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Ckanopsa 4. B.

NPOJOIKEHUE MOJIEKYJISIPHO-TEHETUYECKHUX UCCJEJIOBAHUM MALIMEHTOB
C AHJIPOTEHHOM AJIONELNMEN

(Hayumnsie pykosooumenu — acc. Hexkpawesuu E.A.%, k.6.1., doyenm Paboxons H.H1.?)

'VO Benopycckuii rocynapCcTBeHHbIH MEAUIIMHCKUI YHUBEPCUTET

*MucturyT renetuku u muronorud HAH Benapycu

MuHck, benapychb

Beenenue. Hanbonee pacnpocrpaneHHol Gpopmoii oOnbiceHus sBisieTcs: angporennas anonenus (AI'A). Cpenu
BeyIInXx (pakTOpPOB €€ Pa3BUTHS OTMEYAIOT TEHETHIECKYIO TIPEAPACIONOKEHHOCTh M TOPMOHAIBHBIE PACCTPONCTBA.
[Toatomy st poBeieHUs MPO(GHUIAKTUUSCKUX MEPOTIPUSTHI U CHHIKEHUSI CKOPOCTH Pa3BUTHS 00JIBICEHUSI HEOOXO-
JTUIMO T€HETHYECKOE TECTUPOBAHHE.

Henas ucciaenoBanus. [IpogomKkuTh aHaM3 4aCTOTHI BCTPEYaEMOCTH PUCKOBBIX aJlieJIel U TeHOTUTIOB B TPYTIIIE Ta-
1eHToB ¢ AI'A B 6eopyCcCKO TOIMYJISIIIAH U ONEHUTh WX 3HAYMMOCTH JIJIsI UCTIOB30BAHUS B KITMHIUUYCCKON TIPAKTHKE.

MarepuaJsl u MeToAbI. VccienoBanue mpoBoauiocs B nepuos ¢ ¢espaist 2023 1. mo despans 2025 . 8 Unctu-
TyTe TeHeTuku u ruronornu HAH bemapycu n menumnmackoM nieHTpe «Basepas». C ucrmonb30BaHEeM CTaHIapTHBIX
METOJIOB KIMHUYIECKOro ocMoTpa obcnenoBan 91 manmeHnt ¢ ATA, u3 Hux 39 MyxuuH u 52 skeHIHBL. CpeaHuit
BO3pacT coctaBisui 33,4 rona (quana3zoH oT 12 10 53 51eT) u He pa3auyancs MeKIy NOArPYNIONd MY>KUUH U TOATPYII-
MO} KEHIIMH. BhIpakeHHOCTh KIIMHUYECKUX NposBieHuid AT'A y My uuH onieHeHa no mkaine HopByna, y skeHIImH
— 1o mkase Jlrompura. AHann3 MoJIMMOPQHBIX JOKycoB B oOpasmax JIHK, BeIeIeHHBIX U3 OyKKaIbHOTO IITUTEIHS,
BoInoniHeH MetonoM I[P B peanbHOM BpeMeHu. CTaTUCTUYECKHUM aHAINW3 JAHHBIX MPOBEJCH C HMCIONIH30BAHUEM
Y>-KpUTEPHSL.

Pesynbrarbl. M3ydeHbl 4acTOTHI ajuielieii U TEHOTHIIOB IS CIEAYIOIMNX MTOJMMOPQHBIX JTOKYCOB: 152497938
reHa aHAporeHoBoro penenropa (AR), rs1385699 rena peuenrtopa k sxronuciuiazuny A2 (EDA2R), rs2073963 rena
rucrorneaneTmwiassl 9 (HDACY) u rs6047844 mexrennoit obmactu PAX1-FOXA2, — KOTOpble B COOTBETCTBHUH
C MMEIOUINMHUCS JINTEPATYPHBIMHU JaHHBIMHU acCOMUPOBaHBI ¢ AI'A B pa3NUYHBIX MOMYIANUASX. YCTaHOBIEHO, YTO
YaCTOTHI PUCKOBBIX ajuielielt B ucciemyemoit rpymme ¢ AI'A cocrasumm 87,4, 82,5, 36,3 u 59,3%, coOTBETCTBEH-
HO Jutst 182497938, 151385699, 152073963 u rs6047844. Ilpu 3Tom i Tpex moIuMopHBIX JIOKYcoB (1s2497938,
r$1385699 u rs6047844) oHn OBUTH CYIIECTBEHHO BBIIIE IO CPABHEHHIO C YCPETHEHHBIMU JTAHHBIMU MEXKITyHAPOJI-
HOM 6a3er gnomAD (v4.1.0) mo eBpomnelickuM (He (PMHCKHM) MOMYJISALUAM, YTO €IIe pa3 MOATBEPKAAET BHICOKYIO
3HAYUMOCTh TeHOB AR, EDA2R v mexrennoii oonactu PAX1-FOXA?2 B passutuu AT'A 1 17151 OIICHKY Te€HETUYECKOM
MIPEIPACIIONOKEHHOCTH K TaHHOMY 3200JI€BaHHIO.

YacTOThI TOMO- ¥ TEMH3UTOTHBIX HOCHUTEIICH PHUCKOBBIX ajuteniell TokycoB 1rs2497938, rs1385699 u rs6047844
OBLIH TaKXXe 3HAYUMO BBIIIC y TTAIIMeHTOB ¢ AI'A 110 CpaBHEHUIO ¢ YCPETHCHHBIMY JaHHBIMH 10 €BPOTICHCKUM TIOITY-
ssanusaM. Kpome Toro, 0oTMEU€eHO, UTO Y JKEHILMH, YaCTOThI TOMO3UTOT ayuienei 152497938 u rs1385699, kxoropsle pac-
TTOJIOKEHBI Ha X-XpoMocome, ObputH cymiecTBeHHO Himke (p<0,01), yem remmsurotHsix MmyxuuH (73,1 mpotus 97,4%
u 65,4 mpotuB 89,7%, COOTBETCTBEHHO), UTO MOXET CBUICTECILCTBOBATH O TOM, UTO MOJEKYISIPHO-TCHETHUECKUE
MeXaHU3MbI pa3BUTHsI AT'A y *KEHIIMH MOTYT OTJIMYAThCSI OT TAKOBBIX Y MYXUUH. DTO MPEAMNONIOKEHHUE COTIIACyeTC s
C pa3iIuyYHBIM TposiBieHueM AI'A y My»X4YWH 1 JKEHIIHMH, a TaKXKe C pe3ylIbTaTaMH UCCIEAOBAaHUHA APYTrUX aBTOPOB
1 HY)KJAETCS B JATBHEUININX MCCIICIOBAHMSIX.

BuiBoabl. [lonmyueHHbIe JaHHBIC TOATBEPXKIAOT HEOOXOIUMOCTH HCCIEIOBaHUS JOKycoB 152497938 AR,
151385699 EDA2R u rs6047844 PAX1-FOXA2 nisi KIMHUYECKOM MPAKTUKU C LIENIBbIO BBISIBICHUS F€HETUYECKOM
npeapacmoiokeHHOCTH K AT'A B Gemopycckoii momyssiiuu. [Ipu 3ToM mpeackaszarenbHas 3HAYUMOCTh OTIACTHHBIX
reHeTn4eckux BapuantoB (rs2497938 u rs1385699) mokeT OBITH CYNISCTBEHHO HUKE Y KCHIIUH 110 CPAaBHEHUIO
C My)XYMHAMHU.

159



