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BBenenmne. HauboJiee pacipocrpanenuoil (hopMoit 00/ IbICEHIS ABJISI€TCH aHIPOTeHHAs aJI0-
nerust (AT'A). Cpenn Beayrmux GakTOpoB ee PasBUTHs OTMEYAOT M€HETHIECKYIO HPEeIPacIIo-
JIOX(KEHHOCTHh W TOPMOHAaJbHBIE paccTpoiicTBa. [losromy mirs mpoBenenust npoduiakTHIecKIX
MEPONPUATUIN U CHUYKEHUST CKOPOCTU PA3BUTUs OOJIBICEHIS HEOOXOIMMO MeHETUIECKOEe TECTUPO-
BaHUe.

Lens ucciaenoBanus. [Ipogo/KUTh anaan3 4acTOThl BCTPEYAEMOCTH PUCKOBBIX aJjliesieit
U PeHOTHUNOB B Trpyiie marueHToB ¢ AI'A B Ge/topyccKoii momyaamnun u OIeHNTb UX 3HATUMOCTh
JUUTSl IICTIONIb30BAHNS B KJIMHUYIECKON ITPaKTHKE.

Marepunanabl m metToapl. VccienoBanne MmpoBouioch B 1nepuoj ¢ despasisa 2023 1. 1o
despasb 2025 1. B Uncturyre reneruku u nurojgorun HAH Benapycn u meummackoM 1ieHTpe
«Bastepa». C ucrosp3oBanneM CTaHIAPTHBIX METOJOB KJIMHUYECKOTO OcMOTpa obcienoan 91
narmenT ¢ AT'A, w3 aux 39 myxuwma u 52 xenrmuabl. Cpemanit Bo3pacT coctasiisii 33,4 roja
(muanason or 12 710 53 J1eT) u He pa3Invascs MeXK Ty MOAIPYIIIOi My KUIUH U TOArPYIIIOi YKeH-
mH. BeipazkeHHOCTD KnHndecKux mpogsiennit AI'A y my»kaun ornenena o mkaje Hopsyra, y
JKeHIUH — 110 1Kasie JIrogaura. Axaans mosmMopdHbIX JIOKycoB B obpasnax JIHK, Boiierennbx
u3 OyKKaJIbHOTO sunTesus, BoinogHeH MmetogoMm [P B peanbroM Bpemernu. CrarucTudecKkuii
aHAJIN3 JAHHBIX IPOBEJICH C UCIOIL30BAHIEM Y 2-KPUTEPU.

PesynbraTbl. 3ydenbl 4acToThl ajiesieii 1 TeHOTUIIOB JII CJICIYIONIUX TOJTUMOPMHBIX
JOoKycoB: 1$2497938 rena anjporenosoro perenropa (AR), rs1385699 rena perenropa K 9K-
ropuciiazuny A2 (EDAZR), 1s2073963 rena rucronieaneruiassl 9 (HDACY) u rs6047844
mexkrenHoit obsractu PAX1-FOXA2, — KoTopble B COOTBETCTBUE C MMEIOIUMUCS JTATEPATYP-
HBIMU JIAHHBIME acconupoBanbl ¢ AI'A B pa3/ImaHbBIX HOMYIANUAX. YCTAHOBIEHO, YTO YACTOTHI
PHUCKOBBIX aJjuiesieil B uccsemyemoii rpymie ¢ AI'A cocrasumu 87,4, 82,5, 36,3 u 59,3%, coorser-
cTBeHHO J11d 152497938, rs1385699, rs2073963 u rs6047844. [Ipu sTOM /151 TpeX MOJTUMOPGHBIX
J0KycoB (1rs2497938, rs1385699 u rs6047844) omnu ObLIM CYIECTBEHHO BBIIIE II0 CPABHEHHIO C
YCPETHEHHBIME JIAHHBIME MeXK TyHapoaHoi 6a3el gnomAD (v4.1.0) o epomeiickum (He un-
CKUM) TIOMYJIAIUSM, YTO eIlle pa3 MOJTBEPKJIAeT BbICOKYI0 3HAYNMOCTb reoB AR, FDA2R u
mexxrennoit obactu PAX1-FOXA2 B passurun AI'A u 1151 OIeHKN T€HETHIECKO Ipeapaciio-
JIOX(KEHHOCTH K JJAHHOMY 3a00JIEBAHUIO.

YHacToThl TOMO- U TEMU3UTOTHBIX HOCUTEIEll PUCKOBBIX aJijiesieil ToKycoB rs2497938, rs1385699
u 1386047844 6bLIH TakxKe 3HAYUMO BbImie y nanneHToB ¢ AI'A 1o cpaBHEHWIO C yCpeHEHHBI-
MU JIAHHBIME 110 €BPOIENCKUM TOITyaduaM. Kpome Toro, oTMedeHo, 4To y KEHIUH, 9aCcTOThI
roMo3uroT aJuteseit rs2497938 u rs1385699, koTopbie pacIioIoKeHbl Ha X-XPOMOCOME, OBLIIN CY-
mectBerHo Hizke (p<0,01), wem remmsurorabix Myxkuud (73,1 nporus 97,4% u 65,4 nporus
89,7%, COOTBETCTBEHHO), YTO MOYKET CBUJETEJIbCTBOBATH O TOM, YTO MOJIEKYJISIPHO-IeHeTHIe-
cKre MexaHu3Mbl pa3Butus AI'A y KEHIUH MOTYT OTJIMYAThCA OT TAKOBBIX Yy MYKIHH. DTO
IIPEJIITOJIOXKEHIE COTJIACYETCsI ¢ PA3JIUIHBbIM posiBjeHneM AT'A y My»KUIUH U JKEHIIUH, & TaKKe
¢ pe3yabTaTaMu UCCJEJOBAHUI JIPYTUX aBTOPOB U HYKJIAETCHd B JAJIHHEHINX UCCIETOBAHIIX.



Kongepernuusa «/lomonocos-2025»

BoiBoapl. [losyuennbie JlaHHbie TOATBEPK/IAIOT HEOOXOIMMOCThH HMCC/IEIOBAHUS JIOKYCOB
rs2497938 AR, rs1385699 EDA2Z2R u rs6047844 PAX1-FOXA2 misg KIuHUYIECKOH NpaKTUKN
C TIeJTBIO BBISIBJIEHUsT T€HETUIeCKOl mpeapactosioxkennoctn K AI'A B Gemopycckoil mommy isnun.
[Tpu sTOM mpejicKazaTe/bHas 3HAYUMOCTD OT/JEIbHBIX TeHeTHYECKUX BapuaHToB (rs2497938 u
rs1385699) MoKeT ObITh CYNIECTBEHHO HUMKE Y YKEHIIUH 110 CPABHEHUIO C MY?KIMHAM.



