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MarHuTHo-pe3oHaHcHas ToMorpadusa B auarHoctmke iy
PeAKoro reHeTUMECKoro 3abonesaHusa — Hefgep)KaHus
nurMeHTa (cungpom bnoxa-Cynbubéeprepa) —

Ha npuMepe KJIMHUYECKOro cay4as

N.WN. Apmona’, A.B. Aumkmn', [1.A. TaHbKuk?, J1.E. ®omuna’, H.A. XaputoHosa', U.C. ¥anu',
A.A. Mywkos', M.A. bacapruna’, 0.6. Konpaxosa!'

! HaumoHanbHbI MeMLIMHCKWIA UCCel0BaTeNbCKMIA LIEHTP 310poBbsA AeTeit, Mocksa, Poccuiickas Depepaums;
2 |LInKoBCKMit nepuHaTanbHbIl LeHTp, LLEnKoso, Poccuiickas ®epnepauus

AHHOTALMA

Hepnepxanue nurMenta (cungpom broxa-Cynbubeprepa) — pepnKoe HacneAcTBeHHoe 3aboneBaHue, NposBRAloLLEecs
XapaKTEPHBIMU KOXHBIMW BbICHINAHUAMU U MOPaXEHWEM [APYrMX OpraHoB M cuCTeM. MarHUTHO-pe3oHaHcHas ToMorpadus
ABNAETCA NPUOPUTETHBLIM METO,0M AJ1S1 BU3yann3aLumn CTPYKTYPHOM NaToN0rv roloBHOMO MO3ra ¥ NPOrHo3a HEBPOJIOTMYECKOM
MaHuecTauum y pebeHka.

KnioyeBas ponb [AMarHoCTMKM 3aboneBaHMst HeLlepXaHWs MUrMeHTa MpUHALIEXMT [epMaTonory; MoATBepKaatoLuan
[MarHoCTMKa NPOBOAMTCA NYTEM MOJIEKYNAPHO-TEHETUYECKOro aHanu3a reHa IKBKG.

B npepncraBneHHOM KAMHMYECKOM HabmogeHUMM Yy HOBOPOMAEHHOW [LEBOYKM C BbICHINAHUSMU Ha KOMHbIX MOKPOBaX,
TUMWYHBIMKA  anis cuHapoMa brioxa—Cynbubeprepa, W BhissBNeHHOW Aeneuuen B reHe /KBKG npoBogmnach MarHWTHO-
pe30HaHCHas TOMorpadusa roioBHOr0 Mo3ra, rae Obiiv 0bHapyXKeHbl MHOrOYMC/IEHHbIE Oyary MLLEMMU, KPOBOW3JUSHUA
1 NopaKeHue NpoBOASALLMX NyTeil.

MarHuTHo-pe3oHaHcHas Tomorpadus rofioBHOTO Mo3ra Yy NauuMeHToB ¢ cuHapoMoM bnoxa—Cynbubeprepa ucnonb3yertcs
LN OLEHKM TSIKECTU MOpaXKeHWs BELLeCTBa MO3ra, YTO M03BOSISET 06BACHWTb MPUYMHY HEBPONOTMYECKMX CUMMTOMOB,
CKOPPEKTMPOBaTb peabunmuTaLmoHHble MEpPONPUATUSA, @ TaKKe NPOrHO3MpOBaTh pa3BuTUe pebEHKa.

KnioueBble cnosa: HegepxaHue nurMeHTa; cuHpapoM broxa—-Cynbubeprepa; MarHWTHO-pe3oHaHcHas ToMorpadus;
AereHepaums nposogAwmx nyten; reH IKBKG.
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Magnetic resonance imaging for diagnosing

a rare disease: incontinentia pigmenti
(Bloch-Sulzberger syndrome) on the example
of a clinical case

lgor I. Yarmola', Anatoly V. Anikin', Dmitry A. Gankin?, Lyubov E. Fomina',
Nataliya A. Kharitonova', Ilya S. Zhanin', Alexander A. Pushkov', Milana A. Basargina',
Olga B. Kondakova'

! National Medical Research Center for Children's Health, Moscow, Russian Federation;
2 Shchelkovsky Perinatal Center, Schelkovo, Russian Federation

ABSTRACT

Incontinentia pigmenti, also known as Bloch—Sulzberger syndrome, is a rare hereditary disease characterized by typical skin
rashes and involvement of other organs and systems. Magnetic resonance imaging stands as the primary method for visualizing
the structural pathology of the brain and predicting neurological manifestations in an affected child.

Diagnosing incontinentia pigmenti predominantly falls within the domain of dermatologists; verification is performed by
molecular genetic analysis of the IKBKG gene. This study involved magnetic resonance imaging of the brain in a patient with
skin rashes, characteristic of Bloch—Sulzberger syndrome, and deletion in the IKBKG gene, where numerous foci of ischemia,
hemorrhages, and lesions of the tracts were detected.

Magnetic resonance imaging of the brain in patients with Bloch—Sulzberger syndrome is used to evaluate the severity of
damage to the brain substance, which makes it possible to explain the cause of neurological symptoms and correct habilitation,
as well as predict the development of the child.

Keywords: incontinentia pigmenti; Bloch-Sulzberger syndrome; magnetic resonance imaging; white matted tracts
degeneration; IKBKG gene.
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