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Cunopom Kabyku — pedxoe eenemunecroe 3a0oJe-
samnue. I[layuenmaot ¢ IMUM CUHOPOMOM PeHOMUNU-
YeCKU HANOMUHarom axmepos meampa Kaoyxu.Ae-
MopoL nPeocmasaAom 0030p aumepamypbol, nOC65-
UeHHbLLL ONUCAHUIO UCTMOPUL 0AHHO20 CUHOPOMA,
IMUON02UU, OCOOCHHOCMAM KAUHUUECKOL Kapmi-
HbL, QuazHocmuke u nooxooam x mepanuu. Ocobooe
BHUMANUE )0eLeHO ONUCAHUIO KIUHUYECKO20 CY-
uas cunopoma Kabyxu. [Ipusederno demaivroe onu-
canue gpernomuna navuernmada. [100po6HoO paccmo-
mpervL 0CO6eHHOCMU MeUeHUL INULCTICUL, dTIeK-
mpoanyepanozpaPuueckoll Kapmumol i rederue
0€B0UKU C IMUM CUHOPOMOM.

Knrouessvle cnosa: Kabyiu, Snunencus, CUHOPOM.

Ba AnoHcKux gokrtopa, Niikawa N. n Kuroki Y., B

1981 r. He3aBMCKUMO ApYr OT Apyra onucanu rnae-

Hble KNMHWYECKUEe Npu3Haku cuHapoma Kabyku
[5,33,34,45,41,26]. C Tex NOp B Pa3fn4HbIX CTPAHAX MU-
pa onucaHo cebiwe 350 geTen, cTpajarlUMX LAHHbIM
cuHgpomom [3].

Pucynoxk 1. Akrep Tearpa Kabykn. M3 knuru James R.
Brandon: «Kabuki: five classic plays». Drama, 1992, 378 pages.

Ten. (495) 983-09-03

[leTn ¢ 3TM CMHAPOMOM MOX0XKW HA aKTepoB TeaTpa
Kabyku, TpaguLMOHHOTO ANOHCKOro TeaTpanbHOro uc-
KyccTBa (pucyHok 1) [5,41]. CnoBo «kabyku» 03Ha4aeT
«MacTepCcTBO NeHuns n tanya». CUHAPOM NepBOHAYaNbHO
6bin1 Ha3BaH «Kabuki make-up syndrome». [1o3xe Tep-
MUH «make-up» 6b11 yTepsH. CyLlecTBYeT TakxXe aBTop-
CKoe HasBaHue cungpoma — Niikawa-Kuroki [41,44].

CnvHppoMm ABNseTCA LOCTATOYHO pefKuM, BCTpeYaeT-
ca ¢ vactotoii 1 Ha 32000 HOBOPOXAEHHbIX B ANOHWN
[5,33,45,44]. Mo mHeHuto Niikawa N., curgpom Kabyku
SBNSETCA JOBONbHO PacCNpPOCTPaHeHHbIM UMEHHO B Ano-
Huv [33]. Ho cyLiecTBYOT ny6nKauuy o nauueHTax, He
ABnAOLWMXCA anoHuamu. MNepsas Takas nyéankauus ce-
puv 13 16 nauymeHToB 6bina Tonbko B 1992 roagy [38]. B
JanbHenweM MauueHTbl ¢ cuHaApomMom Kabyku 6binu
onucaHbl cpean MycynbMaHCKUX apabos, B CeBepHOMN
Amepunke (Kawame H. u coaBt.) u B benopyccun
[13,20,24].

Atuonorms cnHapoma Kabyku fo KOHLA HEM3BeCTHA.
bonblWMHCTBO cnyy4aes — myTauua de novo [5,33,11]. V
NNLL MY>XXCKOTO 1 )XEHCKOT0 noJia 3a6oneBaHne BCTpeya-
eTca € OAMHAKoBOW  4acTtoToi. [lpegnonaratoT
X-CLUEeNJIeHHbIA U1 ayToCOMHO-AOMUHAHTHbIA TUN Ha-
cneposaHua [5,41]. CywecTBytOT CO0O6LLEHNA O CeMeN-
HbIX clyvaax cuHgpoma Kabykwu [11]. Halal F. n coasrT.
[15] BnepBble onucany ceMenHblin crny4van cuHapoma Ka-
O6ykn y 2-x cubCcOB M UX OTLA, [OKa3aB ayTOCOMHO-
JOMUHAHTHBIA TUN HAcNe[0BaHNA.

Milunsky J. n Huang X. BbisBUnu cy6mMumkpockonuye-
CKYI gynnukaumio Ha 8-in xpomocome (8p22-23.1) y na-
LNEeHTOB ¢ cuHapomom Kabyku [29]. NpoBeLeHHbIe 4py-
rve ncciiefoBaHuns, B TOM Y1CIe C UCMOJb30BaHNemM Me-
TOJOB CPaBHUTENbHON reHoMHou ruépuansaunm (aCGH)
1 hnoopecleHTHON rmbpuansaumm (FISH), Ha pasnny-
HOW BbIGOPKE NaLMeHTOB C CMHAPOMOM KabyKu SJaHHbIX
pe3ynbTaTtoB He noateepaunnn [17,10,31,47,25].

NHTepecHbl uccnegosaHua Hannibal M. u coasT.
(2011), KoTOpble NpoBenn CKpUHUHT 110 cemein C CUH-
apomom Kabyku. B 81 cembe (74%) 6bina BbisiBJieHa My-
Tauma reHa MLL2, kogupytowero 6enku rpynmel
Trithorax, perynupyroLine cTpyKTypy XpomMmaTuHa 1 y4va-
CTBYIOLLME B NOALEPXKAHUW IKCIPeccum reHos [16].

Takum o6pasom, amarHos cuHapoma Kabykm ycta-
HaB/IMBAETCA HA OCHOBAHMMN KIIMHUYECKUX KPUTEepues
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OpuruHanbHble cTaTbyn

[42], cneundonyeckas reHeTnu4eckas aHomanus, OTBeT-
CTBEHHAs 32 3TUONOrno cmHapoma Kabyku, Hem3BecTHa
[34,5,41,17,11,42].

Niikawa N. n coaBT. npoBenun KpynHble NCCefoBaHus
KJIMHUYECKNX 0COBEeHHOCTEeN 62 nauuMeHTOB C CUHAPO-
mom Kabyku [33]. B aToi rpynne Habnoganuce pasnmny-
Hble NPOSABNEHNSA JAHHOIMO CUMHAPOMA, CPpeau KOTOpbIX
BbISBASANUCL 5 KapAWHanbHbIX Npu3Hakos [33,42]. 310
cBoeobpasHoe ninuo (100%), CcKeneTHble aHoManuu
(92%), nameHeHuns gepmarornudpunku (93%), UHTeNNeK-
TyanbHbIA 4eULNUT OT JIErKOro 40 yMepeHHoro (92%) un
nocTHaTanbHas 3agepxka pocta (83%). IT0 OCHOBHbIE
NPU3HaKu npu cuHapome Kabyku, Ho Tak>xe Habngaet-
CA MHOXECTBO JpYyrux aHoMasnui, Hanbosiee BaXKHbIMU
13 KOTOPbIX ABNATCA CleayoLmne: NpexaeBpeMeHHoe
pa3BuTUE MOJIOYHbIX XXefne3 y AeBoYek B 23% cliyvyaes
[33]; BpoxxaeHHble nopoku cepaua B 39% cnyyaes [24].

MopTpeTHasa gnarHoctuka cuHgpoma Kabyku Hanpas-
NEHa Ha BbISIBJIEHME CIEAYOLUX NPU3HAKOB: MUKpPOLe-
hanua (22%, Halle —y naLMeHTOB XEHCKOro nona); cka-
douedanua [5, 44, 9]; apkoobpasHblie 6poBu (82%) ¢
penkKon Unmn paccesHHON narepasnibHOW 4acTblo; rmnep-
TENnopu3Mm; ANnHHAs rnasHas wenb (99%); ANNHHbIE U
rycTble pecHuubl; ronybbole cknepbl (31%); anukauT
(46%); nTo3 (50%); cTpabnsm (36%); KoNO6OMa; yMeHb-
LWeHNe AuameTpa porosuubl (MMKPOKOPHEA); BbIBOPOT
narepanbHOM HacTu HMXHero Beka (92%), 60nbHbIe Ya-
CTO CNAT C OTKPbITbIMW [fla3amu; BbICTYNAKOLWUA 106-
HbI rpe6eHb [42]. XapakTepHbIMU 0CO6EHHOCTAMM (he-
HoTKMna npu cuHapome Kabykn Takxxe SBNAOTCS CBOEO-
6pasHas hopma Hoca (CMTHOLWEHHbIA U LUNPOKUIA KOHYMK
HOCa C BbIBEPHYTbIMU Bnepes Ho3apamu, 83% cly4yaes);
KOpoTKas HocoBas neperopogka (92%); ceoeobpasHas
opma yweii (BbicTynarowue — B 84%, nedopMnpoBaH-
Hble — B 87%), a TaK>Xe 60/bLUME, Yalleobpa3Hble YLIHbIe
pPakoBMWHbI); AMKKN Mepen YWHbIMU pakoBuHammn (22%);
HW3KO PacnosiOXeHHbIE YLIHbIE PAKOBUHbI; BbICTYMNaK0-
WWA ¥ Wnpoknin punbtp [20]; pacwiennHa BepxHen ry-
6bl 1 TBEepOoOro Heba (35%); rotTuyeckoe Heb0o (72%);
TOHKasa BepxHAs ryba; mmkporHatusa (40%); maneHbkui
poT; NapamefnaHHas (psLoM Co CpefHeln NUHNenR) sMka
Ha HUXHEN ry6e (27%); 3ybHble aHomanuu (68%) — wu-
pOKNEe MeX3Y6Hble MPOMEXYTKWN; YMEHbLUEHNE KOSInYe-
cTBa 3y60B (TMNOLOHTWA); OTMEYaeTCA MWUKPOLOHTUS;
4acTO OTCYTCTBYIOT BepxXHWe natepasibHble U HWKHUE
LeHTpasnbHble pe3lbl U BEpXHUEe MONAPbI; U3MEHeHa
hopMbl 3y60B, OTMEYeHa IKTOMNUSA BEPXHUX MOSISIPOB U
hopmMupoBaHue HenpaesusibHOro npukyca [1,5,7,11,
24,33,34,45,48].

Onuncaubl cnegyroLme 0CO6EHHOCTM BOJIOCAHOIO MNO-
KpoBa npu cuHapome Kabyku: BO3MOXHA BPOXAEHHAs
rHe3fHas anoneuns, HU3KNN pocT Bosoc (57%), reHepa-
NM30BaHHbIA rnpcyTnam (11%). Koxxa y naumeHToB rumne-
p3N1acTUy4Ha, 4acTo NOSABMAETCA PYMSAHEL Ha Liekax 6e3
04€BUAHON MNPUYUHBI, BO3MOXHO HanuMyme rUNoOnur-
MEHTHbIX W TUNEPNUTrMEHTHbIX NATEH (TUNnepnurmMmeHT-
Hble HeBYyCbl — 22%) [1,4,5,42].

WNccneposaHua Harold C. BbISBUAM pasnnyHble CKe-

neTHole aHomanum B 88% crny4aes [5]. I3MeHeHUs Ko-
CTel 4yepena npeacTaBieHbl KOPOHAPHbIM CUHOCTO30M,
NOBGHbLIM CUHOCTO30M, HEMOJSIHbIM PA3BUTUEM JIOGHOMO 1
BEPXHEYENIOCTHON0 CWUHYCa, HalM4yMeM MasbLeBbiX
BAABJIEHMI Yepena, HeOpa3BUTNEM COCLEBUMAHOIO OT-
pocTtka [42]. [lpyrue KOCTHO-CYCTaBHbIE U3MEHEHUS npu
cuHapome Kabyku npeacTasneHbl 3afepXKom pocTa
(83%), kKoTOpas 06HapyXMBAETCA B TEYEHME NEPBOro ro-
[a KU3HW; YKOPO4eHNeM NACTHbIX KocTei (35%); 6paxu-
JakTununen (0co6eHHO 5-ro nanbua — 79%); KNMHoAakK-
Tunuen 5-ro nanbua (50%); cMHOAKTUNNENR; apaxHOoLaK-
TUNMEN; n3MeHeHnem opMbl NO3BOHKOB (32%) C ux
BO3MOXHOW carntranbHoi pacwennHon (36%); aHoma-
nuamun pebep (18%) knwo4uy; gedopmaumamm noseo-
HOYHOro CT0J16a; aHOMANUAMMN MEXMO3BOHOYHbIX AUC-
KoB; spina bifida occulta (19%); nunoHuganbHoOR
(kpecTuOBO-KOM4YMKOBas) nasyxoii (83%); ancnnasuen
SIMKW BEPTNYXXHON BRNaAWHbl, HEeAOPa3BUTUEM LIWAO-
BMAHOIO OTPOCTKA NY4eBOW KOCTK; Aedpopmauuein cTon
(24%); KpynHbIMK 3aNACTHbIMM KOCTAMM (17%); KOHYCO-
o6pasHbiMu anudusamm (13%). Yacto BcTpevarTcs
CKonmnos (35%), cnabocTb U rMNepmMoObuUbHOCTb B CY-
cTaBax (74), C KOTOPON MOTYT 6bITb CBA3aHbI 4ACThIE Bbl-
BMXMN (OCOBGEHHO B nye4eBoM, TazobenpeHHoOM (18%) u
KONEHHOM CcycTaBax) W [UCIIOKaUWUs HaOKONEHHUKA
[1,5,10,24,33,34,41,42,44]. [Ona AnoHcKon nonynauuu
60MbHbIX cuHapomoM Kabyku runepmobunbHOCTb Cy-
CTaBOB He xapaktepHa [38].

OcobeHHOCTM fepMmaToringuku npu cuHapome Ka-
OyKM BKJIOYAKOT B Ce65 BbICTynatoLwue dpetasnbHble No-
JYLIeYKMN Ha KOHYMKax nanbLes (89%), yBenunyeHue ynb-
HapHOro pagjuyca, yBenu4eHue pajuyca runoTteHapa,
OTCYTCTBME NasnbLEBOro Tpupagumyca — efUHCTBEHHas
nlajloHHas cknapgka [33,5,45,11,10,42].

B comaTtuyeckom ctatyce nauveHToB C CUHLAPOMOM
KabyKu MOryT BbISIBNIATLCA BPOXAEHHbIE MOPOKMN CepL-
ua [18]. Hepenko y o6cnejoBaHHbIX NaLMEHTOB BCTPe-
Yyanucb eAVHCTBEHHbIN Xenyao4ek ¢ 06LWmM npeacep-
anem; aeeKTbl MeX\OKenyao4HoN U MexnpeacepaHon
neperopofku; Tetpaga ®anno; Koapkrauusa aopTbl; OT-
KpbITblii apTepuanbHbIi NPOTOK; aHeBpPU3Ma aopThl;
nMpaBOCTOPOHHEE OTXOXAEHWE AYry aopTbl; LBONHAA
[yra aopTbl; TPAHCMO3WULMUA [1aBHbIX BEH U 6nokaja
npaBon BeTBu ny4yka [nca [5,10,18,32,33,34,44,42]. Bbli-
ABNAETCA NynoYHasa rpbhka (9%); naxosas rpbixa (7%);
anadparmanbHaa rpeka [1,5,44,]; He3aBepLUEHHbI
MOBOPOT TONICTON KUWKK (6%); atpe3nsa aHyca (5%);
pacnofioXXeHue aHyca Ha nepefHen 6PIOLIHON CTEHKE;
ductyna ¢ npeaasepbem Bnaranuua [1,5]. OnucaHsl
Takue CUHAPOMbI, KaK Manbabcopouns; HeoHaTanbHbIN
xonectas [21]; NOPOKN pas3BUTUA MOYEK U MO4YEBbIBO-
AAWnX nyTen (28%) [24]; NOpOKN pasBUTHASA HAPYIKHbIX
MOJIOBbIX OPraHoB (KpUNTOPXu3am — 24 %, MUKPOMeHNC
—10%) [5]; BbIpaXKEHHbI UMMYHOLePUUNT [6]; CKIOH-
HOCTb K FUMOrNKemMun (0OCOBGEHHO B MIIA[lEHYECTBE);
WHCYJIMHO3AaBUCUMbIA CaxapHbIn AuabeT; oeduunT co-
MaTOTPOMHOIO W aApPEeHOKOPTUKOTPOMHOro ropmMoHa
[28]; BpOXAeHHbIW runotupeos [5,24]; oxupeHue
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(19%); y neBo4eK — NMpexxaeBpeMeHHOe NoJIoBoe pas-
sButue [1,4,5, 33,44]; ngnonatnyeckas TpomooumnTone-
HUYeckas nypnypa; remopparn4eckuin Backynut (CUH-
apom LLleHneiHa-feHoxa) [37], ocTpbin numdouuTap-
HbIN NenKos [43].

[MaTonorunto opraHoB 4yBCTB COCTABMANT: CHUXKEHUA
3peHus (Muonus, acTUrMatTuam, 4YacTudHas aTpodums
3puUTeNbHOTO HepBa) [12,44]; onucaHbl TakXxe nunoma
CNe3HOro MsAcua, NaHHyC pOroBuMUbl, KatapakTta, 06-
CTPYKLMA HOCOCNE3HOr0 KaHana, NurMeHTaunsa cetyar-
Kun (3%) [5,11]; cHmxXeHme unu noteps cnyxa. Barozzi S.
1 coasT. [3] AmarHocTupoBany noTepto cnyxay 65% 06-
C/ie[J0BaHHbIX NaunMeHToB ¢ cuHapomom Kabyku, Harold
C. —y 27% [5]. lgawa H. n coaBT. u3y4yanum aHomanuu
CpPEeLHero v BHyTPeHHero yxay 3-x nauneHToB C CUHAPO-
MoM Kabyku nytem KT-CKaHMPOBaHUS KaMeHUCTON Ya-
CTu (NMpammnpbl) BUCOYHbIX KOCTen [19]. V Bcex nauneH-
TOB 6blla 0OHApY>XeHa ABYCTOPOHHAA AUCNIA3USA BHY-
TpeHHero yxa (aucnnadus Mondini); npu ayanometpun
0TMEeYasnioCb CHKEHNE CNyXa B nana30oHe BbICOKMX Ya-
CTOT Y 2-X MAUWEHTOB.

HeBponorunyeckne cumntombl BbiSBAsAOTCA B 80%
cny4aes [44]. Mpu poxxaeHU 0TMeYaroT TPYAHOCTM Npu
COCaHWUW U TMOTAHUN, HEKOTOPbIE NALMEHTbI HYKAKTCS
B YCTaHOBJIEHUW racTpoCcTOMbl [24]; BO3MOXHbI MTO3,
CcTpabuam, ABYCTOPOHHMI napanuy VI 4epenHoro HepB.a,
HUCTArm, Mbille4Has runoToHus (28%), KOTopble coxpa-
HAtoTCa y 68% nauneHToB [2,5,10,12,24,44,48]. bunare-
panbHbI narogTanbm npu cuHapome Kabykum o6ycnos-
JIEH BbIBOPOTOM naTtepasibHON HacTu HUXXHero Beka. 1o
Mepe poCTa pasBMBAOTCA KOOPAMHATOPHbIE Hapylle-
HWS, MOTOPHasa HENOBKOCTb, 3a/lIepXKKa Pe4eBOro pa3Bu-
TUA; Y OTLEJIbHbIX MaLWEHTOB ONucaHa runeprekcus —
paHHee oBnajeHne HaBblkamu 4TeHus [42]. Onucaxbl na-
LMEHTbl C TPDEMOPOM ANCTaNbHbIX OTAEN0B BEPXHUX KO-
He4yHocTen [14].

Mpy oueHKe NHTeNNeKTyanbHON cqIepbl NALUEHTOB C
CMHAPOMOM Kabykm B OCHOBHOM BbISBNAETCSH WHTEN-
JIeKTyanbHbIA geduunuT — OT JIerkoro 4O YMEPEHHOro
[5,10,29,33,34,41,42], HO onucaHbl NauneHTbl C BbICO-
kKum 1Q [42] 1 HOpMANbHBLIMU KOTHUTUBHBIMU (DYHKLNA-
mu [48]. Mo muenuto Harold C. [5], 84% nauueHToB C
cuHapomom Kabyku nmetoT 1Q menbiue 80. Mo gaHHbIM
NINTepaTypbl, UHTENNEKTyasbHbIN 4ePULNT HaLlle BCTpe-
4aeTcs y nauneHToB XKeHCKoro nona [44]. Mpu cuagpome
Kabyku BO3MOXHbl ayTU3M WKW ayTUCTUKO-NOA06HOE
nosefeHue [41,42], o6CecCMBHO-KOMNYbCUBHbIE pac-
CTpONMCTBA.

Hepenko y nauneHToB ¢ cuHapomom Kabyku BbiSBsA-
eTcs anunencus. PadHble aBTOPbI AAKOT Pa3Hbli MPOLEHT
anunencumn npu cungpome Kadyku. Kawame H. n coasr.,
onucaswue 18 nauneHToB ¢ cuHapomom Kabyku, oTme-
4anu Hanu4yme 3NWUIEnTUYEeCKMX MPUCTYMNOB «MEHbLLUE,
4yeM y nonoBuHbI» [24]. Harold C. coo6Lluaet 0 Hanm4um
npucTynoB y 17% naumeHtoB [5]. Ogawa A. 1 coasT. B
nnTepaTtypHoM 0630pe CO06LLAIT O HaNU4YUWU NPUCTY-
noe npu cuugpome Kabyku ¢ 4actoton ot 10 go 40%
cny4yaes [39]. Mo gaHHbIM nUTepaTypbl, Y NayueHTOB

YKEHCKOro nona ¢ CMHApomMoM Kabyku npucTynbl BCTpe-
yarotcs Haule [44].

[e6l0T anuienTu4ecknx NPuMcTynos npeacTasiieH B
BO3PACTHOM [nanasoHe OT MS1afeH4yecTBa 4O M1ajLero
LWKOMbHOTO BO3pacTa. HeT cneundunyeckoro tmna npu-
CTYMOB, XapakTepHoro Ang cuHppoma Kabyku, XxoTs
O0/bLUMHCTBO NaUNeHTOB CTpagaeT PoKanbHbIMU Pop-
Mamu anunencun [27,41]. Cemunonorna npuctynos npu
cuHapome Kabyku HefocTato4Ho n3yyeHa [35].

NcecnepoaHne Ogawa A. 1 coaBT. 9 NALUUEHTOB C CUH-
apomom Kabyku nokasano Hanu4yue reHepann3oBaHHbIX
NPUCTYNOB Y 4-X NALMEHTOB U C/I0XHbIE NapuuasibHble C
nepexofoM BO BTOPUYHO-TEHEPasN30BaHHbIE CYAOPOXK-
Hble y 2-X naymeHToB [35]. Y 0gHOro 6051bHOro0 AnarHocTu-
poBaH CUHAPOM BecTa, B eANHUYHbIX CNy4asX BbISBIAINCH
CINOXHble NapuuasibHbIe Y aTOHNYECKMe NPUCTYMbI.

MpeobnagaHue y nauueHToB ¢ cuHApoMom Kabyku
hoKanbHbIX 3NUAENTUYECKUX MPUCTYMOB, UCXOAALMNX
13 NO6HO-LEeHTpanbHoOM obnactu otmedanu Lodi M. u
C0aBT. Y ABYX NAaUMWEHTOB ONMCAH 3MUNENTUYECKNIA CTa-
TyC (POKaNbHbIX MPUCTYNOB, UCXOAALLNX U3 NTIOGHON [0-
nn [27].

CoyveTtaHue cuHapoma Becta 'y 6-Tv Mecs4HON AEBOY-
K ¢ cuHagpomom Kabyku ¢ 3afep>XKoi NCUXM4ecKoro
pPa3BUTUA N TOHUYECKUMU UH(PAHTUbHBIMU Cla3mamu,
KOTOpble ObIIM KynupoBaHbl K 9 mecsuam, OnMcbiBanm
[to H. n coaBr. [22]. Mpu o6cnepnosaHnm B BO3pacTe 2-X
neT 3ajepXKa NCMXM4eckoro pasBUTUS COXPaHsnach.
Ewle ognH cnyyail TOHUYECKNUX CNa3MOB B paMKax CUH-
npoma Becta npu cuHgpome Kabyku 6bin1 onucaH
Mitsudome A. n coaBT. y manb4uka 6 mecsues [30].

MepBoe onucaHue naumeHTa u3 Nitanum ¢ CUHAPOMOM
Kabyku, cTpagaroLero ookanbHOM qoopMoi anunencun
N VMEKLWEro nonmMuUKporupuio, npepcrtasfiieHo Di
Gennaro G. n coasrt. [9]. lMo3>xe Powell H. n coaBsT. Takxe
onucanu 22-neTHO NauMeHTKYy ¢ cuHagpomom Kabyku,
UMEKLLY pedIpakTepHy0 (DOKanbHY 3NUNENCU0 B
co4YeTaHum ¢ 6unarepanbHON NEPUCUIILBUAPHON MOMKN-
Mukporupuen [39].

MpoBoanmoe anekTpoaHueanorpadu4eckoe Wuc-
cnefioBaHue y nauneHToB ¢ cMHApomMom KabyKu BbiiB-
nAeT BMCOYHO-3ATbINIOYHbIE CMANKW, Kak eAuHUYHbIE,
TaK 1 BblcOKOro mHAaekca [8,49]. Oksanen V. n coasrT.
[36], Prasher V. n coasr. [40] u Verrotti A. [49] cHuTalor,
YTO BMCOYHO-3ATbINIOYHbIE CMAWKW TUMWUYHbI AN 3MNK-
nencun npu cuHgpome Kabyku. Mpu cuHpgpome Becta
onucaHa runcapuTMus, Kotopas npu KynmpoBaHUmM To-
HWYeCKMX CcnasMoB TpaHcopmuposanacb B peruo-
HaslbHble KOMMEKCbl CNank-BOSIHA B NPaBON U NeBON
TEeMeHHO0-3aTbIN04YHbIX 0651acTax [22,30]. B uccneposa-
HUW 3NUNENTUYeCKUX NPUCTYNOB NPU CMHAPOMe Kabyku
y 9 naumeHToB Ha 33l permoHanbHas anunenTugopm-
Has akTUBHOCTb Habnwpdanacb B 7 cnydasx, andpdys-
Hble paspsanbl KOMMNIEKCOB CNank-BOSHA B OJHOM Ciy-
Yyae u runcapuTMnsa — Takxxe B 04HoOM cny4ae [35]. Lodi
M. 1 COaBT. 0TMEYAlOT, HTO UKTaNbHASA U NHTEPUKTASIb-
Has 93l y nauneHToB ¢ cuHapomom Kabyku xapakTepu-
3yeTCa HaM4meM M30JIMPOBAHHBIX U MOBTOPSAHOLLNX-
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¢ 61 asHbIX CNaKoB UK OCTPbIX BOJIH, 3@ KOTOPbIMU
C/edyT KOMMNJIEKCbl MeaJleHHas BOJIHA CpefHeN 1 Bbl-
COKOM amnauTyfbl, B OCHOBHOM J10KaN30BaHHbIE B
NOGHO-LEHTPaJIbHbIX 06nacTax [27].

MarHnTHO-pe3oHaHCcHas ToMorpagusa ron0BHOIO
MO3ra BbIABNAET 6UnaTepanbHy0 NN yHUIaTepasbHY0
nepucunbBuMapHyo nonumukpormputo [9,39,50], apax-
HouZanbHbIe KNCThI [23], aTPODUYECKNE USMEHEHUSA T0-
NOBHOT0 M03ra (4%), a Tak)Xe CTBOJ1a U MO3Xe4Ka [5,44],
ONPQY3HBIA TMNEPUHTEHCUBHbBIA T2-CUrHan OT Ye4yeBu-
Leo6pasHOro, KPacHOro 1 3y64aToro aaep ¢ 2-x CTOPOH
y nauueHTa ¢ Tpemopom [14]. Yoshioka S. n coasT. onu-
cann nauueHTa ¢ cuHApoMom Kabyku ¢ yHunatepasnb-
HOW KOpPTMKaNbHOW Aucnnasven 6e3 anunenTu4eckKmx
nNpucTynoB n 6e3 anuNenTUOPMHOA aKTUBHOCTU Ha
3ar [50].

K coxxaneHuio, He CyLLecTBYeT cneyndu4ecknx reHe-
TUYECKMX TECTOB L4J18 LWArHOCTUKM cuHapoma Kabyku
[5,11,34,41,42], n naHHbIA QnarHo3 ycTaHaBMBAETCA Ha
OCHOBAHUMN KNUHUYECKUX Kputepues [42].

Mpu BeaeHUM BpaYOM NauneHToB ¢ cuHgpomom Kaby-
K1 HeobxoamMma KOMMNEKcHas OueHKa pa3BuTnus pebeH-
Ka C NpuBJIeYEHNEM LUMPOKOro Kpyra crneuuanucTos,
npucTanbHoe HabnaeHne Bpavyell pasfinyHbIX Cheuu-
aNnibHoCTei. MpakTUKyTCA 3aHATUA C JIOronesoM, ncu-
X0N0roM, UHAMBUAYANbHbIA NOAX0A K 06Y4eHUt0 pebeH-
Ka, Xupypruyeckas Koppekumsa nopoKoB pa3suTus. Bos-
MOXKHa FOpMOHaNbHasa Koppekuus Aeduumra pocrta
[41,42]. Y4uTbiBas HabnwogaroLWwycs npy JAHHOM CUH-
ApOMe TUMOrNKeMUo, HeobXo4UM KOHTPOSb YPOBHSA
rI1H0K03bl B KPOBY [4, 28].

ViccnepoBaHns NOKasbIBaKoT, YTO, B LeSIOM, anusen-
cua npu cuHgpome Kabyky XOpoLLo KOHTPOIMPYeTCS aH-
TUKOHBYNbCaHTamm [27]. Ogawa A. n coaBsT. npu n3y4e-
HUWM anunencumn npu cuHgpome Kabykm y 9 naumeHToB
0TMEeYanu XopoLLUMA KOHTPONb HaA NpucTynamm B 8 cny-
yasax [35]. Ho BcTpeyatoTcsa Takxe cryvyan pedpakrep-
HOW 3NMNencumn, Hanpumep, NPu coveTaHnm OKanbHON
anunencum ¢ bunarepanbHON NepUcUSibBUAPHOW NOJN-
MUKporupuei [39].

Mpn MeLNKO-TeHEeTUYeCKOM KOHCYNbTUPOBAHWUW Che-
[YeT y4uTbiBaTb, 4TO NpeHaTasibHas AMArHOCTUKA CUH-
Lpoma He paspaboTaHa; cmbcbl M MOTOMCTBO MauueHTa
UMEKT HU3KUIA puUcK 3a60M1eTb AAHHbLIM CUHLPOMOM,
Kpome ayTOCOMHO-A0MUHATHBIX hopm [42].

Takum o6pasom, npu cuHapome Kabyku B OCHOBHOM
HabnpatTcs pokanbHble OPMbI 3NUSIENCUN C XOPO-
LIMM KOHTPONEM Hag npuctynamm [22,27,35,49].

Beuay peakoctu 3abonesaHus, npeacTaBnsiem UcTo-
puto 60/1€3HN NALMEHTKN C cUHAPOMOM Kabykun v anu-
nencuem.

Pogutenn pgesoyku (A.A., 6,5 net) obparuancs B VIH-
ctutyT [letckovi Hesponoruv v Snunencun umeHn CBATH-
Tens Jlyku, korga pebeHky 6bi10 4 roga ¢ xanobamu Ha
3MUNIENTUYECKNE NPUCTYIbI B aHAMHE3€e, HapyLLIEeHNE M0-
BesjeHNs (TNNepakTUBHOCTE), 3a4EPXKKY ITCUXOMOTOPHOIO
Y DEYEBOro PasBUTUSA C POXKLAEHUS.

Heb6roTt npuctynos — B 3 roga: B 604pCTBOBaAHNN [e-

PucyHoK 2a, 26. [TarnenTka AL, 6,5 neT. JJnartos:
CungpoM Kadyku. CUMITOMATAYECKAS SMTUJIETICHSL.

IIpu ocmompe obpawarom na ceba 6HuManue: ONUHHAs
2NA3HAS WETLb, ONUMHBLE U 2YCINbLE PECHULbL, APKOOOPA3HbIE
6pOo8UL € PeOKOLL UM PACCEAHHO AAMEPANLHO UACTIbIO,
C60e00PAa3HAS POPMA HOCA, MOHKAS 6CPXHAS 2)0a, WUPOKIUE
MENC3YOHbLE POMENCYIMKU.

BOYKAa BHE3aITHO 3amMepsia, r11a3a Obl/iv PUOTKPbITHI U 3a-
BE/IeHbI BBEPX, 3aTEM HAO/IHOAA/I0CH OCTENEHHOE 00MS-
KaHue ¢ 3aBajiMBaHNEM BrpaBo, [anaee TOHUYECKOe Ha-
MPSXKEHNE PYK (DYKU COrHYTbI B JIOKTAX, MPUBELEHbI K Ty-
JI0BULLY) C 03HOO0MOJOOHON APOXbIO B pykax. [1pogos-
XKUTENIbHOCTB npucTyna— 15 cek. [locne npuctyna — rnaak-
cuBOCTb B TeyeHne 5-10 MuryT. ELye 2 aHasnornyHbix npu-
CcTyna Habnogannch B 3TOT XK€ [eHb W Ha C/eAYoLNi
AeHb. [lpuctynbl umesn 0Co06eHHOCTb — BOSHUKHOBEHNE
nepesg npuemMom nuLyu.

Y3 aHamHesa n3BecTHo, 410 pPebeHoK oT | 6epemMeHHo-
CTW, NMPOTEKAaBLLeN C TOKCUKO30M Ha 1-m mecAue, Ha 7-M
MecsLe ANarHoCTUPOoBaHa BHyTPUYTPOOHas rnnoTpogus
nnoga 1-2 creneHu, ManoBogmne, heToniaLeHTapHas He-
J0CTat04HOCTh. Pofbl CPOYHbIE, 0NEPATUBHbIE (IKCTPEH-
HOe KecapeBo Ce4eHne B CBA3N C OCTPON UHTPAHATA/IbHOM
runokcue nioga). B nepnosg HoBOPOXX[EHHOCTH OTMEYa-
JINCb 3MN304bI HAPYLUEHWUS AbIXaHWUSA, 0CTPAs 3a4epXKa
MOYeUCYCKaHWS, Ha 2-i HELee XNU3HU — rocnuTaamn3a-
uns B ctaymoHap (cuHgpom yruerenns LJHC). PaHHee pas-
BUTHME NMPOTEKAJIO C 3a[EPXKKOU: 1ePeBOPa4YNBaThbCs Ha4a-
Js1a nocne 6 mecsyes, cToATe nocsae 1,5 ner, camocTos-
Te/IbHO X0ANTb — C 2 JIET.

B comarnveckom cratyce 0TMe4aercsl BbIPAaXXEHHbIV
YyeperHo-nLYeBon  AUCMOpPU3IM  (A/IMHHAA  [71a3Has
Ljesnb, AJIMHHbIE U TYCTbl€ PECHULbI, APKOOOPa3HbIe 6PO-
BU C PeAKOU UM PACCESHHOM f1aTepasabHON YacTbio, -
nepresiopu3m, cTpabusam, cBoeobpasHas ghopma Hoca,
00/1bLLINE YILIHbIE PAKOBUHbI, TOHKAs BEPXHSIA Iy6a, LUnpo-
Kue Mex3yOHbIe MPOMEXYTKU) (DUCYHOK 2), BDOXLEHHbIV
M04BbIBUX Ta3006L4PEHHbIX CYCTaBOB (ANAarHOCTUPOBAH B
8 mecsyes; go 1,5 netr Haxoguniach B LUMHE-PACITOPKE),
ANCTONNUSA MOYKN.

B HeBponorndeckom cTatyce: 04aroBbiX CUMITOMOB HE
BbISIBIIEHO, OTMEYaeTCs MbILLEYHAs! TMITOTOHUS; BbIPAaXe-
Ha 3a/lepXKa Ncuxn4yecKoro, MOTOPHOro U Pe4eBoro pPas-
BUTUSI;, UHTE/ITIEKT CHUXKEH, WHCTPYKLUUN HE BbIMOJIHSAET,
aKTUBHBIV CJI0BAPHbIN 3arac OTCYTCTBYET, NaCCUBHbIN —
HECKOJIbKO CJ10B, rNnepakTuBHa. [1py 3TOM CMbILL/IEHA HA
ObITOBOM YPOBHE, PUCYTCTBYET JIOTNYECKOE MbILLJIEHUE,
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Pucynoxk 3. BuneoDOI-MOHUTOPUHT TAITUEHTKU
¢ cuHpoMoM Kabyku B COCTOSSHUM 60APCTBOBAHUSL

00/1bLLIe AYTUCTUYECKME POABIIEHUSA, 4eM YMCTBEHHas
0TCTasnoCTh.

lpn npoBegerHnn Bu[eo-93-MOHNTOPUHTa OCHOBHAS
aKTUBHOCTb B IPEAEAaX BO3PACTHOM HOPMbI C 3NU30[amMmn
AngebysHoro tera-3amennenns (pucyHok 3). B coctos-
HUmM 604PCTBOBAHUSA PErNCTPUPYIOTCS 3MN304bI OUEPPOH-
Ta/IbHbIX MEJ/IEHHOBOJIHOBbLIX aKLEHTyauui ¢ npeobsa-
JlaHnemM B J1eBON (DPOHTO-LIEHTPasIbHOW 067actn. COH
cehopmupoBaH o ctaguam v ¢hazam. o xogy cHa peru-
CTPUPYIOTCS  HE3NUIIENTUYECKNE — 3NUIENTUGOPMHbIE
TPaH3UTbI CHA («NaTTepH 6-14») — BapnaHT gpuanonornye-
CKUX NatTepHOB CHA (PUCYHOK 4). [laHHbIX 3 Hasin4ue re-
Hepann30BaHHOW, ANGOY3HOU, PErnoHaIbHoM 3nusner-
TUGOPMHOV aKTUBHOCTY B XOZ€ UCCIIEA0BAHNSA 10J1Y4EHO
He Obly10. 3NUAenTu4ecKux MnPUCTynoB 3aperncTpupoBa-
HO He 6bII10.

[pu HepoBu3yanusayumn CTPYKTYPHbIX U3MEHEHUI B
ro/10BHOM MO3r€e HE BbISIBIIEHO.

Crieuncbn4ecknx reHeTu4ecknx TecToB [/ AUarHo-
CTUKKN cuHApoma Kabyku He cylyectsyer [44]. [narHo3
YCTaHOBJIEH HA OCHOBAHUN KITNHUYECKUX OCOOEHHOCTE:
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PucyHoOk 4. Bujico-93I MOHUTOPUHT AITUEHTKA
¢ cuHapoMoM Kabyku: 3a11ch CHA.

CB0OE00PA3HOE JINLO (L/IMHHASA [T1a3HAasl LLEJb, JIIMHHbIE U
rycTble PECHULbI, apKO0OPAa3Hbie OPOBU C PEAKOU Win
DPAaccessHHOV n1atepasibHoV YacTbio, TNepTesIopU3M, CTpa-
6u3M, CBOE06OPa3Has hopma Hoca, 60JIbLLINE YILIHbIE pa-
KOBUHbI, TOHKasi BEPXHAS ryba, LUMPOKNE MEX3YOHbIe
MPOMEXYTKM), CKEJIETHbIE aHOMAaINU (BPOXAEHHBIV 1104-
BbIBUX TA30064PEHHbIX CYCTaBOB).

locne HazHa4yeHns nayneHTKe rpenaparos Basbpoe-
BOWI KMCJI0TbI (KOHBYJIEKC-peTapa) B cyTo4yHou gose 300
MI/CYT MPUCTYIbI 60JIbLLIE HE TOBTOPAINCK. []JeBOYKa Npo-
JBUHYNacb B PAa3BUTUN: MOSABUIICS MNOCTOSIHHbIV JIEMET,
YMeHbLUNAAChk  TUNepakTuBHOCTb.  [lpun  npoBefeHun
BUAe033[-MOHNTOPUHIa TUNUYHON PErnoHanbHou, gng-
QOy3HOV Y reHepann3oBaHHOV 3nNUnenTUEoPMHON aKTUB-
HOCTU B X046 NCCIIEH0BaHNS HE 3aPerncTpupoBaHo.

[aHHbIA KNMHUYECKNIA CNyYan HarnsagHo AeMOHCTPU-
pyeT BCe TWUMMU4YHble 4epTbl cuHapoma Kabyku. Tak xe,
Kak n opyrux asTopos [22,27,31,49] anunencus y Hallen
nauneHTKn nvena LO6pOKa4eCTBEHHOE TeHeHUe — 3nu-
NEenTUYecKne MNPUCTYNbl XOPOLIO KOHTPOSMPOBAUCH
AHTMKOHBYJIbCAHTAMU B MOHOTEPANUN.

JInTepaTypa: 6. Chrzanowska K. Kabuki (Niikawa-Kuroki) ocular findings in a case of Kabuki
syndrome associated with syndrome // J. Eye 2004; 18: 322-324.
1. Abdel-Salam G., Afifi H., Eid M. et al. immunodeficiency // J. Clin. Genet. 1998; 53 12. galan-Gomez E., Cardesa-Garcia J., Campo-
. h : (4): 308-12. ampedro F. et al. Kabuki make-up

ot it o o S ntaton T Gogulu D, Oncag 0., Celen E. et al. Kabuki (Niikawa-Kuroki) syndrome in five Spanish
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syndrome: a rare combination // J. Genet. case report // J. Dent. Child. (Chic.). 2008; 82 . _
Couns. 2008; 19 (3): 309-17. 75 (2): 185-187. 13. Gillis R., Klar A., Gross-Kieselstein E. The

2. AlbesaS., Astorqui B., Ocio I. Kabuki 8. DiGennaro G., Sebastiano F., Quarato P. et Niikawa-Kuroki (Kabuki make-up) syndrome
syndrome in the differential diagnosis of al. Temporo-occipital spikes: Are they so in a Moslem Arab child // J. Clin Genet.
neonatal hypotonia // J.An. Pediatr. 2009; 70 typical for Kabuki syndrome? // J. Ped. 1990; 38 (5): 378-81.

(1): 91-93. Neurol. 2004; 31 (5): 379. 14. Grunseich C., Fishbein T., Berkowitz F. et al.
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Kabuki syndrome is rare genetic disorder. Patients with this syndrome are phenotypically similar to Kabuki actors. The
authors present a review article which describes the history, etiology, clinical features, diagnosis, and approaches to therapy
of this syndrome. Special attention is description of a clinical case of Kabuki syndrome. Particularities of epilepsy clinical
course, EEG patterns and treatment of girl with this syndrome were examined.
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