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PE3HOME

B cTatbe onucaHbl Tpy KIIMHMYECKUX Clly4as HaCcNeACTBEHHbIX HAPYLLEHWNIA, CBA3AHHbIX C XPOMOCOMHbBIMW MyTaunmamu: fese-
umamm xpomocom 14 1 18. 3T HabnOAeHUS NPEACTaBNAT NPOQECCUOHANBbHBIN U HAYYHbI MHTEPEC, T.K. OTHOCATCA K papu-
TETHON HEBPOIOrNYecKomn naTonorun. PeiKoCcTb JAHHON aHOManuK, Hanu4Yne 0CNOXHEHWA, [OPOroBU3HA WHBA3WUBHOW ua-
THOCTMKMW, BAPNAOESIbHOCTb (DEHOTUNA, BKITHOYAA TAXKEIbIe BPOXKAEHHbIE MOPOKN Pa3BUTMA Y AeTeil C MUKPOLeNeunsamu, — Bce
3TO NPUBOAUT K HELOANATHOCTUPOBAHNIO NALMEHTOB Ha 3TANe NpeHaTanbHOo LUAarHoCTUKK, YTO BJIEYET 3a CO60M TPYLHOCTH
B nof6ope apHeKTMBHON 1 6€30MaACHOI Tepanuu, NOTPe6HOCTb B MeAULMHCKON 1 NCUXOCOUMATbHOW peabunnTtauum geten
B 00LecTBe. [py BO3HUKHOBEHWUMN PedPAKTEPHOMN 3NnUencun ¢ 3afepXXKoil pa3suTns B MnageH4eCkoM BO3pacTe, XapakTep-
HOW LN XPOMOCOMHbIX MUKPOZLeENeuunii, crnefyeT npoBOLUTL TEHETUYECKOE KOHCYNIbTUPOBaHMe 1 06CIIeJ0BAHNE C LIENbIo No-
CKA XPOMOCOMHOI natosioruu. MMosbIlLeHNe 0CBELOMIEHHOCTYN Bpayell 0 JaHHOM HapyLleHuy 6ygeT cnocobCTBOBATL €r0
CBOEBPEMEHHbLIM AUATHOCTUKE U NIEYEHUIO.
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ABSTRACT

The article describes three clinical cases of hereditary disorders associated with chromosomal mutations: deletions of
chromosomes 14 and 18. These observations are of professional and scientific interest, since they relate to rare neurological
pathology. The rarity of this anomaly, the presence of complications, the high cost of invasive diagnostics, the variability of
the phenotype, including severe congenital malformations in children with microdeletions lead together to underdiagnosis
of patients at the stage of prenatal diagnostics, which entails difficulties in selecting effective and safe therapy, a need for
medical and psychosocial rehabilitation of children in society. In case of refractory epilepsy with developmental delay in infancy,
typical to chromosomal microdeletions, genetic counseling and examination should be carried out to search for chromosomal
pathology. Increasing the awareness of doctors about this disorder will contribute to its timely diagnostics and treatment.
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BBEJEHUE / INTRODUCTION

XpomMOCOMHble 3a60M1€BaHMA 3aHMMAIOT OAHO U3 Bedy-
LLMX MECT B CTPYKTYPE NPUYMH (DOPMUPOBAHNSA PA3NYHbIX
MOPOKOB Pa3BUTMUSA, HEBPOJIOTNYECKNX PACCTPONCTB, HO-
BOOOPA30BaHWIA, a TakK)Xe CMEPTHOCTU B PaHHEM nepuoje
Xn3Hu [1]. Cpeim XpOMOCOMHbIX 3a60/1€BAHWNIA BbILENAOT
MaTonorni, CBA3aHHY ¢ MyTaLuen XpOMOCOM, K KOTOPOW
OTHOCATCA Aeneunun, Jynnankaunm, TPAHCI0KALNM 1 HBEpP-
cun. B cnyyae geneyun Tepsetcs 4acTb reHeTUHeCKOM MH-
dopmaumm n3-3a notepn yaaneHHbIX Yy4acTKOB reHeTnye-
ckom uenu. Takne myTaumm 0603HA4AOTCA KaK KOHLIEBbIE
Jeneunmn, npu KoTopbiX MOXeT CPOpPMUPOBATLCSA KOJIbLE-
Bas xpomocoma. [eneunmn 6bIBaOT TEPMUHANTbHLIMMU (KO-
HEYHbIMMN) N NHTEPCTULNANIbHBIMK (C ABYMS TOYKAMU pas-
pbiBa B Npejeniax 04HOro nnedya Kakon-nmbo XpoMocombl)
[2]. Kak npaBuno, npu KOHLEBbIX Aeneumax nosomMka Bos-
HUKAeT B ANCTANIbHbIX CErMeHTax njeya, TOrAaa Kak npu nH-
TepCTULNANbHBIX — B MPOKCUManbHbIX cermeHTax. KpynHbie
Jeneuunn 4acTo NieTanbHbl, U BOO6LLE Cpeamn BCEro 06Lmp-
HOrO CrneKTpa XpOMOCOMHOIA NaToNoruy aeneuun Hepeako
Han60see NaTOreHHbl N0 CPABHEHMIO C TPaHCIOKaLMAMM,
MHcepuuammn n ap. KnuHuydeckne cuMNTOMbI NpU geneumnsax
3aBUCAT OT pa3MepoB Y4aCTKOB, 3aTPOHYTbIX MEPECTPONKOW,
a TaK)xe OT reHOB, cofepxatyuxcs B Hux [2]. MogobHas xpo-
MOCOMHas NaTosiorma ABseTcs 0CHOBON PeAKNUX reHeTuye-
CKMX 3a60NeBaHNIA, TaKNX KaK CUHAPOM KOJbLEBOW XPOMO-
combl r(14) n geneuun xpomocomsbl 18.

Y mopei ¢ peneunen 14q oTCyTCTBYET YaCTb FeHETU-
4Yeckoro maTtepuana Ha LJIMHHOM Njie4ye OAHOW U3 KONun
xpomocombl 14. [ipyras konus xpomocombl 14 octaetcs
HEMoBPEeXAEHHON. TAXeNblX Npo6eM CO 340POBbEM HE
BO3HWKHET, eC/IN 4aCTb FEHETUYECKOro MaTepuasna ytpaye-
Ha Ha KOPOTKOM Mjie4ye XpOMOCOMbI 14, T.K. Tam He coaep-
XKUTCS 0COBEHHO BaXKHbIX AN XKU3HEAEATENbHOCTI FeHOB
[1, 2]. Y HOCMTENS TakoW MyTaLMnU HAXOAAT MOHOCOMMIO MO
KOHLLEBbIM y4aCcTKaM B CBA3M C KOHLEBbIMI AeNeuusmu, npu
KOTOPbIX MOXET CCDOPMUPOBATLCS KOJbLiEBAs XpOMOCOMA.
CuHApOM KOJbLIEBOV XpOMOCOMbI r(14) BbI3BaH OAHOM abep-
PAHTHO XpOMOCOMOIA 14, CNOMaHHbIe KOHLIbI KOTOPOW cpa-
CTaKTCA BMECTe, 06pasys Konblo [3-5]. bonbHble ¢ r(14)
MMEIT OAHY KOMMWI0 aHOMaJTIbHO XPOMOCOMbI B HEKOTOPbIX
U1 BO BCEX KNeTKax. B 60MbLUMHCTBE CNly4YaeB naTonorus
HOCMUT CMOpaanYecKunii XxapakTep U BOSHWKAET Kak Cny4ail-
HOe COObITUE BO BPEMS paHHEr0 3MOPUOHABHOIO Pa3BmTmnA
U POPMUPOBAHMA MYMCKUX U XKEHCKNX NONOBbIX KNETOK.
imeeTcs eAMHNYHOE OMMCAHWE CNy4aeB HACNEeACTBEHHON
nepepayu r(14) [6].

MepBble Hay4YHble AaHHblE 06 3TOM 3a60NeBaHNM ObINK
npeactaBneHbl B 1971 1., 1 3a nocneayowWwuini nepnoj B Mmipe

3apeructpuposaHo meHee 100 cny4aeB cuHapoma r(14).
CMHAPOM HEOCTATO4YHO M3YHeH U NPeACcTaBNAeT MeAULMH-
CKWUM 1 Hay4HbIi UHTEpec [5—7]. ®eHoTMN XpomMocoMbl r(14)
XapakTepuayeTcs AMCMOPMUYECKUMMN YepTaMmu nnua, anu-
NenTUYeCKUMN NPUCTYynaMn ¢ NepBoro roga XW3Hu, ym-
CTBEHHOW OTCTANOCTblO, peTuHonaTuen [5, 7-12], peunan-
BUPYIOLLMMUN PECNINPATOPHBIMU UHEKLUAMM, BbISBAHHBIMM
npo6nemamu ¢ UMMyHUTeTOM [5]. Hayano anunencun npm
r(14) 06b14HO NPUXOANTCS HA NEPBbLIA MeCcAL Xu3Hu [13, 14].
MpucTynbl B OCHOBHOM HOCAT FeHepasim30BaHHbIn Unu ¢o-
KasbHbIA XapakTep, MOryT NPOSABAATLCA CEHCOPHLIMU UK
MOBEAEHYECKNMMN HAPYLIEHUAMMU, NOTEPEN KOHTPONS Haj
(byHKUMAMU Ta30BbIX OPraHos [5].

[pyroe 3aboneBaHune cBA3aHO C Aeneymen Xpomoco-
Mbl 18. iIMeeTcq HECKONbKO TbICAY U3BECTHBIX Clly4yaeB
C pasnuyHbIMK ee geneunamn (MoHocomus 18p-, CUHAPOM
18p-, yacTn4Has moHocomus 18p-, moHocomusa 18q-, CUH-
npom 18g-). Y ntogeii ¢ geneuyuein 18q ecTb TONIbKO 0fHA He-
MOBPEX/AeHHas xpomocoma 18, ay Apyroi HekoTopas 4acTb
OTCYTCTBYET, 4TO MOXET 0TPA3UTbCA HA CNOCOOHOCTN K 06Y-
YEHUI0 N PM3NYeCKOM pasBuUTKK. Bonblias YacTb KNUHUYE-
CKUX HAapYyLWEeHWI CBA3AHA C HANM4YNeM TOSIbKO OZHOI KoM
reHoB (BMeCTO 06bl4HbIX ABYX). Kpome TOro, Ha 6yayuiee
pa3BuTue, NOTPeOHOCTN U AOCTUXKEHNA PebeHKa BNNAIOT
ero Apyrue rexbl U IMHHOCTHbIE XapakTepucTuku [15].

Okono 1 13 40 TbiC. MNaJEHLIEB POXAAETCA C Aeneunei
18q. leBo4kM 60Ne0T B MONTOPA pa3a Yaile Manb4ymkoB. He-
CMOTPS Ha TO 4TO KNIMHMYeCKKne nposisneHus geneuun 18q
MOTYT CYLLECTBEHHO Pa3nun4aTbCs, eCTb U JOCTATOYHOE KO-
NNYECTBO CXOXKMX YEpPT, KOTOPble NO3BOJIAKT BbIAENNTb NO-
TEPH YaCTW ONMHHOMO Nje4ya XpoMocoMbl 18 B cuHApOM,
Ha3blBaeMblii cuHapomom 18g-. Bnepsble heHOTUN NaLu-
EHTOB C JAHHOIA naTonoruei onucan QpaHLy3CKnin reHeTuK
XKan ge Mpywn: B 1963 1. — geneumo XpOMOCOMbI KOPOTKO-
ro nneya (cuHgpom fe pyww 1-ro tuna) u B 1964 r. — gene-
LLMI0 XPOMOCOMbI AIMHHOTO nJieya (CuHAPOM fe Mpywn 2-ro
Tna) [16-18].

Cunppom 18q-, kapuotun 46XXdel, (18)(q21.3) npeacras-
neH B 6ase gaHHbIX Online Mendelian Inheritance in Man
(OMIM) nop Homepom 601808'. Micxons u3 nokanusauum
Jeneunn BolIAeNAOT ee npokcmmanbHbii (18g11.2-g21.1)
n guctanbHbii (18921.1-g23) Tunsl [19]. KnuHnyeckue npo-
SBNIEHNSA OTAMYAKOTCA NONUMOPMUIMOM, Yalle BCEro xa-
PaKTepuU3yTCa HU3KMM POCTOM, NPO6sIeMamMu co CTonamu,
MbILLEYHOW TMNOTOHWEN, 3a4ePXKON Pe4eBoro  yMCTBEHHO-
ro pa3BuTUS, 4epPenHo-nLEeBbIMM aucMopdusamm (N1ockoe
WAK BOTHYTOE NNL0, MUKPOLeManus, yLwm ¢ BbICTYNAOLLINM
MPOTMBO3aBMTKOM, KOPOTKME rNa3Hbie LWenu, runepTeno-
PU3M, 3NUKAHT, MaSleHbKUIA POT, y3K1e CIIyX0BbIe NPOXOAbI)
[19]. Pexxe HabntopatoTca pasfinyHble BPOXKAEHHbIE MOPO-

" https://omim.org/entry/601808#de1964.
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KW pas3BuTuS CepaLa, noYek, LeHTpasnibHOW HEPBHOM CUCTe-
mbl (LHC), 3afep>xka MuennHusauum, nto3, anuientmye-
CKMWe MPUCTYMbl, @ TaKXXe 0PTanbMOIOrM4ecKne HapyLeHus
(HucTarm, gunnaonus, Kocornasme, aTpous 3puTeNbHOIO
HepBa), aHOManusa NnoJsioBbIX OPraHoB, AeUUNT UMMYHO-
rnobynuHa A, runoTmpeos, KOHAYKTUBHASA TYrOYyX0CTb, M-
nonuTymTapnuam, kapuec [9, 20]. TaKecTb CUMNTOMOB U KJin-
HUYeCKIe NPosBIEHMA 3aBUCAT OT pa3mepa u nokanusayumn
OTCYTCTBYHOLLEr0 y4acTKa XpOMOCOMbI, B CBA3M C HeM TPYA-
HO BbIAESIUTb YeTKMiA doeHoTun cuHapoma 18q- (OH KpanHe
BapuabesieH y pasfinyHbiX NauneHToB). MpoKcUManbHble
TUNbI Jeneuunn NpoTeKatoT TsXKenee AncTtanbHbix [15, 18].

HecMOoTpsa Ha CyLLEeCTBYHOLLYH CIIOXHOCTb CTpaTndmnka-
umu nauneHToB ¢ del(18) n3-3a CX0XECTN KIIMHNYECKNX NPK-
3HAKOB, BblieNeH 06006LLEHHbIA, AW «CPeAHWNIA», PeHoTHN
60nbHbIX ¢ del(18p) n del(18q) [18]. Mo faHHbIM MHOTUX UC-
cnefoBaHuii, npu o6oux BapnaHTax del(18) nocne poxaeHus
0TMeYaeTcs 3afepXxka (PU3NHeCcKoro N HepBHO-NCUXNYECKO-
ro pasBuTUs ¢ nepsbix Mecaues xusuu [18]. Mpu del(18q)
yaue, yem npu del(18p), BCTpe4atoTCs BPOXKAEHHbIE MOPOKN
pa3BMTUS BHYTPEHHMX OpraHoB. Cneumguyeckoro fneveHuns
del(18) He cywiecTByeT, MPOBOANTCSA CMMNTOMATUYECKAA
1 3amecTuTenbHas tepanus [15, 21]. NIporHo3 Ana Xnu3uu
3aBUCUT OT TSXKECTU BPOXKAEHHbIX Ae(DEKTOB OPraHoB U CU-
cTem. MnageH4yeckas u paHHas geTCKas CMepPTHOCTb 00Yy-
CnoBJieHbl rpybbiMu nopokamu passutua LLHC. Ecnn oHu
KOppUrmpyemblie, T0 NPOAOIKMTENBHOCTb XU3HN A0CTa-
TOYHO BbICOKAs U MOXeT cocTanaTb 60 net. BmecTte ¢ Tem
nojasnstoLlee 60/bLIMHCTBO 60MbHbIX € del(18) counanbHo
[e3afanTpoBaHbl U HYXXAAKTCA B NOXU3HEHHO NOAAEPX-
Ke ceMbu 1 rocygapcrea [15, 18].

Ins unntocTpaunm N3N0XeHHOro mateprana npueoLum
KNMHUYecKne cnyyam cuuapoma r(14) n cungpoma 18q-, ka-
puoTun 46XXdel.

KIMHUYECKUE CIIYYAH / CASE REPORTS

CHHAPOM KOJBIEBOH XpPOMOCOMBI 14 /
Ring chromosome 14 syndrome

B ncuxonesposiornyeckom otaenieHun (MHO) Ne 1 etcko-
ro LeHTpa ncuxoHesposiorun u anunentonorum (OQLUMHMI)
IBY3 «Pecny6nukaHckas AeTCKas KIMHMYecKasa 60nbHMLa»
r. Yoo! (TBY3 POKB) Habnopannch fBa pebeHka My>XCKo-
ro nona c cuHapomom r(14): naument K. (pog. 02.02.2018 r.)
1 naument X. (poa. 29.03.2019 ) .

Benywimm nposiBneHnem 3abonesaHus y o6oux getei
6bina peppakTepHas anunencus, KOTopas B NepBOM CIy-
yae ge6roTupoBana B Bo3pacte 11 mec npuctynamu cynopor
1 HapyLIeHNeM CO3HaHWS, a BO BTOPOM Clly4ae nepebli Cy-
JIOPOXXHbIN NPUCTYN pa3Buica B Bo3pacTte 7 mec. 06a nauun-
eHTa 6bIIN FOCNUTANN3NPOBAHbI N 06CNEA0BaHbI.

AHamHe3 3aboneBaHus

MauuneHT K. — pe6eHOK OT TpeTbeil 6epeMeHHOCTH (Npo-
TeKaBLeNn Ha POHE XPOHNYECKOW runokcum nnoaa, aud-
dby3HOro y3noBoro 306a matepu), BTOpbIX poaos. Bo Bpems
6epemMeHHOCTI MaTb NPUHUMaNa 3yTUPOKC N0 NOBOAY And-
doysHoro y3nosoro 306a. Poabl Ha 38—39-11 Hefene nytem

anunencus n NapokcnamMasibHble COCTOSAHUS

NNaHoOBOro Kecapesa cedeHus. Mpn poxaeHUn macca Tena
pebeHka 3190 r. BoinucaH Ha 8-e cyTkn. PaHee pa3BuTie co-
OTBETCTBOBAJIO BO3PACTY.

MauneHT X. — pe6eHOK OT YeTBEPTOW 6EPEMEHHOCTN (pe-
3yC OTpuULATeNbHbIIA), BTOPbIX POoAoB. Bo Bpems 6epemeH-
HOCTW MaTb NepeHecna OCTPYH PECNMPaTOPHYH BUPYCHYIO
VHMEKLMIO, ObINY N3MEHEHWS B aHANIM3aX: aHeMus, npoTe-
nHypus. Poabl Ha 38-ii Hepene. Macca Tena pe6enka 3900,
OKPY>XHOCTb rpyan 34 cm, oueHka no wkane Anrap 7/9 6an-
noB. 13 pogaoma BbINMCaH Ha 4-e CYyTKU. 3aaepxkKa Mo-
TOPHOro pa3BuTua ¢ 6 Mec, 3aiep>Kka pe4yeBoro pasBuTUA
¢ 11 mec. Xoaut camoctosATenbHo ¢ 1 roga 6 mec. Mepsble
cnosac 1ropga.

HeBponoruyeckuii cratyc

B 060ux cnyyasx uMenncb 0CO6EHHOCTI CTPOEHMS NULE-
BOrO 4Yepena u ckeneta: y naunenta K. mukpouedanus, anu-
KaHT, RHTUMOHIOJIOMAHbIV pa3pes rnas (onyLeHbl HAPY>XHbIe
Yrbl [1a3HbIX Weneit), NnocKas CnuMHKa HOCa, BbIBEPHY-
Thie HO3APK, Y3K0e HEOO, KOPOTKAs Lesi, BOPOHKOOBpa3Has
rpyAb, aHOMannm NUrMeHTaLun KOXM 1 CeTHaTkn. 3padku
D=S, peakuus Ha cBeT xuBas. Baop dhukcupyet, 3a npef-
meTamu cneanT. [noTaHue u poHauusa He HapyLeHbl. [010By
LEePXWT, NepeBopaynBaeTCcs, CUANT, BCTAET Y ONOPbI, Nepe-
[BWUraeTcs y Onopbl, XO4MT C NOALEPXKKON. TOHYC MbIWL, — -
NOTOHWA ¢ 06enx cTopoH. Onopa Ha nosHble cTonbl. [latono-
rMYecKne 3HaKu OTCYTCTBYHOT. MeHWHreanbHbIX 3HAKOB HET.
[To3HaBaTeNIbHO-0PUEHTUPOBOYHAS JeATENIbHOCTb C 0TCTaBa-
HMeM M0 BO3pacTy. 3aJep>KKa pe4eBoro pasBuTus.

Y nayueHTa X. MUKPOrHATUS, NPOTrHATMA, BbICOKOE HEGO,
OTTOMbIPEHHbIE YW, HENPABUIIbHBIA POCT 3y60B (Anacte-
Mbl), YANUHEHHbIE KOHEYHOCTW. HYepenHO-MO3roBbIe HEPBbI:
rnasHble wenu D=S, 3pa4ykn D=S, hoTopeakums xuneas, cne-
AUT 3a NpeameTamu, anbTepHUpYylowee Kocornasume. mo-
TaHne n PoHaums He HapyLleHbl. funoToHnsa mbiwy, D=S.
CyxoxunbHble pednekcol xusble, D=S. Pechnekc babuH-
CKOTO MOJIOXKUTESIbHbIA C 066MX CTOPOH. CuAmnT, Nepeso-
pa4nMBaeTcsa, X04MT CaMOCTOATENbHO C LUNPOKOWA 6a3010A.
[Mnepmo6UNbLHOCTL CycTaBOB KMCTEN. [To3HABATENbHO-0PU-
EHTMPOBOYHAA AEATENbHOCTb YMEPEHHO CHUXEHa, rpybas
3aJepXXKa pe4eBoro pasBuTus.

WHcTpymeHTanbHblie MeToAbl 06cnefoBaHus

AnekTpoaHuedanorpadus (33) npoBoAnnach B 0601x
CIy4asix HeO4HOKPATHO.

Y naumenTta K. Ha 30-it aeHb npebbiBaHNS B CTaLMOHApe
Ha ooHe NPOTMBOCYAOPOXKHOI Tepanun BO BPEMS CHa Npo-
130LIEN reHepann30BaHHbI TOHUKO-KJTOHUYECKMIA NPUCTYN.
Ha 33l Bo Bpems npucTyna 3aperncTpupoBaHbl pegyumnpo-
BaHHbIE KOMMMEKChI «MUK — BONIHA» amnnnuTyaon 40 mkB no
BCEM OTBEJEHNAM ANMTENbHOCTbIO 6 C, 3aKaH4YMBatOLLMECS
BOMTHAMW JenbTa-guana3oHa amnautyaon o 500 vkB ¢ npe-
o6nafaHnem B nepeHux oTeefeHuax (puc. 1).

Y naumeHTa X. MHOrOKpaTHO npoBoaunnck 3anucu 33,
B T.4. HO4YHOW BMAE0-33I-MOHUTOPUHT: BO BPEMS CHA 4epes
20 gHei nocne NepBOro Cya0pOXXHOro npucTyna, B BO3-
pacte 1 roa 7 mec u B Bo3pacte 3 roga 2 mec. pu Bugeo-
99l-MOHNUTOPUHIE B COCTOSSHUM CHA PErMcTpupoBanach
nonumopgHas MeaNeHHOBONIHOBASA aKTUBHOCTb, NPeoo6-
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nagatmouwias no nepuogy n amnautyae fo 350 mkB B TemeH-
HO-3aTbIIOYHbIX N BUCOYHbIX 06M1acTAX, 683 aCUMMETPUN.
BTopas ctagma dasbl MeNEHHOro CHa XapakTepm3oBanach
nosiBieHnem 6unatepasnbHO-CUHXPOHHbIX BCMbILLEK 4aCTO-
Ton 11-13 Iy, K-komniekcoB B BuAe MoNugasHbix NoTeHUua-
no.. AnunenTnd)opmHas akTUBHOCTb HEe 3aperncTpupoBaHa.
Bo Bpems 3anucu 33l B Bo3pacTe 4 roga 3 mec Nnpon3oLuen
MPUCTYN ANUTENbHOCTLIO [0 2 MUH C NOsABIeHMEM Ha 33
mMuorpadgonyecknx aptTeakToB B BUCOYHbIX 0651aCTAX, ANd-
y3HbIX, PUTMUYHBIX, PeAYLUUPOBAHHbIX (3aMeLJIEHHbIX)
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Pucysok 1. [Tanuent K.
(Bo3pacr 11 mec).
DnexTpoaHiedanorpamMma
B IIEPUO/] SMUIPUCTYTIA

Figure 1. Patient K.
(aged 11 months).
Electroencephalogram
during epileptic seizure

KOMIMNEKCOB, KOMMIEKCOB «0CTPast — MeJJIEHHAs BOJIHA» aM-
nnutygoin 4o 300 MKB B N06HO-BUCO4HBIX 0651aCTAX (PUC. 2).

Ha marHnTHo-pe3oHaHcHon Tomorpadum (MPT) ronos-
HOro mo3sra y nauueHta K. npu noctynieHun 06HapyXXeHbl
KOCBEHHbIE NPU3HAKW NOCNEACTBUSA TUMOKCUYECKM-NLLEMN-
4eCKOro Mopa)keHuns rosIoBHOr0 Mo3ra ¢ NPosBIIEHUAMUN BHY-
TPUYEPEnHoi runepTeH3nn, KUCTbl KapmMaHa PaTke B Buje
06pa3oBaHus XXNLKOCTHON KUCTONOJO6HON CTPYKTYPbI pas-
mMepamu o 2x3x4 MM MeXAy afeHornnou3om 1 Hemporu-
nocgunsom (puc. 3).
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Pucynok 2. TTaruenT X. (B03pacT 4 rofa 3 Mec). DIeKTposHIEDAIOrPAMMA BO BPEMS SITUIIPUCTYTIA

Figure 2. Patient X. (aged 4 years 3 months). Electroencephalogram during an epileptic seizure
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KnuHunyeckue cny4vaun / Case reports

Ha MPT ronoBHOro moara y naumneHTa X. B BO3pacTte
4 ropa 2 mec: BCe OTAENbI MO3ra cqpopmupoBaHbl. M030-
NINCTOE TeN0 HePaBHOMEPHO YMEPEHHO NCTOHYEeHO. boko-
Bble XKeJIy04YKN aCMMMETPUYHbI, NepeaHne pora cyxe-
Hbl. [TepMBEHTPUKYNAPHO B 6€J1I0M BELLECTBE OTMEYEHbI
Anddy3Hble 30HbI NOBbiWeHUs MP-curiana B pexume
FLAIR. BbiIBNEHO He3apalleHne Npo3payvHoii Neperopoa-
KN C 06pa3oBaHNeM MKBOPOCOAEPXKALLEN NMONOCTU MEX-
Ay nepeaHuMu poramm 60KOBbIX XeNyA04KOB LWNPUHOIA
[0 4 mm. Mexay TpeyrofibHukamu 60KOBbIX XXeNnya04K0oB
onpepensnachb NTMKBOPHAA MNOMOCTb LWWPUHOW J0 8 MM.
Cy6apaxHouganbHble NPOCTPAHCTBA KOHBEKCUTANbHOM
NOBEPXHOCTW nonywapuii 601bWOro Mo3ra B N06HO-Te-
MEHHbIX 06/1aCTAX U NepeaHMX 0TAeNax BUCOYHbIX 06-
nacten yMepeHHO HepaBHOMEPHO pacLunpeHbl. boposabl
NOG6HbIX N TEMEHHbIX A0NeA yrny6seHbl. CUnbBMEBbI LN
HEeCKONIbKO paclunpeHbl. CpenHHbIE CTPYKTYPbl HE CMe-
weHbl. OTMEYEeH YyMepeHHbIA NepuHeBpanbHbli 0TEK MO
X0A4Y 3pUTeNbHbIX HEPBOB. 3a)MKCMPOBAHO HU3KOE pac-
NON0XKEHNe CUHYCHOM0 CTOKAa. bonblias uncTepHa mosra
NOKaJIbHO pacwmpeHa Ao 27x52x20 MM (HWKHAS peTpo-
LepebennsapHas kucTa?). 3aknodeHue: «3onnpoBaHHas
rUNoNnasnsa HUXKHUX OTAENO0B YepBs MO3Xedka. fmnore-
He3us MO30A1CTOro Tefia. HesapawieHne npo3padvHon ne-
peropoaku» (puc. 4).

Pe3ynbTaTbl TAHAEMHON MACC-CNEKTPOMETPUMN HA BbISIB-
TIEHNE HACNeCTBEHHbIX 60Ne3HeN 06MeHa BELLECTB Y 060UX
nauyneHToB OTPULATENbHbIE.

anunencus n NapokcnamMasibHble COCTOSAHUS

PucyHok 3. [Tanuent K.
(Bogpacr 11 mec). MaruuTHO-
PE30HAHCHBIE TOMOI'PDAMMBI
TOJIOBHOT'O MO3T'a:

a, b — npusHAKK
BHYTPUYEPEITHON TUIIEPTEH3NY,
¢, d — xucTa KapmaHa Patke

Figure 3. Patient K. (aged

11 months). Brain magnetic
resonance images:

a, b —signs of intracranial
hypertension; ¢, d — Rathke’s
cleft cyst

leHeTM4YecKoe uccnegoBanme

B cBA3M C HEOAHO3HAYHOI KNUHNYECKOW KApPTUHOIA BbINO
peLIeHo NpoBecTu KapuoTunuposaHue B NbY3 «Pecnybnu-
KaHCKUIA MeQUKO-TEHETUYECKNIA LeHTP» . Ybl C LENbH
BbISIBJIEHIS BO3MOXXHOW XPOMOCOMHON natonoruun. Y 060-
MX NALMEHTOB BbISB/IEH MY>XCKON aHOManbHbIA KapuoTun —
Konbuesas xpomocoma 14 (46XY, r(14)(p12q32)).

[narno3 naumenTa K.: «Q99.8 xpomocomHoe 3a6onesa-
HUe, KonbLeBas xpomocoma 14. leHepann30BaHHbIE TOHUKO-
KNOHWYEeCKMe NPUCTYNbI, FeHepasm3oBaHHas reHeTu4yeckas
anunencus. 3afepxKa NCMXOPE4eBOro pa3BuTud, MUKpPO-
aHoManum NuLeBoro Yyepena».

[unarHo3 naymenta X.: «Q99.8 xpomocomHoe 3a6one-
BaHue, KonbLeBas xpomocoma 14. ToHn4eckne anunenTu-
4ecKue NpPUCTyMbl, FeHepann30BaHHas reHeTm4eckas anu-
nencus. NMupamnaHo-aTakKTU4ECKNA CUHAPOM. 3ajepxKa
ncmxopeyeBoro passutus. MukpoaHomanuu passutus. /13o-
NMPOBAHHAA TNNONAA3MA HUXKHUX OTAENOB Y4ePBA MO3XKeY-
Ka. [unoreHe3ns Mo30nMcToro tena. mnepmobunbHOCTb
CYCTaBOB KUCTe».

Oco6eHHOCTU TEYEHUS ANUNENncumn

Y nauymeHTta K. B oTaeneHun Habnwganacb cepus anu-
MPUCTYNOB — HECKONbKO MPUCTYNOB C MHTEPBASIOM 5 MUH,
B T€YEHME KOTOPbIX CO3HAHWE OTHOCUTENbHO BOCCTAHAB-
NMBANOCh, C NEPUOANYHOCTbLIO KaXKable 2—-3 OHA. Bo Bpems
MPUCTyNa 3padkiy pacLUnpeHbl, MU0 rMnepeMupoBaHo, Kno-
HUKO-TOHUYECKNE CYA0POrn B TEYEHINE HECKONbKNX CEKYHA,.
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[Tpu HapyLWeHUN JHEBHOIO CHA (4YTKWIA, 6ECMOKOMHbIA COH)
NPUCTYNbI yyawanucs. Y nayuenta X. BO BpeMs npuctyna
Ha6/1l0aIMcb NOTEPs CO3HAHUSA, reHepann3oBaHHble TOHU-
4yeckue Cyopory B KOHEYHOCTAX, AeBMALMA TNA3HbIX A6710K
BBepX. OnnTensHoCTb npucTtyna o1 1 4o 2 MUH, YacToTa
1-2 pasa B Heento.

OfHOM 13 OCHOBHbIX 3aja4 TepaneBTUYECKON TAKTUKK
6bIN0 KynupoBaHue npucTynos. MauneHTy K. HazHa4yanacb
MOHOTEpanus BanbnpoeBon kucnotonm no 127 mr 3 pasa
B [I€Hb, KOTOpAs He Jana 0XXnaaemoro pesysbrata. ToNbKo
[n06aBneHne ele AByX NpOTUBOCYAOPOXHbIX Npenaparos
(neseTnpauetama no 200 mr 2 pasa B AeHb 1 peHo6apbu-
Tanano 5 mr 1 pas B CyTKM) Aano NonoxXnTenbHbIn 3 deKT.

MauneHTy X. nocnie NepBbIX CYAOPOXKHbIX NPUCTYNOB
B BO3pacTe 7 MeC NPOBOAMNIACHL NPOTUBOCYAOPOXKHAA Te-
panus pacTBOPOM JieBeTupaLeTama u CycrneH3unen okckap-
6asennHa 6e3 addekTa. KynupoBaHue npuctynos u Ao-
CTVKEHME PEMUCCUN B Te4eHMe 2 neT 4 Mec Npou3oLwsio Ha
Tepanuu BanbNpPOEBON KUCNOTOI B cupone no 3,5 mn 3 pasa
B [eHb 1 Tonupamarta no 1 taénetke (50 mr) 2 pasa B fi€Hb.
[Mpu peunmnBe TOHNHECKUX MPUCTYMNOB K NPOBOAMMOIN Tepa-
numn 6bin fo6aBneH peHobapbuTan B f03ax 6,25 Mr yTpom
n 12,5 mr Be4yepom, 4T0 NpuUBENO K pemuccun. KatamHes
8 mMec Ha boHe NPOTUBOCYAOPOXHOW Tepanuu NpucTynos
He Habnogancs.

06a nauymeHTa HAX0AATCA NOA HAGMHOAEHNEM HEBPONOra,
neanarpa no MecTy XXUTeNnbCTBa, NP1 HEO6XOAUMOCTI NPO-
BOAMTCS KOHCY/bTALMA 3NUnenTonora.

https://epilepsia.su

PucyHok 4. [Tanuent X. (BO3pacT
4 ropa 2 Mec). MarHUTHO-PE30HAHCHBIE
TOMOI'DAMMBI I'OJIOBHOT'O MO3I'a:

a — M30IMPOBAHHAS I'MITOIUIA3US
HIDKHHX OT/ICJIOB YEPBST MO3KEUKA,
IUIOT'eHe3us1 MO30JIHCTOTrO TEIa,
b-d — HezapaieHue npo3pavyHo
IEPErOPOIKU

Figure 4. Patient X. (aged 4 years

2 months). Brain magnetic resonance
images:

a — isolated hypoplasia of the lower
cerebellar vermis parts, corpus
callosum hypogenesis; b-d — non-
closure of the septum pellucidum

Henxemusa xpomocomsi 18 / Chromosome 18
deletion

B MHO Ne 1 AUMHWI TbY3 POKB B nnaHoBOM nopsiake
13.01.2023 . nocTynuna naumeHTKa f. XXEeHCKOro nona B B03-
pacte 3 net (poa. 24.12.2019 1.). Co cnoB Mambl, Pe6EHOK He
pa3roBapuBaeT, XOAUT HEYCTONYMBO.

AHamHe3 3aboneBaHus

Pe6eHOK OT nepBOIi 6epeMeHHOCTU, NEPBbIX PoaoB. bepe-
MEHHOCTb y MaTepu NpoTekana Ha hoHe aHemMum, yporeHu-
TanbHbIX MHGEKLWIA, heToNNaLeHTapHO HEJOCTAaTOYHOCTH.
Habnwoganacb 3agep)xka BHyTPMyTPOOHOr0 pa3BuTmMs Nio-
na. MNeprnHaTanbHbIA CKPUHWUHT HE BbISIBUN TPYObIX XPOMO-
COMHbIX OTKJIOHEHWIA. Pofibl B CPOK 37 HeA NyTeM Kecapesa
CeYeHNs (paHHee OTXOXAEHNE OKONTONNOAHbIX BOA). [1eBoY-
Ka ¢ maccoii Tena 2440 r (ManoBecHbIA ANs recTayoHHO-
ro Bo3pacTa nyiog), 0KpPY>XHOCTb ronoBbl 31 ¢m, OLeHKa no
wkane Anrap 8/9 6annos.

C 24.12.2019 r. no 26.12.2019 r. npoBoOANNIACL UCKYC-
CTBEHHAA BEHTUNAUNA Nerknx. Y pebeHka 06Hapy>XeHbl
BPOXAEHHbIE MOPOKW Pa3BUTUS — BPOXAEHHAsA Anadpar-
ManibHas rpbika (WCTUHHAA Crnpaga), rMnonnasus Nerkoro.
Topakockonuyeckas guadparmopadus (nnactmka gnadpar-
Mbl) cnpasa BbinosHeHa 01.01.2020 r. OcmoTp HeOHATOMO-
ra BbIfIBUJ1 NepuHatanbHoe nopaxeHue LLHGC, cuHapom mbl-
LUEYHOI TMNOTOHWUM, CUHAPOM [BUraTEeNbHbIX HAPYLLEHWIA.
KaHanno3 HOBOPOXXAeHHOr0. OTKPbITOE 0BaNIbHOE OKHO, He-
[0CTaTO4HOCTb KpoBoobpateHus 0. 13 poannbHOro goma
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pe6eHOK ObIN NepeBeeH B OTAENEHME NATONOMN HOBOPOX-
JEHHbIX 11 HEJOHOLLEHHbIX [ETEN.

HacneacTBEHHOCTb He OTArOLWeHa, BO3pAcT mMaTepw
25 ner, Bospact otua 40 net, 06a 340p0oBbl. 3ajepxKKa
pasBuTUA C MEPBOro rofa Xu3Hu. Hayana xoauTb camo-
CTOATENbHO B BO3pacTe 2 rofia 6 Mec HeyCcTO4nBO, He pas-
roBapuBaeT. B aHamMHe3e 4acTble PeCNMPaToOpHO-BUPYCHbIE
NHgeKLnN.

HeBponoruyeckui cratyc

Co3HaHue sicHoe. Mo3HaBaTeNbHO-0PUEHTUPOBOYHASA
[NeATeNbHOCTb CHUMXeHA. OKPYXHOCTb rosloBbl 45 cM.
bonbWwoi poaHMYOK 3aKpbIT. HepenHo-nuueBble AMCMOop-
hun — mukpouedanus, runepTenopnuam, y3kue riasHble
LLLeNN, CrNAXKEHHbIA (DUIBTPYM, ManeHbKWii poT, NN0CKoe
NULO, 3NUKaHT, Niockas nepeHocuua. GrnaxeHHOCTb 3a-
BUTKOB YLIHbIX PaKOBMH. [110CKOBabrycHble CTOMbI. Yepen-
HO-MO3r0BbI€ HEPBbI: 3payku D=S, peakuusa Ha CBET XunBasg,
B30p (PMKCUPYET, B3rNAA4 3a npeaMeTaMun NpociexunBaer,
nerkas aCMMMeTpPMS HOCOry6HbIX CKNAaaokK, rnoTaHue n ¢o-
Haums He HapyuweHbl. MbiweyHasa runotonus, D=S. Cuaur,
non3aet, XoANT C NOAAEPXKKONA. CyxoXuiibHble pednekcsl
Hu3kue, D=S. MaTonornyecknx pediekcoB HeT. MeHuHre-
anbHble 3HAKK OTpMLATENbHbIE.

WHcTpymeHTanbHble MeToAbl 06cnefoBaHus

Mo maHHbIM peHTreHorpadum opraHoB rpyaHoi Knert-
KW, NNerovyHas TkaHb B3AyTa. JIero4HbIi PUCYHOK YCUIEH 32
CYeT COCYAMCTO-UHTEPCTMLMATIBHOIO KOMMOHEHTA, CryLLeH
BO BHYTPEHHeli NIer04HO 30He crnpasa. Kynon anadparmsl
YeTKWUIA, POBHbIIA.

AnekTpokapanorpadus: cuHycoBas Taxukapans (4acto-
Ta CepAeYHbIX COKpaLleHnii 115 ya/MuH, anekTpuyeckas ocb
cepfua Bnpaso. Axokapamorpagus: Kamepbl cepala He yBe-
NINYEHbI, KNlanaHbl HE M3MEHEeHbI, OTKPbITOE 0BaNlbHOE OKHO
0,3 cM, WYHT neBo-npasbii. COKpaTUTeNbHAA (PYHKLINS MUO-
KapAa yaoBneTBOpuUTENbHas.

PesynbTaThbl YNbTPa3ByKOBOr0 UCCIIEA0BAHMA OPraHOB
OPHOLLHO NONOCTM 1 NoYek 6€3 naTonoruii. HempocoHorpa-
(ons 6e3 naTonoruu.

BbicTaBnieH gnarHos: «[pyrue geneyny 4act XxpoMoco-
Mbl (CUHAPOM Ae Tpylum), BpOXKAeHHAA AnadyparmanbHas
rpbbka (uctuHHasa cnpaea). Onepauyusa ot 01.01.2020 r.: To-
pakockonuyeckas anadpparmopadusa cnpaea. [unonnasus
1 aucnnasus nerkoro. Mopaxexnne LUHC Bcneacteme xpo-
MOCOMHOI NaTonorum — cuHapom ae pywu. ManosecHbIn
ANs rectaynoHHoro sodpacta niog. CUHAPOM MbILIEYHOA
TMNOTOHWUU, CUHAPOM [BUraTesbHbIX HapyweHui. KaHanaos
HOBOPOXAeEHHOr0. OTKPbITOE 0BanbHOE OKHO, HEA0CTAaTON-
HOCTb KpoBOOGpaLeHus 0».

3l HEMOAYNIMPOBAHHbIN, HEPEryNApHbIA anbda-puTm
yactoToi 8-9 I, amnamTynoin Ao 60 MKB, B LeHTPanbHbIX,
TEMEHHbIX 06/1aCTAX B COMETAHUN C MELNIEHHbIMU BOSTHAMM
TeTa-Anana3oHa amnauTyaon ao 65 mkB, ymepeHHO Bbipa-
)KEHHbIN 6eTa-puTM YacTtoToi 20-22 lu, amnnuTyaoi oo
10 mKB B pacwnpeHHOi 30He 663 MPU3HAKOB MEXNonyLiap-
HOW aCUMMETPUU U Cneundmry4ecKon NaTonorn4ecKomn akTmuB-
HOCTW (puc. 5). Mpoba ¢ puTMUYeCcKon MOTOCTUMYNALNER
dhoTONapoKCM3ManbHOro 0TBETA He Bbi3Basna.

anunencus n NapokcnamMasibHble COCTOSAHUS

Ha MPT ronoBHoro Mosra 6e3 KOHTPACTHOr0 YCUNEeHus:
andepeHUnpoBKa CEPOro 1 6en0ro BeWeCTB Cria)XeHa.
OuvaroB 1 Anddy3HbIX 30H NATONOrMYECKOW NAIOTHOCTM B Be-
LLeCTBE FONI0BHOr0 MO3ra He BbisBfieHO. Mo3onnucToe Teno
ncToH4yeHo. CybapaxHouaanbHble MPOCTPAHCTBA CYXKEHbI.
bopo3sabl He yrny6neHbl. XKenyno4koBas cucteMa 06bI4HON
KoHdurypauum. CpeanHHbIe CTPYKTYPbI HE CMeLLeHbl. [uno-
(13 06bIYHOrO NONOXKEHMS U padmepoB. OTMe4aeTCA HU3-
KO€ pacnonoXeHne CUHYCHOro ctoka. GTBOJSIOBbIE CTPYKTY-
pbl 6€3 NaTONOrN4ecKMX CMrHanoB. MuHAANUHbI MO3XKe4Ka
He onyLueHbl (puc. 6).

Ha anekTpoHenpomuorpadun HMXHUX KOHEYHOCTEN
C perucTtpauuen f-BonH nokasarenn NpoBOAUMOCTU MO
nn. peroneus, tibialis, suralis d/s 6e3 0C06EHHOCTE.

leHeTUYeCKoe uccnegoBaHue

MpoBeneHo kapuoTunuposaHue B NbY3 «Pecny6nnkaH-
CKNI MEANKO-FeHETUYECKMNIA LIeHTP» T. Ydhbl. BbisBneHa Ya-
CTUYHAA MOHOCOMUSA XpomocoMbl 18 (cuHapom 18g-), Kapmo-
Tn 46XXdel(18)(q21.3).

IvarHos

MaumeHTKa KOHCYNbTPOBAHA FEHETUKOM, 0(DTaNlbMOO-
rom, oroneaom, 1eeKTonorom, optToneaom. 3akn4eHmne
ogranbmonora: QU-HucTarm, 4acTu4Has aTpogns 3puTesib-
HOrO HepBa, aHronaTus ceT4aTku. 3akno4eHne noroneaa:
3a/lepXXaHHoe peyeBoe pa3BuTne. 3akitoyeHne AedekTo-
nora: 3ajiepXaHHoe NCUXNYeckoe pas3BuTue. 3akoyeHmne
opTonea: NaTtosioruy ONOPHO-ABUraTeNbHOMO annapara He
BbISIBNEHO.

BbicTaBneH guarnos: «Q93.5. [ipyrue aeneymn 4actu xpo-
MOCOMbl. HacTM4HAS MOHOCOMMS XPOMOCOMbI 18 (CrHApOM
18Q-) ¢ BpOXAEHHOI fmadparmanbHON rpbhxen (onepupo-
BaHa), 3a[eP>KKON NCUXOPEYHEBOro pa3BMTUSA, MbILIEYHON -
MOTOHWEN, YepPenHo-NnLEeBbIMI AucMopduamamu, poTaTop-
HbIM HUCTArMOM, YaCTU4YHOI aTpOpueii 3pUTENbHOTr0 HEPBA».

Tepanus

MpoBoaunace HeilpomeTabonuyeckas Tepanus, puamno-,
KMHe3no-, urnopednekcorepanus. MNauneHTka BbinncaHa
Ha 8- neHb (20.01.2023 r.) noa HabNOLEHNE HEBPOJIOra,
negmarpa no mMecTy XWUTenbCTBa, AaHbl HEOOXOANMbIE pe-
KOMeHJaunum no aanbHenwwen peabunutaymu. NoBTopHbIE
CTaLMOHAPHbIE CeaHCbl Tepannm 0CYLLECTBAASINCH B TEHEHNE
10 gHeir. [lanee AeBO4YKa HEOAHOKPATHO Mofy4ana cTauuo-
HapHoe neveHue B MHO Ne 1.

OBCYKJIEHMUE / DISCUSSION

[MoCKONbKY Apyrue XpOMOCOMHbIE HAPYLIEHNS MOTYT
MMeTb CXOAHble NPU3HAKK, AN NOATBEPXAEHUSA AMATHO-
32 HeO0OXO0AMMO NPUMEHEHME COBPEMEHHbIX MOJIEKYNSAP-
HO-LMTOTEHETNYECKNX METOL0B UccnefoBaHus (Kapu-
OTUMMUPOBAHNE KYNbTYPbl NUMAOLNTOB, XPOMOCOMHbIA
MUKPOMATPUYHbIN aHanua, FISH-gnarHoctuka) [18]. Me-
TOA LMTOrEHEeTUYECKOro NccnesoBaHns 06bI4HO MOXET
NAEHTUMOUUMPOBATL KOMbLEBYD XPOMOCOMY NOC/e TOrO,
KaK C MOMOLLbI0 MOJEKYNIAPHOT0 KApMOTUNMPOBAHNA YCTa-
HAaBNMBAETCA TepMUHanbHasa aeneumns xpomocom 14q, 18q.
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PuCyHOK 5. DnekTposHiiedanorpamMma narueHTKy 5. (Bo3pacT 3 rosia)

Figure 5. Patient Ya. (aged 3 years) electroencephalogram

B03MOXHble aHOMaNMM reHoMa 4acTo UMEKT HeboNbLINE
pasmMepsbl, He NO3BOJIAIOLLME YBUAETb UX NPU CTAHAAPTHOM
KapuoTUMMPOBAHUK, HO OHW MOTYT 3HAYUTENbLHO BANATb Ha
KITMHNYECKYH KapTUHY, a B COYETAHUN C APYTUMU HapyLLe-
HUAMUW — YBENNYUTb TAXKECTb NATONOrMYeCKUX NposiBne-
HWIA, 4TO HEOOXOAMMO 3HATb AJ1S MEANKO-TeHeTUYeCKOro
KOHCYNbTMPOBaHNA ceMbW. PazpaboTaHa npeHaTanbHas
AunarHoctuka. Bo mHorux HabnwaeHuax geneumm xpo-
mocom 14q, 18q SBNSNUCL CNy4anHO HAXOAKON BO Bpe-
M$i MPOBEAEHUS XOPUOHBUONCUKN, aMHUOLeHTe3a y bepe-
MEHHbIX XKEHLLWH C YCTAHOBMEHHbIMM NOPOKAMI Pa3BUTUSA
naoja no pesynbraTaM MpeHaTanbHOro ynbTpa3ByKOBO-
ro ckpuuuHra [18]. B cnyyasx oTAroLWEHHOr0 CEMENHOro
aHaMHe3a UNTOreHeTn4ecKas aKCnepTnaa KeToK BOPCUH
XOPWUOHA U/ AMHUOTUYECKOW XNAKOCTU NPOBOANTCS
LieJIeHanpaBieHHoO.

Ony6nunKoBaHbl fJaHHbIE 0 BapUaHTax Aeflelnn Xpomo-
combl 14 ¢ yyeTom gepuunta OTAENbHbIX FEHOB. TaK, Knu-
Hu4eckue npossnenns geneuun 14913 moryT pasnuyatb-
CS B 3aBMCUMOCTW OT TOr0, KAKOr0 OHAa pa3mepa, a Takxe
CKONbKO U KaKe UMEHHO FeHbl OblnK yTpadeHsl. B uenom
npegnonaraeTcs, 4To CyLWecTBYeT ABe rpynnbl Noaei ¢ ae-
neumen 14q13: ¢ nerkumm n TsHXKENbIMKU cumntTomamu. fe-
neumnn, 3atparunsatowmne reH NKX2-1, npuoasaTt K 4pe3Bbl-
YyanHo BapmabesibHOMY BUAY NATOSIOTMK, U3BECTHOMY Kak

https://epilepsia.su

CUHAPOM «MO3T — NIErKne — LWNTOBMUAHAS xenesa». Hanbo-
nee o6Lime 4epThbl geneunn xpomocombl 14q13, BKnoyato-
wei reH NKX2-1: 3afiep>Kka B pa3BuTum, 3ajepxka B pas-
BUTWUMN peYMn, pasnmyHas CTeneHb TPYAHOCTM B 06Y4YeHUM
WK HECMOCOBHOCTb K 06Y4eHNI0, FTNOTUPE03, XOPeoaTeTos,
BO3MOXXHbI€ HapyLLUEHWs B paboTe Nerkux MoryT NpuBecTu
K 3aTPYAHEHMIO ObIXaHWA U PECNMPATOPHLIM MHAEKLUAM.
MoTeps coceaHero reHa PAX9 MOXeT BbI3BaTb rMMNOOHTMIO/
0NNrofoHTUO (0TCyTCTBME 3y60B). e RALGAPAT cuuTaet-
CA NPUYMHOW HEBPOJIOTMYECKNUX PACCTPONCTB, CBA3AHHBIX
c geneuuen xpomocomsl 14q. [letn, umeroL e T0N1bKO 04HY
KOMNWIO 3TOr0 reHa, 061afatoT TEMU XXe OTANYUTESIbHbIMM
0CO6EHHOCTAMU, HTO M AETU C MyTaUMAMU B HEM, @ UMEH-
HO: HapyLUeHWe YMCTBEHHOIO Pa3BUTUS, PErPECC PEYeBOro
pa3BMTUS B AETCTBE, NPOSAB/IEHNS ayTUYECKOr0 NOBEAEHUS,
3ajepxKa B pa3BuTumM 1 runoToHMsA. Takxxe npeanonaraor,
4T0 ANcdyHKUMA reHa RALGAPAT MoXeT 6bITb CBA3aHA C CY-
JOPOXHbIM CUHAPOMOM [3, 4].

Ecnu 3aTpoHyTbl COCEHME YHACTKN XPOMOCOMbI, TO NO-
cnencTBMst MOTyT ObITh 60nee TsHKenbimu. Hanbonee ce-
pPbe3Hble CUMNTOMbI 06HAPYXXEHbI Y NIIOAEIHA C Aeneunsamm,
pacnpocTpaHaLLMMmMcs Ha yyacTok 14q12, roe pacnonoxex
reH FOXG1, noteps KOTOPOro NPMBOAUT K TAXKENON hopme
WHBanuAHocTu. B cnyyae, ecnu 3aTpoHYT reH FOXGT (nnm
Jeneumns nponcxoanT OTHOCUTESTIbHO 6/IN3KO K HEMY), 06Ha-
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PY>XNBAETCH PAd KIMHMYECKNX 0COOEHHOCTEN, BKIO4at0-
LLMIA Manblii pazamep ronosbl (MuKpouedanus), areHesmnio
MO30/IMCTOr0 Tena (HapyleHue pasBuTusa CnieTeHns HepB-
HbIX BOJIOKOH, COEMHSIOLMX NPABOEe M NeBoe nonywapus),
HEO0ObI4HbIE YePThl NTNLA, HU3KUA MbILIEYHbIA TOHYC U CYL0-
POXHbIA cuHapom [3, 4].

Haunbonee o6Line 4epTbl MUKPOLESIELNA XPOMOCOMbI
14912-14913.1: 3agepxKa B pa3BUTuK, 3aMeSIEHHbIE TEM-
Mbl POCTa rOM0BbI (MUKPOLEedanus), TPyAHOCTU NPU KOPM-
neHnmn, pednioKe 1 HecTabusbHbIA HABOP Beca (3ajepxka
(h13M4eCcKOro pa3BmTns), 3anopbl, HU3KUA MbILIEYHbIA TO-
HYC UM KOMOWUHALNA MOBbILEHHOrO W MOHWUXXEHHOTO Mbl-
LLIEYHOr0 TOHYCA, HEOObI4HbIE YepThl INLA, BPOXAEHHbIE
3aTpyOHEeHNS AbixaHus, anHod, Ha MPT HapyweHune passu-
TS MO30JINCTOrO Tena (CNjieTeHMe HepPBHbLIX BOJIOKOH, CO-
eflMHAIOLLee NIeBOE 1 NMpaBoe nonywapus), CyaopoXHbIii
CUHAPOM / CYLOPOXXHbIE ABUXEHUS, 6PYKCU3M, XONOLHbIE
KUCTU 1 CTOMbI, HAPYLLIEHNS CHA, Y4acTble NHAEKLMOHHbIE 3a-
6051eBaHMA (MTHEBMOHWSA, BOCMANEHUA CPEAHEr0 yXa), NHeB-
MOHMS MOXET BbITb BbI3BaHA Ped)IOKCOM (acnupawmen), no-
BTOPAOLLMECA (CTEPEOTUNHbIE) ABVKEHUS, NOXOAKA MOXET
ObITb HEYCTONYMBON, cNaboe 3peHne, pa3apaXkKuTenbHOCTb
1 6ECMPUYMHHBIVA Na4 y HOBOPOXAEHHbIX. OcTaeTcs BONpoc
0 [JasibHemnLlen reHeTNYeCKOM ANarHoCTUKE C MOMOLLbIO Ce-
KBEHWPOBAHNS 3K30Ma NS YTOYHEHMS TOYKOBbIX MyTaLWi
3NUNENTUYECKMX JHLedanonartui [3, 4].

anunencus n NapokcnamMasibHble COCTOSAHUS

PucyHOK 6. MarHITHO-PE30HAHCHBIC
TOMOT'PAMMBI F'OJIOBHOT'O MO3T'A AITUEHTKH 1.
(BO3pAcCT 3 roA):

a, b — cy6apaxHOU/IJIbHBIE IPOCTPAHCTBA
CYEHBI, TU(PPEPEHITUPOBKA CEPOTO U OEIOTO
BEIECTB CITIAKEHBI, €, d — IUCTeHes3 s
MO3OJIACTOrO TeJId, HU3KOE PACTIONOKEHUE
CHUHYCHOTO CTOK4

Figure 6. Patient Ya. (aged 3 years) brain
magnetic resonance images:

a, b — narrowed subarachnoid spaces,
smoothed differentiation of gray and white
matter; ¢, d — corpus callosum dysgenesis, low
location of the sinus drainage

B nuTepatype ecTb AaHHbIe 0 BapuaHTax Aeneuun xpo-
mMocombl 18 ¢ y4eToM fednunTa OTAENbHbIX FeHOB. 0C06eH-
HOCTM cUHApPOMA 180- ABNAOTCA pe3ynbTaTOM NOTEpPU HEKO-
TOPOro KOJIMYecTBa pa3HbiX reHoB. B ABYX nccnenoBaHumax
¢ y4yactuem 6onee 50 yenosek Bce aeneunn 18q 6binn pas-
HbIMU, 4TO FOBOPUT 06 OTCYTCTBUM EANHON HA4YANbHOM TOYKM
MOJSIOMKW ANUHHOMO nieya xpomocombl 18. CnepoBaTensHo,
y 60NbLUIMHCTBA NOAEN ¢ geneunen 18q oTCYTCTBYIOT pas-
Hbl€, HO 4aCTO NepeceKarLwnecs 4acTn XpoMocombl [15].

ViccnepoBaHnsa noBpeXAeHHbIX Y4aCTKOB XPOMOCOMbI
1 NPU3HAKOB, 3@ KOTOPbIE OTBEYAKOT reHbl, NTOKANN30BAHHbIE
Ha 3TUX KPUTUYECKMX Y4acTKax, NO3BOJIAKOT NOHATL Nartore-
HE3 HapyLWeHWiA B pa3BuTum 601bHOro pebeHka. Hanpumep,
HWU3KOPOCNOCTb, 3a[epXKKa MUeSIMH3aumnn, y3kue (Mim oT-
CYTCTBYIOLLME) CITYXOBbIE XO[bl 1 aHOMAJINA CTON Y 60JIbHbIX
¢ cuHapomom 18g- 6biin KapTUpoBaHbl B permoHe 18g22.3
n 18923. Hegoctato4HoCTb runodusa npu cuHpgpome 18p-
onpeneneHa B pernoHe 18p11.32 n 18p11.21. Koppensuun
MeXJy reHOTUNOM 1 (DeHOTMIMOM TaKXe UMEKT 3HAYeHne
B Nog60ope nepcoHasbHbIX CXeM Tepanuu 1 onpegeneHnm
NPOrHo3a Ans KOHKPeTHOro 6onbHoro [18].

Cneumdpunyeckune YepTbl ans cuHgpoma 18qg-: nemmenn-
HM3auma n aedekT cuHTe3a 0CHOBHOIO MUENIMHOBOrO 6esl-
ka LUHC. B HacTosiLLee Bpemsa He YCTAHOBMEH MeH, Jeneuus
KOTOPOr0 BbI3bIBAET HAPYLLIEHUS MUENNHU3ALMUN, HO 06CY K-
[aetcs ponb reHa — kanaugata MBP (anrn. myelin basic
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protein) B guctanbHOM yyacTke 18q, akcnpeccupytowerocs
B oniurofeHgpountax [1].

B nccnepnosanun C. Zweier et al. (2008 r.) nokasaHo, 4To
reH TCF4 B yyacTke 18g21 oTBevaeT 3a cuHapom Mntra-—
XOMKWHCa, XapakTepuayoLwmniics TpyLHOCTAMU C 00Y4EHN-
€M, 0C06bIMU YepTamu Nnua (60JbLLON KITHOBOBUAHbIA HOC,
LUMPOKWNIA POT N MACUCTbIE TY6bl) N Npo6eMami C bIXaHU-
em [22].

KnuHuyeckne nposiBieHns 0TANYAOTCA NOAUMOPEN3MOM,
ANUNIENTUYECKNE NPUCTYNbI B paMKaX AAHHON NaTONOMM MO-
ryT 6bITb FEHEPANTM30BAHHLIMI 11 (DOKANbHBIMI. Anunencus
NP1 XPOMOCOMHOW NATONIOr MK NO 3TNONATOrEHE3y OTHOCMTCA
K HacneCTBEHHbIM 3NUENCUAM U, KaK NOKa3bIBAKT AaHHbIE
NUTEpaTypbl U HaWW HabNAeHMs, 0TIMYaeTca dapmakope-
3UCTEHTHOCTbIO [2, 23-26]. [T0aTOMY HEO6X0AMMO HA4YMHATb
NPOTMBO3NUIIENTMYECKYIO TEPANUI0 NpenapaTamm Banbnpoe-
BOW KWUCNOTbl KaK CPEACTBOM NepBON JIMHUKN, OAHAKO MOHO-
Tepanus TakuMm npenapaTamu He 6bina apdekTusHon. de-
Ho6ap6buTan okasancs cpefCcTBOM AOCTUKEHNUS PEMUCCHN
B COYETaHuu C NPOBOAUMON NPOTUBOCYAOPOXKHOW Tepanu-
ei. iccneposanus cuHapoma 18g- AEMOHCTPUPYIOT, 4TO 3Ta

XPOMOCOMHAs aHOManus KNNHNYECKN CBA3aHa, NPex e Bce-
ro, C BO3MOXXHOW aHOManuen Mo3ra u pas3nuyHbiMn opma-
MW YMCTBEHHOWM OTCTANnoCTK y 1eTeN, a TaKXKe C BPOXKAEHHbI-
MW NopoKamu 1 HapyLieHnsmu passutus [1, 15, 18].

3AK/IIOYEHHUE / CONCLUSION

PenkocTb aHHON MAaTONOrUKU, HaNM4ne OCIOXHEHMUIA,
[lOpPOroBN3HA MHBA3NBHON ANATHOCTUKN, BapnabenbHOCTb
deHOTMNA, BKIIOYAA TSHKENble BPOXAEHHbIE MOPOKN pa3-
BUTUA Yy [eTeil C MUKPOLeneunsaMu, — BCce 370 NpuUBOAUT
K HE04MarHoCTUPOBAHMIO NALIMEHTOB Ha 3Tane npeHaranb-
HON OMArHOCTUKM C NOCNEAYOLEN TAXECTbIO NIe4eHNs, me-
JINLMHCKOW 1 MCUX0CoLManbHOR peabunutauun geten B 06-
wectse. [pyn BO3HUKHOBEHUN peddpaKTEPHON 3nuiencum
B MJIafleH4YeCTBE C 3a[ePXXKOW pPa3BUTUSA MO HEU3BECTHON
npuynHe cneayet NPOBECTU MONEKYNAPHO-LUTOrEHETH-
4yeckoe 06ce0BaHNe: XPOMOCOMHbIA MUKPOMATPUYHbINA
aHanna, naHesn reHoB anunencuu (CeKBeHNpPOoBaHNE HOBO-
ro NOKOJIEHMSA, CEKBEHPOBAHME BCEIO 9K30Ma) U MeNKO-
FEHETNYECKOE KOHCYNbTUPOBaHNE.
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