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Age, 55; sex, male; BMI, 21.72
NYHA functional class, IIl; 6 min walk test, 400 m
Serum biochemical parameter:

NT-ProBNP, 4,050.0 pg/ml; hsTNI, 83.6 ng/L; eGFR, 113.14 ml/min/(1.73 m?)
Echocardiographic parameters:

VS (for Anféﬁor wall), 24 mm; LV (mm), 51; LA, 43; RA, 50; RV, 45

LVEEF, 43%; RVFAC, 38%; E/A, >2

BMI, body mass index; NT-proBNP, N-terminal pro-B-type natriuretic peptide;

hsTNI, high-sens
IVS, interventricular septum; LV, left ventricular; LA, left atrium: RA, right
ventricular; RA, right atrium; LVEF, left ventricular ejection fraction; RVFAC, right
verririciiler Rractional anen change: EA. iftral valve: E-wavelA-wave ratis:






OPS/images/fcvm-12-1483283/fcvm-12-1483283-g003.jpg


OPS/images/fcvm-11-1369680/crossmark.jpg
(®) Check for updates.





OPS/images/back-cover.jpg
Frontiers in
Cardiovascular Medicine

Innovations and improvements in cardiovascular
treatment and practice

Focuses on research that challenges the status
quo of cardiovascular care, or facilitates the
translation of advances into new therapies and
diagnostic tools.

Discover the latest
Research Topics

Cardiovascular Medicine

Frontiers

Avenue du Trbunal-Fédéral 34
1005 Lausonne, Switzerand
fontersinorg

Contactus

+41(00215101700
fontersin ro/about/contact






OPS/images/fcvm-12-1483283/crossmark.jpg
(®) Check for updates.





OPS/images/fcvm-12-1483283/fcvm-12-1483283-g001.jpg





OPS/images/fcvm-12-1483283/fcvm-12-1483283-g002.jpg





OPS/images/fcvm-11-1479374/fcvm-11-1479374-g002.jpg
TS07 Mt

w3

Tisos mita

TIS05 Mi0A

228 s






OPS/images/fcvm-11-1479374/fcvm-11-1479374-g003.jpg
Ofenss Clwse  Mlsipstont 5 Fomaodean  @)Femalo Carrer

Mutaion: p.Val199Met
196 198] 200 202 204 206 208 210

[Homo sapiens]
[Macaca mulatta]
[Oryctolagus cuniculus]
[Ailuropoda melanoleuca]
[Felis catus]

[ovis aries]

[Mustela putorius furo]
[Mesocricetus auratus]
[annospalax galili]

[Canis lupus familiaris]





OPS/images/fcvm-11-1461899/fcvm-11-1461899-g003.jpg
y xBb ]
¥
BRcsER =S
I3 o
eifgHatznaa!
B
RA -
Lo ExER Ty
SEEREE PR
ag i 258
-
2
L
a
B =
EEE R
-4
e W
T

siszpeneray M BE
e ThaeE
ii5e0

“Kﬂﬂﬂ-m mm-m—m C
il B
G

ifgzic W iz
spt @ ez

T HLE g
5 y
geszziel [ g2dE /.
HH T
k =2
FEE EEH
EEH

[ Basic

[ Acidic
[ Polar

[0 Nonpolar

Variants
53.33% 36.26% 39.56% 12.09% 1 Non-change

8]

2]






OPS/images/fcvm-11-1461899/fcvm-11-1461899-t001.jpg
Variant

NM_000128.4:
c841C>T, p.Q28IX

Pathogenicity
prediction
MutationTaster: D

SIFT:
PolyPhen-2:
CADD: 36

GnomAD  CMDB | OMIM clinical phenotype

0.00009

0.00110
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MutationTaster: D
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AD, Factor XI deficiency, autosomal dominant;
AR, Factor XI deficiency, autosomal recessive

ACMG
classification
Likely pathogenic (PVS1,
PSI, PM3

Likely pathogenic (PM2,
PM3, PM5, PP3)

GromAD, the Genome Aggregution Database; CMDB, Chinese Millionome Database; OMIM, Online Mendelian Inheritance in Man; ACMG, American College of Medical Genetics D
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Before After Before After
surgery surgery TAVR TAVR

VS (mm)
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27.4 359
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aortic valve replacement; IVS,
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ejection fraction; LVFS, left ventricular fractional shortening.
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