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Pe3rwome. B cmamve npedcmaesnen Kiunuueckutl cryuaii HACIEOCMEEHH020 3a60NCEAHUS Y HOBOPOICOCHHO20 — CUH-
opom BLOCH-SULZBERGER (cemeuinasn ¢opma nedepaucanus nuemenma). Ocobennocmupio 0AHHO20 CAYYAS MONCHO
cuumame npesanupo8anie KOJICH020 CUHOpomMa, omcymemaue conymemeyoujeti namonozuu co cmopouvl I{HC, enas,
Haauuue 8POACOEHHO20 HOPOKA cepoyd, a maxace ObICMPYI0 CMEeHY cmaoutl eblcbinanuil na gpone mepanuu. Knunuyec-
Kutl Ouaeno3s 0vil NOCMagien npu NOCMynienuu pebenKa ¢ cmayuonap, a 6 nociedylouem noIHOCmbI0 H0OMEePICOeH
cneyualucmamu MeouKo-2enemuyecko2o yenmpa.

B omodenenue namonocuu Ho8opodcoenHvlx 0egouka nocmynuia ¢ eospacme 1 mecaya. Ilpu ocmompe pebenxa 06-
pawan gHuMAanue NOAUMOPPUIM KOHCHO20 CUHOPOMA: YYACMKU IPUMEMANO3HO-NANYLE3HOU CbINU, MeCmamu ¢ Ko-
PouKaAMU U IPOZUAMU, A MAKIHCE NOCIEICMEUA NPedbloyuell Colnu 8 gude nuemenmayuu. lluemenmuvle nammna Kopuu-
Heso2o ygema ¢ 6oree C8eMALIMU KPAAMU UMeAU Gopmy Kaneiwv (bpwizeu epsa3u), pAcnOI0JNCEHHBIX 6 GUOe POGHLLX,
napanieibublX, NOAYKPY2AbIX UNU UZGUAUCTIBIX IeHM, OHU 08YCMOPOHHUE, CUMMEMPUUHbLE U PACNONA2ATUCL, NPEUM)-
wecmeeHHo Ha Jcusome U Koneunocmsax. B nepugepuueckoii kposu -

netikoyumos (48,3 moicauu) ¢ gvipadcennol 303unopuiueii (om 48 do 76%). Jozunogurusa pazsusarace napai-
J1€IbHO € KOJICHBIMU 60CHATUMENbHOIMU USMEHCHUSAMU U YMEHbUALACL 0OHOBPEMEHHO C YCAHOGIeHUEeM NUCMEHMHOU
cmaouu. [JononnumenbHo ouaznocmupogan nopox cepoya. Jeeouka evinucana na 30 cymku ¢ HOpMAIU306a8UUMUCS
noxazamensamu Kposu u Haruduem 08yCmopoOHHUX, TUHEUHbIX, CUMMEMPUYHO PACNOIOICCHHBIX (NPeUMyUjecmeeHno Ha
JCUOmMeE U KOHEUHOCMAX) YUACMKOG KONCHOU NUSMEHMAYUU.

Knrouesvie cnosa: nosoposcoennuiii; xoscnwtii cundpom; naciedcmeennoe 3a60neamie.

Cunapom, BuepBble onucaHHblii B 1906 roxy A.
Carrod, mo3xke moapobuo yrtounHeHHBH B. Bloch
B 1925 r. u gomonHenHnii M. B. Salzberger B
1928 r, npencrasisier co0O peaKuii HACIEICTBEHHBIH
HEWPOIKTOJAEPMHUT peOeHKa, B OCOOCHHOCTH IKEHCKOIo
nosia (COOTHOIIEHNE MAJIBIHK : eBouka — 1:35), xapakre-
pU3YIOUNKCS MUTMEHTHBIM 1I€PMATO30M B COYCTAHHUH
C HEBPOJOTHYECKHMH W TJIA3HBIMHU MPOSBICHHUSIMU.
3aboneBaHre JOBOJBHO peaKOE, YacTOTa BCTpedae-
moctu — 1:75000 [1].

Cunzapom brnoxa-Cynbubeprepa, nim cemeiiHas
dbopma Henmepxkauus nurmeHta (Bloch-Sulzberger
syndrome, familial incontinentia pigmenti) u3BecTeH
W TIOJI MHOTUMH JPYTUMHU CHHOHUMAaMH: «incontinentia
pigmenti», «cuHapoMm Siemensy», «cuHapom Bloch-
Carol-Bour», «IuHEHHBIH MeaaHOOMacTO3», «Meja-
HoOnmacto3 Bloch-Sulzberger», «murmeHTHBIH aep-
mato3 Siemens-Bloch», «xpomaTodopHsie cemeiinbie
POIMHKN», «HUTMEHTHBIH gepmaro3 Doorninky,
«JIeTeHEepaTHUBHBIA MelaHo3 Siemens», CHHIAPOM AOL-
co-Xancena [1,2].

OTHonaroreHe3. JTHOJOTHS HE BIIOJIHE BBISICHEHA.
HekoTopble aBTOPHI IpEANOIaralT, 4TO CHHAPOM 00-
sA3aH 3a00J€BAHMIO TJI0/Ia BUPYCHON 3THOJIOTHH (BH-
pyc, KpacHyXH, repreca), a HTUTMEHTANHs SBIsSETCS
OCTaTOYHBIM SBJICHHUEM.

Annepruyeckoe TPOHUCXOKIACHUE OCHOBBIBACTCS
Ha HaJIMYHUH MOBBIICHHOW 203MHO(DUINK U HaA Cylle-

CTBOBAHUHU MPEABIAYIINX AJUIEPTHICCKUX CEMEHHBIX
3aboneBanmuit. OQHAKO, 3TO MPEATONOKEHNE HE MO-
)KET O0OBSICHUTHh HAJIWYKME TIIA3HBIX U HEBPOJIOTHUYECC-
KUX nposiBaeHui. HaciencTBeHHOE IMPOUCXOXKIECHUE
MOJJIEPKUBACTCSI  CYI[ECTBOBAHMEM  CJIEYIOLINX
(axToB: OOJE3HB MOABISIETCS OUYEHb PAHO, OMUCAHO
MHOXECTBO CIIydacB, UMCIONINX CEMEHHBIH Xapak-
Tep. OOpa3 HAaclIeACTBEHHOW Nepeaadyd aHOMAaIUU
He yTouHeH. HeusBecTHa erie Xxpomocoma, B KOTO-
poil oTMeuaeTcs aHOMaJHs; MO MHEHHIO HEKOTOPBIX
aBTOPOB, OHA OIpEAENsIeTCs B ayTOCOMAalbHBIX XPO-
MocoMax, a 10 MHEHHIO JAPYTHX - B MOJOBHIX. B Ha-
cTosimee BpeMsi OOJNBIIUHCTBO aBTOPOB CUUTACT, YTO
cuaapom Bloch - Sulzberger sBnsercs HacmencTBeH-
HOHM 3KTOAEPMHUYECKON aHOMasineil, pa3IM4yHON Mpo-
HHUIIa€MOCTH U BBIpa3uTeabHOCTH [2, 3].

CorynacHO COBPEMEHHBIM INpeJACTaBIeHUSIM, 00-
Je3Hb Haclenyercs mo X-CIEeMJIeHHOMY JAOMHHAHT-
HOMY THITY, T.€. XapaKTepHa I MPEeACTaBUTEIbHUI]
JKeHCKoro mona ¢ 50 % pUCKOM NMOBTOPEHUS B CEMbE
11 A€BOYCK, U 00BIYHO JIETaIbHA JJIA THIOJA0B MYXK-
CKOTO TOJia Ha paHHUX CTaAuAX ’3MOpuoreHesa. 3a-
OoseBaHMe mepenaeTcs OT MarepH WU B pe3ylibTare
BO3HUKHOBeHHUs1 MyTanuu de novo (y 40 % mnanwu-
€HTOK), KaK IIPaBHJIO, B OTIIOBCKHUX ITOJOBBIX KIET-
kax. OmucaHbl peaKue CIydyal POXKJACHUS MAITBUYUKOB
¢ cuaapomoMm broxa-Cynpnbeprepa, BBDKHBaHHE
KOTOPBIX O6’bHCHﬂﬂOCL HaJIMYUEM B KapUOTHUIIC TUCO-

143



Heonamonoeis, xipypeis ma nepunamaibHa MeOUuyurd

T.V, Ne 3(17), 2015

MHH 10 XpoMocoMe X UIU COMAaTHUUYECKUM MO3aHIIU3-
MOM II0 MyTaHTHOW xpomocome X uiu 46, XY/47,
XXY. Cungpom obycnosieHn myTtanueit rera NEMO,
KapTHPOBAHHOTO B yyacTke Xq28 [2, 4].

MuHuManbHbIE JUArHoCTUYCCKHUC MpU3HaKU:
XapakTepHble HM3MEHEHHS KOXKH; aHOMaluu 3y0OB;
ajonenus.

CuMnToMaTuka.

KoxHble mnposBiaeHus. XapakKTEPHBIM KOXKHBIM
MMOpaXXCHUECM ABIIACTCA HI/IFMGHTapHHf/’I acpma-

TO3, Ha3BaHHBIH «incontinentia pigmenti»; Mena-
HUYECKUH IHTMEHT, HIPOM3BOAMMBIH B HU30BITKE
0azalbHBIMM KJIETKaMH OJHUJEPMUCA, MHTPUPYET
B JepMy. THNWYHBIE HM3MEHEHHS 3aKIIOYAIOTCA B
SPUTEMATO3HO-BE3UKYJIE3HOM CHIITHU, PACIIOIOKEHHON
JUHEWHO Ha cTU0aTeabHON MOBEPXHOCTH KOHEUHOC-
Teil 1 OOKOBBIX MOBEPXHOCTAX TyJoBuma. Chlllb Mo-
SBIJISIETCS B IIEPBbIE 2 HEENH )KU3HU, & HECKOIbKUMHU
MecsIaMH M03Xe cMeHseTcsl 00poJaBYaTON CHIMBIO.
boponaBuaTeie M3MEHEHHUS COXPAHSIOTCS HECKOJIBKO
JeT, a 3aTeM yMEHBIIAIOTCS U OCTABIISIIOT MOCIe ceos
YMEPEHHYI0 aTpO(QUI0 KOXKHM U JCHUTMEHTaIH. Y
B3POCIIBIX HAM0OJIee YaCThIMH KOXKHBIMU NPU3HAKAMHU
CHHJIpOMa SIBJISIIOTCS y4acTKH aTpo(pUU U JENHUTMEH-
tanuu [2].

C KIMHHUYECKOW TOYKH 3pEHHS, KOXKHOE MOpaxe-
HHE MpOTeKaeT B 3 JTama:

- BOCMalluTeNbHas crtanus. Haunnas ¢ nmepBbIx ya-
COB JKM3HH, a HHOT'JIa C MOMEHTA POXKACHUS, HA TIOKPO-
Bax 3aMeyaeTcsi MHOXECTBO IY3bIPbKOB U ITy3bIpEid,
pPacIoIOKEeHHBIX HA OTEKIIEM 3pUTEMaTo3HOM (oHe;
MHOTJA BUJ KOXKH HOPMAaJIbHBIH.

OOGBIYHO, COAEpKUMOE My3bIpedl Mpo3padyHoe H
TOJTBKO B PEAKHMX CIydasxXx MyTHOE; IOCJIe yaaie-
HUS COJEPKUMOTO 00pa3yroTcst KOPOUKH, a Mociie uX
OTJIEJIEHHSI OCTAalOTCSl MalleHbKHE, ITOBEPXHOCTHBIE
9pO3UU. DPUTEMATO3HAS CHINb, My3BIPHKH M MY3bIPH
MPOTEKAIOT IOCIEN0BaTENbHBIMU npucTtynamMu. CHa-
Yyaja OHU MOSBISIOTCS HAa OJHOM TOJIbKO MECTE KOXKH,
CO BpEMEHEM OHH PACHPOCTPAHSAIOTCS U CTAHOBATCH
oueHb 3yasmuMu. Haubosee vacras nokanuzaunus -
Ha ypOBHE KOHEYHOCTEH; ChINb BCEra MAaaUT JIUIO0 U
CIU3HCTHIC TOKPOBEI;

- mponudepatruBHas ctanus (6opomaskm). Ilo mc-
TEUCHHUIO TPHUOIHU3UTEIBHO 3-MECAYHOIN HBOTIONNHU
Ha KOXe MOSBJSIOTCS TUNepTpoduueckrne 00poaan-
KU W JHUIIau, pacrojararmoliiuecs JUHEHHO, MpeumMy-
IIECTBEHHO Ha KOHEUHOCTAX. B 3ToM mepuozge mo-
SABISICTCS TOBBINICHHAS Y03MHO(PWINSA B KPOBU. JTa
CcTaaus Te4eHUs OOJE3HU MPOJOJIKACTCS MPUOITH3H-
TEIBbHO TPU MECANA;

- nmurMeHTHas ctajus. CieayeT 3a nepBbIMU JBY-
Msl CTaAMsIMU, HO BCE TPHU CTAJUU MOTYT CYILIECTBO-
BaTh OJHOBpPEMEHHO. [IurMeHTanus MOsBISETCS Kak
MOCIEACTBHE TpeablaAymel ceimu. [lurMeHTapHsble
MsATHA, KOPUYHEBOTO IIBETa ¢ 0oJee CBETIBIMH Kpa-
AMH, HMMEIOT (OpMy Kameab, pPACHOJOXECHHBIX B
BHJI€ POBHBIX, MapalleJdbHbIX, MOJYKPYIIbIX, HIH
W3BUIUCTBIX JICHT; OHHM OOBIYHO JBYCTOPOHHUE,
CHUMMETpPHYHBIE U PACIOJAraloTcsi NPEeUMyIIeCTBEH-
HO Ha JXMBOTE U KOHEUHOCTAX [3].

I'mazupie nmposiBnenust (33%) - pasnuusble, CO-
YETAIOMMECs Yallle BCETO C PETPOXPYCTATHUKOBOM
dbubponmazueir (04eHb MOXOKEH HA PETUHOTATHIO
HEJOHOIIEHHBIX JIeTe#), C OTCIOWKOW CceT4aTKu, ¢
MOBEPXHOCTHBIMH IUIH INIyOOKHMH KepaTuTaMu, ¢ Ka-
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TapaKTO#, C aHOMAJIMSIMU MUTMEHTAIUN PATYKKH, CO
CKJIepoil romyboBaToro IBeTa, ¢ TIa3HOU aTpoduei,
KOCOTJIa3MEeM U HHUCTAarMOM.

HeBposornueckue TPOSBICHUS HEMOCTOSHHBIE
(31%), HO TAKENBIE: TETPa- UM Mapanjaerus, MUKpo-
nedanus, ruaponedanus, KOHBYJIbCUU, YMCTBEHHas
otcranocth (16%).

AHOMaIUN KOXHU COYETAIOTCS C KapAHOMATUSIMH,
aHoManueir 3y00B (65%) (oTcyTcTBHE, KOHHMYECKAS
dbopma m gedunUT AEHTUHA); ¢ OOmed uam dac-
THYHOHM anomnenuei (B 0COOCHHOCTH Ha MAaKyIIKe)
(38%); ¢ nuctpodueit Horrel (7%). B psue cayua-
eB HalJoJaloTesl OTCTaBaHUe B pocTe, spina bifida,
KOCOJIaroCTh, pacuieanHa TyOsl U Heba, nedopmalus
yeperna M yIIHBIX PAaKOBUH, CHHIAKTHJINS, TEMUATPO-
¢us, BpoXKIEeHHBIN BRIBUX Oegpa. OTMedaeTcs HecTa-
OMIBHOCTH XpOMOCOM Yy O0ibHBIX [1-4].

JlaGoparopusie wuccinenoBanusi. Cnenudpuuec-
KM€ MOJIEKYJISIPHO-TEHETHYECKHE METOJbl JIHarHOC-
Tk cuHgapoMa bnoxa-Cymbprbeprepa B VYkpaune
OTCYTCTBYIOT. TOnbKO JieKOTpaMMa IOKa3blBaeT
XapaKTepHbIE M3MEHEHHUSA, COCTOSANIME W3 JCHKOIH-
TO3a C BBIPAXECHHOW 303MHOGUINEH. Do3uHOUIHS
(mo 40%) pa3BuBaeTcs MapajieIbHO C KOXHBIMU
BOCTAJIUTEIbHBIMI NPUCTYIaMH M CHAJZaeT OJHO-
BPEMEHHO C YCTAHOBJICGHHEM INHTMEHTHOW CTaJuu.
Jlmarso3 cTaBHUTCS Ha OCHOBAaHHU CHMIITOMOKOMII-
JIeKCa KIMHWYECKUX NMPHU3HAKOB, HEKOTOPBIE U3 HUX
KOTOPBIX MOT'YT MaHH(]EeCTUPOBATh MO3IHEE.

l'uctonorus. B 1-# craguu, KoXHBIE MOpPaKEHUS
KacaroTCs TOIABKO PMUJEPMHCA; JepMa clleTka BOcC-
naneHa. Bo 2-i ctaauu quckepaTo3 OYEHb BBIPAXKEH.
OnurenuanbHas THHEPIUIA3Hs CONMPOBOXKIAETCS TH-
MepakaHTO30M W THUIMEepKepaTo3oM. MaJbnUTHEBHIE
KJIETKH MPOXOAAT Yepe3 Npolecc KepaTHHU3ALUH. 3-5
CTaaus COOTBETCTBYET MIUTMEHTHOMY IPOrPECCUBHO-
My JIepMaTO3y M XapaKTepu3yeTcst MUTpanueil Mena-
HUHA U3 KJIETOK 0a3anbHOI 000J0YKH 3nuaepMuca B
nepmy [3].

CreneHb MPOSBICHUS MPU3HAKOB CUHAPOMAa OYCHb
BapbHUpyeT cpeau OO0JIbHBIX, AaXe y YICHOB OAHOM ce-
MBH, IO9TOMY CTPOTUX JAMATHOCTUYECKUX KPUTEPHUEB
sl cuHapoMa HeT. KIMHHWYEeCKHMH JMarHo3 MOXeT
OBITH ITOCTABJICH NPH HAJIWYUU TIABHOTO NPHU3HA-
Ka. JlOMOTHUTENbHBIE NPHU3HAKH TAKKE CBUJETEIb-
CTBYIOT B NOJb3y IHarHo3a, B TOM YHCJIE ceMeiiHasd
HUCTOpHUs, HE HCKIIodaromas X-clemJIeHHOe Hacle-
JOBaHHME 3a00JieBaHUs, WU JaHHBIE O NPHUBBIYHOM
HEBBIHANIMBAHUH OcpeMeHHOCTH [4].

TouHBIN NHMAarHO3 MO3BOJAET IMOCTABUTH MOJIE-
KYJISIPHO-TEHETHYECKOE MCCIIE0BAHNE HAa HAJIWUYUE
myTtamnuid B reHe IKBKG (unu NEMO). JlaaubIi TeH
KOJIIMPYET KIIOYEBYIO PETYISATOPHYIO CYObEeAHMHHILY
NEMO wunruduropnoit kunasel IKK2 curnanpuoro
NyTH SAEPHOTO TpaHCKpUNIHOHHOTO ¢akTopa NF-
KB, KOTOpBIIl KOHTPOINPYET UMMYHHBIH OTBET, OTBET
Ha CTPECC, BOCHAIUTEIbHYIO PEaKINI0, KIETOUYHYIO
aJre3wio M 3amuTy oT amonrto3a. Hanuuwme nedek-
Ta B cyoseguHune NEMO npuBoauT K MOJHOMY
OTCYTCTBHMIO aKTHUBAalUM curHainpHoro nytu NF-xB
Ha BCE M3BECTHBIC CTHUMYIBI, YeM OOBSACHSETCS IIO-
BpEXICHNE TKaHEH, 3KCIPECCUPYIOMUX MYTaHTHBIN
red IKBKG y GompHBIX NnE€BOYEK C HEIAEpKAHHEM
MUTMEHTA, a TaK)Xe PaHHAS CMEpPTh IJIOAA MY¥KCKO-
ro noja ¢ myrtanueil B rene IKBKG wu3-3a npouecca
anomnrosa B nedeHu, nHAynuposanHoro ®HO. Myra-
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nun B reHe IKBKG o6uapyxusarorcs y 70-80% mna-
UCHTOK C HeJAepKaHMEeM MUTMeHTa. M3BecTHa OolHA
MOBTOPAIOMIASACS MPOTSIKEHHAs Jelenus HK30HOB
4-10, xotopas coctaBuseTr 80-90% Bcex MyTamuii B
reie IKBKG. OcranpHble MyTallMu BKJIIOYAIOT Kak
TOJTYKOBBIC NE(PEKThl, TAK M JAPYTHE MPOTSIKCHHBIC
nepectpoiiku reHa. CTeneHb MPOSIBICHHUS BHEUIHUX
MPU3HAKOB CHHIPOMA, B YACTHOCTH OOMHUPHOCTH H
PHUCYHOK TOpaXXCHHS KOXKHU, 3aBHCUT OT UHIUBHUIY-
alIbHOTO TAaTTepHA MHAKTHBAIIMH XPOMOCOM X B TKa-
HSIX, MOATBEPKICHHBIX U3MEHEeHUsIMU [2,4].

W3BecTHBI pekue MSTKHE TOYKOBBIC MyTallMd B
rene IKBKG, xoTopsle HE MOJHOCTBIO HHAKTHBUPY-
0T NF-xB, 4TOo mo3BoisfeT BBUKHBATH IMOpPHOHAM
MYXKCKOTO T0JIa, HECYIIUM MATKYI0 MyTanuio. deHo-
TUMHYECKHN Y TAKUX MaJTbUMKOB HAOMI0Ia€TCsl HE CHH-
npom brnoxa-Cynprdeprepa, a THOOTHAPOTHYECKAS
WM aHTUJIPOTHYECKAST JKTOJAepMalibHasi IHUCIIa3us
¢ nmmynozaepunurom (XL-HED/EDA-ID) nubo c
HMMYHOJIE(UIUTOM C OCTECONMOPO30M U ITUMpenemMoit
(XL-OL-EDA-ID). XeHmuHB ¢ TOJOOHBIMU MSTKH-
mu myTanusmu B reHe IKBKG nu6o acuntoMatudHel,
6o uMerT cinabo BBIpaKeHHBbIE MPHU3HAKU HENep-
J)KaHUs MUrMeHTa [4].

JuddepeHnnanpHy0  JUATHOCTHKY  CICHAYCT
MPOBOIUTH C THOACPMHUCH, TePIETUPOPMHBIM Jep-
MaTUTOM, TOKCUKOJIEPMHUEH, KpanmuBHULEH, Mac-
TOIIUTO30M, MHUTMEHTHBIM BEPPYKO3HBIM HEBYCOM,
BPOXKJIEHHBIM OYJJIE3HBIM JIHUJEPMOIN30M, Ooes-
Hbto Jlapbe, cunapomom Herenu u 1.1 [2,3].

DBONIONHS U MPOTHO3, B 00meM, OIarONPHUSITHEL;
eIMHCTBCHHBIM MOCIEICTBHEM, OCTAIOIUMCS IMOCIE
BBI3OPOBICHUS, ABIACTCA KOKHAS TUTMEHTALIHS.

Jleguenune. He cymecTByeT 3¢ ¢deKTuBHOro iede-
Husi. KopTukocrepounnas Tepanusi mpoTUBOAEHCTBY-
eT 203MHOPUIUM M YyIydllaeT Ha OYCHb KOPOTKOE
BpeMs KIMHUYecKoe TeueHue. Cpasy ke Mmociie OKOH-
YaHUS JCYCHHUS KIMHUYECKHE CHUMIITOMBI TOSBISIOT-
cs CHOBa, MHOT/A JaXke ¢ OOJIbIIeif HHTEHCHBHOCTBIO.
VnbprpaduonaeToBbie TyUYn YMEHBIIAIOT KOXKHYIO THT-
MEHTAaIMI0, a BUTaMuH A B jg03ax 25 00 en/B geHb B
teuenue 30 nHEW yMeHbIIAeT BOCHAJUTEIbHBIA MPO-
ecc, HO HE BIMSET HAa MUTMEHTALUIO.

[IpuBonum cimydait cOOCTBEHHOTO HAOTIOLCHHUS.

Jesouka poamnack 16.02.2015 roma. bepemen-
HOCTh TepBas, POIBI CpodHble. Macca Tena TpHU
poxaenun 2770 rp. HaciaencTBeHHBIM aHaMHE3 HeE
oTaromeH. Ha BTopble CyTKM >XM3HU Ha TYJOBUIIE
MOSBUJIACH IPUTEMATO3HAs CHINb, 3aTEM IY3BIPHKU U
ny3sipu. Comepkumoe Mmy3bIpeil ObUTO0 TMpo3padHoe,
mocie ygaleHHs COACPKHMOTO 00pa3oBBHIBAINCH
KOpOYKH, a TOoCIe UX OTJACJEHHUs OCTaBalluCh
MOBEPXHOCTHBIE PO3HHU.

B orpenenue mnaToiaoruu HOBOPOXKJIEHHBIX [€-
BOYKa MOCTyNHJIa B Bo3pacTte 1 Mecsina B CBSI3U C
MOSBIICHUEM TIICEBAO(PYPYHKYIOB HA BOJOCHCTOM
YacTH TOJOBBI, MHTOKcWKamuu. [Ipm myHKIum mo-
JIy4eHo 10 7 mJ rHosf. JIMIo M ciAu3ucThie MOKPOBbI
gucthie. [Ipu ocMorpe pebOeHka oOpamian BHUMA-
HHUEC TONUMOP(HU3M KOXKHOTO CHHAPOMA: Y4YacCTKH
IPUTEMATO3HO-MANYNE3HON CBhIIIH, MECTaMH C KO-
poukamu u 3po3usmMu (poro 1 m 2), a Takxke MO-
CIEICTBUS MPEABIAYIIEH CHIMH B BHUAE MUTMEHTALHI
(dboto 3 u 4). [IurMeHTHBIC MATHA KOPUUYHEBOTO I[BE-
Ta ¢ Ooyiee CBETIIBIMH KpasiMu uMenu GopMmy Karmeib
(OpBI3ru Tpsi3u), PacHONOKECHHBIX B BHJIE POBHBIX,

napajuleNbHBIX, MOTYKPYTIBIX UIU U3BUINCTHIX JICHT;
OHM JIBYCTOPOHHHE, CHMMETPUYHBIE M pacroJara-
JUCH MPEUMYIIECTBEHHO HA )KMBOTE U KOHEYHOCTSX.

[Ipn nomonHUTEAPHOM OOCIETOBAHHHM y JEBOU-
KU: B Jelikorpamme — JeHko1nuTo3 (48,3 Teicauu) ¢
BbIpakeHHOW r03uHOduIMeil (oT 48 no 76%). COD
- 6 MM. Do3uHOQWINS pa3BUBajIach Iapajielb-
HO C KOXHBIMH BOCTAJIUTEIbHBIMH HM3MECHEHUSAMHU
U yMEHbIIaJach OJHOBPEMEHHO C YCTAaHOBIEHHEM
MNUTMEHTHOMW CTaJIUH.

B oOmiem ananms3e Mo4H, KOMporpaMMe H3MeHe-
HHUH He BBIsABICHO. MoueBuHa Ooyice 6,7 MMOIB/II, B
IUHAMHUKE - 1,9 MMOIIB/1, KpeaTHHUH - 46,3 MMOJIB/J.
Bbumnpybun o6muit - 10,3, u3 HUX Henpsamoro - 7,35
MKMOJB/II.

[TockonbKy NpH MOCTYIUICHUH U B TUHAMHUKE CBE-
KUX Tanysn He OblI0, 0aKTepUOJIOTHYECKOro Hcciie-
JIOBaHUE COAEPKUMOIO My3bIPHKOB HE MPOBOJUIIOCH.
Peaknus Baccepmana orpunarensnas. McenenoBanue
kposu (IIL[P) ma TORCH - wapexunn (Bupyc mpo-
CTOTO Tepreca Y2, Bupyc repueca tuna 6, HUTOMETa-
JOBHUPYC M TOKCOTJIa3Ma FOHAWN) — OTPHUIlaTEIbHBIC.
IToceB KpOBHM Ha CTEPHUIBHOCTH — CTEPUIICH.

[Ipy WHCTpyMEHTalIbHOM O0OCIEOBAHUHM  TIO
naHubiM OXO-KI' nuarnoctTupoBaH BpOXAECHHBIN 1MO-
pok cepaua: JAMIIII ¢ aneBpu3sMoil B MeXNpeacep-
HyI0 neperopoaky mo 0,7 cM, pacmupeHHEM HpaBbIX
KaMep cep/ia, BRICOKOH JIerouHoi runepren3ucei (64
MM BOJ. CT.), ppakuus BeiOpoca 63%. Pedbenok ocmo-
TPEeH KapAHOXUPYPIrOM, AaHbl PEKOMEHAALUU IO Je-
YEHHIO U HaOIIOIEHHIO.

[Ipn V3U BHYTpeHHUX OpraHoB (IICUYCHH, Cele-
3€HKH, MOMKETYJOUYHON JKEJIe3bl. JKEIIHOTO IIY3bIpA
U BHETICYCHOYHBIX JKEIYHBIX MPOTOKOB. MOYEK) HH-
Tpa- ¥ MapaopraHHBIX MAaTOJIOTHYECKHUX BKIIOYCHUIN
HE BBISBJICHO, JaHHbBIC HelpocoHoTpaduu — 6e3 oco-
O6ennocreil. HopmanbHas sxorpaduueckas KapTHHA
BHJIOUKOBOW Kene3bl. Ilpu ocMOTpe HEBPOJIOIOM,
OKYJIHNCTOM M OPTONEAOM IaTOJOTHYECKHX H3MEHE-
HUH HE 00HAPYKEHO.

JleBouKka KOHCYJIBTHpPOBAaHA JEpMaTOJIOTOM, B
MTI'L] neauarpoM-reHeTUKOM, KIMHUYECKUH NMarHo3
HOATBEPIKICH.

TakuMm o6pas3om, mocie obOciemoBaHHs pebOeHKa
BBICTABJICH 3aKIIOYUTENbHBIM auarno3: Cuaapom
brnoxa-Cyneubeprepa (mudpp no MKb X-P 83). bak-
TepualibHas MHPEKIHUS HOBOPOKJAECHHOTO (abcuecchl
BOJIOCUCTON 4YacTH TOJIOBBI, II€H, BE3UKYJIOMYCTY-
ne3). BIIC: JIMIIII ¢ aHeBpHU3MOW B MEXIIpEACEpI-
HYI0 TEpEeropoaKy, pacHIMpPEHHEM IpaBbIX KaMmep
cepAaua, BBICOKOU JE€ro4HON TunepTeH3uei.

[IpoBoguMoe neueHue: aHTHOaKTepHaidbHAs Te-
panus (B TeueHue 10-Tu mHEH), KanTONpPHI, BEpOLI-
NUPOH, BUTAMHUHBI, J1adepoOHOH, aHTUTUCTAMHUHHBIE
npenapaTtsl. MeCTHO — TOIMKPEM, 3K3aMera.

Brinucana nesouka Ha 30 cyTKH ¢ HOpMaJau30BaB-
IMUMUCS TOKa3aTeNsIMU KPOBU M HAJIMYHUEM JBYCTO-
POHHUX, JUHEUHBIX, CHMMETPUYHO PACIIOJIOKECHHBIX
(mpeuMyIIecTBEHHO Ha JKUBOTE M KOHEYHOCTSX)
y4acTKOB KOXHOU murmeHranuu (poro 5.6). Peko-
MEHJIOBAaHO HaOJIOCHUE 1EPMATOIOTOM, OKYJIHCTOM,
TEHETHKOM, HEBPOJOTOM, MPOJOJIKUTE TEpaIunio,
Ha3HAUYCHHYI0 KapAUOXHPYProM M TOCHHUTAIN3aIus
B KapJUOXHUPYPTUUYECKYI0 KIWHUKY B Ha3HAuCHHBIC
CpPOKH.

OCco0EHHOCTBIO JJAHHOTO Cily4yas MOYKHO CYUTATh
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IpeBaIUpPOBaHUE KOXKHOTO CHHAPOMA, OTCYTCTBHE CO-
myTcTByowei naroioruu co croponsl [IHC, rnas, Ha-
JIUYre BPOXKAESHHOTO MMOPOKA CEP/La, @ TAKXKE OBICTPYIO
CMeHY cTaJiiii BeIchinanuii Ha ¢poHe Tepanuu. Cienyer

OTMETHUThH, YTO KIIMHUYECKHUI TMarHo3 B JAHHOM ClIydae
OBUT MTOCTABJIEH NMPH MOCTYIUIEHNH peOCHKAa B CTAINO-
Hap, a B MOCJIEAYIOUEM ITOJTHOCTHIO MOATBEPIKICH CIIe-
[UATICTaMU MEIHKO-TeHETHYECKOTO LEHTPA.

Puc.1, 2 SputemaTo3Ho-nanyne3Hble M3MEHEHUA Ha KOXe Y AeBOYKMU
C yYyacTKaMu KOpo4ek U 3po3uii

Puc.5, 6 CocTosiHMe KOXHbIX NOKPOBOB B AUHAMUKeE (Yepe3 2 HeJenu nocrie NocTynneHus)
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BHUITAJOK I3 NPAKTUKHN: CHHAPOM
BLOCH-SULZBERGER

O.B. Bopooiiosa, O.K. I'onoexko*, T.B. /lucenko**

HanionaabHa MegHMYHA aKageMis MicJasIAUNIOMHOT
ocitu im. II. JI. Ilynuka
(m. KuiB, Ykpaina),
JoHeubkuii HALIOHANBLHUN MeIUYHUI YHiBepcUTeT
iMm. M. I'opbkoro*,
JoHenbKuii 00,1aCHUI MeAUKO-TeHeTUYHUI HeHTp**
(m.JoHenbk, Ykpaina)

Pe3roMe. VY crarri mpexcraBneHMi KIiHI9HHIH
BHIIAJIOK CIIaJIKOBOTO 3aXBOPIOBAHHS Y HOBOHAPOXKe-
Horo - cuHApoM BLOCH-SULZBERGER (cimeiina
tdhopma HeTpuMaHHA mirMeHTy). OcobmuBicTIO JaHO-
ro BUNAAKy MOXHa BBa)XKaTH IPEBAJIOBAHHS IIKIp-
HOTO CHHJAPOMY, BIJICYTHICTh CYNMyTHBOI MaTONOTIi 3
6oxy LIHC, oueli, HasgBHICTh BPOIIKEHOI Bagu CepIs,
a TaKOX MIBHIKY 3MiHY cTafiif BHCUNY Ha TIi Tepa-
mii. Kniniuewit niarHo3 OyB MOCTaBICHWI NMpHW Han-
XO/)KEHH]1 JAMTHHH O CTalioHapy, a B MOJAJbLIIOMY
MOBHICTIO MiATBEPKEHUH (PaxiBIIMH MeIHKO-TCHE-
THYHOTO IEHTPY.

Y BiAmiNeHHS NATOJNOTil HOBOHAPOIKEHUX Ii-
BYMHKa moctynuia y Bimi 1 micsus. [Ipu ormsami mau-
THHY 3BEpPTaB yBary moiaiMopdi3M mKipHOTO CHHAPO-
My: AUISHKM €pHUTEMaTO3HO-NMANyJIbO03HOTO BHCHILY,
MICI[IMH 3 KOPOYKAMU 1 €pO3isIMHU, a TaKOXK HACITIIKI
MONEpPEeHFOTO BHCHUMY y BHUIIAAI mirmMeHraii. Ilir-
MEHTHI TUISIMHA KOPHUYHEBOTO KOJMBOPY 31 CBITIIIIHMH
KpasMu Manu GopMmy Kpamenb (Opusku Opyny), pos-
TAaIIOBAHUX Yy BUTIAAI PIBHUX, IMapaieilbHUX, HAMiB-
Kpyrux abo 3BHBUCTUX CTPiYOK; BOHM ABOCTOPOHHI,
CUMETPUYHI 1 PO3TAIMIOBYBAJNCS MEPEBAXHO Ha XKH-
BOTI 1 KiHI[IBKaX. Y mepudepudHiit KpoBi - ITeHKOIH-
T03 (48,3 THCSYi) 3 BUpaX)eHOK eo3uHO(iTie0 (BiX
48 no 76%). Eo3unodinis po3BuBamacs mapaneiabHO
31 IIKipHUMU 3aMalbHUMU 3MiHAMH i 3MEHITyBallacs
OJTHOYACHO 3 BCTAHOBIEHHSM IITMEHTHOTO CTaii.
JlomaTkoBO IiarHOCTOBAaHHH MOPOK cepid. liBunmHKa
Bunucana Ha 30 moOy 3 HOopMai3alicio MOKa3HUKIB
KpOBi 1 HasBHICTIO MBOCTOPOHHIX, NiHIWHUX, CHMeE-
TPUYHO PO3TAIMOBAHUX (TMIEPEBaKHO HA JKUBOTI 1 KiH-
[iBKaX) AIISHOK IIKipHOT MirMeHTaIii.

Karw4oBi cioBa: mosonapomkennii; mxipunii
CHUHJIPOM; CIaJKOBE 3aXBOPIOBAHHS.

CASE FROM PRACTICAL EXPERIENCE:
BLOCH-SULZBERGER SYNDROME

0.V. Vorobyova, O. K. Golovko*, T. V. Lysenko**

P. L. Shupyk National Medical
Academy of Postgraduate Education
(Kyiv, Ukraine),

M. Gorky Donetsk National Medical University*,
Donetsk Regional Center
of Medical Genetics**

(Donetsk, Ukraine)

Summary. The paper presents a clinical case
of hereditary disease of the newborn - BLOCH-
SULZBERGER syndrome (familial incontinentia
pigmenti). The peculiarity of this case can be
considered as the prevalence of cutaneous syndrome,
lack of comorbidities of the CNS, the eyes, the
presence of congenital heart disease, and quick
change of stages of rash during therapy. The clinical
diagnosis was made during admission of the child to
the hospital, and later fully confirmed by the experts
of medical genetic center.

A newborn girl was admitted to the department
of pathology at the age of 1 month. Polymorphism
of cutaneous syndrome attracted attention during
the examination of the child: areas of erythematous-
papular rash, sometimes with crusts and erosions, as
well as the effects of previous eruptions in the form
of pigmentation. Brown spots with lighter borders
were in the form of drops (splashing mud), arranged
in flat, parallel, semi-circular or winding tapes; they
were bilateral, symmetrical and located mainly on the
abdomen and legs. In peripheral blood leukocytosis
(48.3 thousand) with marked eosinophilia (from 48 to
76%) was found. Eosinophilia developed parallel to
the skin inflammatory changes and decreased at the
same time pigment stage was detected. Heart defect
was additionally diagnosed. The girl was discharged
from the hospital on the 30th day with normalized
blood counts and the presence of bilateral, linear,
symmetrically arranged (mostly on the abdomen and
extremities) areas of skin pigmentation.

Keywords: newborn; skin syndrome; hereditary
disease.
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