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De novo AFF3 variant in a patient with mesomelic dysplasia with foot malformation
(De novo AFF3 i&15 128 B [AIE S A7z R BEA7 T % £ © I S EGE O 1 61)
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PR RE L, TR B 2 PREIR & 3 2 B s 2E M X ORRIR
BIZHEMED B WVERMIERTH D, 2D b, BUHE L EHERNIEATE.,
P SE B RS S Y A 1 5 P R B BESE BN 38T 29112 SEIR O U IR RS
WEESN, ZO0EKICEENI2EEFIZAFF3 DL TH-oT2, EHIT, FF /L~
U ANZIBWNT, Aff3 H o RARDOFRBT, v MIBIT 5 2911.2 fEIEM/INR D
PR B RE R ORBFA LB L TWD Z LR Sz, U EoHE X
V. AFF3 ORI BRI AUERIEICE#E L T\ D Z E DR E D, L
L. AFF3 I B ME O BTBE T Th D 2 & & X Frd 5 BRI
BTV,

Al bhvbiuid, BT & o 72 R EE AN BV T, R
vz oY= MW s YV — MENTZ AT L, de novo AFF3 2 8L % [F] iE
L7cleOWmET 5,
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FEMBELME O MBS {EM 381 0 H, & 45.0cm (-1.6 SD). {KH 2422 g (-1.4
SD), BHPH 32.0cm (-0.7SD) THA L= TH D, HAERL D AEF 45 D5
BHENRD BT, % T HARIC, REREEFEOZDICHET L 72oT-, HE 615
cm (-2.6 SD), 1AHE 6470 g (-1.7 SD)TH v, VIEMHEAKE ENHE Th o 7=,
— AR R A S KL MRS RISk 5 N Wi Tl BE I AIFERD o T,
Ly NPT, W R A, mPEER R, A 4 PR E B X
OEHE S T EBOIRIER. 25 4« 5 MEOARE, 11 XtOE 2R, L&
D AIEGNL, BRAE A PRIEEEE & 2B s v, o, B A
FHE MRI B3 L OVDg 5 A Tk, B IR E SN 7228, EiE
FHRAE T, MERMEERARBD e, 2% 6 » HORES T, &K 73.1cm
(-4.9 SD). {AH 7360 g (-3.5 SD)& . WERMEENLVEEE L o7, EH, AR
FEL LERIT/R L, EEORBMER R ERE AR O,

[ k72 B ONTHRE R ]

AWFEIL, ERERKFE 7 A - BT GEEEEZESICLD
KRINTEY KRE R 15-142) . WE»OEFEmICLDREEZHET-, AAB X
OB O [ IERH Sk 7 7 20 DNAZ®F LT ks — 27 = >4 — (NextSeq 500)
AWy Y — NENTZ 51T Lo, £ OfE%E. AAIZ de novo AFF3 ~7 1



A At A28 E (NM_002285.2:¢.697G>A, p.(Ala233Thn) 23 [EE & iz, &
DAL, Sanger IETHMER SNz, £-, RERIZ, AT —2X—2F
LT O T 2T — B _— 2| 2BERIT 7 < | insilico fRAT TR, IR THH Z &
2358 < FRIE X 1172, The American College of Medical Genetics and Genomics @ FF-Aiff
FEYETIX, Z ORI, likely pathogenic variant & HIE Sz, FOMIZ, FEE
FERZF L 5 2 BITFEE S ol
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bivbiuid, RBEAFE % £ - 7o v [ BT BOEAE 5112 331 ) T, de novo AFF3 28
S RE Ulc, AREGNT, T HEBSERELER] T AFF3 D& s TR FEE S
NI TORETH S, ZiETIZ, PRBERBIEEFIZIBVT, 2911.2
I OWUNREOHREDRH Y | Z OFEIZE N850 AFF3 DA THH Z
&L A3, ~ U ADIEF T HBL L, Aff3 DE G RIKDET L~ T AT
T, bt hoFMEREEREES & U L RBEANHESNTND Z Enh,
AFF3 OFRBUR T, PRKEREBIEICELG L TWD EEZXBND, L EORTA
L. AFR3 HIERIEAIEDJRRBIR T THHZ L E2R"THDOTH D,

Fo, AREFNL, BEEORMEBREER A 2 L7, Aff3 1%, IMREOREIC
BT, Mol | c R E A2 13- L TR Y . A3 OIH A IH L-54A.
OO EDNIH SND Z ENRESNTND, SHIT, FEHEEIEEE O B
FIZBWT, AFF3 D denovo I A& U ZAEENHEINTWD Z &5, AFF3
25 B L R EEN R R OB R S D,

ASEF] & AFF3 Z & te 2q11.2 SISO/ NRAFEF O I@ A & LT, RlkAE
D PRI EERIECH D Z &, RO CNIB T, FrEE I EE 2 O
ZENFETOND, REEFTEYEERRIMAZRLTEBY ., WERDORBL
T D7ET, AFF3 ZBEOME (R&E I A AER) | AFF3 ZE LI OB 5
BROBRENKRFICED EHERI S D, F72, AFR3 3T/ RIS, BT 58
LR EZEH ST TWDAEEERH 5, AGER & 2911.2 FEIR O N R IIEH]
% AFF3 B p I S ARUE & EFE L. AFF3 LIS I BB AUE & Lhli 4%
&L CBROPTRITBELEUE DN Z VA, REEE I B L OWiEATZ 1L, AFF3
B E [ I S O L S RO 22T L & B 2 D,

ZNVETOmRE EAEIO AFF3 ZHEIEF ORET2 6 TR KRB o [ 52
FESEFI O T, FRIC, REMEEN R RN A S 0F L CTW A IER], NIBEE A &
JFLTWAIERFIZIBWT, AFF3 BIn FERMRBEDNAHTHL B2 LD, U
Enns, bhvbiud, FRBREERIED © B, HEAEEE R, IR,
SERERTE 21 5 # A 7 % AFF3 B I S RE & S T & 2 IRE T 5,

[
AL ORESIL, AFF3 Z & 1 2q11.2 SR OV INKIRIER] & T v~ U 2 DOHAE
& B Y, AFF3 BRI EIZEIE D RIKER T Th 5 Z & 2T, 5%, AFF3
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