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HACAEACTBEHHBIE AMUCXPOMUUN KOXMU,
NPOTEKAIOLLUUE C NOPAXEHMEM HEPBHOW CUCTEMbI:
ABA CAYYA4A U3 NPAKTUKU N OB3OP AUTEPATYPHI

Pesrome. B pabome npedcmaeéseno onucanue 2 nayuenmos c¢ cundopomom baroxa — Cyavybepeepa u
eunomenanoza Mmo, nposeuennvix Ha o6aze AO «Pecnybaukanckuii demcKuil peadusumayUOHHbLU YeHmp» 6
2015 e. Oba 3abonresanus 6 depmamono2uu OMHOCIMCA K epynne 2eH00epmMamo308 ¢ OUCXPOMUSIMU KONCU, d 8
Heeponoeuu — K epynne gakomamosos. lenemuueckas npupooa 3a004e6aHusi 00HO3HAYHO PACUUDPOBAHA NPU
cundpome baoxa — Cyavybepeepa: 3aboseéanue pazeusaemcs ecaedcmeue mymavuu NEMO/IKK-y-eena,
pacnonoxcernoeo Ha xpomocome Xq28; eunomenanoz Hmo cuumaemes nposieaenuem XpomocomHo20 MO3auyusma,
XPOMOCOMHAsL NAMOA02USL OOHAPYICUBACMCS He 60 8ceX cayHasax 3aboneeanus. 06a 3a601e6aHUS NPOAGAAIOMCS
MUNUYHBIMU KOJICHBIMU U3MeHeHUAMU, Komopble npu cundpome baoxa — Cyavubepeepa debromupyrom 6 nepuoo
HOB0POICOeHHOCMU U npemepnesaiom 4 cmaduu uzmeHeHuil; npu eunomeaanose Umo yuacmeu eunonuemenmayuu
noseasromes @ ospacme 0o 2.aem. Ilpedcmaesaentvie HaMU NAYUEHMbL ROMUMO XAPAKMEPHBIX KOJICHBIX NPOSAGACHUL
30001€6aHULL UMeAU CUMNIMOMbL NOPANCEHUSI HEPBHOU CUCIEMbL.

Karoueente caosa: baoxa — Cynvubepeepa cunopom, eunomenanos Umo, Hedepicarue nuemernma.

BeBepeHue

Hucxpomuu Koxu (ot rped. dys, chroma — Hapy-
1eHue 1[BeTa, OKpacku) — 3abojeBaHUsI, OCHOBHBIM
KJIAMHUYECKUM MPOSIBICHUEM KOTOPBIX SIBISIETCS HApY-
1eHWe MUTMEeHTAIMY KOXHbBIX TOKPOBOB. B coBpemeH-
HBIX KJaaccubUKaIusIX KOXHbIX 00Je3Hel TUCXPOMUU
BXOJST B I'PYINY T€HOJEPMATO30B — HACJAeICTBEHHBIX
3a00J1eBaHU 1 KOXHU, B OCHOBE KOTOPBIX JIEXKaT MyTalluU1
TE€HOB, ONPEAeISIONINX HOPMaJIbHOE Pa3BUTHE U (PYHK-
LIMOHUPOBAHUE KOXKU.

B HeBposorum HacieqcTBeHHbIe 3a00JieBaHUS,
nmpoTeKalolie ¢ CoOYeTaHHBIM MOpaXeHUueM KOXU (U
ee IeprBaTOB) 1 HEPBHOU CUCTEMBI (T.€. IPOU3BOIHBIX

OJIHOTO 3aPOJbIIIIEBOTO JUCTKA — DKTOAEPMbI), OTHOCST
K rpynme ¢gakomaTo3oB [3]. JlocTaTOYHO pacrpocTpa-
HEHHBIMU TPEACTABUTEASIMU ITOU I'PYMIIbI SIBIASIOTCS
3a00JieBaHUsI, B OCHOBE KOTODPBIX JIEXKUT HapylIeHUe
oOMeHa MeJlaHMHA, B pe3yJbTaTe Yero M3MeHseTcs
OKpackKa KOXHbIX TOKPOBOB: BO3HUKAIOT TaK Ha3bIBae-
Mble CUHAPOMBI HeiepKaHUs MUTMEHTA.

CuHapoM HeaepxaHus nurMeHTa (HIT) 6bu1 Briep-
Bele onmucaH B 1906 r. Garrod u Adamson, KoTopbie
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N

MpUBEIN KIMHNUYECKOe HabMoIeHe MallMeHTKH ¢ TU-
MUYHBIMU MUTMEHTHBIMU U3MEHEHUSIMU, YMCTBEHHOM
OTCTaJ0CThIO U TeTparuierueii [2]. B mocaenyomem HIT
moapo6Ho onucanu Bardach B 1925 [10], Bloch B 1926
[11], Sulzberger B 1928 [46] u Siemens B 1929 1. [43]. Ho
ToJIbKO UMeHa Bruno Bloch u Marion Baldur Sulzberger
COXPaHUJIKUCh B OMOHMMHUYECKOM Ha3BaHUU OOJIE3HU —
cunapom bioxa — Cynbubeprepa.

B snexTponHoM BapuaHTe 0a3bl naHHBIX McKusick
(Online Mendelian Inheritance in Man — OMIM) cuH-
npoMm bioxa — Cynpubeprepa (HIT) umeer kox 308300
U OMuchIBaeTCs Kak 3abojieBaHUe, B OCHOBE KOTOPOTO
nexut myTanus B IKK-ramma reHe (Takxke Ha3bIBaeMOM
NEMO), pacnojioxeHHOM Ha xpomMocome Xq28 [25].

Ten NEMO sgaBnaseTcss MOAYISITOPOM HYKJI€apHOIO
daxtopa Bk [41]. ITyn kineTok, nedpuiutHbix 1o NEMO-
TeHY, TPUBOAUT K U30BITOYHOMY arlOINTO3Y, BBI3BAHHOMY
¢dakTopoM Hekpo3a omyxoiau. B pesyabrate B aepme
pa3BUBaeTCs BOCMAIUTEJbHAs PEaKMsI U MTPOUCXOIUT
BBICBITIAHUE BE3UKYJIE3HBIX 3JIEMEHTOB [41].

3aboeBaHuEe UMeeT ayTOCOMHO-JOMMUHAHTHBINI
TUT HacleloBaHUS; OOJEIOT MOYTU UCKIIOUYUTEIbHO
NEeBOYKM, TeH JieTaJeH AJIS TJI0Aa MYXCKOro moja (B
9TUX CydyasiX y MaTepu MPOUCXOASAT CAaMOTIPOU3BOJIbHbIE
abopthl) [12, 17]. Bce ke B tuTepaType onucaH CUHAPOM
HII y ManbuMKOB — B 9TUX Cy4yasiXx OHU JOJKHBI UMETh
kapuotun XXY (cunapom KinaitHgpensrepa) [13]. Tlo
JaHHBIM Pa3HBIX aBTOPOB, 3a00JieBaHUE BCTpeyaeTCs
¢ yactortoit 1 Ha 50 000—75 000 HOBOpOXIEHHBIX [4,
13, 20] ¢ cooTHOIIeHUEeM MaJlbUMKOB 1 1eBoYeK 1 K 35.

Haubonee THIMYHBIM KIMHAYECKUM TTPOSIBIIEHUEM 3a-
OosieBaHUS U (PaKTUUECKU €MUMHCTBEHHBIM TOCTOBEPHBIM
IMarHOCTUYEeCKUM Kputepruem cuHapoma HII saBasiioTes
KOXHBIE U3MEHEHMSI, KOTOPbIe MPOTEKAIOT B HECKOJBKO
CTaauii, Mocaea0BaTeIbHO CMEHSIOIIUX ApyT Apyra [28].

I cragug 3aboneBaHus — BOCHaJuUTeNbHAs: NpPU
POXIEHWY WIU B TIePBbIC THU XXU3HU peOeHKA Ha IpUTe-
MaTO3HO-0TeYHOM (hOHE IMPUCTYO0OPa3HO MOSIBISIIOTCS
My3bIPY ¥ MY3bIPbKU, UMEIOIIME TMIOTHYIO MOKPBIIIKY U
MpOo3pavyHoe colepKuMoe. BoichimaHus JOKaIU3YIOTCS
Ha CIMHE, TPyIU, BEPXHUX U HUXKHUX KOHEUHOCTSX,
JINIIe; PAcIoJIoKeHWe 2JIEMEHTOB ChIIM — JMHEeHoe.
ITocyne BCKPBITUS 3J€MEHTBI CHIITUM OCTaBJSIOT MOCJe
ce0s1 2po3UuM, MOKPHITHIE CEPO3HBIMU KOpPOUKaMM. DTa
cTanus 3a00eBaHUsI MOXET pPa3BUBAThCS €llle BO BHY-
TPUYTPOOHOM TIEPHMOJIE, U B ITOM CJIyyae OHa OCTAeTCs
HE3aMEUYEHHOM.

11 cTagus — mamnynoBeppyKo3Has: Ha 6—8-if Hemene
KM3HU Ha pa3rubaTesibHON MOBEPXHOCTU BEPXHUX U
HUXKHMX KOHEYHOCTE! MOSBISIIOTCS MJAOTHBIE JEHTU-
KyJISIpHBIE TMAamyjibl ¢ TUIIEPKePaTo30M. JIMTEIbHOCTD
9TOM CTaiuU — 10 HECKOJbKUX MECSIIEB.

111 ctanust — nurMeHTHas (pa3BUBaeTCs NPUOIU3U-
TEJbHO K KOHILY ITEPBOTO MOJYTOAMS KU3HU peOeHKA):
B OTOM BO3pacTe Ha KOXHBIX TMOKPOBAaX MOSBISIOTCS
KOPMYHEBATO-CEPOTro IBeTa MITHA CO CBETJIBIMU Kpasi-

Mu. Ha KOHEYHOCTSIX BBIChITTAHUS UMEIOT BUJ OpbI3T, HA
TyJ0BUIllE — BUJ cniupajieit u kojeu. [1o mepe B3poc-
JICHUS MallMeHTa MUIMEHTUPOBAHHbIE oUaru 0JIeJHEIOT
U TOCJe AOCTUXEHUS MPUOIU3UTENbHO 14-1eTHEero
BO3pacTa UCUE3aloT.

IV ctanus — ctaagus aTporUUeCcKOM rTMIIONMUIMeHTa-
LIMU: HA KOXEe MPOUCXOAUT 00pa30BaHUE TMITOTTUTMEH -
TUPOBAHHBIX aTPO(PUUECKUX TTOJOC, B KOTOPBIX OTCYT-
CTBYIOT BOJIOCHI, TOPbI OTOBBIX XKeJye3. CyliecTBOBaHUE
3TOM CTAaUU NMPU3HAETCS HE BCEMU UCCIEN0BATEISIMMU.

DKcTpaaepMmalibHble MposBaeHus cuHapoma HII
NIOCTAaTOYHO MOJMMOP(MHBI, BCTPEUYAIOTCS HE y BCEX
MalMeHTOB U MO3TOMY HE UCMOJb3YIOTCS B KauyecTBe
NIUaTHOCTUYECKHMX MPU3HAKOB 3a00JIeBaHUS.

3aboneBaHue, BrnepBble onucaHHoe B 1952 roay
SIMMTOHCKUM HcciegoBateaeM M. Ito, BHayajie cuuTaaoch
BapuaHToM Oose3Hu binoxa — Cynbubdeprepa. OgHako,
XOTS HEKOTOPbIE KIMHUYECKUE MPOSBICHUS MOAOOHBI
TaKOBBIM MpPHU KJIAaCCHMYECKOM incontinentia pigmenti
Bloch-Sulzberger, uMeromuxcs: pa3jinuuili 0Ka3aioch
JIOCTAaTOYHO, YTOOBI BBIAEAUTH runomenanos Mro (I'N)
KaK OTAeJibHOe 3a00jieBaHUeE.

BrniocnenctBuu 3a 6ose3nbio biaoxa — Cynbuodep-
repa ObIJIIM 3aKpeIlJieHbl clenylolue neUHULINN:
«CEeMEMHBIN CUHAPOM HeaepxaHusg nurmeHTta (familial
incontinentia pigmenti), acCOUMMPOBAHHbBIN C MyTaLlUEN
Breie NEMO»; «kJlacCUYeCKMI1 CUHIPOM Hellep>KaHUsI
MUTMEHTa»; «HeaepxaHue nurmeHTta tum 2 (1P2)».
HazBaHus «crnopaguvyeckKuil CUHIAPOM HeaepKaHUs
MMUTMEeHTa», «<HeaepxaHue nurMeHTa v 1 (1P1)» 6puin
OTHEeCEeHbI K runomMenaHosy Mro.

ITunomenano3 Uto (', cun. — axpomartuue-
CKOe HelaepxKaHMe MUIMeHTa, incontinentia pigmenti
achromians) — 3aboieBaHUe, OTHOCSAIIEECs K TpyIIIe
(hakoMaTO30B, BeAylIMM KJIMHUYECKUM MPOSIBICHUEM
KOTOPOTO SIBJSIIOTCS YYaCTKU OEMUTMEHTALUU KOXHU
(4acTo B cOYeTaHUM C 30HAMU TUIlepIUrMeHTanuu). B
pyopudukatope OMIM umeet kox 300337 u omucki-
BaeTCs KaK CUHIAPOM HedepxaHusg nurmeHta | Tuma,
acCOLIMMPOBAHHBIN ¢ X-ayTOCOMHOI TpaHCJIOKAllU-
el ¢ BoBiaeueHueM 11-ro JoKyca KOPOTKOIO Ijieydya
X-xpoMocoMbl [24].

OIlHaKO HEKOTOpble aBTOPbl CUMTAIOT 10KA3aTeb-
CTBa MOJOOHOTO TUIIA HACJEA0BaHUS HEeyOeaUTeNb-
HBIMM, BIIpOYeM, KaK U JI00OM APyroil reHeTU4eCKon
atunosoruu ' [22, 27, 29]. CornacHo oO1IeNPUHSTHIM
B3msgaaMm, I'M aBaseTcsa HecnienuduiecKuM MposiBiie-
HUEM XPOMOCOMHOTO MO3anliu3Ma (Kak CTpyKTYpHOTO,
Tak 1 yuciaoBoro). [Ipu aTom 3ab601eBaHUM Psi aBTOPOB
OIMKUCHIBAIOT TPAHCIOKAIUU, TUTJIOUIUIO, TPUTIIIOUIUIO
¢ nedexkramu gokycoB 9q33, 15q11-q13; Mmo3auunyio
TPUCOMUIO XpOMOCOMEI 18, TeTpacomuio 12p; myra-
nuu B X-xpomocome (Xpll, Xp21.2, MO3au4YHOCTb I10
X-xpomocowme) [38, 47, 48]. Ho mpu 3ToM XpOMOCOMHBbBIE
abeppalny BbISIBISIOTCS AaJ€KO HE Yy KaXA0T0 NMalueHTa
cI'U 23, 42].
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PucyHok 1. Maynentka C. MPT-u3zobpaxeHue.
AkcunanbHas npoekuyumsi, T1-B3BeLweHHOe
n3obpaxenne. LLInzaHueganns c «<3aKkpbITbiMU
rybamm» (ykazaHa CTPeJsikoii)

3abosieBaeMOCTh U paCIIpOCTPAaHEHHOCTh TUITOMeEIa-
Ho3a WTo, 1o pa3IuyHbIM JaHHBIM, COCTABIsET OT 1 Ha
7540 HoBopoxXaeHHBIX 1o 1 Ha 82 000 [27, 42].

Knununuyeckue nposisieHus 'l Becbma Bapuabdesb-
HBI, HO, KaK U Tnipu 6ose3Hu bioxa — Cynpubeprepa,
HaunboJice MOCTOSHHBIMU U TUTTMYHBIMU SIBJSTIOTCS
M3MEHEHMST CO CTOPOHBI KOXHBIX TOKPOBOB. DTU U3-
MEHEeHMs NeOITUPYIOT B BO3pacTe A0 2 JIeT U TIPOSIBIISI-
FOTCSl y4aCTKaMU TMITOTIMTMEHTALIUU B BUJE pa3TUIHbBIX
Y30pOB (3aBUXPEHUN UM KOJICL TPUYYIIUBOI (OPMBI)
Ha TYJOBUIIE U JIMHUI U TTOJIOC HAa KOHEYHOCTsIX. Peako
YYaCTKM TUMONMUTMEHTAILIMK pacIiojlaraloTcsl Ha JIULe U
UCKIIOUYUTEIIbHO PEKO 3aXBaThIBAIOT JaJOHU, MO0~
BBl U CIM3UCTBIE 00070YKU. B oTanumne ot Oose3Hu
broxa — Cynbioeprepa 3TUM KOXHBIM U3MEHEHUSIM
HMUKOT/a HE TMPEIIECTBYIOT BOCMAJUTEIbHbIC U/UIN
JIleTeHepaTUuBHbBIC U3BMEHEHUSI.

KAnHnyeckum cayudam Ne 1

[MTauumenTka C., 2013 r.p., MocTynuja Ha Je4YeHUE B
AO «PIPIL» 03.07.2015.

Muaenos npu nocmynieruu: BpOXICHHBI MOPOK
pPa3BUTHUS TOJIOBHOTO MoO3ra (In33HIedhanus TCeMEHHO
JIOJIU CIIpaBa, aCUMMETpUYHAsl BHYTPEHHSISI TUIPOIIE-
danus). JleBoCcTOpOHHUI TeMuUnapes cCpeaHeil CTeTeHn
TsKecTu. KenesogebuuTHas aHeMus 1-il CTeNneHU.

Kanobwer Ipu MOCTYIJIEHUM Ha €J1abOCTh B JIEBBIX
KOHEYHOCTSIX, HapylIeHUe MOXOAKU, ObICTPYIO YTOM-
JISIEMOCTb.

Illepunamanvnolii anamue3. Pebenok ot VI 6epe-
MEHHOCTH, MpoTeKaBiieil Ha ¢doHe aHemuu, OPBU,
ractputa. Ponsl I11 (mepBbie 2 6epeMeHHOCTH — XUBO-
POXIEHHBIE IETU XXEHCKOTO 1MoJjia, 3-1 6epeMeHHOCTh —
MEIUIIMHCKHUIA abopT, 4-9 1 5-51 6epeMeHHOCTH — BBI-
KUIBIIIK B paHHEM CpOKe), CpOUYHBIe, B cpok 38—39
Heaesnb. Macca tesa ipu poxaeHuu 3650,0; 3akpuuana
cpa3dy. B mepBbie 1HM MocJie poxXaeHUs y peObeHKa Ha

KOXe€ MOSIBUJICS MYy3bIpeK, B TMHAMUKE UX KOJMYECTBO
YBEJIMYUIJIOCH U PACTTPOCTPAHUIIOCH 110 BceMy Teay. JlaH-
HOE sIBJIeHUE ObILJIO paclleHeHO KaK BE3UKYJIOMYCTyes.
Hasznauena antubakTepuanbHas tepanus. HecMmoTps
Ha MPOBOJMMOE JIeUeHUE, KOXHbIE BbIChIITAHUS MOSB-
JISITUCh 10 4-T0 Mecsia XXu3HU. Ha MecTe BCKpbIBIIMXCS
3JIEMEHTOB MO BJISIACH TUTIEPEMUSI KOXU, 3aTeM — MST-
Ha KopuyHeBoro 1Beta. Co BpeMeHeM OKpalllMBaHUe
MSATEH CTaJ0 MEHEEe UHTEHCUBHBIM.

Co c10B MaMBbl, TaKHE Xe BE3UKYJIbI TPU POXKIECHUU
¢ najbHelIleil TpaHchopMmalueid UX B CBETJIO-KOPUY-
HEBbIE MATHA ObLIM Y cTapuieil 1oyepu. AHAJIOTUYHbIE
U3MEHEHUS KOXHBIX MOKPOBOB OTMEYaJUCh MPU POXK-
IEeHUU U Y MaMbl peOeHKa.

Anamnes 3abonesanus. B Bo3pacte 4 MecslieB poau-
TEJIM CTaJIM 3aMeYaTh MEHBIIYIO JBUTATEJbHYIO aKTUB-
HOCTb B JIeBOU pyke pedbeHka. Habmionanacs y HeBpoJjora
C IMarHO30M «IMOCJECTBUS NMePUHATATLHON I'MIMOKCH -
YecKU-UIlIeMUYeCcKoi aHIedatonaTuu, CUHAPOM IBU-
raTeJbHBbIX HapylleHui». B Bo3pacTte 10 Mec. BbICTaBlIeH
nuarHo3 «JI1II1, remunapetuueckass ¢opma». [ogoBy
NEPKUT ¢ 3 MecC., CUAUT ¢ 8§ Mec., cTouT ¢ 11 Mec., XoauTt
¢ 12 mec., roBoput ¢ 12 mec.

B Hosi6pe 2014 1. npoBeaeHa MPT rojsoBHOro Mo3sra:
MPT-nipu3Haku HapylieHus: (popMupoBaHusl 60po3,
HauboJjee XapakKTepHble IJIsI IKU33HIe(haTu TEMEHHOM
JIOJIV CTIpaBa € 3aKPBITBIMU KpasiMU, yMEPEHHOI acCUMMe-
TPUYHOM BHYTpeHHeU ruapouedanuu (puc. 1). AnarHos
M3MEHEH Ha «BPOXIEHHBIN MOPOK Pa3BUTUS TOJTOBHOTO
Mo3ra (muzsHuedanus). JIeBOCTOPOHHUM reMunapes».

Obsexmusnblii cmamyc: COCTOSIHUE CpeIHe cTeneHun
TSIKECTH 110 OCHOBHOMY 3a00JieBaH110. Buanmele cnusu-
cTble OJIeHbIE, YUCThIE OT BbIChIMaHWii. KoxXHbIe MOKpo-
Bbl: OOUJIME MSTEH OT CBETJIO- 10 TEMHO-KOPUYHEBbIX,
C pacIrojioxkeHueM Ha MoadopoaKe, pa3rudaTelbHBIX
MOBEPXHOCTSIX KOHEUHOCTE, OOKOBBIX MOBEPXHOCTSIX
TYJOBUIIA, XKMBOTE MO TUITY OPBI3T U OTPBIBUCTHIX JIU-
HUI, IIepoXoBaThie Ha OlIyMb (puc. 2, 3).

Heepoaoeuueckuii cmamyc. OKpy>KHOCTb TOJIOBBI —
48,0 cM; yBe1MYeHa MO3TOBas 4acTh yepera, yMEpeHHO
YCUJIEH BEHO3HbIW PUCYHOK B BUCOYHBIX 00JIACTSIX.
OxkpyxHocTb rpyau — 49,0 cm. Co3HaHue sicHoe. O6-
palIeHHYIO peuyb MoHUMaeT. MHCTPYKIIMU BBITIOJHSET.
YMCTBEHHOE pa3BUTHE COOTBETCTBYET Bo3pacTty. Ppaszo-
Basi peub He chopMUpPOBaAHA, CJIOBAPHBIIA 3a11aC — OKOJIO
10 cnoB. Ima3Hble 1Ieau, 3pauykKu paBHBI. IBUXeHUS
IJ1a3HBIX 100K B TOJJHOM 00beMe. TOHYC MBIIIIIL B JI€BBIX
KOHEUYHOCTSIX MOBBILIEH MO MUPAMUIHOMY TUITY, B TIpa-
BbIX — dusnongorndyeH. Cujia MbIlIL CHUXEHA B JIEBBIX
KOoHeuHOCTsAX A0 3 6amnoB. CyxoxXujibHble pedaeKChbl
pacnpeneneHsl mo remutuny S > D. [latonoruueckue
CTOITHbIE 3HAKM ClieBa. YMepeHHas TYrOnoJBUXHOCTb
B JIEBOM JIy4Ye€3arsiCTHOM U JIEBOM T'OJIEHOCTOITHOM CY-
craBax. [IpoHaTopHas yctaHoBKa jieBoii pyku. [Toxonka
remunapeTnyeckasi. ACUMMETPUS CTOSSHUS KOCTHBIX
OPUEHTUPOB CIIMHBI U Ta3a C OTKJIOHEHHUEM NPOJOJIbHOM
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PucyHku 2, 3. PebeHok LL. YyacTku runepnurmeHTauuv Ha npegriedse n egpe

PucyHok 4. Peb6eHok I. CnupaneBugHble y4acTKu
AenurMeHTauumn Ha TyJ10BuLLe

OCH MTO3BOHOYHUKA BIIPaBO U (HOPMUPOBAHUEM KOCO-
CKPYYEHHOTO Ta3a.

Takum oGpazomMm, nmpu obdciegoBaHUM Y pebeHKa
BBISIBJICHBI CJIEAYIONMEe CUHAPOMBI: CUHIPOM JBUTA-
TEJbHBIX HAPYIIEeHUI (B BUIE TEBOCTOPOHHETO reMUTIa -
pes3a); CUHAPOM KOXHOro nu3ambpuoreHeza. Ha MPT
TOJIOBHOTO MO3Ta TMAarHOCTHPOBaHA MMU33HIIeDaTns
TEMEHHOW J10JI CIIpaBa.

Ha ocHOBaHUWM TUNIMYHBIX KOXHBIX U3MEHEHUH C
YeTKOUW CTamMHOCTHIO, HAJTUIUS KOXHBIX U3MEHE-
HUIf Y POJICTBEHHUKOB peOeHKa, POIOBOT0 aHaAaMHe3a
martepu, naHHbiXx MPT-uccinenoBaHusi peGeHKY Bbl-
CTaBJICH IMArHO3: CUHIPOM HedepXaHWsS MUTMEHTa
brnoxa — Cynbubeprepa, HeliponepmanbHas Gopma.
BpoxaeHHast aHOMaJWsI Pa3BUTUSI TOJTOBHOTO MO3ra
(mmm3sHIehanus TeMEHHOM TOJTU CTIpaBa ¢ 3aKPBITBIMU
KpasiMW), JICBOCTOPOHHUI TeMHIIape3 ¢ HapylIeHUeM
(GYHKIIMU XOAbOBI.

KAMHMYeckum cayyam N2 2

Pe6enok I, 2011 r.p., moctynua Ha neyeHue B AO
«PIPL» 12.10.2015.

JInarHo3 mpu MOCTYIUICHUM: BPOXIEHHBIA MOPOK
pPa3BUTUS TOJOBHOTO MO3Ta (BpoXaeHHas rugapoleda-
Jist), 3aiepXKKa TEMITOB TICUXOMOTOPHOTO pa3BUTHS.

XKanoobv npu nocmynaenuu: Ha c1aboCTb B KOHEU-
HOCTSIX, 3aIePXKKY TEMITOB Pa3BUTHS (CAMOCTOSATEIbHO

PucyHok 5. Peb6eHok I'. lenurmeHTauuns B Buge
«J1amnaca» Ha HUXHeli KOHe4YHOCTH

HE CUIUT, HE CTOUT, HE XOIUT), 3aJePXKKY PEUEBOTO
pa3BUTHS.

Ilepunamanvuotii anamues. PedbeHok or I 6epemeH-
HOCTH, TIPOTEKaBIIIeil Ha (hOHE TOKCUKO3a B IIEPBOM 110~
snoBuHe. Ponsl [ B cpok 39 Henenb, mepBUYHas c1aboCTh
pPOIOBOM JeATeIbHOCTH. Macca Tejla IpU POXICHUU
3500,0. OueHka no mkane Anrap 5—7 6amnos. Haxo-
nunach B OUT ¢ nuarHo3om «iiepeOpajbHasi MIIeMUs
1—2-it cTereHu, TUMIEPTEH3MOHHO-TUIpOIIeDaTbHBIT
cuHapoM». [lonm HabGIOIEHWE YIaCTKOBOTO TeauaTpa
BBINMCaHa B Bo3pacte 1 Mec.

3amepkka TEeMITOB pa3BUTUS HaOIOIaTach ¢ paH-
Hero Bo3dpacta. HQuarno3 BITP LIHC (BpoxneHHas
ruapoliedanus) BpicTaBieH Ha oCHOBaHUM gJaHHbIX KT
B Bo3pacte | roj.

B despane-mapre 2015 1. y pebeHka HabI01aJIUCh 3
MPUCTYTA CYyTOPOT KIOHUKO-TOHMIECKOTO XapakTepa ¢
aJBepcueii rjia3 BBepX, M0 MOBOAY Yero Obl1 Ha3HAYeH
Hune3am no 50 Mr Ha HOUb.

Obsexmusnblii cmamyc: COCTOSIHUE CpeIHel cTeneHu
TSIKECTU 110 OCHOBHOMY 3aboJieBaHMI0. Bunumblie ciu-
3UCThIE PO30BbIC, YUCTbIE OT BbIchiMaHU. Ha KOXHBIX
MOKpOBax oOUIMe yYacTKOB JEMUTMEHTAlMU CHuUpa-
JIeBUOHOU (popmbl Ha TynoBuile (puc. 4) U JJaMIacHO
PACITOJIOXKEHHBIX HAa KOHEYHOCTSX (puc. 5). OnucaHHbIe
KOXHbIE U3BMEHEHU S POUTE]IU OTMEYAIOT C EPBBIX NHE N
JKM3HU peOeHKa. AyCKYJbTaTUBHO B JIETKUX JbIXaHUE
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BE3UKYJISIPHOE, MMPOBOAUTCS IO BCEM ITOJISIM, XPUIIOB
HeT. TOHBI cepalla pUTMUYHBIE, sICHBIe. 2KMBOT mpu
najbIaluy MSITKUi1, 0€300JIe3HEHHbBIN.

Heesponoeuueckuii cmamyc. OKpY>KHOCTb T'OJIOBBI
56,0 cM, MO3roBast YacTh Yeperia yBeJndeHa — yepern o6a-
LIEeHHO (hopMbI, noauxoledannyeH (puc. 6). CozHaHue
sicHoe. IHCTPYKIINY BBITTOJTHSIET YacTHYHO. CIIOBapHBII
3arac 4 cioBa. [1a3HbIe 1IeTu, 3paykKu paBHBI. [ BUXe-
HUsI TJIa3HBIX S0JIOK B ITOJJTHOM 00beMe, HUCTarMa Her.
JIuno cummetpuuHoe. Auddy3Has MblllieuHas TUIO-
TOHUs. PeKypBallMsi KPYIMHBIX CYCTaBOB KOHEUYHOCTEH.
CyxoxunbHble pedekchl BbicoKue, paBHble. [TaToso-
TUYecKue CTOMHBIC 3HaKW. MHOXECTBEHHBIC CTUTMBI
IM33MOpHUOTeHe3a: TUIePTEIOPU3M, CeIJTIOBUIHBIN HOC,
HU3KO MOCaXEHHBIC YIIHBIE PAKOBUHBI, CPOCIIHECS
MOYKH YIIei, TOTHYecKoe He0Oo, HU3Kasi FpaHMIa POCTa
Boustoc (puc. 6, 7), apaxHomakTuivss. KOHTpOJIb TOT0OBbBI
YIOBJICTBOPUTEIBHBINM, CAMOCTOSITETLHO TIEPeBOpAYNBa-
€TCsT, OTTIOPBI HA PYKU HET, KOPITYC B TIOJIOKECHWY CHIIsI HE
yIepXKUBAET, HE CTOUT, HE XOIUT CAMOCTOSATEbHO. OTI0-
pa Ha HOTH ciabast. [110cKo-BabrycHast ycTaHOBKA CTOIT
npu BepTukanuzauuu. Lllarosolii pediekc BbI3bIBaeTCS.

KT ronoBHoro mo3sra ot 15.07.12: npu3Haku BHY-
TpeHHEeN HOPMOTEH3UBHOM ruapouedanni.

O9T or 14.10.15: B nepeagHUX OTBEACHUSIX, OOJIbIIE
clieBa, PErUCTPUPYIOTCSI MATOJOTUYECKUE KOMILJIEKChI
«OCTpasli BOJHa», «OCTpasi-MeajieHHasi BoJiHa» OuJa-
TepaJbHO-ACUHXPOHHO C MOsiBAeHUEM AUDOY3HBIX
BCIIBIIIEK B BUIE OCTPBIX BOJIH.

B pesyabrate mpoBeneHHOI0 KIMHUKO-UHCTPYMEH-
TaJIbHOTO 00CieloBaHUsl y pebeHKa TMarHOCTUPOBAHbI
cienyrolue HapyleHus: CHHAPOM JABUIraTebHbIX Ha-
pyllleHuii (TeTpanape3 CMeNIaHHOTO XapakTepa); CUH-
JIIPOM KOXHOTO IM33MOpUOTeHe3a; CUHIPOM 3a1ePXKKHU
ncuxopeuyeBoro pazputus. [1o nanubeiM KT rosoBHoro
Mo3ra y pebeHKa UMMelTCcs NMpU3HaKu BHYTPEHHEM
ruapouedanuu. Ha DOT 3apeructpupoBaHa smujiern-
TudOpMHAasE aKTUBHOCTb B BUJE KOMILJIEKCOB «OCTpast
BOJIHA», «OCTpasi-MeJIEeHHAsI BOJHA».

PucyHkn 6, 7. Peb6eHok I'. JInyesoii agucmoppunam

Ha ocHoBaHuM Xano0 mpu MOCTYIUIEHWUU, JAaHHBIX
aHaMHe3a, 00ObEKTUBHOTO U HEBPOJOTUYECKOTO OCMO-
Tpa BBICTaBJIEH KJIMHUYECKUI NUATHO3: TUIIOMEJIaHO3
Hro, HeiipokyTaHHast popma. BpoxaeHHast sHueda-
JoaucTpodus ¢ TeTpanape3oM CMeIIaHHOTO XapakTepa,
Makpoledanueii, BRIpaXXeHHOW 3alepKKOH Icuxope-
YeBOTO U MOTOPHOTO pa3BuTUs. CUMOTOMaTU4YecKas
SMUJIETICUS.

O6cyxaeHue

O06a 3aboneBaHus — 6osie3Hb bioxa — Cynbubdep-
repa u runomesnaHo3 MTo — oTHocsITCA K OOJIE3HSIM,
MpU KOTOPBIX MOPAXAIOTCsI MPOU3BOIHbIE HAPYXKHOTO
3apOJIbILIEBOTO JIMCTKA — 9KTonepMbl. TakuM 06pa3om,
B MaTOJIOTMYECKUI MPOIIeCC MOTYT BOBJIEKAThCS KOXa,
HepBHasl CUCTeMa, OpraH 3peHusl, 3y00oUealoCTHas CU-
cTeMa, KOCTHas U MullleBapuTesbHas cucteMbl. [Ipu
HII He MmeHee yeM B 50 % ciiydaeB MPOCIEeXUBACTCS Ce-
MeliHblil aHamHe3 [45], U BcTpeuaeTcs criopajinyecku.

Kak yxe 0b110 cKazaHo Bbille, 60e3Hb biioxa — Cysbli-
Geprepa paszBuBaercs B pesdyasrate mytauuu [KK-y-rena
(IkappaB-Kinasa — IKK), pacrnojio;keHHOro Ha XpoMo-
coMme Xq28 [25, 44]. Haubonee yactoit mytauueit npu HIT
SIBJISIETCS] TEHOMHAs TIepeCTaHOBKA B pe3yjbTare Jejelnu
yact reHa NEMO. BbLj1o mokazaHo, yTo 9Ta nepecTaHoBKa
MPOUCXOJUT BO BpeMsl Meii03a OTLIOBCKOM SIAIIEKIETKU U
BbI3bIBaeT 80 % HOBBIX MyTaluii [9].

PerynsitopHas cyobenunuiia IKK-y-rena (moa Ha-
3paHueM NEMO) akTuBUpYET HyKJIeapHbIi (SIAepHbBIil)
daktop «B (kappa B — «kanma-6u»; NF-«xB). Ilo-
CJIeIHUI OTHOCUTCSI K LIUTOIMJIa3MaTuYeCKUM Oesikam,
KOTOpbIE MPU CTUMYJSILIMU MEPEXOAST B CBOOOIHOE
COCTOSIHME, MEPEMEIAIOTCS B AP0, Te CBS3bIBAIOTCS
C MPOMOTOPHBIMU ydyacTKamu 6osiee yeM 100 reHoB (1o
npyruM aaHHbiM, 6osee 300) [1]. UMeHHO 3TU reHbI
PeryJupyloT Npolecchl KIeTOYHOW npoaudepanuu,
obecrneynBaloT peryasaiuio arnonTo3a, BOCIalUTeNb-
HBIX 1 ayTOUMMYHHBIX peaklUii. AHAIU3 3KCIPEeCcCuu
yejgoBeyeckoro u MpiminHoro NEMO noka3sai, 4To reH
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CTAaHOBUTCS aKTUBHBIM B caMOM Hauajie SMOpuoreHesa
M DKCIIpeccupyeTcs moscemMectHo [21].

AxTuBupoBaHHbIl (pakTop NF-xB moixeH 3amu-
mwath KiaeTku or ®HO (pakTop HEeKpo3a OMyXO0JH)-
anbda-uHAYIMPOBAHHOIO amonrto3a. B ciaydae xe
myTtauuu [KK-y-rena (NEMO) kieTku opraHusma
CTAHOBSATCS CBEPXUYBCTBUTEIbHBIMU K MPOAMOINTOTH-
yeCcKMM curHasiaM. MI30bITOUHBII allONTO3 KIMHUYECKU
MPOSIBISETCS Pa3BUTUEM BOCIAIUTEJbHON peakluu C
BBICHITITAHUEM BE3MKYJE3HBIX 3JEMEHTOB; MJIOJ MYX-
CKOTO ToJia morudaeT B pe3yjabTaTe pa3BUTHUS Mpoliecca
aroNnTOTUYECKOM TMOEIM TenaToUTOB, UHAYIIMPOBaH-
Horo ®HO.

B otnnuue ot 6one3nu biroxa — Cynabubeprepa
runoMenaHo3 MTo cuuraercd reHeTUYeCcKUM 3aboJie-
BaHMEM C BapuabeabHbIM TUTIOM HacjienoBaHus. Touka
3peHUsI, COIIAaCHO KOTOPOIi 3a00JieBaHUE CBI3bIBACTCS
¢ JokycoMm Xpll, mpusHaeTcs AaiekKo He BCEMU UC-
ciaenoBatensaMu. B ¢Bs3u ¢ Tem uto nipu ' onucaHbl
pasnuyHble FeHeTuYecKue nedeKThl, TUTI HacaeA0BaHUS
9TOro 3a00JieBaHUs CUMTAETCs BapuaOEJbHBIM: MPU-
3HAETCS CYIIeCTBOBaHWE ayTOCOMHO-IOMUHAHTHOTO,
ayTOCOMHO-PELECCUBHOTO, PELIECCUBHOTO CLIEMNJIEH-
HOTO ¢ X-XpOMOCOMOM TUIIOB HacjemgoBaHus [7, 40].
BcenenctBue mogo6HOro MHOroo0pas3usi TeHEeTUUYECKOe
KOHCYJIbTUPOBaHUE U MIpeHaTalbHasl AMarHOCTUKA CTa-
HOBSTCSl BeCbMa MPOOJIeMaTUUHBIMU.

Hawubosee THMUYHBIMU KITMHUKO-TMATHOCTUIECKU -
MU Kputepusmu u 6one3nu bnoxa — Cynbuodeprepa,
U runomMenaHo3a UTo SIBASIIOTCS KOXHbIe U3MEHEHUS,
koTopsie ipu cuapome HII mpoxoast 4 cranuu (Boc-
najauTesbHasi — BEPPYKO3Hasl — FUMEPIUTrMeHTalluu —
runonurMeHtauuu), a npu ' cpasy nedoTupyioT
ydJacTKaMy TunonurMeHTauuu. s oboux 3aboaeBaHuit
TUMTMYHO PACTIONOXEHNE KOXHBIX U3BMEHEHU I, KOTOpbIe
MMEIOT BUI OPBI3T IIaMITaHCKOTO, CIIMPaJeBUAHBIX 3a-
BUXPEHUI, «<MPAaMOPHOTO KeKca» Ha TYJIOBMIIE U «JTaM-
MacoB» Ha KOHEYHOCTSIX, BAOJb JIMHUI, KOTOPbIE ObLIN
onucanbl B 1901 . HemenkuM aepmartosorom Alfred
Blaschko. CuuTaercst, 4TO 3TV JIMHUU NPEICTaBSIIOT CO-
00If MyTH MUT'PALlMU KJIETOK B IIpoliecce IMOpuoreHes3a
1 MHGOPMALIMS O HUX aCCOLIMMpPOBaHa ¢ X-XpOMOCOMOIA.
Jlunuun bnamko BU3yanu3upyioTcs npyu HapyleHuu Mu-
rpauuy MejaaHo0JacToB B IIpoliecce 1udhepeHIIUPOBKU
Ha 10—25-i1 Hexenssx BHyTpUyTpoOHOro pa3Butus [32].

OcTayibHble KIMHUYECKUE MPOSIBICHUS TTPY CUHIPO-
me HI1 u 'l MHOroo6pa3Hbl U HecrieHUMUIHBI U OTpa-
JKaroT BOBJIEYEHHE B ITPOLIECC MPOU3BOIHBIX 9KTOAEPMBI.

ITopaxeHnue 3y00B (Kak 3JieMeHTa KOCTHOI TKaHU)
npu cunapome HII BcTpeuaeTcs B Buie TMIOIOHTUU
(yMeHbllIeHHEe KOInYecTBa 3y0OB BCAEACTBUE Hapyllle-
HUS MX 3aKJIaJKK1) UJIU MIEPBUYHON aHOZOHTUH (TTOJHOE
OTCYTCTBHUE 3aKjaaKu 3y0OB), OMMCAaHbI 3yObl KOHHUYE-
cKkoii hopmnl [45].

Cpenu mopaxkeHUii opraHa 3peHHUs] B JUTepaType
ONMCHIBAIOT CTPabM3M, HUCTArM, KaTapakTy, aTpoduio

3puTeabHOro HepBa [45]. Darne ¢ coaBT. [15] onucanu
MalMEeHTKY ¢ MIIEMUYECKOM BacKyJionaTuen, Koropas
npuBeia K oTcioiike cetyatku. B 2011 . O’Doherty [33],
onuchiBasg 11 manueHToB ¢ cuHapomoM HII, mopaxeHus
opraHa 3peHusI oT™Medaa y 5 us Hux (45,5 %), npu aToM
OTCJIOIKA ceTUYaTKU HabJI01a1ach B 6 T1a3HbIX s1010KaX
(y 11 mauueHTOB U3 22).

Iloxanyii, Haubojee TIXKEIbIMU KIMHUYECKUMU
nposiBaeHussMu cuHapoma HII, 3agactyio onpenens-
IOLIMMU TIPOTHO3 3200J1€BaHUS, SBJISIOTCS MOPaKeHUSs
HEPBHOM CUCTEMBI B BHUAE CIIACTUYECKUX Iapainyei,
3aepXKKU MOTOPHOTO pa3BuUTuUs, Mukpouedanuu [37].
JaHHBIE TUTEPATYPbhI, KaCAIOIIMECd ONMUCAHUS PE3YJib-
TaToB MPT, cCBUIETEIbCTBYIOT O BO3MOXHOCTHU pa3BUTUSI
y MallMeHTOB KUCT MO3ra, HEKPO30B KOPbI TOJOBHOTO
Mo3ra, aTpoduu 0a3aJibHbBIX TAaHIJIMEB, HapyIIeHUs
MUEJUMHU3ALUUU, PA3JIMUHBIX JUCMUTPALIMOHHBIX Ha-
pylieHui (Iu33Huedanus, HogyasapHas reTepoTOIusI,
CyJIbKallMU U3BUIWH Mo3Tra) [36].

B 2014 . Minic ¢ coaBr. [30], ocHOBBIBasiICh Ha MeTa-
aHajIM3e KJIMHUYECKUX AAaHHBIX B JIMTepaType, MpeacTa-
BWIM IMArHOCTUYECKUE KpUTEPUHU 151 6osie3Hu bioxa —
Cynbubeprepa. bosbiivne Kkputepuu BKJIIOYAIOT 10001 U3
4 sTanoB nopaxkeHus Koxu, ornrucaHHbIx Landy and Donnai
(1993) [28]; Manble KpUTEepUM BKJIIOYAIOT MOpakKeHue
3yOHOM CUCTEeMBI, OpraHa 3peHusl, IeHTPaJbHOM HEPBHOM
CHUCTEMBI, YACJIOBbIE aHOMAJIUU COCKOB, a TAKXKE HECKOJIb-
KO CaMOITPOU3BOJIbHBIX A00PTOB y MAaTepU U pe3yJbTaThbl
TMCTOJIOTUYECKOTO UCCIEA0BAHUS KOXU.

OnuceiBas B 1952 . KIMHUYECKUI caydyait TUTIOME-
naHo3a, M. Ito xapakTepu3oBal ero Kak 4ucTo aepMa-
ToJloruueckoe 3aboneBaHue. OQHAKO B Mocenyouue
roibl psil MccaeaoBaTeeil onrcanu aKCTpaaepMalbHble
CUHIPOMBI, KOTOpbIE MOTYT BcTpeuaThes npu I'H.

Cpean HEBPOJIOTUYECKUX MPOSIBIEHUI B IUTEpaType
OMUCHIBAIOT MG (GY3HYIO MBILIEYHYIO TUITIOTOHUIO, CTpa-
OM3M, HUCTATM, UHTEJJIEKTYaJbHbIU JeDULIUT, ayTUCTU -
KOIToa00HOe moBeaeHue (okoo 10 % ciayyaeB), a TakxKe
snuierncuio [7, 34, 35], npu 3TOM IMogYEepKUBACTCS, UTO
MOpaxXeHUs HEPBHOU CUCTEMbl OUEHb BapuabebHbl U
HEMOCTOSIHHBI y pa3HbIX MauueHToB [34]. Cpenu pe3yib-
TatoB MPT-uccienoBaHusi TOJJOBHOTO MO3Ta OMUCaHbI
reMumMmeransHuedanusa [31], KIMHUYECKU COMPOBO-
XOarlascsd YMCTBEHHOM 3aA€PKKONH U MO3XXKEUYKOBOM
CUMITOMATUKOM; Opaxuuedanns ¢ IOIUMUKPOTUPUE
U OIPYTMMHU HapyIIeHUsIMU KOpKOBOit mMurpamuu [18].
YMcTBEHHAs OTCTaNOCTh pa3JMYHON CTENEeHU BbIpa-
KeHHocTH BeTpedaercs nmpu [Ny 40—43 % nmanueHToB
[6, 36].

DNUIENTUYECKHUE MIPUCTYITBI OnMuchIBaloTesa y 50 %
GoJbHBIX [6]. B MiameHYeCKOM BO3pacTe 3MUJIETICUS
nebTUpyeT ¢ MHMAHTUIBHBIX CIIa3MOB (CUHAPOM
West) [31], y meTeli IKOJHLHOTO BO3pacTa IIpeodaaaamoT
reHepaan30BaHHbIE TOHUKO-KJIOHUYECKUE TTPUCTYIIHI,
B COCTaBe KOTOPBIX B psifie CydyaeB ylaeTcs BbIICIUTH
boxanbHblt KOMTIOHEHT [39]. MUOKIOHUYECKHE MPU-
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cTynbl BeTpevatoTcs peako (10 %). JloctaTouHo yacTo
MPUCTYIIbl OKA3bIBAIOTCSI PE3UCTEHTHBIMU K TIPOBOJIM -
MoO¥i (hapMakoTepanuum — MeIMKaMEeHTO3HO peMUCCUU
ynaeTtcs goctudb B 40 % cnydaes [14].

IMpu I'Ml onucaHbl mopaxkeHust opraHa 3peHus (IUr-
MEHTHasl lereHepalusl CeTYaTKu, TUTTOTTUMTMEHTaIU s
panykHO 000J0YKM, TUTTIOTIAa3Us AUCKOB 3pUTEIbHBIX
HEpPBOB, MUKpOdTanbM) [26] U TOPOKKM BHYTPEHHUX
OopraHoB (BpOXIEHHBIC TTOPOKU Cepjlia, eAMHUYHAS
rmoyka, runoreHuTanu3Mm) [16].

Jleuenue kak 6osie3nu bioxa — Cynbioeprepa, Tak
U runomesiaHo3a UTo — MCKIIOYUTETBHO CUMIITOMA-
TUYECKOe.

bazoBbsiMM npemnapaTamMu IJ1sl IEUSHUS CYT0POKHBIX
MPUCTYIIOB SIBJSIFOTCS BaJbIIpOaThl M KapOaMa3euHbI.
[lTepBble Ha3HAYAOTCS MPU reHepaJTu30BaHHBIX TOHU-
KO-KJOHUYECKUX MPUCTYTMAaX, BTOPble — MPU HATUYUU
dokanbHOI cocTaBiasOIIEll B CTPYKTYpe MPUCTYIIA.
Bo3MoXHO mpuMeHeHUe TpernapaToB HOBOW reHepa-
1IMU — JieBOTUpalleTama, Tonupomara. [Ipu ycroitum-
BBIX K Tepanuu Cyaoporax peKOMEHIyeTCs] UCTOJb30-
BaHME JBYX MpernapaToB (BajablipoaT + KapbaMa3eruH,
BaJbIIpOAT + TOMMUPOMAT, BaJIbIIPOAT + JIEBOTUpALIETaM )
[14]. [Tpu cuHapome BecTa cTapTOBBIM IpemapaTom
cuuTaeTcs BUrabarpuH (cabpui), mpernapaToM BTOPOit
JIMHUM — BaJIblIpoeBasi KucjoTa. TpeTuii mpemapar B
MOHOTepanuu — TonupamMar. DPGEeKTUBHOCTb IPYTUX
MPOTUBOCYIOPOXKHBIX ITPEeTapaToB B IEUEHUU CUHIpOMA
Becrta comuutenbHas [8]. B ciyuae, eciu MoHOTEpanus
He TIPUBOJIUT K KOHTPOJIIO HaJl MPUCTYIMaMU, PEKOMEH -
NyeTcsl UCTTOJIb30BaHME 2 MpernapaToB: Ha3HavYaeTcs
KOMOUMHaIMs BUrabaTprHa ¢ BaJblIpoaTaMu, BaJbIIPO-
aTtoB ¢ TonupamatoM. [1pu HeapheKTUBHOCTU MearKa-
MEHTO3HOTO JICUYEHHUSI BCTAET BOMPOC O HEOOXOAMMOCTH
HeHpPOXMPYPTUUECKOTO BMeEIIaTeJbCTBA (Hampumep,
KOpTHUKaJIbHasA pe3eKIMs IMPU TeTePOTONMUAX WU pac-
ceyeHUe MO30JIMCTOTO Teda — Kalsio3oToMust) [39].

[Tpu 3agepKKe MICUXOPEUeBOTO pa3BUTUSI BO3MOXHO
MPUMEHEHUE TPAIUIIMOHHOTO JIeYeHUs] HOOTpOTlaMu U
Ba30aKTUBHBIMU IperapaTaMu ¢ yueTOM 0COOEHHOCTe
TeuyeHUs 3a00JieBaHUS Y KOHKPETHOTO MalueHTa (Haau-
yue MUKpoltedaanu, CyTopoXHbBIX TPUCTYITOB, TOPOKOB
CEepIeYHO-COCYNUCTON CUCTEMBI).

ITo mokazaHMSAM OCYIIECTBIISIETCSI OPTOTEANYECKast
KOppEeKIIus, OepaTuBHOE YCTpaHEHME TTOPOKOB cepiia
U KPYITHBIX COCYAOB; JIJIsI IGUSHU S MAaTOJIOTUN CO CTOPO-
HbI OPTAaHOB 3pEHUS U 3y0OUYETIOCTHON CUCTEMBI TIPU-
BJICKAIOTCS ODTaTbMOJIOT U YETIOCTHO-TUIIEBOM XUPYPT.

Koppexunu nusMeHeHuii Co CTOPOHBI KOXU He TpeOy-
eTcsl, IPU KeJaHUU NallMeHTa UX YCTpaHEeHUEe BO3MOXHO
C TTOMOIIbIO KOCMETUYECKON XUPYPrUu.

BbiBOADI

[MonBoast utor, B mepBYyI0 o4epe/ib HYy)KHO OTMETUTD,
YTO reHeTUYeCKHe 3a00JIeBaHMST, OTHOCSIIIUECS K IPYIITe
NUCXPOMUI, HE SBJSIOTCA PEIKMMHU KaK B MpaKTUKE

JNIeTCKOTO HeBpoJiora, Tak M, HaBepHsSKa, B IMPaKTUKeE
Bpada-uHTepHKCTA. TOJBKO 3a 6 MecsIIeB uepe3 OJHO U3
OTAEJICHUI HAIllero [eHTpa MPOIILIN 2 TAKUX MallueHTa.
K npumepy, mo nanHbpiM TeMUHa C COaBT., TMITOMEJIaHO3
Hto BuisiBAsieTcst B 1 ciiygae Ha 600—700 mepBUYHBIX
MoceleHnii JeTckoro HeBposora [5]. IToaTomy 1mpo-
6JeMy paHHeW TMAaTHOCTMKHU MOJOOHBIX 3a00eBaHUM
MOXHO OOBSICHUTh OTCYTCTBUEM NMArHOCTUYECKON
HAaCTOPOXEHHOCTHU CPeAU Bpayeil U, BO3MOXHO, MaJIoi
MHGOPMUPOBAHHOCTBIO O 3a00JI€BAHUSX, ITPU KOTOPBIX
MIPOUCXOJUT COYEeTAaHHOE MOpakeHWe KOXU U HEPBHOM
CUCTEMBI.

ITpu 9TOM paHHSST AMATHOCTHUKA 3TUX 3a00eBaHU I
6e3yCIIOBHO HEOOXOAMMA JIJIsI YTOUHEHUSI METUIIMHCKOTO
U COLMAJIbHOTO MPOTHO3a JUISl MallMeHTa, npoduiak-
TUKHM BO3MOXHBIX OCJOXHEHUI (HAIpuMep, OTCIOM-
KM CEeTYaTKU) W IJIsI OCYIIECTBJIEHUS TMpeHaTalbHOM
JNUATHOCTUKU BO3MOXHOM FeHETUUECKOI MaTOJOTUN B
ceMbe 00JILHOTO.
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CMAAKOBI AUCXPOMIT LUKIPK,
LLIO NEPEBIFAOTb 3 YPAXEHHSIM HEPBOBOI
CUCTEMM: ABA BUMAAKM 3 NPAKTUKM

TA OTASA AITEPATYPU

Pestome. Y poboTi HajlaHO onuc 2 NMalieHTiB i3 cMHApoMoM bioxa —
Cyabuodeprepa i rimomenaHozom Ito, nposikoBanux Ha 6a3i AT
«PecmybnikaHCbKMIT qUTSTInil peabinitariiitnuii ieHTp» B 2015 p. Odunsa
3aXBOPIOBAHHSI B IEPMATOJIOTIT BITHOCSITHCS J10 TPYIY F€HOAEPMaTO3iB
i3 IMCXPOMI€IO LIKipU, a B HEBPOJIOTil — 10 Tpynu (HakoMaTo3iB.
TeHeTnyHa TpUpoaa 3aXBOPIOBAHHSI OMHO3HAYHO PO3MIMdpoBaHa
npu cunapomi brnoxa — Cynbudeprepa: 3aXBOpIOBaHHS PO3BUBAETHCS
BHacinok mytanii NEMO/IKK-y-reHa, po3rairoBaHOro Ha XpOMOCOMi
X(q28; rinomenaHo3 ITo BBaXaeThCsl MPOSIBOM XPOMOCOMHOTO
MO3ailI3MYy, XDOMOCOMHA MATOJIOTisI BUSIBJISIETHCS HE Y BCiX BUTTAIKAX
3axBoploBaHHsI. OO0MIBa 3aXBOPIOBAHHS MPOSIBISIIOTHCSI TUTIOBUMU
IWKIpHUMU 3MiHaMU, SKi mpu cuHapomi bimoxa — Cynbubeprepa
NeOI0TYIOTh Y Tepiojl HOBOHAPOIXKEHOCTI i 3a3HalOTh 4 cTafii 3MiH;
MpH rinoMenaHosi ITo AISSHKM rinomirMeHTauii 3’ sIBISIIOThCS Y Billi
1o 2 pokiB. [IpencraieHi HaMU MAIli€EHTH KPiM XapaKTePHUX MIKiPHIX
MPOSIBiB 3aXBOPIOBAHb MAJIM CUMIITOMU YPaXe€HHsI HEPBOBOI CUCTEMMU.
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HEREDITARY SKIN DYSCHROMIA
WITH NERVOUS SYSTEM LESION:
TWO CASE REPORTS AND LITERATURE

REVIEW

Summary. The description of two patients with Bloch-Sulzberger
syndrome and hypomelanosis of Ito treated in the JSC «Republican
Children’s Rehabilitation Center» in 2015 is provided in this article.
Both diseases in dermatology belong to the group of genodermatosis with
skin dyschromia, and in neurology — to the group of phakomatoses. The
genetic nature of the disease is clearly determined in Bloch-Sulzberger
syndrome: the disease develops due to mutations in NEMO/IKK-y gene
located on chromosome Xq28; hypomelanosis of Ito is considered as a
manifestation of chromosomal mosaicism, a chromosomal abnormality
is found not in all cases. Both diseases are manifested by typical skin
changes, which in Bloch-Sulzberger syndrome appear in the neonatal
period and undergo 4 stages of changes; in hypomelanosis of Ito, areas of
hypopigmentation appear before the age of 2 years. Patients described by
us in addition to the typical skin manifestations of diseases had symptoms
of the nervous system lesion.

Key words: Bloch-Sulzberger syndrome, hypomelanosis of Ito, in-
continentia pigmenti.
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