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KopucHa wmopgenb Hanexmtb [0 MeauUMHKW, 30KpemMa [0 OHKoremartonorii, i moxe 06yTu
3acTocoBaHa Ans AiarHOCTUKU HeoNnnacTMYHMX avcnnasin (MienogucnnactuyHi cuHapomm - MAC).

MIOC wuJacTiwe 3ycTpivaeTbca cepen Aopocnux nadieHTiB. KniHivHo MIOC xapaktepusyeTbest
LUMTOMEHIAMIN Pi3HMX NiHin remonoe3y nepudepnyHoi kposi (MK) BHacnigok moro HeedeKTUBHOCTI.
Tinbkn y 2008 poui 6yB knacudikoBaHum ocobnmeuin BapiaHT MOC - rinoKniTUHHUIA (32 gaHUMK
TpenaHobioncii), sknn BBaXXaeTbCst HAMBINbLL CKNagHUM y NEPBUHHIN AndepeHUinHIn aiarHOCTUL Mix
MIC i annactudHolo aHemieto (AA) i 3pebinblioro BusiBNsieTbes y Aiten. CydacHa knacudikauis
BcecBiTHLOI opraHizauii oxopoHn 3gopoB's (BOOSB), rpyHTyeTbCa Ha Oo0OaTKOBUX pes3ynbTaTax
LMTOreHeTUYHNX JOCHIMKEHb, L0 3HA4YHO nonerwwye npouec giarHoctukn MAC (1, 2).

Mapagokc cniBicHyBaHHSA 30iMblUEHHS aHOMarbHOro KIoHy Ta anontoldy xapaktepusye MOC sk
OOMH 3 HaWCKNagHiWmMx remartornoriyHMx CcuHApPOMIB. BuaABNSAOTbLCA AK  KiMbKiCHI  (TpMcomis,
MOHOCOMifl), TaK i CTPYKTYPHi aHOManii XxpomMocoMm (aeneuid, TpaHcnokadid, isoxpomocoma). [Ans
JOopocnux NauieHTiB xapakTepHa gerneuis gosroro nneya xpomocomu Xp 5 del(5q) - 5g-cuHgpom, sika
3yctpivaetbes y 20 % Bunagkis (3). YacTo BuaBnsoTbCa -7 Ta Aeneuis gosroro nneda Xp 7 del(7q),
AKi NoB'A3aHi 3 HecnpuATNIMBMM NpPOrHo3oM i TpaHcdopmauieto B [Tl Y 5% Bunagkie MOC
BUSIBNSIETbCA Aeneuis goeroro nneya Xp 20 del(20q) - 20g-cungpom. 3any4veHHs auckie 3921 ta 3926
y Burnsai inv(3)(q21926) Ta t(3;3)(g21;926), knacudikoBaHi sk 3921q26-cuHgpom (4).

AA TeX XapaKTepusyeTbCHd LMTOMEHIAMU Ta PO3BMBAETLCA BHACNIAOK 3ynuHKM nponidepadir,
3arnbeni cToBOYypoBMX KpoBOTBOPHMX KNiTMH (CKK) Ta xapaktepu3yeTbCA MNpakTUYHO MOBHOH
3YMNHKOK KPOBOTBOPEHHS, O MOPAOOriYHO NPOSBSAETLCA B 3aMilleHHi YHKLIOHANbHO aKTUBHOIO
KicTkoBoro Mo3ky (KM) iHEepTHOW KMpPOBOK TkaHMHOW 6e3 30iMblUeHHS peTukynymy Ta
naHumutoneHieto y MNK. Y 80 % AA € HabyTum 3axBoptoBaHHAM i Tinbkn y 20 % BunagkiB BUHWKAE
BHacnigok BPOAKEHMX FreHeTUYHNX nopylleHb. IcHye ABa nikv y BikoBomy posnogini AA: Big 10 go 25
Ta ctapuwe 60 pokis. Cepe TvniB CTPYKTYpHMX nepebynos nepesaxatoTb genedii (5).

Ha cborogHi y gopocnux nauieHTiB 3 giarHo3oMm AA BUSIBNIEHO YMMArO XPOMOCOMHMX aHOManin B
remonoeTnyHnx knitmHax KM. 3a TMnom CTpYKTYpHMX NepebyaoB nepeBaxaloTb Aeneuii. AHomanii
xpomocomu (Xp) 7 BusBnawoTbea y 40 % BunagkiB, OKpiM TOrO0 peecTpyeTbCcs MoHocoMia Xp 7 (-7),
Tpucomisa Xp 8 (+8) (6-8).

Bimomnii cnocibé paHHbOI [iarHOCTMKM 3MOSIKICHUMX KIITWMH, OO0 SIKMX Hanexatb knitnHu KM npwu
MAC, 6asyeTbcs Ha BUSIBMEHHI AeKOHAEHcaUil LeHTPOMIPHOIO retepoxpomaTtuHy y Burnsgi gudysii
LEeHTpoMip 3a gonomorok nodgpapbyBaHHsa 4',6'-giamiHo-2 deHiniHiHgon (DAPI) retepoxpomatuH-
cneundivyHM 6apsHMKoM (9).

Heponikom cnocoby € HEMOXNUBICTb BMSABMEHHS YMCMOBUX 3MiH KOHKPETHMX Map XpPOMOCOM Ta
CTPYKTYpPHMX nepebynoB MeTadasHnx XpOMOCOM. XapakTepucTuka Takux nepebyaoB nocTtaBreHa B
OCHOBY [iarHOCTMKM SIK FTOCTPUX FNenKeMi, TakK i XPOHIYHMX MienonporipepaTUBHMUX 3axXBOPHOBaHb
(XMIM3). BukoHaHHSA aHanidy YCKnagHIETbCA BWKOPUCTAHHSAM IIOMIHECLEHTHOIO MIKpOCKoNy Ta
dritoopoxpomiB aAnga nogapbyBaHHA XPOMOCOM i HEMOXIUBICTHO CTBOPEHHS LOBFOCTPOKOBOrO apxiBy
OTpUMaHuX npenaparis.

Hainbnmkumm aHanorom € cnocib pgiarHoctukn XMI3, sakuin  BKNoYae KoOpOTKOTpuBane
KyNbTUBYBaHHS KNITUH renapuHi3oBaHOro KicTKOBOro Mo3ky abo nepudepuyHoi KpoBi Ha npoTasi 17
rogvH 3 HacCTYMHUM MPUroTyBaHHAM MeTadasHUX XpOMOCOM, X AndepeHLinHoro 3abapereHHs Ha G-
anckn Ta kapiotunysaHHs (10). JiarHo3 BCTaHOBMIOWTbL Ha OCHOBI MEBHWX KMOHAaNbHWX aHoManin
XPOMOCOM.

Heponikom cnocoby € BigCyTHICTb AaHUX MPO BiAMIHHOCTI 3MiH y Kapiotuni knituH KM npun MAC y
nawieHTiB ANTAYOro BIiKY.

3agava KOpPUCHOI Moferi - BU3HAYEHHS 3HAYEHHS KIOHAIbHUX aHOMarini XpOMOCOM B KIiTMHaX
KiICTKOBOro MO3Ky Ha 4ac BCTaHOBMNeHHs giarHo3dy MIAC 1a AA sk rpynm nopiBHsHHSA. Lle gocsraetbces
LUNSAXOM OLHKM KNOHanNbHMUX aHomarlin XpOMOCOM, LWO MNpUTamMaHHi TiNbKW OOHOMY i3 3a3HayeHuX
3aXBOPIOBaHb.

Cnoci6 giarHoctukn MOC intoCcTpyeTbCs KOHKPETHUMMW MpUKNagamMmn MOro BUKOPUCTAHHS. [Ons
LUTOreHeTMYHOro JOCHiAKEHHSA BUKOPUCTOBYIOTb CYCNEH3ito KNiTuH KM, siky 3abupatoTb acenTuyHo.
PospaxoByloTb HeOOXiAHY KiNbKiCTb KMiTMH KiICTKOBOrO MO3KY AN KynbTUBYBaHHSA (OnTuMarbHa
KOHUEHTpauiqa - 1><106/MJ'I). Mpenapatu roTyoTb 3rigHo 3 meToaukoto (10).

BuiiesasHauyeHMM cnocoboM NPOBOAUIN LIUTOrEHETUYHI AOCHIIKEHHSA reMOoNnoeTUYHUX KnitTuH KM
y 112 nauieHTiB, 9ki 06CTEXYBanucs 3 NpuBOAY UMTOMNEHIYHOro cuHgpomy. Cepen obcTexeHux - 49
giByaTtok i 71 xnonuuk. Bik xBOpmx cTaHoBuMB B cepepgHbomy 11,6 poku (Big 1 go 18 pokis).
MopdonoriyHnmu metogamu giarHo3 AA niaTeepmkeHo y 42 nauieHtis, MOC - y 70 nadieHTiB.

[Ona BMBYEHHS KIiHIYHUX OCOOMMBOCTEN UUTOMEHIYHONO CUHOPOMY Ha e€Tani NepBUHHOI
AjarHoCTMKM Yy BCIX NauieHTiB AocnigpKyBanu KniHiYHI Ta remMaTtonoridyHi napameTpu: BiK, cTaTb,
nokasHukn MK (piBeHb remornobiHy, BMICT NENKoOUUTIB Ta TPOMBOLUTIB, CTYMiHb FPaHyrnoumUTOMNEHI),
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MOPQOSIOrNiYHY XapakTepUCTUKy CTaHy KpoBOoTBopHOoro KM 3a gaHUMM riCTONOrYHOro AOCHiAXKEeHHS
TpenaHobiontatis KM, HasaBHiCTb nponicpepaTtMBHOro cuHApomy (renatonieHanbHUA CUHLPOM,
rinepnnasisi iceH).

LinToreHeTn4yHi gocnigkeHHs nokasanu nogidHicTb 6araTboX XPOMOCOMHUX aHomarnii y o060ox
rpynax 3axBOplOBaHb 3a CTPYKTYpPOK KIOHIB, TuNamu CTPYKTYpHMX nepebydoB - aeneuis,
TpaHcroKauisi, napaueHTpu4Ha iHBepcCisi, MapkepHa XpoMocoma, TpaHcnokauis t(9;22)(q34;q11),
aeneuis kopoTkoro nneda Xp 12 del(12)(p12), aeneuis goeroro nreda Xp 9 del(9922), del(9)(q34).

Ak pgiarHoctvky MAC nponoHyeTbCs BpaxoByBaTW CYKYMHICTb MOPMOMOriYHMX Ta UMTOFr€HETUYHMX
pocnipkeHb. [0 MopdonoriyHMX [OCHIMKEeHb Hanexutb OM3epuTponoes, Au3rpaHynouuTonoes,
MiKpodopMu Ta Mikpornobynsauia MerakapiouuTis, MiABULLEHMN BiACOTOK ©OnacTtHux dopm Yy
Mienorpami; 3a gdaHuMMuM TpenaHobioncii - HagABHiICTb @ibpo3y cTtpomn KM, nigBuieHy
Mienonponidepadito. [Jo XpOMOCOMHUX aHoManin, Wwo peectpyBanuca Tinbkn npu MOC, HanexaTb
KiNbKiCHi aHomanii xpomocom - Tpucomia Xp 8, MoHocomis Xp 5 Ta 7. 3a CTPYKTYpHUMM
nepebynoBamu - NnapaleHTpu4Ha iHBepcisa gosroro nnedva Xp 3 i3 3anyyeHHsm amckis 3g21 ta 3g26,
aeneduii kopoTkoro nneda Xp 9 no amckam 9p21, 9p22, geneuii gosroro nneya Xp 11 no guckam
11914, 11921, 11923.

Taknm YMHOM, LMTOreHEeTUYHI 4OCNIOKEHHS MaloTb BaXNMBe AiarHOCTMYHE 3HaYeHHs. IHdopmadis
LWOAO CTPYKTYPHMX nepebygoB XPOMOCOM Yy  KIITUHAx KICTKOBOrO MO3Ky, B CYKYMHOCTi 3
MOPAONOriYHUMIN Ta FiCTOMNOMNYHUMM JaHUMKM, OO3BOMSE Ha paHHIX eTanax NpoBeCcTU AiarHOCTUKY
MOC, B TOMYy u4umcni rinokniTMHHOro BapiaHTa. HeoOxigHiCTb AOiarHOCTMKM nonsirae y noparnbLluii
ctparterii Tepanii nauientie 3 MAC, ska nonsrae y nokasaHHi 4o TpaHcnnaHTauii CKK y nepuwiv niHii
Tepanii ANs nauieHTiB AUTSY0ro BiKy.
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®OPMYJIA KOPUCHOI MOJENI

Cnoci® piarHoCTMKM MienoaMcnnacTMYHMX CUHAPOMIB y AiTer Ta MianiTkiB LUNSXOM NpPOBEAEHHS
LUMTOrEHETUYHNX [OOCMIIKEHb, SKAA BiAPI3HAETBCA TUM, WO BW3HAYalOTh KIOHanNbHI aHomanii
XPOMOCOM B CYCMEH3il KNiTUH KiICTKOBOrO MO3KY i NPU HAsBHOCTI KiNbKiCHUX aHoOMarnii XpoMOCOM -
TPUCOMISi XPOMOCOMM 8, MOHOCOMIisi XpOMOCOM 5, 7 Ta CTPYyKTypHUX NepebydoB - napaueHTpuyHa
iHBepcis aosroro nneva Xp 3 i3 3anydyeHHam auckis 3921 ta 3926, geneuia kopoTkoro nneyva Xp 9 no
auckam 9p21, 9p22, geneuia gosroro nneva Xp 11 no guckam 11ql4, 11921, 11923 giarHoCTylOTb
MIC.
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