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Peslomecn

Mabnymky, OFM3 GYLIANFK MaToNorManapu Ba
COMaTWK Kacanauknap 6ump-bvpu 6unaH 60FAUK-
anp. OpTTUPUATaH, Xamaa VPCUn KYn OMWUANU CTO-
MaTONOTUK Kacanauknap y3 pruBoXnaHuWu 6yhimnda
NPCUIA MOMWMANKVKKA 3ra. Anoxuaa npcuin benrunap
6yiya Mpcuii Ba HOKyMIW Kacanamknapra NHAUBK-
Ayan MOWWNAvK 6enrnnaHaan. Xap 6up VHCoHAa
YHVIHI CanoMaTAVK apaxacura TabCup 3TyBYN Mab-
NyM OVIp annen rednap BapWaHTAapu MWFUHANCK
MaBxys 6yan6, Typan NaToNorManapH TalwxmcnaL
Ba A4aBONalLAa ynapra 3bTMO0op KapaTuLl 3apyp.

Summary

NECESSITY OF GENETIC RESEARCH IN DENTISTRY It is
known that the pathology of the oral cavity and somatic
diseases are interrelated Many of the multipurpose den-
tal diseases, whether acquired or inherited, in their devel-
opment have a hereditary predisposition. At the level of
individual genetic signs of an individual predisposition to
hereditary and infectious diseases. Each person has a set of
definitions that must be taken into account in the diagno-
sis and treatment of pathologies.

MlccnepoBaHnAMY, NPOBEAEHHBIMM YUEHBIMA  Pa3HbIX
CTpaH, A0Ka3aHo, UTo 310POBbe BCErO OPraHn3ma 3aBnCUT
OT 3[0POBbA MONOCTW PTa, a Takke obljecomaTmueckme
3a00feBaHNA BAMAIOT Ha pPa3BUTVE CTOMATONOTMYECKNX
3abonesaHnin [2, 8]. HemanoBaxHbIM GakKTOpOM, CMocob-
CTBYIOLMM TMOABMAEHNIO CTOMATONIOMMUYECKOW MaTonoruu,
CUMTAIOTCA PasnnuHble ycnosua skonornn [9,111.B ceoem
bopmrpoBaHUK Takmne MynbTUdaKTOPHble GONe3Hu, Kak
Kapwec, NapoIOHTUT, CUCTEMHAA MMMNOMa3na amanu 3y6os,
a Takke BPOXKAEHHbIE MaTONOrMM YenioCTHO-NMLEeBOW 06-
nacTu (BpoxaeHHble pacllennHbl rybol 1 Heba); ancnnasus
1 MHOTWe Apyrie meloT HacneACcTBeHHble dakTopbl [4, 5].

B nocnegHue pecAtuneTna MccnefoBaHMA B 0b6nacTu
FeHeTUKM 1N FrEHOMMKIN YenoBeKa COBMECTHO C pe3ysbTaTa-
MV BUOXUMUYECKNX N MMYHONOTNYECKUX UCCNef0oBaHN
NPUBENY K HAKOMEHMIO OFPOMHOIO 0bbema MHGOPMaLIMK
O B3aVMOCBA3N MEXAY HanMumMem y Kaxaoro yenoseka
onpefeneHHbIX anfesbHbIX BapuvaHTOB FeHOB U COCTOA-
HVEM ero 300p0oBbA. Paznunumna Mexay nioAbMy Ha YPOBHE
OTAeNbHbIX FeHeTUYECKMX MPU3HAKOB OnpenensioT UHAN-
BMAYaNbHYIO NPeapacnofioKeHHOCTb K HAaCNeACTBEHHbIM
N VHOEKUMOHHBIM 3ab0neBaHMAM, K PasBUTUIO TeX WK
NHBIX GU3NYECKMX N YMCTBEHHbIX CMOCOOHOCTEN, BO3MOX-
HOCTb ANVTENbHOM PaboTbl Ha BpefHbIX MPOW3BOACTBAX,
peakunio Ha dapmMakonormyeckue npenapatol U T.4. [11].
[M03TOMy KpaWHe aKTyanbHbIM ABNAETCA MOWCK HOBbLIX B3a-
MMOCBA3EN reHoTUNa uenoBeka M ero QeHOTUMUYECKINX
0CcobeHHoCTeN.

Tak, 0OTMeueHo, UTo HabloaaeTcA TeHAEHLMA K POCTY Ya-
CTOTbI 3yOOUENIOCTHBIX aHOMaNWIA Y AeTel, UX pacnpocTpa-
HEeHHOCTb Konebnetca ot 11,4% no 71,7%. Ana nosbiweHma
3bdEKTVBHOCTN AMArHOCTUKM OCHOBHbBIX CTOMATONOrMye-
CKMX 3aboneBaHuit y Nl C aHOManuAMK 3y6ouenioCTHOM
CUCTEMBI HEOBXOAUMO OMpeaennTb GakTopbl PUcKa pas-
BUTUA Kapueca 1 3a00NeBaHnin NapofoHTa, MCMOSb3yaA CO-
BPEMEeHHble KAMHWKO-NabopaTopHble, OHO30M10rnYecK e
MEeTOAbl UCCNefoBaHMA C LieNblo NocneayioLwen MHANBUIY-
anu3aummn NpodunakTnyeckx nporpamm. ABTopamn mc-
nonb3osanncb MicroDent, GenoType, LCL-biokey — TecTbl,
amnarHoctndeckne komnnektol CarioCheckplus, BuffCheck
(Hain-lifescience, Tepmarusa). Mpun naTonornax B NonocTu
pTa 3HAOTOKCMHBI MATOreHHbIX MUKPOOOB, BO3AEMCTBYA
Ha KneTKu-peLenTopbl, COCOOCTBYIOT BbIPAabOTKe LUMTOKM-
HOB, B TOM YKCie nHTepnernkmHa-1. bbin ncnonb3osaH Tect
GenoType (HAIN-lifescience) ans obHapyxeHus HTepnen-
KnHa-1y 22 naumeHToB B BO3pacTe OT 20-25 net. Y 73%
obcnenyembix  pe3ynstathl  Genolype-TecTa 0OKaszanucb
NO3UTUBHBIML MpPK  NonnMopdunsme nosmunin IL-1A-889;
IL-1B+3953; IL-TRN+2018. HacneacteeHHana npenpacnono-
EHHOCTb K Pa3BUTUIO Kapreca 1 3aboneBaHuii NapoaoH-
Ta Npu 3y60oUenioCTHbIX aHOManuax CocTaBnsaeT 63% cpeau
OCTanbHbIX GakTopPOB pucKa [7].

Peunamnsupyowmnin adptosHbi ctomatut (PAC) senaetca
BOCManuTenbHbiM 3aboneBaHnem, 00yCNOBNEHHbIM, Kak re-
HEeTUYECKUMU, TaK M SKONOrMYeckmm dakTopamu. ABTOpbI
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NPOBENN aHanu3 pesynbTaToB UCCNefoBaHUA 96 OONbHbIX
PAC 1 153 naumeHta 6e3 PAC. Toll-like peuentopsl (TLR) n
CD86. 210 nepBoe NcCcnegoBaHme B U3yUYeHnn accoumalmnm
TLR 1 CD86 ¢ PAC. bbina obHapy*eHa CuibHasa CBA3b Mex-
ay nonumopodusmom TLR4 rs10759931 1 3abonesaHvem.
[na onpepenenua ponu TLR4 B pa3suTin PAC Heobxoan-
Mbl MOATBEPXKAAIOLMe UCCNefoBaHUA B APYrvX rpymnnax
HaceneHus, a Takxke napannenbHble GyHKUMOHaNbHbIe 1C-
cnepoBaHus [14].

OueBNIHO, UTO CHUXeHNe NHEKLMOHHOM Harpy3Kkn B
NapOAOHTaNbHOM KOMMEKCe ABMAETCA NepBOCTENEeHHON
33[auen caHaluuMm BCen NMonoCTh pTa OT MapoAoHTONaTo-
reHHon GNopsbl, a Takke rpruboB 1 BUPYCOB. AnnTenbHbIN
CTabWNbHbBIA pe3ynbTaT HeBO3MOXeH 6e3 Koppekunn ms-
MEHEHWN B MMYHHOW cucTeMe nonocTtu pra [2]. OgHako
HepedKo B AAHHOW CUTyaUMM Y MaLUMEHTOB MPOWUCXOAUT
pa3BUTNe pedpaKkTepHOro NAapOAOHTUTA, KOTOPbIN CONpO-
BOXAaeTCA GOPMMPOBaHMEM AMCOMO3a B MaPOAOHTaNbHbIX
KapMaHax, a CneKkTp MMKPOOOB CBUAETENbCTBYET O Pa3Bu-
TUU MECTHOro MMMoHoaednumTa. YposeHb MJ1-1 Boile B 3
pasa no CPaBHEHMIO C MHTAKTHbIM MAaPOAOHTOM 1 B 1,5 — nNo
CPaBHEHWI0 C XPOHUYECKUM MapOfAOHTUTOM; GaKTop He-
KpO3a Onyxosin CooTBeTCTBEHHO B 10,8 1 1,9 pasa 1 CHWxe-
HMeM NPOTNBOBOCHaNUTENbHOrO MJ1-10 COOTBETCTBEHHO B
4,2 n 1,6 pas. YactoTa BbigeneHns [IHK napoaoHToreHos,
rpnbos kaHavAa v Bupycos B 1,3 — 1,6 pas ualle, uem npu
XPOHMUYECKOM MapOAoHTUTE. BCe 3T aHHble JOMKHbI yuK-
TbIBATbCA B COCTABNEHWN MNfaHa NeveHna 1 NPodUNaKTUKK
pedpakTepHOro NapoaoHTuTa [6].

[1NOCKOKNEeTOUHbIM pPak MONOCTM PTa U [MOTKM 3aHK-
MaeT WeCToe MeCTO Mo KONUYECTBY €XKErOAHO ANArHOCTU-
pyembix ClyyaeB B M1pe. B kneTkax 3Toro tmna onyxonen
OeTEKTVPYIOT MyTaUMW M HapyWeHWA 3KCMPeccumn reHos,
CBA3aHHbIX C NOAAEPKAHVEM W PErynAUMen KNeTOUHOro
umkna (p53, INK4A, WAF1/CIP1, CCND1, BCL-2). Pe3ynbtathl
NCCNefoBaHNA MOKa3anu, YTO 3M10KaYeCTBEHHbIE OMyXO-
SN CIIIOHHbBIX »Kené3 oTHOCUTENbHO YacTo (2 13 16, 12,5%)
coflepkaT MPU3HAKM aKTUBMPYIOLWIEN TPaHCNOKaUUW OH-
KoreHa RET, uto cBMAaeTenbCTBYeT O LienecoobpasHocTy
KNMHWUYECKUX UCMbITaHU RET-MHMMOMTOPOB B OTHOLLEHUM
KapuUMHOM AaHHOW NoKanu3aumn. B To ke BpemA Hu3KanA
akcnpeccua reHa BRCAT He xapakTepHa ana HoBoobpa-
30BaHWM MOMOCTV pPTa U INOTKKW; CNefoBaTeflbHo, OTHO-
CUTENIbHO BbICOKAA UyBCTBUTENBHOCTb OMyXONew OaHHOW
KaTeropuu K npenapatam NnaTuHbl CBA3aHa C anbTepHa-
TUBHbBIMU MexaHn3mamu [1].

Y 0bcnefaoBaHHbIX 60NbHBIX AeCTPYKTUBHBIMN GOpMa-
MW XPOHUYECKON OAOHTOreHHOM nHbeKUMn (MapoaoHTKT,
NepUOAOHTUT, OCTEOMUENNT) BbIABMEHA BbICOKAA 4acToTa
obHapyxeHus nonumopduramos reHos SOD2 (VI6A), Collai
(+1245G—>T), VDR (Bsml), koTopble yu4acTBYIOT B KOHTPO-
ne oTaenbHbIX a3 penapaTMBHOrO ocTeoreHesa, Hebnaro-
NPUATHO BAMAA Ha NMPOLIECC PEMOAENVNPOBAHMA KOCTHON
TKaHW, 1 CNOCOOCTBYIOT Pa3BUTUIO pedyKUMK anbBeonsp-
HOW uyacTh uentocTen. B cBA3M C 3TUM Yy OOMbHbBIX XPOHU-

YECKUM MapPOAOHTUTOM W MEePUOAOHTUTOM C FeHOTUMOM
SOD2 (VI6A), Collai (+1245G-+T), VDR (Bsml) Bbicoka Bepo-
ATHOCTb PA3BUTUA BbIPAXKEHHON pedyKLMN anbBEOAPHON
4acTW 4YenocTen, NPUBOAALLEN K CHUKEHMIO MOKa3aTens
MOPGODYHKLMOHANBHOW  COXPaHHOCTK  3y6oUeniocTHO-
ro annapaTta. ABNAETCA OCHOBaHMeM ANA BKOYEHMA WX
B rpynny AucnaHcepHoro obcnyxmsanua. [ostomy 3Tim
60MbHBIM NPU OMepaTUBHbLIX BMelaTenbCTBax (yaaneHue
3y6OB, UMCTIKTOMMSA, PafinKarnbHble NOCKYTHble onepaumm
No NoBOAY NAPOACHTUTA U AP.) LenecoobpasHO 3amnonHATh
AedeKT KOCTHOW TKaHW OCTeOTPOMHbIMM NpenapaTamu C
Lenbio ONTUMM3aLMK YCNIOBUIA ANA penapaTMBHOrO ocTe-
OreHesa, a Takxe BK/OYaTb B rpynmbl AUCNaHCEPHOrO Ha-
onogeHns [2].

Monvmopdusm NOD2/CARD15 reHa MOXeT BAMATb Ha
NoBpexaeHne MexaHn3mMoB 6akTepranbHOro pacno3Hasa-
HVA, UTO NIEXIT B OCHOBE B3aNUMOZENCTBUA Mexay Gropoin
KWLLKM 1N M3MEHEHHbIM UMMYHHbBIM OTBETOM Npu 6onesHn
KpoHa. Takxke yCTaHOBMEHa TeCHaA CBA3b XPOHWNYECKOTro
HecneundUYeCcKoro A3BeHHOro KonmnTa ¢ 12 XpoMOCOMOW
(IBD2-pervioH), ¢ 19 xpomocomolt (IBD6-pervoH), ceasb
XHAK ¢ 6 xpomocomoit (IBD3-pervoH). lfeH dpakTopa Hekpo-
3a onyxonu anbda (TNF-a) oTBeTCTBEHEH 3a MPOAYKLMIO
dakTopa Hekposa onyxonu anbda (PHO-a), KoTopbIn ABNA-
€TCA NPOBOCMANUTENBHBIM UMTOKMHOM Y B KauecTBe mefu-
aTopa BOCManeHUa 1UrpaeT KNoUeByto POfib B MatoreHese
HEKOTOPbIX @y TOUMMYHHbIX MHQEKLIMOHHbBIX 3ab0neBaHui,
B Tom uncne bK n XHAK. MoxHO yTBEepKaaTh, UTO reHeTu-
Yeckn obyCNOBAEHHAA CMNOCOOHOCTb K YBENMUYEHHOW NPO-
AYyKUMM NPOBOCMANNTENbHOTrO UmMTokMHa TNF-a B 3Haum-
TeNbHOW Mepe onpefenseT COCTOAHME BOCManUTENbHbIX
Y UMMYHHbBIX peaKkLuMii OpraH1M3ma, B TOM umncie 3abonesa-
HWUI NOMOCTN PTa. YCTaHOBNEeHa Gonee BbICOKasA 4acToTa
BCTPEUAEMOCTU U MHTEHCUBHOCTb TEUEHMA Kapureca 3y0os,
(92,3% - 99,1%), NoBbllEHHaA CTUPAEMOCTb, 3PO3UK 3yO0B,
KNMHOBUAHblE fedeKTbl, reHepan30BaHHbIA NapOJOHTHT,
PAC 1 fpyrune CToMaTuTbl NpY BOCManuTebHbix 3abonesa-
HUAX KnLeyHmnKa [9].

MonekynapHo-reHeTUYeckas OLeHKa MNpeapacnosno-
KEHHOCTIN K CTOMATONOrMUYeCKOW NaTtonornm y naumeHToB C
caxapHbIM MabeTom 2 Tina (CTOMaTUT, MapOAOHTUT, Kapuec
¥ Op.) NoKazana, uto cpeaun 6onbHbIX C1 8 70 % cnyvaes oT-
MeueHa flenelmnoHHaa dopmMa reHa BTOPON dasbl AEeTOKCHK-
Kaumm — GSTM1, oTBevatollan 3a BbiBEIEHME 13 OPraHn3ma
NPOAYKTOB NPOMEXYTOUHON da3bl, a B 50 % ciyuaes oTMe-
yeHbl retepo3nroThl B reHe FTO (kMpoBO 0OMEH) U B reHe
PON1T (NpoHMUaeMOCTb COCYAOB, HapyLUEeHVe OHTOreHesa).
[na CHKeHVA pUCKa pa3BUTUA COCYAUCTBIX OCNOXHEHWN
NPV Ha3HauYeHWM KOMMMeKC-HoM Tepanum 6onbHbiM C[]
2 TMNa HeobxoAMMO NPOBedeHWe MOMeKyNAPHO-TeHeTU-
Yeckux uccnenoBaHuy nonuMopedramos rs1801133 reHa
MTHFR, rs5219 rena KCNJ11 n rs659366 rena UCP2 [4]. MNo-
Ny4YeHHble pe3ynbTaThl CBUAETENBCTBYIOT, UTO CriedyeT yuu-
TbiBaTb 3TN AaHHble Npu GOPMUPOBAHMM MPOdUIAKTMYE-
CKMX KOMMIEKCOB CTOMATONOrMyecKkom 3abonesaemoctu [8].
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Bce kKomnoHeHTbl meTabonmsma BuTammHa D, a Takke
TKaHeBble AfepHble peuenTtopbl K 10,25-AnrnapoKcnBmTa-
MuH D3 (D-ropmoHy), nonyumBlUmMe Ha3BaHWe «peLenTopsl
K BUTamuHy D» (PBD), 06beAnHAIOT B SHAOKPUHHYIO CUCTe-
My BUTamuHa D, dyHKLMM KOTOPOW 3aKMoYatoTca B CNocob-
HOCTW reHepupoBaTb OMONOrMUYECKMEe peakuunn B bonee
yem 40 TKaHAX-MULLEeHAX 3a cueT perynaumm PBD TpaHc-
KPUNLUMW reHOB (FreHOMHbBIN MexaH3m) 1 BbICTPbIX BHere-
HOMHbIX peaKkLMii, OCYLLECTBAAEMbIX NPY B3aNMOAENCTBIN
c PBD, nokann3oBaHHbIMM Ha MOBEPXHOCTU pAAa KNEeTOK.
ButamuH [l CHWXaeT akKTMBHOCTb NPUOBPETEHHOTO UMMY-
HUTETa W YCUNMBAET aKTUBHOCTb BPOXKAEHHOrO. CKaHUpo-
BaHVEM YUYaCTKOB reHOMa YenioBeKa, onocpenytoLmx aem-
CTBUME BMUTaMMHa D, 06Hapy»KeHO MHOKeCTBO reHOB, paboTa
KOTOPbIX PerynupyeTca JaHHbIM BUTAMMHOM. ITU YUacTKu,
Ha3BaHHble VDRE (ot vitamin D response elements), no-
CPeACTBOM FeHOMHbBIX MeXaHW3MOB aKTUBMPYIOT NenTuabl
KaTannuuavH 1 gedeHsmH-32, obnagaolme npoTUBOMu-
KPOOHOWM aKTUBHOCTbIO. STV NPUPOAHBIE aHTUONOTUKM LW~
POKOro CreKkTpa AeNCTBUA aKTVBHbBI B OTHOLWEHNN MHOTUX
H6akTepuii, BUpYCcoB 1 rpnboB. ButammH D npepoTepaliaeT
C/IMLLKOM CuibHOE BOCManeHue, bnoknpysa obuieHne nm-
MYHHbIX KNeTOK MoCpefcTBOM LIMTOKMHOB. OOHapyxeHne
€ro MMMYHOCYNPEeCCOPHON aKTUBHOCTW OTKPbINO HOBble
BO3MOXHOCTU TepaneBTUYeCcKOro MNpUMeHeHUs [aHHOro
BellecTBa 1 ero aHasoros 1A KOHTPOMA ayTOUMMYHHbIX
3aboneBaHNt, NPeanonoXMUTENbHO CBA3AHHBIX C rUMnep-
npoayKumnen UMToknHos [10].

BpoaeHHble MMYyHHbIE PEaKLMKM OpraHni3ma npoTus
NHOEKUMI CAM3NCTBIX 0O0NoYeK TECHO CBA3aHbl C aH-
TMbakTepmanoHoiMi nentugamn. VDR, akTMBMPOBAHHBIN
1,25(0H)2D3, nHayumpyeT skcnpeccutio LAMO u betta-
defensin 4.Betta-Defensins 06nagaet aHTUMUKPOOHOM ak-
TVBHOCTbBIO MPOTMB MUKPOGNOPLI MONOCTH PTa, B TOM UKC-
fle NapOAOHTONATOreHHbIX WTAaMMOB, TakuMX, Kak Actinoba
cilusactinomycetemcomitans, Porphyromonasgingivalis,
Fusobacteriumnucleatum, Candida v nanunnoma Bupyca.
HVDRR naumeHTbl CTpafatoT OT YacTbiX MAapOAOHTaNbHbIX
abcueccos, YTo MOATBEPXKAAET MHEHMWE, UTO BUTaMUH D
UrpaeT posnb B NOAAEPKAHUM UMMYHUTETa POTOBOW MOJO-
cTn. Qusnonorunyeckmin 3dGeKT akTUBHbIX GOPM BUTaMMUHA
D 3aBMCUT OT reHeTUYeCKMX GakTopOB U1, Mpexie BCero, oT
byHKUMOHanNbHbIX nonumopdnsmos reHos VDR (peuentop
BMTammHa D) 1 VDBP (TpaHCnopTHbIM 6enok BuTammnHa D)
[10].

KepaTtokmctosHaa opoHToreHHas onyxonb (KCOT) -
NOKanbHOE arpeccuBHOE KUCTO3HOE MOpPakeHue 4venio-
CTW, KOTOpPOE BCTpeYaeTcA CNopafMuyeckn Wan BmecTe
C HEeBOWAHbIM CUHAPOMOM 03a3anbHO-KIETOUHOrO paka
(NBCCS). PTCH1- ren, otseTtcTBeHHbIn 3a NBCCS, moxeT
UrpaTb BaXkKHYIO PONb B Pa3BUTUKM CNOPAANYECKOWN OMyXO-
nu. ABTOpbl naeHTUdGUUMpoBany 15 myTtaumin 8 11 cnyua-
Ax ¢ NBCCS-ceazanHbiM KCOTs 1 19 myTaumn B 13 cnydanx
co cnopaanyeckum KCOTs. Kpome TOro, B 0bLiel Cnox-
HocTn 204 myTaumm PTCHT (187 myTaumi B 210 cnydanx

¢ NBCCS-cBA3aHHbIM 1 17 MyTaumii B 57 ciyyasx co Cno-
pagnuecknm KCOTs) BbiABReHbl B 78 OMNyOMMKOBAHHDBIX
pabotax. CnefoBaTenbHO, MyTauuK B TPaHCMEMOPaHHbIX
2 (TM2) TecHO CBA3aHbl C Pa3BUTMEM CMOPaAUYeCcKoro
KCQOTs. Kpome Toro, ana paHHero auarHo3a NBCCS, reHe-
TUYyeCcknn aHanus reHa PTCH1 gonkeH ObiTb BKOYEH B HO-
Bble AMarHoCcTMyecKkme Kputepum [12].

[lokaszaHa B3aMMOCBA3b PeLeccUn AecCHbl W BnuAHMe
MONEeKyNAPHO-reHeTnYeckrx GakTopoB Ha pereHepaumio
nocne onepaunu No NMKBMAALMM peLeccnn OecHbl pas-
NNYHBIX KNaccos No Munnepy. ABTOpamu BbIABNEHO, YTO Y
naumeHToB ¢ |-l knaccom peueccun no Munnepy Ha pere-
HepaumMio OKa3sblBano BAMAHME HOCUTENBCTBO MUHOPHOM
annenu (-1562)T reHa MMP-9, cBAzaHHOe C yBennueHnem
3Kcnpeccun reHa MMP-9, koTopoe conpoBoXaanoch yse-
NNYEHMEM BBICOTbI peLiecchm fecHbl Yepes 1 mecau nocne
onepaunn. Y naumeHToB ¢ peueccuen Il knacca no Mun-
nepy Ha pereHepaLmnio OKa3bliBano BAUAHWE HOCUTENBbCTBO
MyHOpHOoW annenu (-511)T reHa IL-1b, cBA3aHHOe C yBenu-
ueHueM aKkcnpeccum reHa IL-13, conpoBoxpaatolieecs yse-
NNYEHMEM BBICOTHI peLieccun yepes 3 mecsia nocsne one-
pauuun. Y naumeHToB C peleccuen aecHol |-l knacca npu
YCTAHOBNEHUW HOCUTENbCTBA MUHOPHOM annenu (-1562)T
reHa MMP-9 1y naumeHToB ¢ Ill kKnaccom peueccum HoCu-
TenbCTBa MUHOpHOW annenu (-511)T reHa IL-13, Heobxoaw-
MO NoAobpaTh NPaBUAbHYIO TaKTKKY NOCIeonepaLoHHO-
ro BefeHna 6onbHbIX[3].

PaclienvHa Heba — BPOXAEHHbIN AedeKT C BbICOKUM
YypOBHeM HacnefyemocTy. Ho Tonbko Hebosblias 4acTb
3TOW HacneayemoCT OObACHAETCA reHeTUUeCKUMN Bapu-
aHTamu. Onpenenanncb B3aMMOAENCTBNA reHa C BHeLLHeN
cpenoi (GxE) 1 BnuaHMe poanTenbCKOro NPOUCXOXKAEHMS
(Po0O). Kpome Toro, addektsl PoO MOryT BapbMpoBaThCA B
3aBUCMMOCTM OT YPOBHA BO3MAENCTBMA Ha HacNefoBaHue
(3ddekTbl POOXE). Y nccneposatenen 6binu reHotunsl 550
poauTenen, Takxe faHHble GakTOpOB puUCka maTepen, Ta-
KMX KaK KypeHue, ankorosb 1 BUTaMUHbI. JaHHble aHanu3u-
POBaNVCb OTAENBHO AS1A eBPOMENLIER M a31aToB, a Takxke
ONA BCEX 3THUYECKMX rpynmn. YTo0bl yuMTbiBaTb MHOXe-
CTBEHHOE TECTUPOBAHME, NCMOMb30BANCA METOL NOXHOWM
CKOpPOCTU OOHapyKeHus, rae g-3HauyeHus reHepupoBa-
NINCb M3 pP-3HaYeHWI. B aHanmu3ax TonbKko Ana eBponenues
B3aVMMOLENCTBME C KypeHeM MaTeper Jano camble H13Kme
3HaueHus g. [1sa SNP B bnoke «Interactors Hebonbloro ya-
nuHeHHoro ELL-cybbeamHnubl 1 (ICET) nmenu g-3HaveHve
0,14, a natb 13 20 Hanbonee 3Haummbix SNP obinm B «N-aLe-
TUIMPOBAHHOW anbda-CBA3aHHOM KUCMION AnMNenTnaasHou
dopme», (NAALADL2). Hnkakmnx gokasatenscts addekTos
PoOXE He 6bino obHapy»KeHo B Apyrux aHanmsax. Coeau-
Henva ¢ ICET n NAALADL2 sBnAaTcA HOBbIMK U TpebytoT
JanbHenwero nsyyeHua [13].

Y naymMeHToB C CemMerHbIM afeMaToO3HbIM MOMNMO30M
(CAI) uyacTo BCTpEYalTCA He 3/10KayeCTBEHHble BHeKM-
WeyHble NPOABMEHMA, BKOYAs CTOMATONOMMUeckme aHo-
Mannn, NOsBAAKLIMECA OO PA3BUTUA afeHOMbl TONCTOWM
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KuLWKK. 3abonesaHvie nepefaeTca no HacNeAcTBy U MOXKeT
OblTb BbIABNEHO Y HECKOMBbKMUX UNIeHOB CEMbU 1 Y BvKan-
WX POACTBEHHWKOB B HECKOJbKMX MOKONEHUAX. Bbinn 13-
yUeHbl B3aMMOOTHOLWEHMA MeXy FeHHbIMK MyTaluUaMn 1
3yOHbIMM aHOMaNUAMK y 3TUX naymeHTos. O6cnefoBaHbl
22 naumeHta ¢ CAl n 46 300pOBbLIX NALMEHTOB, KOTOPbLIE
ObINM CONOCTaBMMbI MO BO3pacTy 1 nony. MNauneHtam ¢ CAIM
nocne NocCTaHOBKM OCHOBHOMO AvarHo3a Obin nposefeH
CTOMATONIOTMYECKUA OCMOTP C MCMOMIb3OBaHMEM MaHo-
PaMHOW peHTreHorpammMbl, Onpeaenanoch Hanndve myTa-
umnt APC-reHa (adenomatous polyposiscoli), KoTopbiit pac-
nonaraeTca B ANIMHHOM nieve 5-M XpOMOCOMbI B NOKycCe
5921 v cofepxnT 2843 KOQOHA, a TakKe BbiABNEHWE APY-
TMX BHE COCYAMUCTBIX MPOABNEHNIN Ha Tene. CyllecTBeHHoe
paznuure mexay nauverHtamu ¢ CAMN 1 KoHTponem 6bino
Hanuume YenCTHbIX OCTEOMOB 1 Cknepo3a (p = 0,0001).
MauneHTsl C MyTaUmMen B UAW BbilWE MO MOTOKY OT KOAOHA
1309 nmenun 6onee BbICOKYO YacTOTy ocTeomuin (77,8%) u
CKepo3 YemtoCTHOM KoCTK (44,4%), a 77% 13 HUX UMeNN,
no KpavHeln Mepe, ofHy 3yOHYl0 aHOManwuio. 3To npenBa-
puUTeNbHOEe NCCNeAoBaHMe NOKa3ano CBA3b MeXay reHeTu-
YeCKMM BapMaHTOM B UM BbllLe MO NOTOKY OT KogoHa 1309
1 3yOHbIMM aHOMANMUAMMN, BbIABNEHHbBIE C MOMOLLbIO flyye-
BOW AMarHocTukm [16].

CnocobHOCTb NpefckasaTtb, Kakue M3 Tex MoTeHUu-
anlbHO CKJIOHHBIX K 3M10KAYeCTBEHHbIM NOPaXeHUAM Mo-
NOCTW PTa, NEVKOMNNAKMA UNK SpUTpONenKonnakma oyayT
nepepoXaaTbCa B MIOCKOKAETOUHbIN Pak, MCMOAb30Banu
MHOXeCTBO CPaBHUTENBHOW FeHOMHOW rmbpuansaunm.
Bbinv paccmMoTpeHbl Clyyan NIOCKOKAETOUHOrO paka ofl-
HOBPEMEHHO C NerKonnaknem, u 3pUTPONenKonaakmm
nocne neyeHns oCHOBHOM onyxonu. [laHHoe nccnenosa-
HWe, Takke NAeHTUOUUMPOBAHHOE B OMYXONW W NOTEH-
UManbHO 3N0KaYeCTBEHHbIX MOpaxkeHusax oblne anbTe-
paLnmn XPOMOCOMHbIX 0bnacTet U reHoB, Bktodaa FBXLS,
UGT2B15, UGT2B28, KANSL1T, GSTT1T n DUSP22, 6yayun
HEeKOTOPbIMU 13 ITUX TUMMUHBIX abeppaLnin, ONUCaHHbIX
B pake MONOCTW pTa U APYrMX, CBA3BIBAETCA C XeMOpPaau-
OPECTUTEHTHOCTbIO. 310KAYECTBEHHOE Pa3BUTME CBA3AHO
C NpubbInblo B reHax BNIPL, MCL1, STAG2, CSPP1 v reHax
ZNRF3[15].

AHanuaupysa npefcTaBleHHble AaHHble MOXHO CKa-
3aTb, UTO ANA NPEeAoTBPAaLIEHNA MOABMEHMA U Pa3BUTUSA
CTOMATONOTMUYECKUX NATONOMUIA, YNyULWEHNA ANArHOCTUKM
MCMONB3YIOTCA U pa3pabaTbhiBAOTCA METOAbl PaHHel aua-
THOCTUKM, BBIABAAIOTCA MAPKEPbI reHeTUYeCKOW OTAroLeH-
HOCTW, COBPEMeHHble CMocobbl MPOPUNAKTUKA C YyUYeToM
HacneACTBEHHON NPeApPacnoNOXeHHOCTVK Takmm 3abone-
BaHUAM.
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