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AKTYaJlbHOCTB. VI3BECTHBI MHOTOYHMCIICHHBIE UCCIICAOBAHMS, CBUAETEIbCTBYIOIIUE O POIU
nommMop(dHBIX BapuaHToB TeHa ADAM33 B BEpOSATHOCTH pa3BUTHS AJIICPTUUYECKUX 3a00JICBaHM, B
TOM 4HCIIe, U TIOJUTHHO3a. JJoMeH ne3uHTerpuHa u Metaiuionporennassl 33 (ADAM33, a disintegrin
and metalloprotease domain-containing protein 33) pacmonoxen Ha 20 xpomocome (20p13),
komupyet 6enok ADAM33. DkcnpeccupyeTcst IPEeUMYIIECTBEHHO B TIIAKOW MYCKyJaType OpOHXOB
u Qubpobnacrax jerkux. Mccinemyemplii mOTUMOPGHBIA y4aCTOK PACIONOKEH B HMHTPOHE T'eHa
ADAMS33. Ognonyxieotuansiii momumopusm (OHIT) T+1G/A cBsa3an ¢ 3ameHoii ryanuHa (G) Ha
aZieHuH (A), 94TO MPUBOJAUT K MOBBIIICHHUIO YpOBHS Kkcnipeccuu reHa ADAM33 B cyOanurennanbHbIX
¢ubpobiacTax M TIIAAKONW MBIIIEYHON TKAHH JIETKOTO M PEMOJICITUPOBAHMIO JBIXaTEIbHBIX MyTeH
(npensitctByeT nuddepeniupoBke ¢GuOpoOIACTOB NbIXaTENbHBIX MyTed B MHOGUOPOOIACTEHI),
HabmromaeMoMy y OOJNBHBIX OpOHXHMaNBbHOW acTMoi. [IpencraBisieT MHTEpEC pacpOCTPaHEHHOCTh
UcclenyeMoro nonuMmopdusMa cpeau skuteneid PecnyOnuku bemapych aiisi mporHO3MpOBaHUS B
OyayIieM ero BIUSHHS Ha Pa3BUTHE MOJUTMHO3A.

Ieanb: orpabotka merogoioruu resorunupoanus OHIT ADAM33 rs2280089 (T+1G/A) u
MPOBE/ICHUE aHaNIM3a 9acToThl BeTpeyaeMoctu OHII B rpymime Ui, Tpo>KUBAIOUIMX HA TEPPUTOPHH
Pecniy6nuku benapych.

Martepuanbl m MeToabl. VccienoBaHue BBIMOJHEHO B CEPUHM KCIEPUMEHTOB IN Vitro, B
KOTOPBIX UCHOJIB30BaHO 37 00pa3lioB LEIbHON KPOBU JOOPOBOJIBIIEB. 3a00p KPOBU OCYIIECTBISIICS B
V3 «6-s1 Topoackas KIMHHYECKas OOJBHUIA» C WHPOPMHPOBAHHOTO COTJIACHS PECIOHCHTOB.
Bospact nccnenyemsix aui coctasun 18 — 60 ser. I'enomuyro JJHK skcrparmpoBanu Meronom
MPEIUIUTAIMA C HUCToNb30BaHueM Habopa peareHToB «HK-skctpa» (PHIIL] snunemuosnoruu u
mukpob6uonoruu, PB). ITomumoppryto obnacts rena, kogupyomero ADAMS33, ammnpunuposanu
METOJIOM [P c HCIIOJIb30BAHUEM CHEeTIM(PUICCKIX paiiMepoB: (F 5'-
CTGAGCCCAGAAACCTGATT-3; (R) 5-AGAAGGGAAGGGCTCATGC-3'. Mast aeTeKiuu
MOJIMMOP(HBIX BAPUAHTOB UCCIIETyEMbIX (DparMEeHTOB I'eHa ObLI UCIIOIB30BaH METO/1 MOIUMOppHU3Ma
JJIMHBL PECTPUKIMOHHBIX (ParMEHTOB C ucmoib3oBanueM pectpukrassl HpyAV (New England
Biolabs, UK). OrieHKy COOTBETCTBHS paclpe/Ie/iCHHs TEHOTHITOB OYKHIAeMbIM 3HAYCHHUSM MTPOBOIHIIH
C UCIIOJIb30BaHUEM 3aKOHa paBHOBECHS Xapau-BaiinGepra (oHJIalH-KAJIBKYJIATOP
https://wpcalc.com/en/equilibrium-hardy-weinberg/).

Pe3yabTaThl M HX 00cy:kaeHue. Ha Bcex uccnemyembix obpasuax xpomocomansHoi JIHK
MOJIy4eHbl aMIIuuKaTel pazMepoM 312 1. H. (N = 37), 4TO COOTBETCTBYET, MO JaHHBIM JIUTEPATYPHI,
pasmepy ¢parmeHta reHa, koaupyromero Oeirok ADAM33. Cpenn wuccrnemyeMoil Tpymibl
JTOOPOBOJIBIIEB YCTAHOBIIEHO, UTO 28 pecrmoHaeHTOB (75,7 %) SBIIIeTCS TOMO3UTOTHBIM 110 aynielo G.
Annens A B TOMO3UTOTHOM COCTOSTHMM HE OBbIJT OOHAapY»KeH HU B OIHOM U3 UCCIIEI0BaHHBIX 00pa31ioB
JTHK. I'eteposurotabivu o amiensm A u G 6buto 9 nccnenoBanusix il (24,3 %). Habmomaemoe
pacripesielieHue T€HOTHIIOB B HCCIEAyeMOH BBIOOpPKE COOTBETCTBOBAJIO PAaBHOBECUIO Xap/u-
Baiin6epra (x> MpUMEHeH sl ONEHKH COOTBETCTBUS HAOINIFOJAEMOTO DACIIPE/eeH s TEHOTHIIOB
oxugaemomy). Yacrora ammens A cocraBuna 12,2 %, amnens G — 87,8 %. [lannsie Oyayt
WCIIOJIB30BaHbl MPH JAIBHEHIINX HCCIENOBAHMAX, HAIpaBlICHHBIX Ha u3ydeHue BinsHUsA OHII
ADAM33 152280089 (T+1 G/A) na hopmupoBaHue MOJLTHHO3A.

BbIBOABI: TIPOBENEH TpEABAPUTEIBHBIA aHATU3 PE3yJIbTaTOB WCCICIOBAHUS YacTOTHI
BcTpeyaemoct OHIT ADAM33 rs2280089 (T+1G/A) cpenu sxuteneii PecnyOnuku benapyce.
[Tpeobianaronum siBiisieTcs awienb G, 9acToTa BCTPEYaeMOCTH KOTOpOro cocraBuia 87,8 %.
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