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AHHOTaUMA MeTtoabl U maTtepuanbl

Haunbonee yacTo HeoHaTasbHble CyA0poru

MpoaHannsnposBaHbl aHaMHeECTUYECKMe AaHHble, Pe3ybTaTbl MPeHaTaIbHbIX CKPUHWHIOB,

72% — T'MnoKcuyecko-uwemuyeckne nopaxenus (LLN);

BCTPEUAIOTCA B rpynne HOBOPOXAGHHbIX AeTeli ¢ v3 MPT. 337
FMNOKCHHECKO-MILIEMAHECKUM, MHBEKLIMOHHBIM 10.5% — BYN e nocTHaTanbHble Y3 uccnenosaHua, 3 HOBOPOMAEHHbIX C HEOHATabHbIMM
NOpaKeHUeM roNoBHOro mosra. KpaitHe 1370 — B T.4. uHdekumn LHC; cypoporamu (HC). U3 aHanM3a UCKIOYEHbI NaLMEHTbI C TMMOKCUYECKO-MLIEMMUYECKIM,
peaKMMn nNpuuMHamm HeoHaTaslbHbIX Cyaopor 8.1% — MUBK: remopparMyecknum nopaskeHuem rososHoro mosra (FM), BYW LHC.
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ABNAOTCA NOPOKM Pa3BUTUA C LepebpanbHbiMu
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MonumopdHan KNAMHUYECKan KapTUHA 3TUX o
COCTOSAHMWI MOKET UMUTUPOBATbL Apyrue 1,2% — BMP LIHC B T.4. HachepCTBEHHbIE

Puc. 4. lpyrve BapuaHTbl pefKuUX NPUYUH HeoHaTanbHbIX cygopor. HCI n MP tomorpamma

Hosonory. Srarine ocobennoc el HEAPORETEHEpaTHBHE 3a00neoaNAT; UATEEATEREY A, [LleMOHCTpupytolLme Tybepchl, cybaneHanmanbHble y3/bl npy TEC 1 reTepoTONMOHbI Npy
HelpoBU3yanmsaLumn peakux 3abonesaHuit nomnepeyHblit pasmep CT l,
O/IOBHOTO MO3ra NoMoraeT é,Z% —OpdéaHHble 3abonesaHnA —HacneaCcTBeHHble ur HEEEmE | PRl GeeE 26mm y310B0ii cybaneHaMManbHoit Gopme reTepoToNMM CepoBOro BellecTsa
He pacwupeH
anddepeHUMpoBaTL AMArHO3. 0/1€3HM OOMeHa. u Ho no P P (N pasmep anis 37 e e ) I
pacwupeHa KOHBEKCUTA/IbHbIM Hep, B, 5 [
-TB,

oTa. npoueHTenb -44mm)

BeepeHue
B Hawe# npakTuke BCTpeyanucs HC, accounmpoBaHHble ¢ opdaHHbIMK 3a60neBaHuAMM (Ty6epo3HbIi A aNEY B

CKNepos, reTepoTonuA CEpPoro BeLecTBa), KOTOpble KyNMPOBaANKCh K KOHLLY NePBOW HeAe/In KU3HU Ha
CTaHAAPTHOM NPOTUBOCYA0PONKHON Tepanuu, ¢ AanbHENWNM NPOrpeccMpoBaHneM SMUAKTUBHOCTU 1
dopmupoBaHuem cuHapoma Becta k 10-12 mecsiLeB. B 3TUX KAMHUYECKUX CUTYaLMAX MPOBeAeHME NepBbIX YMeHbLUEH, B rMNONNa3npoBaH, Bk y

bd |

CKPUHUHIOBbIX 3XOrpaduUUYeKrnX NCCeA0BAHUIA B PAHHEM HEOHATANIbHOM MEPUOAE NO3BONMUIO MeHblued T TermeHTo- | J
NPeAnonoXuTb opdaHHbie 3a60/1eBaHNA, YTO B AasbHeliwem 6bI10 NoATBEPKAEHO pedyibTatamu MPT. cTeneHu, yem S — OPUIEALS D MRLFEEEE | oo ! ’
nonywapua K 3aTbI/IOYHOMN KOCTU HbIl yron 15° f |
-15mMm (N pasmep NoBepxXHOCTU MoCTa W
o He BblpaxeHa {
Puc. 1. A) HCT, akcuanbHbIn onee 22mm) P |
cpes u B) MPT,KopoHapHblit i
p ) Hoponap [ Puc. 3.
cpes: KpacHbIMU CTpeKamu AW A ) ot 35 nawvenTa
- . naumeHT
0b03HaueHb! Tabauua 1. [laHHble HellpoBU3yanunsaumm
rMNon/aasnpoBaHHble, Co
CHIKEHHOA N 3aknoueHue
nnddepeHuMpoBKoi

Pe3ynbTatbl M 06CyKAEHUE

[aHHbIN KAVHUYECKNIA C/lyqail XapaKTepusyeTca NoAMMOPGHON KAMHUYECKOW KapTUHOW, KoTopas
MOXXET UMUTUPOBATL Pa3NnyHble 3a601eBaHUA. 3HaHMe 0COBEHHOCTEN HelipoBM3yann3aumum

NoyLapma MO3XeuKa,
JKENTOW CTPENKoW YepBb

[leMOHCTPUPYEM KAMHWUYECKUI Cydait GapMaKope3UCTEHTHbIX CYA0POr, TAMKEbIX o

MO33KeuKa, NyHKTUPHbIMK . rnomoraet nposectv AvddepeHumansHblin AuarHos. Heobxoamma HGOPMMUPOBAHHOCTL
. AbIXaTeNbHbIX PAaCCTPOMCTB y HOBOPOXAEHHOro 37Hen B. TAXKecTb cocToAHMA C

JIMHWAMU-TIONEPEYHbII . CNeumnasmncToB aHeCTe3no/10roB-pPeaHNMaToIoroB, HEOHATONOroB O 3a6oNeBaHNK, AeboTUpYIoLLEM

poXxAaeHuna 06ycn03neHa TAXENbIMU AblXaTe/IbHbIMU PAaCCTPOUCTBAaMU, HEKYNUPYEMbIM
pasmep Mo3Keuka, 26Mm B @aHTEHaTa/NIbHOM WM HeOHaTalbHOM Nepuo/e, OCHOBHAA TAXECTb KOToporo obycnosneHa

g CYZOPOXHbIM CUHAPOMOM. CNACTUYHOCTb MbILL, 3aTPYAHANO MHTYBaumio pebeHKka. Ha .
o o HEOHaTabHbIMU CyAO0pPOraMu, AUCKUHE3NAMU U AbIXaTe/IbHbIMWU PACCTPOUCTBaAMMU.

doHe NPoBOAMMON NMPOTUBOCYLOPOXKHOM Tepanuu (cubasoH, neseTupaueTam,

Banbnpoesan chnora) ABuUrate/ibHble HapylweHua n 3ﬂV|ﬂe|'ITl4¢OpMHaﬂ AKTUBHOCTb -
Puc. 2. A) HCT B) MP [AUTENBHO COXPaHANNC. KOHGUrypauma KocTeit yepena nocie poxaeHma 5M5nM0rpa¢quCKMM CMUCOK

~ 1. [Japanu E. /1., Akumosa W. A., CemeHoBa H. A. 1 ap. KNIMHWKO-reHeTUYecKue xap. 1 runonnasuu,
Tomorpamma. pacuerunBanack kak pofosas, yCT?HOBO‘{Haﬂ, HO B flanbHenwem coxpaHanace. OTCyTCTBME 06ycn0BNeHHOI MyTaumuamK B reHe TSEN54 (OMIM: 277470). HepsHo-mbiweyHble 6one3Hun 2019;9(2):30-6.
CoOoTHOLEeHWe cpegHero npupocTa pasMepoB ro/10Bbl, KpaiiHe MaseHbK1e pasmepsl nepeaHero 1 60KoBbIx 2. YebBaHeHko H.B., 3bikos B.M., MupoHos M.6. u ap. MoHTouepebennapHas runonnasua tuna 2A. [lokrop.Py. 2022; 21(7): 68-74. DOI:
: : 0ZJHWNYKOB 3aTPYAHANM BU3yanu3aLumio. [laHHble HelipoBM3yanusaLmm ykasaHbl B Ta6. 1. 10.31550/1727-2378-2022-21-7-68-74
Mmosra : mocTa : ﬁ/”;q PyA Y 4 ﬂ sp v o 4 v 3. BierhalsT., Korenke G.C., Uyanik G., Kutsche K. Pontocerebellar hypoplasia type 2 and TSEN2: review of the literature and two novel
npoAoaroBaTOro MO3ra = Tomorpadus NOATBEPAUNA HANMUME MOHTO-LepeGeNIAPHOI rMnonasmun, kotopas mutations. Eur. J. Med. Genet. 2013; 56(6): 325-30. DOI: 10.1016/j.¢jmg.2013.03.009
05:1:1,5 ABNAETCA peaKumM HeﬁpO-AereHepaTMBHblM 3360neBaneM, XapaKrepusyouwmmcs 4. Brun R. Zur Kenntnis der Bildungsfehler des Kleinhirns. Epikritische Bemerkungen zur Entwicklungspathologie, Morphologie und Klinik der
[ umschriebenen Entwic t des Neozerebell Schweiz Arch. Neurol. Psychiatr. 1917; 1: 48-105.
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