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IXTIO3M Y OITEW. BPOOXKEHA
IXTIO3I®GOPMHA EPUTPOEPMIA BPOKA

Kniouogi cnosa. Ixmios, 6podoicena
epumpodepmis bpoxa, KiiniuHull 6UNAOOK.

Pe3tome. Ixmiosu — ye epyna 3axeopio8as 3 KAiHIYHUM MA 2eHe-
MUYHUM NOTIMOPDIZMOM, NO8 A3AHA 3 NOPYULEHHAM OPO20GIHHA MA

Xapakxmepuszyemuvcs BUPAMCeHUM IyujeHHam wkipu. binowicmos dhopm
Yb020 3aXBOPIOBAHHS € BPOOIICEHUMU | 8I00OPAdICAlOMb Pi3Hi hopmu
ycnaokogysanus. EnioepmansHuil 2inepkepamos maxkoxrc 6i0omutl

AK 8podicena epumpooepmisi bpoxa — 8podaicenuii ixmio3s, axuti
sycmpivaemocs 1 eunaodox na 200-300 mucay mooei. I'icmonoziuno
3aX60PIOBAHHA XAPAKMEPUIYEMBCA 2iNePKepamo30M, NOMmo8UeHHAM
P0O208020 wiapy WKipu, He3MiHHUM aO0 perlbeEQHUM 3ePHUCMUM Wa-
POM, @ MAKONHC 30ITbULEHHAM KITbKOCMIE OLISAHOK MIMO3Y, W0 CAPUs-
10mb YMBOPEHHIO 2inepnponighepamusHux enioepmanbHux oeghekmis.
Mu demoncmpyemo KuiHiuHUll BUNAOOK — XIONYUK 3 2eHEePaNi308aAHUM
2inepkepamo3om, cinepemicio, eposismu ma mpiuHamu no 6citl
noeepxui mina. ¥ xo0i npogedenozo cumnmomMamuiHo2o aiKy6anHs
cman oumuHu cmabinizyeascs. Pekomenoosana peabinimayis ma
wopiune NiKY6aHHsA 3 MEMOoI0 3MEHUEHHA KITHIYHUX NPOBI6 3aX60-
Ppro8antis. 3 Memoio NonepeoICceH st HAPOOAHCeHHsL Oimell 3 IXMio30M
OCHOBHA POTb BIOBOOUMBCS NPEHAMATbHIL OlAeHOCMUYI.

Ha cropiHkax nepioguyHUX BUIaHb BCE YaCTillIe
3yCTPIYAIOTHCS PIAKICHI BUIMAIKH 3 MPAKTHKH, SIKI
MPUBEPTAIOTH YBAary Mepll 3a BCe MPAKTHUKYIOUNX
nikapiB. ¥ 2010 poni koneru 3 JJoHEBKOro HaIio-
HAJbHOTO MEIMYHOTO YHIBEPCUTETY Ha CTOpPIHKax
KypHaly «310poBbe peOEHKa» 03HAHOMMIIN HAC 3
KITIHIYHUM BUIIaJIKOM BPOIIXKEHOI epuTpoaepmii bpo-
Ka 'y HOBOHapohkeHoro [ 1]. ChoromHi Mu Takox Mae-
MO Harojly IOBEPHYTHCS 10 MPOOJIEMH JIIarHOCTHKH
Ta JIIKyBaHHS 1XTi031B Ta MOJUIMTHCH PE3yJIbTaTaMu
BJIACHHX CIIOCTEPEKEHb 32 HOBOHAPOIKEHHM 3 IIi€10
IIaTOJIOTI€NO.

IxTiozipopmua eputponepmist bpoka BimHOCHTB-
sl 0 TPYIIN CHAJKOBHX JEPMaTO3iB, XapaKTepHOIO
PHUCOI0 SKOi € TOPYIICHHS MPOIECIB OPOTOBIHHS.
BigHOCHO BHCOKA 4acTOTa JaHOI [ATOJIOTII B 3arajib-
Hill CTPYKTYypi A€pPMAaTOJIOTIYHOI 3aXBOPIOBAHOCTI,
MEPCUCTYIOUNI nepedir, CHCTEMHUI XapakTep Io-
LIKOJPKEHHS, TPYIHOLII B JTIKyBaHHI Ta HA3bKa HOTO
e()eKTUBHICTh CTABISATh BPOKCHUH 1XTi03 B paHT
CKJIaJIHHUX Ta aKTyaJbHUX MPOOJIeM HE TUTbKY Ne/ia-
Tpii, ayie ¥ JTiKapchKOi MPAaKTUKH B3arai.

IxTio3 (ixmiozigpopmruuti depmamos, oughys-
Ha Kepamomd, caypuas) IOXOAUTh BiJl TPEIbKO-
ro «ichthys», mo B mepeknani o3Hadae «puday.
B nmeskiit Mipi, 11e TOSACHIOETHCS XapaKTEPHUMHU
KIIIHIYHUMH TPOSBaMU Ha WIKipi XBOPHUX y BUIIISAIL

JYCKOMOAIOHUX POTOBUX HAallapyBaHb, 10 AIMCHO
HaraayroTh JycKy puo [2].

[epmri HaraxyBaHHS PO BpayKeHHs LIKipH, SIKi Xa-
paktepHi Jyis ixTio3y, 3yctpivanucs me y [V-III Bikax
1o H.e. y Kurai ta B II-] Bikax 5o H.e. y €runri. Haii-
OLIBII TOYHO OINKCAB KIIiHIYHI ITPosiBY ixTiozy Pobept
Biyutan y 1808 poi [12], a aHDTIACHKHN JEPMaTOIOT
W. Wilson y 1842 porii 3anponoHyBaB TEpMiH «3aXBO-
PIOBaHHS IIKIpH Y BADIISAL puO’ 190l Jyckm» [22]. Ak
0aurMo, BXKE HE OJTHE THCSIUYONITTS BEILYThCS TTOLTYKH
HIOJI0 PO3TaJKH i€l ATOJOTIi 1 PO reTepOreHHICTh
XTI031B TOBOPUTH BENMKA KUIBKICTh HOTO BapiaHTIB:
Ichthyosis vulgaris (IV), Lamellar ichthyosis (LI, NCIE),
Harlequin ichthyosis (HI), recessive x-linked ichthyosis
(RXLI), CHILD syndrome, Sjogren — Larsson
syndrome, syndrome Chanarin — Dorfman (NLSD),
Gaucher disease, Niemann-Pick disease, keratitis-
ichthyosis-deafness syndrome (KIDS), Ichthyosiform
Erythroderma, Congenital Nonbullous Form BROCQ,
Nonbullous Congenital Ichthyosiform Erythroderma 1
(IECN1) [23].

3araapHONPUHHATOT KIacudikamnii iXTio3iB
Ha ChOroHI HeMae. B miTeparypi onucano 0arato
KITHIYHUX QOpPM JIMIIIE HA MiICTaBi 30BHIIHIX MPO-
sBiB 3axBoproBaHHs. Y 1964 pori Greiter 3amnporio-
HYBaB KJIIHIKO-TEHETUYHY KJIacu}iKaiito iXTio3y,
ska y 1965 poi Oymna nonosuena Wells. 11i aBropu
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BHUJIUJTMIIM ayTOCOMHO-AOMIHAHTHUN (BYJIbrapHUii
iXTi03, Oy;bO3HA iXTi031OpMHA epUTPOAEPMis) Ta
ayTOCOMHO-pELeCUBHIM TUTIH (iXTio31opMHa epH-
TponepMis, JaMenIpHui iXTio3, cuaapom Pedeyma,
cunapoM llerpena-Jlapccena: periecuBHui, 34erie-
HUH 3 X-XpOMOCOMOIO0).
Y BITUM3HSHIMN JiTepaTypi icHye Kinacudikaris,
3ampornonoBana C. C. KpskeBoro Ta criBaBTOpaMu
(1977) [3], ne BuaineHo:
® cnaodkosi ¢popmu — ayTOCOMHO-JTOMIHAHTHUN
(BynbrapHuii, MpoOCTHIA), ayTOCOMHO-PEIECUB-
HUW (JaMeNnsapHUH; iXTi03 MmIoAa; JiHeapHUR
ixtio3 Komens; romuacTuii ixrio3 Jlambepra),
X-34enneHuil peLeCUBHUM.

®  (nadxogi cuHopomu, K1 yCaIKOBYIOTHCS ayTo-
COMHO-PEIIECUBHUM IIJISIXOM, & 1XTi0O3 € JHIIe
cuMmnToMoM (cuHApoM HeTepToHa, CHHIpPOM
IOnra-Borens, cuaapom Illerpena-Jlapccena,
cunnpom Pedcyma, cuaapom Pyna, cuaapom
[Tonoga);

e nabymui ixmio3 (ixio3ihopMHI 3MiHM) OIS~
€THCSI HA CHMITOMAaTHYHUH (TIPH TiMOBITaMiHO31
A, 3aXBOPIOBaHHSX KPOBI, 37I0SIKICHUX HOBOYTBO-
PEHHSX Ta iH.), CEHUILHUH Ta pityriasis circinata.
Knacudgikarito 3a TSKKICTIO KIIHIYHOT KAPTUHU

ixtio3y 3anpononysas Ulynxuii 1. B. [6]: msocka

¢dopMa (IUTHHA HAPOMKYETHCS HEAOHOIICHOIO Ta

MPOTATOM MEPIINX AHIB KUTTA THHE); cepedHboi

sadickocmi (10OposKiCHa, TOOTO CyMiCHA 13 KHUTTAM);
nizHa Gopma (Tiepii NposiBU 3aXBOPIOBAHHS BHHU-
KaloTh 3 2-3 MICSIIsI XKUTTS, piame —y 2-5 poKiB).

3rinHo MixHaponHoi kiacudikamii XBopoo
10-ro mepernsagy (MKX-10), BpomxeHuit ixTio3s
BiHOCHUTBCSA 10 Kiacy «BpomkeHi aHomaiii, ne-
¢dopmarii Ta xpomocomHi nopymenHs» (Congenital
malformations, deformations and chromosomal
abnormalities), ko Q80.

Ha cporogHimHill eHb HAYKOBISAM BAATOCS
3’sCcyBaTH, 110 B OCHOBI PO3BUTKY iXTi03iB, mepI
3a BCe, JIGKHUTH HETPaBWIbHUN PO3BUTOK 3apOJIKY,
30kpema extogepmi [5, 19, 23]. Ilepur 3a Bce, mo-
PYLIYIOTBCSI IPOLECH TEPMiHATBHOTO KIITHHHOTO
nudepeHIitoBaHHS eniiepMicy, o 00yMOBIECHO
MyTamisiMu abo MOpYyLICHHSMH eKcIpecii TeHiB,
AK1 KOYIOTh Pi3HI TUITH KEPaTUHIB, a TAKOX 1HIINX
MapkepiB Au(epeHIitoBaHHA: CTPYKTYPHI IPOTETHH
KIITUHHOT 000JIOHKH (JIOPUKPUH, IHBOJIOKPHH ), TIPO-
MDKHUM parMeHT-acoliiioBanuii mpoTein npodina-
rpuH, pepMeHTH, SIKi MPUHAMAIOTh y4acTh B KepaTu-
Hi3alii, 30kpeMa TpaHcryTaminasa. JloBeneHo, 1o
B MEKaX OIHOTO TeHy MOXKe OyTH AEKiIbKa JUISTHOK
MyTaliid, a MOXKIJIUBICTh 3aJyUYeHHsI PI3SHOUMEHHUX
TEHiB MOSICHIOE IMMPOKUH CHEKTP KITIHIYHUX MPOSIBIB
BPOJIKCHUX iXTio3iB [4, 19, 21, 24]. Ha chorofHinIHiiA
JIeHb i7IeHTU(IKOBaHO OibIle 25 TeHiB, SKi KOTYIOTh

LIMPOKHUH CIIEKTD elliiepManbHuX OiKiB ((pepMEHTH
JinigHOrO MeTabomNi3My Ta MOMEPEYHOTO 3’ €JHAHHS
MEeNTUAIB, IpoTea3y Ta iX iHribiTopH, emigepManbHi
CTPYKTYPHI OiNKM Ta OifKH, II0 3aJy4yeHi B Kili-
TUHHY KOMYHIKalilo, epeady CUrHalliB Ta TeHHY
TpaHcaykuiio). [lopymenns B Oyap-akoMy 3 HUX 3a-
MYCKA€ JI0BOJIi CTEPEOTUIIHY €IliJepMajIbHy pPeaKiiro
3 eMiIepMabHOIO TilepIiasielo Ta GOpMyBaHHIM
3MIHEHOTO POTOBOTO LIApy, IO CYNPOBOMKYETHCS
MaTOJIOT1YHOIO IECKBaMaLli€l0 3 SBHUM HAKOTIMYEH-
HSIM JTyCOYOK — II¢ 1 € BIaCHE OCHOBHUI KIIIHIYHHI
CUMIITOM ixTio3y [2, 12, 23].

Mt Toro, 11100 BCe-TaKH 3p03yMiTH OCHOBHI ITpU-
YHMHU iXTI03HUX 3MiH IKipH, HEOOXiAHO PO3TIISTHY TH
MpoILIecH, SIKi BiZ0OyBatOTHCS B HOPMAIILHOMY eMijiep-
Mici. lllkipa po3BUBaeThCS 3 ABOX eMOPiOHATBHUX
3apOJIKIB: emiJIepMicC YTBOPIOETHCS 3 IIKIPHOT €KTO-
JIEpMH, a CHOTYYHOTKAaHUHHHUH MIap — 3 JIepMaTOMiB
Me3oepMH (TTOXiTHUX coMiTiB). CrioYaTKy emiTelnii
LIKipH 3apoJIKa CKJIAAA€THCS JIHILIE 3 OAHOTO Iapy
MI0CKUX KIiTHH. [TocTynoBo 1i KIITHHHU CTAIOTh
O1IBbIII BUCOKHMMH, a TIOTIM HaJ HUMH 3’ SIBISIETHCA
JPYTHH MIap KIITHH 1 eMiTeNii cTae 6araromapoBuM.
OnHOouYacHO B 30BHILIHIX HOT0O YaCTUHAX MTOYHHAIOTh-
Csl IPOLIECH OPOTOBIHHS.

Ak Bigomo, 6u3bk0 85 % KIITHH emiiepMicy
CKJIaZaloTh KEPATUHOLUTH, 5IKi Oe310cepeaHbO pH-
HMaroTh y4acTh B OpOTOBiHHI (kepaTuHizaiii). [Ipote
J0 mpodideparii 31aTHI JIUIe KSPATUHOIUTH, SKi
MAaroTh KOHTAKT 3 6a3a1bHOI0 MEMOPaHOI0, a JajbIle
3almycKaeThes mpouec ix audepenuiroBanus. Emi-
JIepMaiibHe TUudepeHIlitoBaHHS — [I¢ JUHAMIYHUMN,
BEPTHKAIBHO HAIIPABICHUH, BEKTOPHHUI MPOLIEC 3 TO-
€TaITHOIO EKCTIPECi€lo cynpadazaJbHUMHU KepaTHHO-
LOUTaMU CeUUBIUHUX IS eMiIEPMICY CTPYKTYpHHX
OinKiB [3, 4, 5]. B HIKHIX mIapax BOHH PeCTaBIeHi
KepaTuHamu 5, 14, 15, B 3epHUCTOMY mIapi — Ke-
patunu 1, 2 ta 10, npodinarpun, B 6e3’iaepHUX
KIIITUHAX — QinarpuH 2, TpUXOTiajiH, TpUXoriaiiH
2, peneTHH, KOPHYJIUH Ta TOPAEPHH, JTOPUKPUH Ta
IHBOJTIOKPUH.

B 6azanpHOMY mapi emnigepmicy KepaTHHOLUTH
PO3MHOXKYIOTHCS IIUISIXOM MITOTHYHOTO TOALTY Ta
HOBOYTBOPEHI KIITHUHH BKIIOYAIOTHCA B MPOLEC
KepatuHizanii (audepeHiroBanus). 3epHUCTHIH
I1ap CKJIQAa€eThes 3 3-4 MpomapKiB KepaTHHOLUTIB,
B SIKUX CUHTE3YIOThCS OUIKH: KepaTwH, (ijgarrpu,
IHBOJNIFOKPUH Ta KeparoiiHid. dinarpuH npuiitmae
y4acTh B arperaii KepaTHHOBHX TOHO(]1IaMEHTIB,
IHBOJIFOKPHUH Ta KEPaTOJiHiH 3aXHUIIAI0Th IJ1a3MOJie-
My Bif aii rigponitnyaux gepmentis [9, 27]. Kepatu-
HOCOMH Pa3oM 3 JIiMiIaMH YTBOPIOIOTH LIEMEHTYIOUY
PEUOBHHY, 1110 (JOPMYE B emifiepMici BOAO3aXUCHHIMA
0ap’ep, TOOTO 3aXMIlIaE WIKIpy BiJ BUCUXaHHs. biuc-
Ky4uii map emiziepMicy yTBOPIOIOTh IUIOCKI KepaTu-
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HOLUTH (KOPHEOLUTH ), B IKUX MTOBHICTIO pyHHYETHCS
SIAPO Ta opranenu. Mix KITHHaMH Maiike 3HUKAIOTh
JepPMOCOMH 1 301MBLIYETHCS KUIBKICTh IEMEHTYIOUO1
peyoBuHH, Gararoi minminamu. [locTymnoBo kepaTuHO-
LUTH 3alI0BHIOIOTHCS KEPATHHOBUMU (iOpHiamMu Ta
MACHBHO 3MIIIYIOTHCS Y 30BHIIIHIH pOroBHi Iap, 1e
YTBOPEHHSIM POTOBHX JIyCOUOK 3aKIHUYETHCS TIPOLIEC
ix qudepeHuitoBanHs i BiiOyBa€eThCS BiATOPTHEHHSI.

OyHKIIOHYBaHHS emigepMicy — Iie YiTKO CHHX-
pOHI30BaHU Mpoliec: BeIn4e3Ha KiIbKiCTh Kepa-
TUHOLUTIB PyXa€eThCs Ha30BHI, MPOXOASYM CTaAil
Bix nudepeHuitoBaHHs, 103piBaHH, (OPMYyBaHHS
eniiepManbHOro 0ap’epy 10 AecKBamallii Ta BTpaTH
BEPXHIX ImapiB poroBux KmiTuH. [lopymeHHs, ki
BUHUKAIOTh Ha Oy[b-IKOMY eTalli (yHKIiOHYBaHHS
eniiepMicy, PeHOTUTIOBO HAWYACTIIIIE TIPOSIBISIFOTHCS
iXmio30(opMHUMU SMIHAMU HA WIKIDL.

He nuBnsiumch Ha Te, mio Bci GopMH BpoOIKe-
HOTO iXTi03y MalOTh YAMAJIO OJHAKOBUX KITIHIYHHX
nposiBiB (TI0SBa 3 HAPOMKEHHS UM B MEPIi Micsi
KHUTTA, XPOHIYHHUH TIepeOir i3 3arocTpeHHsIMU B OCiH-
HbO-3MMOBHUH MEPio, CAMETPUYHICTh BPaKCHHSI,
YTBOPEHHSI TilepKepaTOTHYHNX HAIIApyBaHb HA €pU-
TeMaTH30BaHOMY (DOHi, 3HIKEHHSI TIOTOBUAIJICHHS ) —
naroMopdoIoriyHNi YHHHHUK KOKHOTO BapiaHTy Mae
CBOT 0COOIUBOCTI.

Bigomo, 110 TpUYMHOIO BYJIBrapHOTO iXTi03y
(ichthyosis vulgaris) € MyTanii reny Qigarpuny,
10 MPU3BOAMTH JIO HEAOCTATHOCTI a00 BiJICYyTHOC-
Ti mpoaykuii uporo 6inka. IcHyoTs poboTH, sKi
JEeMOHCTPYIOTh TaKoX rinmepnpoaykuiro TGase 5
(transglutaminase 5) Ha oHI HOpMaJILHOTO PiBHSA
TGase 3 y Takux xBopux [11, 13, 20]. Bracnigox
BOTO MOPYLIYETHCS MPOHUKIUBICTD €IiiepMicy,
BiZiOyBa€eThCs MiBUINCHA BTpaTa BOJU 1, IK KOM-
MEHCAaTOpHA peakilisl Ha L0 BTpaTy — aAre3UBHICTh,
3aTpUMKa JecKBamallii Ta TinepKeparos.

BuHUKHEHH!O 1acTHHYATOro iXTio3y (Lamellar
ichthyosis) ab0 HeOyIIbO3HOT BPOIKEHOT iXTi031(hopM-
HOi epuTpoaepMii cipusitoTh MyTanii B TeHi TGase 1
[20]. [TpoTe y MOJOBUHY BHIAAKIB TAKOX 301IbIIY-
etbes ekcrpecis TGase 3 ta TGase 5, mo crnpusie
rinepkeparotTuaHomy (enorumny. Crocrepiraerbes
TaKOXK NOPYIIEHHS (PYHKIIOHYBaHHS ITACTHHYACTUX
tineus (LBs) — yTBOpIOIOThCA TaK 3BaHi parMeHTo-
BaHi JimiaHi tycouku [21]. TIpoTsirom ocTaHHIX POKiB
omyOIiKoBaHa BENMKa KiJIbKICTh 3aKOPJOHHHX POOiT,
K1 IPUCBsUCHI BUBYEHHIO MyTaliii B renax KRT1 ta
KRT10 [17, 18, 23, 28, 29]. [lopyiienHs npouecis
KepaTHHi3alii, TSHKKICTh Ta 0COONUBOCTI KIHIYHOTO
nepeOiry 3axXBOpIOBaHHs, @ TAKOXK BiJIIOBIIb HA JIKY-
BaHHS PETUHOIIaMH 3aJICKUTh BiJl KIJTBKOCTI Ta BUAY
MOMIKO/IXKEHOTro reny [19].

Myranii reny ABCA12, skuii BigmoBigae
3a TPAHCMOPT TIIKO3WILEPaMiZiB BiJl KOMIIJIEKCY
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lonpaxi mo emigepmansaux LBs, mpuszBoauTh
1o ixtio3y Apnekina (Harlequin ichthyosis) [7]. Bin
XapaKTepPHU3y€eTHCS BiACYTHICTIO 200 HEJOCTATHICTIO
LBs, cTpykTyp BHYTPIIIHBOTKAHWUHHUX MeMOpaH
Ta MaCUBHHM TillepKepaTo3oM porosoro mapy [10].
Myrauii B reni crepoigHoi cynsdarasu (SSase)
OB’ s13aHi 3 PO3BUTKOM PEIIECUBHOTO X-34EILICHOTO
ixtiosy (RXLI) [3, 14, 26]. Y Takux XBOpPHUX BMICT
XOJIECTEPHHY B POroBoMy I1api 3Menuienuii Ha 50 %
[21], mo mpu3BOANTH JO MOTipPIIEHHS CTPYKTYPH Ta
3HWKEHHs QyHKIIT iacTHHYacTHX MeMOpas [15].
Myranii B reHi iHri6iTOpy cCepuHOBOI MpoTEasu
Kazal tumy 5 (SPINKS) cripusie po3BUTKY CHHIPOMY
Netherton (NTS), ayToCOMHO-pEIIECUBHOTO BPO-
JUKEHOTO iXTi03Yy 3 elilepMalibHOIO TillepIiasieio
Ta 3HIKEHOIO (QYHKIIEI0 emilepMaibHOTo 6ap’epy
[25, 26]. HominanTHA X-34irieHa XOHPOIUCILIA3IS
tun 2 (CDPX2) (cundopom Conradi-Hunermann) ta
BpODKEHA FeMiINCITIa3is 3 iXTi031()OpMHOI0 epUTPO-
nepmiero 1 gedexramu KiHuiBok (CHILD cunopom)
BUKJIMKaH1 MyTallisIMH B TeHaX 010CeHTe3y XonecTe-
PHHY, B SIKUX HAKOTIMYIYIOTHCS AUCTAIBHI CTEPUHOBI
NOTIEPETHUKH, IO CHpHUsIe NePiIUTy X0IECTEePUHY
Ta popMyBaHHIO ixTio3HOTO (heHOTHMY [21]. My-
Tamii B TeHi aibJeTiIeTiIpOreHa3! CIPUIHHSIIOTh
CHHAPOM Sjogren-Larsson — ayTOCOMHO-PELIe CHBHUM
1XT103, IIOB’sI3aHUI 3 HAKOIMYEHHIM BUILHHUX JOB-
TOJIAHITIOTOBUX aTi(paTUYHHUX CIUPTIB, aHOMAITBHUM
BMicToM LBs Ta cTpykTypHUMH po3/1aiaMu B T103a-
KIIITUHHUX TUIACTHHYACTHX Oiorrapax [8, 16].

Myrauii B reni nimignoi rigponasu (ABHDS)
abo ane(a/Oeta rigponas (CGI-58) mepemkomxa-
I0Th T1APOJi3y TPHALMITITIIUPONY Ta PELHUPKYIALIT
HEHUTpaTBHUX JIMiIB 10 GOCQONIMiIiB, IO JICKHUTH
B OCHOB1 PO3BUTKY XBOPOOM HaKOMUYCHHS HEHl-
TpanbHux miminis (NLSD) abo cunapom Chanarin —
Dorfman, ssxuii XapakTepHU3y€ETHCSI HAKOMTUYCHHAM
[UTO30JIBHUX TpUaininepuis [8, 14, 21]. YTBo-
PEHi aUUIIIiNepOIn HE MOXKYTh BUKOPHUCTOBYBATHCS
Ut cuHTe3y (ocdominiai, TOMy crocTepiraeThes
3HWKEHHSI ISSIKUX TONOBHUX (ocdonimiaiB Ta cin-
TOMI€iHIB, 110 MPOSIBISIETHCS 1XTI030M.

Myrariii B reHi 0eta-ritokorepedpo3inasu, ska
BIJIIETUTIOE 3aJIMIIOK TJTFOKO3H BiJ IIepaMijiiB, MO-
KYTb BUKJIMKATH XBOpoOy Gaucher, sxa xapakre-
PHU3Y€ETHCS 3MEHIICHHSIM LIEPaMiJliB Ta HAITUIIKOM
DTFO3UIIIIEPAMIJIIB 1 TPOSIBIISIETHCS IBUIIIAMU 1XTi03Y
[21]. Sk HACHiIOK DIFOKOLIEPAMIIU HAKOTTMYYHOThCS
B KJIITUHAX, IO MIPU3BOAUTH 0 HAPOMKEHHS «KOJI-
noxaiiHuX MamokiBy [14]. ledekt kucnoi chinromi-
€JIIHA3U Ta 3MCHIIEHHS i1 aKTUBHOCTI € IPUYHUHOIO
xBopobu Niemann-Pick, sika Takok MOXKe MTPOSIBIISI-
THUCS IXTIO3HUMH 3MiHaMH Ha mKipi [21, 24].

OTxe, eniiepMic HEOOXiTHO PO3IIISIATH JIUIIIEC K
TKaHWHY-MiIIECHb, a IPOILIECH, SIKi MPU3BOAATH A0 MO-
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PYLIEHHS WKipHOTO 6ap’epy Ta MPOLECH HATpaBJICHI
Ha KOMIICHCAIli10 I[bOTO JAe(EKTy — 1€ pe3yJIbTar
TeHEeTUYHO OOYMOBIICHHX CIa/IKOBUX ITOPYIICHb METa-
00ITi3My THX YH IHIINX 3aXUCHAX KOMITOHEHTIB IIKipH.
Hasongumo npuxiiaz BIacCHOTO KIJIHIYHOTO CIIOCTe-
PEXKEeHHsI 3a IUTHHOIO 3 1XTi031)OpMHOI0 epUTpOnEpMi-
o bpoka. JluTrHa HapomuIach BiJ IEPIIIOT BariTHOCTI,
sIKa MpoTikaia Ha GoHi aHeMii | cTyreHro, KOJIbITITY
(Buminenwuii St. aureus), audy3Horo 300y I cTynento,
eyrupeody. Ha TORCH-indexiriro ve obctexxena. Poxn
B 38 THXHIB, epeaYacHe BiIXOMKEHHS BOI, Oararo-
Bojia. HoBoHapomkenuit xiomauk 3 macoro 2500 r.,
OlLliHKA 32 IIKAJIOK Amrap 7/8 0amiB. 3araibHUiA CTaH
Ha MOMEHT HapOJIKECHHS OLIIHEHO SIK 3aJI0BIJIbHUI.
[lig yac MepBUHHOTO OTIISIAY CIIOCTEPIraioch
TeHepalli30BaHe BpaxeHHs mKipu (puc. 1-3).

IIxipHi TOKPHUBH BKPUTI TBEPAUM ITAHITUPEM»
CipyBaTOrO KOJIBHOPY 3 NIHOOKUMH TPIlIMHAMH, TIKipa
ITi] HUMH TilepeMoBaHa, CIIOCTEPIiraroThCs SBUIIIA Ti-
niepkeparosy. [loBiku BUBEpHYTI HA30BHI, BYIITHI pa-
KOBHMHH PO3TaIIOBaHi HU3BKO, ILTBHI, e()OPMOBaHi,

[IpoTsirom mepuioi 100W KUTTSA JUTUHA TIEpe-
BeJIcHA Y BUIJIIJICHHS IHTEHCUBHOT Teparnii HOBO-
Hapomkenux [lontascekoi OJIKJI. BaxkicTh cTany
00yMOBJICHA BHUPaXCHUM OOJILOBUM CHHJIPOMOM
Ta OOMIMPHUMU JiISTHKAMH BPaXXCHHS MIKIPHOTO
MOKpUBY. PexxrM BUXOJIKYyBaHHS — BIJIKpUTA pea-
HiMmalliiHa cucTeMa, 10 1000BOro 00’eMy piauHU
noGaBieHo 2 % Ha TUIOIY BpakeHHs, 3a0e31eUeHHS

SIKOTO 311 ICHIOBAIOCH YaCTKOBO 33 paXyHOK iH]y3ii.
Maunok TakoK OTpUMYBaB aMIILMIiH, JeKcaMeTa-
30H (2 Mr/kr/go0y 1o MpeaHi30JI0HY) Ta MiCLEBY
Tepanito. Epo3ii 00po0Iisiiii BOMHUMU pO3YUHAMU
aHUTIHOBUX OapBHUKIB Ta CIIPEEM OKCHUKOPT, HA Ji-
JITHKYU BiJ{IIapoBaHoro emnigepmicy Hanocwiu 0,5 %
PO3YHMH PUBAHOIY, HA JOJIOHI — MAHTEHOJ CIIpEH,
Ha CTOMM — OeTMaHTeH.

JutruHa OmIsHyTa AEPMAaTOJIOTOM Ta TE€HETHKOM,
BUCTAaBJIEHUH JiarHo3 ixTio3iopMHa epUTpOAEpMIs
Bpoxka. ¥ xoni obcTexeHHs MaToiorii 31 CTOPOHH 1H-
IIMX OpPraHiB Ta CUCTEM He BHsBIEHO. Ha downi npu-
3HAUCHOI Tepartii BiiMivanach MO3UTUBHA TUHAMIKA 31
CTOpPOHM LIKIpHUX MOKpHBiB. Yepes 4 nHI Ha )KUBOTI
CIOCTepiraaich TOHKI CyXi JIyCOUKH, HA TPYIHIN KITiT-
i — epo3ii, mKipa pyK Ta Hir cyxa, HIOBEpXHEBI Tpi-
IIMHU, HA CITUHI — JJITHKY BiAMIAPOBAHOTO €ITiIepMi-
cy. Jlo nikyBaHHS 100aBiIeHUI MiCIIEBO T1OKCH30H.
Ha 14-y no0y 3arayibHUii CTaH JUTHHH MTOKPAIIUBCS,
MOKHYTTS OyJIU BiJICYTHI, B IUUISTHKAaX CKJIAJOK, JTUC-
TaJbHUX (ajaHrax pyK Ta HiI, BOJIOCUCTIH YacTHUHI
TOJIOBU Ta JIMIIBOBIM YaCTHHI Yepemna CIoCTepirioch
JIPiOHOTUIACTUHYACTE JIyIIEHHS (puc. 4).

Mt‘#

3apa3 AuTHHI 3 pOKHM, BOHA POCTE Ta PO3BUBAETH-
Cs 3rigHO BiKy. MICIIEBO CITOCTEPIralOThCS SBUIA
rinepkeparosy, NepiogudHO 3’ ABISIOTHCA €pO3ii.
[IporHo3 y naHoMy BUIAAKy OJIarolpueMHUH, apKe
BiH 3aJIC)KHUTh BiJ] BaXXKOCTI MPOIECY Ta BYACHO
po3Mmo4aToro JikyBaHHs. XJIOMYUK 3HAXOIUTHCS
Ha TUCTIAHCEPHOMY OOIIIKY, CHCTEMAaTHYHO OTPUMYE
MiCIIEBY 3BOJIOXKYIOUY TEpaIio Ta ABiYi Ha PiK Mpo-
XOJIUTh MPOTUPEIIUIUBHE JIIKyBaHHS.

Ha mpeBenukwii xaiib, HUHI HE iCHY€ TAKUX METO-
JUB JIIKYBaHHSI, SIKi O JIO3BOJIMITH TIOBHICTIO BHJTIKYBaTH
XBOPOTO 3 TEHETUYHO OOYMOBJICHUM 3aXBOPIOBAHHSIM
mikipu. CroronHi y 0araTbox KpaiHax IpOBOISTHCS
aKTUBHI pO3pOOKH MO CTBOPEHHIO Mpenaparis, SKi
OyAyTh BILTMBATH HA TCHETUYHUH arapar MOIIKOIKE-
HUX KJIITHH Ta CIIPUATH WOTO BiJIHOBJICHHIO, 1110 1aCTh
3MOTY JJOCHTh €(DEKTHBHO JIKYBaTH I[0 MATOJIOTIIO.
[Ipote, Ha qaHWii MOMEHT, 3aCTOCYBaHHS CUMIITOMA-
TUYHOI Teparnii J03BOJISE JTUIIE MOKPAIIUTH SIKICTh
JKUTTS MalieHTiB. PeabimiTallis XBopux 3 iXTio30M
MIEPEBAYKHO MOJIATAE B COIIANTbHIN aianTaIlii Takux Jii-
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TEH, 3 HUMH 000B’13KOBO IIOBHHHI TIPAITFOBATH TICHXO-
7oY. A HallBaXKITUBIIIA POJIb, 3BUYANHO, BiIBOIUTHCS
ciM’1 Ta KOJICKTUBY, JIe 3HAXOIUThCS XBOPA JIUTHHA.

BpaxoByrouu Te, 10 NONEepEeANTH PO3BUTOK 3a-
XBOPIOBAaHHSI MIKipH 3 ayTOCOMHO-PEIICCUBHUM TH-
TIOM YCTIaJIKYBaHHS HEMOXKJIMBO, aJI€ IIUTKOM PEaJIbHO
MOTIEPEIUTU HAPOKEHHS XBOPOI AUTUHU 3 TAKKOIO
(hopMoro 11i€i MaToNOTii, HEOOXiTHUM € IPOBEACHHS
TCHETUYHUX KOHCY/IBTAIlH Moonux ciMedt. Ocoomu-
BO aKTYyaJIbHO II€ JIJISl POJIMH, JI€ BXKe OYyJIM BHUITAJKU
3 IOAIOHUMHU CIaIKOBUMU 3aXBOPIOBAHHSAMHU IIKIPH.

[IpenaranbHa AiarHOCTHKA 1XTi03y CKIAJA€ThCS
3 IEKIJIbKOX €TalliB:

*  MEIUKO-TCHETHUYHE KOHCYJIbTYBaHHS;

*  YIBTPa3BYKOBE JOCIIIKCHHS,

* aMmHIOIeHTe3 Ta 0i0TCis MIKipH, TPU HeOOXiI-

HOCTI1 — KOPJIOLIEHTE3.

OCHOBHHM METOJIOM MPOQiTaKTUKH € MEIUKO-
TCHETHYHE KOHCYJIBTYBaHHS, MiJ] 4Yac SKOTO BU3HA-
YaeThCs CTYMIHb PU3UKY HAPOJKCHHS TUTHHU 3

JNITEPATYPA

JIaHUM 3aXBOPIOBAHHSIM Ta NAIOTHCS BiIMOBIIHI
PEKOMEHIAITIT I0I0 HAPOKEHHS JITCH B CiM 51X, JIe
€ BUIIAJIKH 1XTi03Y.

3a JOTIOMOTOI0 YIABTPa3BYKOBOI JiarHOCTUKU
MOYKHA BUSIBUTH TaKy JIOCHTh PiAKICHY, IPOTE TSKKY
(hopMy BPOIIKEHOTO 1XTI03Y, K «IUTiJl APJICKiHY.

Bioncis mwkipu mona npoBoanTbes B 18-24 TrokHi
BariTHOCTI MiJ] Oe3MocepeTHIM KOHTPOJIEM exorpadii.
3a JIOMOMOTOIO0 IIBOTO METOTy MOYXHA BUSBHUTH T10O-
TOBIIIEHHS POTOBOTO IIAPY, 110 BiNOBIIA€ TUTACTHUH-
4aToMy iXTio3y, eMiICPMOTITHIHOMY TillepPKEepaTosy,
«miony Apnekin». KyasTHByroUr aMHIOIUTH Ta KJTi-
THUHU XOPiOHA BJIAETHCS BUSBUTHU MYyTallil KEpaTUHIB
1 ta 10, sKi BUHUKAIOTH NpU X-34EIJICHOMY 1XTi031.

[IpenaTanbHa 1iarHOCTHKA JI03BOJISIE BCTAHOBUTH
HAsBHICTh BPOKEHOT BaJTU 200 TCHETUYHOTO 3aXBO-
PIOBaHHS y IUI0JIa HA PAHHIX eTarax Horo po3BUTKY,
[0 JIONIOMAra€e MpUWHATHA CBOEYACHE PIllIEHHS PO
MIepEepUBaHH BariTHOCTI a00 MOPAJILHO MiJrOTOBH-
THUCS 10 HAPOJKEHHS XBOPOI TUTHHU.
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HXTHUO3bI YV TETEI.
BPOXJIEHHAA UXTUO3UND®OPMHAS
IPUTPOJAEPMUS BPOKA.

T. A. Kpwuxko, H. H. Ilewuuit, B. U. Iloxunvko,
0. Al. Tkauenxo, I'onuaposa I0. A.

BI'Y3 «YkpanHckasi MeIMIHHCKAsl CTOMATOJIOTHYeCcKast
akagemus M3 Ykpaunbn»
(Yxpauna, r. ITorraBa)

Pe3rome. VixTro3b1 310 rpymia 3a00neBaHui ¢ KITMHIYECKAM
1 TeHETUYECKHM TTOJTUMOP(U3MOM, CBSI3aHA C HAPYIIIEHHEM OpO-
TOBEBAHUSI, KOTOPAsl XapaKTePH3yeTCs BEIPAKEHHBIM HHBATHUIN-
3UpPYIOMINM IIeNyHeHneM Koxu. bonpmmHacTBO hopMm 3TO0TO 32-
0oreBaHUS ABISIOTCS BPOXKACHHBIMU M OTOOPaXaIOT Pa3InIHbIC
(dopmBbl HacnenoBaHNA. DMHUAEPMATBHBIA THIEPKEPATO3 TAKKE
H3BECTEH KaK BPOXAEHHas spuTpoaepmus bpoka, sBnsercs
penxoii popMoii BpOXKIEHHOTO MXTHO3a U BCTpedaeTcs 1 ciy-
yait Ha 200-300 ThIcsTy 9enoBek. ['mcTomornuecku 3aboneBanue
XapaKTepu3yeTcs THIIEPKepaTo30M, YTOIIIEHHEM POTOBOTO CIIOS
KO, HEU3MEHEHHBIM M Pelbe(HBIM 3€PHHUCTHIM CIIOEM,
a Taxke YBETMUSHHEM UHCIIAa TOUEK MUTO03a, CIIOCOOCTBYIOIINM
TUNEePNpoIu(epaTUBHEIM YMHAESPMAIbHEIM AedekTaM. MeI
MIPEICTABIAEM MAI[EHTa MYKCKOTO MOJIa C TeHePaIn30BaHbIM
TUIEPKEPATO30M, TUTIEPEMHUEH, 3PO3HIMH U TPEILIMHAMU Ha BCer
MOBEPXHOCTH Tena. B Xoze mpoBeeHHOT0 CHMITOMATHYIECKOTO
JICYCHUS COCTOSHUE PeOCHKa CTa0MIM3UPOBAIOCh. PekoMeH 10~
BaHa peaOMINTAIMS H €KETOAHOE JISUCHHE C LIENbI0 YMEHBIICHHUS
KIIMHUYECKUX MPOosiBIeHNH 3a00neBanus. C IebIo Mpeympesk-
JICHUS POXKICHUS I€TeH ¢ NXTHO30M OCHOBHAS POJIb OTBOAUTHCS
MIPEHaTaIbHOMN JUAaTHOCTHKE.

KuroueBble ciioBa: VIXTHO3, BpOXKAEHHAS SPUTPOICPMUS
Bbpoxa, knuHU4ecKui cimyqai.

CHILDREN’S ICHTHYOSIS.
CONGENITAL ICHTHYOSIFORM ERYTHRODERMA
OF BROCQ

T. Kryuchko, O. Tkachenko, N. Peshiy, V. Pokhilko,
Y. Goncharova

High Educational Institutional of Ukraine «Ukrainian
Medical Dental Academy»
(Ukraine, Poltava)

Summary. Ichthyosis is a clinically and genetically
heterogeneous group of disorders of keratinization characterized
by a significant and incapacitating scaling of the skin.
Most forms are congenital and display different modes
of inheritance. Epidermolytic hyperkeratosis, also known as
congenital ichthyosiform erythroderma of Brocq, is a rare form
of congenital ichthyosis with a prevalence of 1 in 200,000-
300,000 persons. Histological features include hyperkeratosis,
an increase in stratum corneum thickness, a normal or prominent
granular layer, and increased mitoses point to a hyperproliferative
epidermal defect. We present a male patient with generalized
hyperkeratosis with erythroderma, erosions and rhagades
scattered over the integument. In the course of symptomatic
treatment of the child’s condition has stabilized. Recommended
rehabilitation and annual treatment for reduce the clinical
manifestations of disease. The main role for prevention to birth
children with ichthyosis is prenatal diagnosis.

Key words: children’s ichthyosis, congenital ichthyosiform
erythroderma of Brocq, clinical case.
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