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WccnepoBaHue PesynbTar KomMeHTapwuii

M3H2A RET CM.KOMM. Pe3ynbTaTt npunaraetcs Ha oTAenbHOM 6naHke.

BHuMaHne! B 3neKTpOHHOM 3K3eMnnsipe 6r1aHka Ha3BaHWe UCCNeaoBaHMs COAEPXMT CCbINIKY Ha CTPaHWULY caliTa C OnncaHuem

ncecneaoBaHus. www.invitro.ru
Pe3ynbTaThbl UCCNeAOBaHUIA He ABNAIOTCA AMArHO30M, HEO6XOAMMA KOHCYbTaums crneuunanmcra.

M.M. / Noanuck Bpaya
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HH3 999999999
Onucanue
ITAIIMEHT o6cnenoana 8 OO0 «<HE3SABUCHUMA S
JIABOPATOPUA «MHBUTPO» ¢ uenvto BeisiBiieHus: mytanuid B reHe RET, oTBeuaroniem 3a
BO3HMKHOBEHHE CHHIPOMa MHOXKECTBEHHBIX SHJIOKPMHHBIX Heorutazuii tunm 2A (MOH2A)
(mpocuis Ne7006A2).

MD3H 2A — cemelHbII paKoBbIil CUHAPOM, HACIEAYEMBIH 110 ayTOCOMHO-IOMUHAHTHOMY
tumy. Berpeuaercst ¢ wactoroit okoso 1: 30 000. [l 60IbHBIX C 3TUM CHHIPOMOM XapaKTEPHO
HAIM4YUE CEeMEHHOro MeNyJUISIPHOTO paka muToBuaHOU sxene3bl (MPHIXK) (92-100 %). D10
3a00JIeBaHKE CBSA3aHO C F€PMUHAIbHBIMU MUCCEHC — MyTalusmu nporoonkoreHa RET (10q11.2).
Mytranuu npespaiaroT HopMasiabHbliil reH RET B oHKOreH.

Hnsa Gonbabix ¢ MOH 2A momumo MPIIDK xapakrepHo Hammuue (GeoXpOoMOIMTOMBI
(Bctpeuaercs ~ B 50% ciydaeB) M TUNEPIUIA3UW/aJ€HOMBI MapalIUTOBHUIIHBIX JKEJe3
(oonapysxusaiot y 20-30 % 60IbHBIX).

bonee uem y 98 % cemeit c MOH 2A Obuin BbisiBiIeHB! MyTauuu B 10-m mwnu 11-M sk30He

reHa RET. bonee penkue myranuu y 6onbHbix MOH 2A Haxonar B 3x30Hax 13 u 14 rena RET.

OHK PHO reH RET 2k3oHEI 10, 11

RET 1398 ¢.[ 1901G>CJ[=]

MeTtogoM NpsAMOro aBTOMAaTHYECKOIO CEKBEHMPOBAHUS IPOBEIEHO MCCIEIOBAHUE C
LeJIbI0 TIOMCKA ATOT€HHBIX BapuaHTOB B 3k30Hax 10,11 rena RET.

B pesynbrare anammsza B 3k30He 11 rena RET oOHapykeH mNaTOreHHBIM BapuaHT
c.1901G>C (p.Cys634Ser; CM941238), B TeTepO3UTrOTHOM COCTOSIHMH. JIaHHBIN BapuaHT
IpUBOIUT K cUHIApoMy MOH2A n cemeliHOMY MeyJUIIPHOMY paKy IIUTOBUIHOM JKEIE3bl.

Taxum oOpazom, obcienyemass HAXOAUTCS B TPYIIE BBICOKOTO PUCKA 110 BO3SHUKHOBEHHUIO
CHUHJPOMA MHOXKECTBEHHBIX 3H/IOKPUHHBIX HEOIUIa3ui 2A Tuna.
PexomenaoBano:
1. HaGmonenue y 3HIOKPUHOJIOTA U OHKOJIOTA.
2. OugHas KOHCYJNbTallMsl Bpada-TEHETHKA JUIS PEIIeHHs BOmpoca 00 00CIenoBaHUA
POJCTBEHHUKOB (pOIUTENCH, POAHBIX OpaTheB/cecTep, AETEl) C IEab0 MOWCKAa aHATOTHYHOM
MyTalllH.

ITpu HEOOXOIUMOCTH MOTYYEHUS JONOIHUTEIBHOM HHPOPMALUU PEKOMEHAYETCS OYHast

KOHCYJIbTAallMs Bpadya — rCHCTHUKA.
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