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I ypoBHs, auzaptpus Tsokenoi crenenn F 07.9|80.0. YcraHoBineHa WHBaJMIHOCTH. U3
aHamMHe3a JKHM3HM: pebeHok or IV OepemeHHoOcTH, mpoTekaroumeld Ha (oHE YIrpo3bl
npepbiBanus.  Poxapl  maronormueckue. @Penotun 6e3  ocoOeHHocTel. Pesynbrarhl
UCCIIeIOBaHUI: B OMOXMMUYECKOM aHaJIM3€ KPOBU - | JaKTaTAETUIpOreHa3a, ypUHOIU3HC:
MOJIOKUTENbHASL MTpo0a Ha MPOJUH, aMUHOKHUCIIOTHBIM cOCTaB — (heHUJIATaHUH, TUPO3MH,
tpuntopan — 8-9 mr%, MOBBIIICHB YPOBHU BaJMHA, TJIHMIMHA, MPOJUHA, aCaparHHOBOM
kucJIoThl. [luTorenernueckoe uccienoanue: 46, XY, 9gh+, 22ps+, 1% XxpomocomHO
HectabuiapHocT. ['en MTHFR C677T B roMO3UIOTHOM COCTOSIHMH. [ omorucrend — 13,5
MKMOJIb/JI, OPTraHUYECKUE KHCIIOTHI: METa0OJHUThl OOMEHA Cephbl, HEIOCTATOYHOCTh B12,
MeTa0oUTHl TIpreMa MOJUu(EeHOI0B U (DIABOHUIOB C MUINECH. 3aKITIOUYUTEIbHBIN JIUarHO3:
I'omonucrennypus I tuma. 3IIPP. DOnwurenernueckass 0oyie3Hb. XPOMOCOMHBIN
nonuMopdu3M, TeHHbIH monuMopdusM. [lanmeHTy Ha3HaueHO OrpaHHYEHUE B MUTAHUU
KUBOTHOTO O€nKa, WCKIIOUYEHHE TBOpOra, CMETaHbl, MailOHE3a, TPEUKH, TOBSIUHBI,
OyibOHa, KpacHOUW pBIObI, KOHCEPBAHTOB. PeKOMEeH10BaHO YNOTPEOIsITh OOJIbIE OBOITHBIX
pary, BKIIOYUTh B PAIlMOH MOJIOYHYIO OBCSIHKY, (PYKTOBBIE COKHU-(pEIIH, U3 PHIOBI —
kamOany, CKyMOpHIO, MUHTail, mMsco MHIEHKH, rycs 1-2 pasa B Hegemo. [Ipomomxars
Ha0II0/IeHNE Yy TICUXO0JIOTa, JIOTOIe/1a, Bpaya-TeHEeTHKA.

BoeiBogbl. CBOEBpEMEHHAs] TMarHOCTUKA UM pAaHHEE HAa3HAYEHUE COOTBETCTBYIOLIEH
TEpamuy MOXET CHOCOOCTBOBATh YMEHBIIEHUIO TSXKECTH 3a00JIeBaHUS, CHUIKEHUIO
WHBAJIUIHOCTH JETEH U aJeKBaTHOM MHTETPAIlUU UX B OOIIECTBO.

Kousecuuxk B.A., bpaukosa /I.C, Omenbuenko-Cenokosa A.B.,Kosais B.A.
CJIYYAHU CIUHAJIBHON AMUOTPO®WHN BEPJTHUT' A-TO®PPMAHA
Kadenpa nequarpuun Nel u HeoHaTOIOTUM
XapbKOBCKMM HAIIMOHAJILHBIM MeIUIIMHCKUA YHUBEPCUTET, I'. XapbKOB,

Ykpauna
Hay4HbIil pyKOBOANTEb: K. Me/.H., 101. OMesb4yenko E.B
CrnuHanpHass MbleyHass amuoTpoduss Bepnuura-I'opdmana - 3aborneBanue,

XapaKTepu3yIoleecs AereHepalueil KIeToK MepeHIX POroB CIIMHHOTO MO3Tra BCIIEICTBUU
mytarmu rera SMN 1 (survivalmotorneuron-1). B 3aBUCUMOCTH OT BpEMEHHU HPOSIBICHHUSI
MIEPBBIX KIIMHUYCCKUX CHMITTOMOB, TCUCHHUSI MHOIUCTPOPUICCKOTO TIPOIecca, JIOKATHU3alluu
MBIIIEYHBIX aTpOopuil BBIIEISAIOT cleayromme (opmbl  3a00JeBaHUS:  BPOXKJICHHYIO,
JIETCKYI0 PAHHIOK W TMO3[HIOK. JIMarHoCTHMKa CHUHAIBHBIX MBIIMICYHBIX aMUOTPOhU
(CMA)BBI3bIBaCT 3HAYUTEIBHBIC TPYAHOCTH, U3-3a BBIPAXEHHOTO moJuMopdu3mMa
KJIINHUYECKUX MPOSIBICHUM.

[TpuBomuM cobcTBeHHOE HabIOIeHNE O0ITBHOTO ¢ BpokeHHO CMA.

Pebenok H., 1 rom 4 w™ecsna, MOCTYNWJI B OTHCICHHWE AaHECTE3HOJIOTHH U
WHTECHCUBHOM Tepamnuu ¢ )aJloO0aMu Ha OTCYTCTBHUE JIBUTATEIIbHOW aKTHBHOCTH B BEPXHHX
U HIDKHUX KOHEYHOCTSX, CYJOPOTH, OTKa3 OT €Ibl, CHUKEHHUE MAaCChl TeJa,0/IbIIIKY.
Manpuuk poAauics OT BTOPOH HOPMAJIbHO MpOTeKaBIIel 6epeMeHHOCTH, B cpoke 40 Henenb
rectaruu. Poxapl ¢usmonorndeckue. Y crapiiero pedeHka Tpucomus mno 21 xpomocome.
[Tocrne BBIUCKH U3 pOJJIOMAa MaTh OTMEYalla CHIDKEHUE OOIIeH JIBUTaTeIbHOM aKTUBHOCTH,
CIalbIil KPUK, JKEITYIIHOCTh KOKHBIX TOKPOBOB. B Bo3pacte AByX Heneiab HAOIIOAIOCH
CHIDKEHME TOHYCa MBI BEPXHUX M HIKHUX KOHEUHOCTEH, OTCYTCTBHE (HUKCAIUU
B3rsiAa. Crycrs 2-e Helledu MOsSBHIACh 00Ias MbIllIeyHasi TUIIOTOHUS, TIepecTaln JBUraTh
HOKKaMH, BBIPaKEHA OJIBIIIKA C YYaCTHEM BCIIOMOTATEIbHOW MYCKyNIaTyphl. B cBs3u ¢
BEHINIC TIEPEYHCICHHBIM, OBLI OOCJIENOBAaH HEBPOJOTOM, TeHeTWKOM. Ha ocHoBaHWU
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"DE3YNIbTATA MOJIEKYJIIPHO-TEHETHYECKOTO MCCIIEOBAHMS BBISBIEHA JENENUs 7-T0 U 8-TC %
9K30HOB TenomepHoro reia SMN1 B roMO3UrOTHOM COCTOSIHMM (CHUHAJIbHASI MBIIICUHAS
atpo¢us). Pesynbrar 35eKTpoMuorpa@uu: NpU3HAKU MOPAKEHUS TBUTATENIbHBIX HEHPOHOB
CIIMHHOTO MO3Ta.

B Bo3pacte 4-x MecsIeB, OTMEUAETCsl MPOTPECCUPYIOIEe yXYAIIEHUE COCTOSHUSA:
HapacTaeT OyJabOapHbIN CHHAPOM, MBIIIEYHBIM TOHYC PE3KO CHUKEH, aKTUBHBIC JIBUYKEHUS
orpanrueHbl. CyX0XUIIbHbIE pe(IEKChl C BEPXHUX M HMKHUX KOHEYHOCTEH OTCYTCTBYIOT.
Ha MOMEHT moOCTYyIUJIGHHs:  COCTOSIHME — TSDKEJIO€,  BbIpaXEHHas  JbIXaTelbHas
HenoctaTouHOCTh |1-111 crenenn; peGeHOK BsUIBIN, afUHAMUYHBIN, OTMEYAeTCs THIIOTPO Pust
I11-i1 crenenu, BopoHkooOpa3Has aedopmanus rpyaHoi kinetku. Ilpu ocMoTpe akTHBHBIE
JBUKEHUS] OTCYTCTBYIOT, apeIieKcHsl, CyXOKUIIbHbIE peIeKCchl HE BbI3bIBAIOTCS. J|pIXaHue
MOBEPXHOCTHOE, AapUTMHUYHOE C Y4YacTHEM KpbUIbEB HOCa M  BCIIOMOTaTeIbHOU
MycKynatypbl. [lepKkyTOpHO MPUTYIUIEHHE JIETOYHOTO 3BYKa B HMKHUX OTJAENaX MpPaBOro
JIETKOT0; ayCKYJbTaTUBHO — HaJl BCEH MOBEPXHOCTHIO JIETKUX JbIXaHUE 0CialieHo. TOHBI
ceplilla PUTMHYHBIC, TPUIIYIICHBI, Taxukapausi. Ha pentrenorpamme  OI'K:
MPABOCTOPOHHSIS 04aroBO-clMBHAas NMHeBMoOHUA. PeGenok mepesenen Ha MBJII, B cBsizu ¢
pE3KMM TMAaJeHUEM caTypauuu Kuciopoja. B  ormenenun Haxomuics 365  KoHMKoO-
JHEI,Hall0’)KeHa TpaxeocToMa, T.K. MOMNBITKM IEpeBOJa Ha CIIOHTAHHOE JIbIXaHHE HE
3¢ (dEeKTUBHBI, KOPMJICHHE MPOU3BOAMIOCH 4Yepe3 30H[. 3a BpeMs NMpeObIBaHUs B KIMHUKE
MTHEBMOHUSI HOCHJIA BOJHOOOpA3HBIN XapakTep; peOEHOK Mojydald CHUMIITOMATHYECKYIO,
MAaTOTEHETUYECKYI0 TEpamuio W Mpenaparbl, yIydllalolue TpoQUKy HEpPBHOW TKaHHU.
HecMoTpss Ha mpOBOIUMBINA KOMIUIEKC JI€UEOHBIX MEPOINPUSTUH, COCTOSHHE pebOeHKa
MPOrPECCUBHO YXY/IIAJIOCh MObUIa KOHCTaTUPOBAaHA CMEPTh OT IiepeOpasbHOM, Kapauo-
pecnupaToOpHO, MOYEUHON HEAOCTATOYHOCTH.

Takum oOpa3om, pH BBISBIEHUN CUMITOMOB cllabocTu U 1u(Py3HON TUIIOTOHUU Y
JIETEW, BpauM JTOJKHBI UIMETh B BUJlY BBICOKYIO BEpPOSITHOCTH quarHo3a CMA.

Koaecnuk A.H.
OCOBEHHOCTHU JUATHOCTUKU, TEYEHUSA U JIEYEHUSA TEMATUKO-
YPEMUYECKOI'O CUHIPOMA VY JIETEH
Kadenpa neguarpun No2
XapbKOBCKHH HAMOHAJIBHBIN MeIUIMHCKHHA YHUBEPCUTET,
r. XapbKoB, YKpauHa
Hayunbliii pykoBoaurens - Oqunen FO0.B.

Ha ocHoBe kiuMHHUYeCcKOro HaOMIOJEHUsT 3a pa3BUTHEM, TEYEHHEM TeMaTUKO-
ypemudeckoro cunapoma (I'YC) y neBouku B Bo3pacte 2 ner 4 mec. [IpeacrtaBieHbl
KITMHUKO-JIA00paTOPHO-UHCTPYMEHTAIBHBIE €r0 OCOOCHHOCTH Ha (HOHE COBPEMEHHBIX
METOJI0B TEPATHH.

bonbuas Codus I'. 2 ner 4 Mec., ocTynuia B OTAEIEHUE UHTEHCUBHOM Tepanuu U
peaHuMaI XapbKOBCKOW TOPOACKON KiMHHYecKOoW OonmbHuilkl Nel6 5.10.2015 ma 4
JIeHb OT Hayaja 3a00JIeBaHMs C KJIMHUKOW MPAaBOCTOPOHHE OYAroBO-CIMBHOM ITHEBMOHMH,
BHETOCIUTAJIBHOM, OCIOKHEHHOW MpPaBOCTOPOHHUM (PUOPUHO3HO-THOMHBIM IIJIEBPUTOM U
OOIIETOKCMYECKUM CHHJIPOMOM C TpPU3HAKaMHM CHIDKEHUS TEMIIOB aumypesa. Juarnos
MHEBMOHUU TIOATBEPXAEH peHTrenonorndecku. IIpoBoamnace muddepeHnuanbHas
JIMarHocTuka ¢ cuHapomoM ['ynnacdepa, KOTopblit ObLT UckitoueH. Ha 2 nenn HabmoneHus
3apeructpupoBana anypus. Kotopas nponomkanach a0 22 nua HaOmoneHus. C ydeTom
aHypun W  pa3BuBlIeiics Tsokenod amemmn (Hb  —  59r/m), neiixoumTo3om
(13,3*10°%1).pombouTonerneit  (25%10%1), perukymountozom (20%o), HOBBILICHHEM
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