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Ileab padoThI:

PCKOHCTPYKIHS M aHAJIM3 aCCOLMATHBHON CETH C IIOMOIIBIO
BEIIBIICHHBIX OCJIKOB W TI'€HOB, aCCOIMUPOBAHHBIX C
arcHe3uei (OJMTOACHTHEH).




Marepuajbl 1 METOAbI:

JIlIsi  pPEeKOHCTPYKIMU  aCCOLMATUBHOU CETU  MCIIOJIb30BAJIU
nporpamMmmHoe obecneueHue ANDSystem, mo3Boisiroinas CTpOUTH
CETH MOJICKYJISIPHO-TCHETUYECKHX B3aMMOJCHCTBAM MEKIy T'C€HAMHU,
OenKaMH, META0OJIMTAMUU APYTUMH OUOJIOTUYECKUMHU OOBEKTaMH B
HOPME 1 P PA3JINYHBIX 3a00JICBAHHUSIX.

M3BneyeHre TaHHBIX OCYIIECTBISUIM C IMOMOIIBIO MCHOJIb30BaHUS
00IIEeIOCTYIHBIX 0a3 JaHHBIX
- Ensembl (http://www.ensembl.org/index.html);

- NCBI (http://www.ncbi.nlm.nih.gov/);

- Online Mendelian Inheritance in Man (https://www.omim.org/), ¢
MOCIICAYIOIICH BHU3yalM3allME€d PE3YyIbTaTOB C  ITOMOIIBIO
nporpammHuoro ooecneueaus ANDViIsIo (lvanisenko, 2015).



https://www.omim.org/

Pe3y.]II)TaTI>I HCCJICA0BAHUA.

Arene3usi 3y00B (ONHWTONCHTHS, THIOACHTHSA, aJCHTHS) - OTO BPOXKIACHHOEC
OTCYTCTBHE OJHOIO WM 00JI€€ MOJIOYHBIX WJIA MOCTOSHHBIX 3yOOB. ATEHE3Ws
OTIICJIbHBIX 3yOOB MPEACTABISAECT COOOW OAHY M3 CAMBIX PACIHPOCTPAHECHHBIX
aHOMAJIMM Pa3BUTHS y 4eloBeka. Hampumep, BpOXKIECHHOE OTCYTCTBHUE TPEThUX
MOJISIPOB BCTPEUYAETCA HACTOJIBKO YacCTO, YTO BO MHOTMX 0030pax MO areHe3usm
3y0OB BOOOIIE BBIHOCUTCS 332 PAMKH OOCYKJICHUS.

MacmTaObl, B KOTOPBIX NPOSIBISETCA areéHe3usl 3y0OB, IIIMPOKO BapuaOEIbHbI. JTa
AHOMAJIMSI MOXKET OBITh  €AWMHCTBCHHBIM  (DEHOTUIIMYECKHMM  IPUIHAKOM
(M30JIMPOBAHHBIA MOPOK PA3BUTHSI) WA BXOAUTH B KOMIIJIEKC MHOMXECTBEHHBIX
BPOXJICHHBIX TTOPOKOB pa3zButus (MBIIP) kak yacTh r€éHETHYECKOTO CHUHIPOMA.
Jlnst onvicaHusi areHe3uu 3yOOB B JIUTEPATypE MCIIOIB3YIOTCS Pa3HbIe TEPMUHBI,
OCHOBAHHbBIE€ HA YHCJIE BOBJICUCHHBIX B MMATOJOTHIO 3y0OB.

OnuroneHTrst - 3TO areHe3usl MIECTH W 00jiee MOCTOSHHBIX 3Y0OB. AJICHTHEU
HA3bIBACTCA IIOJJHOE€ OTCYTCTBHE BCEX MOJIOYHBIX W IIOCTOSHHBIX 3yOOB. B
HEKOTOPBIX PEAKHUX CIIyYasiX BCTPEUACTCS areHe3us TOJIbKO YacTH 3y0a.






I'eH-KAaHAUAAT — T€H, KOTOPBIM MOXET OBITh CBSI3aH C
IPOSIBIICHUEM CJIOKHOTO MpHU3HaKa, JUOO C BO3HMKHOBEHHEM
3a0o0sieBaHus. P MeToqoB Aa€T BO3MOXKHOCTh BBISIBUTH YYaCTKH
XPOMOCOM, aCCOLIMUPOBAHHBIC C TON MJIM MHOM 0O0JI€3HBIO.

3HaHue (QyHKOUKA Oelka, KOAUPYEMOIO TE€HOM, W JApPYyTHue
CBUACTEIILCTBA, TO3BOJISIOT CTPOUTh MPEAINOIOKEHHS O €ro
BO3MOXKHOM pPOJIM B IIaTOJOTMYECKOM MPOIECCE, M BIMSIHUU Ha
(beHOTHUII OpraHu3Ma.




AcconuaTuBHAasi TéHHAA CeTh,
coaep:xalas reHbl U 0eJIKu,
y4acTBYIOIIHE
B (JOpMHPOBAHHH PHCKA PA3BUTHS areHe3uH (OJIHIOAEeHTHH),
CKOHCTpYHpoBaHHasi ¢ moMombio ANDSystem
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BoisiBiIeHHbBIE XapakrepucTHKa
reHbl
TMTC3 Komupyet 6e10k, KOTOpbIii OTHOCUTCS K CEMEMCTBY TpaHCMEMOpaHHBIX.
MMP20 MaTpuKCHYI0 METaJUIONPOTEUHA3Y, KOTOPasi y4acTBYET B (POPMUPOBAHUH 3yOHOM dMalTH.
CREB3L1 Komupyer 6emox CR3L1. DTOT Genok perynmupyeT SKCIpPEcCHio MpokouiareHa 1-ro tuma, a Takxke
HEO0OXOAUM J1JIs1 TPaBUIILHOM CeKperuu OEITKOB KOCTHOTO MaTpPHUKCa.
EDAR TpancMeMmOpaHHBII perentop Oeska SKToAUCIUIa3nHa A.
DKK1 KoaupyeT Gentok, KOTopslii siBisieTcst wieHoM cemericTBa dickkopf.
COTL1 Komupyet koakto3unnonono0usiii 6enok (COTL1 unu CLP) y yenosexka.
TBX22 Konupyer Tpanckpunumonssiii pakrop T-box.
EDARADD Komupyet 6enok EDAR-accomuupoBannsiii ¢ someHom cmept (EDARADD).
CHDH Komupyetr MuTOXOHApUAIbHBIA (EPMEHT XOIMHICTUIPOTCHA3Y.
MED18 CyObenunuily MeauatopHoro komruiekca 18 (Med18).
POLR3B Konupyer Bropyto no Benuuune cyobenuuuity PHK-nonmumepassi 111
ARHGAP15 benox GAP, skcipeccupyercs B BO30YKIaIOIMIUX U TOPMO3HBIX HEUPOHAX.
GREM?2 Konupyer anTaronuct koctHoro Mmopgorenernueckoro oenka (BMP).
MMP25 Konupyer maTpukcHyo metamionporennasy-25 (MMII-25) y uenoBexa.
NSD1 Komupyer snepHblii perientopeBsasbiBaomuii SET-goMen-comepxamuii 6e10K.
CACNAI1S Komupyer 6emok als — camyro KpyImHYIO U3 MATH CYyOBEANHUI] MOTEHIIMAI-3aBUCUMOTO KaJlbIIUEBOTO
kaHana L-Tuma, pacnonokeHHoro Ha T-TpyOoukax BOJIOKOH CKEJIETHBIX MBIIIIL.
CALML3 Komupyet kaapMomyTuHOTIONO0HBIHN OeI0oK 3 y ueloBeKa.




CREBZF

Perynupyet pa3inyHble KJIETOUHbIE (PYHKIUH.

COL1A2 Komupyer mpo-anbda2 nens xkomtarena I tuna, kogupyer 6enoxk CO1A2

EDA TpancMeMOpaHHBIN OEOK SKTOAUCIUIA3UH-A.

BMP4 Konupyet kocTHBIN MOp(hOTreHHbIN O0€0K 4.

GLI3 Konupyer 6emok, TpaHCKPUTIIIUOHHBIN (HhakTOp, SMOPHOHAIBHOE Pa3BUTHE.

K1C17 Koaupyer 6enok kepatun-17 (KRT17)

WNT10A Konupyer 6enoxk WN10A

MMP1 Kogupyet 0estok — 4iieH ceMelcTBa MaTPUKCHBIX METAUIONPOTEUHAS.

LAMB3 Konupyet 6emok, KoTopblii mpecTaBiIseT co0oit 6eTa-CyObeIMHUITY JIJAMUHUHA.
NEUROG1 Komupyet Genoxk Heiporennn-1 y gemoBeka (NGN1)

MSX1 Komupyet 6e510K, KOTOpBIN peryIupyeT akTUBHOCTh JPYTHUX T€HOB.

PAX9 Konupyer 6enox — mapHsbiii 00kcoBbli reH 9 (PAX9).

TFAP2B Konupyer AP2B, tpanckpunimonnsiii pakrop AP-2f3 u3 cemeiictea AP-2.

TGFA Komupyet dhaxrtop pocta, nuranj ajis peuentopa snuaepMaibHoro pakropa pocra (ODP).
TGFB3 Komupyer 6emox transforming growth factor beta 3 (TGFf-3).

WNT10B Komupyet 6enoxk WN10B y uenosexa.

TP63 Komupyet 6emmok P63 (akTop TpaHCKPHUIIIINN).

CSRP3 Konupyer 6enok CSRP3 (1iucrenH-u-riauiuH 0oratbiii 0€I0K)

AXIN2 Komupyer 6enok, perynsuns crabmiIbHOCTH OeTa-KaTeHUHA B cUrHasibHOM 1yt Wit.
TGFB1 Tpanchopmupyromuii paktop pocra B1l, momupyHKIIMOHATBHBINA ITATOKUH.

RPC2 Cyowenununa JIHK-nanpasnennoit PHK-nomumepasst I1.




Tunsl B3aUMOAENCTBUS, BCTPEYABIIHNECH B ACCOLIMATUBHOM
reHHOIi ceTH areHe3uu (0JIUTOJIeHTHH)

Tnn XapaKTepucTuka Konuuecrtso
B3auMOOEeNCTBU B3auMO4enCcTBU
A 7
Association OnucbiBaeT 67

acCcouMaTUBHbIE CBA3U
2 . @ mexay benkamm, reHamu

n 3aboneBaHnem.

Involvement [ToKa3sbiBaeT 3
reHeTM4YeCcKue BapuaHThbl,
. y4yacTeytouime B

natoreHese 3abonesaHuA

Regulation AHanusnpyeT peryaaumio 2
- aKTUBHOCTU




IlpakTHyeckast 3HAYUMOCTD

* [IpoBEIEHHBIN aHaJINU3 TI03BOJIMUII BBISIBUTH
nuddepeHnanbHble TE€HHbIE (AKTOpbl pPHUCKA AarcHE3UHu
(omuronmentrnu). JlaJpHEHIee HCCICIOBAaHHE  ITO3BOJIUAT

IPSIIOKHUTE HEKOTOPLIC, HanOoJIee BEPOSATHEIC,
TEOPETHICCKIUE MEXaHH3MBI Pa3BHUTHUSA arcHe3un
(OMUTrOgEeHTHH),  YTO  NOPHONM3UT K  ITOHHMMAaHHIO
(hopMHUpOBaHHUS IPEAPACIIOI0KECHHOCTH JTAHHOTO

3a00JIcBaHU .



BriBoabI

1. bputa pEKOHCTPYHMpPOBaHA CETh ACCOLMATHUBHBIX 3HAHUH O
MOJICKYJIIPHO-TCHETUYECKUX  B3aUMOJCUCTBUSAX  arcHE3WH
(OIUTOICHTHN).

2. BpoisBiensl 33 Oennka 1 36 T€HOB, aCCOLIMUPOBAHHBIX C areHE3UeHn
(onmurogeHTHEH).

3. AHanu3 B3aMMOJICHMCTBUN MEXIY MOJCKYJISPHO-TEHETUYECKUMU
B3aMMOJCUCTBUSIMHA areHe3n (OJUTOJCHTHUN) YCTAHOBHI /2
B3aMMOJICHCTBUS  CaMbIX pa3HBIX THIOB  («association»,
«involvement», «regulation»).



