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Beeaenune. Myramun rena GATAZ2, nposiBastonuecs gedpuimrom o6enka GATA2, ommcanbr
[IPU MHOTOYUC/ICHHBIX [TATOJIOTUSX, B TOM YHCJIE IIPU CeMEHHOM MPEIPACIIOIOKEHHOCTH K M-
eqonuciacruaeckomy cutapomy (MJIC) u ocrpomy muesnonanomy Jeiitkozy (OMJI)[1,2]. Mer
mpoBe/in TpaHcKpunToMubrit anamm3 GATA2 y 12 nanuentos ¢ M/IC, u obHapyKUIN CEMBIO C
aHoMmaJibHbIMEU TpaHcKpunitamu GATAZ2 B KJleTKax KpOBH.
enn. Ommcarh ceMeitnHblii ciryvait oOHapyKeHUsT aHOMaJIbHBIX TpaHCKpunToB GATA2 y 60/1b-
roit ¢ MJIC.

Matepuanabl nu meroabl. Boinenenne MPHK u3 kierok kpoBu, n peakiiust 0OpaTHOR TpaH-
CKPWIIINAN OBLIA OCYIIECTBICHBI C UCIIOIL30BaHIEM HAOOPOB peareHToB KoMmianun «VHTepiad-
cepsucy (Poccust), coryiacHO HHCTPYKIMU TPOM3BOIUTE/Is1. | eHeTHIecK Uil aHAII3 HYKJIEOTH THOIT
nocsiesioBaresibaoctu MPHK GATA2 6bu1t ocymiecTBieH Ha reHeTHYeCKOM aHaJsm3aTope «Ha-
Hopop-05».

PesyabraTrel. Ilpn tpanckpunromuom ananunze MPHK GATAZ2 y 25-netHeit manmeHTKH C
MJIC, 66111 0OHAPYZKEHBI JBa TPAHCKPUIITA: HOPMAJIBHON JIJIMHBI U yKOPOYeHHbIH Ha 198 HYK-
geotusioB (GATA2 c.del.388 585). YunrwiBasi cemeiinbiii xapakrep myrtaruiit GATA2, u no
pocbbe 00JIbHOIM, TTpoBeieH TpancKkpurromubiit anan3 GATA2 y ee marepu u jouepu. Hapsi-
JIy € HOPMAJIbHBIME TPAHCKPHUIITAMU, ObLIN BbISBIEHBI MyTaHTHBIE - ¢ jgeserweii 151 (GATA2
c.del.384 534) u 320 (GATA2 c.del.425 744) HyKJI€OTH/IOB B KJIeTKaX KPOBH MaTe€PU 1 J0UEPH
60/1bHOI, cooTBeTCcTBeHHO. Clle/IyeT OTMETUTh, YTO YIACTKU JICJCIHI BO BCEX CIyIadxX HAXOIH-
JINCh B TPEThEM SK30HE TPAHCKPHUIITA, U Pa3Mep UX YBEeJIUIUBAJICs U3 TOKOJIEHUS B IOKOJICHHE:
151 - y marepu nanuenTku, 198 - y camoii 6oabHOI, 1 320 - y ee j10uepu.

BoiBoapl. ITouck mo 6aze COSMIC, nokaszasr 8 ciydaeB MUEJOMIHBIX W JTUMMOUIHBIX HOBO-
o6pa30BaHmil, aCCOMMUPOBAHHBIX ¢ Jenerusamu (3,3% Bcex myranuit rena GATA2) pasaumaubx
yaactkoB GATA2. [Ipoanajm3upoBas JuTEepaTypy ¥ CHEIHATH3UPOBAHHbIE Oa3bl JIAHHBIX, MbI
IPUIILIA K BBIBOJLY, 9TO OOHAPYKEHHbIE HAMEH TPAHCKPUIITHI SIBJISIIOTCS pDaHee HE OIMUCAHHBI-
mu. MbI nipejioiaraem, 9ro anoMasibablil Tpanckpunt GATA2 c.del.388 585, obHapyKeHHBI
y OOJIbHO#, MOXKET TpaHCIHpoBaThcsd B aHoMa bHbIH 0eok GATA2 p.A130-S195del. Coxpan-
HOCTh yYaCTKa sJIEPHOI CHUTHAIN3AINN U IMHKOBBIX MMAJIbIEB Yy JTAHHOTO OejKa, obecriednBaeT
€ro TPAHCIIOPTUPOBKY B SIPO, W CBA3BIBAHUE C KOHCEHCYCHBIMH yYACTKAMU T'€HOB-MUIICHEH.
O tHaKO, OTCYTCTBHE JIOMEHa HETATUBHON PeryJisiiiui, BO3MOYKHO, BJIUSIET HA €10 (OyHKITHOHAJIb-
HyI0 aKTUBHOCTH. AHOMaJbHbIe TpaHcKpuThl GATA2 c.del.384 534 u GATA2 c.del.425 744,
HaliIeHHbIe Y MaTepU 1 JOYepH MaIlUeHTKE, KOaAupyioT ykopodennbie 6eskn GATA2 p.S128fs*38
n GATA2 p.P142{s*32, koTopble HE UMEIOT JIOMEHOB sIPHON CUTHAIU3AINN ¥ IUHKOBBIX I1a/Ih-
1IeB, 9TO JIe/IaeT HEBO3MOXKHBIM MX TPAHCIOPTUPOBKY B PO M CBA3BIBAHUE ¢ KOHCEHCYCHBIMU
y9IacTKaAMU T€HOB-MUIIIEHE.
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