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FIFRAE: SENESABEIREZ, BaME, E5REIIGP. HBERSAE, HRLdbE. MEESE. KE
FH: LIS MRIFAKRRBAERE; 2.0TI RETRMARFIR, DRIk, MTARIBAEBRAHERRK, TR0
MER; 3AKREMHREIARDIFRIE.

KRi5E: /

IEFRIZHE: BN, SIBNESABRER
BERxAER: x

BRAxIEE: x

HP:0000265 (¥L5&%);HP:0000750

(B= A BIR%E);HP:0001250 (BiWA
E);HP:0001945 (% #);HP:0002353

HPO (AXBEUTEMIE) f’ .
MEEE S E);HP:0004305 (RH Finh)

EE
(B

2. T

BT HIEEENRMIGKRESEMH, IREFTUEH. DHDDSEEINM_205861.3:exon7:c.614G>A (p.Arg205GIn)RIACMG
WRE “GRMBUEIE" RN VR ; M —ARIESEREREP. FMREBAEZBEZEN2023F6H2HFX
e, FIREMEE.

3. EABRERAXA

Ha 5Z10&EXAR B R Wiy
RRF EA iR IWES
REGBEFR 52 iR iIWES
RERHBRF B3 iR iIWES

REGES BH 4 E it — RN

BfZ AT 400-829-1629 B2 MS22090702 1/21



F2 "\ CIPHER GENE
L;;, %}E E

—. &gt
FEWMLER:

B RES 2 5
M B B H 4% HE 2020-09-03
IR& HE 202512-04

1. 2R

2. ENHTR:
3. ZhiFERELETR

1.1 7% DHDDS BFE L1EE 1 MEREER, EZEEXKNEREMMEEREN
59 BI?AEXRMEZEOERMAELS 1bb B, ZFREMERAEFHAFTHEHNRE,
FRTAMBRERZLERYNBHEERRMBHEEER,
RIEWER UERZEERENBHE SRR MBREES,

HttrlR S5 R

1. 2R

2. ENHTR:
3. ZKhFEELETR:

HNE] 6 MEURIHEARTS, THREURAENER.
INE 20 MEMERER, HIREKSE,
RETHMS IRPRREEXBIENRER,
RMBIE S InREFREBXBLNEEERALT R,
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= FENRNER

1. 2TR

1.1 {£DHDDSERE LM Emit TR, ZEEXRINEREMMREEREMSIR2e X1t
ERREEMAEIRLbbE. AT REMBREZ(FHFARFENTE.

Faffit BFxR
EEREES BREH =
g (alt/all)
1MMAR B RTME0R 75 Rt
BEEEEENER1bbE FEE: F*E(40)97)
Chrl: NM_205861.3:exonT7: [MIM:613861] S5 EER(0136)
DHDDS 26457862- C.614G>A - i \ o LAR
26457862 LEERENMMLFHERTE 2AD | Q% HER(128)
(p-Arg205Gln) ——
BHMRE B BFER
[MIM:617836]

D AD- BREEEMEE, AR- BREMIMER, PD- HEREEAEMER, PR- HIEREMKIRMER, DD - WEREMEE, DR- WNERRMERE, Mi- LHFE%E, SMo-
RARER S, SMu- RIS, XL-XEPERE, XLD - X EBRMEE, XLR- X EBRRMER, YL- Y EPER; alt/all: ZERNNFRES BNFRENLE M TFFER/4E

[HEFHNESR, THRFEEARNAEAMRERS Tk,

BEREIhEE: ZERARD _HERES KRR _BER (dedol-PP) &8, BUIRRNBXZIFHEIERK, FEZHENZE
XZIRBER, XEB/ERBEREYSHIENRERAKER, ZEHE (NM_205861.3) €& 9 MIMEF, i3 333 1|
2-YiN

KEXTESR:

AMEEZTM 59 B2 X EEaEELFES 1bb B! (Retinitis pigmentosa 59/?Congenital disorder of
glycosylation, type 1bb, 613861, AR) [PMID:27343064], %/&1E OMIM FHIREEIE: Br) LTERNAERE, KReeEit
K, BREMEMEE, MSEEM 20/20 B3R, RABELR, EAAMAOTE (BH), XEFOAS (FH), RO
23k, ANRNETE, SHARFaRNE, BMESKM, INMEBERNARN, AR, FBEAS, BFEF
B, /NAZ, B2, STheERIB, WMMKIRR, =, BWRAME, OREAMNRERENL, REMEKEAS.

A REMBHREEFRAFFEEZE (Developmental delay and seizures with or without movement
abnormalities, 617836, AD) [PMID:29100083], Zme—MHE A BIERS, HfHIREEABIRE, S HERMLN
PEENRAMERAE. ABDEBEEREIABTREMNEHRE, SIEHFRE, AKAIESFEDN. ZHBE OMIM H
NRBEIE: &N, KRR, 2EABRE, SMERERANE, NBEELRE, NEERE, SHESE, 1B
R, AEXznh, HFKRE, EE, AKNIER, EohR%E, BEH, BRAETXA+E, "TEEEFETER, WA
TR LU, FikRE,

HomtERis:

R (ACMGEEZ LR D EITESIER)

C.614G>A TEFE “BHRUETR" . PS2+PS3_Supporting+PS4_Moderate+PM2_Supporting+PP3_Moderate,
PS2: ARIGMIZEFZAMEAL R (THMRRX BEERNFAREERS AR  AMBIBERR, T 168K, 2818
ZEEPOHZMALR.

PS3_Supporting: AR/AIMNNEELRIRTAIRESHERAEZHNESR, XEKE, ZERESBRAFLZIEEE
BEs/EE({K. [PMID:34382076]

PS4_Moderate: X#i&, EZHIBEPOHZRELR, BEEFEERNILELRERE. BWAIE. AMEE, H¥K
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8%, [PMID:33798445,34182312,34275143,34382076,37645600]

PM2_Supporting: ZZ S gnomAD ABEEIEE MR EMRIRRTEE KRR

PP3_Moderate: ZRMERTNRGHERIZEZAIGEHEE, REVEL {57£[0.773,0.932),

HEIEE

ClinVar Ig®: ZZ27E ClinVar #dBESA 9 ABHEMEIR S

BEA/RBIN: BB RIGKEEBTEEZOME—TIRFREE, BIHRAEXRARTEREFNERIE, UBHES
EEER. NEEEEEIT, BB RIEREE#HITEEZEM,

Mil: FESEEREABBRIERRRIERE

gnomAD4_exome_ALL gnomAD4_exome_ZRIE gnomAD4_genome_ALL gnomAD4_genome_%RIE

c.614G>A

Mi2: FEMEAFTNGERER

Splice Al
BT REVEL FNE B
BEISERK HFNRERE ZEISIRE A SIRE
Score 0.00 0.02 0.24 0.00
c.614G>A 0.825 6
Position - 43 2

JE: REVEL>0.7, FUZERAIRERE; “TUUESHRM" haEEMNTUNRHEESIFT. Polyphen_HDIV. Polyphen_HVAR. LRT. Mutation TasterflMutation Assessor, =4Fli%ZE

JOlBEEE; Splice Al Mscore=0.2, FUMZLE R OIRERINEIHE, HAPZEMLSERAMEAMSEREFEFEpre-mRNA position; Position: pre-mRNA position (bp) o

2. EINHTR
KREMKRIBRESKWEREMLEENENHRT R, EFHFNFEZNERYE, BIeKEELEESS
RENEGRRERKEE, =idEMSNFER,

3. ZNFEFHATER
ARG MAIRR 5210 & RUTENBRMERENRFET R, ST RRNFENRRMELRL
HFERATRNAARFYE, BERELEEAROENAGRERREE, SXEMRNFR,
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M, HtheiRSER
FHATIRRBEETS . BEAATHUSFRLETETENER, HISFSE,

1. 2R

1.1 IR ERE

ekt , ACMG Ema AFHR
{741 LRITER (alt/all)
1.G6PDERZ M R M AEERFZAL
ChrX: NM_001360016.2:exon2: RAMm R M5 FEE: FE7T(56]58)
G6PD 154546061- c.95A>G 0.00196024 BRtE [MIM:300908] 12'XL 3% ®E(77]150)
154546061 (p.His32Arg) 2. {G6PDIRZ SEMHIER] RFE: FER(0|79)
[MIM:611162]

1 AD- BREGESIERS, AR- BREKIIAE, PD- MEREEDIEE, PR- IERGHISIARS, DD- WEESMES, DR- WREIRIEE, Mi- LHHEE, SMo-
FRAIRIS , SMu- PRAIFASRES, XL-XESLER, XLD-XESHBIERRE, XLR-XEHIEIERRE, Y- VEBHRE; alt/all: ZERNNFRES SNFRENLE, MFHEL/ 48/
EETFHER, THREE M E T4

G6PDEAZ AR M IEIRF AT MRRA M4 M1E! (Anemia, congenital, nonspherocytic hemolytic, 1, G6PD deficient,
300908, XL) [PMID:18177777], Z&mEHGO6PDIRZEEER T F S HERIEIEAMMERMILEY). &Y. BRAFEERF
SHBMERI,. GOPDENIBHEGRENE—F, ZRRERANIAMB+F=ENADPHIM —REZE, EMAENKRHA
FEEEER. BAKEIHNGOPDRRZEBERLELER, BEZFEREMER, ZRNEEEERENE) L BEMNSMY
AMERD (FEHAIEMHIEZSR) . Ho#E) LNGOPDRRZIERIABAKEE, SEMIIRE, 5EENET.
ZREOMIMAARREGIE: f§fE, &8, BiK (B5EE) , €8, &£, [WahMRn (REEEEHHYSIE),
MRS %, REERAEEERIME, ¥FX, BIZA49E, EhEaamiLs, dAmhFRY, SHAMME,
AEE-6-AMRNEES (G6PD) Rz, SBAERME, MBERLESBLAERAS, MLAERKR, AMAIEEAEERT (Vicia
faba) RV AFIVEAMINBSEERNET 2, GOPDRRZTIEERM. BAF. R, bIF. RENPENLRRIGM,
{G6PDERZ SHIBVINIER]} ({Resistance to malaria due to G6PD deficiency}, 611162, --) [PMID:17023176,16001361],
FERMEX,

ZZ R Clinvar SiEEFE 12 XERIERR.

Mil: FESEERABRKERBRRIFE

gnomAD4_exome_ALL gnomAD4_exome_% Rk gnomAD4_genome_ALL gnomAD4_genome_%RiE

c.95A>G 0.0000264196 0.000927122 0.0000717643 0.00196024

Mi2: FEMEAFTNGERER

Splice Al
WEEFW UL SR LRE S

BRERE RAFAT R BARRT X R IRTS

¢.95A>G 0.780 5 Score 0.00 0.00 0.00 0.00

BERERE: 400-829-1629 B2 MS22090702 5/21
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Splice Al

R REVEL A ERE

SRR ARG R ERK BHURRE RIS RIRTT

Position - - - -

JE: REVEL>0.7, FUMZERAIRERE; “TUUESHRM” hEEMNTUNRHEESIFT. Polyphen_HDIV. Polyphen_HVAR. LRT. Mutation TasterflMutation Assessor, =4Flli%ZE
JOlBEEE; Splice Al Mscore=0.2, FUMZLT R OIRERINEIHE, HAPZAMLSERAMEEM SRR FEFEpre-mRNA position; Position: pre-mRNA position (bp) o

1.2 BHIHEF RS

FaEFELE aFAR
A HREM B
k= 3 (alt/all)
Chrié: NM_004204.5:exon8: ZREFRERE-RIKD-BH FEE: E(22]56)
PIGQ 580184- €.1337T>C - IGEREE X S BA ZEIEAR AR B35 #E(34/68)
580184 (p.Leu446Pro) [MIM:618548] RFE: BFHER(0]52)

H:AD- BREERIERE, AR- HREEIMRE, PD- WMREERIEE, PR- NMREERIEE, D0 - WERBIERE, DR - WRERIERSE, Mi- SHHRIE, SMo-
RAEEA, SMu- RARE, XL-XEHRE, XLD-GEMBHRE, XIR-GEMSMRE, VL - VEHRSE; alyal: ZESONFRES SUFRENLE, NTHER/ME/
$ETFHER, FHREE BB S T,

ZE M HERERE-RIKD-HRESEMR (Multiple congenital anomalies-hypotonia-seizures syndrome 4, 618548,
AR) [PMID:9729469], ZmE—ThEREMARMEHEZAGER, HFIERELHERKL A HIERIEERA(F. &
BEMTENBARLATRE, HueEHMIHE, SIERASEEHNEIFE, ARRBNEESRISHRE. 48
KFE L, XFKELEH TR AEIANER (GPI) SRR IR, MRIAGPI-EE ZREAMREAIRE. ZHRIEOMIM
RRREEIE: RIkEER, EEMFEANE, ARRE, KAP, NTHBE, KEEH, AREE, LREFEH, LB
TE, NMEDE, EEREKEDN, W, 808, RRMKEERS, TH, MeEEsE, maKx, ERE, 270508, &
AEEERE, BATE, FHNLRERE, LRESHEE, MohksE 11MNEE) , B, BENSE, BERT, ]
AR, BEM, BRARKRERR, KK, ERATFR, EANE, KENGNEER, ERITE, FRTEN
Rk, ANSKARIR, RERZANL, BUWMMRE, MAMERALE, REELEAATEE, REV K, HEHALER, FKI
%, MERMHERIEAS, 2)LEAR.

Mil: FESEEREABBRIERRRIERE

gnomAD4_exome_ALL gnomAD4_exome_ZRIE gnomAD4_genome_ALL gnomAD4_genome_%IE

€.13377>C - - -

Mi2: FEMEATNGERER

Splice Al
R REVEL A ERMA

B RERE RAFAT R SRR KR IRTS

Score 0.00 0.00 0.00 0.00
€.13377>C 0.814 6

Position - - - -

D REVEL>0.7, FUNZERAIREEE; “TUUESHRM" hEEMNTUNRHEESIFT. Polyphen_HDIV. Polyphen_HVAR. LRT. Mutation TasterflMutation Assessor, =4Flli%ZE

BEZREBIE: 400-829-1629 B MS22090702 6/21
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JAIBEEE; Splice Al Bscore=0.2, FUMZEZOIaeF MBI, HPZEMREAFEEMRERAEEFEpre-mRNA position; Position: pre-mRNA position (bp) o
1.3 ¥HIEERT S

FafEelt ACMG aFHEE

BAA
{741 TRITR (alt/all)

1B HEMREFIRIE
[MIM:256600]

Chr22: NM_003560.4:exonT: 2AMBCARBHERITIERE| g | FIEE: RE(35/113)
PLA2G6 38132988- €.920G>A 0.00021495 | MGFRE X KA 2BE! 2.AR B3 FER(0]145)
38132988 (p.Gly307Asp) [MIM:610217] 3.AR RIE: FA(57|142)

3 ERBERRMREHRFL4E
[MIM:612953]

1 AD- BRGESIERS, AR- BREKIISAE, PD- MEREEKTIESE, PR- IERGHIGIARS, DD- WEESES, DR- WREIRIEE, Mi- LHIHESE, SMo-
FRAIRIS, SMu- PRAIFASRES, XL-XESLER, XLD-XESHBIERRE, XLR-CEHIEIERS, Y- VEBHRE; alall: ZBRNNFRES SNFRENLE, MFHEL A48/
YATNER, FHREIE AR AARRS T

2) L EMEEFARLIE (Infantile neuroaxonal dystrophy 1, 256600, AR) [PMID:18799783], %k X IR 1TIE
RHRSOTIVE2AR, —MERGBARRERZRITERR, B IRERERNAREALR; RIEEREIEPREEZ
RGN IR IRRE, ZREOMIMPMREEIE: AFRE, #ITHESEmRITYE, KRR, £28%7,
BERIR, HFKRE, BARE, EEMURRE, RNTH, MERITER, BERLAEET/SIES, BWA(E, A&
REBFMENS, WESHE, DHERE, BETER, REAMEE, BIRXREFFR, HRMKIUEE, #HR “BRK”
R, RMEBEEISESRE. RETE, T2INNMRIETRNNEERESSESHN/IRES, ERTEHAFRIEM (40%),
SEMRX, MEESEERE (NCV), MEELNEYREE, TABALR (NRRMERE) vTUR IFEERIIRIKE,
RIRBEER) RS UT, EERBARIKRE ( “2)LEH" ), SPKANBEZHBRERTRIREES,
KSR MZRITIERE2BE (Neurodegeneration with brain iron accumulation 2B, 610217, AR)
[PMID:18799783], ZmE—MBEREBMAIRIEMERITHER, REFEABIMEAEMAK, SIKFNET., IRRFIEAH
EEIFERNER, RMAFITEENRIEHER, BEERMENE, KEMRIFTIIKEME/ NEELE, ZHEOMIMA
NREEIE: TRERER, ANRE, RIKEW, AMEEE, SWHEME, /RFEM, MRS, SE/HFRAE,
INRHEFRE, PHERAR, REEHERS, BREET, #SASNRIFE, HREER, FAEZEaiThl, KIERS,
WEER, BohRE, KAIEE, EERS, IEREBAMIIITERN, BRMBAIRN, ESER, BWAME, 1A
=R, /NESE, BERTEONFUEM, WELSE, MRIETR “REE” 1, HMCMAKSIKFEE, BRPAILESE, £RAI0
R, MERTHELS, SRXEMMES, BEANERE, &5, FRAONREENERE, 51, BETR, JIBRR (F
194-6%), #HITIHRER, REGEER.

BLaFIRMEREHZBL4E (Parkinson disease 14, autosomal recessive, 612953, AR) [PMID:21700586], ZJ&7E
OMIMIREEIE: MRAES, R EMREAMRE, REKAURAE, EERANRE, INI=ER, BEHE, #EPR
ik, TohiR%E, Ki, G, WEELR, BEH, KIER, £BFR, BENSS, EERS, RHUTHE, THHE
48, TEREA—OHMER, 2EMNER, KRSNAN, MRNE, WEWTH, 18, MENRYEEES, F18
&R, AR HMEES, #HEME, CRZENRFVBRE, Lik%BIFELEHER, XikE, T2FnE
AEBEPRHZER ENESR, BENPULRFRN23S (RBEFRER: 14-66%) , EETERMAAKIERS.
FIEMET. ZohRE. SERE. RAERE. AAZE. WEER. MMRIRT/IRZES. B/ ARRRE
[PMID:18570303,20938027,21700586,34622992],

BT FE Clinvar #IEEFE 1 RIGKREXREAKR,

BXZEIE: 400-829-1629 B2 MS22090702 7/21
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Mil: FESEEREABBRIERRRIERE

‘ gnomAD4_exome_ALL gnomAD4_exome_ZIE gnomAD4_genome_ALL gnomAD4_genome_%IE

€.920G>A 0.00000635936 0.00021495

Mi2: FEMEAFTNGERER

Splice Al
R REVEL A ERMAE

B RERE RAFAT R BRRT X R IRTS

Score 0.00 0.00 0.00 0.00

c.920G>A 0.652 6
Position

JE: REVEL>0.7, FUNZERAIRERE; “TUUESHRM” hEEMNTUNRHEESIFT. Polyphen_HDIV. Polyphen_HVAR. LRT. Mutation TasterflMutation Assessor, =4Fli%ZE

JOlBEEE; Splice Al Mscore=0.2, FUMZL R oIRERINEIHE, HAPZEMLSERAMEEMSEREFEFEpre-mRNA position; Position: pre-mRNA position (bp) o

1.4 BHIHEF RS

AL , ACMG I aFHEE
(s ERITER (alt/all)
LIS/ RIEFE) LIRERL
Chr20: NM_172107.4:exonlT7: il FoiEE: #5(107[218)
KCNQ2 63407275- €.1988A>G 0.000354054 | IfRERE X 5kFH [MIM:121200] ;:ﬁg 5% FFER(0]243)
63407275 (p.Glu663Gly) 2. R B IR RRTE RFE: HKE(107]236)
[MIM:613720]

1 AD- BREESIERS, AR- BRGKIIAE, PD- MEREEKTIEE, PR- IERGHIGIARS, DD- WEESES, DR- WREIRIEE, Mi- LHEESE, SMo-
FRAIRIRS , SMu- HRAIRESRES, XL-XESHER, XLD-XESHBIERRE, XLR- XEHIIERRE, Y- VEBHRE; al/all: ZTRNNFRES SNFRENLE, MFHEL/ 48/
EATHER, FHREIERES CHA S Tae.

AeFLEEniE R E) LIRRELE. (Myokymia/Seizures, benign neonatal, 1, 121200, AD) [PMID:19153375], &f&a—
MEREAEWRR, AFEERHERRNK/LRAEENAF. KEREBET2IMANBLER. ZTREDNMER
BN, ZEEXENE) FREREEINERL[PMID:25982755], ZIBEOMIMAMREGIE: FMAENIERE RS,
TREE, BIEEEESLRE, 2EBEMERE, MNREMZEEFR, BXMMED, AIseRERMIRR, JLEHRA
BRAEXIENN(11-16%), EERMEEIAE, BWERFEHERERE (FE) , isatEwikE (FEL) , Al
TR, Figtmia, EREHRUBMUBERNEBNABE, HEF2-8KEMAE, ZHoARE (1-618) &R, RE
GRER, BoBETREBEMIIMNES, SREBREARMEZER (269720).

AEMEMERATE (Developmental and epileptic encephalopathy 7,613720, AD) [PMID:22275249], ZfEe—
MERBAREMEERIAGER, HFIER) HALIMAYERA(E, AREAALREEENHERRRFERE,

EEGRAIETELRINFIR, EBRABANZHMERER. RAGAIERERBETRE. BRAEEEE3H4AT NE
2, HREBERENE, EMmENMEARRENATT. ZRETOMIMANREGIE: BRERE, BETERLE,
PEERE, £ EME, BoiE, BREHATRE, FHABRE/SAERS, KRR, AKAOERS, EEMMRE,
EEGEREAING, MEBERZMHERER, ERTH/NEMNSRE, HIKEE (BoEE) , EHERERED
(B EE) , ARTEILRH, BEHE) LY, ERNE8XREZREE, BRAERAZATT, | ERHAEMERE
€, ZMBEIFAS ELEWAIE, RERNERTEREFTTIER, IARE (MTFARSHEE) .

BEZREBIE: 400-829-1629 B MS22090702 8/21
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BLRE Clinvar #iEESHE 1 RIGKREXRAKRR.

Mil: FESEIERE ABRIERERRIERE

gnomAD4_exome_ALL gnomAD4_exome_ZIE gnomAD4_genome_ALL gnomAD4_genome_%IE

c.1988A>G 0.0000187022 0.000354054 0.00000656909 0.000192976

Mi2: FEMEFTNERET

Splice Al
BT REVEL FNE B
SEISERE HFNRERE ZEISRE A =IRE
Score 0.02 0.00 0.01 0.00
c.1988A>G 0.796 5
Position 27 -- 0 -

JE: REVEL>0.7, FUNZERAIREEE; “TUUESHRM” hEENTUNRHEESIFT. Polyphen_HDIV. Polyphen_HVAR. LRT. Mutation TasterflMutation Assessor, =4Fli%ZE

JOlBEEE; Splice Al Mscore=0.2, FUMZE R oIRERINEIHE, HAPSZEMLRERRMEAMSERKEFEFEpre-mRNA position; Position: pre-mRNA position (bp) o

1.5 BRIHEF RS

Oty ¥l ATFEE
T8 BREH S
HE (alt/all)
1L RERZBREN S SR
fEcbIDE!
[MIM:277410]
Chr2: NM_015702.3:exon8: e 1AR | FIEE: &E&(T1]136)
2. BB EES IR- B4 AR 7 M :
MMADHC | 149570065~ ¢.800A>G 0.000151423 | IPRE X KRBA bIDE 2.AR B35 BFA45Y(0]140)
C
149570065 (p.His267Arg) 3.AR RE: ZA(73]155)
[MIM:620952]
3. FERTERAECDIDE
[MIM:620953]

S AD- BMREKRIEAE, AR- BREHKIMAE, PD- MEREHSIAE, PR- NEREAISIAS, DD- WEESMAE, DR - WEERMAE, Mi- SHIEE, SMo-
(KBRS, SMu- REIIRTE, XL-XESHAE, XLD - XEBBHEAE, XLR- XEHIEESE, VL VEHAE; alyal: ZERIOVFRES SMFRENLE, NTFHER/wa/
$ETFHER, FHREE BB S T,

REF _EREMSMEREERMECIDE! (Methylmalonic aciduria and homocystinuria, cblD type, 277410, AR)
[PMID:15292234], Z&EFRE—MEREARIRIESEERR, HISEEHIEREE (AdoCbl) MAHAR (MeCbl) BIKTF
PR, ZIR/EOMIMHRIRELGIE: BRIKED, IRFAR, KBRE, EHABERS, FWAME, WK, Ex4EtERm,
EITHRATIE R, SMERRE, SREERERNE, PFER_BKRE, FERBROE, MESSEEE, B
ERHHEEEA (MUT) BUEMMRK, ESSRAMREE (MTR) JEMMRE, IRE®REL (AdoCbl), REEREER (MeCbl)
PR, ERFBEERRIIFHARE, T8 L H%) L ERLR.

EMEER-EHARERMcbIDE (Homocystinuria-megaloblastic anemia, cblD type, 620952, AR)
[PMID:15292234], ZmE—ThtikE (HL£EBL2) RHEENERGMARREMER. BEETE) LIRS HAENBER
SiRE, GEABRE. HAEHRESZR. NKNIERSEEURFTRE. SERER, REGR IR RER. 2
HAFEFTRE EIEIRIKEW. RMEMTAR. KITRRMENA(E, £HMRTIRFAZRFREMKTEAS. EREHK
. E4rdERAm, FER_MKFEER, MR, HEMZHRET IRERKNENRE, ZHEOMIMAPRRE

BEZREBIE: 400-829-1629 B MS22090702 9/21




B B RES Z i S

#2 \ CIPHER GENE Moo 2 M B 2020-09-03
O [ =]
57 ﬁ}mg & B HE 2025-12-04

5. RIKED, RwsE, RFRE (BH) , KRR, PERRE, EEUHFRE, MKAOER, FIEKE,
SEMERRZ, BSLER, WA E0EE) , REEGFTRES, \WERE, BERHTARLD, 1TARE, BMCV,
EAEERN, MEFREEMEBEAS, FERRIERE, 72 Hm4) LBLRE, WarRNREF.
REF_BEFRAECLIDE (Methylmalonic aciduria, cblD type, 620953, AR) [PMID:18385497], iZHBEOMIMAAYRE!
B3 FE) LAANI, #E)LFREBSEIE, it BERANE, FIEE, FERNHAE, §5K, EEX (2
JUHER) » BiK(22)LER), fvhiRiml (B2)UHRA) , B4BRm:) (22)LER) , BF, SRMlE, RERITERE, FRZ¥H
[URIERE, B)LHAR, RERERGFEER, RHATIRSHFR—LERERERMELIET LBEE,

ZLRE Clinvar #iEESA 2 RIGKREXRAKR.

Mil: FESEEREABBRIERRRIERE

gnomAD4_exome_ALL gnomAD4_exome_ZRIE gnomAD4_genome_ALL gnomAD4_genome_%IE

¢.800A>G 0.00000684246 0.000151423

Mi2: FEMEAFTNGERER

Splice Al
BT REVEL FNE B

B RERE RAFAT R BRRT X R IRTS

Score 0.00 0.00 0.00 0.00
¢.800A>G 0.959 6

Position

JE: REVEL>0.7, FUMZERAIRERE; “TUUESHRM" hEEMNTUNRHEESIFT. Polyphen_HDIV. Polyphen_HVAR. LRT. Mutation TasterflMutation Assessor, =4Flli%ZE

JOlBEEE; Splice Al Mscore=0.2, FUMZE R oIRERINEIHE, HAPZEMLRERAMEEMSEREFEFEpre-mRNA position; Position: pre-mRNA position (bp) o

1.6 BRIHEF TS

FEFELE aFAR
) BREH =
L7k (alt/all)
Chr21: NM_003274.5:exon8: B R BRI KER-84 FIEE: #5(112]210)
TRAPPCIO | 44074457- c.1172A>G 0'0000320521 IR B X SRR BB STER AR B3 FER(0]156)
44074457 (p-Tyr391Cys) [MIM:620027] RFE: H*E(80]152)

i AD- BREERIRE, AR- HREEIMERE, PD- WEMREERIEE, PR- NEREERIEE, DD - WERBIERE, OR- WREIRIERSE, Mi- SHARTE, SMo-
RAEERA, SMu- AT, XL-XEHRE, XLD-GEMBHRE, XIR-EMBMRE, VL - VEHRSE; alyal: ZESONFRES SUFRENLE, NTHER/ME/
$ETFHER, FHREE BB S T,

HEZ R BRSBTS - DIESER (Neurodevelopmental disorder with microcephaly, short stature,
and speech delay, 620027, AR) [PMID:35298461], Z/E—MEREARRMEEER, HIFIIERLEABTRE, 8/
ABECESH, BEHETAESE. HUHIAREEEKRE. PERE. REREMBMRATE. ZFEOMIMBHE
BaE: SMED, REE, NABE(RE-7.46 SD), BEARE, EE, R LR, mELAAXTRE, BHIER, 17
EIEBR (3-4%) , WMPE, BEEEHABMRER, SEFRERRS, MKITRR, BRAE ERESE) , BIREHE,
BFERHE, WEMTH, B)LERR.

BEZREBIE: 400-829-1629 B MS22090702 10/21



" B RES g i 5
%\ CIPHER GENE 5 B H 4 B H# 2020-09-03

Lo BiEERE

& & B  2025-12-04

Mil: FESEEREABBRIERRRIERE

gnomAD4_exome_ALL gnomAD4_exome_ZIE gnomAD4_genome_ALL gnomAD4_genome_%IE

c.1172A>G 0.00000205217 0 - -

Mi2: FEMEAFTNGERER

R REVEL

TN ERK

c.1172A>G 0.606

Splice Al
BZ{FfIRERK AL RERK BHIRRE KA IRT
Score 0.00 0.01 0.00 0.00
Position - 13 - -

A REVEL>0.7, FUllZERAEEE;

“FUNEERE FEIENTUNREESIFT. Polyphen_HDIV. Polyphen_HVAR. LRT. Mutation TasterfMutation Assessor, =43z

JOlBEEE; Splice Al Mscore=0.2, FUMZL R oIRERINEIHE, HAPZEMLSERAMEEMSEREFEFEpre-mRNA position; Position: pre-mRNA position (bp) o

1.7 MR

ERPEZFRACipherBREM D RRR KB ELITER, EIREKSE,

EQ:1r. v 51 Cipherg it sFER
o BRI Bt
e TRITR (alt/all)
Chr4: NM_001148.6:exon38: HER-B-HEXMLRAE/K STiE#E: #%5(108]205)
ANK2 113357087- €.8469G>A 0.0000068409 | IfFKE X KB QTEIHRLR & fE4EY AD B3 #&&(100[221)
113357087 (p.Glu2823=) [MIM:600919]) R3FE: FER(1197)
Chrls: NM_001271.4:exon10: . N FEE: #*&(78|175)
R B MR R4 R
CHD2 92944453- c.1091A>G 0.000292059 | IEFRE X REA [MIM:615369) AD B3 H4(85(183)
92944453 (p.Asn364Ser) ' RE: FER(0217)
Chrs: NM_004519.4:exon10: R SEiEE: #E(105/246)
RMEREMERNE) LIRMR2E
KCNQ3 132141191- ¢.1403A>G 0.000772798 | PR X 5B [MIM:121201]) AD B3E: FA41Y(0[226)
132141191 (p.Asn468Ser) ' R3FE: FE(95[250)
1LBEEARLEIR
[MIM:108720]
2BREFLENE
Chr3 NM_001457.4 25 (MIM:108721] A0 SIEE: E(79]184)
ra: 4Aexonds: 1) LR
- 3.Boomerang X B R RIE 2.AD =
FLNB 58130908- €.4390delG - BB 3.AD 3. FF4EY(0)203)
[MIM:112310)
58130908 (p.Gly1464Alafs*6) 4.AD R RE(82181)
4.LarsenfR&1E 5.AR
[MIM:150250]
5.EEMEHBMEEETE
[MIM:272460]
B P 11/21
BXZREIE: 400-829-1629 RS MS22090702




B RES ¥ 2 5
<%\ CIPHER GENE Y 4 B H# 2020-09-03

w7 BBER BEEH 200512-04

REFEL
i

Cipher% &k
TRITR

BREM

aFsm

(alt/all)

1.Meckel&R&1iE6EY
[MIM:612284])
2.Joubert4R A TE9RY LAR .
Chré: NM_001378615.1:exon23: : FIEE: #&(91)232)
[MIM:612285] 2.AR
CC2D2A 15560607- €.2999A>T 0.000192901 | IPRE M BH B35 BFA8(0)251)
3.COACHEATE2R! 3.AR
15560607 (p-Glu1000Val) 4AR RIFE: HE(94]221)
[MIM:619111] :
4. BERMMMRLIIE
[MIM:619845]
L{BRELEEREN 128
(MIM:615083] N
Chr12: NM_006231.4:exonT: D FILSEATE 1.AD FEE: *E(96/188)
POLE 132677586- CT12A>T 0.000385951 | IfaERE W 5kFH 2.AR B 2+5(95/186)
[MIM:615139]
132677586 (p.lle238Phe) 3.AR R FHER(0/171)
3.IMAGE-IATE
[MIM:618336]
1LERMBHRATARIBMN Y
TR
Chr20: NM_001853.4:exon27: [MIM:600969] 1.AD FIEE: #E(53123)
COL9A3 62835930- €.1378G>A 0.000118174 | IGPRE X EH 2.Stickler&R&EVIE 2.AR B3x: FFAEE(0]145)
62835930 (p.Gly460Ser) [MIM:620022] 3. RFE: #E(74(150)
3.{ 5 Rk R A R)
[MIM:603932])
Chrl4: NM_003049.4:exon4: - FIEE: HE5(114]213)
K= AR R ME25Y
SLCI0AI 69778476- c.800C>T 0.0701585 | EHMBURIE [MIM:619256) AR B3 FER(0]191)
69778476 (p.Ser267Phe) ' RFE: F+E(98]234)
Chrll: NM_015459.5:exon4: FEE: #*E(36]/95)
BB EHRERELIFR
ATL3 63652564- c.415_417del 0.0000103061 | IGFRE X kEH [MIM:615632] AD B #5(34/67)
63652566 (p.val139del) ' RFE: FER(0]100)
1. PR 4R 1 R .
Chr2: NM_005633.4:exon10: FIEE: #+&(82(181)
) . ; [MIM:135300] 1.AD % BHEW(0212)
- . . IfEBR 2 X SEH !
5051 39022742 €.1686G>C 0.000192753 | IERE X KA 0 S A AT 2 AD (o
39022742 (p.Glu562Asp) RFE: HE(121]226)
[MIM:610733]
1.(EEMERRAR )
[MIM:167800]
2{EMRE SET KIRERT
Chr7: NM_000492.4:ex0n22: HTRENT ) LAD | seiFs: 24(107]201)
2.AD
CFTR 117627645- €.3592G>A 0.000192976 | IfGFRE X 5BA [MIM:211400] 3AR 85K RE(95/205)
117627645 (p.Val1198Met) 3BT AAR | T EER(0237)
[MIM:219700]
4 SR MRS E TR0
[MIM:277180]

BXARHEIE

: 400-829-1629

4m=: MS22090702

12/21




KRRt ¥ i2 S
<%\ CIPHER GENE o5 =

L RiEEE

H 4 B H  2020-09-03
& B H  2025-12-04

Rl Cipherggt ATFEE
LSt
{741 LRITER (alt/all)
Chri8: NM_003784.4:exon6: SLEE: #&(147278)
NagashimaZ!E s LR
SERPINB7 | 63798671- ¢.522dup 0.00290023 BRtE [MIM:615598] AR B3 #&&(138]302)
63798671 (p.Val175Cysfs*46) ' RFE: FER(0]308)
Chrl8: NM_173630.4:exon25: INKBERZ- B ARV 2/ R E] FIUEE: #E&(37(97)
RTTN 70127512- €.3373G>A 0.000773395 | IPRE M KRBH FERARIE AR gF: #E3779)
70127512 (p.Ala1125Thr) [MIM:614833] R3E: FER(0|81)
mERERRHERSET2E (& .
Chr2: NM_025243.4:exon3: I RS B S FEE: #E(48|115)
. 72 R rEN VA [ERELEEES)
SLCI9A3 | 227699327- €.388G>A 00000;)65 6 IGER B S REA " ) AR 3% F4EA(0]60)
227699327 (p.vall30Met) R3E: FE(65/114)
[MIM:607483]
1LELENEREEBNREKL
AESEY
Chris: NM_025137.4:exon2: (MIM:602099] 1AR | FEE: &E(56]102)
SPG11 44660436- €.438T>C 0.0003861 |IGFRENKAA 2. BREARIRMEFEEMIIE 2AR B3 BFAR(0]88)
44660436 (p.Asp146=) [MIM:604360] 3.AR RIE: FA(62|127)
3. hR2X B B AN E4EHE
[MIM:616668]
Chrl9: NM_001083961.2:exon1: BRI RA M/ REER2 FEE: F#E(75/154)
WDR62 36055061- c.90C>T 0.000130671 | IGFRE X EA RIS Bl Y AR 3% BFA5(0)207)
36055061 (p.Gly30=) [MIM:604317] R3FE: #E(85[200)
Chr3: Dworschak-Punethat# 2% & FLEE: HE&(41]92)
NM_032242.4:exon28:
PLXNAI 127030083- 0.000176937 | IPRE X KRBH SA1E AR B BFAEE(0)94)
€.5061+19T>C
127030083 [MIM:619955] RFE: F+E(50]122)
Chr7: NM_015135.3:exon17: ; FEE: #E(67|146)
TEREAIEL3E
NUP205 135601413- €.2418G>A 0.0000131422| laPRE X KA [MIM:616893] AR g3 RE(73|167)
135601413 (p.Met806lle) ' RFE: FER(0]163)
Chrs: NM_153485.3:exon26: _ SRS F*E(77|136)
PRI M LB 158
NUP155 37305076- €.3038A>G 0.00038506 | IfGPRE X KRB [MIM:615770] AR B #4(93(167)
37305076 (p.Asn1013Ser) ' RFE: FER(0|179)

BXZEIE: 400-829-1629

4m=: MS22090702
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B B RES Z i S

:'%% ‘ E!E':';R GENE % 3 B 4 HHE  2020-09-03
S FeER BB 20251204
FafEelt Cipher& gk SFHB
FRSTEEE ERER ST
s BRIEE (alt/all)
Chrs: NM_014244.5:exon9: BBk A Ehlers-Danlos&RE FEE: #*&(74/151)
ADAMTS2 | 179153561- c.1445C>T 0.000554491 | PR E X KB 1iE AR B3E: #5(62]143)
179153561 (p.Pro482Leu) [MIM:225410) R3E: FFLER(0]146)

i AD- BRBEKEMER, AR- BREMKRMER, PD- MEREAEEER, PR- INERBARIEIER, DD- WERBMHER, DR- WERRMEE, Mi- &hiEE%, SMo-

FARERE, SMu- RAERERTE, XL-XEPHEME, XLD-XEBRMEE, XLR-XEMRIEERE, YL-VEPER; alt/al: ZBRSNVFRES SNFRENILE WFEFER/ 4G/

FEFNER, THRFEGERKERARRE I

2. ENHTR
FHEMSIRKRREBXNEZENHT S,

3. BHGERATS
Hih ZHiFx TR, HisKEESE,
Hith SISRRAMRXNTR (B

LRE TRELH TRITR

MT-RNRI m.709G>A BRER 99.7% BIRM
MT-RNR1 m.750A>G BRER 100.0% Rt
MT-RNRI m.1438A>G BRER 100.0% R

MT-RNR2 m.2706A>G BRER 99.9% RMRM
MT-ND1 m.3434A>G YRES 99.7% Rt
MT-NDI m.3970C>T BRER 99.7% R
MT-TQ m.4363T>C YRES 99.6% B
MT-ND2 m.4769A>G BRER 100.0% R
MT-ND2 m.4824A>G BRER 99.8% R

MT-ND2 m.4991G>A BRER 99.7% BRMRM
MT-COI m.5913G>A BRER 99.8% R
MT-CO1 m.5978A>G YRES 99.7% R
MT-CO1 m.6392T>C YRES 99.7% R
MT-COI m.7028C>T BRER 99.9% R
MT-ATP6 m.8860A>G BRER 99.8% Rt
MT-ND3 m.10310G>A BRTR 92.9% R
MT-ND3 m.10320G>A BRER 99.7% R

BERERE: 400-829-1629 B2 MS22090702 14/21



B B RES Z i S

&%\ CIPHER GENE w s , o
LS E‘EE B B 4 HHE  2020-09-03
4 Ay & B HE 202512-04

R SIRRREXNES (B8

TRUE TRRR 13 =1x41]]
MT-ND4 m.11065A>G BRER 99.6% IRPRE S REA
MT-ND4 m.11719G>A BRER 100.0% Rt
MT-ND5 m.12621C>T BRER 99.2% PR X B
MT-ND5 m.13299A>G BRER 99.7% IRPRE S REA
MT-ND5 m.13928G>C BRER 99.7% R
MT-ND6 m.14544G>A BRER 99.7% BIRM
MT-CYB m.14766C>T BRER 100.0% Rt
MT-CYB m.14971T>C BRER 99.8% PR X B
MT-CYB m.15326A>G YRES 100.0% R
MT-CYB m.15412T>G YRES 99.6% PR X REA
15/21
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< &=\ CIPHER GENE
*——O

w7 HiBEE

B,

HETFWESERADA S

FREPATIHAESRETWESKNARS, BXEIEL “ENIR” =4, HFREEMPHIERRNRIE, 159
MEIHETES. BREENKES I RRENKLFBRMEREANETIES.

KRRt ¥ i2 S
% W& HHE 2020-09-03

IR& HE 202512-04

*OET

HLA-A

HLA-A*31:01:02

R/ SR

HLA-A*31:01:02

FRtE

AL R BLA

ZRRERZFIARTATE, REFERBFKTRRMA
KL RTRERAR , EABEENIRRER BT mEaER
EFRREBIREL,

Level 1A

HLA-B

HLA-B*15:02:01

HLA-B*15:02:01

FRtE

ZEREESEEAETATE, RETERKFTRRMN

Stevens-JohnsonZR&1E (SJS) FHhHMEREIFTEIR

fE (TEN) MIXPRRTAERIR, HAEEMIGKERBAIEE
EINZREERFSHETS RN TR KRR,

Level 1A

EPHX1

rs1051740

CTHTT

ccC

ZEFRENZOENAYRENTRERS, FTREFER
ERAYTIE, HttEeMiaRE R AT m- RS
BIRIsINTIE,

Level 2B

SCNIA

rs3812718

cc

CcT

ZERENZOE FTERERSNAYFIE, BEtEEN
IRAREZE B AT RER A~ S TR E.

Level 2B

REET

HLA-B

HLA-B*15:02:01

HLA-B*15:02:01

5]

ZENERSZREATATRE, B8 Stevens-Johnson
SB1E (SJS) MINKPLATEERIE, EtEEMIERERD
AIREIMZ M EERREE TS ENTR R XK,

Level 1A

M
el
B

CcYpP2¢c9

rs1057910

ACHICC

BERBENZ0E NGV RSN, mRFERZE
REFERAR, B W sERME, EEEMiERER
WA RER IO E WEZHNIR Mo

Level 1A

HLA-B

HLA-B*15:02:01

HLA-B*15:02:01

5]

ZERERSEZIATE, B8 Stevens-Johnsonza

fE (SJS) MAPEMREIFFEMMAE (TEN) HIXPLETEE

BR, R EMIERER AR mSREFERARER
5 [{2HTR R R XK,

Level 1A

HE=E

UGT1A4

rs2011425

GG

TT

ZERENZRERTNR=RATE, MEHYRED
BEIZIN, BEIHUR=MRIIR ML, AfRRIZERER
W EJ RERZ I R = IR B9 ISI A & o

Level 2B

CYP2C19

*1/*2/*3

*1/*28%*1/*35%*2/*2
B(*2/*38(*3/*3

*1/*1

ZEFMNZOE JREIENAE SHNETERB~YN-E
FESESHRE, XMRMENTRSETRRER
FURLE, B2 AT REIRE , EtEEMIGRER B ATEER

IR ESHMN-ERERE S8,

Level 2A

PRETBIFAER
£E

2FIEX

5]

REMBAXBREXREEAESEENEELR

EHIRE

RSEEXE

ERSPEX

FRtE

KRNI ERRBERSEEXBEEANEEER

EFRERIREMRARIREY [doi: 10.1002/epi4.12225] , EERHIREEREN:

GLUT1 BRZLRATE. REERR SEERZ. RHAS) LRSS 2 B Angelman S&1E. R LBERIEMRE 6 B(Dravet SRE1E) « HEHEESME
MRM A (E(Doose LETE). RABRRMAXMMSSIE. KHRSSE. RRRFSBRZE. ST R IE

BEXZAHIE: 400-829-1629

e MS22090702

16/21




B B RES ¥ i2 S

=T N
&%\ CIPHER GENE w3 = H 4 B H 2020-09-03
L o REER

*:

1. AKEEXREBEFERERE: CPSI. OTC. ASSI. ASL. ARGI. NAGS. SLC25A15. SLC25A13

2. EFIREERER: SLC22A5. ACADM. ACADS. ACADVL. CPTIA. CPT2. PC. SLC25A20

« FREEUSMAYIRMENEMAE, B4, BYAE. ZYTERSEVERRSIREN, ARARESEER. SRRNKIERBNEXHARRIEER
BERBEEN.

4, IREBEMNLEICRATHRBEWES ERNSHIETX) BNFINAERBIRIGKAZESLevel 1A-Level 2BIEEFAR (5|EPharmGKBHIERE) HIEEL

w

= 1AC 1B. 2A. 2BRRIGHREFRIEESFR AR FEE.

A FRER-HMASINEREIRREEHEFRKE (CPIC) SEEFAYIEE (PGx) HFEHAR, REBRFHEFMAMSE (PGRN) K
HithFEDERKEHERSIH

1B REIHERPAER-AYASIERRAERBEXEKYE, BZXEEES M AIIMAFEEEERMBSRNRRIE

2A TR-BYA S NIRRT S PharmGKB EXH 2B SR ENFEEENAYER, BRITEABRENERX

2B BIHERPARER-AYASIERAE —EXKYE, ZXKUANEE, BAREFLEHRREETHITERN, M/SRETERN

BXZEIE: 400-829-1629 B2 MS22090702 17/21




B B RES Z i S

..-%.g \ CIPHER GENE 5 B H 4 B H# 2020-09-03
7 BBERE

& & B  2025-12-04

Bt: Sangeri&iE4tE

i BT SangerfiERAIERNFHRENT, EEZTREVHESAENRIVHENREAEF

42 NM_205861.3:exon7:c.614G>A ZF
BEREY A T 2 T ¢ 6 A T A € G G A (o T T € 3 G G
A T 3 T 4 G A 4 A C G G A 4 T T 5 s ¢ G G A
REH oo : A N #&
““l’ ‘.‘“ /\ /\ / ’/ ‘\\ /\ ‘(‘f ‘.\“)\ A ““ “I\ /\ /\A/\ “j ‘I“
ANWARAS
yT/\\ AR YAVA [\
REFRE ) % TR
AVAVAVAVAVAYAYAAY . FNAVAVAVAVAVAVAVA!
A [ 4 4 T G A T A [ G G A o2 » ¢ F C : § G G
4 & s"‘ \:\ s"/ \\‘.
. . P 18/21
BXZHIE: 400-829-1629 485 . MS22090702




H B RES 2 5
M 5 B H 4 B H  2020-09-03
& B H  2025-12-04

#2 \ CIPHER GENE
7 BiBERE

7 BERE RSN F SRR E ST

ZEEA EHESRE (X)

REH 194.9 99.91% 99.74% 99.55%
REHEE 194.5 99.81% 99.56% 99.41%
REFEFE 201.18 99.92% 99.77% 99.61%

BIrEEA BisEEKE (bp) ATF 1000X B=EE FINEFRE

REH 37 16569 100.00% 16280.44
REBEE 37 16569 100.00% 16886.54
REBRE 37 16569 100.00% 10858.86

N
t. BFEZF
1. EYEEIMSERHERIE
MEHIE THEFEIHFA. fastgXIEX S, BEREMEEFISRENEIE. BEERALL I IREIE LR

#ES5GRCH38 (aéi#u{thc_012920.1%%r$§u) SERRAABHTILR, BFbamXtf, EFbamXFi#iTHE
FAT RN, REHNERUSKHFITIRE. ERZIFERE HUGO EEAE##EZ (http://www.genenames.org),
}Ie”‘ﬁﬁsuﬁﬂﬁﬁnpﬁ (ZHEB/KTE. SEBKT) SBHGVSHN (http://varnomen.hgvs.org/) o

BEZREBIE: 400-829-1629 B MS22090702 19/21



B B RES ¥ i2 S

CIPHER GENE 3 B 4 B # 2020-09-03
D
HZEER B& B 20251204

2. ACMGEIFZERDEANESIER

Bum iR

3k

FEE

PVS1l: ZEBRNEXER/MBBLER/EZHTETRRNEMEMETEMUR, KRR NTIEERSK (Loss of function,LOF) &, H
FIENEREATEYEEXNERE, BFMITFRE—MREBIMNE FHERE - HZINEFRG50bp, FUNETEERELRX T
SHIMRNARERR, MM#nZERREERRRIIEE.

58

PS1: 5aiEMEABIRE/RMBHRTEESEERNSERNT.

PS2: ARMMZBFNHELER (TR BEERIFARFERGIE) HEBFRQVRARZERRE, HEREEER
R/EE, EREREEMPIRENTLAER (FHRRSEERNEARFETRE L) o

PS3: (A, (ASMHRESSL ERHSSHERNREIRNER.

PS4: ZRHUIMERRAGPINE EESTHRBGRZEREXRTRES Z FIEMIERERNEE,

R

PM1: (I FARREXE, M/RUTFEMNLRETRHXEEEE,

PM3: 7ERRMEEFET, EIZERNRIUE LONIBUHRE/RUNBURIE/ IRRE X RBESR,

PM4: FEEXEMIBN/REATL L FEFRASENEARKEL K,

PM5: SEXRESHIERTN, ER—IR, SESEII—MEERNERELMIAREIRE/ SMBRT.

PM6: ZRIMEZESAMERLER, RERERFEEMFRRWIE (FHFRXSETERSEARFERSIME) SRR ARZ
LRKR, REFREERFE/GE, ZEREXBPRENHTLER, RERRFAFFENFXRARIE(FHFRSEERRIGARE
3R

ZHFIER

PM2_Supporting: ZZSEgnomAD ABHEIEE R R K ESRRRRE LB R
PPl: RESHEFRERRFTHN B,

PP2: ZERME N T RBURAIREMES.

PP3: ZRLEZMNRHRTZERAEES.

PP4: ZHEBEFIERSERXBKERSEERT.

BT RSB SIRAENN

Bumit

()1 IEER (PVS1) # (a) =1 438 (PS1~PS4) = (b) =2 4% (PM1~PM6) = (c)1 MHZ (PM1~PM6) 1 1 %

¥ (PP1~PP4) T (d) =2 1"z (PP1~PP4)

(i) =2 438 (PS1~PS4) T

(iii) 1 458 (PS1~PS4) # (a) =3 HZE (PM1~PM6) T (b)2 ~HE (PM1~PM6) #1 =2 z#F (PP1~PP4) | (c)1 A
% (PM1~PM6) 1 =>4 1%#F (PP1~PP4)

(i) 1 NE=sg (PvS1) 1 1 % (PM1~PM6) =X

(i) 1 15& (PS1~PS4) #1 1~2 & (PM1~PM6) 3§
(iii) 1 158 (PS1~PS4) #1 =2 1%#F (PP1~PP4) =X
(iv) =3 P (PM1~PM6) =%

(v) 2 ™% (PM1~PM6) Ml =2 M&#F (PP1~PP4)
(vi) 1 % (PM1~PM6) #1 >4 N%#F (PP1~PP4) T
(vii) 1MEEER (PVS1) M1 (PP1~PP4)

3= EE

(ORST M a1
(i) REMBRITEREFE
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I\, RSB
1. XADIIEFHBRESBENFZA, QNG EERTRNRTBRNERINE F KM ¢R55 X 15/(£920bp)
RUBRREZ R, A EREEANRKE R (200pLAA), AIMRHEECERNENRER (B3 MELHNINETF)
HITHRTR, EXNENRESMBDSRERLENER, FE—ERENRRBMEHERAENE, BIHRERTH
5k RESERXIIENHTRHAITMLPA. qPCR. CNV-Seq. ERATH. EMERKERERIE,

2. WENGERERTRNRHRABSKENER(AEKICREANS FENER). ERANKHREHER
(WL, H. EHF). RELLFANREERUNREMNEELERSF, HTHPEEEFERFFYIHCCERE &K
B, XEXEERQNNTRRESNLES, RHENER.

3. FHNERNRS ENFFRERTSROERKRERBFTHE 2N, BEIHEIERRERS S ERRNEROIN,
ER AR IR UK BRI R ERAIAIRKT, MIRGHEBHERZLERKRRENFERRRBRERAUR
(BPRAMER) , hHARETEHBFZREFEEMBEE RN,

4. D ESERHETREERNEYE, BTROENHENIZEH, (MESE, FMEARKIZEHER,
5 ARG RAMEFENEENT. FERETERTL2REHIMERIPARRER.

6. ZAHMWEREN LREROKREMBEN, WREEZRR), FIHESHIEKR.

B
N

Ko 3 & s | f\hg

X1 418

BERERIE: 400-829-1629 e MS22090702 21/21



TSRS S FAEEITHAS

HRER
AR ER T ER L X SR 1R B8 = B 88 5L RL H (1R 4E) 1R
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	本部分列示致病证据不充分、遗传方式不符或临床表型相符度不高的变异，供临床参考。

