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CUHAPOM BAOXA — CYABLBEPTEPA: 9TUOAOIMYECKMUE,
MATOTEHETUMECKUE N KAMHUYECKUE OCOBEHHOCTU
NOPAXEHUS LEHTPAAbHOW HEPBHOU CUCTEMbI

Pesrome. B cmamve paccmampusaiomes 60npocsl SMuoso2ull, namoeene3a, KAUHUKU, OUAeHOCIMUKU, AeYeHUs U
NPOPUAAKMUKU HEBPONORUHECKUX 0CA0NCHeHUIL cuHdpoma baoxa — Cyabubepeepa kak akysbmamugrHoeo (Manoeo)
nposieaeHUss OAHHOU NAMOAOUU C AKYEeHMOM Ha ocobeHHocmu pearusayuu mymayuu eena IKBKG 6 knemkax u
MKaHAX HepeHoll cucmemvl. Cmamovsa UAMOCMPUPOBAHA KAUHUYECKUM NPUMEPOM COOCMBEHH020 HAOA00eHUs
ceMeliH020 cay4as HacAed08aHus OAHHOU namoao2uu y 08yx desouek (PoOHbIX cecmep), NpeocmasAsouUM 0coobLil
unmepec 66U0y 0eMOHCMPAYUY PA3AUMLUS NAMO2EHEMUYEeCKUX MEXAHUIMO8 Pearu3aulu ceHemu4eckoeo degexma é
KAeMKax U MKAaHAX UeHMpPAaAbHoU HepeHoU cucmembl npu cundpome baoxa — Cyavuybdepeepa y pa3Hvix NAUUEHMO6

daoice npu yca08ul UX KPOBHO20 pOOCMEa.

Karouesvie caosa: cunopom bnoxa — Cyavybepeepa, Hedepiicanue nuemenma, He8poa02U4ecKds namoaoeus, demu.

Onpenenenne. Cunapom bioxa — Cynbubdeprepa, uiu
HeaepkaHue murmeHTa (incontinentia pigmenti — IP), — ato
pEeNKMil TeHEeTUUECKHU IeTePMUHUPOBAHHBIN 1IepMaTo3, MPU
KOTOPOM aHOMAaJIUM KOXU U €€ TPUJATKOB COYETalOTCs C
MOBPEXICHUEM IPYTUX OPTAHOB U CUCTEM SKTOJACPMAIbLHOTO
MPOUCXOXACHUS (3y0OB, TJ1a3, HEPBHOM CUCTEMBbI).

BrniepBbie cuHapoM ObLT onucaH B auteparype A. Garrod
B 1906 . Bosee moapoGHOE onmucaHye U CUCTEMATU3ALIMIO
KIMHUYECKHUX HaOmoaeHMit ocyinectBuiu B. Bloch B 1926
roay u M. Sulzberger B 1927 roay, 1o ux uMeHam JaHHbII
CUHAPOM U TTOJYYMJI CBOE Ha3BaHUE.

PacnpocTpanennocts criHapoma coctassiet 0,2/100 000
HaceneHus [23]. [To apyruM maHHBIM TOMYJISILIMOHHAS
YacToTa MaToJIOTUM olleHnBaeTcs Kak 1 : 91 000; mo 0600-
LIEHHBIM JaHHBIM B JIMTEpaType OrmucaHo 6ojiee 650 cyyaeB
cuHapoma. bornee 90 % GONTBHBIX COCTABISIOT JTNLIA JKEHCKO-
ro nojyia [24]. DTo cBI3aHO C TeM, UYTO KJIACCUYECKMIA TUTI
HacnienoBaHus [P cpenu muin My>kckoro moJia, Kak mpaBuiio,
TIPUBOINT K Pa3BUTHIO JIETATLHOTO Kcxona |3, 24].

ITaTorenes. [lanHoe 3a0ojieBaHUE B MOAABISIONIEM
OOJIBIIMHCTBE CJIy4aeB HacJIeayeTcsl 110 JOMUHAaHTHOMY
X-cueruieHHOMY MexaHu3My. B ocHoBe cunnpoma bioxa —
Cynbuoeprepa Jiexut mytaius rena IKBKG (nHruduropa
Karina- B-kKrHa3bl raMMa), JIOKaaIu30BaHHOTO B JIOKyce X(28
X-XpOMOCOMBI 1 OTBEYAIOIIEro 3a MPOAyKIMIO (hakTopa
tpaHckpunuuu NF-kB (saepubiii paktop kanmna-B), ko-
TOPBII pEeryJIMpyeT IKCIPECCUIO COTEH FEHOB IMTOYTH BO BCEX

KJIETKaX 9KTOEPMaTbHOTO MPOUCXOXKAECHUS, 0COOEHHO — B
KJIETKaX KOXW 1 HepOHaX LIEHTPaJIbHOI HEPBHOI CUCTEMbI
(HHC) [28]. deHoTUMUECKOE pa3HOOOpa3ue MpOosiBICHUS
[KBKG-myTaiuu siBisieTcst CieICTBUEM TUIEHOTPOITHOTO
neictBust hakTopa, uM koaupyemoro [1, 9, 10]. B o e Bpe-
Msl He UCKJTIOYAETCsI POJIb BEPOSITHBIX MYTAllMii B CETMEHTE
Xpll n Xg21 ansg apyrux ¢heHOTUIIOB JAHHOTO CUHApOMA
[27]. Mytammu IKBKG 6butn onipenenersr y 11,1 % narm-
enToB ¢ maronorveit IHC, u3 Hux y 86 % orMevanach ne-
Jenust 4—10 5K30HOB JAHHOTO reHa. Pazuuust aTUX TaHHbIX
C IpYyruMU, TIOJYYeHHbIMU MPU MPOBEJACHUN paHee UIu B
9TOT MepPUOJ UcclieoBaHU M MalueHToB ¢ [P, cBsa3aHbl, Kak
MpaBuJIO, C HECOOTBETCTBUEM B HUX YMCJIEHHOCTH BEIOOPOK
[20]. B pe3ynbrare 3TMX MyTalUMii UHIYLUPYETCSI KACKAIHbII
MEeXaHM3M arnomnTo3a KJIETOK, UMEIOIIUX IKTOJAepMaTbHOe
MPpOUCXOXIeHUEe (MeTaboanyecKasl TurnoTe3a naToreHesa
IP). CyuiectByeT v MHasi, IUCKYTUpyeMasi Ha CeroaHsIIII-
HMI1 eHb cocynucTast Teopust natorenesa IP, ocHoBaHHas
Ha HEWUpPOBU3yaTU3alLMOHHOM OOHApY>KEHUU O0YaroBBIX
MHOAPKTOB MO3rOBOI0O BelllecTBa KaK HamboJyiee 4acThIX
bynkumonanbHeix HapyieHuit LIHC [8, 15, 19]. Ipenro-
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JlaraeTcsi, 0THAKO, YTO COCYMCTHIM U3BMEHEHUSIM, KOTOPbIE
MOXHO OOHAPYKUTh KIMHUYECKH, TAK UJIM MHAYE BCE PABHO
MPEIIIeCTBYIOT SIBJACHUS KJIETOUHOT'O alonTo3a, KOTOphIe Ha
aTarne ux MPOMCXOXIEHHUSI MOXKHO PAacio3HAThH TOJbKO ITPU
MOJIEKYJISIPHO-TUCTOJOITMYECKUX UccaenoBaHusx [12, 17].
Tem He MeHee nake Mpu TaKUX UCCIeT0BaHUSIX OOHApYK1Ba-
10TCs1 onpenieieHHbIe (haKThl, CBUIETETbCTBYIOIIUE B MOTb3Y
COCYIMCTON T'MITOTe3bl MaToreHe3a cuHapoma bioxa —
Cynbubeprepa. Tak, Ipu UMMYyHOTMCTOXUMUUECKUX MUC-
cJiefoBaHUSIX TKaHel KO ObU10 00Hapy>KeHO aHOMaJIbHOE
yBeJIMYeH1Ee 203UHO(DUIbHON MHGUIBTPALIMU B AereHepa-
TUBHO U3MEHEHHBIX SHAOTEIMATbHBIX KJIeTKaxX. BbickazaHa
Teopusl, UTO BO3JAECHCTBUE aMONTUYECKUX KEPATHHOLIMTOB
MPUBOAMT K PA3BUTUIO BOCTIAIUTEbHBIX PEAKIIUiA, BbI3bI-
BAIOIIMX BBICBOOOXIEHUE PA3INYHBIX XeMOKHUHOB, B TOM
YKciie 20TaKCUHA U COCYIMCTOTO 9HAOTEIMATIBbHOTO (hakTopa
pocCTa; TaHHbBIE XKe XeMOKMHbBI HAITPSIMYIO MOTYT MPMHUMATh
y4JacTue B COCYIMCThIX u3MeHeHusix mipu IP [1, 2, 13, 14,
16]. CxomHbIe MPOLIECCHl MOTYT HaOIIOAATHCS U B HEPBHOI
TKaHu. [TpyHUMas BO BHUMaHUE BBIIIEU3T0XKEHHOE, MOXKHO
MpeIoJiaraTh, YTO BO BCEX IKTOAEPMaTbHBIX TKAHSIX (KOXe,
ceryaTke riasHoro siosoka, IITHC) mpoucxonsT uaeHTUY -
Hble MaTodu3noaornyeckue Impoiecchl pazButus 1P ¢
arorTo30M KakK KJII0YeBbIM MEXaHU3MOM U COCYAMCTBIMU
peakiusMU, MOSIBISIONIMMUCS BTOPUYHO MO OTHOIIEHUIO
K anonito3y. B matorenese 1P Bemyliyto posib UrpaoT Takxke
MepBUYHbIE UMMYHOJIOTMYECKUE MAaTOJOrMYeCK1e peakiiii,
MPUBOJSIINE KO BTOPUUHBIM UMMYHOJOTUYECKUM U He-
MMMYHOJIOTMYECKUM TposiBiieHusM [6]. CoobraeTcs naxke
0 cliydasix coyetaHust cuHapoma bioxa — Cynblbeprepa ¢
TaKMMU ayTOMMMYHHBIMU 3a00J1€BaHUSIMU, KaK CUHIPOM
BexueTa u peBMaTOUAHbBIN apTPUT, UYTO, HECOMHEHHO, TaKXkKe
CBUJECTEJIbCTBYET B MOJIb3Y MaTOJOTUYECKON aKTUBALUU
MMMYHHOI cucteMbl opranusma [4, 25, 29]. OcobeHHO
OCTPO UMMYHOIEMUIIUT MPOSIBASETCS Y JUIL MYXCKOTO
roJia, KoTopble cTpanaioT oT 1P, pazBuBiiierocs B pe3ybraTe
penxkux de novo mytauuii IKBKG.

Kpurepuu nocranoBku nuarnosa. Kpurepuu mist ycra-
HOBJeHUs nuarHo3a [P, ncrnonb3yemble ceronHs B KIMHU-
Yyeckoi MpakTuke, Obutu npemioxeHsl Landy u Donnai B
1993 rony [18]. DTO Tak Ha3bIBaeMble OOJIbIINE KPUTEPUM:
MOPaXeHUsT KOXM, KOTOPbIE MPOUCXOASAT B HECKOJIbKO
3TArnoB C MJIaJICHUECTBA JO COBEpIICHHOCTUS (4 cTaauu
MOBPEXIEHMUST KOXHBIX TOKPOBOB), U MaJjble (uau da-
KyJIbTaTUBHbIE) KPUTEPUU: MOBPEXACHUSI 3y00B (TUMO- U
aJlOHTHUsI, MUKPOJIOHTHSI, aHOMaJIbHasi (hopma 3y00B), BO-
Jloc, HOTTel, ceTyaTku. K MajbiM KpUTEpUSIM OTHOCST U
Hapy1ieHust co ctoponbl LITHC.

Knunnyeckue nposiBienus. KoxXHble MposIBAEHUS CUH-
npoma bioxa — Cynblioeprepa siBJSIIOTCSI €ro 00J1UraTHbIM
npu3HakoM. B mx TeyeHuu, Kak ObLJIO CKa3aHO BbIIIE,
BBIIEJSIOT 4 cTaauu: OyJJIe3HYIO, UJIU BE3UKYJIE3HYIO
(BOCIAJIUTEIbHYI0), TUIIEPTPOGUUECKYIO, TUTMEHTHYIO U
arpoduueckyto. KoxHble u3MeHeHUsI TOSIBISIOTCS y 1eTeit
MPY POXICHUU WM B TIepBble Heaeau Xu3Hu. CleayeT oT-
METUTb, YTO HE BCErJa MMEIOTCs YeTKHMe pasrpaHudyeHust

Mexny dhazaMu HapylIeHUI MaToJOrnYecKuX MpolecCcoB,
npoucxoasiux B koxe [21]. B psige ciiyyaeB HabIoga0TCst
TakKe Takue pakyabTaTuBHbIE MposiBieHus 1P, kak Bpox-
JIEHHbIe TTOPOKM cep/illa, aHOMaJUM yeperna, YyesiocTei,
nedopMalivu YIIHbIX PAKOBUH, BPOXKIEHHbII BHIBUX Oe/ipa,
aHOMaJIMM MOYeK, NMCTpodust HOrTe u np. PazHooOpazHas
narojyiorus LIHC, kotopast MaHudecTHpyeT B HEOHATAIbHOM
WM paHHEM JIEeTCKOM Mepuoaax U MOXKET MPOSIBISIThCS
CynoporaMu, yMCTBEHHOIN OTCTaJOCThblO, MapajiudyaMu,
reMMmape3amu, CracTUYHOCTbIO, MUKpolledaTueit u Mo3-
JKEUYKOBOI aTakcueul, mMpeacTaBseT HauOOJIbIIYIO YIPO3y
JUTSI TIPOAOJKUTENBHOCTH 1 KQUueCTBa XKU3HU MallMeHTOB C
cunapomoM bioxa — Cynbubeprepa [3, 18, 22, 33]. JdaH-
Hasg MaToJIOTHsI pa3BuBaeTcs npumepHo B 30 % ciydaes.
Haub6onee yacto BcTpeuyaroTcst aMMIENTUYECKUE TPUCTYITbI
(42 %), nBuratenbHble paccTpoiicTBa (26 %) 1 yMCTBEHHast
orcranocth (20 %). Mukpoledanus oOHapyKUBaeTCs Y
4 % nauueHToB. Y 62 % MaluyeHTOB ¢ IMarHOCTUPOBAHHOI
narosiorueii [IHC aTa natoyiorust uMeeT XxapakTep TSKEJI0ro
nopaxeHusi. MaHudecTalus HeBpOJIOTUYECKUX Hapylle-
HUI TIPUXOJUTCSI Ha MEPBYIO0 Henemo Xu3Hu B 58 %, Ha
TIEPBBIA MeCSII KU3HU — B 67 %, Ha TIePBBIiA TOMT KM3HU — B
88 % cmydaes [20].

HecmoTpst Ha To, YTO KOXa M HEpBHAsl cUCTEMa UMEIOT
OIHOPOJHOE JKTOAEePMaJIbHOE MTPOUCXOXKIEHUE U cove-
TaHHas MaToJOTHSI 3TUX CUCTEM He SIBJISIETCS] YHUKAIbHOI,
HEJIb34 UCKITIOYUTD U IPYTie TeHHbIE MyTaLMU Y TALlUEHTOB
¢ [P (momumo myranuu IKBKG), koTopbie MOTyT OTBe4aTh
32 pa3BUTUE Y HUX YMCTBEHHOI OTCTAIOCTH, MUKpoliedanuu
u npyrux HapyiueHuii [IHC. Tak, HanpuMep, CylIECTBYET
6osiee 290 reHOB, MyTallMsl KOTOPBIX MPOSIBIASETCS] pas-
BUTMEM YMCTBEHHOU oTctaysocTtu [5, 7]. [unoretuuecku
BO3MOXKEH BapUaHT, KOrJa MOBPEXAEHUE KOXHBIX MTOKPO-
BoB npu IP o6ycnopneHo myraiueii IKBKG, a maronorus
HHHC — kakoii-1160 apyroi MyTauueii; uCXoast uX 3TOro
MPENIOoNOXKEeHUsI HEKOTOPbIE YUE€HbIE BBIIBUTAIOT TEOPUIO,
COTJIACHO KOTOpPOU KOHEUHBbI (peHOTUI MauueHTta ¢ 1P
ornpeessieTcss KOMOMHALMed pa3IUuUHbIX TeHETUYECKUX
myTaumii [11].

N3yuyeHune B3aMMOCBSI3M OJHOBPEMEHHOT'O BO3HMK-
HOBEHUsI HanboJsiee YacThIX BHEKOXHBIX MATOJOTUI MPU
IP BBIsSIBWIIO, YTO NMpPU HAAWYUU aHOMAJUI 3pUTEIbHOIO
arrmnapara BeposiITHOCTb nosiBieHus: naronorun [ITHC no-
CTOBEPHO BBIIIIE, YeM €CJIM TAKMX aHOMATUI He OOHapyKU -
BaeTCsl; OTHOBPEMEHHas BCTPeYaeMOCTh TAKMX HApYLIEHU
npourcxoaut B 37 % ciydaeB. DTO 00YCIOBIMBAETCS Tpe-
K€ BCEro €AMHBIM U TECHBIM 3MOPUOHAbHBIM MPOUC-
XOX/I€HUEM TOJIOBHOTO MO3Ta M 3pUTEJbHOTO arrmapara.
Bzaumocss3p mexay natosorueit [IHC u ctomaronoru-
yecKUMU aedeKTaMu 0o aedeKkTaMu JUIEBOTo yepera
BcTpevaeTcs enie yaiie — B 70 % ciiyyaeB HaJTUYMs TAKMX
nedexToB y maiueHTa OyayT MposiBIAsITbCS M HEBPOJIOTH-
yeckue HapyueHus [20].

CoBpeMeHHbIE METOIbl HEMPOBU3YATU3ALIMU Yallle BCErO
00HapyK1BarT Takue Buabl moBpexaeHus LIHC, kak ouaru
nHdapKTa 1 HEKpO3a MO3roBoro BeiecTna (24,5 %), atpo-
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PucyHok 1. leHeanornyeckoe Apeso ceMby
nauymeHTok ¢ cuHapomom bnoxa — Cynbybeprepa

draeckue nameneHus (17 %) v MOBpeXKIeHNSI MO3OJTUCTOTO
tena (13 %) [20].

B xauecTtBe meMoHCTpaluu (eHOTUTTHYECKOTO TOJIHU-
Mopdhr3Ma HEBPOJOTUYECKUX HAPYIIEHUI MPU CUHAPOME
Bbnoxa — Cynbubeprepa mpuBoguM cOOCTBEHHOE HAOIIOe -
HMe CeMEMHOTO CclTyJyast HacIeZI0OBaHUST JTaHHOM MaTOJIOTHK
y IBYX JIeBOYEK (POIHBIX CECTep).

TeHeamormyeckoe ApeBO CeMbU TALMEHTOK MPEICTaB-
JIeHO Ha puc. 1.

[Mamuentka M.M., 2009 r.p. (crapuasi cecrpa). Po-
NAJIach B CPOK 38 Hemesib OT 2-ii 6epeMeHHOCTH, TIePBbIX
POIIOB ITyTeM OIlepaliiu KecapeBa ceueHus. Ha ocHoBaHUM
HaJIM4Us Y MaTepy MOATBEPKASHHOTO cCuHApoMa bioxa —
Cynpudeprepa pedbeHKY B IEpBble CYTKU KM3HU OBLIO
MPOBEIEHO COOTBETCTBYIOIIEE FeHETUYECKOE MCCIIeIoBa-
Hue, BoisiBuBIIee MyTaluio reHa IKBKG. IMpu poxnenun
COCTOsTHUE pebeHKa ObUIO OIIEHEHO KaK CpeIHel CTereHn
TSDKECTH B CBSI3M € pa3BUTHEM cUHApoMa yrHeTeHus [THC
Kak TMPOSIBJICHUSI TUITOKCUYECKU-UIIIEMUIeCKOM dHIle(ha-
Jionatuy. B manpHeiimeM 1o 2 jieT y 1eBOYKY Ha0II01a1ach
3a7epKKa TEMITOB MOTOPHOT'O Pa3BUTHSI (ITOBOPOT CO CITUHBI
Ha XHWBOT B 6 MecCsIeB, C JKUBOTAa HA CIIUHY B 7 MeCSLIEB,
cena B 11 mecsues, nouuia B 1 ron 7 Mecsiues), a ¢ 2-J1et-
HEero Bo3pacTa — 3ajiepkKa pe4eBOro pa3BUTHSI, UCXOIOM
KOTOPO¥ cTajio obliiee HapylIeHue peun 2-i cT. B HacTos-
11ee BpeMsi pebeHOK ohOpMIIEH B JIOTONEANYECKYIO TPYIIITY
CITEeLIMATM3UPOBAHHOTO JETCKOTO cala M JOTOJHUTEIHbHO
TOCeIIaeT 3aHATHS C JIOTOIIEIOM M TICUXOJIOTOM B LIEHTpE
KOPPEKLIMOHHO-Pa3BUBAIOIIETO O0YIEHUSI.

[ManumenTtka A.M., 2014 rp. (Mmnamgmas cecrpa). [To-
CTyNuJIa B TIeIUaTpUIecKoe OTAeJeHEe TPYIHOTO Bo3pacTa
PHIILL «Matpb un nuts» B Bo3pacTe 4 MecsilieB B CBSI3U C
HapylieHHeM TMCUXOMOTOPHOTO Pa3BUTHUS U Pa3BUTHEM
cymopor. JInarHo3 mpu NoCTyIieHU: cuHapoM bioxa —
Cynbpudeprepa, CyIOpOXHBIM CUHIPOM, CITACTUYECKUIA
TeTparnape3. Ha MOMEHT TOCTYIIJICHUs] POAMTEIN peGeHKa
MPEIbSBIISIIN XKa100bl Ha MOCTOSTHHOE OECITOKOITHOE ITOBe-
JIeHWE JeBOYKU, €XKeTHEBHBIE IIPUCTYITHI B BUIE CTUOAHUIA,

BbIOpachIBaHUSI pyK, KOTOPBIE IIPOUCXOAWIN cepusiMu (3—5
cepuit B cyTKH, o 3—10 MpUCTYIOB B KaXXI0M CEprM, TIpe-
MMYILECTBEHHO MOocJie CHa 100 pu 3ackinanuu). Co cjioB
poauTesel, MpUCTyIbl NOSIBUIKUCH B Bo3pacTe 2,5 Mecsia
rocJie MPOBeAeHUS Jla3epoTepaniu KOXHBIX TOKPOBOB, U
C MOMEHTA MX MOSIBJICHUST peOEHOK MepecTall pa3BUBATHCS
U Jaxe yTpaTw MPpUOOpETeHHbIe paHee TICUXOMOTOPHbBIE
HaBBIKM: TepecTas yIepXKUBaTh TOJOBY B BEPTUKAJIbHOM
MOJIOXKEHUU U aieKBaTHO pearMpoBaTh Ha OKPYXKAIOIINX,
yTpaTW UHTEPEC K UTPYIIKaM, TPeKPATUIUCH MOMbBITKU
TepeBOpOTa CO CIIMHBI Ha )KUBOT. B aHaMHe3e nMenoch yka-
3aHME Ha OJTHOKPATHBIN CYTOPOXHBIN ITPUCTYIT B BO3PACTe
OJIHOTO Mecsla, KOTOPbIA B JAJIbHEHILIEM HE ITOBTOPSIICH.
M3 anamHe3a Xu3Hu U 3a00jeBaHUsI peOeHKA TakKKe 13-
BECTHO, YTO PeOEHOK OT 3-if GEpeMEHHOCTH, 2-X CPOUHBIX
POMIOB KecapeBbIM ceueHueM B cpoke 38 Henesib. Bo BpeMst
OepeMEHHOCTH Y MaTepu OTMEYAIMCh YIpo3a MpepbIBaHUs
B 51 30 HelesIb, MPAaBOCTOPOHHSISI THEBMOHUS B 27 Helleb.
IIpu poxaeHuu Bec 3150 1, pocT 52 ¢M, OLIEHKA 10 LIKaJIe
Arrap 7/8 6annoB. Kak 1 B ci1ydae co craplieii cecTpoii, Ha
BTOpPBIE CYTKM XKM3HU peOEHOK ObLT 00C/IeI0BaH Ha CUHIPOM
Bbioxa — Cynbubeprepa, KOTOpPbIii ObLI OATBEPKACH MyTeM
onpeneieHust myrauuu reHa IKBKG. PanHuii HeoHaTasb-
HbIii IEPUOJ MTPOTEKaJI C MPUCTYNIAMU TUIIEPTEPMUU U T10-
SIBJICHUEM DPUTEMATO3HO-0YJIIE3HOM ChITU 1O BCEMY Tey.

Ha MomeHT ocMoTpa B3IJIs11 (PUKCUPYET HEMPOIOIKI-
TeJIbHO, COCPEOTOYeHUE CHUXKEHO. KoMIIeKe OXXUBIeHUST
MOJIOKUTENbHbIN. MBIIIEUHBII TOHYC BBICOKUIA, OOJIbIIIE B
BEpXHMX KOHEYHOCTSIX. CyXOKUIbHO-HAAKOCTHUYHBIE ped-
JIEKChI CHMMETPUYHBI, OXKUBJIEHbI; TJAOUPUHTHO-YCTAHOBOY-
HbII pediekc chopMUPOBaH HENOCTATOUHO; TTPU TPAKIIMU
3a PyKU TOJIOBY TSIHET ¢1a00, onopa Ha nepeaHue OTaebl
crorn. PebeHKy npoBeieHbl a5ieKTposHLedanorpadus (D3T)
u koMmIbloTepHast tomorpacdust (KT) ronoBHoro mo3ra. Ha
DBTI 3aperucTpupoBaHa SNUIenTU(GOPMHAsE AKTUBHOCTD B
MpaBoli JJOOHOIt ob61acTu Ha (poHe TUudy3HOU Ae30praHu-
3alUU OMOAIEKTPUUECKO aKTUBHOCTH T'OJOBHOTO MO3Ta
(puc. 2). Ha KT rosioBHOro Mo3ra OIpeae/siioTCsl pacilu-
peHue nepenHero cydbapaxHouaaabHOTO MPOCTPAHCTBA,
YMEPEHHO BbIpaKeHHbIE aTpOhUUECKUE UBMEHEHUST KOPbI
rOJIOBHOTO MO3ra B JIOOHO-BUCOYHBIX OTIEJIaX, OOJbliie
cieBa. Ha ocHoBaHMU 00cCienoBaHus AUarHO3 ObUT yTOY-
HeH: cuHapoM bioxa — Cynblbeprepa co CriacTUYECKUM
TeTparape3oM, BbIPAKEHHOW 3a1ePXKKOM IMCUXUYECKOTO
Pa3BUTHSL. DNUJIETICUS C HATMYMEM UHGMAHTUIbHBIX CIa3-
MOB. BblJ10 HAa3HAYEHO MTPOTUBOARIUIETITUYECKOE JIeUeHHE
B BUJIE BaJIbIIpOaTa HATpUs (IerakuH) B 03¢ 40 MI/Kr/CyT.

Yepes 2 mecsiia peOeHOK ObLI TTOBTOPHO T'OCIUTAJIM -
3UPOBAaH B BO3pacTe 6 MeCsIeB ISl KOHTPOJISI TeYCHMS
3a00JIeBaHUsT U KOPPEKIIMU TPOBOAMMOM MPOTUBOSMUIIETI-
TUYEeCKOI Tepanuu. Ha MOMEHT MOCTYIUIEHUsI POIUTETN
NIEBOYKYU OTMevaau 3HAYUTEJbHOE YIydllleHHe: peOeHOK
cTajn 6oJiee CIIOKOMHBIM (IMMPUCTYIIbI OECIIOKOMCTBA OT-
MeYarCh U3peaKa), MOSIBUJICS MHTEPEC K OKpYKaloIIeMy,
MPUCTYNOB CTaJI0 MeHbIIe (3—4 HecrpynmnupoOBaHHBIX B
KJIaCTepbl MOTOPHBIX MPUCTyIa B CyTKKU). OOBbEKTUBHO
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cocpenotoyeHue u (ukcaius B3TIsAa aleKBaTHBI, TTPU
OCMOTDE BBISIBJISIETCSI KOMIUIEKC OXKUBIIEHUST; PeOSHOK YJIbI-
0aeTcs, TYJIUT; MBILLIEYHBIN TOHYC B KOHEUHOCTSIX BBICOKMIA,
CYXOXWIbHO-HaJKOCTHUUHbBIE pedIeKChl CUMMETPUYUHBI,
OXKMBJIEHbI; TAOMPUHTHO-YCTAHOBOYHBIM pediekc cchopmu-
POBaH HEMOCTAaTOUYHO; MPU TPAKIIMU 32 PYKH TOJIOBY TSIHET,
ornopa Ha TMepeaHue OTAEbl CTOI; B MOJOXEHUH JiexXa Ha
JKMBOTE TOJIOBY YAEPKMBAaeT HepoaoJkuTebHo. Ha DOT
perucTpupyeTcsl 1e30praHM30BaHHas akTUBHOCTb B BUIIE
TeTa- U AeJbTa-BOJH 0e3 SIBHBIX SMWJIENTU(HOPMHBIX Ha-
pylieHuii (puc. 3).

C uenbio yBeauueHUs: 3G GEeKTUBHOCTU MTPOBOIUMON
MPOTUBORMMIEITUYECKON Tepanuy pedbeHKy Obljia mpoBe-
JIleHa KOPPEKIIMS A03bI AenakuHa 10 48 mr/kr/cyr. Ha satoit
J103€ COCTOsSIHME pebeHKa YIyYIIMJIOCh: TTPUCTYIIbI CTalu
pexe, COXpaHsIMCh B BUAe 1—2 TOHMYECKUX MPHUCTYIIOB,
OTMeYaeMbIX HECKOJIBKO pa3 B HE/IEI0; HAMETUJICSI MeJUTeH-
HBIIi TPOrpecc B ICUXOMOTOPHOM Pa3BUTUU.

JaHHBI KIMHUYECKUN ciaydail aBIseTCs KIacCH-
YeCKMM OTMcaTeJbHbIM NpUMEpPOM cuHApoma bio-
xa — Cynpubeprepa Ha OCHOBAaHUM 3TUOJOTUYECKUX
(reHeTnuecku noaTBepxaeHHas MyTauus reHa IKBKG
¢ X-ClUeIJeHHbIM JOMUHAHTHBIM TUTIOM HacJleJJOBaHUS),
naToreHeTU4YeCcKux (pa3BUTUE MaTOMOP(POIOTUYECKUX
M3MEHEHUI KJIETOK Y TKAHEH MPEeUMYIIECTBEHHO 3KTO-
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PucyHok 3. [lesopraHn3oBaHHble U3MEHEHUs B BUge
Aandy3Hoii TeTta- n genbra-aKTUBHOCTU 6€3 IBHbIX
anunenTngopMHbIX HAPYLLUEHUNA

JIePMaJIbHOIO MPOUCXOXICHMSI) U KIMHUYECKUX (0011~
raTHOE MOpaKeHUe KOXHBIX TOKPOBOB B TPEX MOKOJIEHUSIX
KeHluH ¢ mytauueii reHa IKBKG — y 6a0yiiku, Mmatepu
U 00eux cecTep; MopaxeHue HEPBHOM CUCTEMBI y obe-
UX CecTep — HapyluleHHWe NMCUXOMOTOPHOTO Pa3BUTHUS Y
cTapllieii CeCTphl M pa3BUTHE SIS TUYECKOM dHIIedhano-
MaTUU 110 TUIY CUHAPOMa YacTa y Miaallieil) Mpru3HakKoB
U TIpeNCTaBIsieT 0COObI MHTEPEC BBUAY NEMOHCTPALIUU
pa3nuyuus MaTOreHEeTUYeCKUX MEXaHU3MOB pealu3aluu
reHeTuuyeckoro aedekra B kiaetkax u TkaHsax [ITHC npu
cuHapome biioxa — Cynblubeprepa y pa3HbIX HallMeHTOB
Jlaxe MpHU yCJIOBUUM UX KPOBHOTO POJICTBA.

JuddepeHimanbHylo 1MarHoCTUKY JTaHHOTO CUHAPOMa
CJIEyET TPOBOAUTD CO CAECAYIOIUUMU (PEHOTUITMYECKU CXOLI -
HBIMU COCTOSTHUSIMU: cuHApoM PpaHueckeTTn — fAnaccoHa,
cuHapoM lTonbrua — TopauHa, OyJIIe3HBIM SIUAESPMOJIN3,
MUTMEHTHAs1 KpanuBHUIa U Ap. s cunapoma PpaHue-
CKeTTH — fl JaccoHa TaKxKe XapaKTepHbI TUTMEHTHBbIE MSITHA,
OJIHAKO B OTJIMUME OT cuHapoma bioxa — Cynbuodeprepa
3TUM M3MEHEHUSIM HUMKOTAA He MPeAlIeCTBYeT BOCMAIM-
TeabHas (asa Uy 60JbHBIX HAOJIIOOAI0OTCS HapylleHue
MOTOOTIAEJEHUS, TUIEepKepaTo3 JanoHei u cromn. Hert
TakXXe UBMEHEHUI CO CTOPOHBI IPYTUX OPTAaHOB U CUCTEM.
OrtcyTtcTBre (Pa3HOCTU KOXHBIX UBMEHEHU I, XapaKTePHBIX
onyxojeit LIHC (menynio61acToM, acTpOLIMTOM) C COOTBET-
CTBYIOILLICH HEBPOJOTMYECKOM CUMIITOMATUKOM MO3BOJISIET
UCKII0UUTHL cuHapoM Tonbsriia — lTopauna. duddepeHiim-
ajibHas auarHocTtuka cuHapoma biaoxa — Cynbloeprepa u
docdar-guabdera He MPEnCTaBIsIET CIOXKHOCTEM, TaK KakK
111 pocdaT-auadeTa He XapaKTepPHbI KOXKHbIE U3MEHEHMS,
MpU JaHHOM 3a00JIeBaHUY UMEIOT MECTO CIlelnpUuIecKre
MeTaboJIMYeCKUe PacCTPOMCTBA U PEHTTEHOJIOTUYECKHUE
MpU3HAKU MopaxeHus: KocTHo#t cucteMnl [30]. bomabiie
CJIOXXHOCTel BO3HMKaeT ¢ AuddepeHIInalbHOM 11arHo-
CTUKOM cuHApoMOB Acoo-XaHceHa U MUto. Cunnpom Acbo-
XaHceHa pa3BUBAETCS B ME€PBbIE JHU KU3HU, MOSBISIOTCS
rnamyje3Hble, BEeppyKO3HbIE U My3bIPHBIE 3JIEMEHTHI, pac-
MOJIOKEHHbIE JTMHEWHO Ha KOHEeYHOCTsX. [TurmeHTanus
pa3BMBaeTCs TOJBKO Ha MecTax BbichimaHuid. [Ipu axpo-
MaTU4YeCKOM BapuaHTe TunomesaHo3a MTo B paHHeM
NIETCKOM BO3pAacTe MOSBISIOTCS NeMUTMEHTUPOBAHHBIE
MSITHA Ha MecTax, TUMUYHBIX Wi 1P. [1pu HeiipokoxHOI
¢opme runomenaHo3a Mto ormeuarorcs paccrpoiictsa LIHC
(CyIOpOXHBII CUHAPOM, YMCTBEHHAsI OTCTaJIOCTh), KOCTHbBIE
aHomanuu [31, 32].

Jleuenue cunapoma bioxa — Cynblubeprepa, B 4acT-
HOCTH, €ro HEBPOJOTUUYECKUX OCIOXHEHUM, SIBISETCS
CUMIITOMATUYECKUM U 3aBUCUT OT BEAYLIMX HAPYILLIEHUIA:
TaK, MOXET UMETb MECTO MPUMEHEHUE MPOTUBOSMUIIETITH -
YECKOM, HEUPOCTUMYIUPYIOLIEN, COCYTOPETrYIUPYIOLIEH
Teparnuu.

[IpodunakTrka 1aHHOTO 3a00JeBaHMUs 3aKII0UaeTCs B
MPOBEJEHUN MEIUKO-TEeHETUYECKOTO KOHCYJIbTUPOBAHUS
MPY HAJIMYU U BbIIIEYKAa3aHHOW CUMITOMATUKY Y TALIMEHTA,
a Takxe 00c/eIoOBaHUS YWIEHOB €ro CeMbH JaXe MPU OTCYT-
CTBUM Y HUX OOJIbIIMX U MaJIbIX TPU3HAKOB.
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LLlanbkeBud A.B., Kyarad A.l.
AYO «binopyCbKQ MEANHHA QKQAEMISI MICASIAMIAOMHOI
ocCBiTn», M. MliHCbK

CUHAPOM BAOXA — CYAbLBEPTEPA: ETIOAOTIYHI,
NMATOTEHETUYHI TA KAIHIYHI OCOBAMBOCTI
YPAXEHHS LEEHTPAAbHOT HEPBOBOT CUCTEMU

Pesiome. Y cTaTTi po3rsiaaloThCsl MUTAHHS €TiONOTil, MaTOreHesy,
KJIiHiKU, TIaTHOCTUKMU, JTiKyBaHHSI Ta TPOMiTaKTUKU HEBPOJOTIUHUX
ycKJianHeHb cuHapomy bioxa — Cynbldeprepa sik hakyibTaTUBHOTO
(Majoro) mposiBy AaHOi MAaToJIOTii 3 aKIIEHTOM Ha OCOOJIMBOCTI
peadizanii mytanii rena IKBKG y kiiTiHax i TKaHWHaX HEpPBOBOL
cucremu. CTaTTs UTIOCTPOBaHA KIIIHIYHUM TMPUKIAIOM BIaCHOTO
CMOCTEPEXKEHHS CIMEMHOTO BUTIA/IKY YCTIAIKYBaHHSI JAHOI ITaTOJIOTii y
JTBOX IiBYATOK (PITHUX CeCTep), IO SBIIIE COO0I0 0COOIMBHMIA iHTEpEC
3 OIJISIIY Ha ICMOHCTpAIIil0 BiIMiHHOCTI TATOTeHETUIHUX MEXaHi3MiB
peatizallii reHeTUIHOTO AeheKTy B KIITUHAX i TKAHWHAX IIEHTPATbHOL
HEepBOBOI cCTeMU Ipu cuHApoMi bioxa — Cynblibeprepa y pisHUX
TMaLi€HTIB HaBiTh 32 YMOBHU iX KPOBHOI CITOPiAHEHOCTI.

Kmouogi ciioBa: cunapom bioxa — Cynblibeprepa, HETpUMaHHS
MirMEHTY, HEBPOJIOTiYHA MMaTOJIOTisl, IiTH.

Shalkevych L.V., Kudlach A.l.
State Educational Institution «Belarusian Medical Academy
of Postgraduate Education», Minsk, Republic of Belarus

BLOCH-SULZBERGER SYNDROME: ETIOLOGICAL,
PATHOGENETIC AND CLINICAL FEATURES OF CENTRAL
NERVOUS SYSTEM DISEASES

Summary. This article describes the issues of the etiology, patho-
genesis, clinical manifestations, diagnosis, treatment and prevention
of neurological complications in Bloch-Sulzberger syndrome as an
optional (small) manifestation of this disease, with the focus on the
features of IKBKG gene mutation in cells and tissues of the nervous
system. The article is illustrated with a case report of our own observa-
tion of family inheritance of this disease in two girls (native sisters). It
is of particular interest because of differences in pathogenetic mecha-
nisms of genetic defect in the cells and tissues of the central nervous
system in Bloch-Sulzberger syndrome among different patients, even
in case of their consanguinity.

Key words: Bloch-Sulzberger syndrome, incontinentia pigmenti,
neurological disorders, children.
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