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Pesrome

Ieap paboTHI: MPEACTaBUTH KIMHUYECKOE ONMHCAHHE CITydaeB SIHIICIICHY, CBI3aHHON C XPOMOCOMHOW MyTalMed — aeneruei
14 XpOoMOCOMBI.

CoOcTBeHHbIE HAOMIONEHHST aBTOPOB OTHOCSTCSI K HEBPOJIOTMYECKOW MATONOTHH, BEIYIIUM IIPOSBICHHEM KOTOPOil ObLia pe3u-
cTeHTHas smuencus. Pexkocts nenmenun 14-if XpoMOCOMBI, HaJIMYHE OCJIOKHEHUH, JOPOTOBH3HA WHBA3UBHOW AMArHOCTHUKH,
BapuabenbHOCTh (DEHOTHUIIA, BKIIIOYAsk OTCYTCTBUE TSDKENBIX BPOXKAEHHBIX TOPOKOB PA3BUTHA y ACTEH ¢ MUKPOJEIELMAMH, Onpe-
JEILTIOT 3al03aTy0 IUAarHOCTHKY Ha IPEHATAIBFHOM JTalle C MOCIeAYIOMUMA TPYIHOCTIMU JISYEHHS, MEAUINHCKOM 1 TICHX0CO-
LOUATbHON peabuInTanuy Takux 60abHBIX. IIpH pedpakTepHOi SNHUIENICHH U 3a/IepKKE Pa3BUTHS B MIAJEHUYECKOM BO3pacTe, Xa-
PaKTEpHBIX U1l XPOMOCOMHBIX MUKPOZENENHH, CllelyeT NPOBOANTh TeHETHYECKOe KOHCYJIBTHPOBaHHE 1 00CIeJOBaHHE OOJIBHBIX
JUIS TIOMCKA XPOMOCOMHOM ITaTOJIOTHH.

3axkiouenue. [ToBsienne ocBe1oMIEHHOCTH Bpadeii 00 3Tux ¢popmax maronoruu GyAeT CrocoOCTBOBAaTh CBOCBPEMEHHOI Anar-
HOCTHKE U JICYCHHUIO.
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Summary

The aim of the work: to present a clinical description of cases of epilepsy associated with a chromosomal mutation — deletion of
chromosome 14.

Materials and methods. The authors’ own observations relate to neurological pathology, the leading manifestation of which was
resistant epilepsy.

Results. The rarity of chromosome 14 deletion, the presence of complications, the high cost of invasive diagnosis, and the variabi-
lity of the phenotype, including the absence of severe congenital malformations in children with microdeletions, determine delayed
diagnosis at the prenatal stage with subsequent difficulties in treatment, medical, and psychosocial rehabilitation of such patients. In
case of refractory epilepsy and delayed development of patients in infancy, characteristic of chromosomal microdeletions, genetic
counselling and examination of patients should be performed to search for chromosomal pathology.

Conclusion. Increasing the awareness of doctors about these forms of pathology will contribute to timely diagnosis and treatment.
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A3BUTHE TeHETHYECKOM HAayKU MPUBEJIO K OTKPBITHIO
psina Gopm maroaoruu, oOyCIOBIEHHBIX XPOMOCOM-
HbIMH MyTanusamu. Cpeau MyTauuil BBIIENSIOT ne-
JIEH, AYTUTAKALMU, TPAHCIOKauu 1 nHBepcuu. llpu me-
JIELIMY aHOMAJIbHOE pa3BUTHE KIIETKH CBS3aHO C HEJOCTar-
KOM TeHETHYECKOM WH(POpMAINK H3-3a TIOTEPH yHaIEHHBIX
Y4aCTKOB T€HETUYECKOH 1enu. Y HOCUTENs TakoW MyTalluu
HaXOJAAT MOHOCOMHUIO 110 KOHLIEBBIM yYacTKaM B CBA3H C KOH-
LEBBIMH AEJICUUSIMH, IPU KOTOPBIX MOXKET CHOPMHUPOBATHCA
KosbLieBast XxpoMocoma. IlpeacTaBurensiMu Takux IHaToso-
IMYECKUX COCTOSIHUH SBIIETCA PeJKoe FeHeTHuecKoe 3a00-
JIEBaHUE — CHHJPOM KOJIbLIEBOH XpOMOCOMBI 1(14).
Cunapom KoublieBo xpomocoMmsl 1(14) BbI3BaH OmHOU
abeppaHTHON XpoMOcoMoi 14, clIoMaHHBIE KOHIIBI KOTOPOH
cpacTaroTcsi BMecTe, 00pasyst konblo [1]. bonbHbie ¢ r(14)
HUMEIOT O/IHY KOIIHIO aHOMaJIbHOM XpOMOCOMBI B HEKOTOPBIX
WM BO BceX KJIeTKaxX. Y OOJbIIMHCTBA OOJIBHBIX HE ynaércs
00HapyXUTh CEMEHHBII aHaMHEe3 110 3TOMY 3a00JIEBaHUIO.
UYame MyTanust XpOMOCOMBI BO3HHUKAET KaK CIIy4aifHOE CO-
OBITHE BO BpeMsI paHHETO SMOPHOHAIBHOTO PA3BUTHUS WIIH
BO BpeMs ()OPMHUPOBAHUS MYKCKHUX M YKESHCKUX TOJIOBBIX
kietok. [lepBeie Hay4HbIe maHHBIE 00 3TOM 3a00JEBaHUH
obutn mpenctasnensl B 1971 . [2]. [Tockonbky BO BcéM
mupe 3apeructpupoBaHo menee 100 cimyuaeB ¢ r(14), sta
¢opma maronorun mpencraeisier uHTepec [1]. denormm
xpomocoMbl 1(14) xapakrepuzyercss AUCMOPHUICCKUMH
YepTamu JINIa, pedpakTepHON dMUIIETICHEl ¢ paHHUM Ha-
qayoM, 3aJepKKOH pa3BUTHs, YMCTBEHHOW OTCTAJOCTBIO H
paccTpoiicTBOM ayTtucthdeckoro crekrpa [1, 3-7]. eru ¢
CHHAPOMOM XpoMocoMmbl 1(14), kak mpaBuiIO, HEBBICOKOTO
pocrta, Ul HUX XapaKTepHbI MUKpouedanus, peTHHONATHS,
PEeLMAMBUPYIOIINE PECIUPATOpHbIe HH(EKIINH, BEI3BaHHbIE
HapywmeHusiMu uMmmyHuteta [1]. Hawano snunencuu mpu
cunapome r(14) mpuxomurcs Ha 1-it rox xu3HH peOEHKa,
00pryHO B 1-# Mecsr [8—10]. Dnunentudeckue MPUCTYIIBI
(OI1) MoryT OBITH TEHEPAIN30BAHHBIMU WU (HOKATHHBIMHY,
peke HOCAT MHOKJIOHWYECKHH xapaktep. Poxanpubie DI
XapaKTePU3YIOTCSl TPUCTATBHBIM B3IJIAIOM, OTKIOHEHUEM
IJ1a3 WJIM TOJIOBBI, OCTAHOBKOM JIBIXaHUsI, IJIOTAHUEM, THIIEP-
TOHYCOM/THIIOTOHYCOM WJIM KJIOHHUYECKHMH CYIOPOTraMHu.
OI1 MOTYT MPOSIBIATHCS B BUIE CEHCOPHBIX WJIN MTOBEJCHYE-
CKUX HapylIEeHWH, IOTEpU CO3HAHMS, a TAKXKE IOTEPH KOH-
TpoJs HaJ, PyHKIUSME Ta30BBIX OpraHoB [1].

Kiaunnueckoe Hadaonenue 1

B [ICHXOHEBPOJIOrHYECKOE OTACICHHE IKCTPEHHO MOCTY-
it pe6&nok B Bozpacte 11 mec (02.02.2018 1. p.). Co cnoB
MarepH y pe6€HKa Ha ()OHE ITOITHOTO OIaronoTyYrsi BO3HHK-
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JIM TIPUCTYTIBI CYJOPOT BO CHE W NPH 3aCBIIAHUU, C MOAEP-
rMBaHUEM KOHEUHOCTEH, HapylleHueM co3Hanus. OT ponu-
TeJieil 60JIbHOIO MOIyYeHO NUCbMEHHOE HH(OPMHUPOBAHHOE
coryacue Ha TPOBEICHHE KIMHHUKO-Ta00paTOpHO-UHCTPY-
MEHTAJILHOTO 00CJIEI0BaHMsI C TOCIEAYIOIIeH myOnuKanueit
Marepuana.

Anamnes 3abonesanus. Pe6EHOK OT 3-i1 OepeMeHHOCTH,
2-x pomoB. Bo Bpemsi GepeMeHHOCTH MaTh peOEHKa TpH-
HUMaJja SyTHPOKC 10 noBoxy auddys3Horo y3nosoro 300a.
Ponpr B 38-39 Hen, 3aBepIIMIINCH MJIAHOBBIM KECapEeBBIM
ceueHueM. Macca Tena pedénka npu poxaeHuu 3190 r. Bel-
nycaHbl Ha 8-¢ cyTKu. PaHHee pa3BUTHE COOTBETCTBOBAIIO
BO3pACTY.

Hesponoeuueckuti cmamyc. Ha MOMEHT MOCTyTIICHHUSA
ofee coctosiHue OonbHOTO cpenHel TsxecTH. Co3HaHHE
sicioe. OKpy>KHOCTB TOJIOBBI 43 M, MUKpOIIeQalibHOW KOH-
¢urypanuu. bonbiioit poxHuvok 3akpeIT. MMmerorcs oco-
OEHHOCTH CTPOEHMS JIMIIEBOIO Yeperna U CKeJIeTa: SIUKaHT,
AHTHMOHTOJIOWIHBIN pa3pe3 a3 (OMymeHbl HapyKHBIE
YIJIBI TJIA3HBIX IIeJIei), TUIOCKasi CIMHKAa HOCA, BBIBEPHY-
THIE HO3APH, Y3K0e HEOO, KOPOTKAs IIesi, BOPOHKOOOpa3Has
Ipylb; aHOMAJIUW TIUTMEHTALUN KOXKH U CeTYaTKH. 3pavyKu
D=S, peakuus Ha cBeT xuBas. B3op ¢puxcupyer, 3a npeame-
TaMu cinenuT. Inotanue u GoHanus He HapylieHsl. [onoBy
Jep>KUT, IepeBOPAUUBAETCS, CUINT, BCTAET U MEpeIBUTraeT-
Cs1'y OIIOPBI, XOAUT € MOJAEPHKKOI. MbllledHas TUIIOTOHUS C
obeunx cropoH. Onopa Ha noiHble cTonbl. [laromorndeckue
3HAKM OTCYTCTBYIOT. ME@HMHTEa bHBIX 3HaKOB HeT. [lo3Ha-
BaTeIbHO-OPHUEHTUPOBOYHAS JIETEIFHOCTD C OTCTaBaHHEM
10 BO3pacTy. 3aJIep’KKa Pe4eBOTO Pa3BUTHSL.

Hucmpymenmanvuvie memoowt oocredosanus. Ha snex-
TposHuedanorpamme (330 npu MOCTYIIEHUH SIHIIETITH-
(opMHas aKTUBHOCTh OTCYTCTByeT. Bo Bpems mpeObiBa-
HUsSL B CTallllOHape 3aluch NPOBOAUIACH HEOAHOKPATHO.
[Tepen Bemuckoii u3 otaeneHust Ha 30-1 1eHb MPeOBIBAHUS
B cTalpoHape Ha (hOHE MPOTHBOCYIOPOKHON TEparuy BO
BpeMsi CHa y peOEHKa MPOU30IIET TeHEePaTU30BaHHBIH TO-
Hnuecknii mpuctym. [Ipum D3I Bo Bpems mpuctyna 3ape-
THCTPUPOBAHBl PEAYyLHUPOBAHHBIE KOMIUIEKCH MHK—BOJHA
amruiuTyaoit 40 MxB 1o BceM OTBEEHUSAM JIUTEIBHOCTHIO
6 c, 3aKaHYMBAIOIIMECS BOJTHAMH JeJbTa-J1ana3oHa aMIlI-
tynoit 1o 500 MxB ¢ mpeobnananueM B MepeqHUX OTBele-
Husix (puc. 1).

Ha nHounom Buaeo-O3I'-MoHHTOpUHTE Uepe3 2 Heq 1o-
CJIe BBIITUCKHM M3 CTAllMOHApa: PETUCTPUPYETCs P-pHTM IO
BCEM OTBEJCHUSAM C aMIUTUTYAHBIM MpeoOiiaaHueM B Tie-
penHux oTBeNeHUAX amIuuTynoi 25—40 MxB B coueTanumn
¢ OunarepasbHO-CHHXPOHHBIMH BCIBIIIKAME B 0-PUTME aM-
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Puc. 1. [Tarmment K., 11 mec. 29I B nmepuox OI1.
Fig. 1. Boy patient K. (11 months). EEG during an epileptic seizure.

Puc. 2. MPT I'M nanuenrta K., 11 mec.
Fig. 2. Boy patient K. (11 months). Brain MRI.

wTyaou 1o 55 mMkB (conHble BepeTeHa), K-KOMIUIEKCH B
JOOHBIX, 3aTBUIOYHBIX 00JIaCTSX 1O BceM oTBeAeHusM. Ilat-
tepHsbl JI1, snunentudopMHas akTHBHOCTb HE 3aperucTpu-
POBaHBIL.

Ha marantHO-pe3onancHoi Tomorpaduu (MPT) romnos-
Horo mo3ra (I'M) mpu mocTymieHur 0OHapyKEeHBI KOCBEH-
HBIE TIPU3HAKH TOCIIEICTBUS THITIOKCHYECKHU-UIIIEMUYECKOTO
nopaxeHus I'M ¢ npr3HakaMu BHYTpHUEPEITHOW TMITEpPTEH-
3WH, HAJTMYUEM KHCTHI kapMaHa PaTke B Buae 00pa3oBaHUA

CASE REPORT

JKUAKOCTHOM, KUCTOMOAOOHON CTPYKTYpBI, pazMepamu Ji0
2 X 3 x 4 MM MeXIly aA€HOTHUIIO(PH30M U Helporumnoduzom
(puc. 2). Uepes 2 Hep mociie BHITUCKU U3 CTAllMOHApa MPH
MPT I'M c KoHTpacTHpOBaHHEM ObLIa MOATBEPIKIEHA KH-
cTa kapmaHa Patke.

IIpoBommnach TaHIEMHas MAacC-CIEKTPOMETpHs, Ha-
CJICJICTBEHHBIX OOJIe3HEl 0OMeHa BelecTB He 00HAPYKEHO.

I'enemuueckoe uccnedosanue. B cBA31 ¢ HEOIHO3HAUHON
KJIMHIYECKOW KapTHHOM OBLIO MPOBEAECHO KapHOTHUITNPOBA-
Hue (B staBape 2019 1) B PecnyOnukaHCKOM MeIUKO-T€HETH-
YECKOM IIEHTPE IJIA BBIIBICHHS BO3MOXXHONH XPOMOCOMHOMN
NaToJIOTUH. BBISBIEH KapHOTHII MY)KCKOH aHOMaJlbHBIN —
KoJbIieBast xpomocoma 14 (46XY, r(14)(p12q32)). BreicTas-
neH auaraos: Q99.8 xpomocoMHoe 3a00sIeBaHNE, KOJTbIIEBAs
14 xpomocoma. ['eHepam30BaHHBIE TOHHKO-KIOHHYECCKHE
MPUCTYIIBI, TEHEPaJH30BaHHAS TEHETUYECKas DITHJICTICHS.
3agepikKa IMCUXOPEYEBOTO PA3BUTHUS, MUKPOAHOMAJIMH JIH-
LIEBOTO Yepera.

Ocobennocmu meuenus snurencuy. B oTaeneHun Ha-
omonanuce DI, KOTOpble HOCWIIM CEPUMHBIN XapakTrep —
HECKOJIBKO IPUCTYNOB C MHTEPBAJIOM B 5 MUH, B TE€UEHHE
KOTOPBIX CO3HaHHWE OTHOCHTEIIFHO BOCCTaHABIHBAJIOCH,
¢ MEPUOAMYHOCTBIO Kaxkaple 2—3 mHs. Bo Bpems mpucty-
na 3padkd PacUIMPEHBI, JIHIO THIIEPEMUPOBAHO, KIOHH-
KO-TOHHYECKHE CYAOPOTH B TEUCHHE HECKOJIBKUX CEKYHI.
[lpu HapymieHuM IHEBHOTO CHa (YyTKWi, O€CIIOKOMHBIN
COH) MPUCTYIBI YYaIIaIHCh.

OpHOW M3 OCHOBHBIX 3a/lad TepaneBTHYECKOW TaKTHKH
ObUIO KYIIUPOBaHHUE NMPHUCTYIOB Y O0bHOr0. MoHOTepanus
BaJILIIPOCBOM KHCJIOTON HE Jajla OKHIAeMOTO pe3yJbrara,
U peOEHOK OBbUT MepeBei€H Ha MOJIUTEPAIHIO MPOTHBOCY-
JIOPOXKHBIMH TIperiapaTaMu: BaJIbIIpOeBasi KHCIOTa (Ierna-
kuH, 127 mr 3 pa3a B JeHb), JIeBeTHpaleTaM (JI€BETHHOM,
no 200 mr 2 pa3a B IeHb), OKCKapOa3enuHa (TpuienTai, no
165 mr 2 pa3za B neHb). HecMOTpsi HA KOMOMHHUPOBaHHYIO
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MIPOTUBOCYIOPOXKHYIO Teparnuio 3 mpenaparamu, y peO&Hka
coxpaHsuMch cepuiiapie OIl, HO yMeHbIIMIACh UX MEPHO-
OUYHOCTH: OHU CTaJHW BO3HUKATH Kaxkable 3—4 nHA. bruio
peLIeHO OTMEHHUTh OKCKapOa3enH 1 BBECTH B Tepamuio ¢e-
HOOapOuTan o 5 mr 1 pa3 B CyTKu. DTO JAJIO MOJIIOKUTEIb-
HBIN 3¢ EKT: IPUCTYIIBI KYIIMPOBAINUCh, O0IEe COCTOSHUE
OOJIBHOTO YITyUIIIIIOCH — PEOEHOK cTai Ooee aKTUBHBIM B
MICUX03MOIIMOHANBHOU cdepe. Ha 31-e cyTku npeObiBaHHs
B CTalMoHape PeOEHOK BBIMHMCAH JOMOH C peKOMEHIAlUeH
MIPOJOJDKUTB MPOTHBOCYAOPOXKHYIO TEPAITHIO MO HaOIo/Ie-
HHEM HEBPOJIOTA H AIIMJIETITOJIOTA.

Kannunyeckoe Hadaoaenue 2

Pe6énok X., 4 roma 3 mec (29.03.2019 r. p.), mocTynmin
B TICUXOHEBPOJIOTHYECKOE OTAEICHHUE B IUIAHOBOM MOPSIKE
(B mrone 2023 r.), ¢ xanobaMu Ha HEYCTOWYHMBYIO MTOXOJIKY,
MIPHUCTYIIBI CyAOPOT BO300HOBWIUCH ¢ (heBpaist 2023 1., 1o
IIOBOJy KOTOPBIX PEOEHOK B OTAEIEHHE TOCIUTAIN3UPO-
Bajicsi HeogHOKpaTtHO. OT poauTenell OOIBFHOTO MONYYEHO
MUCBMEHHOE MH()OPMHPOBAHHOE COIIACHE HA MPOBE/ICHHE
KIIMHAKO-TTA00PaTOpPHO-MHCTPYMEHTAIBHOTO 00CTIeIOBaHHUS
¢ TocyenyoleH myoauKamnuen Marepuaa.

Anamnes sabonesanus. PeOGEHOK oT 6-if OepeMeHHO-
ctH, 2-X poroB. Bo Bpems OepeMeHHOCTH MaTh MepeHecia
OCTPYIO PECHHUPATOPHYIO BUPYCHYIO MH(EKIHI0, ObUIH H3-
MEHEHUS B aHAJIM3ax: aHEeMHUs, IPOTEUHYpPHUs, pe3yC KpPOBU
otpularenbHbIi. Poner Ha 38-1i Henene, macca Tena pedEHka
npu poxaeHuu 3900 1, okpyKHOCTb rpyau 34 cM, OLEHKa
o mkane Amnrap 7-9 6amioB. U3 poamoma BeIIHCaHBI Ha
4-e cyTku. 3a7iepaKKa MOTOPHOTO pa3BUTHs ¢ 6 Mec, 3aJIepXK-
Ka pedyeBoro pasButus ¢ 11 mec. XoauT camoCTOSATENIBHO
¢ 1 roga 6 mec. Ilepsrie cioBa ¢ 1 roza.

Hesponocuueckuii cmamyc. O01iee coCTOsSTHUE CpeaHen
Tsoxectd. Co3Hanue sicHoe. OKpy)KHOCTh rpyan — 48 cwm,
OONBIIONW PONHWUYOK 3aKpHIT. MUKpOTHATHSI, MPOTHATHS,
BBICOKOE HEGO, OTTOTMBIPEHHBIC YIIN, HEMPABMUIBHBIN POCT
3y0OB (IMACTEMBI), yIUIMHEHHBIE KOHEYHOCTH. MeEHWHTe-
aJbHBIX 3HAKOB HET. YepemHO-MO3roBbI€ HEPBHI: INIA3HBIC
menu D=S, 3pauku D=S, ¢doropeakuus xuBas, cIequr 3a
npeAMeTaMy, aJbTepHHUpYyIollee Kocomiasue. [notanue u
¢onanms He Hapyumienbl. [unoronus meimn, D=S. Cyxo-
*KuIbHbIe peduekchl xuBble, D=S. Pednexc babuHckoro
TIOJIOKUTEIBHBIN ¢ 00enx cTopoH. CHauT, nepeBopaunBa-
€TCsl, XOIUT CaMOCTOSTEIRHO ¢ MMHUPOKoH 6a3oif. ['mmepmo-
OMIIBHOCTH CycTaBOB kucrei. [lo3HaBaTeIbHO-OPUEHTHPO-
BOYHAs IEATEIbHOCTh YMEPEHHO CHM)KEHA, 3aIep)KKa peue-
BOTO pa3BUTHSL.

Unempymenmanvuvie memoowt oocrnedosanus. lpu 99T
yepe3 20 nHE#l mocrne mepBoro mpuctyna (B BO3pacTe
10 mec) BO BpeMsl CHa PErMCTPUPOBAIUCH TPYIIbI COHHBIX
BepeTéH yactoToi 12—13 I'u B coueranuu ¢ K-kommiekcamu,
BEPTEKC-TIOTEHIIMAJaMH B IICHTPAJIBHBIX OOJIACTSX C Te-
pexomoM B JENbTa-COH B BHUAE BBICOKOAMIUIUTYIHBIX,
110 550 MKB, MeUICHHBIX BOJH, CHHXPOHHBIX 110 BCEM 00-
nactaM. B Bospacte 1 rox 7 mec npu O3I' B cocTrosHuu
CHa PEruCTpUpOBaach MOMUMOpP(hHas MeIIeHHOBOIHOBAS
aKTUBHOCTb, Npeobnafamonias Mo MepHoly U aMIUIUTYyAE
1o 350 MkB, B TEMEHHO-3aTBIJIOYHBLIX M BHCOYHBIX O0JIa-
cTsx, 6e3 acumMmeTpuu. Bropast ctagust Gpa3sl MeJIeHHOTO
CHa XapaKTepH30Bajach IOSBICHHEM OHWJIaTepalbHO-CHH-
XpOHHBIX Bembimek 4gactotoil 11-13 I'm, K-xommekcos
B BHJC MONM(A3HBIX NOTCHIHAJIOB C MpeollialaHHeM B

TOOHBIX, 3aTBUIOYHBIX OTAENAX IONYLIAPHHA aMIUTUTYI0H
1o 200 MxB kak M30JIMPOBAHHO, TaK U B COUYETAHUU C COH-
HBIMH BepeTeHaMH B BUJE BCIBIIEK IO BCEM OTBEACHU-
sM. ImyOokast ¢as3a cHa ¢ MeAJICHHBIMH J1€JIbTa-BOJIHAMHU
ammuatynoit 10 300 mxB 3anumaer no 40% 3amucu. Onu-
nenTudopMHas akTUBHOCTb HE 3aperHCTPUpPOBAHa.

IIpu 93T B Bo3pacte 3 rofa 2 Mec IpHU OTKPBITHIX I1a3ax
C AMM30/IaMH JIBUTATEILHBIX apTe(haKkTOB 30HAIBHEIC Pa3iIH-
4ysl 0CIa0CHBI, PETUCTPUPYIOTCS TPYIIIBI allb(a-BOJIH Ya-
ctotoit 89 I'y, ammuutynoit no 50 MxB, memieHHbIe BOI-
HBI TeTa-Anana3oHa aMriuTynoi 1o 120 MmxB B TeMeHHEBIX,
3aTBUIOYHBIX 00JIACTIX, YMEPEHHO BBIPAKEHHBIN OeTa-puT™m
yactotoi 20-25 I'y ammutynoit 1o 20 MmxB B nmepenHux ot-
Jenax, 6e3 IpU3HAKOB MUIENTHYECKUX narTepHoB. [Tocie
¢doroctumynsiiimu yactotoir 3—5—7—11-15-20 I'n peakmus
aKTHBAIlM YIOBJIETBOPUTENIBHAS. DNMUIEeNTU(OPMHAS aK-
TUBHOCTb HE 3apErUCTPHPOBAHA.

IIpu O3I" B Bo3pacte 4 roma 3 mec BO BpeMsl CHa pe-
THCTPUPYIOTCS CHHXPOHHBIE TPYMIIBI BOJIH TeTa-Axara3oHa
amruiuTynoil 1o 140 MkB B TeMEeHHO-3aThIIOYHO-3a/IHEBU-
COYHBIX O0JacTsaX, MpoOeru BOJH TeTa-Juana3oHa aMILIH-
tynoit mo 110 mMkB, rpynmbel cCOHHBIX BepeT€H 4YacTOTOM
13-14 T, ammurynoit o 30 MxB, B mepenHux otaenax,
K-KxoMIUTeKCHl B BUJZIE BCIBIIICK MOMU(A3HBIX MOTSHIINA-
noB amrutyaoi 1o 120 mxB. Bo Bpewms 3anmcu mpownso-
mEN MPUCTYH JUIUTEIBHOCTHIO 1O 2 MHUH C TOSIBIIEHUEM Ha
O0I" muorpaduueckux apreakToB B BUCOYHBIX 00NACTX,
Ju(dy3HbIMH, PUTMHYHBIMH, PEIYLHPOBAHHBIMU (3aMel-
JICHHBIMH) KOMIUIEKCAMH, OCTpas BOJHa—MEIJICHHAasi BOJI-
Ha, ammuatynoit 10 300 MxkB B 100HO-BUCOYHBIX 00MaCTIX
(puc. 3).

IIpu MPT I'M 6onsHoro B Bo3pacte 10 mMec BbIsiBIEHa
KapTHHA THUIMOKCHYECKHU-UIIEMUYECKOTO TIOPAKCHHSI Bellle-
ctBa ['M u BHyTpuuepenHoii runeprensuu. [Ipuy MPT I'M
B Bo3pacTe 1 rog 5 mec: mpu3HAKU THIIOKCUYECKU-UIIEMHU-
Yyeckoro nopaxeHus I'M, BHyTpUUepermHON TMIEPTEH3UMU.
JlokanpHOe paciupeHye 00JIbIION HUCTEPHBI MO3Ta.

IIpu MPT I'M B Bozpacte 3 roga 2 Mec yCTaHOBJICHO,
YTO BCE OTJAENBI MO3ra COPMUPOBAHBL. MO30JIUCTOE TEIO
HEpPaBHOMEPHO YMEPEHHO HCTOHYEHO. bOKOBBIE JKeIy10uKH
ACHMMETPHYHBI, TIEpEeIHUE pora CykeHbl. llepuBeHTpuUKyY-
JSpHO B OesioM BemiecTBe oTMedarorcs auddys3Hble 30HBI
noBbiienus MP-curnana B pesxxume FLAIR. Hezapamenue
MIPO3pauyHON IEeperopoiku ¢ 00pa30oBaHHEM JIHUKBOPOCO-
Jeprkaiieil MoJ0CTH MEXAY NMEPEeNHUMH poraMu OOKOBBIX
JKEJIYI0OYKOB IIUPUHOH 0 4 MM. Mexay TpeyroibHUKaMU
OOKOBBIX JKEITYJOYKOB OINPEICISCTCS JTUKBOPHAs MOJIOCTh
mupuHOH a0 8 mMm. CybapaxHoWJalbHBIE MPOCTPAHCTBA
KOHBEKCHTAJIBHOW TOBEPXHOCTH TMOJYIIApUH OONBIIOTO
MO3ra B JIOOHO-TEMEHHBIX 00JIaCTAX U B MEPEIHUX OTAENaX
BUCOUYHBIX 00J1acTell yMEPEeHHO HEPaBHOMEPHO PACIIMPEHBI.
Bopo31bl T00HBIX M TEMEHHBIX J10j1el yriyonensl. CHIIbBU-
€BBI LIEJIM HECKONIBKO paciupeHbl. CpeTuHHbIE CTPYKTYpBI
He cMeuleHbl. OTMedaeTcs yMEPEHHBIH IepHHEBPaIbHbIN
OTEK I10 XONIy 3PUTENBHBIX HEPBOB, HU3KOE PACIIONIOKEHHE
CHHYCHOTO CTOKa. boibIiast mucTepHa Mo3ra JIOKaIbHO pac-
mupeHa 70 27 % 52 x 20 MM (HWOKHAA peTpouepedersipHas
kucTa?). 3akioueHue: M30JUpPOBAHHAS THIIOIUIA3UsS HUXK-
HUX OTJENOB 4YepBsl MO3KedKa. [ MoreHe3us: MO30IUCTOTO
tena. Hezapanienue npo3paqHoii neperopoaku (puc. 4).

Bo Bpemsa mocnenneit rocnurtanuzauun MPT I'M He
npoBojmiiack. OcymiecTBiieHa TaHAEMHash Macc-CIEKTPO-
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Puc. 3. 33T Bo Bpems snumpuctyna 6onpHoro X. (4 rona 3 mec).

CASE REPORT

Fig. 3. Boy of patient X. (4 years 3 months). EEG during an epileptic seizure.

Puc. 4. MPT I'M pe6énka X. (3 roga 2 mec).
Fig. 4. Child X. (3 years and 2 months). Brain MRI.

MeTpus y 0onmpHOTO B Bo3pacte 10 Mec: HaclieACTBEHHBIX
Oomne3Heit oOMeHa BemecTB He 00HAPYKEHO.

TI'enemuyeckoe uccredoganue. KapnoTunupoBaHUe MIpo-
Be/IeHO B PecrryOImIKaHCKOM MEIUKO-TeHETHIECKOM LIEHTPe
B HOsi0pe 2020 r. BhIsIBIIEH KapHOTHIT MYXXCKOW aHOMallb-
HBI — KonbleBas xpomocoma 14 (XY, r(14)(p11.1q32)).

Koncynpranus mnoromena: oOmiee HEIOPa3BUTHE pedd
I ypoBHS; KOHCYJIBTAILlUs IICUXOJIOTA: 3aJepKKa IICHXHUYe-
ckoro passutus. OcMotp okynncra — OU anmsTepHHpYIO-
IIee KOcoIasne, aHTHOMaTHs CETIATKH.

BricraBnen quaraos: Q99.8 xpomocoMHOe 3a0051€BaHuE,
KonbleBast 14-1 xpomocoMa. ToHHMUECKUE 3MUIENTHYECKHE
MPUCTYIIBI, TeHEPaJM30BaHHAS TEHETHYECKAas DITHJICTICHS.
[MupaMuaHO-aTaKTHYECKUH CHHAPOM. 3aJep)kKKa IICHXO-
pedeBoro pasBuTHa. MukpoaHoMmanuu pasButuia. W3omu-
pOBaHHAs THIOIUIA3Ms HU)KHUX OT/AEIOB YepBS MOIKEUKA.
lunorenesust Mo3onucToro Tena. [MnepMoOUILHOCTD CY-
CTaBOB KHCTEH.

Ocobennocmu meuenusi snunencuu. TlepBbIld Cymopox-
HBII npuctyn Habmonaics y 6ospHOro B Bospacte 10 mec:
BHE3aITHAas OTEPsI CO3HAHUS, TOHUYECKUE CYTOPOTH B KOHEY-
HOCTSX, IVIa3Hble SIOJIOKH 3aBelleHbl BBEpX. JTUTEILHOCTH
npuctyna 1-2 muH. IIpHCTynBl MOBTOPSUTUCH €KETHEBHO
nepseie 10 nueit, 3atem 1-2 pasa B Henento. Jleunsncs B neH-
TpaJibHO# palioHHOU OosbHuUIE. [IpoBOAMIACE IPOTHBOCYI0-
pOKHas Tepamus JeBeTUpaneTaMoM (JIEBETHHON, PacTBOP)
U OKCKapOa3ermuHoM (TpWiienTan, CycneHsus) — 0e3 -
¢exra. Pe6EHOK ObLT IEepeBel€H B NCUXOHEBPOJIOIHYECKOE
OTZEJIeHUE, TAe Tepanus Oblla N3MEHEHA: OTMEHEHBI TPeXkK-
HHUE Tpernaparbl, Ha3HaYeHBI BaJBIPOEBasl KHUCIOTa (Zera-
KuH, cupon) 3,5 mut 3 pasza B JieHb, TONMpamar (TOMaMaKc)
mo 2 tabn. (50 mr) 2 pa3a B nenb. [laHHas cxema oKa3aiach
3 PEKTUBHOMN, CyIOpOrd NPEKPaTHINCh, HAOMIONAIACh pe-
muccust ¢ 15.11.2020 mo 12.02.2023, xorma mpUCTYIIBI BO3-
OOHOBHJIMCH, HO NMPOTEKAIN MSArYe IO BBIPAKEHHOCTH CYHO-
PO’KHOTO KOMIIOHEHTA U NIPOJOJDKUTEIbHOCTH. BHOBB rocnu-
TaJIM3UPOBaH B TICHXOHEBPOJOTMYECKOE OTIENIEHHE (HIOHB
2023 r.), k nevyeHnto nodaieH perobdapouTan 6,25 Mr yrpom
u 13 mr Beyepom, uto npuseso K pemuccuu. C uromst 2023 1.
NPUCTYNBI He HaOmoaaauch. Bo BpeMs mocnenHei rocnura-
nmu3anun B utoHe 2023 r. mpoaosmkazach NPOTUBOCYIOPOXK-
Has Teparnus: BaJblIpoeBasi KUCIO0Ta (AeHaKuH, cupoI) 2,2 Mil
(125 wmr) 3 pasa B JeHb BHYTpb, TONHpamar (TOmamakc),
0,025 mr no 31,25 mr 2 pasza B ieHb BHYTpPb, KPOME KOTO-
poii HazHavamch STIIMeTIITuApokcunupuarH 1,0 (50 mr)
BHyTpUMBIIeyHo 10 pa3, OuonTpoH mo mnonsM (Ha o0nacTb
JIMIIA, 1Ieu, 00JIacTh Me4eHH, 001aCTh KUCTEH), TIePpEeMEHHOE
MarHUTHOE T10JIE Ha MEHHBINA OT/IEN MO3BOHOYHUKA, COJIITFOKC
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KNMUHUYECKWU CNYYAN

Ha 00JaCTh MKPOHOXKHBIX MBIIII. B auHaMuKe yrydmmimch
SMOLMOHATILHBINA ()OH U TOHYC B KOHEUHOCTsIX. [IpHcTynoB B
oTeneHuH He ObL10. PeOEHOK ObLT BBINKCAH C PEKOMEH A1~
el HaOJIIoIeHNsI HEBPOJIOTa [0 MECTY KHUTEIbCTBA.

O6cyxnenue

Hns nuddepeHunanbHOR JUATHOCTHKA XPOMOCOMHBIX
HapyIIeHUH, UICHTU(DUKAIUN 3a00JICBaHUS U TIOATBEPXK/IC-
HUS AMArHo3a HeoOXOAMMO MPOBOIUTE XPOMOCOMHOE TECTH-
poBaHue. MeToa IUTOreHeTHYECKOI0 UCCIIeI0BAaHNS OOBIYHO
MOXKET HMJCHTH(UIMPOBATh KOJNBIEBYIO XPOMOCOMY IOCTe
BBISIBJICHHSI TEPMUHAJIBHOW JIETICIUH XPOMOCOMBI 14q MeTo-
JIOM MOJIEKYJIIPHOTO KapUOTHIIMPOBAaHUs. B HEKOTOPBIX Ciry-
yasix 1(14) MoxkeT ObITh JHarHOCTHPOBAHA BHYTPUYTPOOHO €
MIOMOILBIO  YIIBTPa3BYKOBOTO HCCIICIOBAHUS, aMHHOLCHTE3a
W/WIK B3sITUS TIPOOBI BOPCUHOK XopuoHa [1]. OxHako nopo-
TOBHM3HA M CIOKHOCTb MHBA3MBHOI NpeHaTalbHOH AuarHo-
CTHKH, HaJIMYMEe BO3MOXKHBIX OCIOXHEHMH IIpu e€ mpoBerie-
HHUH, PEIKOCTh MHKPOJIENCHIU ¢ 00pa3oBaHHEM KOJbIIEBBIX
XPOMOCOM, TPU KOTOPBIX OTCYTCTBYIOT TSXKEIBIC BPOXKIEH-
HBIE IOPOKH PA3BHUTHA y JETEH, OTPaHMYHBAIOT IPUMEHEHHE
JAHHOTO MeToAa. Ba)KHO OTMETHUTh KIMHHUYECKHE OCOOCH-
HOCTH AaHHOW maronoruu. Kiuandeckue nposisnenus r(14)
ommyarotcs nonuMopgusmom, I B pamMkax JaHHOW MaTo-
JIOTUM MOTYT OBITh T'€HEpPATM30BaHHBIMU MU (OKATbHBIMH.
Onuiencus mpu XpoMOCOMHOH MAaTOJIOTMH 10 STHONATOreHe-
3y OTHOCHTCSI K HACJIC/ICTBCHHBIM JIUJICTICUSIM M OTIIHYACTCS
(apmaxopesucteHTHOCTHIO [ 11, 12]. XapakrepucTuxoii pe3u-
CTeHTHOH (pedpakTepHOii) SNHIICTICHU SIBIISIFOTCS TPYITHOCTH
JOCTHXKEHMSI CTOMKOW PEMUCCUH U PETPECC AMUIEITHYECKUX
MPUCTYTIOB Ha (DOHE a/IEKBATHOM TEPAKH AByMS IPOTHBOCY-
JIOpoXKHBIMU cpencTBamu [11]. B Hammx KIMHUYECKHUX Ha-
OMIONEHUAX IUArHO3 XPOMOCOMHOIO 3a00NeBaHus — MyTa-
uus 14-i xpoMocombl ObLT BhICTaBieH Ha 11-12-m mecsax
KU3HH OOJIBHBIX TIocie nedrora O, koTopsie B 000HX cityda-
SIX UMEJIM TeHEepaITM30BaHHbBIA XapakTep. YUYHThIBas TeHepa-
JIM30BAHHBINA THIT SNIUJICTICHH, B TIEPBOM clydae Oblla HadaTa
MOHOTEpanus BaJIbIIPOSBON KUCIIOTOM, HO 1aXe J00aBICHUE
ele JByX MPOTUBOCYJOPOKHBIX CPEICTB HE MPUBEJIO K OXKH-
JTaeMOMY Pe3yJIbTaTy — KYIHPOBAHHUIO CyIOPOKHBIX IPUCTY-
MOB. Y BTOPOro OOJILHOTO CTApTOBask Tepamus HayaTa IByMs
Ipernaparamy, KoTopas oka3ajach Hed(pQeKkTHBHOH, Oblia
MPOBE/ICHAa 3aMEHA Ha JPYTrue MPOTUBOCYIOPOXKHBIC CpEI-
CTBa, BKJIIOYAsl BAJIBIIPOEBYIO KUCIIOTY (AEHAKUH B CHPOIIE).
OpnHako JieueHUe ABYMs MPOTHBOCYIOPOKHBIMH TIperiapara-
MM C 100aBJICHUEM TPEThEro — OKCcKapOa3enrHa He MPUBEIIO
K PEMHUCCHH, CyTOPOXKHBIE MTPUCTYIIBI TIpoaosnKanuck. [lono-
KUTENbHBINA A(GEeKT ObLT JOCTUTHYT NPU OOABICHUU K Jie-
4yeHu1o eHobapOuTana u OTMEHe OKckapbasernuHa y 000oux
OOJIbHBIX.

3akiarouenue

OIl sBAAIOTCA OAHUM U3 PACHPOCTPAHEHHBIX KIMHHYE-
CKHX CHMIITOMOB y OOJBHBIX C KONbIeBOW 14-if xpomoco-
MOH. Dnuiencus npu 3Toil Gopme marogoruu oTINYaeTCs
TSOKECThIO TedeHUs U (hapMaKOpEe3UCTEHTHOCTHIO. Mcxons
U3 3TOro, L1e1ecoo0pa3sHo HauMHATh NPOTHBOCYIOPOKHYIO
TEpanuo IMpernapaTaMy BaJIbIIPOCBOH KHCIOTHI KaK Cpel-
CTBOM II€PBOM JIMHUH, OJHAKO MOHOTEPAIUs JETaKuHOM H
nociuenyouiee J00aBJIeHHE BTOPOTO U TPEThETro pernaparoB
He ObUTH 2P PeKTHBHBIMU. B 0001X cinydasx okckapOazenuH
B Ka4eCTBE JONOJHUTEILHON IPOTUBOCYIOPOKHON Tepauu

HE JIaJl MO3UTUBHOTO pe3yabrara. GerobapOuTan okaszasics
CPE/ICTBOM JOCTHKECHUS PEMUCCHH B COYETAHUH C IIPOBOJIH-
MOH IIPOTHUBOIMUICIITUIECKON Teparuei.

Taxum 00pa3zoM, Ipy HATHYIUH pehPAKTSPHON IMTHIICTICUH
Y CUMIITOMOB 3aJICP’KKH Pa3BUTHUSI B MJIaICHIECKOM BO3pac-
T€, XapaKTEePHBIX U XPOMOCOMHBIX MUKPOJIETICIHH, CIIeTy-
€T NIPOBOANTH TeHETHIECKOE KOHCYIBTHPOBAHIE U 00CiIeno-
BaHHeE OOJIBHBIX IS IOUCKA XPOMOCOMHOI TIATONIOTHH.
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