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AKTyanbHOCTB. 3yyeHne MopQoJOrHuecKuX OCOOEHHOCTEH KIETOK KOCTHOTO MO3ra,
nepudepuyeckoil KpoBM, a TaKKe I'€HOB y IALUMEHTOB ¢ cuUHApoMoM JlayHa umeer OGosnblioe
TEOPETUYECKOE M KIMHUYECKOE 3HAYCHHE, IOCKOJIbKY JIEYeHHE M OCOOCHHOCTH 3a00JIeBaHMSA
3aBUCST HE TOJIBKO OT I€HHBIX IEPECTPOEK, CBA3AHHBIX C JICHKO30M, HO TaK K€ U OT HApYyLICHUIA,
BO3HUKAIOIIMX IPU TPAHCIOKAMU 21-0i1 XpOMOCOMBI.

Hesb: u3yunTh MOPQOIOrUYecKre NMPU3HAKU KIETOK KOCTHOIO MoO3ra u nepudepudeckoi
KpOBH, a TaK)X€ LIMTOIC€HETUYECKUE Pa3IUuMsl B MEPECTPONKE I'€HOB IPU OCTPOM MHUEIOUTHOM
(OMJI) wu octpom smmbounarom (OJIJI) neliko3ax W yCTAaHOBUTH HAIMYUE CXOXKHUX MPOQUIICH
9KCIIPECCUU F€HOB B 3aBUCUMOCTH OT HapyIIEHUM, CBA3aHHbBIX ¢ CUHApOoMOoM JlayHa.

Marepuanbsl 1 MeToabl. B Xo1e ucciaenoBanus npoaHaau3upoBanbsl 11 ucropuil 0oneznu
MalKUeHTOB ¢ cuHapoMoM JlayHa, Haxoasmmxcs Ha cranonapuom Jiedenuu 'Y «PHIIL JOI'M» ¢
1997 no 2019 roma. Juarno3z OJUJI wim OMIJI ycraHaBiuBajicsi Ha OCHOBAaHUM CTaHJAPTHBIX
Mop(onoruueckux Iokasareseil, JONOJHEHHbIX OWOXMMHUYECKUMHU HcciaenoBaHusMu. [
LUTOI€HETHYECKOr0 aHaIM3a MCII0JIb30BAIMCH KJIETKH KOCTHOI'O MO3ra U nepudepudeckoil KpoBH.
KapuotunupoBanue npoBoAMIOCh B COOTBETCTBUM C MEXAYHAPOAHOW HOMEHKIATYPOl XpOMOCOM
YeJI0BEKA.

Pesyabrarhl M HMX oOcyxneHume. B Xxome wuccienoBaHMsT  YCTaHOBJIEHO, YTO
Moponoruueckuii cyoctpatr kak OJUI, Tak u OMJI cocTaBisioT MOJNOAbIE KIETKH (KIETKH-
MPEIIMISCTBEHHUKN 2 B 3-TO Kilacca M OnacTHble (Gopmbl 4-ro Kinacca). AHAIIM3 UCTOpHA 0OJIe3HH
MALMEHTOB C TPUCOMHEHW 21-0l XpPOMOCOMBI MO3BOJMIJI BBIABUTH PsAJl HECIYYaWHBIX IEPECTPOEK
reHoB AMLI1 npu octpom MuenouaHoM jeiikose, rena TEL npu octpoM nmumbouaHoM Jeikose, a
nepectporika reHa MLL BbIABIIsIack B ABYX AaHHBIX JIeKKo3ax. B To ke BpeMms JeiKo3, Ipu
KOTOpOM OOHapyxeHa mepecTpoiika MLL reHa, HeceT OTAeNbHbIE TEHETUYECKUE XapaKTEPUCTUKU
OCTpOro JUMQOUIHOTO JielKo3a M OCTPOro MHeIougHoro Jeikosa. Kpome toro mmeercs psn
pasnuuuii B mpo(uisx dKCIPEecCHH IeHOB y JieTel ¢ TpaHciokauued 21 xpomocomsl npu OMII u
OJUUI. B rpynne namuentoB ¢ OJIJI (4 peOGenka), BeigBieH | mamuent c L2 neiikozom 47
XY, +21Ic[11],nuc ish (7pTELx2)[100] " 1 MAIMEHT c L1 JIEUKO30M
49, XX, +X,+17,21c[3]/47,XX,+21c[19], nuc ish(MLL2x2)[100]. Anamu3 KapuUOTHIIOB ATHX
MAlMEHTOB TOKa3ald OTCYTCTBHE OOIIMX TI€HETUYECKUX MEPECTpPOeK, KpoMe Tpaciokauuu 21-oif
xpomocoMbl. B rpynne mnaumentoB ¢ OMJI (63,6%), BblIsBIeH namueHT ¢ M7 neiiko3om
47,XX,1nv(9)(p13q22),+21c[4]/47,XX,?inv(9)(p13922),del(13)(q12q22),+21c[3], nmamuent ¢ MO
neitkzom47,XY,?1nv(12)(q15q24),+21[4]nuc ish(AML1x3),(ETOx2)[192/200].
ish(AML1x3),(ETOx2)[3].nuc ish (MLL2x2)[150] wu mnammentr c¢ MI1 neiiko3oM nuc
ish(AML1x3),(ET0x2)[35/400], Tpucomus 21xp, 4TO MO3BOJSAET CAENATh 3aKI0YeHHE 00 00IIeM
HapylieHuu B Buje TpaHciokauuu 21xp u (AML1x3),(ET0x2), a Tak ke pa3NTu4HbIX HapyIIEHUIX
B cooTBeTcTtBUU ¢ BujaoM OMIJL. Kpome toro BwisiBneno obmee anst OMJI u OJUI napymienue
(MLL2x2).

BuiBoabl. Mopdomnornueckum cyodcrparom kak OJIJI, tak u OMIJI gBistOTCS MOJOABIE
KJIETKU (KJIETKU-TIPEIIECTBeHHUKH 2 U 3-r0 Kjacca U OiacTHele ¢popMbl 4-ro kiacca). BeisiBien
P pa3nuumii B MpouiIsix SKCOPECCHH T€HOB y JIeTel ¢ TpaHcnokaiuei 21 xpomocomsl mpu OMJT
n OJUJI. OOmuM IUTOreHEeTHUYECKUM IMPHU3HAKOM JJisi M3Yy4eHHbIX Jeiiko3oB (OMJI u OJLI)
aBigercs nepecrpoiika rera MLL u Tpanciokanus 21-0if XpoMOCOMBI.
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