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ADDENDUM RESULT

712 B MUTYH |S2210ilM Pathogenic Variant (PV)2} Variant of Uncertain Significance (VUS) 7t 4| &LICE

Predicted
AA change

MUTYH C.468G>A p.Trp156Ter Het MCA AR PV

Gene DNA change Zygosity OMIM Disease Inherit Class

MUTYH ¢.1361A>C p.GInd454Pro Het MCA AR VuUS

Reference sequence: NM_001128425.2(MUTYH)
Disease: MCA, Multiple colorectal adenoma
Abbreviation: AR, Autosomal recessive; Het, Heterozygous; PV, Pathogenic Variant; VUS, Variant of Uncertain Significance

0x
T E
-
<
oM T
o
—':‘— r|'L|
Ky
oo
= ol
B rlo
I pg
ez
o 2
ﬁ —_
-
o %
0
e ©
o g
X =
o
A=
mo
rir
s
- <
o 5
B2
a4
e
ox
0
11—
M o
oM oz
mo =
N H
Rl ]
rnr o
et Ho
Rl

1o
X
=2
Rl
<
(=
_|
_<
T
i
r
i
o
ol
o
=
]
m
:Q
iul
<
(e
_|
<
T
i
r
i
L
ol
Mo
)
0z
oo
uk
0=
Jtok
T
mjo
N
[e¢]

7

Hr 19
°
=1
i
o
n
>
2
rir
ot
>

C
=3

L

N
Jp
0x

ro of

iy
T
ol
N
M
b
=
O
1]
(L]
olA
=l

Lt oo
= oM oz

ro JS’F ik

|0

65
ofy
ol

+
N

10
inl

[
0x

=
O
0x
ol
oht

lo n
02
0x @
mjo
HL
°
=

0x
Tooon

[
T ry

30
40
Sl
=2
_>|__
o
B
o
ani
4o ME
z
Ot
|
rir
T
[
N
0
Ral
ra
r
i}

Hu
El
1
oy
0z
rx
40 O
o= 0
oin
10
oA O
=l
o
O
0Q
ne
0z
lo
o
o
H1
N
oA
N
Of
il
rir
HL
k1
N
(]
0
-
H
rie
4 o

N

bl

=)

>

Hu

H

rir

AL

_|"|_
o
HU

e o 19

MUTYH ZtE ZES0IM g H8E HAl0 O

| SRS sto|Sarele gUR|EH ChE
20MISE AIXFSIOl 139 4ol hYLIAIZS Bnste 7HO|S2telS0| MAIE D YLt

B |

ot
N
=
>
oY
1o
ﬁ
™
(2]
9
m
rir
o
=
=2
>
1
Ok
2
O
L
=]
n
flm|
02
=
>
oY
njo
>
0%
Ot
H
(Oa]
3
3
mj
Pt
=
St Ho

S

. RILHAI B2 35M[0 A|ZSHO] Spigelman & ==0i 2t

&

832 25 ML A2 AN AUC

2 = HOIR|Z MEE HASD, 1omm AIehe HOHE MEL Cf
C

b o
mjo
Loom =
Of
2
I
>
oX
11l
=

£ UHSIESE ot Qo Ol= 23p7[3te|0 M= ofetE
2

ot
i
Il
o= o on

of
i
1L
ol
1=
£
>
Of
=
[l
N

U050 UG HELHAIZS 1E0MTE AR>S 2|LHA|

oY
ro 4
(V2]
O.
(@)
o}
3
Q
o]
oz
>
=2
fif]
>
0%
gl-
pa
mjo
H
[
Ot
[
0
_ITl_

0x
0=
0z op

O il
[0 [u

>
o
o
ne
0=
ot
N
ikl
rd
=2
=2
0%
ikl
=
0z
nz
n
>
njo
ne
rir
N M
o
N

Rl
2
P
O
N
<
iy
N
Ho
=2
=
o
0=
O
10
i
L
N
=
>
o
sl
0%
]
Jo
1A
qm o
0x
mjo
k1
i
Of
i
1
>
>



( ) CHS LAY LA | H et

7|1& d#Eett o9 10mm 0|4 MF, n15& O

ook

= OAHB = Ao =y Eo A
g ME 240 ¥E 9 3t 52 =

- 4 RHO7| W2l il HE0| AL 850
7b MTEOE MR ¥ BAOIME NEE & 97| HR2o| YA oNo| I FAsCtn
o 4 QICh TEHE O|BOls @ WS flotol HIIMEl UAIZ FHHAF BAMOID YUY
7100 O CHEEMES Algets 20| Tasic

3 4 2R 4S9 (maoltf nojorE asty|Ua

Key Words: MUTYH; colon polyposis; MYTYH associated polyposis

Hugs

—_

Syngal S, Brand BE, Church JM, et al. ACG clinical guideline: Genetic testing and management

of hereditary gastrointestinal cancer syndromes. Am J Gastroenterol 2015;110:223-262.

2. Colas C, Bonadona V, Baert-Desurmont S, et al. MUTYH-associated polypsis: Review and
update of the French recommendations established in 2012 udner the auspices of the
National Cancer Institute (INCa). Eur J Med Genet 2020;63:104078.

3. Aelvoet AS, Buttitta F, Ricciardiello L, Dekker E. Management of familial adenomatous
polypsis and MUTYH-associated polyposis; new in sights. Best Pract Res Clin Gastroenterol
2022;58-59. 101793.

4, Kantor M, Sobrado J, Patel S, et al. Hereditary colorectal turmos: a literature review on
MUTYH-associated polypsis. Gastroenterol Res Pract 2017;8693182.

5. Van Leerdam ME, Roos VH, van Hooft JE, et al. Endscopic management of polypsis
syndromes: European society of gastrointestinal endoscopy (ESGE) guideline. Endoscopy
2019;51(9):877-95.

6. Monahan KJ, Bradshaw N, Dolwani S, et al. Guidelines for the management of hereditary

colorectal cancer from the British society of gastroenterology (BSG)/Association of

Coloproctology of Great Britain and Ireland (ACPGBI)/United Kingdom cancer genetics

group (UKCGG). Gut 2020;69(3):963-982.e2.



