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Conclusion of detection and analysis
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o 5ZEEIGFRESEIRTAI SNP/INDEL
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o HiBtREHSZHNEFIGRREEXNENHESR (CNV)
seq[GRCh38]del(3)(q13.2q13.31)  3383.5kb HkTE: X
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RENZSBERBBAEFT, BRMTRRESNEAREREAESR.
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Analysis of test results
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58 EInFRESEHEME SNP/INDEL BF
R HBRERE AT BEEUR R .
2, HRMRERSEINEIGFRREEXNERNYES (CNV)
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TKQX260076162-4A(3%)

P

e :
HEENIN
170 140 2

o ¥MRIF >

SHZEEABHTIEN, STHEEIE LR chr3 20K chr3q13.2q13.31 184 3383.5kb FIZ AL R, ZREAXEE
SEARIGER 23 1, ZXIFEXINEFA 3q13.31 SRELZSTE(OMIM:615433), DECIPHER #iEEEIRE =SB =ZH
BRXERFF(Patient ID:388596, 456346, 388597, 293947), iEIEMRBIE, £ 3q13.31 RELSSTESCHES
ZREFRXKENREER. ZREAXEBEREALREREASSUHEIEEDGV_GS)KIURE, KA, A&EQENID
RRI, #HEEE ACMG 7D EIER(PMID:25741868, 31690835), FIEIZRBAXBTFATIHFLER(1 9). ZZBFR
SHEM7TERIE, BRI AGE LRI,

o w2 >

391331 REGEMEERTREN 3913 KIHRIRBDERRS B, XMERKATRESESHIRAREN, SENKIE (B5KA
HR) . KBIRE. BOEE,. HENFIERE. S5 (DEWRM) . SHNEERFNE. MialiREHEEERME.

o SEXW P

25062845|22180640|23878096

3. BRSNS RIEESR

RIGE SEERRRIN, BTSN ERATS,

4. BEERSHMSRELER

SR B RS ASRE LR,

5. SENERVREFT, BIEHEARS, FHHERBIRTIEENER (SNP/INDEL)
SRR SRR SR,

NN /// /1S 5



N @vogene

HAREGR

1R >

o HihFR, SENERBEXIAFHAFBER, HIGKEESE.

RBIFMUE | HGVS(BERF) | HBXER ERETR g TREWRSE
&RS 2 HEFS (EEE) (Revel) (EERE/SRE)

13EERS &K
B (AD);
2 RIRMESIR
BEMAE 18
(AD,AR);
3BVERB FREGTIER)-ZE
chr11:1746  c.664G>A/p.V RIPRAZRR S 13/252)
1741 al22oMer | R 12E . EREZ L (5)-H
ABCCS 7617579 NM 0003526 4'%(;;;%% 0 0.891 =N Eﬁﬁgz%%_%
44 Exon5/39 o é
(AD); (54/137)
5.3 ) LEhd
THERERRR 2 BY
(AD);
6.5 LKA
T4ERERRR 3 BY
(AD,AR)

o Eintikix >

1. IFRBRCHENERR, R 2 BERBRSFRARMFENEREAR, EFHMIRER-BEAIER--NSEEIER, M
FHIRR, BEE 40 £ 60 &, BRESEHRRE. SMNEERTEEN 10%E 40%, 2 BEEREEEEFEAIEHIIAREM
G EIERIERI, ERMERERR. REFRN. SOEMSHH=EME. IaFRR: RSEKR, BFEHLK, 28
R, EBLLAS.

2. FIRMBRBRME 18 FEMSRSRMENERE[MNE, SENTEEHELUZHIE0HE) EMEE, FERE
MEMELOZETRY) LEERIARE. #raE) URMABEE HAESEN\TRImRAL®m. JLERRMEEE/ LRSS &Rm. £
FrE)LE, RMHRRERATRERIMGRMR, BEmM. NKOET. REEANFREE. E-EnBEs, MEcE
BEEEREN, AREEZR, mERERMT, REMNSZINRIEETEESHENRRE. BEER—XE, FEE
F&Aﬁﬂﬂ' ~—. IERERN: SRSEERDE SHEE, MIESE, KFhkie)L, MnELE, REBEEEE.

. BOFERRHINAZLER S 12 B SOFRMIIRAZNERRS 128 (MODY12) B—MBERERRE, HiSkinEe
?Eivtf“ & 2 FRTMKIRE =AY, £ 1 BxIEMRAE 25 SRH2IRERE. BRSPAIRINAERER, MODY12 RIARRE
i€, XEFTE MODY W2 1%, IGFRZRIR: TEAEERS, faRm, SR BEREnIaEtERE) LR, FERHHR
I2ER: 10-50 % (BEMILEEPS) .

4, SRRFSMENE: SRBRESMHENER—MFEINEREAEHEERRE, TRERAESERIRNAS RIS,
MIREE K ERRBRDAES [EERMAE. InRERM: FHR, BHE, SRSRMRIME, SHEE, MRl HFEE,
E=F, B, R, KO, B, #iE)LHLE.
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5. #reE) VERRIMEREERS 2 B 34E) VBRI RNERRRR—FPIEY, i Rim BRI E) L RIMH P EEASMAEE.
&) VEREREIREIEE BE FIRIERSERIETE, CEEIEYRSEXRRR. RERN: 2 BIFERM, ) LEE R
.

6. FrE)LKAMERERRRS 3 B #E) LR AMERERRR 3 BAHEREHERIX VN ARENREZERSIE, FEELS
iny. —LRETEEHEINMNSIE, SRKERENRN. ERABRE. BWHTE) UWERBAII=—AFR/9 DEND,
IRFRFRM: ENREEE, £FHINKDREE NEH, MFiaRIL, FREFNE, MR, SO BER, HZEE, RE
[EIEAERERER, 1 BIFERR.

REGHE | HOVS(6RE) | 1ERER R N
o
GRS m (Revel) | ZPEAT | o e

ENEGDER)-ZE

0 SZ=[= 49/1
278C>GlpT  BIRAR oo
chr11:7737 hr93Ar B FREZR(RF)-Z
PAKT 9907 9 . BmALE - 0.926 BN AHE =
NM_002576.5 .
- Exon3/15 mEsAB (56/124)
{ER(AD) FREZ B (EE)-F
it}

o Eitkix P

BHKBEBHAETY. MR FINESABER: ENKBREHAETY. BRAFNES ABERE—mikiE

NEZERGLBES. BEITERMNENRK. IBSKEIRE. B ADEmmAE. EMEREEEARE. ERNFE

PHIZNE. IRFEMAMERABRE, EEMHIBETENEE. KL, B, #PF. fHIIMNRERE. REBRERIER.

PRI : KBE, BRI, RISHRME, EERFEEE, WRR(E, EERHEERE, ENRFRE, 2BMHIKNRE RE

RIEMEME, BERE, BRERR, £FLRELSES, &5/ R, PEFEE BIMRRE, LEREXER, IElR,
ZHESREERE, EEENES, BHAEE, AR, REBRRRES, FER.

FESME | HGVS (BRF) |  1HRER AL T .
i
GRS m SRR | asmmamm

EREGEER)-2*E

chr14:2047 c.770A>G/p.H Lo
6501 1s257Arg U;%ﬂ@@ﬁ@f _ ERNEZR ()5
PNAY) 17708519 NM 0002704 Mfﬁfﬂa 0 Y RS Eﬁﬁgzi;ﬁ?)-@
23 Exon6/6 o ~ e
==
(67/145)

VIRER), BT -RNFRANERYE, FeeeeirzERZEIRRERFITFI.

o Eimtikix >

IR E AR EBEREG . RN ERILESTRZAE (PNP) 2—RIURTENRERIGRESER, BEE 1 FRIKK, BE
EEZAE. mE. BEEFRRAENER, REVENRERF, SZUAREMFEIERE, FENTUESES. BRE
EHINRERE. A=DZ2 —NERREHRUBRSESELHAEHRENENTE, BEREAEREREZR, T26E
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BIRE. BORES. HERE, HX0E. E5F, RNERBIeSEEERRON. £ 1/3 BRflhikE T B8Rzt
&m, HPREINRINEZEESRRERMMRN, MHIERREIMIMRRERBINRSEMANUIRS. BRGEETEERE
SHERT ARIUBEATT. PNP RUARERIRE. IGR&RN: SRUERIERS, S2K, RHERK, JHBTH, ghERE, #
FKiRE, NIKDRR, EEUNER, SRERE, MK, =8, KEERE, WMWK, HEHREVE,
BEREESMERM, RRERAEREaERRERARRME, BERRENIRRVE, K, HXESHEEEE,
MExiRAE, HEE, REAERE, HNEEREAE, RETWIRERS, Shit HIFRERE, [MFRERME, 2)LHAR,
REFSER, BMER, BHARERERSE, RENSMRR, THEEESR, ATAEBEREFHRM, HERRTL
PRIFMEHETERNSS, ERNEREEM, ERSEREEM.

REMUE | HOVS(ESRE) | 1BXmR e | S—
GRS m SRR | asmmamm

ENEGDER)- &

1. Bk &
el 12 89/143)
chr15:2798  c1363A>G/p. EREEEBER e
0CA2 2065 ArgassGly — ZRTE. B 024 0910w EEEEZ&(J&%-E‘
. . A 1
rs2007648 NM 0002753  (AR); =R _ E\i\+ N
04 Exon13/24  2ARRERKEML EEEEZ(:—‘J‘-:)-m
J%s 2 BI(AR) =]
(50/100)

o EitRkix P

1. REREELAEIRIEEERTR 18, SR BRERE, 20 OCA2 IIEERIERERZR(OCA2, HERC2 EERT)SHIIR
FEE/AFER)gekR(@R/FR)HE. R/ AR/RBRRER 1 2BRNAFeEEEkk. EesIFheiRE. IaFR®
0: IREEHGEREG, BEY BEE LIREMEIRESERE.

2. ERRZBREMRS 2 BY: IRRZERE1URS 2 BLR—FhEREMARIEEEMIREKREWRE. IRREFEARBKMERBRFBIRLAR
BRATESELEERIRFRIIRER L, BEIRIKREL. AEFERMMIRERRL, NMNEERHEDUETIREREKES
RMEBHAIL, POMEABFARFSUAOTHEEXR, ENRXIXMHESTERFIRE, BN, SRR EMNITE
KA. IHFRERR: #i, WRERS, B8, iR, BelR, RIS, RIRexmE, Ak, 4%, BR6E
R, BAERIER, MAOTE, SHPOMEAEFRE, RENEEAERE.

REMUE | HOVS(ERE) | 1BXmR e | S
GRS m SRR | asmmamm

ERNECEIER)-®E
(79/159)
ERNEZR(F)-5F

c.6831_6839d
chr16:2767 elGGCACCTTC HEBEAE
359-27673 /p.Ala2278 Se MHEHAB

SRRM?Z2 ) ) 2=\ T )
67 r2280del stE 72 B RXAE - Eid] .
- NM_016333.4 (AD) EﬂﬁgZ(a%)—m
Exon11/15 =]
(52/105)

o EiBtRix P

EREAEMENABER 728 EREAEHENABEIE 728 (MRD72) MSREABRE. TEZERE. 84
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ERER
ESGERIRRIG/ ZHRISIFE. TERYT. £3KIRIR, BE/BHABIAHE. IHRERR: BhREEIR, SIBEE,

NKDRGR, SmhiE, BAE, B8, EERKOE, KER, [EER, EiEE, #8, PR, RENIRE, HIKS
R, R, RFEME, BF, =R, BF.

@B fiE | HGVS BEFRAE) S 3 SRUTR ' S
(RIS ﬂ SRERT | ammmmnm

1B DHRS
& 12 BY(AD);
2. B .
’igﬁéﬁ H (IR TS A
(AD)'IE (176/176)
hr1:11796  c.665C>T/p.Al ' NEZR(RE)-4
chr c >T/p 3 R EREZR(F)-44
MTHFR 321 ac22val HEFERE 035 0.842 =\ RBE &
rs3865456 NM_005957.5 St _ ” ' ' - (229/229)
=]
18 Exon5/12 o _
xon5/ o, Eﬂﬁ_ZE@@%) o]
(AR); =
A ISR (135/135)
TR R
(AR)
o JEiEHL:X P>

1. BHORZR 12 BHORER—ASREEREHES. EERIRRRIASEREESE (=8, J%) . 18
LEPEES. ERRANMINRERRIEE (BHOFRK) LURITHEE (HGESNTENTA) . IaFRIR: Ok, REERE,

H3THERNLIR L, HEEMaRE, .

2, BRMESFAEXZISAE : MM RIBXZER—TNEE R MARIEAE, PEF ARGREFIK IS H 2RI /9 BEABIIEFNRHED
m#., 5230 F2Zha1, ROEFEXZEE—RASBER. RIOBRIEXZENZETEE DNA SHER F2, 878
TOREEN, DFITR, BAFSSEHIKNESTERR. EEEMBUMATARZREYS 1:50, MIENEEEA, EMRE
REIWMACTRARERE 1%, IGREN: MISRELRE, HRE, FHKMERMR, SREMEMHEHRIKSE, RFbkme
fepk, JLEHARTR.

3. TRENSHEBRARERE tESMERKE: SHRaRRESHRTHRBSHAERESHFRER. SHak. S¥Ma
BN EEWRU EMFERRIRA—FMUEEXEESR. BESHRRTHHAENENRER, AREAT2SHED
BT, BRER. REOKRARRA. CIMmERERMESFER, AmEREH 1:335,000-1:200,000. IR EEEIRAS
FIBRHEAER B6 Szt THNFRAUERRIERERER. BEFTRENNE, EPENERKS. EHRRE. I+H
MERNRTEMEERRE, BRFRENRE. IHRRI: DR, ERBTH, MRRlE, ESELERE, £ERE,
i, NEH, SHABKE, SREERIEMIE, FibE, BREE.

4, HERBURMHEERG: HREEM I EREEE ER AT SR (SIS H) L. IaRRmR: (il
AL/, HEASEE.
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REBHE | HGVS(1ERF) |  1BXER SRIETN , FuS——
S o0 ﬂ SBEA (ERFE/ETE)

EREGEER)-Z*E

1.E8iERER

(28/65)
chr1:18157 BEA1T .
51 €.203+5G>T/- (SMu); FREZR(RF)-F
GNBT NM_002074.5 ' - - =W AE y
siiszto S 2 BpEIKE B S22 N
ntron SS= RFE)-Zv
42 BY(AD) =
(21/56)
o &iEttiz »

1. BIZERBSAL: SHEERBESAIIREREENTARSRLRR, FIHEERT RSN FRSEUmMmgt
X, R, URERASHBEEAMBIONG, MFRAMSHEERETERARASEE, HESEEIEIEEM 1L
LEREME, B ERARNSK. SEEERBESAMETUETISSFEHTEY, Al ERBIRESERMNS
FARIARRRARE SRR . BLBEBWERERIRFALNLIMNE, XN T I AEE AR EERISh
IFESESRRE. mRERR: GHRERANE, BlEEERE.

2, BREKEHENRES 42 B BREABHENRSHERZE NIRESHRTHYE, EAEHFRRHENITHE
5. BREATHENES 42 3 (MRDA2) HRESHABRENE DK, EMWERSENKIET. KRKIKATTEH,
FREERBRAE. AERKERE, POBETESHRAFN. REMEEELUNREDE. IGFRRIR: MEREEDI6E
BiS, ERMREEESER, BTk, BR, B8, B, ARE, BitE, HitUESH, BEHREEIRNER,
F, PRE, SMRIR, IRGREICIRIRRE, IRBKEEN, JFBNTH, I, IEHTH, BR, E5AEEE, B4,
FRMRRRINGERIBE, BISAUL, R, 8FF, BOEE, WRLE, NKIORE £ERERE, NKIES,
APEZE, REITiE, MBISZIR, XBEEEN, KHRiH, £KER, REE, FREE, WMNEE-PEERE, Bk, K
&€, SEE, WEHFERES, £EERE, (RE SRERERE3MRE6$2ZE), REAEIR, MREZRAFBMIMER
€. BRFAKADEES, EERAER, RIFKOd, SEXE, TERE, BILHLRK FERE, LERELER, B
KitRUGEELRCE, ESHRESHEE, TRINNED, BERE FBERER, BILHRNKDME, KIS, £@
MEEERME, KIKNDMERIE, ShMEEigE, EEG (HFRINE, MEBE, iZMmieiEigs, mBE, tapgE, W
MHE, BXXIEH, FENERHESASEER, RFEME, MEE, HXKERFE, SHRCER, 2ILEE, BEAE,
ANPFZERAE, WfE, iSmhiz), BEHE, KiRERBERRES.

Pe@EBE | HGVS (B5F:A) S SRR ' S
m b B9 ﬂ HREAT | asmmamm

EREGEER)-Z*E

chr20:3429 ¢.98T>C/p.Me ;‘;zgiﬁ 1Em;628f1(5ﬁ)53-—,__) 5
aHony e B mmmms 00 0835 ENAE =
rs7644774 NM_000687.4 L 4
94 Exon2/10 BRI (ESE=PASISE I
EE(AR) =
(42/82)

VIRER), BT —RNFRANRRYE, FeeeefibfizERZEIRIEFRYITFH.
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o EitRkix P

S-IREEFMREKEIRZ S RRERME: S-IRETSFNREXRIERE 1t RRaRMENERIRRHENE HE
15, FEIIWE (SKOET. BRENEA. BEEER) . SRRABRIENDSIERSEIZKTAS. SRmaRmES—
MENMEROAREEER, RRETHRATEASNESRMENRIERERTEMSE. IaFRERR: FIRE, SNERE,
NKDRE, £ERERE, ESNAFRE, REER, Ol ENRRRRE, KAHEHIEENE, (REQNE, SRR
ERMmE, AAFHEEEERMEEX, BILALRRK, AR, FOSEE DSXEREEREAS, NERRBEREHE,
Mi&ANELZES MM TEEAENN,

REMUE | HOVS(ESRE) | 1BXmR e | S—
GRS m SRR | asmmamm

ENEGDER)- &

(48/109)
chr20:4897 ¢.1460A>G/p. EREZR(REFK)-%F
ARFGEE? zaéo Glu487Gly BN==3E/NGE o608 - S C
NM 0064203 i 2 BY(AR) ' = _ e N
Exon1 1/39 HEFEI_EZ(;'\J":)'K
=
(31/62)

o EitRkix P

EFZNERA 2 B [REFZNERWU (PNH) B—HMABREMIRR, HinREERNAREREREFEET, &
ZTT AN IEX MARMR BT, NEZNER 2 BIEERY AN, EEABREURRERSR. MG
PIRHERFINIERR (MNERRESTEADWKLE) . IGFRRIR: kR, mEtEOER, ROBEM, ShE
IS, MARE, KNDRE, 2ERERE, £BHIKIRE ZERE WESREFR, MEEE SEXE 2
%, RERERERM, EESENER, RERESDERAE.

FESME | HGVS (BRF) |  1HRER AL T : .
GRS m SRR | asmmamm

EREGEER)-2*E

.928A>G/p.A (81/159)

chr21:3693 oA L

sn s HE > QO (2E)-
cs 6958 00135251 SHMmER 00000 - WEZ (J )-EF

rs2517579 - SHEE(AR) 25 ; = =i R
932 4.2 FE @)

Exon4/11 a
(59/117)

o EitRkix P

ERUEBRZAE: SRUBRSER M SEMFREXNEREARIEEEASIERRE. ZRIDLBSEEHER/LTAEH
W, ERRFERSAER, ) UEEHIIRFEME. WREME. 22, RAFER. ZmRIAKENROSTRERS
MRRK, BUIPEHRERR, NMSHEERK. #2. fE. FRREXEZRRRE. IREHRBENRLAT, %K
MERYF, BUSEIEHRERFFTEARE, ERREIRIAETREBMERTS. ImARERL 1/87000, IIGHRZERIR:
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ERER
BHE, RE, WiRkle, NKAOME BE BE EREEE, KOES, 2BENKORE, Ry, MRS

iE, KBRS, SRUNE, BHERRKRE, EIE, FRdE, SEES, ARKRPS, HE/LHIRR, 2ILHRSEE,
3-RERKER, R 3-PEETHIREKEAS.

@B fiE | HGVS BEFRAE) S 3 SRUTR ' S
(RIS ﬂ SRERT | ammmmnm

1.Crigler-Na
jjar &RE1iE 2
BU(AR); e _Fua
2 Rl EER Emj(jgl—;i) i
chr2:23376  c.211G>A/p.G EFFEILS
; EREZR(EFR) -4
veriar 0% yriAg o BELEIVE e 139 arsemes &
rs1135258  NM_000463.3 (AD,AR); =
35 Exon1/5 3.Gilbert £3 (211/7211)
S1EAR); EREZE(EFR)-F
4.Crigler-Na 3
jjar GRETE1
B(AR)

o Eintikix >

1. Crigler-Najjar £2&1E 2 B: Crigler-Najjar £Z&1E 2 B (CNS2) 2 CNS R MESI, BETTAEZINFE I EEHE
RE. AENZBEBESE,BORERESEAE, #MEREEER. IHFREN: H5E, HFHEaBAS, SIESSHE
(TRITE.

2. FEMEERIMERE) USRI RIGE : REMESERMETE) ISEARMENIRKREERNAMBRTEIRREDTS, T#S
¥EE, IGFRRR: #2E, BEE, HE/LLE, i) lSIEESEaRmEE.

3. Gilbert ZZ&1E: Gilbert SREMER—FENREEINREMSIBLRIE, SREXRNNEAFMIESHBRIFKFER
o), BEFRERRRTE, MEREK, ERaREIRIENE, JatllERE. 4 30%NZREFREISHUEEER, 1%
BE—TMRAELNGER, EEABRARRAN 1:33-1:14, IGHREN: EE, FEE=E, FiESIERS, SIEESE
{TRIMTE.

4. Crigler-Najjar £ZR&1E 1 8: Crigler-Najjar ZR51E 1 82 (CNS1) 2&™ERI CNS B3, EER—FEEMTESRL
HIESE. CNS1 EHTFIHEARARRRERRBTeRASENE) LIFESIEARIE, mENTREZERE (BES
EEEPNTZERLRNR) WMELHRNE. EMMEREEREEAHRE (BERGED. N S28009%R0h) . &
DINEAES. IGRERIL: BE, ks, ZEE, FIREREBAS, £X4%, SIESSIBIRME,

FESME | HGVS (BRF) |  1HBRER AL T : .
GRS m SRR | asmmsamm

ERNECEIER)-RE
(67/155)
ERNEZR(F)-5

chr4:15870  c.1227A>C/p.

3533 Leud09Phe  [KTEAIMAE  0.0000
ETFDH 0.920 : y
rs1200031 NM_004453.4 2 BY(AR) 50 FIREHR = N
596 Exon10/13 EERLEER) 4
a
(61/104)
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o EitRkix P

KRRINAE 2 BY: K_RRMEFEENE 2 NI, 1 8FEEH GCDH EERIEMA SHE PEFK _BRIEARA
TEHER, ERSENREREImEEIRSER, FNBEREEAR, SHEELREEE. SENRTFERE, Lt
IERFMERSeRETER) L)) LB, DHEBEETEYERERAR, 1 BRAREALI 1:40,000-1:30,000, Ba]
IRBEBIFRNAT ok, EE) LN EIE I ISR B RERAYR NSRS BN, [ RRIAE OB E—FEE R,
MRS EERRAIAEIAIRENIENS, SEUMRMARPRE T TRIEEMERDS), K RRIME D BB HIEEE) LEA
g LERER PSR MAEV(RMABLE) S 18=0, 7A%M, B, Ea TR, IRIL, WEEFER, WRTERE. Ik
F: HERARE, SESHLSAR, ERE0ER, BB, IREE, ks, BERRSRE, PUESE, &
BitaME, BREEN, &E, JKORE, ERE, XD, WIMESE, SN, Bhs, RNE \EEERS
®, B, T, WEREAR, FREE, KREMMEEE, FFIEMA, FEIRRETE, S8R, MR, KTBRER
i, ZERTHERIE, XK-BRIE BFEEEREN-ZRANEREBREG, #E/UBXT, SREE.

PEBMHE | HGVS(BEREF) |  1BXER SRR S
i
GEEE=) ﬂ e

EREGEER)-Z*E

31/52
c193G>A/pN . _ B/ )+

chr4:44680 Al65 e TR FREZR(RF)-5F

GUFT1 468 i 40 B - 0.207 ENRE y
NM_021927.3 &Hﬁ(ﬁfm = XA _ E‘i‘* N
Exon2/17 ERNEZ B (EE) -3

=]

(13/36)

o Eimtikix >

TR MRS 40 2L BHTIEER IS 40 BAR—FENRA RIS, IRFRIHEES RN, M2 KBRS,
AR, BETRRAFRILKESIER, EHINBSISTARNESZHASER. RER: OBk EM, WmTR(E,
MKARR, BB, EF, JEFERN, EEMHNERE, N4E, BILERREERE, MFiaR/l, XREESESE, RE
EBNER, BEXE, KXXLH, #iE)HLmE, WEKORE, RFEE, TENSWRERE, WMRKILIE, S8R,
AT,

Pe@EBE | HGVS (B5F:A) S SRR S
1%
m b B9 ﬂ HREAT | asmmamm

EREGEER)-Z*E

{E’Fﬂiﬁﬂﬁ .
chrd:67753  c.521A>G/p.G  DWAREM 25
815 In174Arg  MEHIEER  0.0000 \ EREZR(25)-R
GNRHR 0616  EXFH &
rs5573110 NM 0004063 iB7HU¥sR 76
93 Exon1/3 IS (51/99)
AR) (EREZ @)%
= =xic)

o Eimtikix >

NN /// /1S 13



N @vogene

HAREGR

(RMERREER D WA R MEIRIBERIR 7 B ERIRE TR (RMEMARRMTIRERIRAE 7 RS RIRE AR — TR RERE
MHEERR, FREZRMIME 18 SR EARESEE R e erIMERR. ZRMIREMEMEIRAMRNZERYE,
M~ EN-EAMTEE. R MAMERIEAEEESEART, IRGETA. BEARSHEMITNIRK. REHRESRMES
IREAIRRAYERAE A BAEEX. (HIRIEEREBERHE T RMERARFERATHMRRZMSH, TR RREIR=R
BIHRGREIHETIERAMAIER, IRTERANRAMEMIRINBERIBRBIR A R/REGEMIE, MRTIEEN, SHRIRAR
RIHRUEIRERIIAEHER. IGRERR: B2, WEMERHREERNGERERE, M2, BFaHABRE, FREAE, 7
E/ABE, BERR, BERE, SOFEHAR, IRERE, ERBREN.

REMUE | HOVS(ERE) | 1BXmR e | S—
GRS m SRR | asmmsamm

EES 2
BEFARTE
(AD);

2 DPEIREEDE
BEFAR3E
(AD);

EREGTIER)-Z*E

chr6:42704  c.625G>A/pN 3 AMEEE ;2/\26\3) p
568 al209lle IEME7RESWE  0.0000 ERNEZ R F)-Z~

PRPH2 0.631 AR &
rs7536573 NM_000322.5 Bt 22 B =
(113/228)

49 Exon2/3 (AD,AR,DD); o
4.5 AR EREZBEF)-FF

[t o=
(AD,AR);
5 SRSRRIRIK
ERERR
R 2 B(AD)

o Eimtikix >

1. BRRERERAR 1 8 BERNERERAR 1 2E—FTINIREFRFRER, 2—HInRSEMETRE, SEa
MREAFIR. HKRREFAR. BRLBREAFIR. IGFERHR: 2%, REE, RO TE, SHEFFIR, NARNEE
FAR, AMEEREERAR, RERMENE, WNER, KERERM, MNRE/BRE, SRR OMRITRS.
2, PEREHNERAR 3 2! PERENEFRNTRE—FMINRER, HSFEAESHNSEERTTY, BEATRRRY
iy, SPERERERAR 3 RBEFRER 40 £ 50 SETHIUKHIADAIEEREE. IGREN: MRES, ek, R
¥, SBHIEGE, WMAOTRE, PEHENRE, SHERAR, IKERMENE, WIBIRE, WYUER, SERABGIRERS.
3. MMPREERZEN 7 BNER: AMEREREN (RP) 2—MMIMESHFERERK. TRERENNREREITR
MMRERTTR, SAEMTARAIIRE, BEHTRERRAK. RP BEERHIBENRR(RE), AUEFEE, B
SHIPOMATER. IGFRER: FHESEFRIR, INERERE, KERUMESERE, eRMUNRE, ®RSE, Bib
HRERE, RARBEREE, WMEMERND.

4, BRRIIREREE M B RIMIR R R — B RS, ERIGRENA S MY SNARIERE MEE, B0
BERKX, BHRKAZR, BNSRERSE. IGFRRN: RSk, AMERS, REESE.

5. PRKFMFIFEFAR 2 B PRPKFMZIREFAR 2 BE—MEIR, TEIGRFRAFIRS PBIRER R
RIREMMEZSE. InFRRM: PRERAMESESE, R5%.
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N @vogene

HAREGR

1R 2 >

Sanger MFER
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N @vogene

ERER

1IR3 >

CNV 2EREER R
TKQX260076162-1A(SCIEE)

TKQX260076162-3A(RE)

TKQX260076162-4A(B3%)

o HEM® »
BTLA,OR7ET00RATG3,SLC35A5,CCDCEO,MATZAPT,LINCO2042,CD200R1L-AS1,CD200R 1L, CD200R1P1,CD200RT,GT
PBP8 NEPRONEPRO-AST,LOLIT,DNAJBTPZ LINCO2044,BOC, CFAP44,RABGGTBP1,SPICET-CFAP44,CFAP44-AST,MIR
8076,SPICET,SIDT1,SIDTT1-AS1,MIR4446,RN7SL767RUSF3,NAA50,DBTP1,ATP6V 1A, GRAMD1C RPS10P4,CTDNEPTP
1,VPS26AP1,ZDHHCZ23,CCDC191,ATP5PBPS QTRTZ H2BP3,DRD3,ATOSBP1,ZNF80, TIGIT,ZBTB20,MIR568,ZBTB20-A
S1,ZBTB20-AS5ZBTB20-AS2 &

NN /// /1S 16



N @vogene

ERER

il F3z4 >

o EFREENFNENAERMATRIGNGERERERE »

AHEMHEAR IR DNA BIA FERERSESRZE,

AEMUREEHRE, FNRERETH R IRRERE.

AENOE SRR T BASREEHARRIOAR, BEREERE. B/ ARREEIRSSE SR, RIISKE
BEAXLHANES, REERETRSREDIL.

ARSI REAROLR A RRETION, TR REEEAREA GORTIE. SIE. A, IERE)
TRIETERAMEXZRANERER, BEESANIRRERE SEEIIRE DT,

SR S MBS R BRSSPl AR LU AR ATTTRE, (BRSO R .

%%EE?E SRR EERZH: NC 012920.1

ZRIEEA 37 2EFIFE

MT-TF MT-RNRT MT-TV MT-RNR2 MT-TLT MT-ND7 MT-TI
MT-TQ MT-TM MT-ND2 MT-TW MT-TA MT-TN MT-TC
MT-TY MT-cO1 MT-TST MT-TD MT-CO2 MT-TK MT-ATP8

MT-ATP6 MT-CO3 MT-TG MT-ND3 MT-TR MT-ND4L MT-ND4
MT-TH MT-TS2 MT-TL2 MT-ND5 MT-ND6 MT-TE MT-CYB
MT-TT MT-TP

NN /// /1S 17



Bl FIR 5 >

RHHXS THIER S

N @vogene

ERER

RISEERH TR, EERTNERBERREXRKEERFTNESIRE AR, B, T

RRFTURI B SAFSR IR ERT AR RBEER N "Rt | MARHIIE. FAERNRTEEmIREME, Y
KBRS TIGE.

EEFREXF=2INETEE

55K IEREEE (BiZEE)
DM1 DMPK c7G6 5-34 35-49 250
DRPLA ATN1 CAG 6-35 36-47 48-93
HD HTT CAG <26 27-39 240
SBMA AR CAG <34 36-37 238
SCAT ATXNT CAG <35 36-44 >45
SCA2 ATXN2 CAG <37 32 233
SCA3 ATXN3 CAG 12-44 45-59 60-87
SCA6 CACNATA CAG < 718 79 20-33
SCA7 ATXN7 CAG 7-27 28-36 37-460
SCAT712 PPP2R2B CAG/CTG 4-32 33-50 571-78
SCAT17 TBP CAG/CAA 25-40 47-48 49-66
OPMDT PABPN1 GCN 10 - 17-18
CCHS'T PHOX2B GCN 20 21-23 224
SCA36 NOP56 GGCCTG 3-714 15-650 2657

XE&E:

IEFEE: ERFVER, 5SS,

BERAREEE: J3ERTNFMNER, FR5ERER, BRSO RNBRET IERE, FElEm.
ARSINEER: TR2INENFIER, BHEIRAREIENRR.

ERFTEE: TEIBHFIER, BHELASER.

NN /// /1S
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N @vogene

HAREGR

1| e=mm P

B AR R

1. MBEERRNARSINE R RGE, RUERUIERe %,

2. BABRE: 1) IESFERHAS GCARK, BEESRIIK, REEERENCNEEESERRFS, A%
ARSI E—EREIEM R, 2) BEARTIROMEMBAHE (BRI EEEER) e, A75ARFI DNA IR
EF S MRRAEN, Rl RHRRANSFEIRERE; 3) ATNERERENAT. UTR UREHFRENE
5. FBRTRERE AT, BRERTRUASBENNES, HEREASETE (FIIAR RS,
EESERERE) ; MHTEEERRT DARAMEEOER, B (1) WAZS GXIS) MHRRERHETSEE
=1E

3. AURESETEN BN ESFRIRTHRER TN, RIEMAER LA TSR T SBRIEHT SR, (S5
TRMEARNES, TRIBREA R ENT, NFHMRRARENE BTNE, BT ERaRRE
4, ARGURETERE (iR, BiR) TRRIENRESTS (<20bp) KERMERIHTRE, RESHREXLE
BRI AT ESME R RIS S AR H R ST 8E;

5. AR THER B E— (50h UPD; SR TESA. Bk, FE; SmmEpmns; TSty SERERE
fAEREER (R, 751, EETEINEEE)S HERATAYIE,

6. BT THMELTIRE LI AFEHIIRRSE AR ASE, aSERIF S SRR R,

7. RN ARIGRES, MEMEEGN, TSBERN2S;

1 |igs5sm P

o 1RIGNTIEIREE >

AN E ERETRIEMANANSBEN T —RUFA (Next Generation Sequencing) , #2USMEF X1k,
£z 20bp LIRKIRS FRIZERLAR/NT 50bp RIEBEAN/GRK (indel) ZRAGEN. RINEMAREHRIAERSE
DNA EiEHRZHRERMA DNA BISEFRRISTWTIARIENE, ZEER Rt WEGRXERH TR, AERSEEN
FFae RFHTIEN.

o EtTE P

AU EXSBERAS DNA B TRMEXER BrXEERIRENF, FHONFRE 100X; Q30285%, Q20>90%.

FLINEFFRE

(223 NSRS | PIONRRE | 20X BEE
(MT)
TKQX2600761
621 15.31G 144.97X 99.17% 95.94% 98.03% 11528.07X
TKQX2600761
14.13G 134.60X 99.31% 96.17% 98.16% 11566.33X
62-3A
TKQX2600761
11.09G 105.77X 98.89% 95.91% 98.04% 10286.80X
62-4A
o SEHFA P
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N @vogene

HAREGR

SERASEHEREA: GRCh38/hg38

o SEHIEE P

1000 Genomes Project: FAEREABIHIEGERE;

dbSNP: EEEREVRAERFORZEHRSSUEERE;

ClinVar: EXEEREWRAGEEHOIRREFEXEZREERE

ESP6500: EEEZVOME. FhFNMRARETEHERE;

ExAc: Broad Institute SRSBIERIARINE FAESEIERE,

Ensembl: BUMAMIEEFARFTEZANERBEEE;

UCSC: EEMMAFEEREZSREAIREEEHIERE,

gnomAD: ZEAFARIEEIIERIARE EHERTINREUERE

Refseq: ZEEEREMEERAHONCBNRHIEEENE N EHETRIEERMERREFS;

CHPO: HX ARKREURERIE;

OMIM: TEEEARZEREEEURE,

o FHEITE P

ATE X AEHEHRHE, 8% ACMG (EEEXREFSEREYYS) TMESEHTEURES . BPERREEIREA,
INREEXFRENEECNERSEEM T EHRREXIER.

AESIRRIVRERI: ACMG fErRRHRIIGARRKIZT (ACMG secondary findings, ACMG SF) E[E, BAIXLE
EFESRRE e SEENRER, MEXLRTIEXEEETS ISHEXNIRREE.

ACMG SF EF

ACVRLT BTD CASQz ENG FLNC GAA HFE HNF1A MAX
PALB2 RPE65 TMEM127 TRDN TTN BMPRTA ACTAZ2 MLHT SDHAF2
ACTCT APC APOB ATP7B BRCAT BRCAZ CACNATS COL3AT7 Dscz

DSG2 DSP FBNT GLA KCNHZ2 KCNQT LDLR LMNA MENT
MSHZ2 MSH6 MUTYH MYBPC3 MYHT1 MYH7 MYL2 MYL3 NF2
oirc PCSK9 PKP2 PMS2 PRKAGZ PTEN RB7 RET RYR1
RYRZ SCN5A SDHB SDHC SDHD SMAD3 SMAD4 STK711 TGFBRT
TGFBR2 TMEM43 TNNI3 TNNT2 TP53 TPM1T 75C7 7sc2 VHL
wri TNNCT RBMZ20 BAG3 DES TTR CALM1T CALMZ2 CALM3
ABCD7 CYP27AT7 PLN
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Ntsvogene

o RiAME >

SR

AD: BRBAREMHEE,

AR: BHRERRMEE;

XLD: X EgRMHEE;

XLR: X EHfSRE;

XL: X3i&EsH;

Unknown: JE(EMEZ(ABEH;

FAER (WT) IEEZAFATURINESIIRNSVERFY, S8EERFHIEEEN;

a8 (het) BE—UWHFEIERF, —NMEERREETR, 5— 1 EREFFIRLESR;

@8 (hom) ERNFNEENERAME EREHERER;

¥E (hemi) BARF_HEHERNRENRE, B HSIERRENN, RESENNNEERE, XMEFRA
*&5F

MAF  ABFREFEPBRE;

SNP HiZERSSNE: EERETFENERENSIZER BA, C, GHRT) R,

INDEL ERH E/NAE (<50bp) RIBAEGRRE, AZE SNP/SNV;

CNV ERBEENHEREERNETRO—MER, BEEERAPARERN DNA AIFERENE;

MT  Zehifk;

HGVS AZEFATZS(Human Genome Variation Society), IRHEVERARS, cDNA SEFFI(LIFIER "¢ FR).
SEBRSEFFIUFIS "p’ FN). (DNA ch—MERES— R, Ll “>" #TFR, W c2186A>G, Fng
SEFHIELL, E5 2186 (ERPRER (AW EBIER (G)FTEL, EREET p.Asp729Gly, FRRES 729 &R Asp(R
ZRER)W Gly(H=ER) B,

BRI =S REVEL IIREFTRNEM, Hh>0.644 (BE/AIgEAEE) <0290 (RM/AIRERM) , "' RAH

R
Sa%RE T EREERLGMIFEER, ERENMNETRR. B, B— EERANEFRE.

KRE: REERAEFHRULEE

SRS EMiE: RIRTHRBEX G SEEM BO7

BER A 400658 1585-4-2 9 5 i\ I
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https://baike.baidu.com/item/%E6%9F%93%E8%89%B2%E4%BD%93%E7%BB%84/304992?fromModule=lemma_inlink
https://baike.baidu.com/item/%E7%AD%89%E4%BD%8D%E5%9F%BA%E5%9B%A0/1586334?fromModule=lemma_inlink
https://baike.baidu.com/item/%E5%90%88%E5%AD%90/56414750?fromModule=lemma_inlink
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