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OUWATHOCTUKA CUHOPOMA OEJIELUN 22Q11.2 XPOMOCOMbI HA NPUMEPE
R CIRTOCT o1 TEPAGIA CHTOF S Sk PEESAA " A &
XapbKOBCKNN HALWOHANbHbIN MEOULNHCKUA YHUBEPCUTET, XapbKoB, YKpaunHa
Kageppa negnatpum Nel n HeoHaTOIOr NN
(Hay4HbIN pykoBoauTesb - A.Mend.H. JlorsuHoBa O. J1.)

CuHaopom peneumn 229ll.2 xpomMocoMmbl sBnseTca Haubosiee pacnpoCcTpPaHEHHbIM CUHAPOM MUKpoAeneumm c
nosvopraHHon AncehyHkumen. PeHOTUNUHECKUMU MpU3HaKamMum CUHAPOMa CHUTAKTCA MOPOKU CepheyHOo-CoCyauncTomn
CUCTEMbI, aHOMaanW JSNLEBOrO 4Yepena, 3afepXXKa pa3BuUTUs U Henponcuxmyeckue 3abonesaHusa. YacTtoTa cuHApoMa
neneuun 22ql1.2 xpomocombl coctasnsieT 1:3000 - 1:6000 HoBOpOXAEHHbIX. B YKpanHe CMHAPOM AMarHOCTUPYyeTCsa penko,
4TO, MO HaweMmy MHeHuo, 0OyC/sIOBSIEHO OTCYTCTBMEM PYTMHHOrO NpeauMniaHTaunoHHOro, MpeHaTasbHOro W
HeoOHaTaslbHOrO0 CKPUHWHIOB, a TakXe HeAOoCTaTO4YHOW OCBEAOMJIEHHOCTbIO Bpayerl B KIAMHUYECKMX O0COBEeHHOCTAX
3aboneBaHus.

Manbyuk J1., 4 roga, HaxoAUTCA Ha AUCNAHCepHOM HabnopeHun B O6NaCTHOM KAMHUYECKOW AeTCKon 6onbHuue T.
XapbkoBa. [lpy poXXAEHWWN BbISIB€Hbl MHOXECTBEHHbIE TMOPOKM Pa3BUTUSA, BKJOYasA AedeKT Mex KeayOo4yKoBOW
neperopogku, MoJjiHoe pacliernsieHne TBEepAoro M Markoro Heba, ansa3svio TMMyca, KOTopble He 6bin AMarHOCTUPOBaHbI
npeHaTanbHo. CovyeTaHMe (EHOTUMNYECKMX MPOSABJEHUA MO3BOJMAO 3aMofAO03pUTb HaNM4yMe reHeTMHYEeCKOW naTonoruu.
[narHocTuka NpoBoAunacbk LMToreHeTnyecknm metogoM FISH - BbisiBneHa Tunu4yHaa peneuna 22qll.2 - LCR22A. PebeHky
npoBeAeHbl Mo3TanHble paAuKajibHble onepauun KpaHuodaunaibHbIX aHOManuiA B OOAMH W ABa roga. [ns MOHMTOPUHra
NCrNoJsib30BaHa MeTOoAMKa «CUCTeMa 3a CUCTEMON» U «MHOrONPOMUIbHbBIA KOMaHAHbIN noaxon». PebeHok 3amep>xmBaeTcs B
NCUXNYECKOM Pa3BUTUM, OLHAKO UMeeT Nporpecc B 3IeMeHTapHOM oby4eHun.

B KAnHu4eckom cnydae obpalaloT BHMMaHWE MHOXXECTBEHHble TMOPOKW pPa3BUTUSA, He ANAarHOCTUPOBAHHbIE
BHYTpUyTpobHO. MNpn AOCTAaTOYHON OCBEAOMJIEHHOCTN N HAaCTOPOXKEHHOCTU MO OTHOLIEHWIO K AaHHOMY CUHApPOMY 6b1s10 6bl
npoBefeHO MepuHaTasbHOe TeCTUpPOBaHME MPU MOMOLLU XPOMOCOMHOro mukpoumna (CMA), 4yTto nomorno 6bl yCTaHOBUTb
Hann4me y njaopa cuHapoma pAeneuun 22qll.2 go poXKAeHus, pacCcMOTpeTb BOMPOC O npepbiBaHUM 6GepemeHHOCTH, a
BbIiB/IeHNWe CUHApOMa JAeneunun B nepuos HOBOPOXXAEHHOCTW - MNPUMEHWUTb CheunanbHyld CUCTEMY MOHUTOPUHra Ans
yNy4leHns pe3ynbTaToB JIeYeHus.

TectnpoBaHne CMA B nepuon 6epeMeHHOCTW PeKOMEeHAOBaHO Mpu MepuHaTasibHOM BbISBJEHUM MHOXECTBEHHbIX
MOPOKOB pPa3BUTWUSA MNIOAa, @ TakXe Mpu OTArOWEeHHOM CeMelHOM aHaMHe3e. XapaKTepHble aHoManuum y pebeHka B
COMEeTaAHMN C 3a[EepPXKOM YMCTBEHHOro W (ulndeckoro onpenensaT Bblbop MeTogos FISH wnnm MLPA pns akcnpecc-
OVNarHoCTUKN cMHapoMa geneuun 229l11.2 xpomocoMmsbl. Mpu BbIGOpe METOAUKU IKCTPaKOprnopasibHOro OrnjiofL0TBOPEHUS B
CeMbsX C NMOBbIWEHHbIM PUCKOM 6onesHn y npobaHAOB pekoMeHAoBaHa NpeanMniaTauMoHHaa reHeTn4yeckas AnarHoCTMKa.
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BUNMAOQOK AHOMAJIII OEHAI-YOKEPA Y AUTUHUA 13 ®POHTO-HA3AJIbHOIO
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Kadenpa negiaTtpii Ta MEANYHOI FEHETUKN
(HayKoBMI KepiBHUK - K.MeA.H. JlacTiBka |. B.)

AHoOMania [OeHpi-Yokepa - Baga PO3BUTKY FOJIOBHOrO MO3KY (MO304YKa Ta JIiIKBOPHUX MPOCTOPIB, AKi MOro OTO4YYIOTb).
YacTtoTa 1:5000-1:25000. YacTiwe XBOPitOTb XJOMNHYUKMN.

KniHiYHM BUNafoK cmHapomy [leHai-Yokepa y xsion4umka 3 (hpoOHTO-Ha3aIbHOK AUCMa3i€to.

Xnon4mk HapoAmBC 3 gecopmMaLieto Hoca. Y Biui 9 mic 6yB BCTaHOBMEHMIA AiarHO3: BPoAXKeHa aTpodisa NpaBoro HOCOBOro
xony. Y BepecHi 2017 poky nepebyBaB y HEBPOJIOriYHOMY CTauioHapi 3 AiarHO30M: MHOXXWHHI YpOOXXeHi BaAu PO3BUTKY:
bpoHTO-Ha3anbLHa pucnnasisa; cmHapom [eHpi-Yokepa; KOMMeHcoBaHa rigpouedanis; YacTkoBa aTpodis 30pOBUX HepBiB
obox o4en; BpoaKeHa aTpodia NpaBoOro 3arajsibHOro HOCOBOro xoAy. HMXHiM cnacTuyYHMM napanapes, NIerknin KOrHiTUBHWIA
po3nan opraHiyHo 3ymoBaeHUN. OXUPIHHA 3MiwaHoro reHesy. OWdY3HUA HeTOKCUYHU 306 1l cT. CTurmMu: o4YHUIn
rinepTenopmsM; LWUPOKa CMMHKa Hoca; 6paxiuedania, enikaHT, HW3bKO PO3TalIOBaHi BYLUHI PaKOBWHW, OMACUCTICTb.
MynbTupetekTopHa KT: rinoTpodis 4YepBsika MO304Ka, KiCTa 3a[HbOi YepernHoi AMKW, BUpakeHa BHYTpIiWHSA rigpouedanis.
KT kapTuHa xapakTepHa Ana aHomanii [eHpi-Yokepa. EEl: nerki omdysHi 3MiHM 6ioenekTpnYHOi akKTMBHOCTI FOJIOBHOMO
MO3KY 3 ipuTaui€lo cepeAnHHNX CTPYKTYp binblwe 3niBa. EKI: ekToniyHmnn nepeacepagHum putm, YCC 73-90; EBC, 3y6ui Ta
cerMeHTM B HopMi. [onneporpadis ekCTpakpaHialbHMUX CYOMH: O3HaKW BEHO3HOI Aucumpkynsauii 6inbwe 3niBa. TOHYC
uepebpanbHuUX apTepix KapoTuaHoro 6GacenHy nigBUWEHWA. PeHTreHorpadisa 4epena: 4epen 3Ha4yHO 36iNnblUeHWn B
po3Mipax, pesbed BHYTPIWHbLOI NAACTUHW 3raagXXeHUNn, nanbleBi BTUCHEHHSA BiACYTHi, CYAWHHWUA MasIloOHOK 3riafXeHun.
Y3[ cepus 6e3 natonoriyHmx BigxmneHb. Kapiotun: 46XY. Hesponor: Ol- 65,5cm, YMH BHOpPMI, TOHYC M'S3iB HE MOpyLUeHUN,
D=S, cyXxoXxunnkoBi pediekcn no>xBassieHi, cmHApoM babiHCcbkoro 3 06ox 60KiB, XOA4UTb Ha MafbLUsAX, Ha N'ATax - Hi, He bBirae,
He cTpubae. OdTanbMosor: rinepmeTtponisa cnabkoro cT, ambnionisa, cybaTpodis 3opoBoro HepBa - OD. EHpoKpuHonor:
OXXMPIHHA 3MillaHoro reHesy. Ougy3sHUA HETOKCMYHUIA 306. MNcnxiaTp: NErkKuin KOrHITUBHWIA po3/ag, OpraHiyHO 3yMOBJIEHUNA.

PaHHS OiarHOCTMKa CKNAAHMX FreHEeTUYHUX CUHOPOMIB, A0 AKUX BIAHOCUTLCA KJIHIYHUM BUMNA[OK, BaXK/IMBO He auvlle O
reHeTMYHOro aHanildy, MeAnKo-reHeTUYHOIr0 KOHCY/IbTYBaHHS, ajie, nepL 3a Bce, A4 NpodinakTUKKN Ta JiKyBaHHS.
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