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VY neanarpuyYecKuX MaueHToB ¢ BOCIAINTEIBHBIM IIPOIIECCOM B CYCTaBaX Pa3IMYHOM STHOJIOTMH, 2 HUMEHHO C JTHa-
THO30M IOBEHWIIBbHBIH nauonarnyeckuii aprput (FOMA) u ¢ cycTaBHBIM CHHAPOMOM 0€3 ay TOMMMYHHOW STHOJIOT Y, a
TaKXKe B TPYTIe KIMHAYECKOTO KOHTPOIA (0e3 ayTOMMMYHHBIX M XpPOHWYECKHUX BOCHAINTEIBHBIX 3a00JIeBaHNH ) TPOBE-
JICHO TCHOTUTIMPOBaHNE ToMUMophu3zma xpomocoMHoi oomactu 14q13.2—14q13 mo maTi MUKPOCATEITUTHBIM JIOKyCaM
renoB PSMA6, FAM177A41 w PRORP: HSMS006 (TG) , HSMS602 (CAA) (A), , HSMS701 (AC),AT(AC), , HSMS702
(TG), m HSMS801 (CA),. [Tpn ananuse 4acToT MOJUMOP(HBIX MUKPOCATEIITUTHBIX TIOBTOPOB y MAIMEHTOB C BOCTIAIIE-
HHUEM CyCTaBOB Pa3IMYHOIN ATHOJIOTUH IO CPABHEHHUIO C KOHTPOJIEM OBLIIO BBIJIEIICHO TISITh ajuierneii TeHoB FAM 17741
u PRORP: 170 . 1. HSMS602, 138 n. u. HSMS701, 124 . 5. HSMS702, 137 u 151 n. 5. HSMS801, — xotopsie
ACCOITMMPOBAHBI C PUCKOM BOCIIAJICHUS CYCTaBOB B IETCKOM Bo3pacTe. CpaBHHUTENbHBIN aHanu3 rpynn ¢ FOUA u cy-
CTaBHBIM CHHPOMOM HE ay TOMMMYHHOH STHOJIOTHH ITO3BOJIIIT 00HAPYKHUTH €Ile OAnH aens rena PSMA6 (189 m. 1.
HSMS006), xoTopsrii cBs3aH ¢ puckoM FOMA u, Takum 00pa3om, BO3MOXKHO, C BOSHIKHOBCHHEM ayTOMMMYHHOM KOM-
TIOHEHTHI TIPH BOCTIAJICHUH CyCTABOB Y JICTCH.

KuloueBblie ci10Ba: MUKpPOCATEIUTUTHBIE JTOKYChI, TeHbl PSMA6, FAM1774A1 n PRORP, cycTaBHON CHUHIPOM,
FOBEHHJIBHBIN MIMOTIATHYECKUN apTPUT, BOCIIAJIUTENBHBIN Ipoliecc, (parMeHTHbIN aHaN3.

Jas nuTupoBaHus: MUKpOCATEINIUTHBIC JTOKYCHI TeHOB PSMAG6, FAM177A1 n PRORP kak TeHeTHYECKHE
MapKephbl IPEIPACTIONOKEHHOCTH K PA3BUTHIO BOCIIAJIUTEIEHOTO MTPOIIecca Pa3InIHON ATHOIOTHH B CyCTaBax y JeTeH
/ H. B. Hukuruenxo, 1. 0. bakyrenko, A. M. Unuxo [u 1p.] // MonekyisipHast ¥ IpUKJIaHast TeHETHKa: ¢0. Hayd. Tp.
/ Uu-1 renetuku u nutonorun HAH Benapycu; peakoin.: A.B. Kunpuesckuit (. pen.) [u ap.]. — Munck, 2025. —

T. 39. - C. 74-83.

Beenenne

MukpocaTeTUTHbIE TOBTOPBI COCTABIISIIOT
0K0J10 3% 4YenoBEUYECKOro reHoMa U MpeCTaB-
JSIOT cOOO0M y4acTKU MOBTOPSIOLINXCS OJIUTOHY-
KJIEOTU/IHBIX MOTUBOB WJIU TAHAEMHBIX IOBTOPOB.
MuxkpocaremuTtsl coctoar u3 5—30 MoBTOPOB,
KKl U3 KOTOPBIX cOAepKUT 1-13 Hykieo-
TUJIOB, U3-3a YErO UX €IIE Ha3bIBalOT KOPOTKH-
MU TaHAeMHBIMU ToBTOpamu (Short Tandem
Repeat — STR) [1]. Onu pacnpocTpaHeHsI MO
BCEMY F'€HOMY U PAaCIHOJIO0KEHbI Yalle BCETo
B HETPAHCKPUOUPYEMBIX U HETPAHCIUPYEMBIX

y4acTKaX, B TO )K€ BPEMs SABIIAIOTCS BaXKHBIMU
KOMIIOHEHTaMU I10CJIEI0BAaTEIbHOCTEH, pery-
JUPYIOIHX SKCIPECCHUIO T€HOB: YHXAHCEPOB,
CalJICHCEPOB U HHCYIATOPOB. MHUKpPOCATEIITUTBI
TaK)KE BOBJICUEHBI B Pl APYTUX IIPOLIECCOB, IIPO-
TEKaOLMX B KJIETKE: B AJIbTCPHATUBHBIN CILIaii-
CHHI, pekoMOuHamio u penaparuto JJHK. Takum
00pa3oM, OYEBUIHO, YTO MUKPOCATEIIIUTHI IIPU-
YaCTHBI K Pa3JIMYHBIM acleKTaM (QyHKIIHOHUPO-
BaHWs reHoMa. M3ydeHne 3THX ITPOoLeCCOB BAKHO
JUIsl IOHUMaHUsI MEXaHU3MOB PETyJIALIMA F'E€HOB
U UX POJU B PAa3BUTUU PA3IUYHBIX MATOJOTUU.
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W3BecTHO, YTO MUKPOCATEIUIUTHl BOBJICUCHBI
B maroreHes okono 50 3aboneBaHUI YeIOBEKa,
OOJBIIMHCTBO U3 KOTOPBIX SBJISIOTCS TSXKEIBIMU
JIereHepaTUBHbIMU [2].

OcHoBy nmonumMopdu3Ma MUKPOCATEIUTUTOB
COCTABJISIFOT PA3JIMUMS B YHCIIE TIOBTOPSIFOIIUXCS
equnuil. [lokazaHo, 4TO OOTBIIUHCTBO MUKPO-
CaTeJUITUTOB, aCCOIIMMPOBAHHBIX C MATOJOTUSIMU
y uesoBeka (capkouaos, 6oae3Hp Anbireimepa,
nuadet 1-ro u 2-ro THUIIOB U T. J1.), pacrojararoT-
Csl B TeHAX, KOAUPYIOMHUX (DEPMEHTHI; IPU 3TOM
BO MHOTHUX CIy4asiX MPOCJIECKUBACTCS BIUSHUE
JUTMHBI MUKpOCaTeJUInTa Ha (PyHKIMU TeHa [3].
B HeKOoTOpBIX cilydasix MaTojJOruyeckoe yBe-
JUYEeHUE KOJIMYECTBA HYKICOTUAHBIX MOBTO-
pPOB B HECTAOMJIBHBIX y4acTKaX F€HOMa MOXKET
OPUBOJUTH K Pa3BUTHIO OOJE3HEH 3KCIaHCUU
HYKJICOTHIHBIX MMOBTOPOB. DTH 3a00JICBaHUS
00yCIIOBIIEHBI HapyImIeHuEM (YHKIIHH MPOTEH-
HOB, U HanOoJjee U3BECTHBIMU U3 HUX SIBISIIOTCS
CIUHaNbHAsA U OyabOapHasi MbIIIeYHast aTpopus
(6one3np Kennenn), a Takke CUHAPOM JIOMKOM
X-xpoMmocoMbl (cuHIpoM Maptuna — bemnn).
B uenowm, B HacTosiiee BpeMs 0OHapykeHo Oosee
30 marosorui, XapakTEPU3YIOLIUXCS SKCITAHCUEN
HYKJICOTHUJIHBIX TTIOBTOPOB [2, 4].

T. Sjakste ¢ coaBTOpamu ycTaHOBJIEHA aCCOIH-
aIusi MEKPOCATEJTUTHBIX TOBTOPOB B OT/IETBHBIX
JIOKycax cllabou3yuyeHHOH XPOMOCOMHOM 00ia-
ctu 14q13.2-14q13 c runeprupeosom (601€3Hb
bazenosa) [S] u 1OBEHHJIBHBIM UAMOTIATUYECKUM
aptputoMm (FOMA) [6] B naTBUCKOM TOIyIsi-
IIUH, a TAaKXKe J1a0eToM 2-T0 TUIIA B TATBHUICKON
U pUHCKOU momynsauusx [7], 4To menaer uccie-
JIOBaHUS B JAaHHOM HAaIpaBJICHUH MHOroooOema-
omuMu. B ykazanHo# XpoMOCOMHOW 001acTu
aBTOPaMHU M3YYaJIUCh TISITh MUKPOCATEITUTHBIX
JOKYCOB Tpe€X T'€HOB: MPOTEACOMHOTO I'eHa
PSMA6 (Proteasome Subunit Alpha Type 6)
U IpUJIETAOIMUX K HEMY TeHOB FAMI77A1
(Family With Sequence Similarity 177 Member
Al, Taxxe n3BectHslil kak Cl4orf24) u PRORP
(Protein Only RNase P Catalytic Subunit, u3secr-
HbI Kak KIAA0391).

I'en FAMI177A1 xonupyet 6enoK, y4acTBY-
IOIWI B UHTUOMPOBAHUU CHUTHAJIBHOTO MYTHU
unrepneiikuna- 1 (IL-1p), momuoro mpoBocma-
JUTEIILHOTO MUTOKKHA [§].

I'en PRORP xonupyeT KaTaJauTHUECKYIO CyOb-
equHUIly MuToxoHapuanbHoit PHKa3br P, HeoO-
XOJIUMYIO AJISl IPOLIECCUHTa MUTOXOHIPHAIIbHBIX

TPHK u, cnenosarenbHo, 115t HOpMaabHOM (DyHK-
uuu MUTOXOHIpUi [9, 10]. MUTOXOHIpUaTbHBIN
OuoreHe3 3aBUCHUT KakK OT SJIEPHOTO, TaK U OT
MUTOXOHIPUAIBHOTO TeHOMA, U AucOaIaHC B HX
AKCIPECCUU MOXKET MPUBECTU K BPOKICHHBIM
omubOkaM MeTadoin3Ma, BOCIAICHHUIO U CTape-
Huto [11]. Hong ¢ coaBTopamu mpoBenu meTaa-
HaJIU3 aCCOLMAIIUM 110 BCEMY F€HOMY U BBISBHIIIN
Oonee 241 mokyca BOCIPUUMYHUBOCTH K BOCHA-
JTUTENbHBIM 3a00JIEBAaHUSM KUIICYHHUKA, a TAKKE
UACHTU(UITUPOBATHA HOBBIC ACCOIMAIINH, B 9aCT-
HOCTH, 1857275892 B HOBOM J0Kyce PRORP/
PSMA6 [12].

I'en PSMAG6 otBeuaet 3a CUHTE3 CyObeAMHUITBI
anbda 6 nporeacomsl 20S. IIporeacoma — 310
MHOTOOEIIKOBBIN KOMILJIEKC, TTPeIHa3HAYCHHBIN
JUTSL pa3pylieHus: 1e(HeKTHBIX WIH KOPOTKOXKH-
BYIIUX OCJIKOB B KJIETKE U, TAKUM 00pa3oMm, JIst
COXpaHEHUs KJIETOYHOTo ToMeocTasa. ITo KpyIi-
HOMOJIEKYJISIpHAs! MYyJIbTUKaTaIUTUYECKas IpOTe-
aza, KOTopas CloCcoOHAa THAPOIU30BaTh OCIKH 10
Oosiee MEJIKUX MENTUI0B KaK MO yOMKBUTHH3A-
BHUCHMOMY, TaK U M0 YOMKBUTHH-HE3aBUCUMOMY
mexanusmy [13]. B pabore Wang J. ¢ coaBTo-
pamu [14] onuceIiBaeTCsl MOBBIICHHAS! KOHIICH-
Tpauus MNpoTeacoM NpHU OTIENbHBIX CUCTEM-
HBIX ayTOMMMYHHBIX 3a00JI€BaHUAX, TAKUX KaK
CUCTEMHas KpacHasi BOTYaHKA M PEeBMAaTOUIHBIN
apTPUT, CBSI3bIBAs 3TO C YCHUIIEHHUEM CUMIITOMOB.
ABTOpBI OOBSICHSIIOT 3TO HAOIIOICHIE BOBJICUEH-
HOCTBIO IIPOTEACOM B PEryJAIUI0 aKTUBAILUU
NF-kB — aHTHanonToTu4eckoro 1 mpoBocIa-
JUTETBHOTO PETYNIATOPA IKCIPECCUH ITATOKUHOB,
KOTOpBIEC UTPAIOT BAXKHBIE POJIM B Pa3BUTHH BOC-
MATATETBHBIX ¥ Ay TONMMYHHBIX 3200JICBaHUIA.

HNwmerommecs nanneie [8—14] mamm HaM OCHO-
BaHME IpeAarnoararb, YTo HeCTaOUIbHOCTH
MUKPOCATEJUIUTHBIX TTOBTOPOB XPOMOCOMHOM
obmactu 14q13.2-14q13 moxeTr ObITH CBsi3aHA
C pPa3IMYHBIMH BOCHAJIUTEIBHBIMU MpOIecCa-
MU COCAMHUTEIBHOM TKaHM, BKJIIOYAsi CYCTaBbI.
Bocnanenue cycTtaBoB (CycTaBHOW CHHIPOM)
B JIETCKOM BO3pacTe SIBJISIETCSI CAMITOMOM psijia
3aboJieBaHMii, BKJIOYass Hecnenupuieckue
apTPUTHI, apTPAITHUIO, PEAKTUBHYIO apTPOTMATHIO,
cunoBuut, FOUA u apyrue. B uenom renernue-
CKas MpUPO/Ia BOCIIAIICHUS CYyCTaBOB CJIa0d0 U3y-
YyeHa, YTO OOBSICHSIETCSI BOBJIEUEHUEM OO0JIBIIOTO
YHCJia TeHOB B BOSHUKHOBEHHE BOCTIAJIUTEIHHON
peakiyy U B IaToreHes3 NepeurcIeHHbIX 3a001e-
BaHui [15].
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[enbro mpeacTaBaeHHON pabOTHI OBLT TOUCK
CBSI3U MEXJAY MHUKPOCATEJIJIUTHOW U3MEHYU-
BOCTBhIO XpOMOCOMHOM oOmactu 14ql13.2—
14q13, Bxnrouaromieit reusl PSMA6, FAM177A41
1 PRORP, n BocnaauTeIbHBIMH 3a00JICBAHUSIMU
CyCTaBOB Y JICTEH.

MarepuaJibl 1 METOAbI

Yuacmuuxu uccnedosanus

HccnenoBanne mpoBOANUIOCH B COOTBETCTBUU
C 3TUYECKUMH MPUHIUIIAMH XEIbCUHKCKOM Jie-
kiapauu. OHO 000PEHO KOMHUTETOM O ITHKE
YUpEXKJIEHUS 3[PaBOOXPAHEHUs «2-51 TOPOJCKas
JeTcKasi KIIMHU4eckass OonbHUIay (r. MUHCK),
SBIISIIOLIETOCS KIMHUYEeCKOH 0a30ii 1-it kadenpsl
JNETCKUX OoJie3HEH yupexaeHHus: o0pa30BaHUs
«benopycckuii rocy1apCTBEHHbINA METULIMHCKUI
yHHUBepcuTeT». [larreHTs! OblIN BKIIIOUEHBI B UC-
cJe0BaHUE MPHU MPOXOKIECHUH UMU TEeparuu
B 2012-2021 rT. B yUpeKaeHUU 31paBOOXPAHEHHUS
«2-51 TOpOJICKas JeTCKasi KIMHUYecKas: OONbHU-
11a» Tocye MOANMCAaHus 100pOBOILHOTO HH(DOP-
MHPOBAaHHOT'O COITIACHS HA y4acTHE B HAYUYHBIX
UCCJIEJIOBAHUAX. 3a MALUEHTOB B Bo3pacTe 710 16
7eT nH(GOPMHUPOBAHHOE COIIacHe MOAMUCATN X
poauTENH.

OO61iee KOTMYECTBO YYACTHUKOB HCCIE0Ba-
HUS cOCTaBWIO 663 yenoBeka B Bo3pacTe oT 1
rona 710 17 net, KoTopbie ObUIHM BKIIOYEHBI B Pa3-
JIMYHBIE TPYIIIIbI UCCIE0BAaHUS B COOTBETCTBUU
¢ auarao3oM. M3 Hux 368 yenoBek 6e3 ayTouM-
MYHHBIX U XPOHUYECKUX BOCHAJIUTEIbHBIX 3a-
OoNieBaHUN COCTaBHWIIM TPYNINy KIMHUYECKOTO
KOHTpOJIs, 182 nanueHTa BOLUIM B IPYIILY C CH-
CTEMHBIM Ay TOMMMYHHBIM PEBMAaTHYECKHM 3200-

JieBaHUEM, a UMEHHO C IMarHO30M FOBEHUJIbHBIN
uauonarudeckuit aptput (FOMA), u 113 geno-
BEK — C CYCTaBHBIM CHHAPOMOM 0€3 ayTOuM-
MyHHOH 3tnonoruu. Cpeau nanueHros ¢ JOUA
npeobnagarommmM auarno3om (6omee 50%) ObuT
onuroaptput (M08.4 B coorBeTcTBHM ¢ Mexy-
HapoaHou knaccudukarmeit 6onesneit MKb-10),
a B IpyMIie C CyCTaBHbIM CUHIPOMOM — apTPUT
HeyTouHeHHbIH (M13.9). BocnanutenbHbli Ipo-
1ecc y OONBIIMHCTBA MAallMEHTOB B OCHOBHBIX
IpyInax MCCIEI0BaHUs 3aTparuBaj OJUH WUIIU
HECKOJIBKO (710 TPEX) CyCTaBOB.

basoBble nemorpaduueckue XxapakTepUCTUKU
TPYIII UCCIIEIOBAHUS NIPE/ICTaBIECHbI B TadmuLe 1.
Pacnipenenenue mo Bo3pacTy U MOy B rpyIax uc-
CJIeIOBaHMSI COOTBETCTBOBAJIO JIEMOTpapIeCKUM
XapaKTEepPUCTHKAM 3TUX 3a00JIeBaHUI B Oenopyc-
CKOM MOMYJSIUY (HEOMyOIMKOBAaHHbIE TAaHHBIE).

Buvioenenue u uccneoosarnue JJHK

['enomnyro JIHK Bwimensnu u3 oOpasmos me-
pudeprueckoil eaTpHONW KPOBU CTaHAAPTHBIM
(beHon-XxI10p0oHOPMHBIM METOJIOM.

l'enotunuposanue o6pasuos JJHK nposene-
HO B XpoMocomHoM obnactu 14q13.2-14q13 no
ISATH MUKpOcaTeJUIMTHBIM JIokycam: HSMS006
(TG), rena PSMA6; HSMS602 (CAA) (A)_ rena
FAM17741; HSMS701 (AC),AT(AC),, HSMS702
(TG), » HSMS801 (CA)_rena PRORP. I'enotn-
NUPOBAHNE OCHOBAHO Ha aMIUIM(UKAIIH yYacT-
xoB JIHK ¢ nocnenyromeil npoBepkoil Hanmu4us
npoayktoB 1P myTem anexrpodopesa B 1%-om
arapo3HoM rejie U Ha (parMeHTHOM aHalu3e
ITI[P-nponykToB. Mcnonp30Banbl IpaliMepsl
¢ (hIyOpeclEeHTHBIMU METKaMH M CJIeTyIOLIne
YCIIOBUS aMILTU(UKAILIUH, TOIPOOHO OMTUCAHHBIC

Taoauna 1

Jemorpaduueckue xapakKTepUCTHKHU TPYIII UCCIIEIOBAHUS

Yuciao I / Bospact Ha MOMeHT 00cJ1e10BaAHNS, TObI
I'pynnbl ucciiegoBanus NALHEHTOB, 0:’(3; ) s, CpenHee 3HaueHMe £ CTAaHIAPTHOE
n (%) ° OTKJIOHEHHE
KoHTposnps kIMHHYeCcKHii 368 (55,51) (52503 ; i233) 14 +£2,48
N . 66/116
KOBeHWIBHBIN HINOTIATUYECKUH apTPUT 182 (27,45) (36,3 /63.7) 944,95
CycTaBHOW CHHIPOM 0€3 ay TOUMMYHHOM 63 /50
STHOJIOTHH 13 (17,04) (55,8/44)2) 9+3,16
Bce yuacTHUKHN Biccae10BaHUS 663 (100,0) ( 53033 ; 3396) 12 + 4,66
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B pabote [5]: nenarypanus rpu 94 °C B TeueHue
5 muH; 35 nukioB amrutudukanun — 30 cek ne-
Hatypauuu npu 94 °C; 30 cek omxura npu 55 °C
(60 °C pns HSMS006); 30 cek snoHramnus mnpu
72 °C, 10 mun tipu 72 °C; oxnaxnaenue 110 4 °C.

@parMeHTHBIH aHAJIN3 MPOAYKTOB aMIUTA(U-
Kalluy MPOBOAMIICS METOJIOM aBTOMAaTHYECKOTO
KalWJUISIPHOTO 3IIeKTpodopesa ¢ MOJTUXPOMHBIM
Ja3epHBIM CKaHUPOBaHKEM Ha aHanmu3arope «ABI
PRISM 3500» (Applied Biosystems, CILIA); uc-
MOJIb30BAJINCH KaWILIAPbI JUIMHOU 50 cM u 7%-11
pactBop nosmmepa POP-7 (Applied Biosystems).

IToaroroBka peakiIMOHHON CMECH BBITTOJIHSAIACH
B COOTBETCTBHH C MHCTPYKIIMEH (DUPMBI-IPOU3-
BOJIMTEJISI TCHETUYECKOTO aHAIM3aTopa.

AHanu3 JIMHBI PParMeHTOB MPOBOIMIICS C TI0-
Molblo naketa nporpamm GeneMapper v.4.1
(Microsatellite Analysis Getting Started Guide).
JI1st KaXK10T0 MUKPOCATEIUTMTHOTO JIOKYCa BBHIOH-
paMCh OJMH WX JIBA ITMKA C MAKCUMAJIBHON KOH-
HeHTpanuen (parMeHToB, CBUIETENbCTBYOIINX
COOTBETCTBEHHO O TOMO3UI'OTHOM HJIM T€TepO-
3UTOTHOM COCTOSIHUM MUKpocatesuuta (puc. 1).

YTouHEeHHE JIIUHBI (PArMEHTOB BBITIOJHEHO

= = = =
N e T
P g HSMSSR2
2 HSMST01 \
o \ H$M &S
3 HSMSE01 \
ddA
L ! }l ‘flli |I " 1 Lyl i |i

= (N h-&.ﬂf' 'rp-.,-.,..’.‘}u.i,l, 4 5"-.;'_"'-:__-_-_'-_ i e li ,_I:

Puc. 1. IIpumep smexTpodoperpaMm HCCIeTyeMbIX MUKPOCATEITUTHEIX JIokycoB HSMS702, HSMS701, HSMSS801,

HSMS602 1 HSMS006 ¢ ykazanmem cTpeinkaMu (parMeHTOB, HMEIOIINX MaKCUMaTbHYIO KOHIIEHTPAIUIO (TTHK):

OZIMHOYHASI CTPEJIKAa — OJIMH ITUK MPU TOMO3UTOTHOM COCTOSTHHH, IBOWHASI CTPEJIKA — JIBA MHKa IIPH T€TEPO3UTOTHOM
COCTOSIHUM MHUKPOCATEIUTUTa

Ha TOM JK€ MPUOOpPE IMyTeM CEKBEHUPOBAHUS 10
Conrepy BbIOpanHbIX 00pasnoB JIHK, momxyuen-
HBIX OT TOMO3UTOTHBIX ocoOei. [Ipumep cekBe-
HOTPaMMBI TIPEJICTABIICH Ha puC. 2.
Cmamucmuyueckuii ananus
CrarucTudeckyio o0pabOTKy JaHHBIX MPO-
BOJIMJIU C HMCIIOJIb30BAaHUEM TAKETOB MPOTPaAMM

STATISTICA 7.0 (Statsoft), MS Excel 2010. O6
accoIManuy amienei ¢ 3a0oneBaHUeM CyIMIH
10 BEJIMYMHE MOKA3aTelsi OTHOIICHUS IIaHCOB
(OR — odd ratio) u 95% moBepUTENHHOTO WH-
tepsana (95% CI — 95% confidence interval).
Paznuuns cyuTanuch CTaTUCTUYECKU 3HAYUMBbI-
mu 1ipu p <0,05.

Puc. 2. ®parMeHT cexBeHOTpaMMBI MUKpocaTeuTuTHOTO Tokyca HSMS702, conepxamero 12 TG moBTOpoB, mpu
WCTIONB30BaHUA TIPSMOTO (BEPXHUI PUCYHOK) B 00paTHOTO MpaiiMepoB (HWKHAN PHUCYHOK)
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Pe3yabrarsl U 00CyKICHUSA

IIpoBeneHHbIe UcCIe0BaHMS MOKa3alH, YTO
JIMarna3oH JJIMH MUKPOCATEJUIUTHBIX JIOKYCOB Ha
UCCIJIEyEMOM XpPOMOCOMHOM yuacTke 14ql3.2—
14q13 y nereii 6e10pyCcCKOM MOMyIALUK ObLT CI1e-
ayroumm: 171-195 n. 1. HSMS006 (auanasoH mno-
BropoB (TG),.~(TG),,), 166-177 n. n. HSMS602
((CAA)(A)~(CAA) (A),), 126-142 n. n.
HSMS701 ((AC),AT(AC),,~(AC),AT(AC),,),
124-150 n. m. HSMS702 ((TG) ,«(TG),,) u 129~
155 . 1. HSMS801 ((CA), ~(CA),,). ITpu sTOM
oOHapy’keHa BBICOKas BapuaOeIbHOCTh MOJIHU-
MOpPGHBIX aJuIeel KaX10ro MUKpOCATeIUTUTHOTO
JoKyca: B cpeaHeM okoso 10 ameneit Ha JIOKyC
B Ka)XJI0M rpymie ucciesoBaHus, — 4TO Xapak-
TEPHO ISl MUKPOCATEIIJINTOB B LIEJIOM M COOT-
BETCTBYET M3BECTHBIM JIUTEPATyPHBIM JaHHBIM
10 ’TOMY XPOMOCOMHOMY Y4YaCTKY B JIATBUMCKON
U puHCKOU nomynsuusx [3, 5-7].

[TonHpIi IepedeHsb ajiesneil B HaleM UCCIeio-
BaHUM ObLI CIIETYIOLIHIA:

171, 173, 175, 177, 179, 181, 183, 185, 187,
189, 191, 193 u 195 n. . HSMS006;

166, 167, 168, 169, 170, 171, 174 u 177 0. 1.
HSMS602;

126,128,130,132, 134,136, 138, 1401 142 1. 1.
HSMS701;

124, 126, 128, 130, 132, 134, 136, 138, 142,
144, 148 u 150 n. . HSMS702;

129, 131, 133, 135, 137, 139, 141, 143, 145,
147, 149, 151, 153 u 155 n. . HSMS801.

CpaBHUTEIIbHBIN aHAIN3 YACTOT BCTPEYAEMBIX
ajyiened MeXJy UCCIEAyeMbIMU TPYIIaMu Ia-
IIMEHTOB BBISIBUJI HECKOJIBKO 0cOOeHHOCTEH. Tak,
U3 BCETO Pa3HOOOpasnsi 0OHAPYKEHHBIX aJuIeIen
OBLII0 OTMEUEHO BOCEMB (TabII. 2), KOTOpbIE UMeE-
JIM 3HAYUMO OoJiee BBICOKUE WIIM HU3KHE YaCTOThI
MpU CyCTaBHOM cuHpome u/unu npu FOUA no
CPaBHEHMIO C IPYINON KIMHUYECKOTO KOHTPOJIS.
[Ipu 5TOM CyII€CTBEHHBIE PA3TUYMS MEKIY TPYII-
namu ¢ FOUA u cycraBHBIM CUHIPOMOM OTCYT-
CTBOBAJIU. DTO MO3BOJIUIO OObEIUHUTH JaHHbIE
9TUX rpynn 1o 7 (u3 §) ansensm, KOTopble UMeNn
TEH/ICHIIMY B OIHOM HAaIlpaBJI€HUM (TIPOTEKTHUB-
HBIE UM PUCKOBBIE), U TEM CaMbIM IOBBICUTh
CTaTUCTHYECKYIO 3HAYUMOCTH JJIsI OOJBIINH-
CTBa IIOJIyYEHHBIX PE3yJIbTaTOB B 00bEAMHEHHON
TpyTIIe, KOTopasi UMeeT OJHY OOIIyI0 COCTaBIIsI-
IOIIYI0 — BOCHAJICHHE CycTaBoB. TakuMm obOpa-
30M, ObUIN BBISIBIIEHBI CEMb MUKPOCATEIIIMTHBIX
annenei (Tabn. 2), KOTOpbIe C BHICOKUMH YPOB-

HsaMu 3HauuMocTu (ot 0,006 u Menee) ObutH ac-
COI[MMPOBAHBI C BOCHAJIUTEIbHBIM MPOIIECCOM
CyCTaBOB pa3iauuHoOi 3THonoruu. llpu sTom
math aytener: 170 m. u. HSMS602, 138 n. H.
HSMS701, 124 n. 1. HSMS702, 137 u 151 1. .
HSMS801 — Oblu cBsi3aHbI C OBBIILIEHHBIM PU-
CKOM, ¥ TOJIBKO aBa amutens: 167 . 1. HSMS602
u 136 n. 1. HSMS701 — umenu npoTeKTUBHOE
3HA4YE€HHE MO0 OTHOIICHUIO K BOCTIAJIEHUIO CyCTa-
BOB y JICTEH.

B omiiuune oT nepeunciIeHHbIX alyenen, npe-
CTaBJICHHBLIX B Ta0i. 2, onuH amienab 130 1. H.
HSMS702 nmokasan cBoe IpOTEKTHBHOE 3HA4Ye-
nue B otHomeHun FOMA (OR = 0,26 [0,08-0,86],
p =0,019), HO He B rpymIe CyCTaBHOTO CUHAPOMA
0e3 ayTOMMMYHHOM 3THOJIOTHH, YTO HE MO3BO-
U0 OOBEAVMHUTH ITH JIAHHBIC B OJHY TPYIIITY
U, CKOpE€ BCEro, YKa3bIBAET Ha CBsI3b ATOTO all-
snenst Toabko ¢ FOMA. Oqnako HH3Kash 4acTo-
Ta BCTPEYAEMOCTH 3TOTO ajuielisd y NalMueHTOB
¢ FOMA TtpebyeT nmoaTBep)ACHUS MOTYYEHHBIX
pe3ysbTaToB Ha OOoJbIIEH BRIOOPKE MAI[MEHTOB.

Kpome Toro, 6p110 0OHAPYKEHO ABA ajie-
ns (tabmn. 3): 189 m. 1. HSMS006 u 141 1. H.
HSMS801, — vactoTa KOTOPBIX 3HAYUMO
(p <0,05) oTi4anace y mammeHTOB ¢ ayTOMM-
MYHHBIM peBMaTH4YeCKUM 3a0oneBanuemM FOUA
[0 CPaBHEHHUIO C CYCTaBHBIM CHHAPOMOM 0€3
ayTOMMMYHHOW KOMIIOHEHTHI. YacToTra amnens
189 n. H. HSMS006 Obuia CyiiecTBEHHO BBILIE
B rpynne ¢ IOUA. Dtu ganssle, Mo-BUANMOMY,
YKa3bIBaIOT Ha cBA3b ajuiens 189 n. v. HSMS006
C BO3HUKHOBEHHEM ayTOUMMYHHOU pPEeaKIHU PU
BOCHAJIUTEIBLHOM IIPOLIECCE B CYCTaBax M Ha To,
YTO OH MOXET OBITh MCIOJB30BaH B KAaueCTBE
MapKepa MOBBIIIEHHOTO PUCKAa BOZHUKHOBEHUS
KOMA y nainueHToB ¢ BBISIBICHHBIM CyCTaBHBIM
cunapomoM. 11 Hao00pOT, B OTHOIICHUH AJUIENs
141 n. . HSMS801, noka3zaBuiero nporeKTuBHOE
JIENCTBUE KaK [0 CPAaBHEHUIO C CyCTaBHBIM CHH-
JIpoMoM (Tadi. 3), Tak U ¢ KIIMHUYECKUM KOHTPO-
aem (OR = 0,32 [0,17-0,62], p = 0,0022), moxkHO
MPENIOJIOKUTh €0 UCIOJb30BaHUE B KaYeCTBE
Mapkepa noHmwkeHHoro pucka FOUA (ta6m. 3).

Muxkpocarennutabie nosrops! (TG) HSMS006
pacmoioKeHbl B UHTPOHE 6 IPOTEaCOMHOTIO I'eHa
PSMAG6, u ux cBsi3b ¢ ayTOMMMYHHBIMH 3a00J1e-
BaHUSIMU (TMIIEPTUPEO30M, TUA0OETOM 2-T0 TUIA
u FOMA) 6bu1a ycTaHOBIIEHA B JTaTBUIMCKOM U Ya-
CTUYHO (PUHCKOM Tomyssiusx 3, 5, 6]. B Hammx
npeAbLAYInX padboTax ObLIO BBISIBICHO, YTO T€HO-
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Tadauna 3

CpaBHUTENBHBIN aHAJIN3 YaCTOT MUKPOCATEIUIMTHBIX aJljiesieil HA XpOMOCOMHOM y4YacTKe
14q13.2-14q13 y nauuenToB ¢ nuarno3om FOMA u cycTaBHBIM CUHAPOMOM 0€3 ay TOUMMYHHOM
KOMIIOHEHTHI (IIPECTaBICHbl CTATUCTUYECKU 3HAUUMbIE Pe3yJIbTaThl)

HazBanmue CycraBHoii cuHApOM 0e3 IOHUA (o6mee N = 364)
MHKPOCATeJUINTA, Alutenu, ayTOMMMYHHO¥ 3THOJIOTHH
HYKJ1€0TUAHBIH II. H. (odmee N = 226), n OR P

MOTHB n (%) (%) [95% CI]

HSMSO006, 20 55 1,83
(TG)n 189 (8,85) (15,11) [1,07-3,15] 0,031

HSMSS801, 16 11 0,41
(CA)n 141 (7,08) (3,02) [0,19-0,90] 0,026

HpnMeanHe. N — KOJIMYECTBO aJljIejICH B rpynmnax; /K HA4YC€PTAHNUCM BBIACIICHbI CTATUCTUYCCKU 3HAYUMBIC PE3YJIbTAThI

tun G/C rs1048990 rena PSMA6 accoumupoBan
¢ puckoM Bo3HHKHOBeHMsI FOMA B nienom, oco-
OEHHO Yy IEBOYEK, a TAK)KE C OJIMTOAPTUKYIIIPHON
dopmoii FOUA (umm onmuroapTpuTom) B 4acTHO-
ctu [16, 17]. DTn naHHbBIEC TOATBEPKAAIOT HAJIU-
Yhe TECHOU CBSA3U MEXy U3MEHUYMBOCTBHIO T€HA
PSMA6 n puckoM BO3HMKHOBEHHS ayTOMMMYH-
HOW peakluy B pa3JInYHbIX OpraHax.
CymecTByeT NpeaNoJOKEHUE O BIUSI-
HUM MOJUMOP(PHON M3MEHUYUBOCTH (JJIUHBI)
MHUKPOCATEJUIMTHBIX IOBTOPOB MPOTEACOMHOIO
reHa PSMA6 Ha (pyHKIMOHAIbHYIO aKTUBHOCTb
CaMoro reHa U, COOTBETCTBEHHO, Ha MIPENPACIIO-
JIOKEHHOCTH K natojoru [3]. OTHUM U3 BO3MOX-
HBIX MEXaHU3MOB €0 YYacTHsl B BOCTIAIUTEIbHBIX
Y ayTOUMMYHHBIX PEaKLUIX JJOIyCKaeTCsl peryis-
1St akTUBHOCTH (pakTopa Tpanckpurimu NF-kB,
UTPAIOLLETr0 KIKOYEBBIE POJIM B 3TUX PEAKLIMSIX.
AxtuBHasg ¢popma NF-kB npencrasnser coboit
reTepouMep, COCTOSIINN U3 cyOBbeINHULBI P65
u cyosenuaunbl pS0. [locnennss npeacrasie-
Ha B I[UTO30JI€ KJIETKH B HEAKTUBHOU (opme,
a uMeHHO p105, monuMnenTruIHOTO NPEAIIeCTBEH-
Huka p50. Kpome toro, mpeobpazoBanusie pS0
1 p65 NOANEP)KUBAIOTCS B LIUTO30JI€ B BUJIE HE-
AKTMBHOTO KOMIIJIEKCA C HHTHOUPYIOIIUM OEIKOM
IxB. Curnans! Bocnanenust aktuBupytot NF-kB
B pe3yJbTaTe MHUIUAIMN CUTHAJIBHOTO IyTH Ha
MOJIHYIO Aierpajanuio [kB u cTumynupyror Takxke
npespatierue pl105 B p50. Takum oOpazom, 1is
CUTHaja, MHAYLUpyolero akrusanuio NF-kB,
TpeOyeTcs 1Ba NPOTEOTUTUIECKUX COOBITHSL, 00a
ornpenensieMble yOUKBUTHH-TIPOTEACOMHBIM 1Ty~
TeM. [loBbIlIEHHAs! AKTUBHOCTH MPOTEACOMHOTO
reHa PSMA6 MoxeT ycuiauBaTh yOUKBUTHH-TIPO-
TEaCOMHBIN MyTbh, KOTOPBIH aKTUBUPYET (PaKTOP

tpanckpunuuu NF-kB, n Ha000poT, HU3Kast HKC-
IIpecCcus FeHa MOXKET BbI3bIBATH CHUYKEHUE AKTHB-
noctu NF-xB [3, 18, 19].

®akrop Tpanckpunuuu NF-kB urpaer meit-
OTPOIIHYIO POJIb B UMMYHHOW CUCTEME U, B 4aCT-
HOCTH, YYaCTBYET B MUTPAIIMH UMMYHHBIX 3(-
(EeKTOpPHBIX KJIETOK, 0OecreunBasi CeKpenmnio
MIPOBOCTIAJIUTEIBHBIX IUTOKUHOB. HeynuBuresns-
HO, YTO T€HETUYECKUE BApUAHTHI, BIUAIOIINE HA
byHKIMIO 3P PEKTOPOB WK HA OTEPIO PyHKIIUU
HETraTUBHBIX peryisitopoB nytu NF-kB, orBer-
CTBEHHBI 32 AyTOUMMYHHbIE€ WU BOCHAJIUTEIb-
HEIe 3a00s1eBanus. MoXXHO cka3aTh, 4To NF-kB
JEHCTBYET Ha IEPEKPECTKE MHOTUX CUTHAJIBHBIX
nyTteil. HenpaBunbHas wim ype3MepHas akTuBa-
st NF-xB MoxxeT mpuBecTH K BOCTIAJIUTENbHBIM
3aboneBaHusM U paky [18, 20]. Xoporio uzBect-
HO Takxe, yTo aktuBauus NF-kB tecHo cBsi3aHa
C MaTOreHE30M PEBMAaTOUHOTO apTPUTa — TSKE-
JIOTO ayTOMMMYHHOTO 3a00JI€BaHUs Y B3POCIBIX,
KOTOPO€ XapaKTEPU3YeTCs XPOHUUECKUM BOCIIaA-
JICHEeM CHHOBHUAJILHOM TKaHU U, KaK CJIEJCTBHE,
MOBPEKJICHUEM KOocTel u xpsen [20, 21].

YeTtbIpe Ipyrux MUKPOCATEINIUTHBIX TOBTOPA,
UCCIIelyeMbIX B Hallel paboTe, TakkKe JOKaIH-
30BaHbl B uHTpOoHaX [3]. [Tepseiii nosrop (CAA)
HSMS602 — B rene FAM177A1, xoqupyoiero
0eJI0K, TOKAJIM30BaHHBIM B KOMIUIEKCE [ 0IbKH,
Y4acTBYIOLIUN B MHTMOMPOBAHUM CHUTHAJIBHOTO
nytu uatepnelikuna-1 (IL-1p), momuoro mpo-
BOCMAJIUTENILHOTO LIUTOKUHA. I3MeHeHue akc-
npeccun win Gyukuuu FAM177A41 Bnusiet Ha ero
cnocobnocts narndupoBars TRAF6-Ubcl3-3a-
BHUCUMYIO Tlepesiady curHaia ot peuentopa IL-13
[8, 22]. [IpoTexTHBHBIN ajuienb 167 n. H. MUKpO-
caremuta HSMS602 moxer cnoco0cTBOBaTh
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MOJIePKAHUIO ONITUMAJILHOTO YPOBHS DKCIIpec-
cun FAMI77A1, ato obecrnieunBaeT ageKBaTHOE
caepxxubanue IL-1B-omocpenoBanHoro Bocrnane-
Hus. Ecniu FAM177A1 >pQpexTuBHO noaaBiseT
ATOT MPOBOCHAIUTEIBHBIN Ty Th, TO aJUIEIH, MOJI-
JICP’KUBAIOIINE WITH YCUITABAIOIIHE ATy (DYHKITHIO,
JIOTUYHO JOJKHBI CHIDKATh PUCK Pa3BUTHS BOC-
NaJUTEIbHBIX 3a00eBanui. 1 Ha000pOT, MUKPO-
CaTeJUTUTHBIE aJlIeH, CHIKAIOLIUE aKTUBHOCTh
reHa FAMI177A1, MOTYT criocoOCTBOBATh pas-
BUTHIO NTPOBOCHIAJIUTENIBHOM 1IEMOYKH COOBITUH.
K nocnennum, BO3M0XXHO, OTHOCUTCS aJlJIeNb
170 . 1. Mukpocaremuta HSMS602 (Tabin. 2).

Tpu ocTaBmIUXCS MHTPOHHBIX MOBTOpA
(AC)_AT(AC), HSMS701, (TG) HSMS702
u (CA), HSMS80I nokanu3oBaHbl B I'eHE
PRORP, xonupyrouiemM 3HA0OHYKII€a3HYI0 CyOb-
eauHuIly P MUTOXOHApHUATBHOTO PUOOHYKII€a3-
HOTO KOMILJIEKCa, OTBETCTBEHHOTO 3a CO3PEBaHUE
tpancnoptHoii PHK [23]. UHTpoHHBIE MUKpOCa-
TEJUTUTHI CTIOCOOHBI BIMSITH Ha TPOIIECCHI CIIIaii-
cunra MPHK, ee cTabuipHOCTB MITH y4acTBOBATh
B (hopMUPOBAHUY PETYIIATOPHBIX HEKOAUPYIOIITIX
PHK [24]. D10 moaTBepsk1aeTCs CyIeCTBOBAHU-
€M €CTECTBEHHOI'0 XMMEpPHOT0 HEKOAUPYIOIIEro
tpanckpunta PRORP-PSMAG6, o6Hapy>KeHHOTO
B 2022 1. CKBO3HOU TPAaHCKPUIT MpPEACTABISAET
coboit MPHK u Bpsia in Gynet npou3BoauTh Oel-
KOBBIM MPOJIYKT, HO MOXKET UMETh PETyISTOPHOE
3HadeHue [25].

Tem He MeHee, HAKOTUICHHBIX JTaHHBIX HEO-
CTaTOYHO, YTOOBI OOBSICHUTD POJIb TeHOB PSMAG,
FAM177A41 n PRORP B BOBHUKHOBEHUHU BOCIIa-
JUTENBHBIX W/WIH ayTOMMMYHHBIX peakiuil. Mx
U3y4YEeHHE UMEET 0c000€ 3HAUEHUE, TOCKOJIbKY
ATOT PErMOH HEOAHOKPATHO CBSA3BIBAJICS C MpEJ-
PAaCIIOIOKEHHOCTHIO K PA3IUYHBIM ayTOMMMYH-
HBIM ¥ BOCHAJIUTEIbHBIM 3a00I€BaHUSIM, BKIIIO-
yas FOMA [5, 6]. ba130CTh 3TUX I'€HOB MOBBIIIAET
BEPOSITHOCTh UX COBMECTHOI'O HAaCJIEJOBaHUS
B BHJI€ TaIlJIOTUIIOB, a TAKKE BO3MOXKHOCTH Cy-
IIECTBOBAHUS OOIIMX PETYIISITOPHBIX IEMEHTOB,
KOOPAMHUPYIOIIMX UX IKCIIPECCHI0. ITa 007aCTh
reHOMa aKTHBHO U3y4YaeTcs, T. K. OHa MOXKET IPH-
BECTU K MOHUMAHHIO HOBBIX (DYyHAaMEHTAIbHBIX
MEXaHU3MOB MEKI'€HHBIX B3aUMOJEHCTBUM U UX
BIIMSIHUS HA MHOTO(aKTOpHBIE 3a0oneBanus [23],
a TakXke K pa3padOTKe HOBBIX METO/IOB JHArHO-
cTuku. Pe3ynbrarel Hameld paboThl yKa3bIBAIOT
Ha aCCOIMALIMIO UCCIIEAYEMbIX MUKPOCATEIITUTOB
reHoB FAM177A41 u PRORP ¢ BocalnuTelIbHbIM

MIPOIIECCOM B CyCTaBax MpH Pa3INIHBIX (HopMax
CYCTaBHOI'O CHHAPOMA, BKJIIOUasi y TOMMMYHHOE
3aboneBanue FOMA. Dtu pe3ynbrarel HaXOAATCS
B COOTBETCTBUU U PACHIMPSIOT JaHHBIE, TOTyYEH-
ueie T. Sjakste ¢ coaBropamu [3], KoTOpBIE BIIep-
BBIC OINKCATI MUKPOCATEIUTUTHYIO H3MEHUNBOCTh
Ha XpoMOCOMHOM y4vacTke 14q13.2-14q13 B cBs-
3u ¢ FOMA B naTBUiICKON TOMYJISLIMH.

3akiloueHue

Takum 00pazoM, MPOBEACHHOE UCCIIEIOBAHNE
NpPEICTaBUIO ONMUCAHUE MUKPOCATEIIMTHBIX
JIOKYCOB Ha XpOMOCOMHOM yuacTke 14ql3.2—
14q13 y nereid, NpOKUBAIOIINX HA TEPPUTOPUU
benapycu. BriepBble Obliia ycTaHOBIIEHA acco-
[MAaLMsI MUKPOCATEIUTUTHBIX MOBTOPOB B I'€HAX
FAM177A41 n PRORP ¢ cyCcTaBHBIM CHUHJIPOMOM
Pa3IUYHON 3THOJIOTHUH, CBUACTEILCTBYS 00 MX
BOBJICYEHHOCTHU B BOCHAIUTEIBHBIN MPOIIECC CY-
CTaBOB B JIeTCKOM Bo3pacte. Kpome Toro, o0Hapy-
JKEHO, YTO MUKPOCATESITUTHBIN ayuiensb (189 1. H.
HSMSO006), nokanuzoBanHbIi B rene PSMA6, ac-
counuposad ¢ puckoMm FOMA, Ho He cycTaBHOTO
CUHApOMa 0e3 ayTOMMMYHHOW ATHOJIOTHH, YTO,
M0-BUJIMMOMY, YKa3bIBAa€T HA €r0 y4acTHE B BO3-
HUKHOBEHUM ayTOMMMYHHOW peaklMu Mpu BOC-
MaJMTeNLHOM Mpoliecce B cycTtaBax. [lomydyeHnHbie
JAaHHBIE PACKPBIBAIOT HOBbIE (PYHKIIMOHATHHBIC
ponu reHoB PSMAG6, FAM17741 n PRORP u mo-
T'YT CIIY’KHTh OCHOBOH ISl pa3pabOTKU TOTIOTHU-
TEJIbHBIX KPUTEPUEB OLIEHKH MPEAPACIOIOKEH-
HOCTH K BOCHAJHUTEIbHBIM U ayTOUMMYHHBIM
peakiusM B CycTaBax y JeTeu.

Paboma nposedena 6 pamxax zadanusn 2.28
noonpoepammul «lenomuxay I'NTHU « Dyn-
oameHmanbHble OCHOBbl ODUOMEXHOIO0ULLY
6 2012-2014 2e. u meponpuamus 6.4 HTII Co-
1031020 2ocyoapcmea «/[HK-uoenmuguxayusy
6 2017-2021 22. @pacmenmublil aHANU3 BbINO-
HeH 6 YeHmpe KOLIeKMUEHo20 noab3oeanus «I e-
Homy 1 ocyoapcmeenno2o HayuHo20 yupelcoeHus
«HMncmumym cenemuxu u yumonoeuu Hayuo-
HanvbHoU akademuu Hayk Benapycu» ¢ ucnonvszo-
sanuem npubopa «ABI PRISM 3500» (Applied
Biosystems, CILIA). Aémopwi svipasicarom ona-
200apHOCMb COMPYOHUKAM YeHmpa 3a 00cy-
Jrcusanue npubopa, a makice MeOUYUHCKUM pa-
bomuuxam Yupesicoenus 30pagooxparenus «2-s
20po0cKas KIUHU4YeCKas OONbHUYAY, Y4aACmEYo-
wum 8 coope 6uUOI02ULECKO20 MamepUuaa.
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MICROSATELLITE LOCI OF THE PSMA6, FAM17741 AND PRORP
GENES AS GENETIC PREDISPOSITION MARKERS TO THE
DEVELOPMENT OF THE INFLAMMATORY PROCESS OF VARIOUS
ETIOLOGY IN CHILDREN’S JOINTS
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In pediatric patients with an inflammatory process in joints of various etiology, namely with a diagnosis of juvenile
idiopathic arthritis (JIA) and the articular syndrome of non-autoimmune etiology, as well as in the clinical control
group (without autoimmune and chronic inflammatory diseases), genotyping of the polymorphism of the chromosomal
region 14q13.2-14q13 was performed by 5 microsatellite loci of the PSMAG6, FAM177A41 and PRORP genes: HSMS006
(TG),, HSMS602 (CAA) (A),, HSMS701 (AC),AT(AC) , HSMS702 (TG), u HSMS801 (CA),. When analyzing
the frequencies of polymorphic microsatellite repeats in patients with the inflammation of joints of various etiology
compared to the control, 5 alleles of the FAM177A41 and PRORP genes were identified: 170 bp HSMS602; 138 bp
HSMS701; 124 bp HSMS702; 137 and 151 bp HSMS801 associated with joint inflammation risk in childhood. The
comparative analysis of groups with the JIA and the articular syndrome of non-autoimmune etiology made it possible
to detect one more allele of the PSMA6 gene (189 bp HSMS006), which is associated with JIA risk and, thus, possibly
with the emergence of an autoimmune component in the inflammation of joints in children.

Keywords: microsatellite loci, PSMA6, FAM17741 and PRORP genes, articular syndrome, juvenile idiopathic
arthritis, joint inflammation, fragment analysis.
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