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OpPPAHHI 30XBOPIOBAHHS B ASOMATOAOT

OxapakTepusoBaHo cTaH 1IpobeMu OphaHHUX 3aXBOPIOBaHb. IIpeicTaBieHo 1epMaToJIOTIuHI CIIOCTEPEKEHHS 3aXBOPIO-
BaHb, SKi MiAMaJAI0Th i KpUTepii ophaHHux, ABOX BUIAAKIB MTMEHTHOI KCEPOJAEPMU Ta TPUXOPUHODATAHTEATLHOTO

cunzpomy I tumy.

K.mouosi cioBa

Opdanni 3aXxBopioBaHHs, MrMEHTHA KCEPOAEPMa, TPIXOPUHO(MATAHT€ATbHUN CHTHIPOM.

inkicai (opdanni) 3aXBOpIOBaHHA 3yCTpida-

I0ThCS 3 HEBU3HAYEHOIO YaCTOTO0, CTAHOBJISITH
3arposy SKUTTIO IMalliEHTA, XPOHIYHO IIPOrPeCyIOTh
Ta B pa3i HENMPU3HAUEHHS JIKYBaHHS TPU3BOIITH
10 cMepTi abo moKUTTEBOI iHBasiaHoCTi. Ha cho-
TOJIHI €IMHOIrO IX BU3HAYEHHS, IK 1 OAHO3HAYHUX
KPUTEPIIB 3apaxyBaHHsI 3aXBOPIOBAHb JI0 1€l I'Py-
1, He icHye. PifKicHi 3aXBOPIOBAHHS XapaKTePU3Yy-
I0ThCS TMUPOKUM CIIEKTPOM BUSIBIB Ta CUMIITOMIB.
Y GibIIOCTi BUITAIKIB BOHU MOKYTh OYTH OYeBU/I-
HYMU 3 HAPO/UKEHHST a0 CIIOCTEPIraTUCs B IUTSIO-
My Billi, ogiHaK 6sn3bko 50 % 3aXBOPIOBaHb BUSIB-
JIFI0TBCA ¥ opocyomy Bitti [6, 11, 13].

Tepmin «opanHiy BxkuBaeThes 3 ciunst 1983 poky,
ko B Criosydenux Illtatax Amepuku Oysio npu-
HHSTO 3aKOH PO JIKAPChKi 3acO0M IS JIIKYBaHHST
pizkicaux 3axsopioBaib (Orphan Drug Act). Bin
BusHauuB 1600 pigkicHUX XBOPOO, IPUYNHK BUHUK-
HEHHST IKUX Ta MU TaHHs JIKYBaHHsT OyJI1 MaJio BUBYE-
Humu. el akT ymnepiie periaMeHTyBaB He JIMIIE
HasIBHICTDb PIJIKICHUX 3aXBOPIOBaHb, a W IJIbIU ISt
BUPOOHMKIB JIKiB, XapUOBKX TIPOLYKTIB, METTIYHOTO
obJraTHaHHSI, HeOOXIIHUX /75T TakuX marfienTis [11].

3a OIliIHKaMM eKCIIePTiB, 11l 3aXBOPIOBAHHST Ma€
2—4 % wnacesienns. Jluiie B €Bporn HaJUy€eETHCS
25 mura Takux namientis. [loTwkus y cBiTi Busis-
JISETBCA B CEPEIHBOMY ITSITh HOBUX HEBUBUEHUX
xBopob. 3a ganumu EURORDIS (€sponeiicbkoi
opranizarii 3 piIKiCHUX 3aXBOPIOBaHb ), Ha CbOTOTHI
HaIiuy€eThest OIM3BKO 5—7 THC. OpdaHHUX XBOPOO,
BiJl IKUX CTPAXKAA0Th 6—8 % MelnrkaHIiB €Bpornu.
Bimzbko 80 % opdaHHIX XBOPOO XapaKTePU3YIOTh-
¢4 TeHEeTUYHUMU TopylleHHsAMU. BiciM 3 zpecsatu

BUTIA/IKIB € CIT/IKOBUMMU 1 3’ IBJISIOTHCS BHACJIIIOK
MyTallii TeHiB y MOMeHT 3a4aTTs [13].

Y pisHux KpaiHax MOMUPEHICTh XBOPOO pi3Ha,
0COBJIMBO 1€ CTOCYETHCST 3aXBOPIOBAaHb 3 AyTOCOM-
HO-PEIleCUBHUM THUIIOM YCIAAKyBaHHS Ta iH(beK-
uiitnux. Y Pocii piakicHIMY BBaKalOThCSA XBOPOOH,
AKi ypakyoTh He Gisbiie Hizk 10 oci6 wa 100 Trcsy
[6]. Bianosigwo 1o 3akony Ykpainu Bix 15.04.2014
Ne 2461 «IIpo BHecenns 3min 10 OCHOB 3aKOHOIAB-
cTBa YKpaiHW 1IPO OXOPOHY 3/0POB’sI 100 3a0€e3-
nevyeHHd TPOMITaKTUKA Ta JIKYBaHHS PiIKiCHUX
(opdanHux) 3aXBOPIOBaHb» BU3HAYAETHCS ITOIIH-
penicTb He yacrime Hix 1: 2000 [11].

ITpobaema piakicanx xBopob B YkpaiHi crae Bce
GIJIBII AKTYaJIbHOIO, OJIHAK MTPAKTUYHI JIKapi Maio
3HAIOTH PO 111 cTaHu. BOHU He [iarHoCTYI0ThCsT 260
JIarHOCTYIOThCS Ti3HO, MpobieMu opdaHHUX 3aX-
BOPIOBaHb HEIOCTATHHO OOTOBOPIOIOTHCSI B HAYKO-
Biil Ta MeauuHiil smiteparypi. HesperyiaboBanumu
JIMINAIOTHCS 1 MUTAHHSI 0COOJMBOCTEl HA/laHHST Me-
JIUTIHOI IOTIOMOTH TakuM xBopuMm [11].

Y po6oTi HaBeeHO ABa BUIAAKHU 3 [IPAKTUKH,
K1 MATagaioTh M KpuTepii opaHHUX 3aXBOPIO-
BaHb, 30KpeMa MrMeHTHa KcepojepMma (2) Ta Tpu-
xo-puHo-damnanreanbunii cunapom (TPDC).

[TirmentHa kcepogepma (xeroderma pigmento-
sum) — piAKicHUIT TeHO(OTOAEPMATO3, IO XapaKTe-
PU3YETHCS IIABUINEHO YYTJIUBICTIO MIKIPU O CO-
HAYHOT'O OTIPOMiHEHHS 3 PO3BUTKOM ITITMEHTHOI /IHC-
xpomii Ta auctpodii MIKIpH, IO NPU3BOAUTH 0
YTBOPEHHS HeOTIa3M. THIT yCagKyBaHHS ayTOCOM-
Ho-petiecuBHUN. Ynepiie onucaB M. Kaposi y 1870
porii. Yacrora TTMEHTHOI KCEpPOAEPMH CTAaHOBUTH
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1: 250000 y CIIIA / €spori; 1 : 40000 y Anownii
[7—9].

3a cy4acHUM YSBJIEHHSIM, 3aXBOPIOBAHHS CIIPU-
YUHEHe CMaJKOBUM /le(heKTOM permapaTuBHUX dep-
MeHTiB. MOXJIUBUI MaTOTeHETUYHUN MeXaHi3Mm
MIrMEHTHOT KCEPOIEPMHU TTOJISITAE Y TEHETUIHO 00-
ymosisienomy nedekti JIHK-nosimepas ta peruiikas
(enmonyxkJeas), IKi B HOPMi BiZTHOBJIIOIOTE JIOKAJIb-
Hi cTpyKTypHi «monoMkn» [JTHK. 3a HenoctaTHBOI
aktuBHOcTi y /IHK HakonmuyeTncs 3nayHa Kisrb-
KicTbh MikpozieeKTiB, OKPiM TOTO, BOHA CTAE Uy TJIH-
BOIO /0 KOPOTKOXBWJIBOBOTO YJIBTPacdioseToBOTO
OTIPOMiHEHHSI, sIKe [eCTPYKTUBHO [i€ Ha 11 po3Ta-
nryBanHsg y mpoctopi. CriocTepiraeTbed pefyKItis
ab0 MOBHE 3YIMHEHHs PeNapaTUBHUX MPOIECIB Y
JTHK-xmituHax Oyb-sKOTO THITY: KEPAaTHHOIUTAX,
dhibpobmacrax, miMponuTaX, KOH IOHKTHBAJIbHUX
KJIITUHAX, TeNaToIuTax [J, 7].

3aJIeKHO BiJl CTYIIEHST BUSIBY YPasKeHHS TOro abo
IHIITOTO (hbepMEeHTY PO3PI3HATOTH CiM KOMTIJIEMEHTap-
HUX THUIIB mirMeHTHOI Keepoaepmu: A, B, C, /I, E, F,
G, KOXXHUH 3 IKNX TIOB’I3aHUH 3 PI3HUMU TTOTITKO/I-
JKeHHSIMU TeHOMHUX HYKJIeoTuIiB. Bigomo, 1110 My-
TAHTHUIT TeH pu cyOTHIi A JOKaTi30BaHUI Y XPO-
mMocomi 9, a pu cyOoTumi B — y xpomocomi 2 |5, 9].

[lepmi o3nakm 3aXBOPIOBaHHS 3 SABJILIOTHCS Y
Billi Bizg 3 Mic 710 3 POKIB, MOMKIUBIIT TAKOXK OiJIbIII
i3HII TOYATOK MAaTOJIOTTYHOTO TPOIIECY.

Y po3BUTKY 3aXBOPIOBAHHS BU/IJISTIOTH TPU CTAIII.

[lepma cramiss XapakTepusyeThcs TOSBOIO Ha
MIKIPI BIAKPUTHX ALISHOK Tijia (06Irdyst, i, KiHiii-
BOK), SKi TIOTPAIJIAIOTH il Tif0 COHSIIHOTO OTPOMi-
HEHH:I, BUPAyKEHUX 3aI1aJTbHUX 3MiH Y BUTJISII CTIHKOI
€pPUTEMHU, CYXICTIO IKIPH, IFMEHTAII€I0 TUITY BECHSI-
HOK, JiIeHTUr0, (hoTo00bi€I0, CILO30TOYUBICTIO.

[pyra craaig 3a3Buvail MOYMHAETHCSA Yy Billi
8—10 pokiB. 3’IBISAIOTbCS KepaTO3U, KepaToaKaH-
TOMH, JIJITHKY aTpodii, TimepmirMenTartii, Harmapy-
BaHHsI JIyCOYOK, TeJleanriekTasii, 60poaaByacTi pos-
pocTaHHs, TPIMWHA, eK3eMaTU3allisd Ta epO3UBHO-
BUPA3KOBI 3MiHU MIKiPU, TOTOHIIYIOTBCS XPSIITi
HOCA, BYIITHI PaKOBWHH, 1e(OPMYIOTHCS TTPUPO/IHI
OTBOPU (3BY>KYIOTbCSI HOCOBI XO/Id, POTOBUIA OTBIP),
BUITA/IAI0Th Bil 3 BUPa3KyBaHHIM CJIM30BOT 060JIOH-
KM IIOBiK, HEIIOKOITh (poTodobis.

g TpeThoi (MyXTUHHOI) cTazii, dKka 3a3BUYail
MMOUYMHAETHCS B IOHAIIBKOMY Billi, XapaKkTepHe yTBO-
PEHHsI Pi3HUX A0OPOSKICHUX Ta 3JIOSKICHUX MyX-
aun (pibpomu, aHTiOMU, KEpaTOMU, CKBAMO3HO-
KITITUHHUH pak, MesJlanoMu Ta inmie). OKpiM Xapak-
TEPHUX MKIPHUX CUMITTOMIB, ITITMEHTHA KCEPOJIEP-
Ma MOKe CYMPOBOIKYBATUCS 3aTPUMKOIO POCTY Ta
PO3YMOBOTO PO3BUTKY, aTakci€rwo, adasiero, Helo-
PO3BUTKOM CTaTEBUX 32703 [7].

[ludepenniiioBanuii iarHo3 MirMeHTHOI KCepo-
JIepMU TTPOBO/IATH 3 TPUPOKEHUMH JTMCKEPATO30M,

nolikinogepmieto ToMcoHa, MHOKUHHUM JIEHTUTI-
Ho3uuM cuuzpoMoM (LEOPARD-cunznpom) [3].

XBopoba Ma€ HECIPUATAUBUN IIPOTHO3. 3a3BU-
yall HacTae JleTaJbHUI KiHellb, HailuyacTilIMMU [1pU-
YUHAMU $SIKOTO € MeJIAaHOMa Ta CKBAaMO3HO-KJIi-
tuaHuil pak. [lonax 60 % XBOpUX Ha MirMEHTHY
KCepojiepMy TOMUPArOTh y Billi 6;13bK0 20 POKiB.
OpHak JiestKi MalieHTy 3 MOMipHUM HiepebiroM XBo-
PO6H JIOKUBAIOTD JI0 CEPEAHBOTO Ta HABITH MOXMJIO-
TO BiKy 32 YMOBU JIOTPUMAHHS CBITJIOBOTO PEKIMY
Ta BYACHOTO BU/IAJIEHHS ermiTesioM [5].

XBOpi IOBUHHI YHUKATH BILIMBY Ha IIKIpPY CO-
HYHOTO yasTpadioreroBoro ompominents (YDO),
0c06/BO Hebe3neuHnx cepenHboxBIboBrx (UVB)
Ta 10BroxBusiboBux mpomeHis (UV A), 1110 nos’si3a-
Hi 3 Po3BUTKOM paky uikipu. UVB BBaxkaioTs oc-
HOBHUMU iHAYKTOpamMu ymkomxkeHHs /JHK. Oc-
kinbku npoMerni UVB gianasoHy makcumaibHO
JocsaTaoTh oBepxHi 3emui 3 10-1 7o 16-1 rogunu,
MEePIIOYEPTOBUM € CKOPOUYEHHST epeOyBaHHS XBO-
PHYX Ha COHIII caMme B 11eif yac. KanmieporeHes BUKJIN-
KaloTh Takosk TpoMeni UV A, ki, KpiM TOTO, TOTEH-
1if0I0Th KaHteporeHuuit edext xsuab UVB. Bonn
MPOHUKAIOTH OiJIbIIT ITHOOKO B IEPMY Ta TiIOAEPMY,
a IXHiIil TpuBanuii BIVIUB 1HAYKYE MECTPYKTHUBHI
3MIHU CHIOJIYYHOI TKaHUHU. JledKi 0CTiIHUKN BBa-
JKa0Th, 1110 TpoMeHi UV A BUKJIUKAIOTh IMYHOCYTI-
pecilo, TUM CaMMM BiJIirpalOTh BAKJIMBILLY POJIb Y
PO3BUTKY MeJlaHOM, Hixk ipomeni UVB [1].

[l mucnancepHoTOo CocTepeKeHHs XBOPUX Ha
ITMEHTHY KCEPOAEPMY MOTPIOHO BUKOPUCTOBYBA-
TH KOMTIJIEKC 3aXO0/1iB, CIPSIMOBAHUX HA 3HMKEHHS
excriosutii YOO — (oTompoTeKIiii, cepel sKoi
BUJIITIATOTH €K30- Ta €HIOTEHHY.

Ex3orenna hoTOmpOTEKITiSI TOEMHYE 3aXUCT Bifl
npomeris UVA ta UVB rta nepenbayae BUKOpUC-
TaHHsI (hOTO3aXMCHUX 3aC00iB: eMyJibCiit (KpeMiB),
CTIpEiB, OJiil. 3 OISy Ha MOCATHEHHS OCTaHHIX
POKIB 0COGJIMBOTO iHTEPECY 3aCJAYrOBYIOTh TIperna-
paru 3 HOBOIO cucteMoio (inbrpiB MEXOPLEX® —
«Antremioc XL ¢uroin ekcTpeMs: MaKCUMaJIbHUNA
UVB-cryninp 3axucty SPF 50+; UVA-saxucr
PPD 38, TpuBaJjicTh moHaJ 5 roji Ta BUCOKA CTiii-
KicTh mo aii Boan [1, 12].

Enporenna ¢hoTonpoTeKIrist — 11e pe4OBUHU JIJIsT
MPUIOMY BCEPEANHY, IKi MATOTh IOMOMIKHIH eherT
3aBJ/ISIKM TIPOTU3ANMAJbHIN Ta aHTUOKCUJIAHTHIN il
3a PaXyHOK 3MEHIIEHHS KiJIbKOCTI BIJIbHUX PaJInKa-
JIiB, IPUCKOPEHHS PereHepaTuBHUX TpolieciB. Taky
mito 9mHATH ToKodeposy aretat (BitTamin E), ac-
KOpOiHOBa KUCJIOTA, PETUHOJ, CEJIeH, IIUHK, B-Ka-
potuH, nomidenonn, daasonoinu [1]. Ockimbku
OCTaHHIM 4acOM HAKOIUYUJIOCS HGaraTo JaHUX PO
nito iHTepdepoHy Ha Pi3HI KMTUHHI (YHKIII, 30-
KpeMa i Ha OINH 3 MEXaHi3MiB 3aXUCTY KJIITUHU —
1polec perapartii, s JiKyBaHHS [MITMEHTHOI Kce-
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Puc. 1. Xsopwum K. MirmeHTHO Kcepoaepma

POziepMHU BUKOPUCTOBYETHCA iHTEPMEPOH, TIO CTUMY-
siroe pertaparuBamii cuHTes JIHK y kmitunax |7, 8].

3a paxyHOK peTesbHOTO (hOTO3aXUCTY IIKipH
MOJKJIBE CyTTEBE TIPOJIOBKEHHS TPUBAJIOCTI KUTTS
XBOPUX Ha MIrMEHTHY KCEPOJEPMY.

BpaxoBytoun pifiKiCHiCTb TTATOJIOTi1, HABOAMMO 3
MIPAaKTUKU CITOCTEPE;KEHHS IBOX BUTA/IKIB MIITMEHT-
HOI KCepo/IepMU.

Bumanoxk 1. Xeopuii K., 2002 poky HapomKeHHs,
MemlIKaHerb XMeJbHUIbKOI 00/1acTi, BIepiie BCTa-
HOBJIEHO [[iaTHO3 TITMEHTHOI KCepo/iepMU B sKOBTHI
2005 poky [8]. IlepebyBae T CIIOCTEPEKEHHSIM Ta
Jikyetbes 3 cigasg 2006 poky 10 CbOTOHI.

3 aHaMHe3y 3aXBOPIOBaHHS BiJIOMO, 1[0 TIepIITi
O3HaKW XBOpoOW 3’stBUIIHCS Yy Biri 1,5 poky, Kosm
MiCJIST COHSTYHOTO ONPOMIHEHHS MIKIpy 00Jyust
BKPUJIA POKEBO-YEPBOHI TIJISAMHU, TICIIS PO3PilIeH-
HS SIKUX 3QJIUIIUJINCS CBITJIO-KOPUYHEBI TiJISTHKI
PI3HOTO PO3Mipy, IO HaraayBaau BecHIHKU. Kpim
TOrO, epeOyBaHHsI XBOPOTO Ha COHIII CYITPOBOLKY -
BaJIOCS CJIBO30TOYMBICTIO, TIOUEPBOHIHHAM KOH T0HK-
TUBU Ta CKJIeP. 3aroCTPEHHs MOYMHAJIOCS Y Bec-
HSHO-JITHIN TIepiof, KiTbKiCTh TMTMEHTHUX TIJISAM
30isbIyBasiacs Ha 00JIMYYi Ta BIAKPUTHUX AIISHKAX
Tijla, MeHIIe Ha MKipi Tysry6a.

[Tarosoriuni 3MiHM XapakTepHi s 00JIM4us,
M1i, TUJBHOI TIOBEPXHI KHUCTEH Ta TMepearia
(puc. 1), me criocrepiraloTbCsi [UCEMiHOBaHI TIiT-
MEHTHI TIJIIMHU CBIiTJIO-KOPUYHEBOTO KOJIBOPY OK-
pyrioi abo oBasibHOi (dopmu. IIkipa B mijstHIL
TUIIM TOHKA, CyXa, a Ha ii TTOBepXHi BUSIBJIAIOTHCS
MOOJIMHOKI 3ipyacTi TesieanriekTasii. OKyJict BcTa-
HOBWB /IiaTHO3 KOH IOHKTUBITY.

XBopwuii epebyBae 11 AUCTTAHCEPHUM CIIOCTEPe-
JKEHHSM Ta TEPIOIMIHO TPOXOANTH KyPCHU JIiKyBaH-
Hs1 peKoMOiHaHTHUMHE iHTEpdhEpOHaMM, TOKO(hEpOITy
areTaToM, acKopOiHOBOIO Ta (DOEBOIO KUCIOTAMH,
omera-3 IMoJliHeHACMYEeHUMHU KUPHUMU KUCJIOTaMU.
MicrieBo 3acTocoBye (hOTO3aXUCHI KPEMM.

Bunanoxk 2. Xeopuii 3., 2010 poky HaposKeHHSs,
MelTkaHelb MicTa YepHiBiiB. MaTu 3BepHyIacs Ha
aMOyJIaTOPHUIT TPUITOM Y TITKiPHO-BEHEPOJIOTIYHU I
3aksan Hampukiami civas 2014 poky. 3 ii coiis,
JIUTUHA XBOPI€ TIPOTATOM IBOX OCTAaHHIX POKIB.
Cxapry Ha OSBY TIJIAM Ha BiIKPUTIH Ta 3aKPUTIH
MOBEPXHSX MIKipu (MepeBa)kaTh Ha BIIKPUTIil),
CyXiCTh MIKIpH, CBITIIO0OSI3Hb, CJIbO30TOYMBICTB.
[lepii o3Haku 3aXBOPIOBAHHST BUSBUJIUCST B OJTHO-
piunomy Biti. I1iz BIIMBOM COHAYHOTO OTTPOMiHEH-
HS1 Ha MIKipi 06JUYYs YTBOPIOBAJIUCS ILISIMU PO-
’K€BO-UEPBOHOTO KOJBOPY, SIKi TIOTiM CTaBaJH CBIT-
Jo-KopuuHeBnMU. Ha mifsiHKax MIKipu nepeariiv
Ta 1JIe4a, 1o OYJIU MPUKPUTI OJATOM, 3’ ABJISIIUCS
CBITJIO-KOPUYHEBI TIJISIMU MEHII 1HTEHCUBHOTO
3abapsiienns. YepsoHa o6smiBKa Ty6 OyJia Cyxoro,
3 TPIlllUHAMMU, JIYIEHHSM Ta MyXUPIEBUMU BUCH-
MaHHIMA. [eHeTWYHO MiaTHO3 TMiATBEPIKEHO Y
JIbBIBCHKOMY MiZKOOIACHOMY MEINKO-TEHETUIHOMY
neaTpi Incruryry cmagkosoi marosorii HAMH
Ykpainu. PekoMeH10BaHO AMCIIAHCEPHE CIIOCTEpe-
JKEHHS Y JIEPMaTOoJIoTa, OKYJTiCTa, TeHeTHKA.
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ITiy gac oryisizy: mKkipa Tysyba ta KiHIIBOK CyXa,
TYprop Ta eJacTUYHICTh 3HWKEHi, Ha 0OJWYYi —
MHOKMHHI CBITJIO-KOPUYHEBI TTIrMEHTHI TJISIMU OK-
pyroi Ta oBasbHOI (hOpMHU, HA TIEPEAITIUYAX Ta
Ijeyax — CBITJIO-KOPDUYHEBI TJISMU, ajie MEHII
IHTEHCUBHOTO 3a0apBJIEHHS, Ha MIKiPi TIPaBOrO KPH-
Jla Hoca — HOBOyTBOpeHHs po3mipom 0,4—0,5 cm 3
JINCIIJIAa3i€io TI0CKOTO emiTemiio (puc. 2). Peko-
MEHJ0BAaHO BUKOHATHU OiOICiI0 3 BOTHUINA LIKIpU
TTPaBOTO KpHJIa HOCA.

¥ kBitHi 2014 poKy XBOPOT0 ITPOKOHCYJIBTOBAHO
B JIIarHOCTUYHO-KOHCYJIBTaTUBHOMY 11eHTpi [HCTH-
TYTYy JepMaToOKocMeTosoril fokTopa boromouelib,
[IPOBE/IEHO MaTOTICTONOTIYHE JJOCTIIKEHHS NIKIpU
IpaBoro KpuJja Hoca. [Tatorictosoriynnii BUCHOBOK:
Bucokoaudepentitioanuii (G1) MI0CKOKTITHHHUTT
3poroBisuii pak mkipu (ICD-O xox 8070/3). Bu-
KOHAHO XipypriuHe BUJAJeHHs 3JI09KICHOIO HOBO-
YTBOPEHHSI Ha IIKipi MPaBOro Kpujia HOca.

[lix ywac MOBTOPHOrO 3BEPHEHHS [I0 HAIIOTO
3aKJIALY ISt OTIePAaTUBHOTO BTPYYaHHS TAIliEHTOBI
PEKOMEH/IOBAHO JIiKyBaHHsT: CBiuKH «Jlahepobionys
110 500 Tuuc. MO 2 pasu Ha 106y 10 gHiB, HOBTOPHMIA
KYPC uepes 5 JIHiB ITiCJIst 3aKiHYeHHST TIEPIINOTo, BHYT-
pintabo «Cmapr-omeras st iteid 1 karic. Ha 100y
30 mgriB. MiciieBo /i TOCTITHOTO 3aCTOCYBAaHHS Ha
BiJIKPUTI JIJITHKY TiJIa BIeHb — (POTO3aXUCHUI KpEM
«Antresioc 50+», Ha 3aKPUTI TIJITHKY TiJIa Y 3B’ SI3KY
3 BUPA’KEHOIO CYXICTIO MKIPU — eMYJIbCist « ATOTIpay,
Ha JIJISTHKY [IKIpU HOCA, Ha SIKii [IPOBE/ICHO ollepa-
TuBHe BTpy4anHs, — 30 % MpoCIiinHOBa Ma3b.

XBOpUM PEKOMEHIOBAHO HOCUTHU OJIAT 3 JIITHOI
nohapOoBaHOI TKaHWMHN a00 HEHJIOHY, BOBHH, MOJIi-
ecrepy, ki Oinpire saxumaioth Big YDO, Hix
6aBOBHa.

[lincymoBytoun CHOCTEPEKEHHS], MOKHA KOH-
CTaTyBaTH, 10 y APYrOMY BUIAIKY O3HAKHU IIiT-
MEHTHOI KcepoaepMu OyJiu OiJibliie arpecUBHUMU Y
3B’SI3KY 3 TIOSIBOIO BOTHUIIA MaJIiTHI3aIlii.

Tpuxopunodananreanpuuii cuagapom ( Trichor-
hinophalangeal syndrom) — 11e oy 3 KJIIHIYHKX
BUABIB €KTO/IEPMAJIbHOI INCIIazii. XapaKTepHUMU
osnakamu TPOC € 1ioro HnpuUpoOmKEHICTh, IU-
(ysumii xapaktep Ta 3aJy4eHHS y TIPOIIEC eTriiep-
MicCy 1 IITOHAMEeHIIe OJTHOTO 3 IPUIATKIB. [eHeTuuHO
ta kiaiHiuHO po3pisustoTh [ Ta Il Tum TPOC. I tun
cunapomy Brepiie onucas A. Giedion y 1966 porti,
a B 1969 pomi L. Langer nmosizomus mipo 11 T mi€i
narosorii, gka micrana Ha3By Jlanrepa—Iimiona.
Xapakrep ycrnagkyBanug TPOC — ayrocomuo-
nominanTauin (JI.3. Kazanmena, H.A. DBesoBa,
M.B. Kypb6aros ta in., 1998), moAMHOKI MOBiZOM-
JIEHHS CBIZTYATh ITPO MOKIUBICTh &y TOCOMHO-Pelle-
custoro tumny nepemadi I Tumy TPDOC (Klingmul-
ler, 1967). Tlony isiiitHa yacToTa Ta MOMIMPEHICTH
3aXBOpIOBaHHS HeBizoMi [4, 9, 10].

Puc. 2. Xsopun 3. MirmeHTHO KCepoaepma

TPDOC I tumny xapakTepusyeThCsl HU3BKOPOC-
JICTIO, XapaKTepHUM OOJUYYSM 3 PO3IIUPEHUM
JIOHW3Y HOCOM Ta BEJIUKOIO BIJICTAHHIO MIiXK BEPX-
HBOIO I'y6OI0 1 HOCOM, HACTOBOYPUEHUMHU BYXaMHU.
Bisbiie vizk y 90 % BUMTAKIB CIIOCTEPITAETHCS TITIO-
Tpuxo3. Bosoccs Torke, TOTaHO POCTE, JTETKO BUTIA-
Jla€, iHoI BxKe /10 16 pOKiB pO3BUBAETHCS TOTAJIbHA
asonentist. /st boro TUITy XapaKTepPHI TaKOXK KJIH-
HOOpaXiJaKTUIIisA, KPUIOIOAIOHI JonaTku, Opaxi-
(hamanreanpHMl AM30CTO3, MO MPU3BOAUTH 10
30isbIeH st Ta jgedopMaltii, BUTUHY TIPOKCHMAJIb-
HUX MisK(aTaHTOBUX CYTJI00iB, YKOPOUEHHS OHI€T
a6o kimbkox asanr, KoHiYHUX emnidisiB daanr,
1HO/II 3yCTPIYAETHCS ACENTUYHUI HEKPO3 TIOJIIBOK
CTETHOBUX KiCTOK, HOPMAJbHU IHTENEKT [4].

TPOC II tumy (cunppom Jlanrepa—Tigiona)
BiZIPI3HAETHCSA Bifl | TUTTY MHOXKUHHUMU XPSIIOBU-
MM €K30CTO3aMU, SIKi Ha JTOTUK 0e300JIicHi, BijcTa-
BAHHSIM PO3YMOBOTO PO3BUTKY, TIOMIDHUM CTYIIe-
HeM Mikporiedaltii, BUABJISIETHCS TIEPEBAKHO B 0Ci6
4oJI0Bi401 crarti [4].

Jlanux npo tepariio TPDC 10 chorositi HeMae.
HaBoaumo criocrepeskeHHs.

Xeopa O., 1978 poxy HapOIKeHH:, MENTKAaHKa
XMeJbHUIBKOI 06J1aCTi, 3BEpHYJIacst y MPUBATHHIT
HIKIPHO-BEHEPOJIOTTUHMI 3akjaj 31 cKapramu Ha
piJike Ta JlaMKe BOJIOCCSI Ha TOJIOBI, a TaKOXK HOTO
BUTIQJIIHHSA; 3MiHY (OPMU TajbIliB KUCTEH Ta iX
301JIbIIIEHHST B PO3MIpI; MiIBUIIEHY YYTIUBICTH JI0
COHSIYHMX IIPOMEHIB; BUPQKEHY CYXICTb IIKipH,
BUCHUIIKY Ha TIJIeyax, CIIUHI, JKMBOTI Ta cTerHax. 3i
CJIIB MaTepi, olMcaHi 3MiHU 3 MEHIIUM CTyIleHEM
BUSIBY CIIOCTEPITaJucs 3 MEePIINX POKIB KUTTS.
Hapoaunacs TpeThoio ITUTHHOIO B POIUHI, IOHOIIIE-
Ha, Macolo Tija 4,2 Kr. ¥ maTepi 11iJ1 yac BariTHOCTI
Oysia HedpoTaTis, TOKCUKO3 APYrol MOJOBUHK Ba-
TITHOCTI.

ITix yac KJIHIYHOTO OIJISI/Ly XBOPOi BUSBJIEHO
xapaktepri st TPOC 1 tumny vepernHo-iuiboBi
aroMautii (puc. 3): Hic GyaBonoaioHoi hopMu, Byxa
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Puc. 3. Xsopa O. TpMxopUHOPAAQHI€AABHUIA CUHAPOM.
YepenHo-AnLbOBi AHOMOAIT, OGAUCIHHS. Aedopmalis
6yA0BU TiAG

HAcTOBOYpUEHi, HA TOJIOBI OOJIMCIHHST, GPOBU PIifIKi.
3wminena OygoBa Tijia: TpyaHA KJIITKA 3BYsKeHa 3
GOKiB, CKOJI103, JedopMallis majbI[iB BEPXHIX KiHIi-
BOK Ta kucteii (puc. 4). [IIkipa Tysny6a rineprirmeH-
TOBaHA, MIiCIIIMA BTOPUHHA JIETIITMEHTATTisT, He3HAY-
Ha CyXiCTh NIKipH Ta iH(IIABTPAIList IKIpU KUCTEIA.
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OpPaHHbIE 30OOAEBAHMS B AEPMATOAOTNM

Oxapakrepu3zoBana npobsema opbanHbix 3aboseBanuii. [IpencraBiensr gepmaTosorndeckue HabmoMeH st 3a00JIeBaHMI,
KOTOpBIE MO/IIAAI0T 0/l KpUTepuu opGanHbIX, ABYX CJydyaeB ITUTMEHTHOHM KCEPOAEPMbI U TPUXOPHUHOMATIAHTCATBHOTO
cungpoma I tuma.
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Orphan diseases in dermatology

The problem of orphan diseases is described. Surveillance of dermatological diseases that meet the criteria for orphan, two
cases of xeroderma pigmentosum and trichorhinophalangeal syndrome of type I is presented.

Key words: orphan diseases, pigmental xeroderma, trichorhinophalangeal syndrome.
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