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YV «/[ninponemposcvra meouuna axaoemis MO3 Vkpainuy

MpencTaBneHo kriHiYHe cnocTepexeHHs 4 ctagii cuHapomMy brnoxa—Cynbubeprepa y giB4nHkn 5 pokiB. [JeTanbHO pos-
rMAHYTO €TIONOrito | NaToreHe3 3axBOPBaHb, KMiHIYHI NPOSBM Ta OCHOBW 4iarHOCTUKM CUHAPOMY.

Knrovoei cnoea: etionorisi, KNiHiyHi NposiBu, natoreHes, cuHapom bnoxa—Cynbubeprepa.

nHapoM broxa—Cymeiideprepa — cmaakoBa

(opma TIOpyIICHHS TITMEHTAIii MKipH, sKa
9acTO TIOETHYETHCS 3 BaJlaMU PO3BUTKY 3y0iB, BO-
JIOCCsI, HIrTiB 1 ouei. CHMIITOMH 3aXBOPIOBAHHS
XapaKTepU3YIOTHCS BUPAKCHOIO CTAIIHHICTIO!

- CTI0YATKY Ha MIKipi 3’ IBISIETHCS epUTEMHA BU-
CUTIKA y BUTIISII TIJISIM 1 JTiHIH;

- TIOTIM Ha ii MiCIIi pO3BUBAETHCS TIillEPKEPaTO3,
10 3MIHIOETHCS TOANBIION0 TIMOMITMEHTAIE0 3
SIBUIIaM# aTpodil mKipw.

Hiarsoctuka cuaapomy broxa—Cymsitoeprepa
MIPOBOIUTHCS Ha ITiICTaB1 TaHUX:

- 00’ EKTUBHOTO CTaTyCy XBOPOTO;

- TICTOJIOTIYHOTO JOCITIHKEHHS 3pa3KiB MKIpH B
TUJISTHIT YpaKCHHS;

- BUBYCHHSI CIIAJIKOBOTO aHAMHE3Y;

- MOJICKYJISIPHO-TEHETUIHUX aHaJIi31B.

CrnenudigHoro JikyBaHHS IIi€i IaTojorii Ha
CHOTOHIIITHIH MOMEHT HE ICHY€E; BUKOPUCTOBYIOTh
CUMIITOMATHYHI 1 TATPUMYIOTI 3aX0AH PI3HOTO Xa-
paxrepy.

Cunnpom broxa—Cymerbeprepa (cimeitra dop-
Ma HEeTpHUMaHHS MITMEHTY, HEHPOIIIKi pHIA MeJTaHO-
0J1aCTO3) — TCHETUYIHE 3aXBOPIOBAHHS, [0 XapaKTe-
PHU3YETHCS TMOPYIICHHSIM METa00Ji3My MEJIaHiHy B
IIKipi 1 HU3KOIO CYMyTHIX Baj PO3BUTKY. Bmeprie
IIe 3aXBOPIOBAHHS Oylio omucaHo B 1926 p. mBeii-
apchbKuM nepmarojoroM b. bimoxom, motiM OB
JeTabHE BUBYCHHS JaHOI ITATOJIOTIi IIPOBIB aMepH-
kaHcbkuit emiarp M. Cymsioeprep y 1929 p. i, He-
3aJIEXKHO BiJ] MMOTIEPEIHIX AOCITIHHUKIB, HIMEIIBKUI
mikap I. Cimernc. Came ToMy B JiTepaTypi MOXKHA
3HAWTH I1HIIY HA3By IIOTO 3aXBOPIOBAHHS — CHH-
npom broxa—Cimenca.

VYmamocst 3’sicyBaTH, IO TATOJOTIS yCITaIKoO-
BYETHCS 34CIICHO 3 X- XPOMOCOMOIO; MIPU I[bOMY
MYTaHTHHUH ajellb € MOMIHAHTHUM. 3 i€l IpuJu-
Hu cuaapoMm broxa—Cymprbdeprepa y 6araro pasis
YacCTiIIe 3yCTPIUa€eThCs Y NIBUYATOK — CTATCBUH PO3-
ot mpuOmI3HO 6 : 210, OCKUTEKY HASIBHICTS ITiET
MyTarlii B eMOpPiOHIB YOJIOBIYOi CTaTi MPaKTHYHO
3aBXKAM € JETATFHUM 1 IPU3BOANUTH 10 MAMOBIJIb-
HOTO TiepepuBaHHs BariTHOCTiI [1]. Po3BuTok 3a-
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XBOPIOBaHHS Y XJIOITYHUKIB MOKE OyTH 00yMOBIICHO
TCHETHYHOIO MO3AIdHICTIO 3 HAsABHICTIO CYITyT-
HbOTO cuHApoMmy KmaitHdenprepa abo piakicHUX
TOYKOBUX «M’SIKHX» MyTaIliil. 3arajJilbHa 9acToTa
cuaapomy brmoxa—Cynprnbdeprepa cTaHOBUTH TPH-
omu3Ho 1 Ha 50 THC. HOBOHAPOMKEHUX [2, 3].

JlaHa TATONOTIsI PO3BHUBAETHCS BHACIHIIOK TPHPO-
mkeroro pedexry (mytamii) NEMO (nuclear factor —
kB essential modulator) | IKK-y (inhibitor kappa
kinase-y) TeHa, po3TanIoBaHOTO Ha XpoMocomi Xg28
[4, 5]. ToOBHUM YHHOM YPaXKaroThCsl TKAaHUHH 1 Op-
TaHU, TIOXiHI 3 EKTOAEepPMH a00 HEHPOH-EKTONEPMH,
IO TIPEIICTABIISE THIT EKTONEPMATBHOT aucrniasii [1].

Hyxneapauwit  dakrop «kamma-6i» (nuclear
factor kappa B, NF-KB) peryioe eKCcrpecito pi3-
HMX T'€HIB, BKJIFOYAIOYX I'E€HH, 1110 BIAIIOBIAAILHI 3a
CUHTE3 IUTOKIHIB 1 MOJICKYIT ajresii, siki 3a0e3me-
YYIOTh 3aXHUCT BiJ] allOTNTO3Y, IO iHAyKOBaHUH (ax-
TopoM Hekpo3y myxiauau (OHIT) [6]. MyToBanuii
reH y 50 % BUManKiB ycIagKoBY€ThCS Bill MaTepi,
sika CTpakJlae Ha HETPUMaHHS TirMeHty [7]. [momi
MyTaIllii TeHa BUHUKAIOTh de novo. MyTOBaHHA TeH
YJOJIOBIKAMH HE TIEPENa€ThCs. baThbkh, sSKI MarOTh
MO3aiuHICTh T€Ha, MOKYTh MaT ab0 HEe MaTh KJIi-
HigHI TIposiBH XBopobu [7]. Ilpn mpomy 3amaiapHa
CTafist MOXKe OyTH BiJICYTHBOIO 200 TPOSIBIATHCS
BHYTPIIITHBO-yTPOOHO.

Ha mpots3i ychoro >KHATTS Talli€eHTa KITiHIYHA
KapTHHA XBOPOOHW EBOJIOIIOHYE (Bi BE3HUKYIIO-
Oynmb03HUX, OyITHO3HUX EJIEMEHTIB N0 JIHIHHUX
Ta / @00 KPyrOBUX TIMOMIrMEHTOBAHUX CMYT 3 Bill-
CYTHICTIO Ha HUX BOJIOCCS 1 IMTOTOBHX 3aj103) i3 3a-
JY9eHHSIM J0 TIATOJOTIYHOTO TIPOIECy MPHUAATKIB
mKipu (Boyoccs, HIrTi), 3y0iB Ta TKaHWH OYeH i
IIeHTpaIbHOI HepBOBOI cuctemu [2, 8]. IlporHos
3aXBOPIOBAHHS 3aJICKUTH BiJl TNTHOMHH YPaKCHHS 1
YCKJIATHEHB 3 OOKY BHYTPIIIHIX OpPTaHiB i CHCTEM.
Tax, manmpuknan ypakenus [THC, ske 3ycTpidaeTs-
cs1y 33-50 % BuIaaKiB, MOXKE MPOSBISTHCS:

- pO3yMOBOIO BiJICTAJICTIO (3aTpUMKa TICHXid-
HOTO PO3BHTKY);

- arakciero (po3iax KOOPAWHAIII PyXiB);

- CIIACTHYHUM TIapaiiueM;
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- MiKpouedaie€ro;

- OIHOCTOPOHHIMHU CyIOMaMH, —

SIKI MOXYTh BHHUKHYTH BXX€ Ha JApPYruii abo
TPEeTii JeHb KUTTS AUTUHU [9-11].

OnHuM 3 HaMOLIBLI BUPAKEHHUX 1 MOIIMPEHUX
nposiBiB cunapomy broxa—Cynbubeprepa € nepma-
TO3, IKMI BUSIBISETHCS MPH HApOKEHH1 abo (pia-
11€) BUHUKAE [IPOTATOM MEPIINX THIB KUTTS HOBO-
HApO/PKEHOT0. Y PO3BHUTKY 3MiH HIKIpHUX OKPH-
BiB IpH LIl MAaTOJNOTI] CIOCTEPIraeThCsl XapaKkrep-
Ha CTaIiliHICTh, [0 TAKOX € BaXKJIMBOIO JiarHoc-
TUYHOK O3HAKOK. Jlokamizaris Takux 3MIH — Ha
O1YHMX MOBEPXHAX KiHLIBOK, TymyOa, mui, y310BK
niHiid bnamko abo mpoekuili OCHOBHHUX HEPBOBHX
CTOBOYpIB. Y OUIBIIOCTI BUITA KB BUIISIETHCS Y0-
TUPU OCHOBHHX CTajii IIKIPHUX CHMITOMIB CHH-
apomy broxa—Cynbuodeprepa:

- mepia crafis cuaapomy brnoxa—Cynbudepre-
pa XapakTepu3yeThCs HAasBHICTIO BE3UKYJ Ta / a00
MyCTYJ IPU HApOKEHHI a00 1X MOSBOIO MPOTITOM
niepmux 6-8 THKHIB XUTTS aAuTuHU [7, 13]. Bucu-
MaHHSA, MalOYM TEHACHLII0 10 yrpymnoBaHHs, Gop-
MYIOTh JiHiIHHY QOpMy Ha MIKipi KiHLIIBOK 1 Kpy-
roBy — Ha Tyny0i. Epurema Moxke po3BUHYTHCS Ha
Oy/ib-sIKil 9acTUHI Tifa, KpiM o0aMy4s. Y BMICTI
My3UPKiB BUSBISIOTH €o3uHO(imN. Y nepudepud-
Hill KpOBI BiJ{3HAYAIOTHCS JICHKOIMTO3 1 €03nHO(DI-
mist. KniHiuHa kapTHHA MOXe HaraJayBaTu KapTUHY
repretuuHoi abo GakrepianbHOl iH(ekwii [13];

- y OUIbIIOCTI BUNAJKIB BE3UKYIH MMOYMHAIOTH
perpecyBaTd 3 YTBOPEHHSM TilepKepaTOTHUYHUX
HallapyBaHb. Be3UKyIbO3HA CTafisl IEPEXOAUTH Y
BEPYKO3HY, SIKa JIOKaJi3y€ThCs MEPEBAKHO Y JHC-
TaJbHUX YaCTHHAX KIHIIBOK. Y e mepiox 1o ma-
TOJIOTIYHOTO MPOLECY MOXKE 3alydarucs i LiKipa
BOJIOCUCTOT YacTHHHU ToJoBH [14]. TpuBaiicts Be-
PYKO3HOI cTaii cTaHOBUTH Kinbka THXHIB. Y 80 %
BHITAJIKIB 10 6 MICAILIB )KUTTS TUTHHU IIKIPHI BH-
CUTIaHHS PETrPECYIOTh 3 TOSABOIO AUCTPO(Dii HIrTIB i
aHOMaJILHUM Npopi3yBaHHsM 3y0iB [15];

- TpeTs cTajis (CTadisl TimeprirMeHTarii), Han-
OimpIn XapakTepHa s cuHzapomy broxa—Cynb-
ndeprepa, IposiBIIETHCS y 98 % MallieHTIB i 3a3BH-
Yail 3aJIMIIAETHCS 0 KiHIS APYroro AECSTHIITTS
*UTTA [ 14]. OqHak, y psaai BUMAJIKIB TilEepIirMeH-
Taliss MOKe MPOSIBISATHCA 1 mi3Hime. Sk mpaBu-
70, TUISAMHU TiMepHirMeHTamii y BUIISAA JIHIHHUX
Ta / ab0 LUPKYIIOIUNX (OpM PO3TAILIOBYIOTHCS
y3noBxk JiHil brnamko [15]; npu uboMy HalOiIbII
BHUPAXCHO KOpPHYHEBE 3a0apBlIEHHS CIHOCTepira-
€TbCSl HA WIKIpl TynyOa. Y psal BUNAIKIB IUISIMH
mirMeHTawii MOXKyTb HOCUTH PO3CISIHUH XapakTep
10 BCbOMY IIKIpHOMY TIOKPOBY, HaraJylouu KapTh-
Hy «OpynHux Opm3ok». Hepinko crmocrepiraerbcs
JIOKaNbHUI MpOsiB XBOpoOM Ha WIKipi B obnacti
CIIHMIIb 1 TIPUPOAHUX CKIANOK [14]. Pan aBTopiB
BBKAIOTh, 110 JUISTHKYU TilepIirMeHTaIlii B 3a3Ha-
YEeHUX 00MacTsIX, 10 PaHille He 3aTy4eHHX 0 Ma-
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TOJIOT1YHOTO MPOLECY, HE MOXKYTb PO3IIISAATHCS SIK
pe3ynbTaT 3anajabHoro npouecy [15].

- 4eTBepTa crajis (TinomirMeHrarii) xapakre-
pHU3yeTbest aTpoiyHUMU, TIMEPXPOMHUMHM JIiHIH-
HUMH YPaKCHHSIMH, SIKi MIEPEBAXKHO JOKAIi3yIOTh-
sl Ha LWIKipi KIHLIBOK 1 XapaKTepu3yIOThCs BIJICYT-
HICTIO Ha IHX JUISTHKAxX Bosoccs [15]. Koiniuni
MPOSIBH CUHAPOMY CIIOCTEPIratoThCs SIK y MiJUTiT-
KOBOMY Billi, TaK 1 y 1OpOCIHX. 3aJy4eHHs 1O Mpo-
Lecy MpUAATKIB LIKIpU MPOSBISIETHCS PyOLIEBOIO
asionewni€ero 1 AucTpoiyHUMHU 3MiHAMHU HITTHOBUX
IUTACTHH, NEPEBaKHO BEPXHIX KiHIIBOK. TOYKOBI
BAaBJCHHSI a00 OOPO3HM Ha MOBEPXHI HIITHOBHX
IUTACTHH HEPIJKO 3 4acOM 3HMKaIOTh. OnucaHi BU-
MaKU OHIXOJI3iCYy | BHHUKHEHHS T1IHITThOBUX HO-
BOyTBOpeHb [ 15, 16].

HesBaxkatoun Ha pi3HOMAHITHICTH KIIHIYHHX
nposiBiB 1 cTaliil PO3BUTKY XBOPOOU, OCHOBHOIO
KITIHIKO-1arHOCTUYHOIO 03HAKOIO € PO3TaIlyBaHHS
BUCHIIaHb Y3OBX JiHIH eMOpiOHaJIbHOTO PO3BHU-
TKY IIKipH, TaK 3BaHUX JiHiKi bramko [7, 15, 17];
OCTaHHI BKa3yIOTb MPOBIJIHI LUIIXHU 3POCTaHHS Ta
Mirpauii KIiTHH mig yac emOpiorenesy. Sk i nep-
MaroMHu (CErMEHTH ILIKipH), BOHU HPOSBISIIOTHCS
JMHIMHUMH BHUSIBAMH Ha KiHIIBKax i KpyroBUMH —
Ha Tyiy0i. OJTHaK Ha BiZIMiHY BiJl IepMaTOMIB, JIiHii
bnamko He BiANOBiAAOTH CTPYKTypaM iHHEpBaLii
CIIMHHOTO MO3KY [7, 14].

KpiM mkipHOro mokpuBy, SIK yxe BKa3yBasocs,
npu cuaapomi broxa—Cynperbeprepa y mpouec Mo-
XKYTb 3aJTyyaTics iHIIi opranu i cucteMu. HaitOinbm
MOIMINPEHOI0 eKCTPAIIKIPHOIO MaHidecTawiero € 3a-
Jy4eHHs KicTKoBOI TKaHWHU (3yOm). Ha BigMiHy Bin
LIKIpHUX MPOSBIB, I 3MiHM MEPMaHEHTHi. Ypaxa-
IOTBCS SIK MOJIOYHI, TaKk 1 MOCTiHHI 3yOu y BUIVISLIL
rinoAoHTii (YacTKOBa BiACYTHICTH 3y0iB BHACIIIOK
iX Henopo3BHWHEHHs) ab0 aHOAOHTIi (BiACYTHICTH
3y0iB BHACHIIOK MOPYLIEHHS 1X po3BUTKY) [15]. ¥V
30 % Bunaakis cunapomy brnoxa—Cynbsudeprepa 3y-
cTpivaroThcs 3yon KoHiuHoi popmu [13].

VY JesKuX TaIli€HTIB, SKi CTPaXJAIOTh HA CHH-
npom brioxa—Cynbrdeprepa, 10 IPOIECcy MOXE 3aIy-
YaTUCsA TKAHWHU MOJIOYHOI 3aJI03U y BUIVIAl MOSIBU
JIOJTATKOBHMX COCKIB, IX acuMeTpii abo araszii [15].

Haii0inpm cepiio3He YCKIagHEHHS BUHHMKAE
NpY 3allydeHHi O MPOLEeCy OpraHy 30poBoi cHc-
Temd. CHEKTp KJIIHIYHUX NPOSABIB MIMPOKUH, ane
3 XapaKTepHOIO Ul JaHOT XBOPOOU acCUMETpi€lo y
BUIIIAII cTpabi3M, HicTarM, KarapakTd ado arpodii
3opoBoro Hepsa [13]. HaiiOinbin momumpeHoro ma-
TOJIOTI€I0 € BiAIIApyBaHHS CITKIBKH SIK Pe3ylbTar
imemivHOi Backyionarii [ 18].

Odranpmonoriuni Manidecranii Hepinko aco-
LIIOIOTHCS 3 HEBPOJIOTIYHUMH PO3JIaJaMu, SIKi MO-
KyTb OyTn npeactasineni [11, 15]:

- CACTUYHUM Iapajiuem;

- 3aTPUMKOIO0 MOTOPHOTO PO3BHTKY;

- MiKkpouedaliero.
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Jlani Mar"iTHO-pe30HaHCHOT ToMOTpadii ToI0B-
HOT'O MO3KY Y TaKMX Malli€HTIB CB1I4aTh PO HasB-
HICTB KiCT MO3KY, HEKpO3y KOpPH TOJIOBHOTO MO3KY,
arpoii 6a3anbHMUX raHDIiiB a00 BiACYTHICTH Mi€Ti-
Hizanii [19]; mpu bOMY YOJIOBIKH CTPKIAIOTH HE-
BPOJIOTIYHUMH pO3JalaM1 YacTille, HiX *iHKu [7].

Crnenuiynoi Tepamii 3aXBOPIOBaHHS HE iCHYE.
[IpoBOANTBCSI CHUMOTOMATHYHE, AHTUCENITUYHE JIi-
KyBaHHS; y MOJANbIIOMY — M’sKa KEepaToJIiTH4HA
tepamist. I[Iporno3 npu nerkux ¢opmax CHHAPO-
My — COPHUSTIMBUH; AYKE YaCTO CIIOCTEPIraeThes
ofyXaHHs 0e3 NpHU3HaYeHHS crenudiyHoro Ji-
KyBaHHS. Y BaXKMX BUNagKax CHHIpoMy biioxa—
Cynbideprepa HeOe3IeKy CTaHOBIAThH TH(EKIIHHI
YCKJIQJIHEHHS Ta HAsBHICTb PaHHIX O3HAK eMijer-
Cii, sika BaYKKO MiJIA€ThCS JTIKYBaHHIO.

Hamaemo BnacHe CHOCTEpEKEHHS CHHIPOMY
broxa—Cynbudeprepa y AiBYNHKH 5 POKiB.

Hutuna A., 25.08.13 poky HapoOmKeHHS, HalpaBs-
JIeHa JIIKapeM AWTSIYUM JIepPMaTOJIOTOM 3 METOI0 yTOd-
HEHHS JliarHo3y. 3a OCTaHHIN PiK JTUTHHA HEOJHOPA30BO
OIVIIHYTa PI3HUMHM JIKapsIMH JI€pPMaTOBEHEPOJIOTAMH, 1
OyJ10 BUCTABJICHO MiarHO3 «IXTi03».

Marepi 30 pokiB, BBaxkae cebe 1 OaTbka TUTHHU 3710-
poBumH. OOTSHKEHY CIIaAKOBICTh ITPH OMUTYBAHHI 3aTIe-
pedye.

3 aHaMHe3y BiJIOMO, IO JiBYMHKA HAPOAMIACS BiJ
MepIIoi BariTHOCTI, sKa TMpoTikana ¢iziomorigno. Ha-
ponmiacst Ha TepMiHi 39 TH)KHIB, y TOJIOBHOMY TEpe-
nesxanHi. [Tomoru TepMiHOBI PO3B’s3aHCS CaMOCTIHHO.
Maca Tina npu HapomkerHi — 3310 1, 3picT — 50 cm.

3i cimiB Mmamu: Ha meprmomy Micsiii SKUTTS TOSIBH-
JIUCh BUCHITAHHS Ha IIKipi oOnm9us, TymyOa, CiTHHIb,
KiHIiBoK. [TaTomoriyanii mporec OyB MPeaCTaBICHAN:

- IOYSPBOHIHHSAM IIKIPH;

- MaryJnamu;

- BE3UKYJIAMH 3 TIPO30PHM BMICTOM;

BE3WKYJIH PO3TAIIOBYBAIHCS Ha TilepeMiioBaHii
IIKipi Ta MaJH TEHICHINO 10 yTPYIIOBAHHS.

[TepepaxoBaHi MamMOI0 KIIiHIYHI TPOSBU BiIIOBiIa-
10Th Tiepmiii cranii cunapomy bioxa—Cymbsubeprepa,
10 BiAMOBiAae iTepaTypHuM gaHuM. Y 90 % Bumaakis
IIKIpHI ypaskeHHsI 3’ ABIISFOTHCS B TIEPIINi 2 THYKHI KHUTTS
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3 TOAAJBIIOK CTAIIIHOI EBOJIOIIEI KIIHIYHUX IPO-
SIBIB CHHAPOMY Ha IIPOTA31 ychoro XUTTs nauienra. ITo-
CIIIZIOBHICTB 1 TPHBAJIICTH LIUX CTaJill MOXKE BapilOBaTH 3
nepexpeltyBaHHsIM (3Mimmani Gopmn) abo BiJICYTHICTIO
onHi€T 31 cTamii [13].

Ha nepmiomy erami giBuuHII OyB ITOCTAaBICHUN Jia-
THO3 «AJICPTIYHHHN IepMaTHT», a Y TOJAIBIIOMY — «ATO-
miYHUH gepmatuty». KoMIuiekcHe JIikyBaHHS BKIIIOYAIIO:

- JOTPUMaHHS aHTHAJIEPTIYHOT J1€TH;

- IIPU3HAYCHHS AHTUTICTAMIHHMX TIperapariB, aHTH-
010THKIB, TPOOIOTHKIB,;

- MICLIEBO 3aCTOCOBYBAJIM IPUMOUKH, METHJICHOBHI
CHHIH, CTEPOIHI KpEeMH Ta Ma3i.

[Taronoriunuii npouec MaB MO3UTUBHY JHHAMIKY.

[Tix wac oy xBopoi (Puc. 1-4 Ha Briaani) 3Bep-
Tae Ha cebe yBary HasiBHICTb aTpO(iYHUX, TiIEepXpoM-
HUX JIHIHHUX ypa)keHb WIKipU KiHIIBOK 3 BiJICYTHICTIO
BOJIOCCSI Ha yPayKeHNX AIISTHKaX.

Ha mkipi cnuHM AiBYMHKHM PO3TAIIOBaHI Tilepx-
POMHI JIHIHHI ypa)XEHHsI, III0 € OCHOBHHMH KJIIHIKO-
JIarHOCTHYHUMH O3HAKaMH 3 XapaKTEepPHUM pO3Tally-
BaHHSIM BHCHIIaHb Y3/I0BX JIiHIH eMOpIOHAIBHOTO PO3-
BUTKY WIKipyu (miHil namko).

JliBuMHKa 3HAXOJMUTHCS HA CIIOCTEPEXKEHI 1 JIIKyBaH-
Hi y nikaps odranbemonora 3 aiarHozoM «Ctpabism i
BAaCKYJIONATIsl HEBIZIOMOTO TEHE3Y».

Ha mizcraBi anamHe3y, KiTiHIKO-MOP(OIJIOTi4HOT Kap-
TUHH (aTpodiYHMX, TINEPXPOMHUX JIIHIHHUX ypaKeHb
LIKIpY KiHIIBOK 3 BIZICYTHICTIO BOJIOCCSI HA Ypa)KeHHX
JIUITHKaX, TINePXpPOMHHX JIHIMHUX YpakeHb KiJblie-
1oioHOT 1 cMyroBUIHOI GopM y310BX JIiHiHM bramko),
odransMmororiynoi marosnorii (cTpadi3M 1 BacKysomaTis
HEBIJIOMOTO T'eHe3y) TUTHHI BUCTaBJIECHO JiarHo3 « CHuH-
npom brioxa—Cynbrdeprepay.

HesBakaloun Ha HEBHCOKY YacTOTy CHHJApO-
My bnoxa—Cynbnbeprepa, HeoHaToJoOrH, Ieia-
TPH, CiMEWHI JiKapi, JUTI4i KapAioNord, HEBPOJIO-
rd, O()TaJIbMONOTH 1 JEpMaTOBEHEPOJOTH MOBHHHI
nam’siTaTd OCHOBHI CHMIITOMH 3aXBOPIOBaHHSI Ha
PI3HHUX CTajisiX PO3BUTKY CHHIAPOMY Ta XapaKTepHi
3MIHH LIKIPH 1 il IPUAATKIB, 10 103BOJISIE CBOEYACHO
NPHUITYCTUTH JaHy TaToNOTi0 3 aJeKBaTHUM ILIAHY-
BaHHS JIIKyBaHHs Ta AUCIIAHCEPHOTO CIIOCTEPEKEHHSI.

matol. Clin. 1995. Vol. 13. P. 211 — 219.

4. Smahi A., Courtois G., Vabres P. Genomic rear-
rangement in NEMO impairs NF-xB activation
and is a cause of incontinentia pigmenti. Nature.
2000. Vol. 405. P. 466-472.

5. Nogueira A., Lisboa C., Eloy C., Mota A., Azeve-
do F. Vesicular rash in a newborn. Indian J. Der-
matol. Venereol. Leprol. 2009. Vol. 75. P. 330.

6. Makris C., Godfrey V. L., Krahn-Senftleben G.
Female mice heterozygous for IKKy / NEMO
deficiencies develop a dermatopathy similar to
the human X-linked disorder incontinentia pig-

171



B INOMOLLb NMPAKTUYECKOMY BPAYY

menti. Mol. Cell. 2000. Vol. 5. P. 969 — 979.

7. Scheuerle A., Ursini M. V. Incontinentia pig-
menti. Gene Reviews. Eds.: R. A. Pagon, T. D.
Bird, C. R. Dolan, K. Stephens, M. P. Adam.
Seattle (WA) : University of Washington (Seat-
tle), 1993-2009. https://www.ncbi.nlm.nih.gov/
books/NBK 1472/

8. Aradhya S., Bardaro T., Galgoczy P., Yamagata
T., Esposito T., Patlan H., Ciccodicola A., Mun-
nich A., Kenwrick S., Platzer M., D’Urso M.,
Nelson D. L. Multiple pathogenic and benign
genomic rearrangements occur at a 35 b dupli-
cation involving the NEMO and LAGE2 genes.
Hum. Mol. Genet. 2001. Vol. 10. P. 2557 —2567.

9.Lee Y., Kim S., Kim K., Chang M. Incontinentia
pigmenti in newborn with NEMO mutation. J.
Korean Med. Sci. 2011. Vol. 26. P. 308 —311.

10. Kim B. J., Shin H. S., Won C. H., Lee J. H.,
Kim K. H., Kim M. N., Ro B. I., Kwon O. S.
Incontinentia pigmenti: clinical observation of
40 Korean cases. J. Korean Med. Sci. 2006.
Vol. 21. P. 474 — 477.

11. Phan T. A., Wargon O., Turner A. M. Inconti-
nentia pigmenti case series: clinical spectrum
of incontinentia pigmenti in 53 female patients
and their relatives. Clin. Exp. Dermatol. 2005.
Vol. 30. P. 474 — 480.

12. Paller A. S., Mancini A. J. Disorders of both
hypopigmentation and hyperpigmentation. Hur-

witz Clinical Pediatric Dermatology, 3™ ed.
Eds.: A. S. Paller, A. J. Mancini. Philadelphia:
Elsevier Saunders, 2006. P. 280 — 283.

13. Succi 1. B., Rosman F. C., Oliveira E. F. Inconti-
nentia pigmenti. Do you know this syndrome? An.
Bras. Dermatol. 2011. Vol. 86. Supl. 3. P. 608 — 610.

14. Landy S. J., Donnai D. Incontinentia pigmenti
(Bloch—Sulzberger syndrome). J. Med. Genet.
1993. Vol. 30. P. 53 — 59.

15. Berlin A., Paller A., Chan L. Incontinentia pig-
menti: a review and update on the molecular ba-
sis of pathophysiology. J. Am. Acad. Dermatol.
2002. Vol. 47. P. 169 — 187.

16. Courtois G., Smahi A. NF-kappaB-related ge-
netic diseases. Cell Death Differ. 2006. Vol. 13.
P. 843 —851.

17. Nehal K. S., PeBenito R., Orlow S. J. Analysis
of 54 cases of hypopigmentation and hyperpig-
mentation along the lines of Blaschko. Arch.
Dermatol. 1996. Vol. 132. P. 1167 — 1170.

18. Darne S., Carmichael A. J. Isolated recurrence of
vesicobullous incontinentia pigmenti in a school-
girl. Br. J. Dermatol. 2007. Vol. 156. P. 600 — 602.

19. Pascual-Castroviejo 1., Pascual-Pascual S. I.,
Velazquez-Fragua R., Martinez V. Incontinen-
tia pigmenti: clinical and neuroimaging find-
ings in a series of 12 patients. Neurologia. 2006.
Vol. 21. P. 239 — 248.

HepepxaHue nurmeHta (cuHpgpom bBrnoxa-
Cynbubeprepa) : KNMHMYeCKoe HabnogeHune
OwoparoH A. ., lop6yHuoB B. B., MonuoH H. H.,
Canen E. A., llo’an XacaH MycTtacpa Anu

ry «[Henponemposckass meduyuHckas akademuss M3
YkpauHbi»

MpenctaBneHo knNuHMYeckoe HabniogeHve 4 cragum
cuHgpoma bnoxa—Cynbubeprepa y gesoukmn 5 nert. lNog-
po6HO paccMOTpPEHbI 3TUOMOrMSA U NaTtoreHes 3abonesa-
HUS, KNMUHUYECKUE NPOSIBIIEHNS U OCHOBbI AWArHOCTUKMN
cvHApoma.

Knroyeenie cnoea: KnnHUYeckme nposasneHna, nartore-
He3, cuHagpoma brnoxa—Cynbubeprepa, 3TMonorus.

Pigment incontinence (Bloch-Sulzberger
syndrome) : a clinical observation
Dyudyun A. D., Gorbuntsov V. V., Polion

N. M., Salei O. A,, Lo’ai Hasan Mustafa Ali
“Dnipropetrovsk Medical Academy of the Ministry of
Health of Ukraine” Sl

A clinical observation of Stage 4 Bloch-Sulzberger syn-
drome in a 5-year-old girl is presented. The etiology and
pathogenesis of the disease, the clinical manifestations
and the basis for the diagnosis of the syndrome are con-
sidered in detail.

Keywords: Bloch-Sulzberger syndrome, clinical mani-
festations, etiology, pathogenesis.

Jionon Anarosmii IMUTPpHEBHY — JOKTOP MEIUIMHCKUX HayK, mpodeccop, 3aBeqytommi kadeapoi
KOXXKHBIX M BeHeprueckux oonesneit ['Y «/lnenponerpoBckast MeMIMHCKas akageMusi M3 YKkpauHbD».

andd@ua.fm

TopOynuos BsiuecsiaB BsiueciiaBoBHY — JOKTOP MEOULUMHCKHX Hayk, mpodeccop Kadeapsl KOKHBIX U
BeHepuueckux Oonesnelt I'Y «/lnenponerpoBckas MeauuuHCKas akagemMus M3 YkpauHbD».

Monuon Haranbst HukosiaeBHA — KaHIUIAT MEIUIIMHCKUX HayK, JOLEHT, Kadeapa KOKHBIX U BeHepuyie-
ckux Oonesneit ['Y «JlHenponerpoBckast MeIMIMHCKas akajgeMuss M3 YKkpauHbD».

Caueii Elena AHaToJiMeBHA — KaHIUAAT MEAULIUHCKUX HAYK, aCCUCTEHT Kadeaphl KOXKHBIX M BEeHEpUye-
ckux Oonesneit I'Y «JlHenponeTpoBckas MeIUIMHCKas akageMust M3 VKpauHb»

Jlo’aii Xacan MycTada AJiu — KaHAMIAT MEULMHCKUX HAayK, ACCUCTEHT Kadeaphbl KOXKHbBIX 1 BEeHepuyie-
ckux Oonesnelt ['Y «JlHemporneTpoBckas MequiuHCKast akagemust M3 YkpauHbD».
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PucyHku k crarbe
Iwown A. /1., [opbynyoe B. B., Ilonion H. M., Caneti O. A.,
Jlo’au Xacan Mycmadgha Ani
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