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R H i AR R (SR TERG R AR oo
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B LU BEAR DNA §5 5% % 58 45 F :D13S305, D18S978. D21S11 %5 (R S2br i il 41 28 58 4047 45 1
STR Ak 73 W # R To BEA DNA J5 %

T3 SR R S SR IR )L NFS. Omme ZEIAA NXUN A 25 i, S 130em, HSCKR G 160cm, 22

HREE S5 155em, AX3E 165cm, 4Gl 110cm, 2635 173cm, FIMNHAHYY 160cm.

K6 2 5 .
FEARGw SR EH WA S5 IEE R A iRl ESE S
920039401 | soiokotork R RGN 1) 5 1 A 2 TRk 2 1 52k IR B A 500 A2 5
920039402 | stk B AN 3 5 15 PR 2% 59 AH 5 1 32 IR BR B B0 22 57
920039403 | sekskokskien — T RE VAT « RAFIHEDR (N\M002880) c. 788T>A (p. V263D) Z&& [hn
EALRERIE]
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L AR YA 45 SR P 30 b R WIS T B IR BB O T ORIESE R HOIRIEEAT, AT N
I A A5 L AE R T 5

2. RAFI FERZZ 575 (1) 3k AL LR INN 2 (2) Leopard Z8 & 1iE 2 74, (3) Noonan £EAiE 5 B (OMIM
1D:615916/611554/611553) #5<, 5 AD Bif%. (1) IGAREIL I EON /L0 70 Ak, I it
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it
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1) RAF1:NM_002880. 3:exon7:c. 788T>A:p. V263D A5 5. SEUSUR (PS2+PM1+PM2+PP3)

SREUR PSS PS2: 2 S N K REEA P XK IE 3T KL 5

HEEHUR LIRS PML: 278 5 R AR TR B T R [PMID : 294935817 ;

SRR PR UENE PM2: 238 AR NSO R Tl i (ExAC) « 2785 ANBET AJE K141 (10006) A1\ FFFE
K120 S AR AR A 2 (gnomAD) Hri& A K I

SCREBURTETESE PP3: 48 REVEL S50 HgbAT R IETN, 255 Bmizh st b0~ HATETE
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PRRHE S5 AR ZBIRBAAFTRE . AT
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syndrome 5 (SEIZE&E 5 1) (OMIM:611553, Schulz et al., 2012). Noonan syndrome 5 (%%pg

LRAE 5 M) EERPUDN: Pk E . . M. BRI, WILBCR. TaETR. BRERERE. I
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P H e . PRNGR. LI TR, MERE. BOMR. EMAFEIR%. FKEE. FHEkE
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6. A K4 25 (K VS A = OS5 MR LR A AR K ClinGen K48 PEH2 /R BLAT “ 30 1IE 47
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fetal) i3, RAIGILER (SABOLRGILLE) ARSI RG] (prenatal diagnosis) IFEH;
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(FERMEMER)
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AT R B E 7 1T ES dREVEE, FrABE A A RIE: 1. ClinGen AN 3k [A] -5 AR S IE 8 56
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100690
100720
100730
102545
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106150
106165
107323
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108370
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114190
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120130
120140
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= 355p
CHRNA1
CHRND
CHRNG
ACTG2
ACTA1
AGT
AGTRI1
ALDH7ALI
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TFAP2A
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ATP6VI1E]
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CALCRL
CENPE
COL7A1
COL4A1
COL2A1

COL1A1

OMIM %K 5
600709
600722
600725
600829
600838
600856
600857
600890
600900
600922
600993
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601015
601019
601150
601215
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601309

601313

=355
IARS1
PPT1
SHH
INPPL1
FOXNI
CDKNI1C
SDHA
HADHA
SGCB
MYLK
SMAD4
GSS
NPC2
SLC6A9
DDX11
ATR
MUSK
PTCH1

PKDI1

OMIM %K 5
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607261
607379
607423
607439
607440
607465
607542
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607623
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PTFI1A
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POMTI
POMT2
FKTN
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KCNQI
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ITGA2B
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FRASI
GBEI
ETFA
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OMIM EH 5
120160
120280
120436
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126340
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133530
134797
134934
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138250
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147556
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K%
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MLH1
GJB2
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ERCC2
DNMT1
SLC26A3
ETFB
ERCCS
FBN1
FGFR3
FGFR1
FLT4
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ALDHI18A1
HBAI1
HBB
HBGI1
HBG2
MNX1
IGFIR
IGF1
IGF2
ITGA6

ITGB4
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601411
601428
601570
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601620
601623
601656
601719
601728
601735
601758
601785
601860
601897
601902
601920
602021
602023
602054
602063
602115
602136
602149
602346
602410
602421
602486
602490

602536

K%
SGCD
RNU4ATAC
WNT7A
EZH2
TBXS
UBE3A
GATA6
TBX4
PTEN
SMARCDI1
PEX12
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HSD17B4
ZNF148
ORC1
JAGI
PPPIRI2A
CLCNKB
TBX1
TALDO1
FGF10
PEX1
PITX1
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BRPF1
CFTR
POP1
NRIP1
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608148
608160
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608272
608303
608307
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608441
608603
608626
608667
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608892
608945
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609353
609367
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NEU1
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KIFBP
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164761
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164870
164874
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167420
170993
171760
172400
172480
173110
173335
173350
173470

174763

K%
IFNG
INSR
IDH1
LAMB2
LMNA
LIFR
PLODI1
RMRP
KMT2A
MYH7
MYH9
NEB
BRAF
RET
CSFIR
NRAS
ERBB2
FOXGI
GLI3
PRRX1
PEX2
ALPL
GPI
PSPH
POUI1F1
ENPP1
PLG
ITGB3
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602775
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602860
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602937
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603287
603297
603371
603381
603464
603474
603590
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603647
603707
603711
603714

603722
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TGIF1
NBN
SDHD
NDUFS4
NPHS1
GNPAT
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SHOC2
DHCR7
BUBIB
GDF1
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AGPS
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PIK3R2
PNPLAG6
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DYNC2H1
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FLNB
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RPS19
LARGEI1
PLA2G6
BCSIL
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CYP7BI
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T/GDPMAA 0003-2020

OMIM EH 5
609412
609413
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609797
609855
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ERCC6
NDE1
ACADVL
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RIT1
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CRB2
PKDILI
BICD2
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CEP55
PRMT7
OSGEP
KIAA0586
B3GLCT
RNASEH2B
P3H1
RTTN
GLYCTK
HYLSI
STRA6
SLC35D1
FLVCR2
PSATI
RPGRIPIL

FAM20C
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176876
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179820
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182282
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TTR
PBX1
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FGFR2
REN
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SURF1
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TSC2
TP53
XRCC4
ETFDH
PCCA
PCCB
GLDC
AMT
INVS
IDUA
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FLNA
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604501
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604831
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605031
605073
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K 4
SGPL1
RECQL4
MPDZ
CHST3
SLC25A15
RAB27A
ITGAS
KCNQIOT!
AGXT
SLC17A5
ZNHIT3
TRIP4
TRIP11
FBLN5
NEK]1
TCIRG1
GRIP1
BLM
TBXI18
TBX19
NPHS2
EVC
MKKS
SPINKS
ADAMTS3
PLK4
TRIM37
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612013
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612316
612325
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613363
613441
613468
613497
613524
613629
613665
613742
613815
613846
613899

613915

K%
CCDC88C
KIF7
KIF14
GLB1
GUSB
KIAA1109
CSPP1
CC2D2A
ADGRG6
ATAD3A
ICK

PAH
NDUFAF5
CCBE1
TAT
CTSA
CANTI
WDR34
TCN2
ASAHI1
LIPA
SDCCAGS
PIEZO2
ACKRI1
G6PC
CYP21A2
TCTN2
FANCC

ZBTB42
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300126
300160
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300170
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300197
300205
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300275
300292
300294
300371
300377
300392
300394
300401
300403
300415
300451
300461
300481
300485
300502

300535

K%
GPC3
USP9X
RBM10
DCX
DKC1
DDX3X
AIFM1
OFD1
MED12
ATP6AP1
EBP
IKBKG
ZIC3
NSDHL
FOXP3
MBTPS2
ABCDI1
DMD
WAS
TAZ
PLP1
NDUFB11
MTMI1
EDA
OTC
CYBB
BCOR
PDHAL1

OCRL

OMIM EH 5
605270
605283
605284
605313
605427
605481
605490
605497
605522
605593
605610
605622
605802
605880
605881
605925
605981
605984
606034
606045
606097
606144
606374
606418
606463
606480
606521
606596

606681

K%
SGSH
MAGEL2
TSC1
RBMSA
TRPV4
ASPM
LONP1
CRTAP
LMBRI1
SF3B4
PNKP
PCDH12
ZEB2
KAT6B
SLC35Cl1
PCNT
UBRI1
EED
RNASEH2A
IFT122
PIGN
RAB23
B3GAT3
DHCR24
GBA
ZMPSTE24
SLC25A19
FKRP

NSD1
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OMIM #HE FHE4Z

614010

614068

614123

614140

614184

614215

614218

614258

614295

614423

614571

614631

614757

614783

614949

614982

615247

615291

615292

615316

615322

615340

615462

615521

615587

615759

615787

615944

615951

IMPAD1

IFT43

TMCOL1

SPECCIL

DIS3L2

ASCC1

WDRS&1

POLR3A

BICC1

TMEM237

C50RF42

CRPPA

IFITM5

POCIA

TMEM231

SMCHD1

POMK

B3GALT6

FAMI11A

IBAS7

NRROS

KLHLA40

WDR60

STAC3

NUP188

KIDINS220

NADK2

C2CD3

ZSWIM6
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300658
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300823
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300841
300897
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313700
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APIS2
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GATA1
HPRT1
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AR
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SMARCA2
LBR
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OMIM EH5
606692
606702
606718
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606847
606879
606938
606941
606979
607008
600259
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600414
600463
600509
600098
600185
600236
607117
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TRAF7
PKHDI1
SLC26A2
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TCOF1
PHGDH
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ALG9
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PMS2
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ALDHI1A3
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RRAS2
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CENPF
MCPH1

SEC24D

OMIM EH5
616112
616144
616146
616215
616254
616365
616615
617083
617094
617371
617608
618227
618570
600529
600548
600650
600667
600678
607035
607093

141850

K%
LMOD3
WDR?73
TGDS
CREB3L1
CLPB
SCYL2
CSGALNACT!I
DYNC2LI1
IFT52
ZNF462
ALPK3
LRRC56
TRIM71
AUH
HSPA9
CPT2
FZD2
MSH6
SUFU
MTHFR

HBA2
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