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Pestome: 2unomenaros Umo — peokoe 2enemuueckoe
3abonesanue u3 2Pynnvl PaKomamo3os. A6mopo.
npeocmasom 0030p Aumepanypbol, NOCEAULCHHbIL
UCMOPUU ONUCANUL 0ANHH020 CUHOPOMA, IMUOJLO-
2ut, 0COOCHHOCMAM KUHUMECKOL KADMUMbL, OUd-
2Hocmuice u nooxooam i mepanuu. Ocoboe HUMA-
Hue YOenero 0COOHHOCMAM SNUTeNCULL U INLeKIMPO-
anyepanozpaduueckoll Kapmursl npu 2unomend-
Ho3e Hmo. O6cyancoaromces maiice nooxoout K ede-
HUIO INULENCUL 8 MUPOBOLL npaKkmuxe pasrox
asmopos. Beuoy peoxocmu 0arH020 3a001e6aHU
asmopoL NPOBOOAM CHABGHUMEIbHbLLL AHANUS 08)YX
HAONI00AeMbLX UM NAUUCHINOE C 2UNOMEAAHO30M
Hmo u anunencueri ¢ 0anmoimi Jumepamypa.

Knoueguvle canosa: eunomenanod Hmo, snuaencus,
parxomamosul.

nnomenaHos ITo — HacneaCcTBEHHOE HEMPOKOXXHOE

3a60neBaHue, OTHOCALLEEeCA K reTepOoreHHOn rpyn-

ne pakomaTo30B, NPOSBNAIOLLEECA y4acTKaMu fe-
NMUrMEHTaL MM KOXKM, HEPEKO B COHETAHMMN C 30HAMM T1-
nepnurmeHTaLunm, a Tak)Ke HEBPOTOrNYeCKUMU HapyLLe-
HUAMK. HaszBaHMe «(pakomaTo3bl» NPON3OLLSIO OT rpeye-
ckoro cnosa phakos — naTHO. OTNMYNTENLHON 4epTON
3a00neBaHNii 3TOW rpynnbl ABISETCA NOPaXKeHue opra-
HOB W TKaHel, KOTOPble ABNATCA NPON3BOAHBIMMN 3KTO-
LepMbl: KOXW C e€ fepuBataMmu, HePBHOW CUCTEMbI, CET-
4aTKW, BHYTPEHHMX OPraHoB. K 3To rpynne 0THOCAT Ta-
Kne M3BeCTHble 3a60MeBaHNs, KaK TyOepO3HbIA CKNe-
po3, HelpodmnbpomMaTto3 POH PeknuMHrxayseHa, aHue-
(hanotpuremMuHanbHbii  aHrmomarto3d LUTypre-Bebepa,
peTuHoLepebennsapHbin aHrmomato3 lunnensa-JiuHpay.
B nocnepHee Bpems B rpynny pakoMaTo308B BOLUJIN ELLE
HECKOJIbKO 3a00M1€eBaHNiA, cpefmn HUX runomenados Mto
(TW), n3BecTHbIN TakXe B Nutepatype noj Ha3BaHuWeMm
«aXpOMaTMYECKOe HefepXkaHue nurmeHTta» (inconti-
nentia pigmenti achromians) [MyxuH K.H0. ¢ coasrT.,
2006; MyxuH K.10., 2011].

B 1952 roagy anoHckuii nccnegosatens M. Ito Bnep-
Bble onucan 60MbHOr0 C KAUHWYECKUMU MPU3HAKaAMM
JlaHHOT0 3a60NeBaHNs, NpUYeM UM 6bINI ONUCAHbI TOMb-
KO KOXHble NnpossneHns. B nocneaytowem 6binm nony-
YeHbl JOMONHUTENIbHbIE AAHHbIE, KacatoLwmMecs nopaxe-
HWUA OPYrMx opraHoB u cuctem, Bkntodas LIHC. Ho gaxe

Ten. (495) 983-09-03

1 B HacTosllee BpemMs O runomenaHose MTo n3BecTHO
OTHOCUTENbHO HEMHOIO; CHMTAETCSH, YTO 3TO peaKoe 3a-
6onesanme [MyxuH K.H0. ¢ coasT., 2006; MyxuH K.1O.,
2011]. BmecTe ¢ Tem, runomenaHos MITo saHumaer Tpe-
Tbe MECTO MO0 4acToTe BCTPEYaeMOoCTn nocne Ty6epos-
HOro cKJiepo3a, HelipocubpomaTosa PeknuHrxayseHa.
Ha 600-700 nepBMYHbIX 06paLLeHMIn NauneHToB K AeT-
CKOMY HEBPONOrY OH BbifBnseTcs B 1 cnyvae [Temun [1.A.,
KaszaHuesa J1.3., 2001]. Heckonbko 4auie 3aboneBaHue
BCTPEYAETCH Y EBOYEK.

M — reHeTnyeckoe 3aboneBaHune C BapuabesibHbIM
TUNOM HacnegosaHnusa. OnucaHbl TpaHcnoKaumm, Aunio-
naud, Tpunnoumama c gedpektamm  nokycos 9q33,
15q11-q13; mo3anyHas Tpucomus xpomocombl 18, Te-
Tpacomua 12p; myTtauumn B X-xpomocome (Xpi1, Xp21.2,
MO3au4HOCTb No X-xpomocome) [TemuH M.A., KazaHue-
Ba J1.3., 2001; Rubin, 1972]. 3ame4eH0, 4TO MO3anLU3M
npu OaHHOM 3a60neBaHUN BCTPEYAeTCH MPUMEPHO B
50% cny4aes [Fujino ¢ coasT., 1995]. O4HAKO reH npu
axpoOMaTU4ECKOM HeaepXXaHuu NUrMeHTa BCe eLe He
KapTMpOBaH, 4TO 3aTPYAHAET MpeHaTasibHYyK AUarHo-
CTUKY. B cBA3W C pasnuynsamMm reHeTm4eckoro gedekra
TUN HacnefoBaHWA BapnabeneH: ayTOCOMHO-A0MUHAHT-
HbliA, ay TOCOMHO-PELECCUBHbIN, PELLECCUBHbIN CLEMIIEH-
HbIA ¢ X-XPOMOCOMO, 4TO TaKXXe 3aTPYAHAET reHeTnye-
ckoe KoHcynbTupoBaHue [MyxuH K.HO. ¢ coast., 2006;
Rubin, 1972].

KnuHuyeckme nposisneHns MNA noctato4HO TUMWYHbI.
OTmeYeHo, 4TO poamnTenu obpallarTcs ¢ AeTbMU K Aep-
MaTtosiory, nefuatpy WM HEBPONOry B OGOMbLUNHCTBE
Crny4YaeB B Bo3pacTe pebEéHKa o ABYX NeT. B 9T0T nepu-
04 >Kanobbl poanTenen KacartTcs, NPeMMyLLEeCTBEHHO,
KOCMETNYECKNX NPOBIeM: HEPOBHbIEe MATHA LBETA «KO-
e ¢ MOJIOKOM» HA KOXE, «MOHIOJIONAHOE» NMATHO, NO-
NIOCbl MU «BPbI3TN>» TUMONUIMEHTALNN; TAKXe MOXET
OblTb 3aMETHO OTCTaBaHWe B MCUXWYECKOM Pa3BUTHUN.
Mpn getanbHOM OCMOTPe TUMWYHbI YHACTKW TUNOMWUT-
MeHTaLumn BOOMb JINHUM bnaiiko; BNpo4Yem, BO3MOXHA
Apyras ux fokanu3aumus, a Takxxe ABYCTOPOHHME 04aru.
HY1cno Nonoc runonuMrmMmeHTaLumy MoXXeT 6bITb PA3INYHO:
OT OHON A0 HecKonbkux. OHM NOABASAIOTCA NPU POXAE-
HUWM N B Nepuog mMnaLeH4yecTsa, pexe getcTea. Ho-
rga npu BbISBIEHUW NATEH Y CBETIOKOXWUX JOAen
BO3HMKAKOT CNOXHOCTYU, TaK Kak OHW ObIBAOT TPYAHOOT-
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OeruHaanble cTaTtbu

NMYNMbI OT 340POBON KOXW. B Takux cnyyasax npumeHs-
etca namna Bypa. B eé cvHMX nyvax naTHa Ha TEMHOM
(POHE KOXU CBETATCS APKO-6enbiM LBeTOM. Hepeako ns-
BUTble Y4aCTKW FMNONUIMEHTALUN YepeayrTcs ¢ Nono-
camu runepnurMeHTaunn. EAMHMYHbIE NATHA LBeETa
“kohbe ¢ monokom” Haxomat y 40% nauneHToB. Bo3s-
MO>XXHO MOSABJIEHNE MOHTONTIOUAHBIX MATEH TEMHO-CUHEr 0
LiBETa, a TaKXXe U3MEHEHME LiBeTa BONOC B OTAENbHbIX
y4acTKax c NOTepei NUrMeHTa, aHFr MOMaTO3HbIE HEBYCHhI,
rMas3HUYHO-BEPXHEYESTOCTHOW TEMHO-CUHMIA HeBYC UT0,
aHoOManun HorTen, anddyaHas nnu o4arosas anoneuus
[Myxun K.HO. ¢ coaBT., 2006; Ito, 1952; Pascual-Castro-
viejo ¢ coasrt., 1998].

Mpu T BCTpeYaloTca CKeneTHbIe aHOManuu: paclue-
nuHa Heba, KMGOCKONNO3, rUnepnopaos, pekypsauus
KOJIEHHbIX CYCTaBOB, PYAMMEHTapHbIe péopa, BapyCHble
1 BanbrycHole fgepopmaumm CTon, rofneHeil, KNMHogak-
TUNUS, CUHLAKTUNSA, aCUMMETPUS Nnua, TyJI0BULWA, KO-
HEYHOCTEN, rpyaAHON KNeTKW, FreMUrnneptTpodus, a Tak-
)Xe aHomanum 3y60B (AedeKkTbl amanu, runonnasug,
amcnnasus, KoHycoobpasHsie 3y6bl) [MyxuH K.1H0., 2011;
Rubin, 1972; Pascual-Castroviejo ¢ coasT., 1998].

Mpn comatmyeckom 06CneJo0BaHNN HEPEAKO HAXOAAT
BPOXXAEHHbIE MOPOKW cepAaua, anadparmanbHbie rpbl-
XKW, aHOManun »enyno4yHo-KUWe4YHOro TpakTa v MoYe-
MOJIOBON CUCTEMBI (EAMHUYHASA MOYKA, (DOKAJIbHBINA Cer-
MEHTApHbIA TNOMEPYNOCKep03, TMNOreHnTann3m, rm-
nocnagus, Kpuntopxusm). OTMe4eHO cO4YeTaHWe CUH-
Lpoma ¢ LOOPOKA4eCTBEHHbIMU OMYXOSIAMMN BHYTPEHHUX
opraHoB. OnucaHbl aHOManuMm opraHa 3peHuns, BpOXKAeH-
Hag TyroyxocTb. OdTanbMOnornyeckne HapyLeHus
BKJTHOYAOT: MUTMEHTHYIO iereHepaumnto ceT4aTkm (Yepe-
[OBaHWe nonoc runo- u runepnurmeHTauum), reTepox-
POMUIO MU TUMONUIMEHTALNIO PAfY>XHONW 060J104KMK,
rMNONIA3ni0 UNK ANCNOKALMI0 AUCKOB 3PUTENbHbIX He-
pBOB, aTPOIUIO XOPEOMAANTbHOIO CNAETEHUS, INUKaAH-
TYC, TUNEPTENOpM3M, MUKPOTaNIbM, MOMYTHEHWE POro-
Buubl [MyxuH K.}O. ¢ coasT., 2006; Fujino ¢ coasT., 1995;
Aicardi, 1998].

HeBposiormyeckme HapyLleHus BbIBNAKTCA Y Noaa-
BNAtOLWero 6onbwnHcTBa naumeHTos (8o 100%) [Aicardi,
1998; Cross, 2005]. XapakTepHbl anddysHas Mbllley-
Has rUNoTOHUS, cTpabuam, HUCTArM, WHTENNEKTyanb-
HbIA geduunT, ayTCTMKONofo6Hoe nosefeHne (OKONo
10% cnyuyaes) a Ttakxe anunencua [MyxuH K.H0. ¢ co-
aBT., 2006]. HacToTa 1 BbIpaXXEHHOCTb YMCTBEHHON OT-
ctanoctu npu ' cywecTBeHHO BapbyUpYyHOT, 4TO, BEPO-
ATHO, OOYCJIOBNIEHO TeTepOreHHOCTbI0 TFeHeTUYecKoro
gedekta. Taxkenas ymCcTBEHHAsA OTCTANIOCTb BbIABIISAET-
ca npumepHo y 40% nauuneHTOB, CPeHEl U NIerkomn cTe-
neun —y 17% [Myxun K.H0., 2011]. Mo gaHHbIM Apyrux
aBTopoB [Pascual-Castroviejo ¢ coaBt., 1998], y 43%
60JIbHbIX MPAKTUYECKN HE BbIABMIAETCA OTKJIOHEHUIA B
ymcTBeHHOM passutum (1Q > 80). C opyrom CTOPOHbI, N0
naHubiM Cross (2005), 5o 70% 60/1bHbIX UMEKT TPYAHO-
CTW NPW 06YHEHUN B LLKOJIE.

anunenTu4eckne NPUCTynbl KOHCTaTUpyoTea y 50%
60nbHbIX runomeniano3om Nto [Myxun K.HO., 2011]. Mpwu

[e6loTe anuencum Ha NepBoM rofy >XW3HW BO3MOXHO
Ha4yano 3abosieBaHWa C 3NMIENTUYECKUX cnasmos. B
cTapuem Bo3pacTe ANns 60MbHbIX AAHHbIM CUHAPOMOM
XapakTepHo npeo6najaHune reHepasin3o0BaHHbIX TOHUKO-
KOHUYeCKUX NpucTtynos 6e3 aypbl (605iee NOJSIOBUHBI
BCEX TUMOB MPUCTYNOB) M DOKaNbHbIX MOTOPHbIX NAPOK-
cM3MoB (25%). Pexe BCTpe4alwTcAa MWUOKJIOHUYECKME
npuctynbl (okono 10%) [Aicardi, 1998; Cross, 2005;
Pascual-Castroviejo ¢ coaBt., 1998]. OnncaHo passuTue
anunenTU4YecKoro crtatyca npu runomenaHose WTo
[Placantonakis ¢ coasT., 2005]. lNpucTynbl BO MHOTUX
CNny4asx Pe3anCTEeHTHbI K aHTUAMNUNENTUYECKOW Tepanum
[Pascual-Castroviejo ¢ coasT., 1998; Maria ¢ coasrT.,,
2005]. OpHako B HabnogeHuax Cross (2005) y 40%
60NbHbIX MPUCTYNbI YCNEWHO KOHTponuposanuck A3JM.
B ny6nukaunn K.H0. MyxuHa ¢ coasT. (2006) y Habntoga-
€MOro nauymeHTa Takxe yAanocb OOCTUYb MeAWKAMEH-
TO3HOW PeMUCCUN.

HononHutenbHble MeTOAbl 06CeN0BAHUA MMEIOT
BECbMa OrpaHN4eHHOe 3Ha4YeHNe BBUAY HECMeUnnYHO-
CTW NONYyYeHHbIX Pe3ynbTaToB. g ocMoTpa runonur-
MEHTHbIX Y4aCTKOB fly4lle BCEro Mcnonb3oBaTb namny
Byna.

Mpun anekTpoaHuedanorpadmM4yeckom UccnenoBaHmnm
MOXET KOHCTAaTWpOBaTbCA 3amMefsleHNe OCHOBHOMN akK-
TUBHOCTW (POHOBOW 3aMNMCW, HANM4YME B MeXMNPUCTYN-
HOM Mepuofe PEernoHasnbHoOW, MyJSibTUPEernoHanbHON 1
AN dy3HOM annnenTudopmHon akTueHocTh. Ogino ¢
coasT. (1994) onucanu nofBneHne KOPOTKUX NPOOEroB
pernoHanbHoOM ObICTPON AKTUBHOCTM Y BOJbHbLIX TUMO-
mMenaHo3oM WTo n ceas3anu faHHbin 33-NaTtTepH ¢ Ha-
JINY4MEM YHACTKOB NaxXMrupum B rOSIOBHOM MO3re.

Mpwn HellpoBM3yanu3aumnm, a Tak>Ke Npu rucTonornye-
CKOM ncClef0BaHMM MO3ra yMmepLunx Obinun BblSBIIEHbI
crnefyroLlne N3MeHeHNA: MHOXXECTBEHHbIe HENpPOHallb-
Hble reTepotonuu, AN @y3Has Naxurupus, remmmera-
naHuedanua,  NOAMMUKPOrMpusa,  nuccaHuedanus,
(boKasibHble KOPKOBbIE AuCMnasuu, rmnonnasus Mo3so-
NUCTOro Tena, andpdyaHas KopTukanbHas aTpodus ¢
BEHTPUKYNoMeranueii, aTpodus 4epBs MO3>Ke4Ka, crna-
)KEHHOCTb UHTEPANTUTALNN MEXAY CEPbIM 1 6ENbIM BE-
ecTsom. BO3MOXHO TakXe TOJIHOE OTCYTCTBUE
Kakux-nn6o Moponorn4yecknx W3MEHEeHW’ B MO3re
[Aicardi, 1998; Fujino ¢ coasT., 1995; Pascual-Castroviejo
c coasT., 1998; Placantonakis ¢ coasT., 2005].

InarHos 'Vl yctaHaBnmBaeTCcs Ha OCHOBAHWUMW TUMUY-
HOW KNUHUYECKON KapTuHbI 3a60neBaHns. XapakTepHo
COYeTaHWe OOLMPHbIX YHACTKOB TMNONWIMEHTauum ¢
30HaMu runepnurmeHTaummn. Heo6xoaMmMo npoBefeHne
MEeLNKO-TeHEeTUYECKOr0 KOHCY/IbTUPOBAHUSA  (XPOMO-
COMHble HapylleHus BbiABAAOTCA Y 50% nauneHToB),
XOTSi BEpOATHOCTb HAcnefOBaHWA HW3KA, KpoMe
X-cuenneHHbix cny4daes [Myxun K.H0., 2011; Aicardi,
1998]. XpOMOCOMHbIN aHANN3 LOJKeH OblTb NPOBEfEH
Ha Ky/ibType KepaTMHOLUMTOB, TaK KaK Bbipall/BaHNe Ha
00bI4HbIX CpeAax NPUBOAMT K NOXHOOTPULATESbHbLIM
pesynbratam [Aicardi, 1998].

JleyeHne TU MCKNIOYMTENBHO CUMMNTOMATUYECKOE;
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3T0 KacaeTcsa npexxzae Bcero anunencun. KoxxHbie naTHa
NeYeHns He TpebytoT, NMPU XXenaHuy nNauneHToB Ui nx
CeMblU BO3MOXHA KOCMeTHU4eckas koppekuus. Optone-
JLMYecKas KoppekKuusa BbINOMHAETCS N0 NOKa3aHUAM; 3a-
JOepXXKa MCUXMYECKOro Pas3BUTUSA, HAPYLLUEHMS CRyXxa,
3peHNa KOPPEeKTUPYIOTCA peabunutaumoHHbIMKU Mepo-
NPUATUAMM COOTBETCTBYIOLLMX CMELNANNCTOB.
AnunenTu4eckne NPUCTynbl TPebYT NPUCTaNbHOMO
BHUMAHUWS U JIe4eHNs, ¢ NpUMeHeHneM 6a30BbIX (Basb-
npoartbl W npenapartbl Kap6amasenuHa) U HOBbIX (OK-
Cckap6asenuH, Tonupamart, fesBeTupaleram) aHTUINU-
NenTUYecKMx npenapartoB. AHTU3NUNENTUYECKNUE Npe-
napatbl (A3M) npu ' HazHavalTCA B 3aBUCMMOCTM OT
TUMOB MpucTynoBs. ba3oBble npenapartbl AN aHTUINU-
nenTU4eckow Tepanuu — Banbnpoatsl. [pu coveTaHun
reHepann30BaHHbIX CYAOPOXHbIX MPUCTYMNOB C (DOKamb-
HbIMU NMPUMEHAETCA KOMOUHALMA BaNbnpoartos ¢ Kapba-
MasenuHoM, OKCKap6asenuHom unum Tonupamarom [My-
xuH K.H0., 2011]. Mo panHbiM Maria ¢ coaBsTt. (2005), B

30% cny4aeB nNpu BO3HUKHOBEHUW 3nusencum npu M
0TMEYaeTcsi Pe3NCTEeHTHOCTb Npuctynos K A3[. MNpu co-
YeTaHWUM 3NUIENCUN CO CTPYKTYPHbIMU HapyLleHUsaIMM
rOJIOBHOMO MO3ra y 60SbHbIX runomenaHosom Mto B
cnyyasax pes3uCTeHTHOCTW MPUCTYNOB K Tepanuu BO3-
MOXXHO TMpPOBELEHNE HENPOXUPYPrUYeCKOro JieveHus,
HanpumMep, KOPTUKanbHbIe pPe3eKuun npu gucnnasusx,
byHKLMOHANbHAA reMmcdepoToMus Npu reMumeranaH-
uedanum [Placantonakis ¢ coasT., 2005].

MporHo3 'Vl BapbupyeT B 3aBUCUMOCTMN OT BbIPAXKEH-
HOCTU KIMHWYECKUX CUMNTOMOB U MPExae BCEro anum-
NenTUYeCKMX NPUCTYNoB, YMCTBEHHON OTCTANOCTK, Ha-
NINYNA CUCTEMHbIX MOpaKeHWn. MUrMeHTHbIe NATHA B
60MbLUMHCTBE CNy4aeB C BO3pAacTOM OGNEeAHEIOT 1 Aaxke
MNCYe3aT, TMNepnUrMeHTUPOBAHHbIE MATHA MOTYT TeM-
HeTb [Maria ¢ coasT., 2005]. MMpoJoONXKNTENLHOCTb XMN3-
HU NauveHTOB He OrpaHUYeHa, 3a UCKJII0YEHNE Cllyvaes
C TAXeNoW ymcTBeHHoW otctanocteto [Myxun K.HO.,
2011].

C.A., Mmanbyuk, 8 net

H.E., neBoyka, 3,5 roga

Mo gaHHbIM Pascual-Castroviejo I.

¢ coanT. (1998), onnucaHo 76 60bHbIX
[, n3 HUX 37 NauMeHTOB C ANUNENCK-
e (49%)

Oco6eHHOCTU |TMNepnurmMmeHTHbIE 1 [MNoNUrMeHTHbIE Y4aCTKN C HEPOBHbLIMU [1aTHa runonurmMeHTaunm BLOIb Nn-
KOXXHbIX MPO- | TUMOMNUIMEHTHbIE KpasiMu B BUAE NATEH HEeNpaBunbHON dop- | HKUI brawko 6unarepanbHO U yHUNa-
ABNEHUN YHaCTKW C HEPOBHbLIMU | Mbl 1 HEPOBHBIX JINHNIA HA KOHEYHOCTAX TepasibHo; NATHA rUnepnurMeHTaLmm
Kpasmu B BUAe 3aBUT- | (Ha HApY>XHOW 1 BHYTPEHHEN NOBEPXHO-
KOB W «BpbI3r WamnaH- |CTAX npasoro 6efpa) v TynosuLLe (Ha ne-
CKOr0» Ha KOHEYHOCTAX |pefHell CPeaANHHOM IMHUN TPYAHON KNeTKK
1 Tynosuuie, 60blle ¢ |1 Ha 60KOBOV NOBEPXHOCTMW rPYAHON KIleT-
60KOBbIX CTOPOH; 04M- | KW CrieBa no InHUAM bnalwko); naTHa ru-
HOYHOE NATHO LBeTa nepnurmeHTauny Ha Tynosuule (Ha 60Ko-
«KO(pe C MOJIOKOM» Ha | BOW NOBEPXHOCTU FPYAHON KIETKMN creBa
nepenHe-60K0BOW NO- | MO NIMHUAM bnawko) n KOHe4YHOCTAX (Ha
BEPXHOCTU LUEN BHYTPEHHE NOBEPXHOCTUN NpaBoro 6eapa)
[e6toT npu- |8 mecsaues 3 mecsua Y Bcex — o 10 ner;
CTYnos B 8% Ha 1-M rogy »usHu

Tunbl npucTy-
noB

[eHepann3oBaHHbIe
TOHUKO-KNOHUYeCcKue
npucTynsl

AnunenTuyeckne cnasmol; aCuMmMeTpuy-
Hblé TOHNYECKNE NPUCTYNbI

[eHepann3oBaHHble TOHNKO-
KJTOHUYEeCKUe NpucTynbl —y 25% na-
LUNEeHTOB, (DOKanbHbIe NPUCTYMbI —
12%, NHaHTUNbHbIE cnadmMbl — 8%,
MUOKNOHUYecKue— 4%

MPUCTYMNOB Ha
nedvexHun A3MN

MOB NPU Ha3HAYEHUN
BafbnpoaToB

fiekeTupauetram — 6e3 appekTa;
arocykcumug — 6e3 appekra,

TonMpamart — KpaTKOBPEMEHHOE YpeXxxeHune
4acTOTbl NPUCTYNOB;

Pesekumns gncnnasum — CHUXKEHNE 4acTo-
Thl NPUCTYNOB Ha 75%;

BMrabaTpuH — KynmpoBaHue npucTynos

N3meHeHnsa | Jlerkaa koptukanbHaa | DokasibHas KopTUKanbHas gucnnasus OuddysHas nnu ovarosas atpodus

Mpu HEPOBKN- | aTPOUA C BEHTPUKY- | NPaBON 3aTbINOYHO-BUCOYHOI 0651acTu roSI0BHOr0 MO3ra, aHoManuu 6enoro

3yanusauum | iomeranvei, 6onbLie BelllecTBa rojlOBHOr0 M0O3ra,

cnpasa nepuBeHTPUKYNAPHAS Neikomanauus,

rUnonasna Mo3xxe4ka, apTepuo-
BEHO3HbIe Manbopmaunmu

YpoBeHb UH- | 1Q 56 (ymcTBeHHas 0T- | Tskenas 3afepxKa ncmxopevyeBoro pa3- | YMCTBEHHas OTCTanocTb — B 43 cny-

TeNneKTyasnb- | CTaNoCTb NErKOW cTene- | BUTUA 4asx (57%),

HOro pa3su- |HK) 10% — ayTun4Hoe nosefeHune; 21% —

na NorpaHnYHbIA YPOBEHb; 22% — HOP-
ManbHbIA nHTEnnekT (10> 85)

OuHamuka KynupoBaHue npucTy- |Banbnpoat — 6e3 apdekTa; KoHTponb Hag npuctynamm goctura-

eTCA NOYTN Yy NONMOBUHbI NALNEHTOB

Ta6muuna 1. CpaBHUTEIbHAS XaPAKTEPUCTHUKA JIBYX HAOGIIOJAEMBIX HAMU GOIBHBIX I'MIIOMETAHO30M VITO C MaIUeHTaMy,
ONMCAHHBIMU B JINTEPATYPE.
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OpuruHanbHble cTaTbyn

PucyHOK 1. Yepe1oBaHME TUIIONMUTMEHTUPOBAHHBIX

Y I'MIIEPIUTMEHTHPOBAHHBIX Y4dCTKOB KOKH Ha JIEBOX PyKe
1 GOKOBOI IOBEPXHOCTH TYJIOBUIIA CIEBA 110 TUITY
«3aBUTKOB», «OPBI3I MIAMITAHCKOTI'0», PACIIONOKEHHBIX

110 TMHUAM biamiko, y nanuenrta C.A, MaJIb4uKa, 8 JIeT.

Beugy penkoctn gaHHoro 3abosieBaHusi Mbl POBEIN
CPAaBHUTEJIbHbIN aHAIN3 [BYX HA0JI04aeMbIX HaMu nauym-
EHTOB C rnrnomesaHo3om VITo v anunerncues ¢ JaHHbIMu
JINTEPaTypbl  —  OPUrMHasIbHOM  cTatekersi  Pascual-
Castroviejo I. ¢ coasrt. (1998), o6cnegoBaBLunx 76 60J1b-
Hbix W, 37 u3 KOTOpbIX CTpaganu 3nunaencuesn (Cm.
1a61. 1).

Y AByx 06C/1e40BaHHbIX HAMY NAUNEHTOB HAOJIH0[al0T-
CAl KOXHbIE NPOSIBJIEHUS] CUHAPOMA, 4TO COIrJ1acyercs ¢
JaHHbIMU MUPOBOV INTEPatypbi (cm. puc. 1, 2). OfHako y
00C/1640BaHHOIr0 Masjibymka HabsogarTcs 60s1ee Bbipa-
XXEHHbIe U 60JIbLUNE 10 PA3MEPY KOXHbIE MPOABIIEHUS,
YT0, BEPOSITHO, CBA3aHO C MEHbLUNM BO3PACTOM [JEBOYKY.

anunentudeckne npUCTymnbl y ABYX HALINX MaLUNEHTOB
¢ rurnomesiaHo3om WITo Takxe pasnindHbl. Tak, y 6osee

PucyHoxk 3. KT ronosHoro mosra narnpenTta C.A.,
MaJIBYHK, 8 1eT. KopTHKAIbHASA ATPOU C IETKOU
BEHTPUKYJIOMETAJINEI, GOJIBIIE CIIPABA.

PucyHoK 2. YepegoBanue rulionurmeHTUPOBAHHBIX
Y TUIEPIIUTMEHTUPOBAHHBIX IIATEH HA BHYTPEHHEN
MOBEPXHOCTH NIPABOro 6eapa nanueHTku H.E,
JIEBOYKH, 3,5 rojia.

CTapLuero Masbynmka BbISIBIIS/INCL [E€HEPAasIN30BaHHbIE
TOHUKO-KJIOHMYECKNE  MPUCTYIbI, KOTOPbIE SABJSAKOTCA
Hamborsnee YacteiMu npuctynamu npu 'Vl no gaHHeIM My-
DOBOVI iuTeparypsbl. Y nauneHTku 60s1ee MaajLLIero Bo3-
pacta BbISIB/IEHbI 3MUENTUYECKUE CIa3Mbl U hOKATTbHbIE
MOTOPHbIE MPUCTYIbI, KOTOPbIE, 10 JAHHLIM JINTEPATYPbI,
BcTpeyarorcsi B 8% u B 12% criyyaeB cOOTBETCTBEHHO.

llpyn MPT rosioBHOro mMo3sra y masib4uka ¢ rurnomesa-
HO30M VITO Obifia BbISIBIIEHA JIETKasi KOPTUKA/IbHAs atpo-
ua ¢ BeHTPUKYIIOMErananew, 00Jblie crpasa (Cm.
puc. 3). Y nesoykn Habnroganacs o06LMpHas hokaibHas
KOPKOBasi Ancrnasnsi npaBowi 3atbl/I0YHO-BUCOYHON 00-
snactu (cm. puc. 4).

Y 06oux nauymeHToB ¢ 'Vl 6bis1 BbiSIB/IEH UHTEIIEKTY-
anbHbI gegonynt. Y manv4mka 8 net ypoBeHs IQ paBeH

PucyHoxk 4. MPT ronosHoro mosra naijueHTku H.E.,
JIEBOYKA, 3,5 rozia. [IpusHaku (hOKaIbHON KOPKOBOM
JIUCIIIA3UN TIPABOM 33TBUIOYHO-BUCOYHOM OOIACTH.
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SAMNAENCUA

M NAPOKCU3MAJIbHbIE

56. Y nayneHTku 3,5 1eT oTmMeyanace Taxenas 3a4epxKa
ncuxope4eBoro pa3sutus. Pascual-Castroviejo I. ¢ coasr.
(1998) B cBOEYI NMyb/IMKaLMM OTMEYAKT, YTO Y NaLUNEHTOB C
rurnomesIaHo3om UITo, umeroLymnx B aHaMHe3e MH@aHTU 1b-
Hbl€ crasmbl, B 104AaBJIANOLEM O0JIbLLUNHCTBE C/1y4aeB OT-
Me4aeTcs B [aJIbHEVILLIEM TSXKESbI UHTEN/IEKTYa 1bHbIN
aechuyu.

Y10 Kacaetcsa aHTUINUIIENTUYECKOV Tepanuu v ee Igb-
eKTUBHOCTH, TO, 110 AaHHbIM Pascual-Castroviejo I. ¢ co-
asr. (1998), KoHTPOIb HaZ NPUCTYNamu JOCTUIascs MeHb-
e, Yem y rosI0BUHbI NayneHToB ¢ rmnomesaHo3om Uro.
B Hawuem ncecnegoBaHum y masibynka 8 JIeT ¢ reHepann3o-
BAHHBIMU CYLAOPOXHBIMU NPUCTYNamu yaanoch JOCTUYb
pemuccun npu MoHoTepanuy Basibnpoaramu (L[jenakuH-
XpoHo np-Ba Sanofi, ®paxHuyns (900 mr/cyT). lNayneHTke ¢
rurniomesiaHo3om VIto B Bospacte 2 16T B CBA3U C PE3u-
CTEHTHbIMU TAXEJIbIMU Y YACTbIMU AaCUMMETPUYHBIMY TO-
HUYECKUMU TIPUCTYNamMu B COYETAHUU C TOHUYECKUMMU
criazmamu 6bliia NPOBELAEHA PE3EKUMNA (DOKAJIbHON KOp-
Kosoui gucnnasun (npogheccop A.I. MenuksH, HAW Hevi-
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HYPOMELANOSIS OF ITO WITH EPILEPSY: TWO CASES IN CLINICAL PRACTICE

Mironov M.B., Borovikova N.Yu., Borovikov K.S., Mukhin K.Yu.
Institute of Child Neurology and Epilepsy them. St. Luke, Moscow

Abstract: hypomelanosis of Ito (HI) is rare genetic disorder of the phakomatoses group. Authors represent literature review
on the history of the HI description, etiology, clinical features, diagnosis, and approaches to therapy. Special attention is
description is characteristics of epilepsy and EEG to HI. We also discuss different approaches to the treatment of epilepsy. So
HI is rare disease the authors carried out a comparative analysis of the observed two patients with HI and epilepsy with

literature data.

Key words: hypomelanosis of Ito (HI), epilepsy, phakomatoses
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