform A
Subjects Allele Mutation Predicted effect Protein
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(NM_013411.4)

on RNA/protein detection

F1

F2

F3
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F7

F8

F9

F10

F11

F12

*k

*k

*k

*k

*k

*k

*k

*k

*k

*k

c.636_*2601del
c.118delT
c.1A>G
c.331-1G>A
c.453delC
c.498+1G>A
c.494A>G
c.494A>G
c.523delC
c.556C>T
n.d.
c.307C>T
c.633del5kb

c.256G>T

p.S213DfsX21
p.C40VfsX5
p.M1V

Aberrant splicing
p.Y152TfsX12
Aberrant splicing
p.D165G
p.D165G
p.R175DfsX9
p.R186C

Exon 2 skipping
p.R103W
p.D211fsX23

p.E9OX

No

No

No

Very low

No

n.d.

Very low

No

n.d.

*compound heterozygous; **homozygous; n.d., not determined.
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