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[lenbt0 BBIMOTHAEMOTO MPOCKTA SIBISETCS MCCIEAOBAHUE POJIM COKPATUTEIbHBIX
OCJIKOB, TPAHCKPHUIIIMOHHBIX (DaKTOPOB, a TAK)KE€ XPOMOCOMHBIX IEPECTPOEK, B YaCTHOCTH,
MUKPOJICJICINNA, NYIUIMKAWNA, aHCYIUIOMAUA W MO3aWYHBIX XPOMOCOMHBIX a0epparuii, B

BO3HUKHOBCHHUHU BpO)KI[éHHbIX IMOPOKOB CepAa U MHOKCCTBCHHBIX ITOPOKOB.

Ha mepBom sTame mpoekra Obul MPOBEAEH aHATM3 NPOOJIEMBI 10 JIUTEPATYPHBIM

MCTOYHUKAM, BBIOOP OCHOBHBIX HalPaBJICHUI HCCIICTIOBAHUS.
[lonroroBnena JOOKyMEHTalus, coiep)kamias 0Oa3y IaHHBIX TI0 MAIMEHTaM; CO3/1aHbI
kosutekuu mpo6 JIHK ot rpymnm nanueHToB ¢ pa3iInyHbBIMEA BPOXKIEHHBIMU TIOPOKAMH CEpIa
(B TOM 4mclIe CEMEHHOro XapakTepa), >KEIyIOYHO-KHIIEYHOTO TpPaKTa, MOYETOIOBOU
CHCTEMBI, a TaKKe C YMCTBEHHOW OTCTanocThio. CO3MaH CIUCOK M KOJUISKIHS HpaiiMepos,
HOAXOAIINX JUIS TPOBEACHUS MOJIMMEPA3HON LEMHON pPEeakUuH U IMOJYYEHHs aJeKBAaTHOTO
npoaykra; Paspaboran mpotokon (uiyopecieHTHOH rubpuan3anuu in Situ Ha Ma3kax KpOBH
JUISL OTIpeJeNIeHHs] TKAHEBOTO MO3aHIIM3Ma, OTPabOTaH MPOTOKOJ CPaBHHUTEIBHOW T'€HOMHOU
THOpUAN3AIIH Ha JHK-Mukpounmnax ISt pOBEICHUS MOJTHOT€HOMHOTO
BBICOKOPA3pEIAOLIET0 MOJIEKYIIPHO-IIUTOTEHETUYECKOTO aHATN3a OTOOPAaHHBIX MAIUEHTOB C
BPOXKJICHHBIMH ITOPOKAMH Pa3BHUTHSI.

B pesynbrare cexBenupoBanus [1L[P-niponykros sx30H0B rena ACTA2 nomyuena 6aza
JAHHBIX HYKJIEOTHAHBIX THocienoBarenbHocTell or 90 manumentoB. Ilpu anHanmmsze sTHX
MOCJIeI0BATeNIbHOCTEH HU MyTalMii, HU MOIMMOpP(U3MOB BbISIBIEHO He Obu10. IlonmyueHHBIE
pE3yNbTaThl CBUAETEILCTBYIOT O HEBBICOKOH YacTOTE€ BCTPEYAEMOCTH MYTAIlMi B DK30HAX
uccnenyemoro rera y manueHToB ¢ OAIl u mopokamu aoptsl. [lpu aHanmu3e HYKICOTHIHBIX
nocnenosarenbHocTel 3k30HOB TreHa ACTCI1 y omHoro mamueHta B 5-M 3K30HE ObLia
oOHapyxeHa ofHOHYykJIeoTuaHas 3ameHa (T/C) B ogHo# u3 anneneil. JlanHast HyKJICOTHAHAS
3ameHa BezieT kK uaMeHenuio Tpumuieta CCT va CCC B marpuunoit PHK (monmoxenwue 993), HO
SBIISIETCS. CHHOHWMHYHOM, TO €CTh, HE INMPHBOAWT K 3aMEHE aMHUHOKHCIOTH B Oenke. B
pe3yJbTare MOCTaHOBKH PEaKIUU (IyopecleHTHOH TuOpuau3anuu in Situ HEOZHOKpPATHO
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MOpOKaMH cepina, auadparMaibHONW TPBDKEH, IMOPOKAMH MOYEINOJIOBOM CHCTEMBI H
nedexTaMu pa3BUTHS HEPBHOU TPYOKH. [laHHBIE XpOMOCOMHBIC abeppamui 0OHAPYKUBAIUCH
UCKIIFOUUTEIBHO MyTEM HCCIIEIOBAHUS KJIETOK KPOBU MHUEIOMOHOIIMTAPHOTO POCTKA, HO HE
nyTeM craHfgapTHoro kapuorturnupoBanus OIA-cTUMyTHpOBaHHBIX JUM(OIUTOB KPOBH.
Takum oOpa3oM, BHepBble ObLT MPOAEMOHCTPUPOBAH (aKT TKAHEBOTO MO3aWIIM3Ma Kak
OCHOBBI BO3HMKHOBEHHSI BPOXKJICHHBIX aHOMAJIUW cepAlla U JPYrMX OpPraHoB M TOKa3aH
CIEKTP XPOMOCOMHBIX abeppaliuii, MpUBOISIINI K X BOZHUKHOBEHUIO.

B pe3ynbrare mocTaHOBKM CPaBHUTEIHHONW T€HOMHOUN THOpUIAN3AIMN Ha MUKPOYHIIAX
¢ JHK ot 25 mauueHTOB CO CIIOKHBIMH BPOXKIEHHBIMH IMTOPOKAMH PAa3BUTHUSI KEITyLOYHO-
KHUILIEYHOTO TpaKTa, cepAlla M TMoYyeK, a Takke HenupdepeHpyeMoil yMCTBEHHON
OTCTaJIOCThIO OBUTH OOHAPYKEHBI MHKPOACICIIUU WU MUKPOIYILTUKAIMU XPOMOCOMHBIX
palioHOB, KOTOpPBIE colepkKaT (PYHKIIMOHAIbHO-3HAYUMBIE T€HBI, U, TAKUM 00pa3oM, JIeKaT B
OCHOBE HAOJIOIaeMbIX MATOJIOTHA.
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