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JLER B wE 2 B
(OMIM:614820),;
Siom: 157 SeE: pa  COSHAME
chr19:419834 . NM_152296.5: AL, et " (OMIM:601338); =1 =y
ATPIAS 57 41083457 "MIOM8  cgof1asiasG SO 1200 SR BAR e AD - BiR B
B 43 B e REMHEFNER RN 99
AJ(OMIM:619606);
BN3KIIBERS 12 B
(OMIM:128235)
LR
RIEEEESEEY ESEFRASSS(ACMG)ERI(Richards et al., 2015) ClinGen FE5I| TS #27%(Sequence Variant Interpretation, SVI)ERAIIIER
FrERIRIFIZERIN (Ahmad et al., 2018,  Biesecker et al., 2018, Rajarshi et al., 2018), 27~ERE ATPLA3 R . 994-1351A>G 2835 /952 W SRAAZS S\ A,

ATP1A3:NM_152296.5:intron8:c.994-1351A>G EXkHE (PP3+PM2_Supporting)
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SMEEIERE (gnomAD) FIREICR;

STESEURMEIEE PP3: 22 splicAl TUlll, SERERZE S ATHER/INEIE,

JLERENRIE 2 EERN: (RIE. BRSEAS. RINCEHRE. FEFRE. NKOEE, Mkt USRS, fmABEE. 1k
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B, EERAMEAMEHEIIREES, SEXERMMESNKOMER. MiRERE. MR ERKENRE. ERRETREREENSH. JUNG. JU
REZNEH. EIRATIUEEER, SISETRENEENIHR. BENENES, ASHEBEIREFEZNHEERIREK, QENRME
A, H5F0R. SEFRASE. NSRS, REREUSIARFITATIREES, 50% L ERBRERT AL IEEHERTEERERmN. 1ZmE
WERNEFDZ—.

CAPOS GR&1E (OMIM:601338) 2—MEREABIEEERR. 1Zm/A/NELFTARE. RETHEEL S5E. UHMEEEMBSHEEITDIRK

(CAPOS) , EER)  ERHIREARIFSAIERFEXNSIEL ARG, SERFMHESEENERERTHY, ERERREEER
KA. BTHR, SSEESHRALFRRLURREIEEL. BETaE BRI E S E E I DRAM I T IR
fERE. HSHISEIRIKZHER. B3 ENEREE.

B MEFNR RS 99 2 (OMIM:619606) R—MERBREMELRRE. ZRiERE) | ERMRAAE, #EBERKERENENRE™
EXR. ASHITTEEENKRMER. MRk, RINEEFFRERE. RAGTRER, RERIMERUITERE, SEREEmS
e, FERESAER, —LEETR TSRS,

B3KAMERE 12 81 (OMIM:128235) R—FMERBAEIHEERRE. ZHREEIRARERERNKIES-HERm, EISEREMFRRA
RERSTRISKORSIIRERS, BEEASHMIESR. eifh. BERRRFMARRZERE. SHMIMAERIHEEHITIERIEEHK
BIHRERGRN, FHEIAEAREREIhRERES.
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HRE=E

L RS RS, RNERARERSHTETHURTHER, FMERREESTES.

2 AR —FET S FSERFIRF (Single molecule real time sequencing,SMRT) & HiFi KIS BRUSFRAR, S5 IHREEEEEAN RIS DNA
RABHTURSH, NS SR EAEES (SNVs) | 500p IAPIBAGSEIES: (InDels) . MR (CNV) . LTS (SV) .
ZUAMRE (AOH) . BE(k (UPD, (URFREMN) . SHMGIREETS. HERENSRBESFS (Tandem repeats/Dynamic variants)
RSER AR,

SETERERSISHEREABRIE, 2ERARNREYRIES 100%EFRAXE, AMENFESMTH. B4h. SReRSEXKENET
5 HFl KERSERARNEFESHEREBOENPRILE, EFREREERMHEREERR T ERAEIERBENSREREIARN
FFREFIERRISATNFRE, FrAXERD TRERAUCHIE—ERNRMRMT: OXITF 100Kb LA ESHBEHERITENLEES (CNV) AHEHEH
8=, Y3/VF 100Kb B 100Kb ZEAA/NIE NS BAG HFREUR FEERBLMFEXKIFINFRE, ©HmTEREUEEX TEETRINSELY
REZ, SERENEIERINIGRRENRMN, FMMElUERSZ0EREBXNENCHERERIEEER (SV) . OBRTHUGERARE
SR, PEWMUREREEAT 10%9%F. OHWREGRERS. EEME. KT I0KbEEA. RENXEHE. BRESFIIUNRERETR
SFENEE—ERBRIE.

4RGN B RTRHEARIEITRARE, NERNHRASE, RUSIRKEEERBRERENIGREREITON, TR TR
FERRALAR BT, STERAN. AREREE. IRREFIEIMNEFRFRRIRE, RNERERIOERIE T sEREEr ARIHERETX
T, RS TREESTEEMRIMNE. RSHNERERSIRREBEXERERIRREEESEERIGEONT, LERNBHXIEH T
EXRWREAA—LTWIE, WTIHRERS TR, SEERFERERIEE, IEFEDFEABIENRR T BEEMERIIRRE Y.

5 ETIRMHRAKFRIRE R MERFRR, BIEELRARS™ RIS FEARIET, MEUELIMRIMERBTER.
CUIRHIMEARERE, ITEHFBEFEN, SREFEFSENRASTH, RENEIGE.

NG E

AENERALEREBSRS FIRUFRA, EF HiFi KIEKUFFEFEXNESERA DNAFTUFS . SFUFTHEGE, FIRRRERS
FFARA Verita Trekker ZE SAG RSN Enliven 2 2 FREMHERANTEURHIT O,

BEERERIHTRSELEEFREF SRREFFR(ACMG)IER M ClinGen FrFIZ SR (Sequence Variant Interpretation, SVI) A
SHERTHRE S HTHIRL FBEEIN (https://clinicalgenome.org/working-groups/sequence-variant-interpretation), 1§25 A% Buk. TTRERUR. IGRENR
B3 (VUS) . TTEERMANRM. BidHHA gnomAD, FARREE. EXAC, #HHERBLHIEES \BBRRIIEETRITIIRAT 1% =, HE
PRI MRIE T TR AR MBI IRIAETIREM E RALR (IENEREE, JHRBXRES) , B HGMD, ClinVar 5 BGMD SiEEKRIEIRER.
NERER EEMTUERM (REVEL, SpliceAl, CADD &54) HER, 4& HPO, OMIM, GHR, GeneReviews ENHEUERE, BXSIRKE
HERREREXERTS., FTATEREIRERY: Human Genome 38 (hg38/GRCh38), RefSeq. UCSC. Ensembl. dbSNP. EXAC. gnomAD. 1000
Genomes phase3., MIHERFEABFEHIEE SNEREBSIEE %, MAREEROITEUEESSE DGV, DECIPHER, OMIM, HGMD, ClinVv
ar, BGMD }% PubMed Z53REEE.,

SE X

Richards S, Aziz N, Bale S, et al. Standards and Guidelines for the Interpretation of Sequence Variants: A Joint Consensus Recommendation of the American
College of Medical Genetics and Genomics and the Association for Molecular Pathology[J]. Genetics in Medicine Official Journal of the American College of
Medical Genetics, 2015, 17(5):405.

Kristy, Lee,Noura S, Abul-Husn,Laura M, Amendola et al. ACMG SF v3.3 list for reporting of secondary findings in clinical exome and genome sequencing: A
policy statement of the American College of Medical Genetics and Genomics (ACMG).[J] .Genet Med, 2025, 27: 101454.

Riggs Erin Rooney, Andersen Erica F, Cherry Athena M et al. Technical standards for the interpretation and reporting of constitutional copy-number variants: a
joint consensus recommendation of the American College of Medical Genetics and Genomics (ACMG) and the Clinical Genome Resource (ClinGen).[J] .Genet
Med, 2020, 22: 245-257.

Aaron M, Wenger,Paul, Peluso,William J, Rowell et al. Accurate circular consensus long-read sequencing improves variant detection and assembly of a human
genome.[J] .Nat Biotechnol, 2019, 37: 0.

Wolfram, H&ps,Marjan M, Weiss,Ronny, Derks et al. HiFi long-read genomes for difficult-to-detect, clinically relevant variants.[J] .Am J Hum Genet, 2025, 112:
0.

Woulter, Steyaert,Lydia, Sagath,German, Demidov et al. Unraveling undiagnosed rare disease cases by HiFi long-read genome sequencing.[J] .Genome Res,2025,
35:0.

Xi, Hu,Yuwei, Shi,Suk Hang, Cheng et al. Transformer-based deep learning for accurate detection of multiple base modifications using single molecule real-time
sequencing.[J] .Commun Biol, 2025, 8: 0.
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(D) FERHNPEARE — HREARERRIIER

1 6024-025 ) LIS E MERBERAS (TND)
2 Prader-Willi ZR&TE (PWS)
15q11-q13
3 Angelman £Z&71E (AS)
d 7932. 7pl2. 11p15.5 Silver Russell ZR&1E (SRS)
5 11p15.5 Beckwith-Wiedemann £7&1E (BWS)
6 2013.32 RMEERRSERRINBERIREE (PHP)
7 Temple ZZ&1E (TS)
14q32
8 Kagami-Ogata ZZ&HE (KOS)

=) BEBERMNSESH HKRE (RE) —68 MEISREHRMIIER

BHE/\RELEFT R 1 8Y(SCAL) ATXN1 CAG,CAT
BHE/XESLTTOE 2 BY(SCA2) ATXN2 CAG,CAA
BE/ MR 3 BU(SCA3) ATXN3 CAG,CAA
BHE/ MR 4 BY(SCAL) ZFHX3 GGC
EHE/RIEEEF S 6 BU(SCAB) CACNAIA CAG
B/ XL 7 BY(SCAT) ATXN7 CAG
B85/ B8 8 BY(SCA8) ATXN8OS_ATXNS CTG CAG
BHE/REELFTOE 10 24(SCAL0) ATXN10 ATTCT
BHE/RELLFTE 12 BY(SCAL2) PPP2R2B CAG
A BHE/XELLFTOE 17 BY(SCALT) TBP CAG,CAA
20FhERS 8/ NS 31 BY(SCA3L) BEANL/TK2 TGGAA
IRR MBI\ 278 BY(SCA27B) FGF14 GAA
BHE/RIEELFT T 36 24(SCA36) NOP56 GGCCTG
B/ XELLFT R 37 B4(SCA3T) DABL ATTTC
BhE/ XL 51 B THAP11 CAG
BRI E ERER SRS SRIE(DRPLA) ATN1 CAG
FREEEBERILFAIE(FRDA) FXN GAA
EBMREIRE, HTHILFARE, SRIRTTS(GDPAG) GLS GCA
R FNRIBE R STH SRV NI LT RIBLRSE (CANVAS) RFC1 AAGGG
FMR1 CGG,AGG

fiett X AR EE- RS SIE (FXTAS)
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https://www.omim.org/geneMap/15/10?start=-3&limit=10&highlight=10
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(SBMA)
EEMINEFRAR 18(DM1)
BEMNEFAR 2 8(DM2)

ARMEZHASS 3 L (OPDMB3)
ARMEimALRS 1 2L (OPDM1)
ARMETimALRS 2 2L (OPDM2)

FREAA
12 PSS

ARMRITimAAS 4 BY(OPDMA4)

ARIRAT RS 1 2 (OPML1)
AREAEF AR (OPMD)
FRETTIZN B IRAER(NIID)

BB SR AN AN ZE= 4R ZRE(AE 1 BY (FTDALS1)
FEZ =AM B RN BB (MRUPAV)
BHTHERNPEZEMER 1A B (EPM1A)
FIEMER A NBEZEMHERR 1 B(FAMEL)

SIRMERL A BEZE R 2 BY(FAME2)
SIRMERL A BEZE MR 3 BY(FAMES3)
FIEMER A NNBEZEMERR 4 BY(FAME4)
SIRMERL A I BFZE MR 6 BY(FAMESG)
SIRMERL A IBEZE MR 7 BY(FAMET)

EEHER A MEEE 6 BY(ETMS)

18! (DEE1)/X ERIEHABIRT 29 B(XLID2
9)

ffEtE X £RETIE (FXS)/BEME X 1BRAYSPETIREARZ (FXPOIY/ERHE X 18
KIEHRERS (FXAND)

B 8 FiRss

B MERDERE AR

X IESIE RS 109 BY(XLID109)

KINSSHIP ZRE1E(KINS)

BIIEE RIES(FRATA)

Hitt R R SR BREAREMEEE DRBEE, FRA12AB(MRFRAL2A)

18 #RSm

Jacobsen ZRATE(IBS)

SHEMREEIER (HD)
SEEMEERRR-2 (HDL2)
EEMRABR A

TRIEEGS(CID)

X IEPHEHR A BRI = TR /X
1BfE

7% 8 BY(HSANS)

ESTRTNRE

DMPK
CNBP
NOTCH2NLC
LRP12
GIPC1
RILPL1
NUTM2BAS1_LOC642361
PABPN1
NOTCH2NLC
C9orf72
PLIN4
CSTB
SAMD12
STARD7
MARCHF6
YEATS2
TNRC6A
RAPGEF2

NOTCH2NLC

ARX(ARX_1)

FMR1

AFF2
AFF3
ZNF713
DIP2B
CBL
HTT
JPH3
PRDM12

PRNP

SOX3
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CTG
CCTG,GCTC,TCTG
GGC
CGG
CGG
CGG
CCG €CGG
GCN
GGC
GGGGCC
99bp
CCCCGCCCCGCG
TTTCA/TTTTA
AAATG
TTTCA/TTTTA
TTTCA
TTTCA
TTTCA

GGC

GCN

CGG,AGG

CCG
CGG
CGG
CGG
CCG
CAG
CTG
GCC

24bp

GCN
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EET s = ] e ]

SRIFNEEAZ 5 B (HPES) ZIC2

KREMAERERGE 1 2L (DEEL)/Partington ZRS1E(PRTS)/X IESHE

ARX(ARX_2) GCN
AR BRI 29 BY(XLID29)
HIEmHZ 1 2L (SPD1) HOXD13 GCN
Richieri-Costa-Pereira RS fE(RCPS) EIF4A3 18-20bp
F-H-EBLGEE (HFGS) HOXA13 GCN
fﬁiﬁ; %Y. R T EFMAME R 4SS (BPES) FOXL2 GCN
X IEBER MRS IS (VACTERL)/HR-E-BHEREHZ(OVAS) ZIC3 GCN
IS IYBRSE (ToF) TBX1 GCN
Baratela-Scott ZR & ¥iE (BSS) XYLTL GGC
5 Fuchs IEZRIEEF AR 3 8! (FECD3) TCF4 CTG
1 MRS
WRER iR s A AR T SR 1 T(CCHSL) PHOX2B ceN
1 FPERRR )
(M) ACMG HTFRESRIRERI—84 BEFIE
ACTA2 ACTC1 ACVRL1 APC APOB ATP7B BMPRIA BRCAL
BRCA2 BTD CACNALS CASQ2 COL3AL DSC2 DSG2 DSP
ENG FBN1 FLNC GAA GLA HFE HNF1A KCNH2
KCNQ1L LDLR LMNA MAX MEN1 MLH1 MSH2 MSH6
MUTYH MYBPC3 MYH11 MYH7 MYL2 MYL3 NF2 oTC
PALB2 PCSK9 PKP2 PMS2 PRKAG2 PTEN RB1 RET
RPE65 RYRL RYR2 SCNBA SDHAF2 SDHB SDHC SDHD
SMAD3 SMAD4 STK11 TGFBR1 TGFBR2 TMEM127 TMEM43 TNNI3
TNNT2 TP53 TPM1 TRDN TSC1 TSC2 TTN VHL
WT1 BAG3 DES RBM20 TNNC1 TTR CALM1L CALM2

CALM3 PLN ABCD1 CYP27A1
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