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¢ Cunppom xabyku (Kabuki syndrome, Kabuki make-up syndrome, Niikawa-Kuroki syndrome) oTHOcuTCA K penkum
TeHEeTUYEeCKUM paccTpoiicTBaM. [lopaxkaloTcst pasHble CHCTEMbI OpraHu3Ma. VI3 HeBpOIOrnyeCcKUX MpOsBIeHMIT HAOI0-
JAlTCA MUKpoLedaus, MbledHas TUIIOTOHNA, CYSOPOXKHBIN CMHPOM, Ilape3 I/Ia30BUIaTeIbHbIX HePBOB, CTa00CTh

COCATENIbHOI'O U I7TOTATC/IBHOTO pe(bHeKCOB, TYroyXocCTb, yMCTBEHHAaA OTCTA/IOCTb.

¢ KioueBble CToBa: CHHAPOM KabyKi; HEBPOTIOTMYECKUe PAcCTPONICTBA; CYAOPOrY; 3a/iep>KKa PasBUTHA.
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¢ Kabuki syndrome (Kabuki syndrome, Kabuki make-up syndrome, Niikawa-s: Kuroki syndrome) (KS) — refers to
rare genetic disorders, involving multiple systems of the body. Among the neurological manifestations KS is presented by

are microcephaly, floppy baby syndrome, seizures, abducens nerve palsy, delayed maturation of the sucking-swallowing

reflex, hearing loss, mental retardation.

¢ Keyword: Kabuki syndrome; neurological disorders; seizures; developmental delay.

Brnepsere cunppom kabykm (CK) 6pur opHO-
BpeMeHHO onucaH Niikawa et al. u Kurokiet et al.
B 1981 r. [1, 2]. YacTtoTa BcTpewaemoctu CK co-
craBnsger B Smonum 1:32 000, a B 3amagHBIX
crpaHax — 1:86 000 [3]. Breimensior gBa Tuma
CK B 3aBMCMMOCTM OT BUJIa MYTallMM B TeHax.
CK 1-ro tmma (CK1) ¢ ayTOCOMHO-IOMMHAaHT-
HBIM TUIIOM HaCJIelOBaHMsI, KOTOPBI/ BbI3BIBAIOT
reTepO3UTOTHBbIE IIATOTEHHble MYTallMM B TeHe
KMT2D (gpyroe ero HasBanme — MLL2), Kogupy-
IolleM JIM3MHCHEeUPUYIeCKY0 MeTWITpaHcdepa-
3y 2D (lysine-specific methyl transferase 2D). Ien
KMT2D pacnonoxxeH Ha xpomocome 12q13.12 [4].
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CK 2-ro tumna (CK2) — X-cremenHoe 3abomneBa-
HIe, Pa3sBUBAIOIEECS B Pe3y/IbTaTe TeTepO3UTOT-
HOJ MaToreHHo MyTauuy B rene KDMG6A, kogupy-
IOIleM TUCTOH-IeMeTIIa3y, B3aMOJIeICTBYIONIYIO
¢ renoM KMT2D. Ten KDM6A nokanu3oBaH Ha
X-xpomocome (Xpll1.3) [4-7]. ¥V 6onbumHCTBa
6onmpubIX (70 %) permcrpupytor CK1, CK2 BbI-
ABJIAIOT 3HAYUTENBHO peXXe — B MeHee 4eM 5 %
cnydaes [7].

Haspanme CK momyumn us-3a COOTBETCTBUA
beHOTUNMYEeCKNX TIPOSIBIEHMIT IallMeHTOB Ma-
CKaM, JICIIOTIb3YeMBIM B TaHI]eBaJIbHOM IIPefiCTaB-
JIEHUY TPaIULMIOHHOTO SAMIOHCKOTO Teatpa (puc. 1).
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Puc. 1. Macka teatpa Kabyku

Fig. 1. Kabuki theater mask

Ons CK xapakrtepeH nuieBoit ausMopdusm,
BK/TIOYAIOIIMII HU3KO IIOCa)KEHHbIe YIIM, aHTU-
MOHTOJIONIHBIII paspe3 IJIa3, JIMHHbIE ITIa3HbIE
Ie/TV, TYCThble PeCHUIIBI, BBIBOPOT HIUDKHETO BeKa
(3KTpOMMOH), OPOBU B BUJIe APOK C PEAKIM POCTOM
B 1IX 6OKOBOJI YacTy, MMPOKYIO IIePEHOCHULLY, IIPU-
IUIIOCHYTHII KOHYMK HOCA, OONIblINe OTTOIBIPEH-
Hble YN, HU3KUi1 pocT Bojoc [1, 2, 3, 8]. C camoro
POX/IeHs y M/TafIeHIIeB ONMCHIBAIOT CHVDKEHYE CO-
CaTeJIbHOTO U IVIOTATE/IbHOIO pedIeKcoB, YTO 3a-
YacTyI0 IPUBOAUT K HEOOXOAVMOCTI ITOCTAHOBKY
racTpocToMsl [8, 9].

K d9acTeIM OQTanbMOMOIMYecKuM HaXOAKaM
npu CK oTHOCUTCA mapanny OTBOAALLETO HepBa,
HIICTarM, kocornasue, nro3 [10, 11]. T.P. Mc Veigh
omucan npu CK mmkpodransmuio [11]. Ina CK
XapaKkTepHa Takas ¢popMa KOCOITIasus, Ipu KOTO-
PoOit MMeIoTCA Herpy6ast MajoyIyioBast 330TPOIV
(mp.-rped. €0w — «BHYTPb», Tped. TPOTOG — «IIO-
BOPOT») 1 BbIpa)KEHHOE HapylIeHNe OMHOKYIAp-
HOTO 3peHus (puc. 2).

e

Puc. 2. TTanyenT ¢ cuHppoMoM Kabyku. Majnoyriosas 930-
TpOIINA B CpEAHEM IIOTTOXKEHNN. Jlerkoe OrpaHN4Y€HNE OT-
Begenns obonx rmas (Kim N.G., 2011)

Fig. 2. A patient with Kabuki syndrome. Small angle eso-
tropia in the middle position. Slight limitation of abduc-
tion in both eyes. Published by N.G. Kim, 2011

Herald of North-Western State Medical University named after I.I. Mechnikov

ITpu neBponormyeckom ocmorpe B 30 % cmy-
JaeB OOHAapyXMBalT ANPPY3HYI MBILICIHYIO
rUIoToHuIo [3, 9]. BMecTe ¢ TeM Ipu MbIILIEYHOI
OMOTICUM He BBIAB/AIOT HUKAKMX OTKIOHEHUI OT
HOpMBI [8]. Y 6onblmHCTBa JleTeil HabOMoOgaeTCs
IIUTeNbHOE HapyIleHe KOOPAMHALMA IBVKEHU
B BIJIe TpeMopa KICTeit u cTom [12].

Hna CK xapakTepHa IIOCTHATajIbHasA 3aJepKKa
pocta. K 6-10 rogam y HeKOTOPbIX OOBHBIX pas-
BMBAeTCsA OXupeHue [9].

Cynmoporu npu CK BosHukawr B 36-45 % ciry-
yaeB B /M000JI BO3PAaCTHON KaTeropmu, HO dYalle
y nesodek [13, 14]. CpemHuit Bo3pacT Hadala
smmtencum cocrapnser 11 mer (9,5-12,8 ropma).
[To ganupiM M. Lodi et al., mpu CK Ha mHTepuk-
tampHOM D3I perncrpupyercs ¢okanabHas Mu-
JeNTNYecKas aKTMBHOCTb B JIOOHO-IIEHTPATIbHON
ob/macTu Wi TOOHO-LIEHTPATbHO-TeMEHHBIX pe-
THOHAX, a TaKoKe AU Py3Has BBICOKOAMIUINTYAHAA
CIalK-BOTHOBA AKTMBHOCTb C HOpMajbHOM DI
cHa [14]. H. Ito ommcan cimydait ¢ pasBUTHEM CUH-
npoma Becra y mectumecsayHoit feBoukn. K Bos-
pacTy 9 MecsleB IpuMeHeHNe BUTaMiHa B, Basnb-
IIPOEBOJ KVMC/IOTBI ¥ 30HMCAMIZIa CIIOCOOCTBOBAIIO
VICYE3HOBEHMIO TUIICAPUTMUM ¥ (POPMUPOBAHUIO
CIOpAANYecKNX CHANIKOBBIX ¥ BOTHOBBIX SNNJIEI-
TU(POPMHBIX KOMIUIEKCOB B TeMEHHO-3aThUIOY-
HBIX 0071aCTAX; OJHAKO K IBYM rofiaM y peOeHKa
copmupoBanach IIy6oKas YMCTBEHHas OTCTa-
noctpb [15]. N. Matsumoto, N. Niikawa npurmn
K BpIBOZY, 4TO Ipu CK umeerca mmpokmit guamna-
30H KJIMHNYECKOM BapI/Ia6eJII)HOCTI/I, B 84 % cimyya-
eB IQ Hmxe 80 [16]. B Bo3pacTe cTapie Tpex et
y meTeit popMupyeTCca pacCTpONCTBO ayTUCTUIe-
CKOTO CIIEKTPa, MPOABJIAIIIEeCs] OrPAaHNYEHHbIM
KPYTOM JHTEpecoB, OeTHOCTHIO 3MOIVIA, TATOM
K JKeBaHMIO HeCheTOOHBIX IpenMeToB u mp. [17].
OrpaxeHneM KOMIUIEKCHOTO HapyLIeHUS COLU-
a/IbHOTO U MHTE/NIEKTyanbHOro passutus npu CK
ABJIAETCA CUCTEMHOE HeJJOpa3BUTHE pPedM 3a CUeT
HeJJOpa3BUTHU NHTEIEKTa, IPAKCUCa U CIyXa, BbI-
apnsemoe B 100 % cygaes [18, 19]. B 14 % cnyda-
eB CK coxpaHseTcss HOpMa/ibHbIi MHTE/IEKT U OT-
MeYarTCsl HOpMaibHbIe TTOKa3aTenu Gu3n4ecKoro
pasButys [19].

B 6onbuIMHCTBE CTy4aeB aHTUAIMICNTIYECKas
Tepanysa XOpOLIO KOHTPONMPYeT SNUIENTUYECKUe
npuctyns! (911): mpy MIOKIOHNYECKUX CYOPOTrax
B Tepanuy Haubonee 3¢ PeKTUBEH NeBeTHpareTaM.
Bmecre ¢ TeMm ¢okanbubie D11 TpygHO mopmanTCs
TIeYeHMIO: Y IBYX ManueHToB JlI umenu pesnucreHT-
HBII1 XapaKTep, YTO IIPUBETIO K Pa3BUTHIO SIUIENTH -
4eCKOTro CTaTyca ¥ JIeTaJIbHOMY Mcxony [13, 14, 20].

B nHacTosmiee BpemsA BbIABIEHO 13 reHeTude-
CKMX MOJIOMOK, accoummpoBaHHpIx ¢ CK [21].
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HecmoTps Ha TO 4YTO B GONBIINHCTBE C/Ty4aeB Ha-
XOfIAT MyTanuio B reHe MLL2, ee OTCYyTCTBME IIpU
kH49eckoM ¢erorume CK HaBOAUT Ha MBICIID,
4TO 3a00/IeBaHMe MOXKET OBITb pe3y/IbTaToOM re-
HETUYECKOI TeTePOreHHOCTH C Ooree CIOKHBIMU
MEXTeHOMHBIMU B3anMogencTBuaMn [22].

ITo manubIM Heitponsobpakenns mpu CK o6Ha-
PY>KUBAIOT BEHTPUKYIOAWIATALINIO OOKOBBIX JKe-
JIyOYKOB, TUIIOIUIA3MI0 MO30/IUCTOTO TeJa, TUII0-
wrasuio apeHorunodusa [23, 24]. C. Grunseich
OIIyO/IMKOBA/ CITy4aill PasBUTHA BBIPRKEHHOTO
TpeMopa U CUMMETPUYHOTO MOBBIIIEHNUsI CUTHAJIA
OT YeueBN1[e00pPasHOTO sApa, KPACHBIX sfiep 1 3y0-
YaTBIX s/iep C JBYX CTOPOH IIPY JIETKOM CHYDKEHUM
nepebpanpHOi guddysun [12]. S. Yoshioka omnu-
CajI IBYXJIETHETO MaJIbuMKa C 3aJiep>KKOI pOCTa,
MBIIIEYHOI TMIIOTOHMEN Y KIMHUYECKUMU IIPO-
asnenuamu CK. I[Tpuy MPT BoiABieHa MUKpOrnpus
B o6macTu cuibBueBoil wenu [24]. B nureparype
OIMICAaHO Pa3BUTVIE OKK/TIO3MOHHOI rupipoLedamm
B pes3yJIbTaTe CTEHO3a BOJIOIIPOBOJIA MO3Ta Y B3pOC-
noro nanueHTa ¢ CK, y KoToporo B Mj1afieHuecTBe
66Uy 3a(VIKCHPOBAHBI MbILIIEYHAS TUTIOTOHNS, Ha-
PYLIeHMe COCaHVA, CYfOpOru ¢ Tpanchopmanyen
B cuHfipoM Becta, mukpouedanus. [losguee ngua-
THOCTMpPOBaHa aTpodust MO3ra, 3ajiep>KKa I10JI0BO-
TO CO3peBaHUsA U POCTA, NeUINT COMATOTPOITHO-
ro TOPMOHa, caXapHblil grabdert [25].

CkeleTHblE AHOMA/MMM BK/IOYAOT IATOJO-
ruio yeperna (Mukporedanuio), rorndeckoe HEOO,
paciienuHy TBepHoro HE6a B coYeTaHMM C 3as-
9beil Ty6oil, B 68 % ciny4aeB 3yOHbIe aHOMamuyu
(uMpokme 3yOHBIe IPOMEXYTKM, HEJOCTaTOY-
HOe KOJIMYEeCTBO 3y0OB, HENPaBWIbHBIN HMPUKYC);
SNNUTENMNANbHBIA  KPEeCTL0BO-KOIMYMKOBBIN  XOf,
HOBBIIIEHHYIO IIOfIBVDKHOCTb CYCTaBoB (74 %),
CKOJI03, KOPOTKME Ta/blbl PyK (0COOEHHO MMU-
3VHIIeB), U3MEHEHVIe NepMaTOrMNUKA TaJOHN —
¢deranbHble IMOAYIIEYK)M HAa KOHYMKAX IMasblieB
(3,5, 8].

Ipbpky  (mymouHble/TIaxoBble, Auadparmab-
Hble), BBIBUXM Oelpa/HafKOIEeHHNKOB/IIIeYa,
KPUIITOPXM3M, TMIOCIAVs, HapylleHue pa3BU-
TV 1o4eK (28 %), aHOManuy pasBUTHUA Tpaxeo-
OpOHXMAIBHOTO IepeBa, aTpe3us >KeTYHBIX My Telt,
nuadparManbHasi TpbDKa U IpyTiie aHOPeKTalbHble
aHOMAa/IMM — HEIOJIHBIN CIHEKTP XMPYPIUIECKOMN
naronoruyu npu CK [8]. B 42-50 % cnyyaeB gua-
THOCTUPYIOT BPOXKI€HHBIE ITIOPOKY CepAlia — Jie-
dekTbl B KIamaHax cepilia WIM Ieperopopkax
cepyilia, KOApKTaLMIo A0PThI, TPAHCIIO3UIINIO KPYII-
HBIX COCYIOB [26, 27].

OHIOKPUHHAS MATONOTYSA TPeCTaB/IeHa TUIIO-
TUPEO30M, A1abeToM, TUIOIIMKeMyell (TuepuH-
CYIMHV3M) WINM CaXapHbIM AMabeToM, MO3JHVUM
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TIOJIOBBIM CO3pEBaHNEM, TMIIO(PN3APHBIM HAHN3-
MoM [3, 7, 23, 24].

[Tpu CK HapymiaeTcs MMMYHHBIN CTaTYC, Kap-
THHA (EeHOTUNIMYECKN HalIOMUHAET OOy Bapu-
abeNbHYI0 MMMYHHYIO HEOCTAaTOYHOCTD [27, 28].
Cpenyu  1abOpaTOpHBIX MMMYHHBIX HapyIIEHUI
BBIABJIAIOT CHIJDKEHVE OJHOTO JJINM HECKOTBbKUX
K/IACCOB CHIBOPOTOYHBIX MIMMYHOIIOOY/IMHOB (fie-
¢uunt IgA BcTpevaercs B 80 % cmydaes) [28]. OTo
obycnoBneHo TeMm, uTo reHsl KMT2D nu KDM6A
IPVHUMAIOT y4YacTue B SINMIEeHeTUYecKOoil pery-
JIALMY Y OKa3bIBAIOT CYIIECTBEHHOE BJIMAHNUE Ha
pasBUTIEe UMMYHOKOMIIETEHTHBIX KIeTOK. Bbrxop
HauBHbIX T- M B-K/leTok M3 TMMyca M KOCTHO-
ro mosra npu CK coorBercTByer HOpMme [29].
[Tponudepanus T-xnetok u popmupoBanme cre-
IMQUYECKNX aHTUTEN II0C/Ie VIMMYHM3alVM Cy-
I[ECTBEHHO HAPYLIECHBI: BBIABICHO CHIDKEHME IIa-
MATH B- u T-Kk1eTok, 4To 0OBACHAET pasBUTHE
AUCTaMMarIoOyIMHEMIUN Y UMMYHOPETY/IATOPHBIX
pPacCTpoOICTB B TedeHue Bcero mercrsa [27, 30].
AyTOMMMyHHbIe HapyLIeHNs IIPOSBIAIOTCA pas-
BUTHUEM VMONATINYECKOI TPOMOOIVITOIIEHNYECKOI
HypIypbl (XpOHMYECKOe WIM peLUANBUpYIOLIee
TeyeHue), KyMOC-TIO3MTMBHOJ TeMOIUTIYECKON
aHeMMY, Ay TOMMMYHHOTO TUPEOVNTA, BUTVINTO,
caxapHoro pamabera, apTpura, HedpuTa, Lenua-
kuu, 6onesun Kpona [31, 32]. B cBsasu ¢ penome-
HOM VIMMYHHOI1 Jiepery/IALuy JeT! BOCIIPUNMYN-
BBl K PeLVVBUPYIOMNM MHPeKIuAM (CpemHui
OTUT, MH(EKIMA BEPXHMUX BJIbIXaTebHBIX IyTell,
ITHEBMOHMA), YTO PEeTUCTPUPYIOT B 63 % ciy-
vaes [30].

MpuHuMnbI Tepanuu cMHAPOMA KaOyku

Cranpaprsl Tepanmuyu npu CK pgo cux nop He
paspaboTaHbl. BpoxxieHHbIe aHOManuyu Ipu He-
00XOIMMOCTY KOPPUTMPYIOT C ITOMOLIBIO XMPYP-
TMYeCKVX BMeNIaTeNnbCTB. [Ipy penuanBupyommx
MHQEKIUAX NPOBOAAT YIIyblIeHHOe 00cCIenoBa-
HUe A VMCK/IOYEeHMA aHoMajauil pasButuA. Ha
¢one peduimTa MMMYHOITIOOYIMHOB HasHaya-
I0T 3aMECTUTE/IbHYI0 TepalMi0 BHYTPUBEHHBIM
VIMMYHOIZIOOY/IMHOM. JledyeHMe ayTOMMMYHHBIX
PacCTpOICTB BK/IIOYaeT HasHA4YeHNe ITIIOKOKOp-
TUKOWJOB, VMMYHOCYIIPECCHBHBIX IIpelapaToB
(MuxodeHnonara MogeTw), OMOIOTNIECKUX TeH-
HO-VH)XeHEePHBIX IIpernapaTtoB (purykcuma6). Ectp
eIVHIYHbIE COOOIIEHNA O NPOBEJEHUN CIUICHIK-
TOMUYM Npu pedpaKTepHOI MMMYHHOI TpPOMOO-
nutonenun [31]. Y manuentos ¢ CK cymectByeT
HOBBILIIEHHBINI PUCK Pa3BUTKS HEPBHO-MBIIIEY-
HOVI O/TOKa/ibl ¥ 3/10KaYeCTBEHHOI TUIIEPTEPMUN.
B aT0it CBsI3M mpU HEOOXOOMMOCTHU BBITOTHEHNS
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OIIepPaTMBHOTO BMEIIATETbCTBA IPYMEHSIOT PeMU-
(dbeHTaHMT KaK anbTepHATUBHBIN aHecTeTUK [33].

Huarnos CK ycTaHaB/IMBarT 10 KIMHNYECKUM
IpU3HAKaM U KOMOMHAIL[MN TUI[EBOTO AUCMOPPM3-
Ma C MBIIIEYHON TUIIOTOHMEN, CHIUKeHHBIM IQ.
[l1s1 IOATBEp)KAEHNS JVarHo3a OIpeNesIoT MY-
tarun B redax KMT2D (MLL2) wnu KDMG6A.
I depeHanbHbI [UaTHO3 IIPOBOJAT C AJIKO-
ro/bHON (eTonaryeii (ONmylieHMe KOHYMKA HOCA,
MuKpouedanus, CHWKeHNUE WMHTEe/UIEKTa, HMU3KO-
pOC/IoCTD); KomtareHomarueit Onepca — [lanmo-
ca (runepMoOMIBHOCTD/PACTSKMMOCTD CYCTaBOB,
KOXM, TO/yOble CKJIepbl, MOBbILIEHHAs JIOMKOCTb
KallWJISIPOB  KOXKY, HOPMAJIbHBINI MHTEJUIEKT);
¢ CHARGE-cuuppoMoM (komo6oma, BpOXKIeHHBII
IIOPOK Cepplia, aTpe3us XOaH, 3aJep>kKa pocTa,
aHOMa/INA TeHUTA/INIL, HapyLIeHMe CTyXa; My Ty
B reHe CHD?); nenenyeit 22q11 (Bpo>x/ieHHBIE I10-
poku cepaua, Hu3kuit IQ, paciiennua Hé6a, Mabie
yLIM, TIOFHATAs BepXHsAsA Iyba, IMPOKUIT KOHIMK
HOCAQ; HU3KOPOC/IOCTD B IeTCTBE, YMEHbBIIAIOIASC
KO B3pPOC/IOMY BO3pacTy).

KAnHMuecknin cAyuan

Manbuuk M., 8 Mec., HOCTYINI 9KCTPEHHO C XKa-
no6aMu Ha CyfopoXKHbIe mpucTynsl. Habmomaercs
3afiep>KKa IICUXoMOoTopHoOro passutus. I mpomnc-
XOJAT TPY pa3a B JIeHb B BU/Jie aflBEPCUN [71a3 BJIEBO
¥ TOHMYECKOTO HAIPsKeHMA B PyKax, CepUsAMMU T10
2-3 MyH. Ha MOMEHT OCTYyII/IeHNA 1TO/Ty4asl BUTa-
6aTpyH 85 MI/KT B CyTKN.

/3 paHHero aHaMHe3a M3BECTHO, YTO POX-
JieH OT BTOpoil OepeMeHHOCTH (mepBast 6epeMeH-
HOCTb — BBIKMJIBIII Ha CpPOKe 6 Hefesb), Ipo-
tekaBuieil ¢ 30 Hemenb ¢ (eTomTaleHTAPHON

HeJIOCTaTOYHOCTbIO, TeCTO30M JIETKOil CTelleHN,
MajIOBOAYIEM, CaXapHBIM TIeCTAllIOHHBIM JiMa-
6erom. Poppl Ha 39-i1 Hefene, BeC Ipu poOXfe-
Huu 3130 1, pocT 50 cM, OlleHKa MO IKajne Anrap
7/7 6anI0B, BBIMUCAaH Ha 4-€ CYTKM O>KMU3HU.
Ho 1,5 mecana marh oTMedana y peGeHKa SIu-
30[bI OECIIPUYMHHOTO OeCIIOKOVICTBA, CHIDKEHMe
OBUraTeIbHOM aKTUBHOCTU. B Bo3pacte 1,5 Mecs-
1a pasBuica nepsbiit JII B Buge oTBefieHNs I1a3
U nofiepruBaHuA KoHedHocTeit. Ha 93T saperu-
CTPUpPOBAH IATTEPH «BCIBIIIKA — IOJABJIEHNE».
[Tposegena MPT romoBHOro Mos3ra, mpu KOTOpoi
BBISAB/ICHA 3aJiep>KKa MUeMMHM3anuu 6eoro Be-
mecTBa. Ma/jbuMKy Ha3Ha4YeHa IOCTOSHHAS aHTH-
aMMJIeNTIYecKass TepamusA (KeIlmpa, KOHBYJIEKC).
Tak Kak Tepanus okasanach HeaHeKTUBHOIL, JO-
6aByeH Burabarpus. O6c1enoBaH Ha BPOXKIEHHbIE
6omne3un HakomieHus (kpoBb TMC, Moya Ha opra-
HIYeCKMe KUC/IOTHI, IAKTaT/IMPyBaT) — HaHHBIX
3a HapylleH/Me MUTOXOH/IPMANIbHOTO OKMC/IEHUA,
MUTOXOHJpUaIbHOE 3ab0/IeBaHMe ¥ aMUHOALMU-
JOMaTuM He IMOAy4eHo. MyTanuii, cCOOTBETCTBY-
fomyx (GeHOTHITy MAIVIeHTa, He BBbIABIEHO. B cBA-
31 C OTCyTCTBMeM KOHTponA Hap III B Bospacre
8 Mec. TpoBefieH Kypc CTepOUTHOI Tepanui, Bbl-
MVICAH C Y/Iy4IIeHNeM — IMPUCTYIbI COKPATHUINCh
mo 1-2 pas B cyTKu (HecepmitHbIe, IapIyagbHbIe
B BUJIE a/IBEPCUII I/1a3 B/IEBO, KIBKOB T'OJIOBBI, TO-
HIYECKOTO HAIPsDKEHMs B PyKax).
Hesponornuecknii craTyc B Bo3pacTe 8 Mec.: Co-
CTOsIHMe 110 3a60/eBaHuIo TsDKenoe. [o/10Ba MUKpO-
nedanbHOIT popMmbl, 44 cM (Hopma — 44,85-46,7 cM,
MeHee 3-ro neHtund). Bec 9 xr (75-11 LeHTUIb),
poct 67 cMm (Hopma — 68,15-71,30 cM, MeHee
3-ro ueHTWIA). [MnIepTpnxo3 obmacTy n6a, HU3KUIA
71106, nuieBoit arcMopdr3M — apkoobpasHbie 6po-

Puc. 3. Manbunx M. ¢ cungpomom Kabyku 1-ro tuma: @ — Bo3pacte 3 Hefl.; b — BospacT 8 Mec.; ¢ — BospacT 16 mec.
JIuneBon ;[MCMop(i)MsM, MBIIlIeYHasl TUIIOTOHMS, 3alep>KKa PasBUTHUA

Fig. 3. A boy M., with Kabuki syndrome 1 type: a — 3-week-old; ¥ — 8 months; ¢ — 16 months. Dysmorphic facial

features, floppy baby syndrome, developmental delay
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BU, HU3KMIT QUJIBTPYM, ONYIEHHBI KOHYMK HOCA,

yKOpodeHMe MUsuHIEeB (puc. 3, 4).
BckapmnmBaercas M3 POXKKa, IONEPXMBAeT-

CA IIpU TIONBITKE HAKOPMUTDH TBEPHAOM IMUIIEI.

VImeeTcs 7erkoe a/bTepHUpYIOLIee CXOAAleecs

kocornasue. CIIOHTaHHasA 4acTasg aJBepCcus I/a3

BBepX. [IpogyKTUBHbBII KOHTaKT OTCYTCTBYeT —

BU3ya/JlbHOE BHMMaHUE COCTaBasgeT po 20 ce-

KyHA. Iymur Ha ¢doHe Xopolrero caMO4yBCTBUA.

He cmeercs. nutenpHo OGecnpmymHHO 6ecIio-

KOMUTCS, YCIOKayBaeTCsA MpM YKAYMBAHUU Ha

pyKax. BeimpsAMurenpHble peakuuyu He pas3BuU-

Tbl. YMEPEHHOE IIOBbILIeH)Ee MBbIIIEYHOTO TOHY-

ca B JVCTAJbHBIX OTHEIAX KOHEYHOCTell, rpybee

B HOTaX, peTpaKkiusA aXWUIOBBIX CYXOXXVINIL

O6beM HAacCUBHBIX ABJDKEHWII B CYCTaBax IOJI-

Hblil. CyXOXMIbHbIe pedIeKChl OXKUBIIEHBI C PYK,

BBICOKME — C HOT. [Ta/bIbl pyk CXKaTbl B KyJIadKu,

3pUTETbHO-MOTOPHAsA KOOPAMHALIMA He Pa3BUTa,

cumitoM babuHckoro (+), cumnrom [focTepa (+).

CroHTaHHas [BUTraTe/lbHasd aKTUBHOCTb HOCUT

XaOTUYHBIN, HEKOOPVMHNPOBAHHBIN XapaKTep.
Comamuueckuii cmamyc. ANIIETUT IIepPEMEHHBI,

COH YKOPOYeHHBIV, OecriokoliHblii. IloBbIeHHO

HOTOOT/eeHNe TONMOBbI. Ko)kHbIe TOKPOBbI 00BIY-

HOJl OKPACKM, IATOJIOTMYECKON CBbIM HeT. f3bIK

o6noxxeH 6enbiM HaneToM. [lepudepuyeckne mum-

¢oysbl He yBemm4yeHbI. []pIxaH1e )KeCTKOe, BBICITY-

MIMBAIOTCA NPOBOAHbIE Xpunibl. Y[ — 18-22 B Mu-

HyTy. Ilpn ayckynbranum cepflja TOHBI SCHBIE,

putmuunbpie. YCC — 98-118, maronmormyeckux

myMoB HeT. JKMBOT HamlpspkeH, HEMHOTO B3[YT.

[ToBbimieHHbIt MeTeopusM. CTyn C 3aJepKKOIL.

ITeuennb u ceneseHKa MajabIIaTOPHO He YBETMYEHDI.

Iloukn He manpnupyrorca. Modeucnyckanue IO

BO3pacTy.

PesymbraTel o6cnenoBanmit B Bospacte 8 Mec.:
o Kiunmyeckuit ananmms KpoBy: TeMOITIOONH — OT

87 mo 111 r/n (cHMXKeHMe), SPUTPOLNUTH — OT

3,07 - 10%/n mo 4,53 - 10'2/n (ue3HaumTenbHOE

CHIDKEHNe), peTUKYIoIuTo3 — 21 % (moBblie-

Hue), neitkouuTsl — 9,51 - 10°/71, reMaToKpuT —

31 % (uopma), Tpombouurel — 534 -10°/n

(Tpombor1uTo3), CO3 — 2 MM/4. AHM3OLUTO3,

MUKPOLWTHI, TUTIOXPOMUSL.

Peakimss Kymbca — otpunatenpHas. Jmar-
HOCTMPOBaHa TeMOJIMTHYEeCKas, KyMOcC-oTpuia-
TeJIbHAA TUIIEppereHepaTopHasd aHEMUA.

o Dbuoxmmmdyeckuit aHanms KpoBU: IIe/lOYHAsA
docdaraza — 1309 u/l (Hopma — 250-680,
3HAYNMTENbHOE IIOBBIIIEHNME), OCTa/lbHBbIE IIO-
Kasarenu B Ipefenax HOPMbI (00mmit 6enoxk,
ITT, CPB, AJIT, ACT, 6unupy6uH, xonecte-
pUH, ammnasa, KpeaTMHMH, MOYEBMHA, IJIIO-
ko3a). Burammu B, B xpoBu — 1177 Hr/mn

Tom 11 ¢ N2 2 ¢ 2019

Puc. 4. Manbuux M. ¢ cunppomom Kabyku 1-ro tuma. bpa-

XUOAKTUINA
A

Fig. 4. The boy M. with Kabuki syndrome type 1. Brachy-
dactyly

(3sHauMTeNbHOE IOBBIIIEHNE, BUTAMIUH He IO-
nmy4an; Hopma — 187-883 Hr/mi) — mokasa-
TeNb remaTobummapHoi gucdyskiumn. Anbda-
¢eronporenn — 27,33 ME/mn (moBblieHue;
HopMa MeHee 23,5 ME/mn). 3anopnospeHa puc-
GYHKIMA rernaToOMINapHOil CUCTEMBL.

o OKI' — cunycosbii putm ¢ YCC 100 ypapos
B MUHYTY.

o Odranpmornor: yacTnyHass aTpodus 3puTens-
HBIX HepBOB. MajloyInoBasi 930TpONNs B Cpefi-
HeM TMo/IoXKeHun (puc. 5).

o Koarynorpamma: nmokasarenu B HOpMe.

o AmMuak kpoBu: ot 69 10 95,0 MMOIb/7 (TIOBBI-
IIeHIe, HOpMA [0 75 MMOJB/ ).

o KOC po eppr: pH — 7,288, Lac — 4,6, ABE —
(-6,9) (xoMIeHCHpPOBaHHBI MeTabOIIYeCKIIl
arupos, runepnakratemus). KOC mocne embr:
pH — 7,395, Lac — 2,6, ABE — 1,7 (KOC xom-
IIEeHCHPOBAH, I'MIIep/IaKTaTeMVs NPy Harpyske
He HapacTaer).

o JImmyHorpamma: IgA — 0,12 r/n (HopMa, pede-
peHTHBIe 3Ha4YeHnA — 0,08-0,91); IgM — 0,28 r/n
(Hopma, pedepencHble 3HaYeHUss — 0,17-1,43);

Puc. 5. Manbunk M. ¢ cunapomom Kabyku 1-ro tuma. Ma-

JIOYIZIOBAsA 330TPONNA B CpEAHEM ITO/TOKEHNN
AN

Fig. 5. The boy M. Kabuki Syndrome type 1. Small angle
esotropia in the middle position

Becthuk CeBepo-3anaaHOro rocyAapCTBEHHOrO MEAMLIMHCKOTO yHuBepcuTeTa um. .M. Meunukosa
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Puc. 6. 99T manbunka M. B Bospacte 8 mec. [luddysHoe samenenue ¢poHOBOro put™a, 60jee BEIpakKeHHOE B 3aJHUX
otfenax. PernoHanpHas snuIenTu(GOpPMHas aKTUBHOCTD B JIEBOI BUCOYHO-TEMEHHO-3aThIIOYHOI 00/1acTH

Fig. 6. A patient M., 8 months. EEG. Diffuse slowing of the background rhythm, more pronounced in the posterior parts.
Regional epileptiform activity in the left temporal-parietal-occipital region

Puc. 7. MPT manbunxa M. ¢ cungpomom Kabyxn 1-ro tnma B Bospacte 1 mec. (4, ¢, ¢, f) u 8 mec. (b, d, f, h). Atpodu-
JeCKyie M3MEHEeHVs B TOOHO-BICOYHBIX OT/E/IAX HOTYIIAPIIl MO3Ta ) 3aMefijleH1ie MUeIMHNU3au 06/1acTH CTBOIA, 3a-
IHero Gefipa BHYTPEHHeIl KaIlCy/Ibl

Fig. 7. MRI of the boy M. with 1 type Kabuki syndrome at the age of 1 month (g, ¢, ¢, f) and 8 months (b, d, f, h). Atro-
phic changes in the frontal-temporal hemispheres of the brain and slowing myelination of the trunk, posterior limb of
the inner capsule

Herald of North-Western State Medical University named after I.I. Mechnikov Volume 11 ¢ Issue 2 ¢ 2019
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IgG — 6,48 r/n (HOpMa, pedepeHTHbIe 3HaUe-
Hus — 2,05-9,48).

« llepebpocnmHanbHas XUJKOCTb: IUTO3 — 1/3,
6emox — 0,14 r/m, makTat — 1,5 MMOJIB/JI, T/IIO-
K03a — 2,9 MMO/Ib/ 7 (BCe IToKasaTe/u B HOpMe).
IloceB — Het pocta. IIIIP nuxBopa x LIMB,
B3b, BIII' — oTpuuarenbHo.

o+ 3purenbHbIe BbI3BaHHbIE IOTEHIMA/IBI HA BCIIbI-
IIEYHBIVI CTYMYJT: YMEPEeHHOe 3aMefiIeHyie IIpo-
BOJVIMOCTH TI0 3pUTETbHBIM HepBaM U TpaKTaM
C IBYX CTOpOH. [IpusHaKy BbIpa)KeHHOTO CHM-
JKeHMs QYHKIVIOHA/IbHON aKTVBHOCTY HeVpo-
HOB KOPKOBBIX IIPOEKIMIOHHBIX 30H 3pUTe/b-
HOTO aHa/MN3aTopa C/IeBa, YMEPEHHOTO CIIpaBa.

o Y3U muroBumHON >Keme3bl (9 Mec.): HelIb3s
VICKITIOUNTD ¥Y3-TpU3HaKM TUIepIUIa3uy mapa-
IIMTOBUIHBIX >Kene3. [OPMOHBI IMTOBUIHO
KeJle3bl: B IIpefie/laX HOPMBI.

o OOI'(22.06.18 B BO3pacTe 8 Mec.): IMK-BOTHOBAs
aKTVBHOCTb B JIEBOJI BUCOYHO-TEMEHHO-3aThI-
JIO4HOI obmactu (puc. 6).

o Y3M opranoB OpromHoit momoctn (8, 9,
10, 12 Mec.): JOMIOIHUTENbHASA JONbKA CeNe3eH-
KJ1, He3Ha4YMTe/IbHasl TellaToMerasns, CTabuib-
HOe Te4eHue.

o VY3U mouek (8, 9, 10, 12 mec.) — mnpusHaKu
IIETO9KTa3UM C/IeBa, CTaOWIbHOE Te4eHe.

o MPT ronosHoro mosra (8 mec.): arpodudeckue
VI3MEHEHVs B TOOHO-BMCOYHBIX OTJE/NaxX IOJY-
mapuit Mmosra (puc. 7, b, d, f); 3amenienne mu-
eMMHM3aMM OOMacT CTBOJA, 3aJHero Oemgpa
BHYTpeHHeNl Karcynsl (puc. 7, h). IIpoBopnmm
cpaBHeHue ¢ paHHUMU cHuMKamMy MPT (B Bo3-
pacte 1 Mec.). Boranensr arpo¢us 106HO-BI-
COYHBIX OTJENOB (puc. 7, a, ¢, e) U 3aMeljieH1e
MUenMHu3auu 06/1acTi CTBOA, 3ajHero Oepa
BHYTpEHHel KaIcysl (puc. 7, ).

o IlpoBemeHO mONMHOe CEKBEHMPOBaHNUE 9K30-
ma (NGS) B maboparopun reHeTUIeCKOTO LieH-
Tpa Xapmacca (Vepycanum). BplsineH BapuaHT
c.8228A>C B rene KMT2D (49433219) B rere-
posuroTHoM cocrosHuu. OO6cnefoBaHue pe-
6enka u popguteneit mo CaHrepy — BbIsIB/IEHA
myranya chr 12:49433219 A>C B reTepo3urort-
HOM COCTOSIHUM y pebGeHKa U oTia. Y Marepu
MyTanus He ob6HapyxeHa. [laHHas MyTtanus
He 3apeructpupoBaHa B 6ase maHHbIx OMIM.
BmecTe ¢ TeM, ¢ y4eTOM XapaKTepHbIX KJIMHMU-
YeCKVUX CYMIITOMOB, OblIa paclieHeHa Kak IIa-
TOTeHHasA C ayTOCOMHO-JIOMVHAHTHBIM TUIIOM
nepenavn.

B panpHeiiieM mpoBOAWIM IOZOOp aHTU-

SMMIENTNYECKON Tepamuu. B aroit cBA3KM ocy-

IECTB/IAIM  HePOPU3NOTIOTYECKUIT KOHTPOIb

(puc. 8).

Herald of North-Western State Medical University named after I.I. Mechnikov

o 93T (9 Mec.): marTrepH MoOAMQUUINPOBAHHOI
TUIICAPUTMUY C PETMOHAIbHBIM aKI[€HTOM B Jie-
BOIT BICOYHOI 0bmacTu (puc. 8, a).

o O3T (10 mec.): puddysHoe samenneHue ¢o-
HOBOTO PUTMa, NepPUOANYECKOe PerroHaIbHOe
3aMeqjieHue U anmtenTudopMHasi aKTUBHOCTD
B JIeBOI BUCOYHOI obmacTu (puc. 8, b).

o 93T (12 mec.): fuddysHoe 3amenneHne GoHO-
BOTO PUTMa, SIMIENITU(POPMHAS aKTUBHOCTD He
perucrpupyercs (puc. 8, c).

Comarnyeckoe COCTOsHME Pe3KO YXYALINMIOCH
IIOCTIe BBEIEHU S CTEePONIOB: IPUCTYIIbI 3aTAXKHOTO
0eCIIOKOJICTBA, OTKA3 OT efbl, IMXOPajKa, pBOTA,
MHOTOKPAaTHBIN >KUAKMIL CTYI. B cBA3K ¢ pa3BuB-
IIeli OCTPOIl SHTepoIaTHell CTePOUAbl ObUIM OT-
MeHeHbl. Ilo pesynbpraraM NOBTOPHOM MMMYHO-
rpaMmbl IgA — 0,04 r/n (cHIDKeHMe, pedepeHTHBIE
s3Hayenmsa — 0,08-0,91).

B Bospacre 11 mec. B Tepanuio mobaBiieH 30-
HerpaH. Ha sTom ¢one III coxpaHsanmucy no Tuiy
MHQpaHTUIBHBIX CIIA3MOB CepUsMU 110 2-3 MMH,
C 9aCTOTOJ HECKOJIbKO pa3 B JieHb. [lonbiTkM OT-
MeHbI BurabatpuHa (Tpyokabl) 6pim HeabdeKTuB-
HBI, 4TO MPOABNANOCH ydameHuem III. 3atem 30-
HerpaH ObII 3aMeHeH Ha TPWJIENTAT — IPYUCTYIIbI
COKpaTWU/INCh 10 1 pa3a B CyTKM, IPEVMYILECTBEH-
HO BO3HMKa/IM Ha (OHe JPEeMOTBHI U 3aChIIAHVI.
Pe6eHOK ObBUI IIPOKOHCY/IBTMPOBAH T'eHETUKOM,
BBICTABJIEH OCHOBHOI iarHo3: «CUHAPOM KabyKu
1-ro Tuna (MONEKY/IAPHO NO3UTUBHBIN, MYTaIVIs
B reHe KMT2D). CuMmiromarndeckass MyabTugo-
KaJIbHas SNWIENCHSA, Pe3UCTEHTHAs K Tepamum».
ConyTcTByromuit  guartos: «CHHIpPOM Tuiep-
pereHeparopHoil aHemuyu. CHHIPOM XojecTasa.
[TnenoskTasusi, CTabUIbHOE TeYEHUE.

B cBA3M C COXpaHAIIMMUCA SINIENTHYe-
CKMMU TIPUCTYIaMU B Bo3pacTe 14 Mec. pebeHKyY
BBefieHa KeToreHHas fueta. [Iposenena 93T (con
70 MMH + npoOy>XzueHue): Ha (oHe Je30praHu3a-
1y GOHOBON PUTMMKY 3apEeTUCTPUPOBAHA MHTe-
PUKTajIbHas SnMIenTI(OpPMHast aKTUBHOCTD (KOM-
IUIEKCBI «OCTpasi — MeJICHHasi BOJIHA» ) aMIUIUTYROM
105 MKB B 71eBbIX BUCOYHBIX OTBEJEHNUIX, C KOCOM
OpMEeHTalMell OUIONA, C peBepcueil OTpuLaTeb-
Hou a3l T5. Pusmonornyeckne IMaTTepHbI CHA
copmupoBansl o Bospacty. Bo cHe permcrpu-
pyeTcsa BbIIIEONMCAHHAS MHTEPUKTA/TbHAA 3IU-
nenTrdOopMHasA aKTUBHOCTb C HU3KUM VIHJIEKCOM.
SmuaenTryecKye NpUCTYIb OTCYTCTBYIOT (puc. 9).

Oo0cyxaenne

B nureparype ommcaHbl IaTOTeHHbIE U Hela-
ToreHHbple MyTauuy B reHax KMT2D u KDMG6A.
Y 6onpHBIX ¢ (EHOTUIIMYECKMMY IIpU3HAKa-

Volume 11 ¢ Issue 2 ¢ 2019
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Puc. 9. Manbuuk M. ¢ cungpomoM kabyku 1-ro tumna B Bodpacte 12 mMec. 3T (coH + 6oapcTBoBanue). CocTosiHME Ha
¢doHe KeTOreHHOI fueThl. VHTepuKTanbHasA SNMIeNTN(HOPMHAA AKTUBHOCTD (KOMIUIEKCBI «OCTpas — MefjIeHHas BOM-
Ha») aMIUIUTyRoy 105 MKB B JIeBBIX BMCOYHBIX OTBefeHNAX (4) C KOCOJ OpMeHTalyell IUIONA, C PeBepcreli OTpuia-

tenbHON a3l T5 (b). ViccnenoBanue nposesieHO B I. TonbaTTH
NN

Fig. 9. The boy M. with 1 type Kabuki syndrome at the age of 12 months. EEG (sleep + wakefulness) — after a ketogenic
diet. Interictal epileptiform activity (complexes “sharp-slow wave”) with an amplitude of 105 mV in the left temporal
areas (a), with an oblique orientation of the dipole, with a negative phase reversal T5 (b). The study was conducted in

Toliatti

My CK rmaroreHHble MyTaluM BbIABIAKT B
55,8-80,0 % cnyuaeB [34]. [laToreHHble MyTauum
He ONIMCaHbl y (PEHOTUIINYECKM 3[JOPOBBIX JIIO-
meit. IIpu CK BcTpevaroTcsa MyTalMM-HeraTuBs-
Hble U MyTalMM-TO3UTUBHBIE MAIVIEHTHI [28, 34].
Kak nprmumHa pasButusi 3abomeBaHUsI OMMCAHBI
Majible fefeliyy YUIM VMHCepLNY, HOHCeHC- M MUC-
CEHC-MYTallul, HAapyIIeHUsA paMKM CYMUTHIBaHUA,
YacThb U3 HUX ABSIOTCA IATOT€HHBIMMU, HEKOTO-
pble — C HeM3BeCTHBbIM KIMHMYECKUM 3HaYeHVeM
(puc. 10).

[Tarorennble myTauuyu B rene KMT2D moryt
OBITH BBISIB/IEHBI B MO3a4HON OpMe, a HOCUTETD
MOXKET IepefaTb 3Ty MYTAIMI0 IIOTOMCTBY [34].
Y 20-45 % nanuenTtoB ¢ CK reHeTmyeckass ocHOBa
OCTaeTCsA HEM3BECTHOM, YTO CBUJIETENILCTBYET O Te-

Tom 11 ¢ N2 2 ¢ 2019

HETUYECKOV reTeporeHHOCTH 3aboneBanus [4-6, 8,
33, 34].

Hambonee xapakrtepHble (eHOTHIIMYECKIE
nposinenusi CK mpencraBieHsl NMUIEBBIM W3-
MopdusmoM (94 %), HapylIeHMeM BCKapMIN-
BaHNUA B paHHeM Bo3pacTe (100 %), MBIIIEYHO
runtotonueit (100 %). K monomHuTenbHbIM Hpu-
sHakaM CK oTHOCAT OpaxmpakTwinio, Tuieppa-
CTSKMMOCTD CYCTaBOB, uCITa3uio Horreit (80 %)
[3, 7]. K gpyrum anomamuam npu CK oTHOCAT
TUMIEPTPUX03, JIeBble IIOPOKM Ceppla, CKeleT-
Hble, YPOTeHNUTAIbHbIE U AaHOPEKTA/JIbHbIe BPOX-
meHHble aHoMamuu [7, 8, 33]. MeHoTUIIMYECKIIE
NpU3HAKM 3a00/I€BaHNA Y MYTalVJ-HeTaTUBHBIX
Y MyTal[UU-TIO3UTUBHBIX ITAI[IEeHTOB He pasjyya-
orca [3].

Becthuk CeBepo-3anaaHOro rocyAapCTBEHHOrO MEAMLIMHCKOTO yHuBepcuTeTa um. .M. Meunukosa
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« HowceHc-mytaumn / Nonsense

* Muccenc-mytaumnn / Missense
HapyweHns pamku cumtbiBaHus /
Frameshift

Mwuccerc-myTaumnmn

oo

0000000000« «xxx syt

Hapywenns pamku
CUMTbIBAHNS

Frameshift

(146,47 %)

Missense Howncenc-myTaumm
(56,18 %) Nonsense
(105,34 %)

Puc. 10. Cextp myTtanuit rena KMT2D: a — cxemarudeckoe nusobpaxenne rena KMT2D. Kaxgplit TUII MyTaluu mi-
JIIOCTPUPYETCA TOUKON C OIpefie/IeHHBIM CoueTaHMeM IiBeTa U (GopMbl. Kaxkgas BepTuKambHas TOYKa IPENCTABIAET
TeHeTUYeCKYI0 MYTallMIo, ONMCAaHHYIO B MUTepaType. KpacHBIM 1jBeTOM 0603HaYeHa MaTOreHHass MyTalus; b — cxeMa-
TYecKoe n3obpakeHne myraunit B rene KMT2D (Liu S. et al, 2015)

Fig. 10. The spectrum of KTM2D gene mutations: a — schematic representation of the KMT2D gene. Each type of muta-
tion is illustrated by a dot with a specific combination of color and shape. Each vertical point represents a genetic muta-
tion described in the literature. Red color denotes pathogenic mutation; b — schematic representation of mutations in

the KMT2D gene. Published by Liu S. et al., 2015

Y manpumka M. HaOmrofaeTcsi KapTMHA AM30H-
TOTEHeTNYeCKOll paHHell sHIjedanonaTnn ¢ Ipu-
3HaKaMu gucMopdum. B 3ol cBA3M ObLI 3amono-
3peH reHeTndeckuit cuHapom. IIpu mpoBeneHuN
IO/IHOTO  CEeKBEHMPOBAHMA 9K30Ma BbISAB/ICHA
myrauma chr 12:49433219 A>C B rene KMT2D
B TeTEePO3UTOTHOM COCTOSIHUY, PACIONIOKEHHOM
Ha xpomocome 12q13.12. JJannsbnit Bupg CK o6y-
CTIOBJIEH HapylleHueM QYHKIVM TM3MHCIIenndu-
geckoit MeTmnrpancdepassl 2D (lysine-specific
methyltransferase 2D) n o6ycnoBnen Hacnemosa-
HueM oT otua (peHoTmnmyecku 3popos). V3 mo-
HIO/IHVTE/IbHBIX IIPU3HAKOB 3a00jIeBaHMs y pebeH-
Ka BBLABJ/ICHBL: TeMO/IUTIYECKasA KyMOC-HeraTuBHas
aHeMMsI, IMCOYHKIMA TelaToOMINAapHOrO TpaKTa
(rematomeranus, nospiieHre anbda-dII, nuano-
KobOanmaMyuHa KpoBM, 1ienouHoit ¢pocdaraser), guc-
raMMartooyaHemus, menoskrasusa. K Bospacty
12 Mec. y MajIbuMKa pa3BUIacCh pe3UCTEHTHAs K Te-
paIuy 3MWIETCHUsA, TPOABIAOMIAACT MOMUMOPd-
HBIMM NTAPII/aTbHBIMY SNV TUIECKIIMU IPUCTY-
naMu ¥ MHQAHTWIBHBIMA CIIa3MaMI.

ITo faHHBIM TUTEPATYPBL, Y ieTell C CMHIPOMOM
KaOyky B JledeHyy cuHApoMa Becra apdextuBen
3oHmcamuy [15]. B HameM crrydae 30HMCaMMJ OKa-
3ajica HeadPeKTUBeH, HO HaO/Iofamach BBICOKAs
qyBcTBUTENbHOCTD JII Kk Burabarpuny. Hecmorps
Ha CHIDKEHMe MHJIEKCa SIIeNTUGOPMHOI aKTUB-

Herald of North-Western State Medical University named after I.I. Mechnikov

HOCTY Ha MHTepuKTanbHOI D3I cHa, y pebeHKa co-
XpaHAITCA CI0oKHO-Napuyanbable J1I Bo Bpemsa
IpeMOTBI U IPOOYXKeHMs, pefKyie MHPAHTUIbHbIE
CTIa3Mbl. Y Ma/IbuiKa OTMeYaeTCs BbIpaskeHHasd 3a-
IepKKa IICUXOMOTOPHOTO Pa3BUTHA.

BbiBOADI

JJaHHDBI KIMHUYECKUI CIy4all JeMOHCTPUPY-
eT MOJIEKY/ISIPHO-TIO3UTHBHBIN CHUHAPOM KaOYKU
1-ro Tuma. BoOMbIIMHCTBO 3aperucTpUpOBAHHBIX
myrtauuit KMT2D ssnawoTcsa de novo u o6Hapy-
KMBAIOTCA B CIOPafiNdeCcKUX Clydadx. AHanu3
BapuaHTa chr 12:49433219 A>C B rene KMT2D
no 6asaM JaHHBIX He 3aperucTpupoBaH. Takum
o6pa3oM, B HallleM CjIy4ae y MajbuyKa BbIsBJIeHA
penKasa MyTalys, yHacleJOBaHHAA OT OTLIA, MME0-
II[er0 HOpMa/IbHBI (PEHOTHUH U MHTE/IEKTyaIbHOe
passuTue. He nckmroyeHna nepegaya MyTanym B MO-
3an4HOil (popme. OCOOEHHOCTb JJAHHOTO CiTydas
3aK/II0YAETCS B Pa3BUTUM y Ma/Ib4MKa Pe3VICTEHT-
HOJ MJIaJieH4YeCKOI 3MMJIENICUY, YyBCTBUTENIBHOM
K BMUrabaTpMHy U KyMOC-OTpPUIJaTeIbHONM TI'eMO-
nuT4ecKon rtepanuu. Pannasa guarHoctuka CK
VIMEET pelllafolllee 3HaYeHNe JIIA CEMENHOTO U Te-
HETNYECKOTO KOHCYIbTUMPOBAHMNA, YTO ONpENeN-
€T BUJ] ¥ CPOKM TepaNeBTUYECKUX BMEIIATEIbCTB.
CrenmanucTsl TODKHBI OBITH OCBEOMJ/IEHBI, UTO
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CUHJIPOM KaOYKI MMeeT KIMHIKO-MOJIEKY/ISPHBIN
nonuMopdusM, a 6aza OMOMOIMYECKUX UM Meu-
LVHCKUX 3HAHUIT Oy/ieT eXXerogHo OOHOBIATHCS.
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