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1. SZRFRKRREBEHINEERFIIZR

HE HEAME g &F | TR | AR Bt | &R
a1y EE X "~
(BERTA) (GRCh37/hg19) B TR | sem | 3 | pae KRBT 3 | RE
KCNH2 chr7:150649634- ¢.1431_1436del N 152 QTHIZETE L 2| 1.AD
(NM_000238.3) 150649639 0.Ala478_AsnaTadel |EXON6| FE | VUS| RMR |5 rppmarrom| oap | VA

MXEREERE:

KCNH2 ERMNEREAEMTR 5K QT SA45E1E 2 B (Long QT syndrome 2) | %2 QT HA%&TE 1 & (Short QT
syndrome 1) . FEMK QT HA1E 2 25 ({Long QT syndrome 2, acquired, susceptibility to}) BI&2E4E% (OMIM:
152427)

1 QT KAMER—FS5 O ETMAREEIEZ RMEAXNORS FRER. BENOREHESR, BOBE (ECG) B
TERERY QTc (Bazett fRIE QT) (&R, /T 360 =%

K QT GERIER—POEEREIERR, RIAOEE QT EHEKM TRER, SRIRHEREEMOTE (TdP) N5
RMEIEIAEX, AISHER. VHEREEEERRLS,

T RERSBRERIT:

IR ME IS 0BT KCNH2 B[R c.1431_1436del (IR F#E LR, ZLRSBRBEAMNSE 478-479 (G EERTA
Ko 1RIBACMG 16@, B ZERITAIGKREN KA, (PM4+PM2_Supporting)
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o EZLBRANIEEEX 2 NMREBNERNISL, SREAKENRT, TEFWELRKRNE (PM4)
o  TE2RMKRW HGMD HIBEEWR.
o HBHEIZRMAKAE gnomAD #IEEFIKR (PM2_Supporting)
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o ARMRARMIEMOMNAE, ERAXIROEFRENIGKR/ RiEHRLEBBEXER,
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o TIEMESBENFHIENMREIE =R, MENHIBEEE ENBERRMNE AR, B
B—EmE ml(ﬁx“mwu@&”ﬁﬁ)ol% MR AAY, B ATRRER A RINEUR
BERTR, HFEFREREHEEEFHIFREFHREANEE. k2, WNERAALE, TAHREEFRE
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HEeEH#HRER
HEA HAAME =y =1 TR | ZBEAH B | TR
TRER \ i~ .
(BEHRE) (GRCh37/hg19) 5 LS A | B | 4EE KRBT A | R
LOEMOEKESIR
HOREEESAER
0.000072 WA RGATTE LAD
o ’;gf&sz) chr1:237666641 Cgé‘g;?a Exgnz s | VUS | 1824893 | 2. LEMBSURIE ST | 2AD | N/A
- : P- 2 HEEMOENTR 1R | 3.AD
3EEEEEALE
REAR2H
P33

RYR2 EAMBARABAEMTREROELEHGOELZEBARAR 28 (Arrhythmogenic right ventricular dysplasia 2) «
DEMOMERESIENOEEEESAEERARSESME (Ventricular arrhythmias due to cardiac ryanodine receptor
calcium release deficiency syndrome) . JLREPRRSR ML =S O05IE 1 B (Ventricular tachycardia,
catecholaminergic polymorphic, 1) BI&4%EE*% (OMIM: 180902)

DEMEOERESIENOEEEESAEERARLSESIE (Ventricular arrhythmias due to cardiac ryanodine receptor
calcium release deficiency syndrome, OMIM: 115000) LIZFR. (OIFBEMN/HEINEFXAFIL. BREBEGZH
HEM O RMEMRI, ERNEEEEDRIEEE KN H, E58EY) | BB RS EE OIS R (CPVT)
RE, MVERRBEEHEAMARE FREFBRATES,

JIEERBRBURME ST EM OSIEE (Ventriculartachycardia, catecholaminergic polymorphic, CPVT) E—Ful\vsk
B, FHERREER. ROSE) AR ESHNZSEMESE OISR, ARRCAOEFLTR, BERNAIRE
SR, BMATERIEIL, CPVT MIGRKRINEZFA 25%-100%, 95 70%-80%, HHIAEMBEUSRAEKER. If
PREREY: SERLETNEERERS (RLRE) , BEEVRERER (RERH) , OEHn (ERELRED) , OBEFW (EXL
BER) , AOMERE RERE) , EOET K RERE)

BVEEEHALDELBEAR 28 (Arrhythmogenic right ventricular dysplasia 2, OMIM: 600996) , IRFRASIEEE
DIEBRARIRE, EMOERE, EUBE, BRSO R UKD EREIE,

A

1. ERERGEMNKEALERATRYS (HGVS) BRERME A,

2. BREFRITE EESE ACMG/AMP BET R ESIER (2015) o

3. EfEAN AD RRERBEEEES; AR RINERGBMERMEEE; XL "8 X REMAEPIERL; XD RN X REBEEUEMEL; XLR KK X
REREMRESERE; YL RRY REEEDNEE; N/A: BESNARE;, Smu: FARRE; Mu: ZEHRES.
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REUVEHIFARERELE DNA, SR, EEREK, VBAkE, ERRARHRS AR E DNAXE, AEXASEENFT
ARMAKIGRINE FAT 4681 PEAMINE FRERZMA R FXIE (20bp)  FUFHIES ALERA hgl9 (GRCh3T7)
SEFTIHTIEY, HANEGKENESZENNFREHITITHE (RRESHITR) . BIREFEZENR, RNSER
BEREMEXR 719 MERE MRZELTBEESERER) . B3R 2015 FREEFEFEECFSERAFFS (ACMG) EEWNE
SHNBHEEITL, AEINKRESBENREIRELERMEX, BHEANERK. FTREFRIIRREXTHRBNESR, 4N
DITTFRFIERNAR B (E4: 2 PRULESNEF) ENHER CNV) , KREB CNV ZRHYZIERHBRIIE (qPCR or
MLPA) . HHHBEBRNFIREEREREFE TSR EARMARTY, KRE=EI NGS /5K Sanger NFHHIRIZEE R
FHIRNEERIAE 100%.

SHE
_ =10X =20X =50X
BitEF CDs BEE
99.14 % 98.85 % 93.37 %
N RE 109.61 X

e PR -

FEMIAFNEMBNSHERBRNER. AT RIEBIEI TR ERYE, BRXKERNESEIRNERBRDIEE. KHATR
BRZOERMNBHBERNLR, MONERAEN, FFAERERARECESFHIFREFREANET. k2, NERA
PBtE, TFARERERFHRENEFE.

FRMAER BRI REZ MEBINEFRIHBRE/EERR, B ADHESRREERAPNUENS BUNKRIER
IRBIHERTRIID; AN PREZHERERNAREES T/ A BRIENRE; BREENCUERNTFRERTEEER; 4N
FEATFREFERBNEFARRSEURFARESR, TECNZ . AUIHSREFRELERER, TLECHER
BEXRAERS FXHNER.
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