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O6bekT n3yuenus: Myranun B reie CEBPA - TpanckpunmuonHoro dpaxropa, Urpa-
fo1ero 0OJbIIOe 3HaUYeHHe B MueJongHoi anddepeniuposke. B cooTBeTcTBHU ¢ KIACCH-
durammeit BO3 nmepecmorpa 2008 1., obHapyxkenne Ouajiienbubix Mmyrtanuii B rere CEBPA
(KoMOMHAIINS ABYX MyTaluii) mo3BOJseT CcTPATudUIUPOBATh GOIBHBIX B MPOIHOCTHYECKH
OJIArOTIPUSTHYIO TPYIIILY.

IIpobaema m meab: Hecmorpst Ha 00JIbINOE KOJIUYECTBO DYHIAMEHTAJBHBIX HCCJIEI0-
BaHUI, HA CErONHAINHANA TeHb He CO3JaH aJrOPUTM JAHMAHOCTHKH MyTanuii rema CEBPA,
AJANTUPOBAHHBIA I PAKTHYECKOIO 3PABOOXPAHEHUS, a JETEKIUs BCeX MyTaluil (Me-
TOJIOM CeKBeHI/IpOBaHI/IH) npejacTasisier coboit goporocrosiuii u TpeOyomuil cruenuaabHO-
ro (Takyke MaJIOJOCTYITHOTO) 00OpYIOBaHUsl Mporecc. PyKoBoACTBYsich (aKTOM TOrO, 9TO
HauOOJIbIITEH OOJIbIIEH YacTOTOW BCTPEYAEMOCTH MW IPOrHOCTHYECKON 3HAYMMOCTBIO 00/1a-
gaor kombuHauH N-u C-KOHIEBBIX MyTalluil ¥ B CJIy4ae ONPEIC/ICHHS «TOPIUUX TOUYEK»-
COUYETAHWI ONPEJEJCHHBIX MYyTAIMil, Mbl CMOXKEM CO3JIaTh TECT, PHU MPUMEHEHUH KOTOPOIO
HAM He TOHAJIOOUTCS Npuberarb K JOPOrOCTOSINEH W MaJIOMOCTYITHONH MeTOIMKE CEeKBEHU-
poBanusi. PazpabaTsiBaeMblil HAMHI TECT MO3BOJIAT BBIIEINTH TPYNNY HAIMEHTOB ¢ HAMOOIee
OJIArOIPUATHBIM U HEOJArONPUATHBIM HPOIHO30M, UTO, B CBOIO 04epe/ib, OyieT KapAnHAILHO
CKA3bIBATHCS HA TAKTHKE BeJIeHUs OOJIbHBIX- €€ PAJIMKAJILHOCTH, arPeCCUBHOCTH U CTOMMOCTH
JIeYeHNsI, 9TO OYeHb BayKHO KaK CO CTOPOHBI MAIMEHTOB, TAK U CO CTOPOHBI Bpaveii.

Marepuaabl 1 METOABI UCCJIe0OBaHUA: Marepuas - BeHO3HAsT KPOBb WJIH ITyHKTYaT
kocTHOro Mo3ra. Meron - TIIIP ¢ nocenyomum cekBeHnpoBaHueM. (IPOTOKOJIBI- B OTKPBITOM
nocryme na www.ncbi.nlm.nih.gov/nuccore/NM 004364 )

BrisBoapr:

1) TIpousseeno ceksennposanue 16 06pa3nos Kposu nanueHTos, 6oabHbIx OMJI. Tlouy-
YeHHbIE JAHHBIE TPOAHAJIN3UPOBAHBI, 38 OOJBLHBIMI BEIETCS aKTUBHOE HaOJonenune. Hezna-
YUTE/IHHOE KOJMIECTBO 00C/IeIyeMBbIX TIOKA He MO3BOJISIET TOBOPUTH O CTATUCTUIECKH JTOCTO-
BEPHBIX PE3YIbTATAX - KOPPEJIAIMUN MEZKIY ONPEIeTeHHBIMIA MYTAIMAMEI U TPOTHOCTHIECKOM
3HAYMMOCTDIO, a TaKzKe olpeeaeHne KoMOuHauii Haunbojee 4acTbiX MyTaIui.

2) OcHOBaTeIbHO W3yUYeHA JIMTEPATypa IO JAHHOH mpobieme, 4TO JaeT BO3MOKHOCTD
COBEPIIEHCTBOBAHUS KaK € TOUYKH 3peHHsI 00beKTa (IIOTeHIUATBHOE HCCIE0BAHIE TOJUMOD-
dbuzma, snureHOMHBIX MOTHGMUKAIIHA, MyTAIHA B IPYTHX TEHAX ), TAK M CTOYKH 3DEHUS Me-
TOJINK JETEKIINH.
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