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*metoT pasamep B 280 HT, UMEIOT,
yHacnegoBaHHble oT /SL PHK pol
NPOMOTOP, HO HE UMEET TepMUHATOPa
(TTTT).

*HoBble Alu anemeHTbl NOABNATCA B
reHoMe NPMMEpPHO B OAHOM Cryvae Ha
20 poxaeHun.

*13 kaxkabix 100 BbIABNEHHbIX HOBbIX
Cny4YaeB reHeTU4Yecknx 3aboneBaHnn
Kak MMHMMYM OHO BbI3BaHO
BCTpamBaHnem Alu anemeHTa.

*He meHee 20 u3 kaxabix 100
BbISIBIEHHbIX CNy4YaeB reHEeTUYECKNX
3aboneBaHum BbI3BaHO
HEeromMosiorM4Hom pekombumHaumen no
Alu nosTopam.

*Alu Tak ke akTUBHbI B COMaTUYECKNX
knetkax, npumepHo 1 13 1000
pakoBbIX 3aboneBaHnn BbI3BaHO
BCTpanBaHMEM UNU COMaTUYECKOM
pekoMbuHaumen no Alu anemeHTy.

B KkrneTtkax B KaXXablh MOMEHT BPEMEHN
npucytcTByeT npumepHo 100 konui

Alu PHK.
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Bo3pacTHas knaccudukaums, npuHaTasa Ha /7-1n Bcecoro3Hon KoHdepeHLmn no
npobnemam Bo3pacTHoM Mmopdonornmn, dusnonornn n buoxmmmm (1965r.)

. Bospacr (;1eT)
Bo3pacTHoi nepuosj

3peunbii 1 21-35 22-35
3peblii 2 36-55 36-60
[Hoxunoi 56-74 61-74
Crapueckuii 75-89
Jlonroxxurenu 90 sieT u crapiie

YncneHHOCTb BbIODOPKU C Y4ETOM reHAEPHbIX U BO3PACTHbBIX XapakTePUCTUK

oS

3penbii 1
3penbii 2 306 126 432
[Toxunon 105 247 352
Crapueckuit 271 404 675
JloJroxxurenn 34 183 217

Bcee 923 1042 1965



Alu - djieMeHT

XpomocomMHas
JIOKAJIM3 AU

DyHKIMA

YbSAC702

YbSNBC516

Yb8NBC597

PKHDILI

CDH4

SEMAG6A

8q23.2

20q13.33

5q23.1

Knerounsiit penenrop,
y4acTBYE€T B HUMMYHHOM
OTBETE.

Kanbuui-3aBucuMBbIN
[JIMKOMIPOTEUH KJIIETOYHOMN
aJIre3UM.

TpancmemOpaHHbIN OETIOK,
y4aCTBYET B MEKKJIECTOUHOM
CUTHAJIMHTE.



PKHDILI

Knowledge

Name

Source

Evidence

Confidence

Extracellular space
Cytosol

Membrane

Integral to membrane

UniProtKB
UniProtKB
UniProtKB
UniProtKB

NAS
TAS
CURATED
NAS

* ok kk ok
ok kk ok
Ak kk
*kkkk

INNokanusaumua npoaykta reHa PKHD1L1 B kneTtke

http://compartments.jensenlab.org/

[1nnHa reHa cocTaBnsaeT
168 kb, copepxunt 78
9K30HOB. [eH KoanpyT
6enok pnbpoumncTmH - L
(466 kDa). MpoaykT
reHa umeet
peuenTopHY QYHKLMUIO,
y4yacTtByeT B UMMYHHOM
oTBeTe.



YbSAC702 [dbRIP ID: 1000725, untpon 65 rena PKHDI1L1]

PACHIPEJIEJTEHUE YACTOT AJUIEJIEM U TEHOTUIIOB
ALU-IN/DEL-ITIOJIMMOP®HOTI'O JIOKYCA I'EHA PKHDI1L1

AorroxuTeny 29,74 ::;'D
Crapueckui 27,68 R
Moxwnol 19,76
3perbiit 2 22,17
Spenti 1 20
M
[onroxuTenu 54.62 D
CTapueckun 53,71
Moxunor 49,85
3penbiit 2 49,53

3penbin 1 52 .41 47 .59



YbSAC702 [dbRIP ID: 1000725, untpon 65 rena PKHDI1L1]

AHAJIN3 BBI’KHUBAEMOCTH B I'PYIIIIE KEHHIUH

HE nocturnu 100 nert 66.67 26 67 67
|/

P=0.006 =*|/*D

*D*D
NocTturnn 100 nert 27.42

!

2\

P=0.004

N/

‘D




YbS8AC702 [dbRIP ID: 1000725, uatpon 65 rena PKHDIL1]

PACIHIPEJIEJIEHUE YACTOT AJUIEJIEM U TEHOTHUIIOB
NMHCEPIMOHHO-AEJEIITUOHHOI'O ITOJINMMOP®U3MA I'EHA PKHD1L1
O PE3VJIBTATAM AHAJIM3A JEPEBA PEIIIEHUI

Node 2
Category % n
CH] 23,37 154
= DD 2564 169
H D 50,99 336
Total (44,14) 659 [—

L BO3p
P-walue=0,0019, Chi-square=20,8977, df=6

EO3p

Node 8
Category % n
.|| 13,24 ]
%= po 2794 19
u D 58,82 40
Total (4.55) 68
Node 7
Category % n
m || 2444 44
S8y np 3380 61
u|D HET TS
Total (12,06) 180
Node 6
Category % n
CH 2476 26
~®47%H g pp 14,20 15
u D 60,95 64
Total (7,03) 105
Node §
Category % n
= || 2451 75
<= '
%42 oD 2418 74
m D 51,31 157

| BO3p
P-walue=0,7064, Chi-square=06951, df=2

Total __ (20,50) 306

>G4

-

EX BO3p
P-value=0,2780, Chi-square=5,0922, df=4

| P-value=0,0003, Chi-square=15 9996, df=2

Node 1
Category % n
2 m |l 19,30 161
) = DD 23,86 199
H D 56,83 474
Total (55,86) 834 |-

<=64—

Node 4
Category % n
LI 19,46 136
= DD 2618 183
m D 54,36 380

Total (46,82) 699 |-
Node 3
Category % n
CHI] 18,52 25
= DD 11,85 16
m D 69,63 94

Total (3.09) 135

Node 13
Category % n
CH] 2473 45
N 5
o = 0D 2253 4
m|D 52,75 96
Total (12.19) 182
Node 12
Category % n
= CH] 2419 30
<%= po .61 33
m D 49,19 61
Total (8,31) 124
Node 11
Category % n
L] 20,05 82
— 78— ’
3 = DD 2763 113
m D 52,32 214
Total (27,39) 409
Node 10
Category % n
CH] 13,27 13
(7578 2 DD 2347 23
m|D 63,27 62
Total (6,567 98
Node 9
Category % n
= || 2135 4
b { = L
"= po 2443 47
m D 54,17 104
Total (12,86) 192




YbSAC702 [dbRIP ID: 1000725, untpon 65 rena PKHDI1L1]
Pesyabrarsl aHaau3a accouuanuii Alu-MHCEPUUOHHOTO MOJIMMOPPU3MA I'eHA

PKHDIL]I c Bo3pacToM, NPOBEAEHHOTO METOOM OMHAPHOM JIOTUCTHYECKOH

PeErpeccum.
Bo3pacr I'enoTun AUC P OR Cl
OGm1as rpymrma
86 - 94 *1/*1 0.615 0.018 1.213 1.033
86 - 110 *1/%D 0.600 0.005 0.901 0.838
My>X4urHBI
*1/*D 0,588 0.011 0.946 0.906
60 - 82
*D/*D 0.605 0.009 1.071 1.017
*1/*1 0.636 0.017 0.876 0.785
80 - 98
*1/*D 0.591 0.027 1.082 1.009
JKeHmuHbI
86 - 94 *1/*1 0.624 0.046 1.116 1,002
*1/*D 0.560 0.002 0.986 0.977
20-110
*D/*D 0.578 P<0.001 1,025 1,013




CDH4

Plasma mernbr:

Plasma membrane

B <nowledge
Text mining
Experiments
Confidence
-
01 2 3 4 5
Knowledge
Name Source Evidence Confidence
Plasma membrane UniProtkKB CURATED * kKKK
Plasma membrane HPA IDA Kk Ky
Integral component of plasma membrane Ensembl IEA Xk drdvdy

INNokanusaumua npoaykta reHa PKHD1L1 B kneTtke
http://compartments.jensenlab.org/

[1nnHa reHa
cocTasnset 688 kb,
coaepXut 17 aK30HOB.
[eH kognpyT 6enok
kaarepuH-4 (100 kDa).
[MpoayKT reHa
SIBNAETCSH MOJSIEKYSION
agre3um.



YbSNBC516 [dbRIP ID: 1000914, untpon 2 rena CDH4 |

PACHIPEJEJEHUE YACTOT AJIJIEJIEM U TEHOTHUIIOB
ALU-IN/DEL-TIOJINUMOP®HOI'O JIOKYCA I'EHA CDH4

m e/~
DonroxuTenu 29,75 43,67 26
000 m*|/*D
¢ * *
Crapueckuii 40 6 44 87 14,53 D/*D
Moxxunoi 38,08 42 68 19,25
3penbii 2 39 26 42 22 18,52
3penblii 1 40,8 39,2 20
Nonroxutenu 21,58 48,42 m |
— . *D
Crapueckuii 63.0 36,97
Moxxunoii 29,41 40,59
3penbilii 2 60,37 39,63

3penbiii 1 39,6



YbSNBC516 [dbRIP ID: 1000914, untpon 2 rena CDH4 |

PACIHIPEJEJEHUE YACTOT AJIJIEJIEM U TEHOTHUIIOB ALU-IN/DEL-
HOIUMOP®HOI'O JIOKYCA I'EHA CDH4 B I'PYIIIIE MY/ KYUH

|/

[onroxutenu 33,33 48 15 18,92
m*I/*D
Crapueckuii 47.67 40,7 11,63 ‘DD
Moxxunoi 29,41 48,53 22,06
3penbii 2 39.6 4455 15,84
3pensbiit 1 40,43 39,36 20,21
Nonroxutenu o7.41 42 359 m |
*D
Crapuecknii 68,02 31,98
Moxunon 53,68 46,32
3penbilii 2 61,88 38,12

3penbilii 1 60,11 39,89



YbSNBC516 [dbRIP ID: 1000914, untpon 2 rena CDH4 |

PACIHIPEJEJEHUE YACTOT AJIJIEJIEM U TEHOTHUIIOB ALU-IN/DEL-
HOJIUMMOP®HOI'O JIOKYCA I'EHA CDH4 B I'PYIIIIE KEHIHIUH

Oonroxutenu 29,01 42,75 28,24 il
m*I/*D
Crapueckui 36.49 47 3 16,22 *D/*D
Moxunoi 41,52 40,35 18,13
3penbiin 2 38,24 35,29 26.47
3penbiii 1 41 94 38 71 19,35
ONroOXMUTENN 50.38 4962 ut]
a | -P4—9’80-. D
Crapueckuit 60.14 39.86 4
MNoxunon 61.7 38.3
3penblit 2 4412

-

3pensin 1 61.29 38.71

:
-



YbSNBC516 [dbRIP ID: 1000914, untpon 2 rena CDH4 |

AHAJIN3 BBI’KHUBAEMOCTH B I'PYIIIIE KEHHIUH

A HBBI® JOATOXKHTEIH

He gocturmmue
CTOISTHEr O BO3PacTa

—_—
oo
R
oo

He gocturmme
BO3pACTA JOATOIeTHA

n*| "D
44 12

A HBEIS JOATOAHTEIH

He goctarmme
CTOSTHETrO BO3PacTa

43.18

He mgoctarmue
BO3pPACTa JOITONeTHA

28.33




YbSNBC516 [dbRIP ID: 1000914, untpon 2 rena CDH4 |

AHAJIN3 BBI'’KNUBAEMOCTH B I'PYHIIE KEHIIIUH

Ve
i, ﬂ?gg?:—:_l:e 7] 35’71 m*|/*D
p=0,
_<47_ *D/*D

Hoxuewwmne ao 100
net

He poxuswue go 90
net

33

Hoxuewmne ao 90 net

25




Yb8NBC516 [dbRIP ID: 1000914, narpon 2 rera CDH4]
PACIIPEAEJIEHUE YACTOT AJIJIEJIEM U TEHOTHUIIOB

NMHCEPIIUMOHHO-AEJIEHHTUOHHOI'O ITOJINMMOP®U3MA I'EHA CDH4

O PE3YJIBTATAM AHAJIM3A JEPEBA PEIIEHUN Y MYKYHUH

Node 2
Category % n
f CH] 36,60 243 BO3p
T |mID 43,67 290 [ Adj. P-value=0,0210, Chi-square=12,1204, df=2
® 0D 19,73 131
Total (58,61) 664 [
Node 1
Category % n
CHI 40,72 19 EO3p
™= D 42 86 201 _4,‘. P-value=1,0000, Chi-square=3,4341, df=2 |
® 0D 16,42 77
Total (41,39) 460 |-

Node 23
Category % n
s (= 1l 2581 24
=210 4194 39
® DD 3226 30
Total (8,21) 93
| Node 22 ‘
| Category % n |
=g1—f= 1l 336 119 BOZp
1= 10 4396 251 | Adj. P-value=1,0000, Chi-square=2 6544, df=2
= DD 17.69 101 |;
o Total (50,407 571 ||
Node 21
Category % n
sz |m 1l 4464 75
21D 4286 72
m DD 12,50 21
Total (14,83) 168
Node 20
Category % n
CH] 3854 116
“7u p 42,86 120
m DD 18,60 56
Total (26,57) 301

Node 25
Category % n
CH] 41,28 97
R .
®—mp 4383 103
m DD 14,89 35
Total (20,74) 235
Node 24
Category % n
_ CH] 36,31 122
“**m D 44,05 148
m DD 19,64 66
Total (29,66) 336




YbSNBC516 [dbRIP ID: 1000914, untpon 2 rena CDH4 |

Pesyabrarsl anaau3a accouuanuii Alu-In/Del-notumopdguoro gokyca rena CDH4
C BO3PacToOM, NPOBEAEHHOT0 METOI0OM OMHAPHOM JIOTUCTUYECKOH Perpeccum.

Bospacr I'enorun AUC
OG6m1as rpymnma
II 0.582 0.003 0.951 0.920 — 0.983
78 - 109
DD 0.617 P<0.001 1.076 1.034 - 1.119
47 -8 DD 0.576 0.021 0.971 0.947 —0.996
My»X4urHBI
60 - 78 II 0.625 0.022 1.100 1.014 - 1.093
21 -80 DD 0.600 0.036 0.986 0.973 —0.999
80-93 DD 0.696 0.013 1.163 1.033 - 1.309
JKeHnmnmHEbI
66 - 78 II 0.623 0,005 0.894 0.827 - 0.967
84 - 109 II 0.613 0.012 0.906 0.838 —0.978
82 -109 DD 0.693 P<0.001 1.177 1.084 - 1.279




SEMA6A

[1nnHa reHa
cocTtasnget 131 kb,
cooepxut 20 3K30HOB.
[eH kognpyT 6enok
cemadopuH-6A

(114 kDa). Npoaykt
reHa npeacraBnder

Confidence CO6OM

R ey TpaHCMeMOpaHHbIN
Oernok.

Knowledge

Name Source Evidence Confidence

Plasma membrane UniProtkB CURATED kKKK

Integral component of membrane UniProtkKB NAS kKA

Axon UniProtkB NAS Fk KKk

INNokanusaumua npoaykta reHa PKHD1L1 B kneTtke
http://compartments.jensenlab.org/



YbSNBC597 [dbRIP ID: 1000646, untpon 1 rena SEMAGA |

PACHIPEJIEJTEHUE YACTOT AJUIEJIEM U TEHOTUIIOB
ALU-IN/DEL-ITIOJINMMOP®HOTI'O JIOKYCA I'EHA SEMAG6A

Nonroxutenu
Crapueckuu
MNoxwunoun
3penwin 2

3pensin 1

Honroxutenu
Crapueckui
Moxunow
3pensin 2

3pensin 1

551 32.13
476 2959
513 2974

]

19 56

m

56.29

62.36

65.65

65.13

58.67

73.05

78.42

80.44

80

78

L P
u*|/*D
*DI*D

D



YbSNBC597 [dbRIP ID: 1000646, untpon 1 rena SEMAGA |

AHAJIN3 BBIZKUBAEMOCTH

.*I'ml
=D
»weble ponroxmteny EEERRE 20 68 89 “DI'D
e NOCTUrue
biiniyhe 58.06
CTONETHEro Bo2pacTa
He gocturwwe
igh 64.29
803pacTa AONroneTHs
"
*D
AKVBble OONrOXUTENN m 78.89
CTONETHEro Bo3pacTa :
s zomonern: TTRED
803pacTa JONroneTus 1786 82.14




Yb8NBC597 [dbRIP ID: 1000646, nttpoH 1 rera SEMA6A]
PACIIPEJIEJIEHUE YACTOT AJIVIEJIEM U TEHOTHUIIOB

NMHCEPIIUOHHO-AEJEIHUAOHHOI'O ITIOJINMMOP®U3MA I'EHA SEMAGA
O PE3YJIBTATAM AHAJIM3A JEPEBA PEIIEHUN Y MYKYHUH

Node 2
Category % n
% = DD 63,21 481
21D 31,01 236
m | 578 44
Total (56,20) 761

Node 1
Category % n
m DD 61,89 367
: 21D 33,05 196
m | 506 30
Total (43,80) 593

BO3p

[ Adj. P-value=0,0113, Chi-square=27,1693, df=

BO3p

[ Adj. P-value=0,1134, Chi-square=8,7479, df=2

| ; EO3p
Adj. P-value=1,0000, Chi-square=0,9871, df=

e BOZP
Adj. P-value=0,8320, Chi-square=0,3679, df=

Node 8
Category % n
T DD 6356 75
=D 2712 32
m | 932 N
Total (8,71) 118
Node 7
Category % n
= DD 58,36 157
(7 90Hg 37,17 100
u | 446 12
Total (19,87) 269 ||
6
Node 6
Category % n
= DD 68,75 110
Baadis =D 2063 33
||| 10,63 17
Total (11,82) 160 [
Node §
Category % n
= 0D 6495 139
{2 Ll
=D 318 T
u || 1,87 4
Total (15,81) 214
Node 4
Category % n
sg3—|™ [a]u] 49,12 28
21D 3860 22
m | 1228 7
Total 4,21) 57
Node 3
Category % n
_ = 0D 63,25 339
Niaa R 32,46 174
m || 428 23

Total (39.59) 536

Node 10
Category % n
= DD 59,41 101
53101 i
8 =D 37,06 63
m || 3583 6
Total (12,56) 170
Node 9
Category % n
_ m 0D 56,57 56
80—l D 3737 37
m || 606 6
Total (7,31) 99
Node 12
Category % n
m 0D 6750 54
374 3
? 21D 2250 18
u | 1000 8
Total (5,91) 80
Node 11
Category % n
= 0D 70,00 56
<= :
5o 1875 15
u | 1125 9
Total (5,91) 80




YbSNBC597 [dbRIP ID: 1000646, untpon 1 rena SEMAGA |
Pesyabrarsl aHaau3a accouuanuii Alu-MHCEPUUOHHOTO MOJIMMOPPU3MA I'eHA
SEMA6A ¢ BO3pacToM, NPOBEAEHHOTO METOA0M OMHAPHOM JIOTUCTHYECKOM
perpeccuu.

Bospacr I'enorun Skp.
OO6mas rpymnmna
20-109 II 0.585 0.009 1.018 1.004 —1.031
My>XK4rHBI
26-73 ID 0.589 0.014 0.979 0.962 —0.996
JKeH1yHbI
20-77 II 0.690 0.024 1.067 1.009 - 1.130
83-109 II 0.717 0.007 1.177 1.046 — 1.324
73 -84 ID 0.617 0.001 1.155 1.061 —1.257







Cnacun6o 3a BHUMmaHue!



