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c. 14C>A: Likely
MSH2 NM_000251:exonl Het - .
chr2,47630344.p.P5Q pathogenic
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L. A AR R ) 2 2 3 (] PR 2% 153 A% 57 AR (R 2 7 228t (American College of Medical Genetics
and Genomics , ACMG) #H K #8 B . #7487 fp 4 Z I HGVS & W19 # I 25
(http://www. hgvs. org/mutnomen/) o

2. ZHIERR 7% HOMD Hdfs FEARGE I A, 457 HGMD R4RIE W 2% Ensembl HE7F 1) 5
A FA

3. Ytk B A b ITshRIn, AT AT NCBT B PRI SOk, HRIE B0 (1 A8 7 45 ;
HAREKSHE RN T, S5 CE BN S CRE

4. F A 0 Hom Ronglisy (RAF) ;. Het RonAetr (B42) ;Hem RoRFH1 (RA) .

5. 45 A - gnomAD Hi4fs 2 A AR oG Tk SNP SR A5 B

6. A5 527 : Pathogenic F s CLEISUR 242, Likely pathogenic F R EEAEUR 5848, VUS £
IR S AR B RAE,  Likely benign FR/R58 L R 5874%, Benign 3o R ERAE .,

7. OMIM:Online Mendelian Inheritance in Man 7E £ NS F /R i84L, Fra gt oe T N3t
DRI FH 8 A% 25 L R A 1
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3.1 ERFEANH

GLA HEFRIE S Fabry #iMHK, #HiEHN X JEMAEREE. CTNS EFHES
Nephropathic Cystinosis #H5¢, #RiEN 17 54tk B Qe iRBatt gtk . ERFEAREAR IR
Ao, DL ERANEEFE AN R X, R H AR AR

MSH2 ;& DNA LB EIEE (MMR) I)—fh, R T 2 S0k, 257 RE
BESERNREEYE, FRE5EARRE RS 5SS a . &f
WHFCRIE, ZFEDR I 78 5 A IR R G R A PR o

ZFEATE MSH2 A T XU I — Kb A 558748 : ¢, 14C>A (HImsmE> RIS , S
B pP5Q (HEES>HREABN « ST HulH AL EHE SR R G R, L5
H AR AR SOR AR 5, 1 45 A IR AT LI .
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32 HWNA

Fabry J% (Fabry disease)fil Nephropathic Cystinosis #fJ& T I& B s, Al fEg| s
JINER 2 20 B B S PR S AERE IR . LR, Falory 55 A BRI IE A S R MERE RS B IR AR U
W, BEPEETRETEAERINE, LHRE T RIEMEBTCER.

WA PR Z2 4 e 1) 55 PR B AR MSH2 JE PRI R AR, ot MSH2 SR AR 7E DNA 185
B A I P2 B AR A AR WA PR RGN Pl B 2 O BB EH . 59— 7, BT MSH2 Jigl
R AZEAE (Lynch Syndrome)  [FAEBEAS T B0MA IR 2R Goie e 1 K AL R T 51
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ZORK ER A MRIE A R T R A M

3 FHTEEE RN I H 18 AR T 4R BUR IR A, DI B ARZ . i 5000 i 2 A P AN
B JE 1 DL R RERG TN B AR TR IR R BR A, AR UAGE I (S AR SEASIN S Rl P PR AR S A DL o FEASHT
RE 2 D BT S0 A0 24 222 S 55 Do DA 3 SETC I AR UG TN 25 SR R ALYt e e S PR i (B, T k45
2 .

4y ZALTT O T LW FUR PR AR, X A (58 i DA BN IR . &
ARNE SRR E SIS JE FIE L. SRRt i QAT 7 SR 55, BITC#A 7R
I3 FHE AL ABCA) o

5y WIERNSERATHE S, ARSI RS 7D TAEH N SBATR, BHEaE!

5.2 APTTERIRFRER B

ARTTIECAZAG M P s A ZH SRR (1 BE A1 28 DNA DAS A4 R, 27 Se 476 DNA
FTWT I &S, ARG T8I 5 AR R g s DX R I 3 BT D) IX (1) DNA HEATHl 3R AN & 45,
HeJe A P vend = I -7 & AT RAR R

ARTTIETE T 559878 Je 20bp LA FIBRRATAN A (B NRAE) DL AN 7RI 4G
BUGRAATIN, ANIE T A4 A VI RR R Bobs DR 57 | Zhads TRAR I 53 0 i A SRR R B AR
PRI, HANIE TR R SR 5 (Bl Bk . Bl SR ERD KBk
BRNRAL N FRAEND BT HEFEFTX LIREN G TR 4, 0Tk
DR A7 15 e B ST AR ST 2% B X 3Bl B R R, DASSURHIN A e 58 4 7 7 AT AR 7 X, (HLSV A 25
FERTIL 95%LL L

4 | Mk JAATMN TN KE J 1838 S RITEERNK A MRS T ZiE: 400-100-8786



(. g

NI
Alld

J N AR PR 2 AR B O

75 B

1. —ARBUFPBESS R AR AR S

F AN R OREE R
Sk E Rk HH
MSH2 | c.14C>A: (chr2: 47630344) | AIC 245978 K RAF KRR
55mExR Sanger U Frig &
%
e G G T G C A G C C G A A G
S G 6 T G C A G C C G A A G
1A o G G T G C A G T ©C G A A G

5 | Huhik: TR HIRIEAL 1838 SR UT BERLR A Ar Rl pk TRk IRFLE: 400-100-8786




Ok -

- TTT]

Al

J N AR PR 2 AR B O

2. FTREUR. WREBURE BIIR (EERRHER)

(VE: AFFRAL Pathogenic F/RBUKZEAE. Likely Pathogenic /R Al AESUR A . VUS

TR E R RAE )

AR

LEEREAT R RAERY | b/
ot LA RAFHAY
B NEREG A Likely
_ c9 c.G506A p.S169N K*E B SRR
P pathogenic
S RAYEPR % Likely \
CDC5L ¢.G1549C p.D517H e R
5B R pathogenic
B NE R Likely
_ DMP1 c.G1232C p.S411T EE | LR
AR pathogenic
VRN =g T Likely
} FAM20C | c.G385T p.V129F | HOUCRE
REAR pathogenic
Likely .
B R AR togeni GNAS c.G259A p.E87TK ey B SCRAR
pathogenic
Likely .
IR AL IFT140 c.C66G p.S22R e NG 2
pathogenic
3MC Zie Likely \
MASP1 c.G1964A p.R655K RE B R
fiE pathogenic
Likely
SR AR TIPIN c.A387C p.L129F St G
pathogenic
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