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ro MoHiTopuHry BBP 3a mixxHapomHumu ctanmapramu, BKirodaiour PAC. Ha KoxXHOro HOBOHapOmXKe-
Horo y PiBHEHCBKill Ta XMeJIbHUILIbKIN 001aCTsIX JiKapi-HEOHATOJIOTH 3alIOBHIOIOTh PEECTPaALliiiHy (hopMy
«[loBigoMJIeHHS PO HApOIKEHHS IUTUHU Ta HASIBHICTh BPOMKEHMX Bald pPO3BUTKY» («IloBimomiieHHS»),
sdKa MiCTUTb, 30KpeMa, iH(opMalilo IMpo pU3MK MpeHaTaJbHOro BIUIMBY ankorojwo. Lli peecrpawiiiHi
(opMu cucTeMaTUIHO MEPEriIanaroThes MeanYHMMU reHeTnkaMu. Y 2005 poui €Bporreiicbka opraHiza-
1is1 cucteM MOHiTOpHMHTY BpomkeHnx Banm po3BUTKY (EUROCAT) Hagana craTyc ITOBHOTO WieHa HaIliid
nporpami («Ykpaina: IIporpama 3anoGiraHHs BpoaXxeHUM BagaM po3BUTKY OMHI- mepexi»). HiieHCTBO y
EUROCAT pnae 3mory nopiBHoBat 9acTot WAC y kpainax €Bponu. Y 2005 po1ii 3arroyaTkoBaHe I1apT-
HEPCTBO 3 MiIXKHAPOAHUM KOHCOPLIIYMOM 3 IOCJiIXKE€HHS MOPYIIEHb (PeTaIbHOrO ajJKOroJbHOTO CHEKTPY
(CIFASD). byno npoanaiizoBano 208772 MpocHeKTUBHO 3i0paHUX HeoHAaTaIbHUX «IloBimoMiIeHB», KJTi-
HIYHI TaHi II0I0 AiarHo3y Ta AaHi om0 (axy JTiKaps, SKuii Brieplile 3amigo3puB HasaBHICTb y autuHu OAC.
Taxkox IpoaHaIi30BaHO PE3yJIBTaTA CUCTEMATUIHOIO CKpUHIHTY 11909 BariTHMX KiHOK IIOAO BXWBAaHHS
ankoroto. [TpiopuTeTHUM HaNIPSIMKOM HaIllO1 AisUIbHOCTI TAKOX € OCBITHI MPpOrpaMu IS MEAUYHUX haxiB-
1iB, 30KpeMa, JJiKapiB- HEOHATOJIOTIB Ta IIMPOKOTO 3araiy MO0 AiarHOCTUKM i 3armobiraHHs PAC.

Pesyasrat. 3a 2005- 2011 pp. mikapi PiBHeHCBHKOI i XMenpbHUIIBKOI oOjacteil miarHocTyBamm MAC
y 120 miteit. ¥ 37 Bumamkax miarHo3 BIiepiue OyB 3aMigo3peHMii MY MepBUHHOMY HEOHATAILHOMY OIS,
a'y 26 BUIMagKax — MeAWYHUMU reHetukaMmu. Ciin 3a3HaunTy, 1o y 48% Bunankis GAC 6yB BIieplie 3a-
Mig03peHMI JTiKapsIMHU-HEOHATOJIOraMu BilIiJIeHb MaTOJOTii HOBOHAPOMXKEHUX i IediaTpaMu. Y byauHKax
IUTUHY nepebyBanu 43 (35,8%) niteii iz DAC. 10 (8,3%) niteii i3 DAC nmomepu y Billi 10 1 poky. 3a pe3yiib-
TaTaMU CKPUHIHTY BaTiTHUX XiHOK, 9,2% HiTeil 3HAXOAWINCS Y TPYII PUBKMKY 100 MIPEHATAILHOTO BIIUBY
aJIKOTOJIIO Ta MOTpeOyBaJIM PETEIBLHOTO OIJISIAY HEOHATOJIOraMuy Ta HaJISIAy TMeaiaTpaMu.

BucHoBOK. 3rimHO pe3yJIbTaTiB HAlllX TOCIiIKeHb, ITonysaniiiHa yactota @AC y PiBHeHCBKIlT i XMeTb-
HUILBKiN o6acTax 3a 2005- 2011 pp. € onHiero 3 HalBUIIKX y €Bpomni- 5,46 Ha 10000 HapomxeHux. Jlika-
pi- HEOHATOJIOTH, SIKi 3AiMCHIOITh MTEPBUHHUI OTJIs11 HOBOHAPOAXKEHOI AUTUHM, BilirpatoTh AyXKe BaxKJIUBY
poub y parHil miarHocTuii MAC. 3aBasgKu IMpoBeaeHUM TpeHiHTraM 3 miarHocTuku MAC ms J1ikapiB- HEO-
HaTOJIOTiB, MeaiaTpiB, FTEHETUKIB Ta CKPUHIHTY BariTHUX >KiHOK LIOA0 BXXMBAHHSI alKOroJilo y PiBHEHCBKIl
i XMeIbHUIIBKIi# 00J1aCTSIX TTOKPAIIIIOCS paHHE BUSBIICHHS miteit i3 PAC.

MLPA-AHAJIN3 B IUATHOCTUKE CIIMHAJIBHON MBIIIIEYHOM ATPO®UN
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Beenenne. CriHanbHas MblmedHas atpodust (CMA) mpeacraBiisieT co00il ayTOCOMHO-PEIIeCCUBHOE
HEPBHO-MbILIEYHOE 3a00JIeBaHUE, XapaKTepu3ylolleecsl JereHepaleil o-MOTOHEMPOHOB MEPEAHUX POTOB
CIIMHHOTO Mo3ra. [IpuHsaTo BeIneasATh TpU ocHOBHBIE (hopMmbl CMA: atpoduto Beprura-Iodmana, aTpo-
¢uro Kyrenpbepra-Benanaepa u nmpoMexyTouHyo hopmy. M3BECTHO, YTO 3TU KJIMHUYECKUE (HOPMbI 00-
ycJIoBJIeHHI aeterieit B reHe SMN(survival motor neurons), MMeIIeM 2 KOITMU TeJIoMepHYyIo - SMNI1, u
neHTpoMepHYI0 - SMN2. O6HapyXeHue aeaeunn 7 1u/mim 8 3K30H0B reHa SMN1 B roMO3UTOTHOM COCTO-
SIHUM TI03BOJISIET TTOATBepaAuTh AuarHo3 CMA y 60JIbHOTO, a MOBHIIIIEHNE KOJIMYeCcTBa Komuii reHa SMN?2
CMOCOOHO KOMITIEHCMPOBATh HEXBATKy 0eka SMN, NpUBOAS K CMITYEHUIO TeUeHUsI 3a001eBaHus ((hOpMbl
II-1IT), B To BpeMs Kak oTcyrcTBue reHa NAIP (neuronal apoptosis inhibitory protein gene) ykasbiBaeT Ha
KpYIHYIO aefielinto B Jokyce SMN.

Hean: u3yuyntsb 3HaueHre MyTaluii B reHax SMIN1, SMN2 1 NAIP B iarHOoCTMKE CIIMHANBHON MBIIIEY-
HOM aTpo(UK U ONPEACTHUTH CBSI3b MEXKIY MyTallMeH U TSDKECTBIO KIIMHUYECKUX MPOSIBJICHUH.

Marepuaibl 4 MeToabl. bbL10 00caen0BaHO 38 AeTei ¢ MoA03peHUEM Ha CIMHAIBHYIO aTpoduio BepHu-
ra-Todpmana u Kyrensoepra-Benannepa. M3 1eabHONM KpoBU NMallMeHTOB OblIa BblaesieHa reHoMHast JTHK
¢ nmpuMeHeHneM Habopa Wizard® Genomic DNA Purification kit (Promega). B nanpHeiiieM ObL1a IIpoBe-
JieHa JUATHOCTHKA C UCHOoJIb3oBaHueM MeToga MLPA Ha 96-KanuuiipHOM aBTOMAaTUYECKOM aHaIM3aTope
3730xI DNA Analyser.

Pe3syasrarsl u 00cyxnenne. Metomom MLPA-aHanm3a nonrBepkaeHbI MyTaiiuy B reHax SMN1, SMIN2
u NAIP y 14 u3 38 obcienoBaHHbIX AeTeil. B pesyabsrare, y 4 u3 5 oo6clienyeMbix ¢ amuotpodueii BepHura-
Todmana oOHapyXeHBI nefenuu 7 u/mim 8 3k30H0B reHoB SMN1 1 SMN2, 1 y 0qHOro nalreHTa JUarHo-
cTUpoBaHa Aeaenus 7 ak3oHa reHa SMN1, a takke genenus reHa NAIPS. YV 8 manueHToB 13 9 ¢ 60J1e3HbIO
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Kyrenp6epra-Bemannepa BeISIBIICHH Aejielyn 7 1/uin 8 3K30HOB TeHa SMN 1 ¢ yBeIndeHreM 91ciia KOUii
reHa SMN2, 1 y ogHOro naumeHTa OblIa BRISIBIICHA Iefielns 7 9K30Ha TeHoB SMIN1 1 SMN2.

BoiBoapl. Takum oGpa3om, mMetonq MLPA mo3BojigeT He TOJAbKO MOATBEPAMTb NUArHO3 CIMHAJbHOM
aMuoTpodu, HO M YTOUYHUTH KIMHIYECKYIo (opmy CMA B 3aBUCHMMOCTH OT BBHISIBJICHHBIX M3MCHEHUI
BreHax SMN1, SMN2 u NAIP.

YACTOTA TA CIIEKTP XPOMOCOMHUX ABEPAIII,
ACOIIIALIII AKPOLIEHTPUYHUX XPOMOCOM Y HOBOHAPOIKEHUX
I3 BATPUMKOIO BHYTPIIIHbOYTPOBHOI'O PO3BUTKY
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Beryn. 3pocTaHHSI MyTareHHOTO 3a0pyIHEHHS JOBKIJUISI HETaTUBHO BILIMBA€E Ha PO3BUTOK eMOpioHa Ta
mionaa, GopMyBaHHSI FTEHOTUMY Ta (DEHOTUIY MailOyTHHbOI AUTUHU. BaxXJIMBOIO KiIbKiCHOIO XapaKTepUCTU -
KOIO0 COMaTUYHOIO MyTareHe3y € 4acToTa CIIOHTAHHKUX XPOMOCOMHUX abepaliiii (XA).

MeTta aoclimKeHHs: BCTAHOBJEHHSI YaCTOTU Ta CHeKTpy XA, acolialiil akpoUeHTPUYHUX XPOMOCOM
(AAX) y 3m10poBHMX HOBOHAPOMXKEHNX Ta IIPX 3aTPUMIIL BHYTPIllTHBOYTPOOHOTO po3BUTKY (3BYP) 3 pizHux
eKkoJiorivHux paiioHiB ITpukaprarrs.

Marepian i MmeToau nocaimkenb. MatepiaaoM Ml JOCTiaKeHHsT Oy MeTadas3Hi IIaCTUHKU JiMPo-
LMTiB NYMOBUHHOI KpoBi 187 310poBux HOBOHapomKeHuXx Ta 181 HoBoHapomxeHoro 3i 3BYP 3 pizHux
paiioHiB IBaHo-MpaHKiBCHKOI 00J1ACTI.

Pe3yasraTi gocjimkeHb Ta ix odrosopenHsa. 3arajgbHa yacToTa XA y HOoBoHapomkeHux i3 3BYP Oyna
y 1,12 pa3u OiIbIIOIO, HiXK Y 3M0POBUX HOBOHAPOIKEHUX 3 YCiX MHOCHiIXyBaHUX paiioHiB. BcTraHOBIEHO
BiIMiHHiCTh crieKTpy XA B paifoHax 3 XiMiYHUM i pagialifiHUM 3a0pyOHEHHSIM Y BCiX HOBOHAPOMIXKECHUX.
YacroTa KJ1iThH 3 AAX , SIK OMH 3 MTOKA3HUKiB iMyHOT€HETUYHOIO CTaTyCy, IlepeBakajia y HOBOHAPOIXKEHUX
i3 3BBYP, 0co0a1MBO Y HOBOHAPOIXXKEHMX i3 30H XiMiUHOIO Ta pafdialiiiHoro 3abpynHeHHs. CepenHs yacToTa
acouianiii Ha ogHy KJIiTUHY y AiTeil i3 3BYP Oyna 6ib11010 y 30Hi ekojioriuHoro komgopyy 1,19 pasu, y 30-
Hax XiMi4HOro Ta paaiauiiitHoro 3adbpyaHeHHs BinnoBigHo y 1,14 Ta 1,23 pas3u (p< 005) Ha mpoTuBary 10 310-
POBHMX HOBOHAPOIXXEeHUX. YKCI0 acoLiiloBaHUX XPOMOCOM B OJHIM KJIiTHHI Oy/J10 HAMHWXYUM Y 310POBUX
HOBOHAPOKEHUX i3 30HU €KOJIOTiYHOTro KoMdopty. TakuM unHoM, cuHIpoM 3BYP € mynsrudakTopHOIO
MaTOoJIOTi€l0, B peaisallil IKO1 BaXJIMBY POJIb BilirpaloTh CHAAKOBI i 30BHILIIHI YMUHHUKU cepeaoBulia. Yac-
ToTa XA KOpeoBaia 3 MoKasHuKaMu yactot AAX (BapiityBanu Big 0,68 1o 0,84), 1o minTBepaWIoO BIIUB
€KOJIOTIYHUX YMOB MPOXMUBAHHS Ha iIMyHOTEHETUYHUI CTaTyC Ta aIalTMBHI MOXJIMBOCTI HOBOHAPOIXKEHUX.

BucHoBku:

1) noBeneHo repeBary XxpOMOCOMHUMX aHOMaili Ta 3maTHOCTI 10 AAX y HOBOHapoaxeHuX i3 3BYP;

2) BCTAHOBJIEHO 3POCTaHHSI 4acTOTHM CIOHTaHHUX XA Ta AAX y HOBOHApOMXKEHUX 3 €KOJIOTiYHO
HECOPUSTINBUX PaiOHiB.



