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Onpenesienue

Cuagpom Heaepkanus nmrMmeHrta (Incontinentia pigmenti), wumm cuaApoM  bioxa-
Cynbrioeprepa (Bloch- Sulzberger syndrome) - penkwnii reHeTHUYECKH IETSPMHHUPOBAHHBIM
JIepMaro3, MpH KOTOPOM aHOMAJIUM KOXKHM M €€ IPUJATKOB COUETAIOTCS C IOBPEIKICHUEM
APYTMX OPraHOB M CHCTEM OJKTOACPMAJIbHOrO HPOUCXOXKACHUSA (3yOOB, IVIa3, HEPBHOU

CHUCTEMBI)

UcTopus

BrepBrie cuanpom Obln1 ymoMsHYT B Juteparype A. I'appomom (A. Garrod) B 1906 1. bonee
NOApOOHOE ONMCAHWE M CHUCTEMaTH3alMi0 KIWHUYECKUX HAONIOMCHUN  OCYIIECTBUIH
mBennapckuii gepmaroior b. bimox (B. Bloch) B 1926 r. m amepukanckuii mepmaronor M.
Cynbeubeprep (M. Sulzberger) 8 1927 r. mo mMeHaM KOTOPBIX JaHHBIA CHHAPOM M ITOJIYUYHII CBOC
Ha3BaHUC

Cammarata-Scalisi F. Fusco F. Ursini M.V. Incontinentia Pigmenti Acta Dermosifliogr. 2019. Vol. 110, N4.P. 273-278.
Hlanvkesuu JI.B., Kyonau A.U. Cunopom bnoxa-Cynvybepeepa: smuonocuseckue, namozeHemuieckue u KiuHuyecKue 0Co0eHHocmu
nopadiceHusl YeHmpaibHoU HepeHou cucmemvl // Medicoynapoonulii Hegponoeuveckuil socypuan. 2015. T. 5, Ne 75. C.9-14.



OO0mmue cBeaeHus

v' Ilo orieHKam, 4acToTa BCTPEUYaEMOCTH Heaep Kanus murmenTa cocrasisier 0,7 caydas xna 100 000 pomos
(10) 1 27,6 HOBBIX CIIy4acB €KETOAHO

v Ot 65% 10 75% ciyuaeB 00yCIIOBIIEHBI CIIOPAANYECKUMH MYyTAIMsIMH, a OCTaJbHBIE CyYau SBIISIOTCS
CEMEHHBIMHU. ITO COCTOSHHUE OOBIYHO OIPUBOJMT K JIETATbHOMY MCXOJY Y FTEMU3UTOTHBIX MY>KCKHX
AMOPHOHOB

v' [TanMeHThI JKEHCKOTO 110J1a MOT'YT BEDKUTE OJ1aromaps (pyHKIIMOHATLHOMY MO3aHuI3MYy, BO3HUKAIOIIEMY
B pe3yabTaTe MHAKTUBAIIUHU X-XpPOMOCOMbI. KITMHHUEeCKHE MPOSBICHUS B TAKUX CIy4YasX BeCbMa
Pa3HOOOPa3HEI

v’ Heneprxanne nmurMeHTa nmpeo0IagaeT y )KEHIHH, TPHYEM COOTHOIIEHHE KEHIIMH U MY>KYNH COCTABIISET
37:1

v' TTanMeHThI MYKCKOTO I0J1a ¢ KIMHUYECKUMH MMPU3HAKAMH HEIEPKaHHs MUTMEHTA TAKKE MOTYT HMETE
cuaapoMm KnaHpenprepa (47, XXY). BepkuBaeMOCTh B TAKHX CIIy4asiX BO3MOXKHA 34 CHET BTOPOM
XPOMOCOMBI X MJIM COMAaTHYE€CKOTO MO3aMIIM3Ma ISl YHOMSHYTOM BBIIIE OOIIEH JIeICIUN



ITHOJIOTUS U IMMATOreHes

v' NF-kB (simepusiii ¢axrop kamma-B) akruBupyercs OeikoBeiM mpoaykromM |IKBKG/NEMO, koTopelii urpaer
KITFOUCBYIO MOIYIIMPYIOIIYIO POJIb B PA3IUYHBIX (DM3HOIOTHUYCCKUX (DYHKIHSAX, TAKMX KaK HIMMYHHBII OTBET B CTPECC,
BOCHAJIUTEIbHBIE PEAKIUM, SKTOACPMAIbHOE pa3BUTHE, KJIETOYHAs aAre3uss W 3alluTa KICTOK OT aloIlTo3a,
MHIYIIUPOBAHHOTO (D)aKTOPOM HEKPO3a OMyXOJIr

v' Myrarus IKBKG/NEMO npuBomur k caHmxkenuro akrusHoctd NF-KB, TeM caMbIM IOBBIIIas BOCIPUUMYHUBOCTE K
arorTo3y. OOIIUPHBINA allONTO3 Y MY>KYMH OTBETCTBEHEH 3a PAHHIOK T'MOEb MI04a U HapYIIEHU (DYHKIIUH TIEYCHU

v' BocmamuTenbHble peakiud W OIUASPMANBHBIA PEKPYTHHI D03WHO(MUIOB, BO3HUKAIOIIME HA IIEPBOM CTaIun
3a00JI€BaHMsI, KaK MPABUIIO, UTPAIOT BAXKHYIO MATOT€HETUYECKYIO POJIb, CBA3aHHYIO C 03MHO(MUIBHBIM CEJICKTUBHBIM
XEMOKHHOM (20TaKCHHOM), KOTOPBIM OPOXYIHUPYETCS CIeHU(PUUISCKUMH JICHKOIUTAMH, TaKUMH KaK >03MHO(HIIE,
Makpodard u T-KIeTkH, a TakKe CTPYKTYPHBIMU KJIETKaMH, TAKUMH KaK SHAOTEIUAIbHBIC KICTKH, (UOPOOIaCThl U
SIUTEIUAILHBIEC KIETKH

C. /lanecky, K. Xac, K. baitikan, T. Miwonnep, A. Baiikan. Hosas mymayusa |KBKG y nayuenma ¢ nuemenmuvim nedepocanuem mMouu U NPU3HAKAMU NeYeHOUHOU
yuruonamuu. Aecmpanutickuti scypran oepmamonoeuu, (2018), cmp. 10 1111/ajd.12805

K. I'pun-Pemxe. UnxonmuneHyusi nueMeHmHds. Kpamxuii 0030p 3moil peoKol SKMOOePMANbHOU OUCHAA3UU C HeBPON02UHEeCKUMU NPOSBIEHUAMU, BKIIOYAsL
npomoxonwt nevenusi. J Pediatr Health Care., 31 (2017), cmp. e45-e52http://dx.doi.org/10.1016/j.pedhc.2017.07.003

T. Poccep. Kooicno-nepsnvle paccmpoticmea. Konmunyym (Munneanonuc, Munnecoma), 24 (2018), cmp. 96-129http://dx.doi.org/10.1212/CON.0000000000000562



KinHuYecKas KapTUHA

[lepBbie TPOSBICHHUS CHHIPOMAa MOTYT IIPUCYTCTBOBATh YK€ MHPU POXKICHUH WIIH
BO3HMKAIOT BCKope nocie Hero (y 90% maiueHToB KOJKHbBIE BhICHIIIAHUS HAYUMHAKOTCS B
nepBele 2 Henenu Xu3HM, y 96% oOHM OposBISIOTCS B BO3pacTe 10 O Hemens).
Knnandeckas kapThHa 3a001€BaHUS YPE3BbIYAMHO Pa3HOOOpa3Ha U XapaKTepHU3yeTCs

YETKOU CTAIMUHOCTHIO BBICHITIAHUU

BoiaessieTcss YeTbipe OCHOBHBIX CTAUM

| ctagust (BocnanuTenbHas U BE3UKYI0-OyIIe3HAas)

|l cramgms (Beppyko3Has)
|1l cTamms (runmeprnurMeHTaIHs)

|V cragms (runmonurmeHTanus 1 arpodus)



| cragus (BocnajuTeabHasI HJIM Be3HKYJI0-0y/1j1e3Ha )

DOpUTEMaTO3HO-BE3UKYJIC3HbIC BBHICHIMAHUS TOSBISIOTCS B MEPBBIC JHU JKU3HU pPeOEHKA U 0 2 MECSIICB,
JTOKAJIM30BaHHbIC IIPEUMYIICCTBEHHO JIMHEHHO Ha Cru0aTelbHBIX ITOBEPXHOCTAX KOHEUYHOCTEH M OOKOBBIX
MOBEPXHOCTAX TYJOBHINA. B JMHaAMUKE KOJIMYECTBO AJIEMEHTOB ChIIM PACTET MO MEPEe BO3ZHUKHOBEHUS
MOBTOPHBIX BCHbINIEK. Ha MecTe BCKPBIBIIMXCS 3JIEMEHTOB OOpAa3yHOTCS 3PO3MU C CEPO3HBIMH KOPKAMHM.
OoOmiee coctosiHue peOeHKa He cTpagaer. Ha 3Tol cragum 3a0ojieBaHUS B NEpUDEPUUECCKON KPOBH MOXKET

oOHapyKUBaThCs BeIpaskeHHAast Y03uHOGmms (1o 40-50 %)




Il cragua (Beppyko3Hasn)

Ha uHOUIBTpUpOBAaHHOM OCHOBAaHWM IOSBISIIOTCS OOpodaByaTble Iamysibl M OJSIIKHA, PACHOJI0XKCHHBIC WIIM
CUMMETPHUYHO, WM OecrnopsaodHo. Ha nmamoHsX W mopomBax BO3MOXEH Au(@y3HbIM runepkeparos3. [logoOHbIe

N3MCHCHMA KOKH COXPAHSKOTCA B TCHCHHUC HCCKOJIbBKUX MCCALICB




1] cragus (runepnurMeHTaN M)

XapakTepu3yeTcs HAIMYHMEM ISTEH KOPUYHEBO-)KEJITOrO IBETA, CPAaBHUMBIX C OpbI3ramMu Tpsi3u WK CleAaMH OTJIMBA
BOJIH. Bo3HHKaeT B Bo3pacte ¢ 6 Mecsues a0 12 ner

|V cragus (rumonurMeHTanus U aTrpodusn)

XapakTepu3yeTCs IOSBICHUEM YYAaCTKOB JCIIMIMEHTALMKU M CIa0OBBIpakeHHOM arpodun. Craauu

BBICBIIIAHUU COXPAHsAKOTCA HC BCCIIA. PazBuBaercsa He Y BCCX INAUCHTOB, IIPOABJISICTCIA C 6 et 10

Ha4daJia 1I10JIOBOI'O CO3PCBAHU



KJIMHMKO-TUCTOJIOTHYeCKHE KOPPeasiluu

Cranug CUMNOTOMBI, JTJOKQJIU3aIIus [1cTomorug

| — s3puTeMaTo3HO-Be3UKY- JInHeiHoO pacnosoXeHHble (1o JMHUAM biami- B snumepmuce — CroHTHO3, HATMUKe

JIe3Had (C poXKaeHus 10 4 Mec  KO) My3bIpU U MYCTY/IbI HA SpUTEMATO3HOM OCHO-  303UHO(DWUIIOB; B IepMe — UH(UIBTpaT

KU3HU ) BAaHUU: KOHEUHOCTH, OOKOBLIE MTOBEPXHOCTH C 303MHOMUIAMHI 1 MOHOHYKJIeapaMu

TYJIOBULLIA

[ — runeprpocuueckas [IpononbHbIe TUMIepKepaTOTHUYEeCKKE OJISLLKH AKaHTO3, ManuIoMaTo3, THIepKe-

(2—6 Mec XU3HN) C aKpaJIbHbIM HAuaJI0M; CUMMETPUUHbIE 1 Oec- paTo3, IMCKepaTOTUUECKUE KIIETKH;
[OPSIIOUHbBIe B IepMe — BOCIIAIUTEIbHDbI NH(MUID-

TpaT (MeJlaHo(daru)
[I1 — nurmeHTHad (¢ 7 Mec KopuuHeBaras niaTHUCTasg TUIEePNUTMEHTaLIU YMeHblIeHre MUTMeHTa B KJ1eTKax
KU3HU 10 12 71eT) BIOJIb JIMHUII bialiko Ha TYJ10BUILE 1 KOHEUHO- 0a3aJIbHOTO CJ104 SMUAepMHUca, UX
CTIX nuctpodus, Bakyonusauus. B nepme

— MAacCHBHOE OTJIOXKEeHHNE MeTaHNHA
B MaKpoarax

[V — (c 6 1eT 10 Hauasa rno- [MmonurMeHTUpOBaHHbBIE apeoibl aTPOPUN YyacTKy JTMHEeHON aTpouu, oUaro-
JIOBOTO CO3peBaHU) BIOJIb IMHUI bianko (0C00eHHO — HUXHUE BbIil TUTIOTUIPO3
KOHEUHOCTH )



BHe KoKHBIE aHOMAJIHUMN,

v Tlopaxkenust BoJ0C (QUCTpodHs BOIOC, 04aroBas U pyOIoBas aaolenusi, OTCYTCTBHE UM THIIOIAa3Hsl OpOBEil U PECHHII, TOBBIIICHHAS

JIOMKOCTB BOJIOC)

v’ TlopakeHune HOTTEBBIX IUIACTHHOK (OHUXOAMCTPO(HH, KOMIOHUXUS, )KEJITOBATas IUTMEHTALUS HOTTEH)

v IlepuyHraibHble U CyOyHTajlbHBIE KEPATOTHUECKHE OIYXOJM, BBI3BIBAIOIINE OOJIE3HEHHOCTh, Ac()OPMALMIO KOCTEM U JIUTHUYECKUE
MOBPEXKACHUS

v_ 3ybOHble anomanuu (muactema, y3enkud Kopabemnun Ha MoOsipax, MHI000pa3sHbIE HIDKHHE PE3Ibl, M3MEHEHHME IBETA DMAIIM JKEITOrO 0
OypOBaTO-KOPUYHEBOTO aCHTHS)

v 'V 8% GonbHBIX ¢ cuaapomoM biioxa-Cynbndeprepa oTMeYaeTcst CHIKEHUE HHTEIIEKTA
v Tlopaxenne ITHC (cymoposKHBIE IPUITAIKH, CITACTHYECKAS ITAaPaILICT sl )

v’ Tlopaxxenue mi1a3 (cTpabu3Mm, HHCTarM OSIIMKAaHT, MHUKPO(MTAaIbMHUM, KaTapakThl, OTCIONKHM CETYATKH, COCYJUCTHIE HAPYIICHUS B
nepudEprUIECKOM ceTYaTKe, aTpo(uu 3pUTEIBHOTO HEPBA)



J/IlmarHocruka

[

. N3yUYCHHUE
IEPMATOJIOTNUYCCKUM
HACJICJICTBEHHOTO
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aHaMHe3a

TUCTOJIOTHUUYECCKOC MOJICKYJISIPHO-
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JindpdepeHuuanbHass ITMATHOCTHKA:

+ )

v 1 craguio guddepeHIupyoT OT BHYTPUYTPOOHOH  TIepIeTHYECKOM d
MH(MEKIMKY,  OMNOSCHIBAIOILICIO  repleca, BPOXKICHHOTO  OYJJIE3HOTO
SMUACPMOJIN3A, OYJUIE3HOTO UMIIETUTO HOBOPOKACHHBIX  ——

vl craiuro  JuddepeHnnaibHyl0  JUAarHOCTUKY  MPOBOJAT  C \
MUACPMAITBHBIMA TUIIEPKEPATOTUYECKUMU HEBYCAMU

v Il u IV cragnn quddepeHIUpyOT ¢ HAPYIIEHUSIMH IMTMEHTAIIAN



JleueHnue

v Crienuu9eCcKOro JISUEHUS TPU CUHAPOME HEASPKAHHUS TUTMEHTA HE CYIIECTBYET

v' KoXHBIE TIPOSABIEHHS HE TPeOyIOT CHENUaabHOM Tepanmud, Tak KaK OOBIYHO MOIYT

CIIOHTAaHHO PETrPECCUPOBATH

v' HeoOxomuM XOpoOIIMH yXom 3a Koxker, ocobenno Ha | — Il crammsx 3aboneBanus,

HampaBJICHHBIM Ha MPEAOTBPAICHNE BTOPUYHOTO HH(DPUIIUPOBAHUS ITMOKOKKOBOM (PIIOPOM

v' Tloka3aHo HaOIIOAEHNE Y HEBPOJIOTa, OKYJINCTA, OPTOIEAa M CTOMATOJIOTa







