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OnddepeHumanbHbli AMArHO3 NapoKCM3MasbHbIX COCTOSIHWMMA, @ TakXe HapyWeHMI MbIWeYyHOro TOHycCa (TMnepToHyCa)
B HEOHAaTa/llbHOM MepuoAe W y AeTeil paHHero BO3pacTa JOCTATOYHO C/IOXKeH. PasnnyHble COCTOSHMS HEPBHOW CUCTEMBI
Yy HOBOPOXAEHHbIX 6GbIBAOT TPAH3UTOPHBIMU U MEPMAHEHTHbIMW, ONTUMANbHBIMKU M CyBONTUMANbHBIMU, HOPMaNbHbIMMU
u natonornyeckumu. Cpeam HUX MOXKHO YNOMSHYTb HEIMUIENTUYECKME MAPOKCHU3MalbHbIE COCTOSIHUS PAHHEro LeTCKOro
BO3pacTa, KOTOPbIM B HEKOTOPbIX Cy4vyasix CONYTCTBYKT ABUraTe/IbHblE HapYLIEHUs, NPOSBASIOWMECS YPE3MEPHbLIM MOBbI-
WeHWeM TOHYCa KOHEYHOCTEN Yy HOBOPOXAEHHbIX. ITO MATONOrMYECKoe COCTOSIHUE MbILEYHOTrO TOHYCA B AHII0N3bIYHOM
nuTepatype 0603HaYalT TepMUHOM stiffness baby (CMHAPOM «PUrMAHOrO» MAM KCKOBAHHOrO» MAafeHLa). HeoHaTanbHbIi
MaToNOrMYeCKUM MbILLIEYHBIA TUNEPTOHYC, B OTIMYME OT PU3MONOTMYECKOTO MbILEYHOrO FMNEPTOHYCA HOBOPOXAEHHOTO, —
LLOCTaTOYHO peAKoe COCTOsiHME. B cTaTbe NpuBeAEHbl AaHHbIE TUTEpaTypbl U ONUCAHWE KJMHUYECKOTo HabnoaeHus nauu-
€HTa C runepaknnekcuen. MmMnepakniekcus — 3T0 pefkoe NapoKCM3MaNibHOe pPacCTPOMCTBO ABUXKEHMUS Y AETEN paHHero
BO3pacTa. PacCMOTpeHbl OCHOBHbIE KJIMHWYECKME BapuaHTbl 3a601eBaHus, cnocobbl AMArHOCTUKM U KOPPEKLLMU, OCHOBHbIE
MyTaLMKu, C KOTOPbIMM acCCOLMMPOBAHO [aHHOe cocTosiHue. [lpeacTaBneHO onucaHWe COBCTBEHHOrO KAMHWMYECKOro Ha-
6n0neHns nauMeHTa paHHero Bo3pacTa C rMrnepakniekcuen, ee KAMHUMYECKas KapTUHA, 0COOEHHOCTU NMapOKCM3ManbHbIX
COCTOSIHMI U Tepanuu, AaHHble HEMPOBMU3Yyanu3aLumm, anekTposHuedanorpabmyeckux GeHOMeHOB, perucTpMpyembixX y na-
LMEHTa, U reHeTUYeCcKoro TeCTMpPOBaHMs, NMOATBEPAMBLLErO AMArHO3 HE3NUAENTUYECKMX NMAPOKCM3MabHbIX PAaCCTPOWCTB.
Y pebeHka BbisiBneHa MyTauus B reHe ATADI, accoumMnpoBaHHas C runepaknnekcuein 4-ro Tuna (618011).

KntoueBbie cnoBa: rmnepaknnekcnsa; Heannmnentuyeckne napokCcmsmMasabHble COCTOAHUA; HOBOPOXAEHHbIE.
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The differential diagnosis of paroxysmal conditions, as well as disorders of muscle tone (hypertension) in the neonatal
period and in young children is quite complicated. Various states of the nervous system in newborns are transient and
permanent, optimal and suboptimal, normal and pathological. Among them, we can mention non-epileptic paroxysmal
states of early childhood. In some cases, non-epileptic paroxysmal states of early childhood is accompanied by motor
disorders, manifested by an excessive increase in limb tone in newborns. This pathological condition of muscle tone in
the English-language literature is referred to by the term stiffness baby (the syndrome of a ‘rigid” or “fettered” baby).
Neonatal pathological muscle hypertonicity, unlike physiological hypertonicity of muscles of a newborn, is a rather rare
condition. The article presents literature data and a description of the clinical observation of a patient with hyperekplexia.
Hyperekplexia is a rare paroxysmal movement disorder in young children. The main clinical variants of the disease, methods
of diagnosis and correction, the main mutations associated with this condition are considered. The article describes the
own clinical observation of an early-age patient with hyperekplexia, its clinical picture, features of paroxysmal states and
therapy, neuroimaging data, electroencephalographic phenomena recorded in the patient and genetic testing that confirmed
the diagnosis of non-epileptic paroxysmal disorders. The child has a mutation in the ATAD1 gene associated with type 4
Hyperekplexia (618011).
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HesrmnenTuueckne mnapoKcU3MallbHbIE PacCTPOM-
CTBa — TETEpOTeHHAs! TPYIIa HEBPOJIOTHYECKUX pac-
CTPOMCTB, TOOPOKa4EeCTBEHHBIX II0 CBOEW MPHUPOJIE,
BBI3BIBAIOIIUX JIUATHOCTHYCCKUE TPYIHOCTH Y KIIMHHIIU-
CTOB, B CBSI3U CO CXOJICTBOM HX MPOSIBICHUI C SIUICTITH-
yeckuMH npuctynamu. OCHOBHOM mpoOneMoii octaercst
BBISIBIICHHE W YCTAHOBJICHHE MUArHO3a HEIMIUIeTTHYIC-
CKHX TapOKCHU3MabHBIX COCTOSHUU mercTBa [, 2].
BrIsiBIeHBI BapuaHThl T€HETHYECKUX CHUHJPOMOB, ac-
COIIMMPOBAaHHBIX C JaHHOW marosorueil. Cpeau HUX
W3BECTHBI THUIIEPIKIUIEKCHS, dHIIe(paonaTim, BhI3BaH-
Hble MyTanusmMu reHoB BRATI, GRIA4. BoisiBieHa Tak-
ke myTtanus reHa ATADI, onucanHass KaKk BO3MOXKHAS
MIPUYMHA EPCUCTUPYIOIIEr0 HEOHATAIFHOTO MAaTOJIOTU-
yeckoro runepronyca [12, 15]. l'unepakmnekcus (I'9),
COMTaCHO KJIacCH(PHMKAIMA WMHUTATOPOB SITHIJIETICHH,
OTHOCHUTCS K TapOKCU3MaJIbHBIM PaccTpOWCTBAM JIBH-
KEHHUS. OJTO PEIKOoe PacCTPOMCTBO, HaOIOgacMoe
y HOBOPOX/ICHHBIX U JIETSH IPyJHOTO BO3pacTa, Xapak-
Tepu3yeTcsl Upe3MepHbIM startle-pediekcoMm (0T aHIIL
startle — wcITyT) B OTBET Ha 3BYKOBBIE, COMAaTOCEH-
COpHbBIC WJIM 3PUTEIIbHBIC CTUMYJIbI, BEIYIIUE K TOHHU-
YECKOH PUTHHOCTU M T'e€HEpaM30BaHHOW rumepped-
JISKCUH, YTO MOXKET BBI3bIBATh alHO? M TPYIAHOCTH IPU
BckapmiuBanuu [1, 7, 13]. PaccrpoiicTBo Hepenko co-
MIPOBOXKIACTCS] HOYHBIM MHOKJIOHYCOM. 3a0oJIeBaHUE,
KaK TPaBWIO, UMEET ayTOCOMHO-TOMHHAHTHBIN THIT
HacJIeZIOBaHUs, C IOJHOW TEHETPAHTHOCTHIO U Ba-
puabenbHOl skcnpeccueit [11]. B ocHoBe uame Bce-
ro JEXKUT MyTauus apruHuHa B 271-M moJoKeHuw,
Tpachopmupyromas -aJaHUH W TyapuH Ha PErenTo-
pe TIuIeprHAa W3 aroHUCTOB B KOHKYPECHTHBIX aHTa-
roHuctoB (reH GLRAI). OTu WU3MEHEHUS BIUSIOT HA
MIPOBOUMOCTD XJIOPHUIIOB Yepe3 o-1-cyObeuHuIly UH-
THOMPYIOMINX PelenTopoB TIHIMHA B KayTallbHOW 00-
JIACTU PETUKYIIPHON (popMariiet MOCTa, 9TO TIPUBOIUT
K TIEpEBO30YKICHUIO HEHPOHOB 3a CUET OCIJIA0JICHHMS
[JIMIIMHEPTUYECKOTO MHTUOUPYIOLIEro BIUsHUS [5, 8].
OmHako 3a TOMBI MCCIIENOBaHWN OBUTH OOHApYKEHBI
HOBBIC TEHBI, OTBETCTBEHHBIC 3a pa3Buthe 1'9: GLRB,
SLC6A5, GPHN, ARHGEF9 n np. [9]. Berpeuatorcs
TaKke cropaaudeckue ciaydau [6, 10].

Cpenu HENMUICNTUYSCKUX MMapOKCU3MANIBHBIX pac-
CTPOHCTB JBW)KEHUH, TaK Ha3bIBAEMBIX HMHTATOPOB
SMUJICTICHH, (EHOMEH THIEPIKIUICKCHH Hauboee
XapaKkTepeH IJIsi HOBOPOXKICHHBIX M JETEH TPYIHOTO
BO3pacTa.

OCHOBHOE KIIMHUYECKOE TPOSBICHUE THUIEPIK-
mekcun — startle-pedimexc, KoTopeIit IpecTaBIsieT
€000l HETPOM3BOIbHbBIE JBYCTOPOHHHE CUMMETPHY-
HbIC JBWDKEHHWS MBI JIMIA M Tejda B BUIEC TPH-
MaCHUYaHbs, MOPTAaHHUsI, OTBEJCHUS PYK, CKUMaHHUS
KHCTe B Kylak, CrHOaHWs IIeW ¥ TYJIOBHINA, Oe-
nep W KoieHei. Hexotopwie aBTOpHI startle-pedirexc

OTHCHIBAIOT Kak pediekc «ucmyra», peduiekc «oT-
BeTa Ha HEOXHJAHHBIH pa3IpaxxutTenby. B Hopme
startle-peduiexc ompenenseTcs y Iioma Uy 3I0po-
BBIX HOBOPOXJCHHBIX B OTBET Ha 3BYKOBBIC CTHUMY-
JBl, C MOCJHenyromeld OBICTPON amanTanueil, U mpu-
CYTCTBYET B Pa3lIMYHON CTENEHU BHIPAKEHHOCTH HaA
NPOTSKEHUHU BCEH XKU3HU. B OHTOreHese yenoBeka
startle-peakuust hpopmupyeTcs Ha 8- Heziele recra-
uuu. Startle-cMHIPOMBI 11€J1IeCO00pa3HO Pa3ACIIATh
Ha TPU OCHOBHBIC Kareropuu: ['D M CXOXKHE C HUM
KIIMHAYECKUE COCTOSIHUS, CTUMYI-WHAYIHPOBAHHBIC
COCTOSHMS (KaK SMUJENTHYECKHe, TaK W HEedMUJIen-
TUYECKHE), a TakKe HeHpoIcuXxuarpuyeckue pac-
CTpOICTBa, CONMPOBOXAAIONINECS CTUMYJI-3aBUCH-
MBIMH TaTOJOTHYECKUMHU OTBETHBIMHU PEaKIHIMHU.
[Ipn runepskruiekcun (Gpu3nOIOTHIECKU pedureKc
MHOTOKpPATHO yCWJICH, MEIIaeT HOPMaJbHON aKTHB-
HOCTHU M MOXET MPOBOIMPOBATLCS PAa3IUYHBIMU HE-
OKUJJAHHBIMH CTUMYJIAMA — TaKTUIbHBIMH, 3BYKO-
BBIMH, BU3yaJlbHbIMU [3, 13].

Paznmuyaror 6ombmyro u manyro ¢opmer [0, B 3a-
BHCHMOCTH OT CPOKOB /1€0I0Ta, HAJMYNA W BBIPA’KEH-
HOCTH OCHOBHBIX cHMMITOMOB. [Ipu Manoi dopme ['D
HaOMIomaeTcsl TOJNIBKO upe3MepHBIN  startle-peduexc.
Tpuamy cHMIITOMOB, JIKallMX B OCHOBE OOJBIION
dhopmbl I'D, coCTaBISIOT BpOXKICHHAS TeHEpaTH30BaH-
Has CKOBAHHOCTh, YpPE3MEpHAas «IyIJIMBOCTh», U PH-
THIHOCTH MBIIII] BO BpeMs UCITyTa; HEPEJAKOo Habto/1a-
€TCsl TaK)Ke HOYHOW MHOKJIIOHYC. B crapiieM Bo3pacte
ype3MepHbIi startle-0TBET BeIpakaeTcsi B CKOBAHHOCTH
¥ BHE3AIMHBIX TMMameHusx [7].

MuaneHisl ¢ Oonbinoit  gopmoit I'D  HaxomsTcst
B I'PyIIE BBICOKOTO PHUCKA CUHPOMAa BHE3AITHON CMEPTH.
Mexanusm naHHoro coctrosHus npu ['D 3akmrouaert-
Cs B BO3HHKHOBEHHWH OOCTPYKTHBHOTO aItHOd, O0Y-
CJIOBJICHHOTO OpOQapHHTeaTbHON IUCKOOPIMHAIIICH,
C TocieayIomel acnupanyiei Bo BpeMs KOpMIIEHHUS,
WIK K€ — B BO3HUKHOBCHHH IICHTPAJIBHOTO aItHO?,
CBSI3aHHOTO C MUCQyHKIWeH crBoma mosra [1, 2].

TunuunabiM Tpurrepom ['D dBiIsSIETCS JErKOe IO-
CTYKHBaHHE TIO TIepeHOCHIle peOeHKa, YTO BBI3HIBACT
WIK YCUJIMBACT MBIIICYHYIO PUTHIHOCTH. Hamporus,
MaHeBp, npeanoxeHHslil F. Vigevano, siBisercs: npu-
€MOM, CITOCOOHBIM KYITUPOBaTh CKOBAHHOCTb, W JIAXKe
CHacTH >KM3Hb peOeHKa B CiIydae, €CIi Pa3BHIIOCH
3aTsbkHOe amHod. OH 3akiodaercs B (hopcupoBaH-
HOM W OJIHOBPEMEHHOM CTrUOaHHHM TOJIOBBI W HOT,
YTO B OOJNBIIMHCTBE CIIy4acB MPEPHIBACT MAPOKCH3M
Y TIPUBOAUT K BOCCTAHOBICHHWIO CIIOHTAaHHOTO JIbIXa-
Hus [14].

OO6cnemoBanmne pebeHka ¢ ['D MOMKHO BKITIOUATH
KIIMHUYECKHE, AJICKTPOPU3NOIOTHICCKUE, MOJICKYIISIP-
HO-TCHETUYECKUE U HEeHPOBU3YaIN3allMOHHBIE METO/IbI
B CBSI3M CO CXOJCTBOM JIaHHOTO COCTOSIHHA C Ilepe-
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OpajbHBIM TapajldoM, MJIAJICHYCCKUMHU (HopMaMu
SMWICTICUN, MHUOKJIOHUYECKIMH W aTaKTHYeCKUMHU
CHUHJPOMaMH M, KaK CJEJCTBUE, OIMMOOYHON ero WH-
teprnperanueit [1, 2, 4].

WnTepukranbHas snekTposHuedanorpamMmma y me-
Teid ¢ ['D He BBIIBISIET MATOJIOIMYECKUX NATTEPHOB.
B ukranbHO# 31eKTpodHIIePaorpaMMe, Kak IMpaBHIIo,
PETUCTPUPYIOTCS IBUTaTeIbHbIe apTedakThl, 32 KOTO-
PBIMH CIIEyeT Y4acTOK 3aMeJJICHUS], KIMHHUYECKH CO-
OTBETCTBYIOLIHMI aItHO?.

Kapruna neiipoBuzyanuzauuu y nered B I'D He-
criernuydeckas; B OOJBIIMHCTBE CIIy4acB CTPYKTYp-
HBIX U3MCHEHUI BEIECTBA MO3ra HE OOHApPYKHBAIOT.
Jleuenne I'D 3aBucut or Qopmbl. Mainsie (opmbl
00BIYHO HEe TpeOyIOT Ha3HAYCHUS MEIMKaMEHTO3HOH
Tepanmuu. B oTaMuYMe OT MHOTHUX JPYTHX HEIHIIST-
TUYECKUX MapOKCH3MAIBHBIX COCTOSHUSIX MPHU «OO0Ib-
moit» opme I'D nedeHne HEOOXOAUMO, B TOM YHCIE
C TNpUMEHEHHEM AaHTUKOHBYJIbCaHTOB. IIpemaparom
BbIOOpa B JieueHHU «Oombioit» (opmbl ['D sBiser-
ca kioHazernam — aronuct 'AMK-peuenropos, wuc-
noabs3yeMelii B j03ax 0,03-0,2 mr/kr B cytku [2, 3].
[Ipenapar cumwkaer nposiBienust ['3, onHAKO MEIIIEY-
Hasi PUTHMAHOCTE B OOJBIIMHCTBE CIY4aeB YMEHb-
mraercs He3HauuTenbHO. Cpemu IpyTrux Iperaparos,
addexTuBHBIX Tpu D, cremyer Ha3BaTh KiobOaszam,
(heHoOapOuUTAaN, BaJIBIPOCBYI0 KHUCIOTY WU €€ IPOH3-
BoaHble, (uryokcetuH. [Iporno3 mocratouHo Omnaro-
MPUATHBIA, TP KOPPEKTHOM TEpaIruu JBUTATEIIBHOTO
Y KOTHUTHUBHOTO Je(hUIUTa B OTHAJCHHOM KaTaMHe3e
He oTMedaercs [2].

KNMHUYECKUA CNYYAN

[Mamment, 2 wmec. (mara poxaenus 10.02.2020),
JocTtaBieH Ha otaeneHue peanumanuu OI'BOY BO
CIIOITIMY ¢ nmuarHo3oM: «lWImOkcHYeckoe Topaxe-
HUE LEHTPAJIBHOW HEPBHOW CHUCTEMBI, CIACTHUYECKHI
TeTpanapes, Aehuuut mMaccol Tena 29 %, ocTphlid 00-
CTPYKTHUBHBIA OpoHXUT». I3 aHaMHe3a M3BECTHO, 4TO
peOCHOK poAwMIICS OT TEepBOW OEpEeMEHHOCTH, IPOTe-
KaBmIe Ha (OHE yTrpo3bl MPEPHIBAHUSA, AaHEMUH, Te-
CTO03a, OCTPOH PECIHPATOPHON BUPYCHOW HH(pEKINU
(rpunm). Pomel mepBbie, myTeM KecapeBa CEUCHHUS.
Macca npu poxaenuu 4300 r, mimHa tena 57 cwm,
OTIeHKa 10 TTkaje Amnrap 6/7 6amroB. C poXKIaeHUS co-
CTOsIHME peOeHKa paclieHeHO KaK TshKeJoe, 00ycioBIie-
HO MPHU3HAKAMU JIbIXaTeIbHON HEIO0CTaTOYHOCTH, CUH-
JIPOMOM YTHETEHHUsl IEHTPAIbHONH HEPBHOW CHUCTEMBI.
[To maHHBPIM METUIIMHCKOW JOKYMEHTAIlUH, OTMEJascs
CyIOpOXXHBIN cuHzipoM. [TpoBonuiack pecrnupaTopHas
noanepxkka B pexume CPAP (ot anr. constant posi-
tive airway pressure — TOCTOSHHOE IMOJIOKUTEIBLHOE
JABJIICHUE B JIBIXaTeNbHBIX MyTsx). Ha BTOpbIE CyTKH
CHUH/IDOM YTHETEHHUS CMEHIJICS TIOBBIIIEHHOW HEPBHO-

pedruexropHoii  BO30ynuMmocThio.  JlmarHoctupoBaHa
MTHEBMOHHS, OTMEHEHO JHTepallbHOE MHTaHWE, Ha3Ha-
YeHa OKCHUT'€HOTEpalus IMoj KUCIOPOAHOM MaslaTKoOM,
peOCHOK B TSKEIIOM COCTOSIHHH MEPEBEICH U3 POIIOMA
B peaHuManuoHHOe otaeneHue. [lomydan nHpy3noH-
HyI0 Tepanuio, Mumokanm®, TOMaHTEHOBYIO KHUCIIOTY,
L-Kapautuna. CoctossHue pebOcHKa CTAOMIM3UPOBAHO,
OJTHAKO KHCIIOPOI03aBUCUMOCTh COXpaHsIach. Ayauo-
JIOTUYECKUI U TE€HETHYECKUI CKPUHMHI HE IPOBOJU-
mu. 12.03.2020 BeimucaH Toj, HAONOJCHUE Tenuarpa
MOJIMKJIMHUKKU 10 MecTy xkuTenbcrBa, 24.03.2020 co-
CTOSTHUE peOeHKa yXYAIIMIOCh, HApACcTall CHMIITOMBI
YTHETEHUS! IIEHTPATBHOW HEPBHOW CHCTEMBI, OJIBIIIKA.
PeGeHok rocnuTannM3upoBaH B OTACNICHHE MYJIbMOHO-
jgorud. B TeueHme mecsla MONOKHUTEIBHOW AMHAMHU-
KM HE OTMEUYEHO, HapacTalll SBICHUS CHACTUYHOCTH.
PeGenox mepeenen B knuHuKy CIIOITIMY B Tske-
JIOM COCTOSIHUH.

[Ipu mocTyrieHNH UMEIOTCS HApYLICHUST COHAHMS,
Ha OCMOTp pearupoBall KPaTKOBPEMEHHBIM OTKPHIBa-
HUEeM Tia3. B3ran He ¢ukcupoBal, 3a npenMeTamMu He
cineqmit. OTMEYamuCh MCeBAO0yIb0apHbIE HAPYIICHUS
(HapyuieHo mioTaHue, cocaHue). TOHyC 3HAYUTEIBHO
MOBBIILIEH B HKCTEH30PHBIX TPYNIAax MBI KOHEY-
HocTed. JIBWKeHHsI B cycraBax orpaHuyeHbl. Cyxo-
KUIbHBIE pe(IIeKChl KpalHe OXXKUBICHBL. BoIsSBICH
PSAA AU30HTOTEHETHYECKHX (PEHOTHITMYECKUX 0COOEH-
HOCTEeW — OJyTJIOBaToe, YIUIOIIEHHOE JIUI0 U Tepe-
HOCHIIA, KOPOTKasl CIIMHKAa HOCa, «TOTHYECKoe» HeOo,
S3BIK CBEpHYT B TpyOouky. Illupokas um KopoTkas
ies, HU3KO TMOCaXKeHHBIE Je(OPMHUPOBAHHBIE YIITHBIE
pakoBUHBL. [pynHas KieTka IIMpOKasi, THUIEPTENo-
pPHU3M COCKOB, THacTa3 MPsIMBIX MBI XUBOTA. Ku-
CTH TIPOHHMPOBAHEI, | manbIlbl puBeaeHBI. [ uapomene
M I1axOBO-MOIIIOHOYHAS TpbDka crpasa. llaronormue-
CKasl yCTaHOBKa CTOI. Pe6EHOK OCMOTpPEH T'€HETHKOM,
MIPEANONIOKUTENbHBIN nuarHo3: «Cunapom DnBapaca?
Cunpom [leepa PobGena?»

beumn otmeueHs! startle-peakiuy Ha HEOXKUIAHHBIH
CTUMYJ (3BYK, BCIBIIIKA CBETAa MPHU MpoBeneHuu (o-
TOCTUMYJISIIIUY, TPUKOCHOBeHHE). |eHepann3oBaHHAsA
JIBUTaTeNIbHAs peakius (pe3koe B3AparuBaHue) coOIpo-
BOXJaiach mepuonuuecku Oponxocnazmom. [lpu au-
HAMHUYECKOM HaOIIoeHuH y pebeHKa OTMeUalnch Ia-
pOKCH3MaJbHBIE COCTOSIHHSI B BUIE alTHOd, MHOKIOHUH
W 3MU30/I0B, HAIIOMMHAIONINX (OKaJIbHBIE MOTOpPHBIC
MPUCTYTIBI, MPUCTYNBI OpoHXocna3ma. [IpoBoauioch
MOHUTOPUPOBAHUE  BHICOICKTPOIHIE(ATOrPaMMbI
B JIMHAMHKE, PE3yNbTaTbl KOTOPOTO He TOATBEpIH-
JU SMWICTITUYECKUH TeHe3 yKa3aHHBIX IMapOKCH3MOB
(puc. 1).

MarHutHO-pe30HaHCHasE TOMOTpaMMa  TOJIOBHOTO
MoO3ra, MPOBEACHHAs B BO3PAacTe 3 MeC., BHISIBUIA IIPH-
3HaKH 33/IEPKKH MUEITMHU3AINH, TTOBBIIIIEHIEe MarHUTHO-
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Puc. 1. UkranbHas anekTposHuedanorpamma pebeHka B Bo3pac-
Te 3 Mec. Pernctpupyerca muorpacduueckunin apredaxr.
SnunenTUYeCKUX USMEHEHUN HeT

Ictal electroencefalogpam of a child at the age of
3 months. A myographic artifact is registered. There
are no epileptic changes

Fig. 1.

Puc. 3. MarHMTHO-pe30HaHCHas TOMOrpamMMa nauueHTa B BO3-
pacte 4 mec. AkcuanbHble cpesbl, T1BU, T2 BU, Flair.
Ha6nopaetcs oTpuuaTtenbHas AMHAMMKa B BUAE KM-
CTO3HO-aTpOUUECKMX U3MEHEHMI1 B GONbLIMX nony-
WapuaX rolo0BHOro mMosra ¢ ¢)opMUMpPOBaAHUEM aTpo-
¢uueckoit rmppouedanum. NossneHne CUMMETPUUHDBIX
nopo060104YeUHbIX CKONNEHUIT B Buae cy6aypanbHbIX
rurpom

Magnetic resonance imaging of a patient at the age
of 4 months. Axial sections, T1 VI, T2 VI, Flair. There
is a negative dynamics in the form of cystic-atrophic
changes in the large hemispheres of the brain with
the formation of atrophic hydrocephalus. The appear-
ance of symmetrical subshell clusters in the form of
subdural hygromas

Fig. 3.

PE30HAHCHOTO CHTHAJIA 33JHUX OTJETIOB OJIeITHOTo Imapa
¢ IBYX CTOpOH (puc. 2).

Cocrosinne peOeHKa 0CTaBAIOCH TSKEJIBIM, OTMEYa-
JIOCh HapyIICHUWE CO3HAHWs, Pa3BWIUCh pa3rHOaTellb-
HbI€ KOHTPAKTYPHI B JIOKTEBBIX W KOJICHHBIX CYyCTaBax,
COXPAaHSJINCh HEdMMWICITHYECKUE TMapOKCU3MalbHbIE
COCTOSIHMSI B BHJI€ IIPUCTYIIOB OpoOHXOcCmasma M arl-
HO3. Startle-peduiekchl OBLIM PE3KO BBIPAXKEHBI, MPH
JOOOM TaKTHIBHOM pa3paKeHUH OTMEUYAJINCh B3Jpa-
THBaHUA — TEHEepaTn30BaHHbIE MUOKIOHUH. [1o Mepe
MIPOrPEeCCUPOBAHMS HEBPOJIOTHUECKUX HAPYIICHUN OT-
MEUaJIoCh HapacTaHHe KHCTO3HO-aTPOPHUYECKUX W3-
MeHeHU, QGopmupoBanack ruapouedanus. JlaHHbIC
MarHUTHO-PE30HAHCHOH ToMOrpaduu B JHHAMUKE, BbI-
MOJIHEHHBbIE B BOo3pacte 4 mec. MpUBEACHBI Ha puc. 3.

Puc. 2. MarHutHo-pe30oHaHCHasi TOMOrpaMMa MauMeHTa B BO3-
pacte 3 mec. AKkcuanbHble cpesbl, TIBU, T2 BW, Flair.
BbisiBNeHbl NpU3HaKKU 3aAepXXKU MUENUHU3ALUMU, CUM-
MeTpUUHble Ha YpPOBHE NepuposiaHAUYecKoil obnactu.
ApXMUTEKTOHUKA 6OpO3A, U U3BUIUH HE UBMEHEHA
Magnetic resonance imaging of a patient at the
age of 3 months. Axial sections, T1 VI, T2 VI, Flair.
The signs of delayed myelination, were found to be
symmetrical at the level of the perirolandic region.
The architectonics of the furrows and convolutions
have not been changed

Fig. 2.

Puc. 4. MarHutHo-pe3oHaHCHasi TOMOrpamMMa MauMeHTa B BO3-
pacte 7 mec. AkcnanbHble cpesbl, TIBU, T2 BW, Flair.
OTMevaeTcs 6unarepanbHas KUCTO3Has SHUedanomans-
uMs 60NbLIMX NONYLIAPUIA FTONIOBHOIO MO3ra, aTpoguue-
CKOe pacluMpeHue HapyXXHbIX U BHYTPEHHUX JIMKBOPHbIX
NPOCTPaHCTBA — YMEpPEHHOEe HapacTaHWe CTENneHu Bbl-
PaXXEHHOCTU U3MEHEeHUI. [IByCTOPOHHUE XPOHUYEeCcKue
cy6aypanbHble reMaTombl (FMFPOMbI) — YyMepeHHoe
yBenuueHue o6bemMa KUAKOCTH

Magnetic resonance imaging of a patient at the age of
7 months. Axial sections, T1 VI, T2 VI, Flair. There is
a bilateral cystic encephalomalacia of the large hemi-
spheres of the brain, atrophic expansion of the external
and internal liquor spaces - a moderate increase in the
severity of changes. Bilateral chronic subdural hemato-
mas (hygromas) — a moderate increase in fluid volume

Fig. 4.

IIpu mpoBeieHHH MarHUTHO-PE30HAHCHOM TOMOTpa-
(um peGeHky B Bo3pacTe 7 MecC. BBISBICHO YMEPEHHOE
HapacTaHue CTETICHU BBIPAKCHHOCTH aTpO(QUUecKuX u3-
MeneHunid. ChopmupoBaiacy OunarepaibHasi KUCTO3HAS
sHUEeaTOMATSIIUS  OONBIINX TOIYIIAPU TOJIOBHOTO
Mo3ra, arpodudeckas TUApOIehans — pPaCIIHpEHUES
HApYXHBIX M BHYTPEHHUX JIMKBOPHBIX IIPOCTPAHCTB.
JIByCcTOpOHHME XPOHUYECKUE CYyOmypabHbIe TeMaToMbl
(rurpomsl) mporpeccupoBanu (puc. 4).

VYuuThIBas BHIPAKEHHYIO KIMHUYECKYIO KapTUHY T10-
BPEXJICHUSI T'OJIOBHOIO MO3ra (XpOHMUYECKOE Hapylle-
HHEC CO3HaAHWsA, CIIAaCTHUYHOCTBH, T'MIIOKUMHE3USA, SABJICHUS
['D), HapacTaHue CTPYKTYpHBIX U3MEHEHHI TOJIOBHOTO
MO3ra, JUIl YTOYHEHHS 3THOJIOTMU 3a00JIEBaHUS MPO-
BEJICHO IeHeTH4ecKoe obOciienoBaHue. BolnoaHeHo cek-
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BEHUPOBAaHHE 3K30Ma VISl ONPEJEICHUs] TeHETHUECKHX
noBpexxaennit (myramwii) B JIHK, xoTopbie moryT ciy-
KUTh TIPHYUHON HaCIeICTBEHHOTO 3a0oneBaHus. BoI-
aBiaeHa Mytauusi B rene ATADI, accounupoBaHHas
¢ runepakmekcuerd 4-ro tuma (618011). M3menenue
JHK — 10:2.89514551C>A. T'unepakmnecus-4 — 310
ayTOCOMHO-PEIICCCUBHOE 3a00JIeBaHIe, IEOIOTHPYIOIICe
B TIEpHOJIE HOBOPOXKICHHOCTH, (DEHOTUITNYECKUE OCO-
OEHHOCTH KOTOPOTO COBIA/IAIOT C JAHHBIMU HAIIIeTo Ia-
uuenTa. OOHapykeH paHee He ONMCAaHHBIN B JINTEPATy-
pe BapuaHT B TOMO/TEMU3UTOTHON (hopMe, IPUBOISIICH
K HOSIBJICHUIO CTOI-KOJIOHA, C HESACHBIM KIMHUYECKUM
3HaueHneM. /{751 yTOYHEHHs MaTOreHHOCTH BapHaHTa
PEKOMEHJIOBAaHO O00CIeIOBaHHE POIUTENICH MalueHTa
(cexBenupoBanue Tpuo o meroxy CaHrepa).

Takum 00pa3oM NpeAcTaBICHO KIMHUYECKOE Ha-
OJro/leHNe CUHIPOMA «CKOBAaHHOTO» (MJIM «PUTHUIHO-
ro») pebeHka, BEI3BaHHOTO MyTarueil B rene ATADI,
KOTOpBIN KoupyeT Topasy, AAA + AT®da3zy, ydacTy-
IOIIUX B KOHTPOJE HMHTEPHAJIM3ALUU MOCTCUHAITH-
YECKOro peuenrtopa. XapakTepHble KIMHUYECKUE
MPU3HAKH, OOMIHE JJI BCeX MAIeHTOB C JaHHBIM 3a-
OoseBaHMEM — MBbIIIEUHAs TUIIEPTOHUS, OTCYTCTBHE
CIIOHTaHHBIX JBUKEHUI, MOYTH IOJIHOE OTCYTCTBHE
MOTOPHOTO Pa3BUTHUS U (EHOMEH TUIIEPIKIUIEKCUU —
HaOMIOMaNCh Yy JaHHOTO pebeHka. Takoit QeHoTHm
XapaKTepu3yeTcss HeKyNMUPyeMbIMU TPUCTyIaMH, TH-
NepToHueil W BbI3BaH OWAJUIETBHBIMH MYTaLUSIMU
B reHe BRATI.

3AKNIOYEHUE

JlaHHBIA KIMHUYECKUU cllyyall MOXET MpeAcTaB-
JATh NPAKTUYECKUM HMHTEpec I CHelHaIncToB —
HEBPOJIOTOB, HEOHATOJIOTOB, MEIUaTPOB, oOpalas ux
BHUMaHHE Ha TO, YTO NPH HAIUYHAN MATOJIOTHYECKO-
r0 THUNEPTOHyca C MApOKCHU3MAIbHBIMHA COCTOSHUS-
MH y MIIAQJICHIIEB TPEXJE BCEro CileayeT HCKIIoYaTh
sHIe(asIonaTuio, CBSI3aHHYIO C MyTalued B TIcHE
ATADI, v n#eTckylo HSNHIENTHYECKYI0 SHIedanomna-
THI0O — CHHAPOM PHUTHMAHOCTH M MYJIbTU(OKAIBHBIX
npuctynoB (RMFSL), nemMoHCTpupyrOmHi CXOTHYIO
KIIMHUYECKYIO KapTUHY.

OOMNONHNTENbHAA UHOOPMALIUA

Bxaan aBropoB. Bce aBTophl moATBEpkKAAIOT CO-
OTBETCTBHE CBOETO aBTOPCTBA MEKIYHAPOIHBIM KpH-
tepusMm ICMIJE (Bce aBTOpBI BHECIU CYIIECTBEHHBIIN
BKJIaJl B Pa3pabOTKy KOHLENLWH, MPOBEICHHUE HCCIIe-
JOBAaHHUS WU MOATOTOBKY CTaTbU, MPOYIM M OHOOpMIN
(hMHATBEHYIO BEPCHIO Tepel] IMyOauKanuei).

Konduaukt nHTepecoB. ABTOPHI IEKIApUPYIOT OT-
CYTCTBHE SIBHBIX U IOTCHLUUAIBHBIX KOH(INKTOB UHTE-
PECOB, CBSI3aHHBIX C MyOIMKaLMel HACTOSALICH CTaThH.

HUctrounuk ¢punancuposanus. He ykazan.
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