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Cunppom Kabyku (CK) — pepkoe HacneacTBeHHoe 3aboneBaHue, xapakTepusyiolleecs cneuuduyeckumm mopdonoruye-
CKUMUW U3MEHEHUAMM NNLA, OTCTaBaHWEM B POCTe, Pa3fINyHbIMU NOPOKaMW PAa3BUTUA W MHTENNEKTYaNbHON He0CTaTOYHO-
CTblO Pa3NIMYHOI CTENEHMN TAKECTU.

Llenb paboTbl — nccnepoBaHne ocobeHHocTeit cuHapoma Becta npu CK no gaHHbIM 0630pa iuTepaTypbl 1 onucaHue cobeT-
BEHHOrO HabntoAeHUs (KIMHNYECKOM KapTUHbI N 3 HEKTUBHOCTY JIeYeHus).

MposeneH 0630p nutepatypsl no 6azam OMIM, Web of Science, e-library, nocBsiweHHbI 0COGEHHOCTAM KAUHUKK, [UATHO-
CTUKMW 1 NOAXOAO0B K Tepanuu cuapoma Becta npu CK. MpoaHann3nposaHbl CTaTbu C ONUCaHMEM ClyYaeB INUNENCUm npu
CK. NMpuseneHo cobcTBeHHoe HabnopeHne CK y mauueHTa My)CKOro mona ¢ 3nuiencuei, Ha KNMHUYECKOM NpumMepe
npoaHan13nMpoBaHbl 0COBEHHOCTU TeyeHns cuHapoma Becta npu CK.

Coyetanue CK u cuHgpoma Becta ycyry6nsier HeBponornyeckuii aeduumut u npUBOAUT K GOPMUPOBAHUIO BbIPAXKEHHO
3afiepKKM NCUXOPeYeBOro U MOTOPHOTO pa3suTUA. OcobeHHoCTAMK Tepanuu cuHapoma Becta npu CK aBnsioTca HU3kas
3 HeKTUBHOCTb aHTUINMNENTUYECKNX NPenapaToB 1 0T4eTANBasA 3PMEKTUBHOCTb KETOTEHHON [MeThl, @ TaKKe aTunnyHas
peakuus Ha ropMoHOTEpanuio B BUAE OTYETNUBON NONOXWUTENBHON LUHAMUKU — 3HAUUTENbHOTO YPEeXeHWUA NpUCTYNoB,
O/\HOBPEMEHHO C HapacTaHWeM YPOBHA NeYeHOUHbIX hepMeHTOB.

KntoueBble cnoBa: cuHapom Kabyku, anunencus, cuHapom Becta, ropMoHbI, aHTUINUAENTUYECKUE NpenapaTbl, KEeToreHHas
aveta
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Kabuki syndrome (KS) is a rare genetic disorder that has facial phenotypic descriptors, retarded growth, various malfor-
mations and different degrees of intellectual disability.

Objective: to study the characteristic features of KS comorbid with West syndrome according to literature review
and data collection together with KS described clinically, and treatment success rates by the clinical case study research.
There was conducting literature review on the topic in the databases OMIM, PubMed, Scopus, and e-library. The articles
describing cases of epilepsy in patients with KS were analyzed. We conducted our own observation of KS in the male
patient with epilepsy and West syndrome in a patient with KS was analyzed by the clinical case study research.
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Kabuki syndrome comorbid with West syndrome increases neurological deficits and leads to the formation of a marked
delay in mental and speech development and psychomotor development retardation. Peculiarities of the treatment
of KS comorbid with West syndrome are the lack of efficacy of antiepileptic drugs, and the very visible effectiveness
of the ketogenic diet, together with an atypical response to hormone replacement therapy in the form of distinct posi-
tive dynamics — a clinically meaningful reduction in seizure frequency along with elevated liver enzymes.

Key words: Kabuki syndrome, epilepsy, West syndrome, hormones, antiepileptic drugs, the ketogenic diet
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Cunnpom Kabyku (CK) (Kabuki syndrome, KS) — pen-
KOe HaCJIACTBEHHOE 3a00JIeBaHME, XapaKTepHU3yIoIIeecs
crierdpuyecKuMu MopdoIorndecKMMI N3MEHEHUSIMU JT -
11, OTCTaBaHMEM B POCTE, Pa3TMUYHBIMU TIOPOKAMU Pa3BUTHS
W MHTEJUIEKTYAJIbHOW HEIOCTATOYHOCTBIO Pa3IMYHOM CTe-
neHu TsekecTd [2]. TlepBoHavyanbHOE Ha3BaHUE — «CUHIPOM
rpuma Kabyku» (Kabuki make-up syndrome), Takoke U3BecT-
HO Ha3BaHME CMHApPOMA I10 (paMIUIMSIM aBTOPOB, BIICPBBIC
ero onucaBmux B 1981 1. He3aBUCHMO IPYT OT Apyra, —
Niikawa—Kuroki (HuukaBa—Kypoxu) [1]. [TamueHTsI
C 5TUM CHUHAPOMOM (DeHOTUITMIECKN HAITTOMUHAIOT aKTEPOB
teatpa Kabykn. CK nmpusHaeTcs oqHUM U3 peaJaiiimx,
BcTpevaercs B AmoHuu ¢ yactoToii 1 cirydaii Ha 32 000 HoBO-
POXIEHHBIX, B 3alafHbIX cTpaHaX — ¢ yactortoi 1:86 000.
ITo nannbm 2018 1., B Mupe n3BecTHO mpumMepHo o 1000 ma-
LIMEHTOB C JaHHBIM CUHIPOMOM.

B nocnegHue roabl MOSIBUIOCH MHOIO ITyOJIMKALIUA
B pa3HBIX cTpaHax, mocBgmeHHbIX atrnoioruun CK [7].
IIpeanonaraioT X-cuerleHHOe WJIM ayTOCOMHO-IOMU-
HaHTHOe 3aboseBaHue. Bopensior 2 Tuna CK. CK 1-ro
THUIIA — ayTOCOMHO-TOMWHAHTHOE 3a00JIeBaHIE, KOTOPOE
BBI3BIBAIOT TETEPO3UTOTHBIC TTATOreHHBIC MyTAaIlUM TeHa
KMT2D (npyroe ero HazBaHue — MLLZ2), KOTUPYIOIIETO
Jm3uHcnenuduueckyo Metmarpancdepasy 2D (lysine-
specific methyltransferase 2D) (OMIM: 300867). MyTaLuu
BreHe KMT2D, pactmionoxxeHHOM Ha XxpoMocoMme 12q13.12,
obHapyxupaioTcs y 70 % naunenTon ¢ CK.

Cunapom Kabyku 2-ro tumna — X-cIrerieHHoe 3a00-
JIEBaHME, BBI3BIBAEMOE Te€TEPO3UTOTHBIMU MaTOTeHHBIMU
MyTauussMu reHa KDM6A, Konupyooniero rucToH-IeMe-
THIa3y, B3auMoecTBytolnyto ¢ KMT2D. Mytaliun B TeHe
KDMO6A, pacrionoxeHHOM Ha X-xpomMocome (Xpll.3)
(OMIM: 300867), cocrasmsior okono 5 % ciaydaes CK.
B npyrux ciydasix coobmaeTcst o Hanmmaun y 601bpHbIX ¢ CK
CTPYKTYPHBIX TIEPECTPOCK XPOMOCOM, TAaKMX KaK KOJIbLICBast
X-xpoMocoMa, TPaHCIOKAIUU, AYTUTMKALUY, UHBEPCUUN
8-11 xpomocombi [20]. B reHeTMYeCKMX UCCIIE0BAHMSIX BCTPE-
yaroTcs gaHHble o codetannu CK ¢ mpyrumuy HacJieICTBeH-
HBIMHU 3a00J1eBaHUSIMI: cHIpoMoM Dpetizepa, TMIOKAI-
eMUYECKUM TEePUOAUYCCKUM IapaandoM, CHUHIPOMOM
®aHKOHM, caxapHbIM AradeToM 1-ro Tuma [7, 9, 15]. Beumy
HeronHoi n3ydeHHocTH TpuurH CK ero martonormdeckue
MEXaHM3MBbI TAKXKE OCTAFOTCSI HEIOCTATOUHO SICHBIMMU.

Hawnbosee n3zydeHbl poJjib 1 BIMSIHAE MyTalllii B reHaxX
KMT2D n KDM6A. Ob6a reHa BBICTYIIAIOT SIIUTEHETUYEC-
CKVIMM PETYISITOpaMy MOAN(DUKAIINHA THCTOHOB (SIIePHBIX
0eJIKOB) U UTPAIOT BAXKHYIO POJIb B IIPOLIECCE IKCIIPECCUU
reHoB. edeKThl KogupyeMbIX MU (DEPMEHTOB U3MEHSTIOT
METWIMPOBaHME JIM3WHA B TucToHe H3, uyTto mpuBoguT
K Pa3BUTHUIO T€TEPOreHHBIX BPOXKICHHBIX aHOMAIM (de-
PEITHO-JIUIIEBBIX, CKEJICTHBIX, BUCIIEPATIbHBIX), HEBPOJIO-
TUYECKUX W SHIOKPMHHBIX HapyiieHuii. Kpome atoro,
KMT2D v KDM6A npuHuMaroT yyactue B 1uddepeHI-
poBke HaTuBHBIX CD4+ T-1MMbOLNTOB B UMMYHOKOMITE-
TEHTHBIC KJIETKH. DTUM OOBSICHSIETCS TOT (haKT, UTO Y MHO-
rux narueHToB ¢ CK oTMeuaroTcs IMMYHHBIC HapyIIeHUs],
TIPOSIBIISTIONIMECS KaK CHIDKEHMEM ITPOTUBOMH(MEKIIMOHHOMN
3aIUTHI, TAK 1 ayTOMMMYHHBIMH paccTpoiictBamu. M3-
3a UMMYHOIe(bUIINTA TMAIIMEHTHI CKIIOHHBI K YaCTHIM MH-
(beKIIMOHHBIM 3a00JIeBaHISIM (OCOOEHHO YacTO BCTPEYaIOT-
¢ MHGEKIINY BEPXHUX IbIXaTeIbHBIX ITyTel, ITHEBMOHUM).
Bo3MoxkHO pa3zBuTHe MAMOIIATUYECKON TPOMOOLIUTOIICHU -
YeCKOI MypIrypbl, ayTOUMMYHHOM T€MOJIMTUYECKOI aHe-
mun (9 %), nonmuuuremuu (4 %), runoraMmariooyim-
HeMUHU A, HeOHaTalbHOI runepouaupyorHemun (20 %)
1 myKosucimmosa (2 %) [16].

[MomuepkuBaeTcst BaXKHOCTh ONMMcaHUs (DeHOTHUIA
V Pa3IWYHBIX MMAIIMCHTOB UISI OMPEaeICHNS TMarHOCTH -
YeCKOI 3HAUMMOCTH KITMHUIECKMX ITPOSBICHUI 1 TTOBbI-
meHus 3POEKTUBHOCTU TUATHOCTUKU cuHApoMa [3].
Junarno3 CK ycraHaBimBaeTcss Ha OCHOBaHUY KJIMHUYE-
CKHX KPUTEPHEB.

[TpennoxeHo S KapaAMHaIbHBIX TIPU3HAKOB 3a00J1€Ba-
Husl [5]:

1) dpeHoTrnMYecKu cBoeobpasHoe uo (100 %): mivH-
HBIC TJIa3HBIE IIETH, TYCThIE PECHUIIBI, BHIBOPOT HIXK-
HEro BeKa (9KTPOIMOH), IMMPOKas MEPEHOCHUIIA,
MIPUTLTIOCHYTBIN KOHIMK HOCA, OOJIBIIINE OTTOITBIPEH-
HBIE YIIW, OPOBU B BHUIE apOK C PEAKUM POCTOM
B X OOKOBOIi YacTU, HU3KUI pocT BoJioc. bunare-
panbHbIi taroptanbsm pu CK o0yciaoBIeH BEIBOPO-
TOM JIaTepaJIbHOM YaCTH HIDKHETO BEKa;

2) ckeneTHble aHoMamuu (92 %): maTonoTUsl Yepera
1 MUKpoIiedanms, roTuIecKoe HEOO0 (BEICOKOE), pac-
11IeJIMHA TBepOro HEOA B COYETAaHUU C 3asTUbeil ry0oi,
3yOHBIC aHOMAIUHU (ITMPOKKUE 3yOHBIC TIPOMEKYTKH,
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HEI0CTaTOYHOE YMCJIO 3y00B, HePaBUJIbHBIN ITPUKYC),

3amepKKa pocTa, KOPOTKHUE IMaJbIbl pyK (OCOOCHHO

yKopoueHue V maiblia), KpecTIIOBO-KOITYMKOBAsI T1a-
3yxa (AMUTEIMATbHO-KOITYMKOBHII XOII), IIOBBIIIICHHAS

IMOIBIKHOCTH CYCTaBOB, CKOJIMO3;

3) u3MeHeHUS IepMATOIIN(UKN: (peTaTbHBIC TTOMYyIIIeY -
KM Ha KOHYMKax nanbLes (93 %);

4) MHTEJUICKTYaJIbHBIN Te(PULINT Pa3IMIHON CTEIICHH TsI-
xectn (92 %). 1Q B cpemHem coctanisieT 60—80 6ayuIoB.
Bosee yem B 80 % ciyyaeB HEBPOJIOTMYECKIE CUMIITO-
MBI IIPEACTABIISTIOT INIABHYIO KIIMHUYECKYIO IIPOOJIEMY;

5) mocTHaTaibHas 3aaepxka pocta (83 %).

Co cTOpOHBI LIEHTPaJIbHOI HepBHOM cuctembl 11t CK
XapaKTePHBI 3aIep>KKa YMCTBEHHOT'O Pa3BUTHS, TIPUCTYIIHL,
OTCTaBaHUE B (PU3UIECKOM pa3BUTUU, TUIIOTOHMS. Kpome
TOTrO, MOTYT HaOIIOAAThCS Mapalnd OTBOMISIIIEIO HEepBa,
HHUCTarM, Kocorjiasue, onyimeHue Beka [12, 19]. C poxne-
HHS BO3MOXHO CHIDXKEHHE COCATeIbHOTO U TJI0TaTeIbHO-
ro pedaekcos [8]. letn ¢ CK yacTo UMeIOT ayTUCTUYECKIE
yepThl. XapaKTepHbl HapylleHWe NOBeASHUSI, 0eIHOCTb
SMOLIMI, TEHACHIIUS K KeBaHUIO HECheTOOHBIX IIPEIMETOB
[6]. ITo Mepe B3pOCIeHUs JETH OTCTAIOT B IICUXOJIOTMYE-
CKOM U1 (pM3UYECKOM Pa3BUTHH, HAOIIOMAIOTCS HAPYIIICHUE
KOOPIMHAIIUY ABVKEHUH, 3aIepXKKa PEUeBOrO Pa3BUTHS,
BCTpPEYACTCSI TPEMOP KUCTEI M CTOII. DIIICTICUIO MOXKHO
OTHECTHM K XapakTepHbIM TopaxeHusM npu CK, ona
BcTpevaetcs ¢ yactoroit ot 10 10 40 %.

OmnHako penkas BctpedaemocTh CK 1 onmcareapbHOe
HaKOIUICHNE JaHHBIX 00 MUJICTICUM B KIIMHUIECKOM Kap-
THHE 3200JIeBaHNUs IeIal0T aKTyaJIbHBIM KaK aHAJTUTHIC-
CKMi1 0030p IUTEePATYPHI, TAK 1 OIIMCAHUE PEIKUX CIyda-
eB TSKEIBIX (pOpPM IMUICTICHMU, OCOOCHHO CHMHIpOMa
Becra (CB), ripu a3TOoM 3a001eBaHNT

Ilens padoTel — ucciaenoBanue ocobeHHocTeit CB
npu CK 1o gaHHBIM 0030pa INTepaTyphl M OIIMCAHUE K-
HUYECKOI KapTUHBI, 3(PDEKTUBHOCTH JIeYCHUS HA TIPU-
Mepe KIMHNYECKOTO CIyJast.

IIpoBenen 0630p muTepaTyphl 1o 6azam OMIM, Web
of Science, e-library. B kauecTBe KITIOYEBBIX CJIOB HCITOIB30-
BaJIich caenyroiue: Kabyku, snunencusi, cuHapoM Becra.
[Ipoananm3upoBaHbBI CTaThU C OIMMMCAHUEM CIIyJaeB SIIH-
nenicuu rmpu CK.

B 2018 . onybaMKoBaH MeXXIyHAPOAHBII KOHCEHCYC
o guarHoctnyeckuM kpurepusm CK [5], B koTopom aB-
TOPBI MOAYEPKUBAIOT BaXKHOCTh ITOCTAHOBKHU muarHo3a CK
KaK C MOJICKY/ISIPHO-TeHETUYECKIM TTOATBEPXKICHIEM, TaK
1 06e3 HeTo. DIUJICTICUIO MOXKHO OTHECTHU K XapaKTEPHOMY
st CK mopaxkenuto [1]. Dnmaentrudeckue MPUCTYITbI
IEeOITUPYIOT B IIMPOKOM BO3PACTHOM IMAara3oHe —
OT MJIaleHYeCTBa OO0 MJIAIIIETO IIKOJHHOIO BO3pacTa,
yaiie BcTpevaroTcs y aeBouek. [Ipeobnagaior hokanibHbIe
dopmbl srmnencuu. Cemuonorus nmpuctynos npu CK
HemocTaToyHo u3ydyeHa. B 2017 . 6bU1 0ny0IMKOBaH Tep-
BBII1 0030p IT0 XapaKTepUCTUKE SIMIICTICUN Y ITAIlUeHTOB
¢ CK ¢ myraumsavu KMT2D. ViccnenoBaHue BBISIBUIO
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0oJiee BHICOKYIO pacIIpOCTPaHEHHOCTh SIMWICTICUM U Ya-
CcTOTY (POKAJIBHBIX IIPUCTYIIOB, YeM COOOIIAIOCh paHee
[13]. B uenom snumercust mpy JaHHOM CUHIPOME XOPOIIO
KOHTPOJIMPYETCSI MEMUKAMEHTO3HO. OTHAKO BCTPEYArOTCS
cayJan pedpakTepHO SIMIICTICUN, HAIIpUMep P cove-
TaHUM (POKAJBHOM SMWIETICUU C OuIaTepaJbHOM Mepu-
CUJIbBUAPHOU noJuMuKporupueii. Ilo jaHHBIM aBTOPOB,
BBISIBJICHBI Pa3IMIHbIC CTPYKTYPHBIC, BPOXKIEHHBIC aHO-
MaJliM, UTPABIIIKE pOJIb B TeHe3e (papMaKOpe3nCTCHTHOM
smunenicuy npu CK, B ToM unciie GmnarepajibHas Wi YHU-
JIaTepaiabHasl TIepUCIIbBHAPHAS TTOJIMMUKPOTHPHS, apax-
HOMIAJIbHBIC KMCTHI, aTpOMUECKIIe M3MEHEHUS TOJIOBHOTO
MO3ra, CTBOJIa, MO3:KeuKa, T1hdy3HBINM TMIIePUHTEHCUBHBII
T2-curHan oT 4Ye4yeBM1IEOOPA3HOTO, KPACHOTO M 3yOUaToro
siiep ¢ 2 CTOPOH Y MalyeHTa ¢ TpeMopoM [6, 17]. Ilpu anek-
TposHLIehaTorpauIecKoM HUCCIeIOBaHUM Y TTallieHTOB
¢ CK, mo maHHBIM aBTOPOB, BBISIBIISTIOTCS XapaKTepHBIE pe-
TMOHAJIbHBIC 3MICNTUMOPMHBIC HAPYIIICHWSI B BUAE BU-
COYHO-3aThIJIOYHBIX CITAMKOB, KaK eAMHUYIHBIX, TaK 1 ITPO-
TOJDKEHHBIX [6]. A. Ogawa 1 coaBT., 00cen0BaB 9 nalMeHToB
¢ samwienicueit ipu CK, BBISIBUIN 10 TaHHBIM 3JICKTPO3H-
edanorpaduu (33I') pernoHaTBHYIO AMUICITU(HOPMHYIO
AKTUBHOCTD «CIaliku» — B 7 ciy4yasx, nuddy3Hbie KOM-
IJICKCHI CTIaliK—BOJIHA B | CiIydae ¥ TUIICApUTMMIO TaKKe
y 1 manmenTa. Dmtencust npu CK B OONBIIMHCTBE CITy4aeB
XOPOIIIO KOHTPOJIMPYETCS aHTUATUICTITUISCKIMM TIperia-
paramu [20]. OT™MedyeHa 3POEKTUBHOCTh 30HUCAMUIA
B JiIe4YeHUM 3TOoro cuHapoma. Crerndpuueckoi Tepanuu
HeE CYIIECTBYeT. B sTHBapcKOM HOMepe BemyIlero aMepu-
KaHcKoro XypHana PNAS Oblita onmyOJIMKOBaHa CTaThbs
o JieueHnn yMcTBeHHOI oTcTanocTu rpu CK. CyTb Tepa-
MUY 3aKJII09aeTCs B IPUMEHEHUN HU3KOYTJIEBOTHOM Ke-
TOHOBOI IMETHI, KOTOPasl pacCMaTPUBAeTCsI KaK IePCIeK-
TUBHOE HampaBieHue [23].

CyIIeCcTBYIOT €IMHUIHBIC ITYOJUKALIMY O TSKEJIOM Te-
yeHun snuiencun mpu CK, yaiie o0ycIOBIEHHOM BPOXK-
JMIEHHBIMM aHOMAJIMSIMU TOJIOBHOTO MO3Ta U CIielrduye-
CKUMU 3IMWIETITUICCKUMHI CUHIPOMAaMH.

Ormmucanust CB ripu CK B tutepatype eqHMIHbL. Criydaii
TOHMYecKux crna3MoB B pamkax CB mpu CK Obut onmcan
A. Mitsudome u coaBt. B 1997 . y manbuuka 6 mec [18].
A. Ogawa u coasr. (2003) mpu M3y4eHUN SMTCTITUICCKIX
mpuctymnoB Ipu CK y 9 marmeHToB onucaim B 4 CryJasix Te-
HepaJl30BaHHbIE TIPUCTYITHI, Y 2 TIALMEHTOB — CJIOXKHbIE (PO-
KaJIbHBIC C TIEPEXOIOM BO BTOPUIHO-TEHEPATM30BaHHBIC CY-
JIOPOKHBIE, elle y 1 — aToOHMYecKre MpUCTyIIbL. Y 1 00JIbHOro
muardoctuposad CB, uro cocrasmio 11,1 % [20]. H. Ito u co-
aBT. (2007) npeacrasmm HadmoneHne CB y 6-mecsauHoii ne-
Bouky ¢ CK B coueTaHnu ¢ 3aepKKoil IICUXIECKOro Pa3BH-
TUS ¥ TOHUIECKUMK MH(GAHTWIBHBIMU CIIa3MaMM, KOTOPBIS
O KymupoBaHbI K 9 Mec. [Ipu obcrenoBaHny B BO3pacte
2 JIeT 3aepKKa TICUXMYECKOTO Pa3BUTHSI coxpaHsiach [11].
CB moxet Haobmonatbest mpu CK 1-ro 1 2-1o tuma [22].

YYuTeIBast HEIOCTATOYHOCTD MH(POPMALIK O KIIMHUKE
n sapdexruBHocTr neyennst CB npu CK, mipencrasiser
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CHILD
NEUROLOGY

MHTEPEC ONKMCaHue COOCTBEHHOTO KIMHUYECKOTO Ha0I10-
TIEHUS 1T WUTIOCTPALIMKM KJIMHUIECKON TMHAMUKY U 3(-
¢exkTuBHOCTU aHTURMMIenTUYecKoi Teparu CB mpu CK.
deHOTUMYECKHE 0COOEHHOCTH JAHHOIO MalleHTa PaHee
OBLIY OTIMCAHBI B IUTEepaType Kosuieramu [4], amHaMuyde-
CKO€ HaOII0OACHNE Y SITWICIITOJIOTA 1 JICUeHUEe MallkeHTa
IIPOBOISITCS] aBTOPAMMU.

KnuHuueckunn cnyvait

[layuenm 2017 . p., nabarooaemcs 6 I'Y3 «Koncynsmamug-
HO-OuaeHocmuyeckuil yenmp oas demei» ¢ gozpacma 1,5 mec.
Ilepsorauanvro podumenu 0opamuaLUCs ¢ Hcarobamii Ha enepebie
BO3HUKUIUE Y PeOeHKA CYOOPOIICHbIE NPUCIYNDbL, 3A0ePICKY
NCUXOMOMOPHO20 PA36UMNUSL.

—

Puc. 1. Dernomun nauuenma c cunopomom Kabyku (coocmeenroe nabaooenue)

Fig. 1. A patient with Kabuki syndrome (own case)

Anamnes 3aboaesanus. C 1,5 mec 6 cocmosiHuu cHa u, pedice,
b600pcmeosanus ¢ yacmomoil 2—3 pasa é 0eHb y MaNbHUKa Om-
Meuanucs Inu300bl KpamrospemerHoeo (okono 3—4 ¢) nanps-
JICEHUS U KAOHUYECKUE (heKCopHble CCUBaHUs PYK U Ho2, CONpO-
sodCcOaguUecs adeepcueil 20106bL U 2143 8 CIMOPOHY U BBEPX.
Ilapokcuzmbl urcuposanuce Kaxicovlii OeHb, CepUsIMI.
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Anamnes scuznu. Peberok poduncs y moaodeix podumeneii,
om 2-ii namonoeuvecku npomexasuieil 6epemenrocmu. bpak
Hepoocmeennblil. Ilepeas bepemerHoCMb 3aKOHUUAACH BbIKUObL-
wem 6 6 Hed. Bmopas 6epemennocms npomexana Ha goHe gemo-
naaueHmapHoli Hedocmamourocmu, ommeuasuielics ¢ 30 Heo,
2ecmo3a 1eekoil Cmeneti, Mano8o0Ust, CaxapHo20 2eCMayOHHO-
20 duabema. Poobl 1-e, cpoursle, npoeoourace crmumyassuusl.
Macca meaa npu poxcdenuu — 3130 e, onuna meaa — 50 cm,
ouenka no wikane Aneap — 7/7 6annos. Boinucan na 4-e cymku
HCU3HU.

C nepeoix mecsyes JHcu3nu y pebeHka onpeoensnacs 8boi-
PAdNCEHHASL 3a0ePIHCKA NCUXOMOMOPHOR0 PA3BUMUSL: 8321510
He uKcuposan, He peazuposan Ha OKPYICAOUUX, omme4a-
AACh BbIPAICEHHAS IMOYUOHANbHASI OEOHOCMb, ANamusl, Ha ue-
PYUKU He peazuposan.

Comamuueckuii cmamyc. Qenomunuuecku y pebenxa
ommeuanucy xapakmepHole onsi CK uepmor auya (OnunHole
2na3Hble weau, SKMOonUs HUJXICHe20 8eKa, apKosuonble 6posu
€ paspexncenHoCmbio 60K08bIX 0MOen08, WUPOKAs NePeHOCU-
Ya ¢ NPUNAIOCHYMbIM KOHYUKOM HOCA, BbICOKOE 20MU1ecKoe
Hébo (puc. 1)), eunepmobunrvHocy cycmaeos, gemanvHole
nodyuteuxu nanvyes, OpaxudaKkmuaus.

Y pebenka Oviau evis6aeHbl cOnymemeyioujue 3a604e6a-
HUSL: eeMOAUmu4eckas Kymoc-ompuyamensras anemusi, ouc-
@yukyun eenamobusuapHo2o mpakma (eenamomeeanus,
noevlulerue yposHell arbgagemonpomeuna, ueaso4Hoil goc-
gamaswvt), duceammaenodyasuHemMus, NUeA0IKMA3Us.

Heepoaoeuueckuii cmamyc. Onpedensinuce 8vbiparxceHnas
3adepicKa MOMOPHO20 PA38UMUSL, CXOOAUUICS CMPaousm,
N€80CMOPOHHSSL CRACMUYeCKas KpUeoues, cnacmuyeckuil
mempanapes ¢ aKyeHmoM 8 1e8blX KOHEUHOCHSX, NOBbLUEHUE
CYX0oICUNbHBIX pehnekcos 8 KoHeuHocmsx (S >D), noaoxcu-
menbHblil cumnmom babunckoeo.

Pesyasmamut oo6caedosanus. Ilo dannvim pymunnoit 3T
u 8udeo-9I9I-monumopunea onpedensiacy KapmuHa amu-
nuyHoil (Moduguuuposanroil) euncapummuu. UKkmanvHvix
cobbimutl u DI I-nammepHos npucmynog He 3apuKcupo8aro

(puc. 2).
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Puc. 2. Ilayuenm c cunopomom Kabyku 1-eo muna. aexmposnyegharoepagus 6 éo3pacme 1,5 mec. [lammepn MoouguyuposanHoli 2uNcapummuu ¢ pecu-

OHA/NbHbIM AKUCHMOM 6 1601l 8UCOYHOU oOaacmu

Fig. 2. A patient with Kabuki syndrome type 1. Electroencephalogram at 1.5 months of age. There was a pattern of modified hypsarrhythmia with a regional

accent in the left temporal area
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Yuumoieas 6o3pacm debroma 3a601e6aHUSL, CEMUONOUI)
npucmynos, danusie D3I, 6via ycmarosnen duazHo3 amu-
nuunoeo CB. C yuemom gpeHomunuueckux ocodeHHocmell
DPeKomMeH008aHo eenemuyeckoe oocaedosarnue. Tlayuenm obin
20CNUMANU3UPOBAH.

Maenummno-pezonancnas momoepagus (MPT) eonroeHoeo
Mo03ea 8bl8UAA NamMonocuyecKue usmenerus (puc. 3).

Junamura 3aboaesanus. B cmayuonape nposedetst 00-
noaHumensvHoe oobcaedosarnue u nodbop mepanuu. B xode
2eHemu4ecK02o 00c1e008anus ObLAU UCKAUEHbl MUMOXOHO-
puanbHvie 3a601e6aHUsl, NPOBEOCHO eeHeMU1ecKoe UCcaedo-
8aHUe N0 NAHEAU «DNUAENCUS» ¢ OMPUUAMENLHBIM PE3Y/lb-
mamom. Ilayuenm obcaedosan na npedmem HaAAUUUSA
obonesneil Hakonaenus: lowe, @abpu, Humanna—Iluxa A/B
muna, Ilomne, Kpabbe, mykonoaucaxapudosza I-eo muna;
6ce nepeuucieHHble 3a001e6aHUs OblLAU UCKAIOUeHbl. KoHcyab-
MUuposaH 8edyuUMy SNULenmonoeamu, noomeepicoeH duae-
Ho3 amunuynoeo CB, pexomendosan eueabampun (cabpun)”,
npu Hea(pexmueHocmu — 20pMOHANLHAS BbICOKOOO3HAS
mepanus. B cmayuonape nposoduacs kpamxospemeHHblil
KYpC 20pDMOHOMEPANUYU ¢ OMH4emAUBOL NOAOICUMENbHOU OU-
HAMUKOU U Pe3KUM CHUMNICEHUEM KOAUYeCmea Npucmynos.

O0Hako 6 cés3u ¢ Hapacmanuem yposHeli (hepmeHmog neuenu
(anranunamunompancgepasa, acnapmamamuHompancgepa-
3a) 20pMOHOMEPANUI0 NPULUAOCS OMMEHUMb, U NPUCHYNbL
80300H08UAUCH ¢ npedcHell yacmomol. [Ipoeeden nodoop
aHmusdnuUAenmuyecKoll mepanuu: cabpua (eueabamput)
600me/cym, resemupayemam 150me/cym, earvnpoam (KoH-
synexc) 80me/cym. IlepsonauanrvHo Ha ore npuema cabpu-
G 0MMe4anocb Omuemiugoe yMeHbuleHue npucmynos, 00-
HaKo 6 danvHellem cepuliHble edceOHe8Hble NPUCMYNbl
80300HO8UNUCH ¢ npedicHell yacmomoii 1—2 pasa 6 dens. Co-
XPAHANACY BbIPAINCEHHAS 3A0ePICKA MOMOPHOR0 U NCUXOpe-
Yego20 pazeumusi: pebeHoK He peasupoean Ha pooumesnell,
Ha UepyuwiKy, ommeuancs 001e3HeH bl KPUK, 04eHb Heeamue-
HO peaecuposan Ha pazopasscument.

B 6o3pacme 7—8 mec npoxodun konmpoasHoe 06caedo-
sanue 8 cmayuornape. Konmpoavnaa MPT 20106H020 mo3ea
8bI56UNA HAPACMAHUE AMPOPUUECKUX UMEHEeHUI 8 N00HO-
BUCOUHBIX OMOEAAX 000UX NOAYWAPULL, pacliuperue cyoapax-
HOUOANbHBIX NPOCMPAHCME KOHBEKCUMAAbHO NO 3aMeCmU-
menvHOMY muny (puc. 4).

Koncyaomayus oxyaucma: wacmuunas ampoghus 3pu-
MeAbHbIX HEPBOB.

Puc. 3. Maenumno-pesonancnas momoepagus nayuenma c cundpomom Kaoyxu 1-eo muna 6 éozpacme 1,5 mec. Ampoguueckue usmenenus 6 100H0-8UCO4-
HbIX 0MOenax noAyuwapuii Mo3ea u 3amedieHue MUeAUHU3ayulL 00Aacmu cmeoaa, 3a0He2o 6eopa 6HympeHHell Kancyasl, 2UnONAA3UsL MO30AUCHI020 Mead

Fig. 3. Magnetic resonance imaging of patient with Kabuki syndrome type 1 at the age of 1.5 months. Atrophic changes in the frontal and temporal lobes

of the brain and terminal zones of myelination of brainstem and posterior limb of internal capsule, hypoplasia of the corpus callosum
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Puc. 4. Maenumno-pesonancnas momoepagus nayuenma c cundpomom Kaoyku 1-eo muna 6 dunamuxe, 6 6ospacme 8 mec. Ampoghuueciue uzmeHenus
6 N00HO-BUCOUHBIX OMOCAAX NOAYULAPUL MO32A U 3aMe0NeHUe MUCAUHUZAUUU 00AACmU CME0Ad, 3a0He20 0edpa GHYMpPeHHel Kancysl, 2UNONAA3Us MO30AU-
cmoeo meaa. B dunamuke — Hapacmanue ampoguueckux usmMeHeHuil 6 A00HO-8UCOUHBIX OMOLAAX NO 3AMEeCMUMENbHOMY MUY

Fig. 4. Magnetic resonance imaging of patient with Kabuki syndrome type 1 in dynamics, at the age of § months. Atrophic changes in the frontal and temporal
lobes of the brain and terminal zones of myelination of brainstem and posterior limb of internal capsule, hypoplasia of the corpus callosum. In dynamics, there
is an increase in frontal and temporal lobe atrophy in the form of replacement hydrocephaly

*[1penapaT He 3aperucTpupoBaH B PD.
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Hunamuxa DIOI-kapmunol Xapakmepuszoganace npeo-
onradanuem GoxkanrvHoil 3nusenmu@dopmMHOl AKMUEHOCU

(puc. 5).
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Puc. 5. Dnexmposnyepanrocpagus nayuenma c cundpomom Kaobyxu 1-eo
muna 6 eozpacme 10 mec. Juggysnoe 3amedrenue gornogoeo pumma, ne-
puodutecKoe pecuoHaNbHoe 3amedlenue U SNUIenmuQOpMHas akmueHOCHb
6 116011 UCOUHOU 001acmU

Fig. 5. Electroencephalogram of patient with Kabuki syndrome type 1 at the
age of 10 months. There is background slowing, occasional slow waves and
epileptiform activity in the left temporal lobe

Yuumuieas eviparxceHHY0 3a0epicKy NCUXOMOMOPHOZ0
Da36umus, pe3ucmeHmHOCmy K GHMUSNUAENMUHECKOU mepa-
nuu, eeHemu4eckue Uccae008anus OviLaU nPoodosceHsl. B pe-
3pabmame CeK6eHUPOBAHUs. IK30Ma ObLAA 8bISIGACHA MYMALUSL
eena KMT2D ua 12-it xpomocome. Boisigaennas mymauusi onu-
cana 6 aumepamype u xapaxkmepra o CK. [lpu eenemuueckom
obcaedosanuu podumeneil aHaN0UMHAS Mymauyus Obi1a 0OHa-
pydiceHa y omuya pebenKa, KOmopwlii KAUHUYECKU 300p08.
B danveiiuem v110 nposedero cexéenuposanue eenoma. Jpy-
2UX 2EHEMUYeCKUX U3MEHeHULl 00HAPYiceHo He Obiio. Peberok
OblLA NPOKOHCYABIMUPOBAH 2EHEMUKOM, BbICHABAEH OCHOBHOUL
duaernosz: «CK 1-e0 muna (MoaeKyAsipHO NOAONCUMENbHBLIL, MY-
mauus 6 eene KMTZ2D). Cumnmomamuueckas Myaomughokans-
Hast SnUAENCUsl, Pe3UCMEHMHAS K MEePanuu».

B 11 mec ycusnu nossuauch nepevle SMOYUOHANbHYIE pe-
akyuu: eyaenue, yaviOka, KOMNAeKc oxcusieHus. Buecme
¢ meM COXPAHAAACH BIPANCCHHAS 3A0ePICKA MOMOPHO2O
u ncuxopeyesoeo pazeumusi. C 14 mec 6 cés3u c Hedocmamou-
HOU 3hheKmuUHOCMbI0 AHMUINUACNMUYECKUX NPEnapamos
Oblra 66edena KemoeeHHas duema, Ha ghoHe KOMopoli omme-
Yanuc, omyemausoe ymeHouleHue npucmynoe 0o 16 3 ous,
YAYHUeHUe NCUXOIMOUYUOHAALHO20 CIAmyca, HeKomopas
noA0NCUMeNbHAs OUHAMUKA 8 MOMOpHOM cmamyce. B Ha-
cmosiee spems, 6 gozpacme 2,5 200a, 6 He8pON0UHECKOM
cmamyce coxpansaromes xapakmeptuiii 011 CK ¢penomun,
BbIPAICEHHASL 3A0ePICKA NCUXOPEHe8020 U MOMOPHO20 Pa3-
BUMUSL, CXOOAWUTICA CMPAOU3M, CRACMUYECKULI mempanapes
¢ npeobnadanuem 6 AeblX KOHEYHOCMAX, PempaKuyus
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axuA108a CYXOACUNUS, NOA0NCUMENbHYLI cuHOpom Baburcko-
20. B nacmosuwee epems nayuenm noayuaem okckapoazenum
(mpunenman 240me/cym — 21,8me/ke), kaonazenam (pu-
sompun 0,5me/cym — 0,45me/ke), kemoeennyro duemy. Ilo-
000Has KOMOUHAUUS NO360AUAA YMEHbUUMb KOAUYeCM B0
npucmynog do 3 napokcuzmos 6 mecsy. Beedenue kemoeennoii
duembl 0a10 803MONCHOCINb OMMEHUMb 8U2AOAMPUH be3 om-
PUYamenvHoll OUHAMUKU, CHOCOOCMBOBAND YPeICCHUIO NPU-
CMynoe8, a makce HeKOMoOpPoOMy YAVHUICHUI) NCUXOMOMOP-
Hoeo paszeumus. Pebenok Hauan ysnaeéams podumenelil,
NOsABUNOCH 2YNeHUe, AKMUBUUPOBANACH 08UAMENbHAS AK -
muerocms. OOHAKO e20 coCMOosiHUe 0CMaemcs MAdCcenbim.
B pesyavmame komniaekcHoeo obcaedoganus 0uazHo3 pedeH-
xa caedyrouuii: «Cundpom Kabyxku I1-e0 muna (mymauvus
6 eene KMT2D). Ienemuueckas gokanvuas gpapmarxopesu-
CMeHmHas snusencus, mparncgopmayus cuHopoma Becma.
Cnacmuueckuii mempanapes msxicenoii cmenetu. Boipasicen-
Has 3a0epiucKa MOMOPHO20 U NCUXOPEHeB020 PA3BUMUS>.

Takum obpaszom, Hallle HaOJIIOAEHUE JEMOHCTPUPYET
PENKYIO ISl JAHHOTO TeHETUYECKOI0 CMHIPOMa KOMOM-
Hanuio ¢ CB. OnmcaHo Bcero HECKOJIBKO aHAJIOTMIHBIX
caydyaeB. O030p aUTEpaTyphl MOKa3al MaIyio MpeacTaB-
neHHocTh gaHHbIX Mo CB mpu CK, 4ro momuepkmBaeT
3HAYMMOCTD IPUBEACHHOIO KIIMHUYECKOTO HAOTIOACHNS.

KpaiiHe penxko BcTpeyaroiuiicss B IOMYISILIAY TeHEeTU -
YECKHWI CUHIPOM ObLI BBISIBJIEH C TIOMOILBIO YIJTYOJIEHHOTO
TeHETHMYECKOTO MCCIICIOBAHMSI, @ MUMEHHO TIOJIHOTO CEKBE-
HUpoBaHUs 3K30Ma. MHTepecHOI1 0COOEHHOCThIO JAHHOTO
HAOTIONEHMS SIBJISICTCSI TO, YTO OTEll TalleHTa (heHOTUITH -
YECKHU 1 KJIMHUYECKU 3M0POB MPH HATUIMHU XapaKTepHOI
g CK rerepo3urotHoit myraunu reHa KMT2D na 12-ii
xpomocome. B Hamrem nHadmonenun coueranue CK ¢ CB
MIPUBEJIO K (DOPMUPOBAHMIO BBIPAKEHHOM 32 PXKKHU TICH-
XOpEUeBOTO0 M MOTOPHOTO Pa3BUTHS, HE XapaKTepHOM
B cTonb Tskenol crerienn st CK. Heo6xommMo oTMETUTD,
uyto MPT He BbIsiBUIIa TPYOOIi IMCTeHE3UU FOJIOBHOT'O MO3-
ra, 9acTO OMMCHhIBAEMOMU IIPY TaHHOM CUHApoMe. JImHaMm-
ka D3I B 3TOM KIMHUYECKOM HAOTIONCHUM HETUIIMYHA
17151 oncaHHoro TunudHoro it CK 93T -marrepHa ¢ xa-
paKTepHBIM IpeobJiagaHeM CIIaiikoB B T0OHO-1LIEHTpalb-
Hoit obmactu [14]. OgHako BONPOC JIOKATU3ALMN TUTTAY -
Horo DBI-narrepHa mist CK ocTaeTcst CHOpHBIM, OITMCaHbI
TEMITIOPO-OKIIMITUTAIbHBIEC CITANKY KAK XapaKTEPHBIN TUTT
snuenTudopMHoIi aktuBHocTH [10, 21].

OcobenHocTy ropMoHanbHoI Tepanuu CB npu CK:
aTUMUYHAS peakKilys Ha TOPMOHOTEPAITHIO B BUIE OTYCT-
JIMBOM MOJOXUTEIbHON TMHAMUKIN — 3HAYUTEJIBHOTO Ype-
JKEeHUSI TIPUCTYIIOB, OMHOBPEMEHHO C BHIPAXKEHHBIM paH-
HUM HapacTaHHEM YPOBHS TEYEHOYHBIX (PEepMEHTOB,
00YCIIOBJICHHBIM, T10 HallleMy MHEHMIO, COCTOSTHUEM UM-
MyHHOIi cuctembl mpu CK.

TakuMm o6pa3om, coueTaHrue CUHIPOMOB ONpPeaeINIO
TSDKEJIOe COCTOSIHUE TAlIMEHTA, BRIPAXKEHHYIO 3aIePKKY
TICUXOMOTOPHOTO Pa3BUTHsI, 00ycioBIeHHyI0 Kak CB, Tak
u CK.
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Ocobennoctsamu Tepanuu CB ipu CK gaBsiorcst HU3Kas
3¢ HEeKTUBHOCTh AaHTURIMUICITUYECKUX IIPEIIapaToOB U OT-
yeTnuBas 3(pPeKTUBHOCTb KETOTeHHOM TUETHI.

Coueranue CK u CB ycyryoiisier HeBpOJIOTUYECKUIA
ne(UIINT U TIPUBOAUT K (DOPMUPOBAHUIO BBIPAsKEHHOMN
3aJepKKM IICUXOPEYEBOrO U MOTOPHOIO DPa3BUTHUSI.
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