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3HAYEHHS COHOT'PA®II JIJIA JIATHOCTUKA MYKOBICIUJI03Y

ITonuapenro H. L., Jlyxk’anoea 1. C., Tapacrwok b. A.*
Y «Incmumym nediampii, akywepcmaa i einexonocii HAMH Yxpainu»
Y «Incmumym s0epnoi meduyunu ma npomenesoi diaenocmuxu HAMH Ykpainus, m. Kuie *

Beryn. Mykosicunno3 (MB, CF, OMIM:219700) - cnagkoBa ITojliopraHHa IIaToJIO0TisI, 3yMOBIIEHA MY-
Talli€l0 B TeHi TpaHCMeMOpaHHOTOo peryisTopa nposigHocti CFTR. Ha chorogHsmHil 1eHb B yChOMY CBi-
Ti IpodiakTrKa cIagKoBUX XBOpOO Ma€ BEIMKE MEAMKO-COlliajbHe 3HaYeHHsI. CBO€YacHa IiarHOCTHKaA,
paHHili MOYaTOK KOMILJIEKCHOIO JIiIKyBaHHS, aKTUBHE AMCIIAHCEPHE CIOCTEPEKEHHSI XBOPUX T03BOJISIIOThH
YIIOBIJIbBHUTHU PAHHIO iHBaiAU3aLlil0 AiTel Ta 30UIbIIUTU TPUBAJICTh XKUTTI.

MeTa BU3HAUYUTH 3HaUYE€HHs exorpadii MpyBYIIHOI 3271031 IJ1 OLiHKM CTaHY 3aJ03MCTUX OPraHiB Mpu
3aXBOPIOBaHHI HA MYKOBICIIMI03.

Marepiamu i MeToau nociimkennd. [TpoBeaeHo odcTexkeHHs 32 nalli€HTiB, 3 HUX — 12 naiieHTiB (BiKoM
Bim 4 mo 11 pokiB), XBopux Ha MyKoBicummo3 ta 20 miteit (BikoM Bix 3 1o 12 pokiB) — rpyia KOHTpoJo. J1o-
CJIIKEeHHS IIPOBOAWIOCH Ha YIBTPa3BYKOBUX Ipuiiagax “Sonoline G-40”, “Acuson X3000 PE” (“Siemens”,
HimeyunHa) 3 BUKOpUCTAaHHSM JiHiiiHOro marunka VF10-5 MIil. BuByanu noiapoBi 3pi3u mapeHXiMu
MPUBYIIHUX 327103, 11O JO3BOJIMJIO OTPUMATU YiTKE 300pakeHHS sSIK IMTOBEPXHEBUX, TaK i INIMOOKUX BiadiliB
3aj03u. OuiHoBaiu exorpadiyHi HOKa3HMKM CTaHy MOBEPXHi Ta TEKCTYpU MapeHXiMY NPUBYIIHOIL 3aJ103U:
CTaH KarcyJju, KOHTYPHU 3a71031, CTPYKTypa Ta €XOT€HHICTh, HAsIBHICTh 1OJAaTKOBUX BKJIIOYECHbD.

Pe3yasraTi Ta ix o0ropopenns. I1pu yIETpa3ByKOBOMY JOCIIIKEHHI y HiTeil Py KOHTPOJIIO IIPUBYIII-
Hi 321031 MaJIU PiBHUI KOHTYP, OMHOPiAHY CTPYKTYpPY, CEPEIHIO €XOT€HHOCTh, KaIlCyJjia He Bi3dyallizyBajach,
JMOJATKOBi YTBOPM HE BUSIBIISLINCH. Y 50 BiICOTKiB MaLliEHTIB OCHOBHOI I'pyIH (4 MalliEHTH 3 JETKUM CTYyIIe-
HEM TSDXKKOCTI, 2 MalliEHTU — 3 CEPEeAHIM CTyIIeHEM) BUSIBJICHO ITiABUILIEHHS €XOTeHHOCTI 3a71031, HEOHO-
PIIHICTh CTPYKTYPHU 3 KpamyaTUMM TUIIEPEXOr€ HHUMM BKJIIOUEHHSIMUY, KOHTYPH PiBHi, KarcyJja He Bizyai-
3yBajnack. Y 33,3 % (4 miteii i3 cepeHIM CTyIIEHEM TSKKOCTI) JOJATKOBO BUSBJIEHI JIiHiIHI TillepeXxoreHHi
BKJIIOUeHHS. Y 16,7% (2 miTeit i3 BUCOKUM CTYIEM TSKKOCTI) IIPUBYIIIHI 3871031 MaJld HEOAHOPIIHY CTPYK-
TYpY, MiIBUIIEHY €XOI€HHICTh, YIIIJIbHEHY KaIlCyJly Ta HepiBHiI KOHTYpU. BusiBieHi exorpadiuHi MOKa3HUKHU
MO3UTUBHO KOPEIIOBaIU 3 TOKa3HUKAMU MOTOBOI ITPOOH.

BuchHoBku. Y3 npuBYLIHUX 327103 MOXE OYTH BUKOPUCTAHE SIK AOIOMiXHUI KpUTEPiil OLIiIHKKU ypa-
>KEHHSI 3aJI0O3UCTUX OPraHiB MpyY 3aXBOPIOBAHHS HA MyKOBiCLIMI03.

MOJIEKVIIAPHO-TEHETUYHA ITPUPOJIA HOBUX
MIKPOJEJENINHUX/MIKPOIYILIKAILIIMHUX CUHIPOMIB
3 IHTEJIEKTYAJIbHOIO HEAIE3JJATHICTIO

Ipuwenko H.B.', Buukoea I.M.2, 3umax-3axymua H.0.?, Ilauxyn E.H.*, Bpoexo A.0.’,
Taeoxina JI.B.°, Jlc6eoee I.H.°, JTiewuus J1.A.”
' Tnemumym monexyasproi 6ionoeii i eenemuxu HAH Ykpainu, Kuis, Ykpaina.
1Y «Hauionanvuuii nayxosuii uenmp padiayiiinoi meouuunu” HAMH Ykpainu, Kuis, Yxpaina
S Xmenvruypvka obaracna meduko-eeHemuuna Koncyasvmayis, Xmeavhuyvkuii, Ykpaina
“3axapnamcoka obnracha Kainivna aikapus im. A. Hosaka, Yuceopood, Ykpaina
SKninixa ISIDA, Kuis, Yxpaina
SQIABY «HII meduunoi eenemurxu» CB PAMH, Tomcovk, Pocis
Incmumym monekyaaproi 6ionoeii i eenemuxu HAH Yxpainu, Kuie, Yxpaina.

Bcetyn. OctaHHiIM 4acoM 3HAYHOTO MPOrpecy 0yJ10 JOCSATHYTO B TOCIiIKEHHSIX acolliallil Bapialliil ymc-
na xomiii reHiB (CNV — copy nubber variation) 3 po3BUTKOM Pi3HMX HEBPOJIOTIYHMX 3aXBOPIOBAHb 3aBIIsI-
KM BIPOBAIKEHHIO HOBITHIX TEXHOJIOTi/ KiJIbKiCHOTO ITOBHOIT€HOMHOTO aHali3y, B T.Y. IMMOPiBHSUILHOI MO-
BHoreHoMHoi riopummzanii (CGH-ananiz). 3a pesynsratamu CGH anaziizy Oy/io ommcaHo HM3KY HOBUX
HEBPOJIOTIYHMX Ta HEMPOMCUXIYHUX CUHAPOMIB, O PO3BUTKY SIKMX MPU3BOASITH TEHOMHI peopraHizaiii



KniHiyHa reHeTuKa i nepMHaTanbHa giarHocTuka, Bun. 1, 2013

Ty CNV. Takox imeHTH(hiKOBaHO HOBI UyTIMBI J0 103K TeHU-KaHANAATH, 3aJIy4eHi y PO3BUTOK i (PyHKIIi-
OHYBaHH$ LIEHTPAJbHOI HEPBOBOI CUCTEMMU.

Merta podorn. IneHTH(iKalliss HOBUX ITATOTeHHUX TeHOMHUX peopraHi3zaiiii Ty CNV, 1oCTiKeHHS iX
MOJIEKYJIIPHO-TEHETUYHOI MPUPOAM Ta acolliallii 3 KIIiHIYHUMM MPOsSIBAMHM Y TTALli€EHTIB 3 iIHTEJEKTYaJIbHOIO
Hexie3gaTHicTio (IH) HesicHOro reHesa.

Marepiamu i metogu. KitiHiko-TeHeanoriyHe NOCTiKeHHS nalieHTiB 3 [H, nuroreHeTuuHe Ta MOJIEKy-
JIIPHO-TeHETUYHE JOCTiIKEeHHSI TeHOMHMX peopraHisaliii Ta aHasi3 ix moxomxeHHs B 3pa3kax JJHK mari-
€HTiB 3a moromoroo CGH-aHami3zy Ha MiKpo4mITax BUCOKOI PO3IIIbHOI 3MaTHOCTi, HOBHOXPOMOCOMHOTO
FISH-ananigy, xinekicHoi ITJIP y peanbHOMYy yaci, 6ioiHdopMauiiiH1il aHami3 pe3y/bTaTiB.

Pe3yasraTi Ta 00roBopeHHs. Y MAlli€HTIB 3 Pi3HUM CTyICHEM iHTEJIEKTyaJbHOI HEemi€3MaTHOCTI, 3a-
TPUMKOIO PO3BTKY Ta MOBHM iIeHTU(}iKOBAHO HOBi, YHiKaJbHi, MOXJIMBO natoreHHi CNV. ¥V 5 nmauieHTiB
BUSIBJIEHO JeJiellii de novo XpoMOCOMHOI AiisHKY 16p11.2-12.2 pi3HOI OPOTSKHOCTI Ta y 2 - TEHOMHI pe-
opraHisauii xpoMocoMHOI AingHku 10g25.3-26.3, sxi 6yau ycrmagkoBaHi y CKJIadi He30aJIaHCOBAaHUX TPaH-
cJIoKalliil Bim 3mopoBUX O0AaTbKiB-HOCIIB cOaTaHCOBAaHMX XpPOMOCOMHUX peopraHizauiil. ITokazaHo, 110 ae-
newii ginsgHku 16pl1.2 acouiiioBaHi i3 mopylIeHHIMH PO3BUTKY MOBU — CUHIPOM AUTSYOI allpakcii MOBU
(CAS syndrome - childhood apraxia of speech) Ta 3HIXKEHHSIM iHTEIEKTY cepeaHboi TSKKOCTI(IQ 68-45),
B TOM Yac K mejelii AinsgHKu 16p12.2 BUSIBIEHO Y MALIEHTIB i3 BaXXKOIO iHTEJIEKTYaIbHOIO HEeIie31aT-
Hictio (IQ 30) Ta 3aTpMMKOI0 PO3BUTKY. TaKOX BCTAaHOBJIEHO, 11O K AEJCLis TaK i AYIUTiKallisl JiTSHKU
10g25.3-26.3 acouiiioBaHi 3 po3BUTKOM Baxkoi cuHapoManbHoi IH (I1Q 18 Ta 43, BiamoBigHO), 110 CBiAYUTH
PO HASIBHICTh B LIl XpOMOCOMHIM AISHII YYTJAMBUX IO NO3M FeHiB, 3MiHA TEHOMHMX KOITili SKUX MPU3BO-
IuTh 1o nopyueHs [ITHC.

Ilopanmkliie OCTiAKEHHS LIMX peopraHizaliil, 0coOJMBO MOPIBHIJIBHUM aHaJi3 acoljiallii reHOTUII-(pe-
HOTHUII Y XBOPUX i3 pidHUMU 3a po3MipoM CNV B 01HAKOBUX XPOMOCOMHUX JIOKYCax 103BOJUTh BUIOKPE-
MUTHU CHiJIbHI OUISIHKY Ta iZeHTU(hiKyBaTH HOBi TeHU, 3aidydyeHi B matoreHe3 IH. 3apa3 aHaiiz orpuMaHux
pe3yJIbTaTiB TPUBAE.

BucHoBku. IneHTH(ikKoBaHO HOBiI MATOreHHiI T€HOMHi peopraHizailii B XpOMOCOMHMX AiISIHKaX
16p11.2-12.2 Ta 10925.3-26.3, s1Ki acouiiioBaHi TOPYILIEHHSIMU po3BUTKY i dyHKuionyBanHsa LITHC. 1li mo-
PYIIEHHS MPU3BOAITH 10 PO3BUTKY HOBUX CUHApOoManbHUX hopm TH.

HocnimxkeHHss BukoHyBaiucg B pamkax npoekty CHERISH, 7-i PamkoBoi nporpamu €C (yroma
Ne 223692).

TMTOKPAIIIEHHS PAHHBOTI'O BUSABJIEHHS JIITEN,
AKI 3A3HAJIN ITPEHATAJIBHOTI'O BILIUBY AJIKOI'OJITO
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Bceryn. BruiuB ankoroJito mif yac BariTHOCTiI — OiHA 3 OCHOBHUX MPUYMH BPOMXKEHUX Baj i HOPYIIEHb
PO3BUTKY V HiTeil, cepen akux petanbHuii aakoroabHuil cuHapoM (PAC) € HalibiIbIn BaxkKuM. PaHHS mia-
rHoctrKa MAC crpusie 3aCTOCYBaHHIO CIEliaJIbHUX IIPOrpaM PaHHBOIO BTPYYaHHS, 110 MA€E MTO3UTUBHUI
BIUIMB HA PO3BUTOK JIiTEH.

Meta. Busnauutu nomynsanifiny yacroty MAC Ta OLiHMTU CTaH paHHBOTO BUSIBJICHHS HiTeH, SIKi 3a-
3HaJIY MPEeHATaIbHOIO BILIUBY aJKOTOJIIO.

Marepianu i MeToau. 3a CIIPUSTHHS MiHICTepCTBA OXOPOHU 3I0POB’SI YKpaiHu, MiXHApPOTHOTO CITiBPO-
OITHMLITBA Ta CHiBIpali 3 MixXkHapogHUM OsarofiiHuM ¢oHaom «OMHI-mepexa aas piteit», 3 2000 po-
Ky y PiBHeHcBKili o67acTi Ta 3 2002 poky y XMeJbHMIIbKIN 00J1aCTi 3arpoBaaXeHa CUCTeMa MONYJIsILiiHO-



