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[ Abstract] The onset of rare cardiovascular diseases is early and the mortality is high. The patients of
the disease face a long time of hardship in diagnosis and a low treatment rate. As a result, it is urgent to
improve the diagnosis and treatment level of rare diseases and to accelerate the selection and R&D of drugs of
rare cardiovascular diseases. In recent years, with the rapid development of new technology and basic
research, the diagnosis and treatment of rare cardiovascular diseases have made breakthroughs. The article
summarizes the research progress in diagnosis and treatment of rare cardiovascular diseases and looks into the
future of the research.
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JUERIRH/NT /0 SBIRFNT 107 B ABUNT
14 3957, P I 69 52 DL BT IR AL . AL
IR LI B o ) SR D, B v 2 DL ) 552
PR BE S, Rl 2 DU 7E I K 80X 1R T
e, KT P R R A T S H A SR T
LA 5 B [ e R TR R A
2019 AErp E AT | T AL AR AT T 43 1 o SR 1Y
46. 74% 1 4. 26% ", U ML AT R WL, {H
eIl PRI 55 200 WAEIR A WA Y, S8
FIRH RS, FIOMAE BRI AP, BH—2%
JE B TIEIENE, BT L T A Y
A5 23 B B 17 5 AR () B 1 3 S0 T 43 sk
FEPERARAFPE MR | 35 A5 P 0O U B 3 T
. K QT e (long QT syndrome, LQTS) . %4
QT ZE A 1E (short QT syndrome, SQTS) . Brugada %7
A1E (Brugada syndrome, BrS) FIJLZS My e fUsid: &2
JE = 0 3 i # ( catecholaminergic polymorphic
ventri-cular tachycardia, CPVT) %%; % — 28 W4s &M
O, FES BN (AERAE) Mo
U, B4 4 R P S PR S B L (dilated
cardiomyopathy, DCM) | BULARFE L ERE AR/
LU (arthythmogenic right ventricular cardiomyopathy
ARVC) | R PEalid s v BR ) B0 U | 7 % 308
b4 (left ventricular noncompaction, LVNC), DA%
BV HUR IR R R L VEM AR ZZ .0 UK (transthyretin
amyloidosis cardiomyopathy, ATTR-CM), It4), A —
KR H BIODNE, R RO IREA 2 AR IR,
WEAR B 5K . A5 B . Danon i, 445 T K
o e JIEL T e L RE R R B 20 K R . (idiopathic
pulmonary arterial hypertension, IPAH) . I J & & fiE
85, R MR R T BB, kD AL Rl
REZHLRNBAAX B, th TR E 2R, Wi
ZRE L B il PR B 0 R B s A S MR A g
K2 T Hs A BEIA T B, BE R,
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PRI A o A ST M 38 2 DO 1L 0 12 Wi R o 7
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¥ (whole-exome sequencing, WES) £ 4= % [A 2
J¥ (whole-genome sequencing, WGS) 1 k5= UL 1)
I B s A T B AR i PR R 32 B 32 G, 2020 4F
Turro 55 HGE T 9« U7 SR AL 19— 30
SBEFE, T8 X2 1 T3 05 I R AT WGS,
WGS AT 2 W =7 UL 4 R 21 F) 2 1) 0 = 24 it DX 3R oA
A, IR T 5 UL B B0 ik R TR L B R B
o [ [ R BT IR 951K 3R T HRKE WGS A BB 1 L
BT ORfil, DA HEZE DU 0 o 2 W ARG IR YT . B
A& AR R R AN B 4 e, AT DR A LA T
WIS W RT3, LQTS J& —Fhist % k.0 E B+
WIEBE, WRHNOE, BK, B kEEEEE
VAR, R GO IR ERRAE S BT AR K2
BAXT 1491 — 3 T 2 G 2 A S BEL S 1 3 o 2R A T
EILFE A 10 H A PR WES, MG 75 LTS
MK KCNH2 HE TR B — A~ B 0 B0 5% 42 £ 5 Al
RNF207 JEPH— AR R AL 51, IR %0 112
T v 32 ) ) S TE E 25 Ry DT
HARE By Fxb8 A LIF R =i, AR e
TR AR,

i et NN RN S U IR IR $ 2SS tilN
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lipoprotein cholesterol, LDL-C) KR FEIE, AR
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SCN5A %78 (SenSAgl746R/+) H T /)N B % i A
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