Kongepernuusa «/lomonocos 2018»

Ceknua «l'enernka»

I'enernyeckue Bapuautbl CYP1B1 u PITX2 y 60/ibHBIX EepPBUYHOI
OTKPBITOYTOJIBHOI U MEPBUYHOI BPOXK/IEHHOI riiaykomoit u3 Pecnybiiuku
Bamkoproctan

Hayunbriii pykoBoguTesib — XycHyTAMHOBA Dib3a KamuiieBua

Ernuxeesa Pam3uas PamunesHa
Acnupanm
Bamkupckuit rocyiapcTBeHHbIil yHUBEepCcuTeT, bruosorndecknit haxynbret, Kademapa
FeHeTHKHU U (PyHJIaMeHTaIbHON Meauiuabl, Y da, Poccns
E-mail: Khasanovaram@mazil.ru

[naykoma - obmuit TepMuH, KOTOPBIH 00beuHsIeT OOJIbINYIO TPyIIy 3abojeBaHuil opraHa
3peHus € PA3JINIHOIN STUOJIOTHEH, XapaKTepHO aTpodus 3PUTETLHOTO HEPBA MPU MOBBIIIEHUH
BHYTPUIJIA3HOI'O JABJIEHUs] U BO3HUKHOBEHUEM TUIUIHBIX JledeKTOoB noJis 3perus. [lepsuunas
oTkpbIToyrosibHast rytaykoMa (ITIOVT) saeisercs nanbosiee gacroit GopMoil riayKoMbl, B TO Bpe-
Msl Kak, epBudHast BpoxkeHHast riaykoma (IIBI) - manbostee pacipocTpaHeHHBIN THIT JI€TCKOT
riayKoMmbl [1].

[esbio mcciieoBaHus ABJIAIOCH M3yUeHUe CTPYKTYPHBIX ocobenHocreil renoB CYP1B1 u
PITX2 y narmuentos ¢ I[IOYID u IIBI" u3 Pecniy6siuku Bamkoprocran (PB).

Marepuasbl u Merosnl. B KadecTBe mccieayeMoro mMarepuasa HAMU OBLIM HUCIOJIH30BaAHbI
obopastel JAHK: 215 namuerTos ¢ ITOYI, npeamnomoxuTenbHO HACIEICTBEHHON STHOJIOIUN, HE
cBsi3aHHBIX pojicTBoM; 14 manmentos ¢ [IBI' u wieno u3 cemeii (40 ob6pasios), mpokuBao-
mux B PB. Konrposabsnyio rpymnmny cocrasuin oopasisl JITHK 250 310poBbIX WHIUBHIOB. 3a00D
MaTepuaJia IMPOBOJIUICH ¢ WHMOPMUPOBAHHOIO COTJIACHS MAIMEHTOB M “IeHOB ux ceMeii. [e-
nomuas JIHK Boiiesena u3 nepudeputeckoit BEHO3HON KPOBU CTAHIAPTHBIM METOIOM (PEHOJI-
xjopodopmuoil sKcTpakimu. OreHka HYKJIeoTHIHON mocaegoBareabHocT reHop CYP1B1 u
PITX2 nposejiena MeToIoM aHam3a KoHMOpMAIMOHHOro nosimMmopdusma omnonntesoit JTHK
C TIOCJIeTYIONINM CEKBEHUPOBAHUEM.

Pesynbrater. B tperbem sk3one rena CYP1B1 y manuentku ¢ [IOYI pycckoii 1o sTHUUECKOiT
npuHajIekHocTH obHapyzkeHa uucepnus c.1105 1106insCCT (P369ins). lunarnos riaykoma
OBLTT TaK2Ke IIOCTaBJIEH IIPOOAdYIIKe U POJIHON cecTpe MpodadyIIKKi ¢ MATEPUHCKONW CTOPOHBI, HO
OHM OBLIN HEJOCTYITHLI Ha MOMEHT HCCJIEJIOBAHUS, KaK W OTell mpobanaa. Yy MaTepH, pOJTHOI
CEeCTpBI, JIOUepH ¥ ChIHA NMpobaH a KJIMHUYECKNe MPU3HAKK TVIAYKOMBI HA MOMEHT O0CJ/Ie/I0Ba-
nus orcyrcrBoBas u ¢.1105  1106insCCT ne obuapyxkena. B 2009 r. myrarnusa P369ins Oblia
BbISIBJIEHA B M€TE€PO3UTOTHOM cOCTosiHuU y narumenta ¢ [IBT [2].

B 7 sxzone rena PITX2 BoigBien BapuaHT HYKJICOTHIHON mocsieoBaTesbaoct ¢.665T>C
(p-Met222Thr) y nanuenta ¢ IIOVYI. /lannblii BapnanT OOHADYZKEH BIEPBbIE, JTUTEPATYDPHBIE
JIaHHBIE OTCYTCTBYIOT. J[JIs1 OIlEHKN MATOreHeTHIeCcKON 3HAYMMOCTH WCIIOIB30BAIN aHAIN3 in
silico mpu momommu online pecypcos. Anayms mporpamm PolyPhen, SIFT, mutationtaster, PANTHER
nokazasi, 1to 3amena c.665T>C (p.Met222Thr) asisgercsa naToreHHoii.

[To mamubIM Hporpammuoro obecmedenus ProtScale rumpodobHOCTH MyTaHTHBIX OEIKOB
CYP1BI1 u PITX2 ymenbmaercss Bokpyr Todek Mmyrarmit (¢.1104 1105insCCT; ¢.665T>C).

Taxum obpaszom, npentudurimpoansl aBe HoBble MyTaruu ¢.1104  1105insCCT u ¢.665T>C,
KOTOpbIE CBA3AHBI cO CTPYKTYpHbIMU m3MeHeHusiMu 6esikoB CYP1B1, PITX2 u, Bo3moxKHO, gB-
JIIIOTCSl TPUYUHON TIATOreHe3a IVIAyKOMbI B HCCJIEJIOBAHHBIX CEMbSX.
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