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XTHO3 (IIOHATHE, TATOTUCTOAOTHA, KAUHIYIECKASA KAPTHHA,
A€YEHUE)
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xTnos npegcrasnsget coboi 3aboneBaHne KOXn, KOTOpPoe AIBNSETCHA HacneACTBEHHbIM, UMEET BbIpaXeH-
HYI0O CUMNTOMATUKY B BUAE HapPYLLUEHUS KOXHbIX MOKPOBOB U HanMuns o6pasoBaHnii, HaNnoMuUHaoLLmX
YeLyto pbl6bl. MOXHO BbIOENMUTE pasnuyHble NoAXOo4b! K OnpeaesieHnio UXTMo3a, OCHOBaHHbIE Ha CoBpe-
MEHHOM U3Yy4YeHUN JaHHOro Borpoca. VIXTnos knaccudunumpyeTcs no TMny: BPOXOEHHbIN 1 MPUOBPETEHHBIN.
BpoxxOeHHbIN NXTMO3 UMEET CBOIO KraccudmnKaumio B 3aBUCUMOCTM OT NPOSABNIEHNS USMEHEHNIA KOXXHOIO
NOKpOBa, TeYeHUs 3a6oneBaHunst, CoNyTCTBYIOLLMX NaToNorMn. BpoxaeHHbIN NXTMO3 nogpasnenseTcs

Ha 0ObIKHOBEHHbIN (BYNbrapHbIi ayTOCOMHO-AOMWHAHTHBIA, MPOCTOM) MXTMO3, MNaCTUHYaTLIA MXTUO3 (Cyxas
NXTMO3NEOPMHANA IPUTPOOEPMUS, «KOMNIOANEBLIN PEGEHOK», NMaMENNAPHbIA UXTUO3), X-CLENNEHHbIA NXTUO3
(MXTNO3, CBSAZAHHBIV C X-XPOMOCOMOW, YEPHEOLLMI NXTMO3), BPOXAEHHasA 6ynne3Has MXTnoandopmHas
aputpoaepmumsa (aputpogepmus bpoka, MXTo3nopMHbIA ANMAEPMOSIUTUHECKMIA TMNEPKEPATO3), MXTNO3
nnofga (MXTMO3 BHYTPUYTPOOBHBINA, rTMNEPKePaTo3 YHUBEpPCaNbHbIN, «Mrod APNeKnH», KepaTo3 BPOXAEHHbIN),
OPYron BPOXXAEHHbIN MXTNO3. VIXTMO3MGOpMHbIE COCTOAHUSA (Tak Ha3biBaeMbIi NPUOOPETEHHBIN NXTUO3)
NOApasfensoTCa Ha CUMITOMaTUYECKMIA, BO3PACTHON (CTap4ecKuii), ANCKOBUAHbIN UXTNO3. MpruynHamm
NPYOBPETEHHOIO NXTMO3a MOIYT 6bITb pasfinyHble 3a6ofeBaHns, NpMeM NpenapaTos, HenpaBUsbHbIN YXo[
3a KOXel, HecbanaHcnpoBaHHoe nuTaHue. Kaxaas popma nxrtmosa oTnmyaeTcs TUNoM HacnenoBaHus, pac-
NPOCTPaAHEHHOCTLIO B MONYNALUA, KITMHNYECKOWN KapTUHOWN, BEpUULMPYETCH C MOMOLLILIO MTMCTONOMrMYeckoro
uccregosaHua 6MONTaTOB KOXM U SNEKTPOHHO-MUKPOCKOMUYECKOro nccnenoBaHus Koxu. Moxet conpo-
BOXAATbCsl CE30HHOCTBIO 0OB0CTPEHUS KITMHNYECKOW KapTuHbI, accoumaumen ¢ gpyrumm sabonesaHnamm
(anneprmnyeckMmm, 3a6oneBaHUAMMN XENYOOHHO-KULLEYHOrO TpakTa, BPOXXAEHHbIMW aHOMaIMAMM pas3Bu-
T1s). Cneumndryeckoro neyveHns NXTnosa He cyLLecTByeT. B cuctemMHoM Tepanmm NpUMEHSIIOT MPOU3BOAHbIE
BUTaMUWHa rpynnbl A, Ans HAPY>XXHOIO SIeYEHUs UCNOMNb3YIOT KepaTONUTUKK, a TakxKe YBaXHSIIOLLME U CMSr-
yaroLume cpeactea. APPEKTUBHO NPUMEHEHNE NIeHebHbIX BaHH, O6LLEro yNsTpadMoneToBOro 06y4eHus.

Knto4yeBble cnoBa: uxtmos, BPOXAEHHbIN UXTUO3, NPUOGPETEHHBIA UXTUO3, USMEHEHUE KOXHOIO NOKPOBa, LuenyLeHue,
YyeLuyu, rMCTONATONONUs, KNIMHUYecKas KapTuHa.

KOHMNMKT MHTEPECOB: aBTOpbLI AAHHOW CTaTbV NOATBEPANIIN OTCYTCTBIE KOH(NMKTA MHTEPECOB, O KOTOPOM HE06-
XOOMMO COOOLLUTD.

NCTOYHUK chnHAHCUPOBaHWS: paboTa BbINOfHEHA U OMNy6IMKOBaHa 3a cHeT (PUHaHCMPOBaHMS Mo MeCTy paboTbl
aBTOPOB.
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Ichthyosis (concept, pathohistology, clinical picture, treatment)
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Ichthyosis is a skin disease that is hereditary, has pronounced symptoms in the form of a violation of the
skin, and the presence of formations resembling fish scales. We can distinguish different approaches

to the definition of ichthyosis, based on the current study of this issue. Ichthyosis is classified by type:
congenital and acquired. Congenital ichthyosis has its own classification, depending on the manifestation
of changes in the skin, the course of the disease, and accompanying pathologies. Congenital ichthyosis is
divided into ordinary (vulgar autosomal dominant, simple) ichthyosis, lamellar ichthyosis (dry ichthyosiform
erythroderma, "collodion baby", lamellar ichthyosis), X-linked ichthyosis (ichthyosis associated with the X
chromosome, blackening ichthyosis), congenital bullous ichthyosiform erythroderma (erythroderma Broca's
disease, ichthyosiform epidermolytic hyperkeratosis), fetal ichthyosis (intrauterine ichthyosis, universal
hyperkeratosis, "harlequin fruit", keratosis congenital), other congenital ichthyosis. Ichthyosiform conditions
(so-called acquired ichthyosis) are divided into symptomatic, age-related (senile), discoid ichthyosis.

The causes of acquired ichthyosis can be various diseases, medication, improper skin care, unbalanced
nutrition. Each form of ichthyosis differs in the type of inheritance, prevalence in the population, clinical
picture, verified by histological examination of skin biopsies and electron microscopic examination of

the skin. It may be accompanied by seasonal exacerbation of the clinical picture, Association with other
diseases (allergies, diseases of the gastrointestinal tract, congenital malformations). There is no specific
treatment for ichthyosis. In systemic therapy, vitamin A derivatives are used, keratolytics are used for
external treatment, as well as moisturizers and emollients. Effective use of therapeutic baths, General
ultraviolet irradiation.

Keywords: ichthyosis, congenital ichthyosis, acquired ichthyosis, skin changes, peeling, scales, histopathology, clinical
situation.
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Il Bsenexue

MxT1o3 (B nepeBoe C rpeveckoro — pbida, pbibbs He-
Lys) npeacTaBnseT cobon 3ab6oneBaHne KoXu, NposiBAsio-
LLieecs pa3BUTUEM KOXHbIX YeLlyeK, KOTopble HanoMnHaroT
pbi6blO Yellyto. VIXTMO3 saBnseTca onucatesisHbIM TepMu-
HOM, 0603Ha4aloLLMM pasnnyHble KIMHNYecKue opmel re-
Hepann3oBaHHOro HapyLleHus kepaTuHu3auun. B ocHose
[aHHOro 3abosfieBaHus nexart reHeTuyeckne HapyLueHus,
KoTOpble PEeHOTUNNYECKN MOTYT MPOSIBAATLCA MO0 TONb-
KO B KOXe€ (HECVHOPOMHbIA UXTUO3, N30NTMPOBAaHHbIN), 60
coyeTaTbCsl C MOPaXeHUEM OpPYrMx opraHoB (CMHApOManb-
HbIN nxTKo3) [1, 2].

Paspen 1

HacnepncteeHHble UXTNO3bI KnaccuuumpyoT-
Csl KaK MeH[eneBCKWe HapyLleHWs OpOroBeHUsi, KOTO-
pble onpepensioTCA Ha OCHOBE KIMMHWUKO-TEHEeTUYeCKUX
ocobeHHocTen. MHOro4uncneHHble reHbl, KoaupyoLwme
COOTBETCTBYIOLLME O6€flkn, y4yacTBYIOT B HOpMasbHOM
OnpdepeHUnpoBKe  KepaTUHOLMUTOB,  (DOPMUPYIOLLMX
yHKLMOHanbHbIM anuaepMarnsHelil 6apbep. Ha cerop-
HALLHWUIA OeHb U3BECTHO, YTO MyTauuu 6onee Yem B 50 re-
Hax NPUBOAAT K pasfnunyHbIM TUnam mnxtuosa. bnarogaps
COBpPEMEHHbIM TreHeTMYeCcKUM MeTofdaM [narHOCTUKM,
a WUMEHHO CeKBEeHMpOBaHMIO HoBOro nokoneHus (NGS),
npumepHo 80-90% cny4yaes MOryT ObITb WUCCMefoBaHbI
TakuM 06pa3oM B HacTosiee Bpems. 3HavMTenbHbIN
nporpecc B MOHUMaHUN MONEKYNSAPHBLIX MeXaHW3MOB
MXTMO30B OblNl JOCTUrHYT 3a nocnegHue 25 net. NGS
cTana Kro4yeBOW TEeXHONOrnerm reHeTU4yeckoro TecTupo-
BaHUA U NPUMEHsieTcs B PYTUHHOW AMarHoOCTUKe Hacnepg-
CTBEHHbIX 3a60neBaHni, MOCKOMbKY 3aTpaTbl HEBENUKMU,
a pesynesrtaT 6bICTp U addekTmBeH [3-5]. KnnHuyeckne
nposBreHns 3abonesaHns TUMNUYHLI U XapakTepusyroTcs
B OCHOBHOM TpeMsi rMaBHbIMU KOMMOHEHTaMu: OONIuKY-
NAPHLIM TUMNEepKepaTo3oM, LUenyLleHneM, runepnvHeap-
HbIM PUCYHKOM nafoHen [6]. Y 6onblunMHCTBA 60MbHbIX
UXTMO30M OTMe4vaeTca Anddy3Hoe nopaxeHue KOXu
Ha GOKOBbIX MOBEPXHOCTAX TyNoBuLLa N pasrnbéaTenbHbIX
NOBEPXHOCTAX KOHEYHOCTEN B BUAE POMIIUKYNAPHBIX na-
nyn C poroBOW YeLUYMKOW Ha MOBEPXHOCTU, POroBbIX Ye-
LyeK pasnuMyHoro pasmepa u Lseta — oT 6enoro fo ce-
poBaTO-KOPUYHEBOro. Takxe HabnoaanTca TPaXMOHUXNN
N OHUXOPEKCUC, TOMKOCTb U TYCKNOCTb BOMOC [7-9].

Paspen 2

B pepmaronoruyeckoin npaktuke B Poccunm ucnons-
3yl0T  MeXAyHapoAHylo CTaTUCTUYECKYo Knaccuduka-
umio 6onesHen (MKB-10), oTHOCSLLYIO MXTMO3bI K Knaccy
«BpoxaeHHble aHomanuu, gedopManun U XPOMOCOMHbIE
HapyLLeHunsi», pybpuke «[pyrne BpOXAEHHbIE aHOManum»,
n BkmodaoT: Q80.0 «NxTnos npocton», Q80.1 «NxTnos,
CBA3aHHbIN ¢ X-xpoMocomoit», Q80.2 «IMnacTuHyarbin, na-
MUHapHbIA MXTNO3», Q80.3 «BpoxaeHHas 6ynnesHas ux-
TMo3ndopmHas aputpogepmusa», Q80.4 «/xTno3 nnoga»,
Q80.8 «[pyron BpoXXaeHHbIN NxTno3» [10].

NXxT1o3ndopmHblie COCTOSHMSA (Tak Ha3blBAEMbIN Npu-
06pEeTeHHbIM MXTNO3) UMEIOT CreayoLLyo Knaccuduka-
LMIO: CUMTOMATUYECKWIA; BO3PACTHON (CTapyeckuit); avc-
KOBUAHBIN UxTno3 [11].

OO6bIKHOBEHHbBIA UXTNO3 MpedcTaBnseT cobon Hawu-
6onee pacnpocTpaHeHHbI BUL UXTNO3a, KOTOpbIA pas-
BMBAaETCHA N NporpeccupyeT ¢ ABYXMeCA4YHOro Bo3pacTa,
nHorpaa Ha 6onee No3gHeM aTane — B Bo3pacTe A0 5 ner.
Tun HacnepoBaHuWsA: ayTOCOMHO-AOMWHAHTHbIN. 3abone-
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BaHWe CBA3aHO C MyTaumen B reHe FLG, nokanuayoLlem-
csl Ha xpomocome 1922. B pesynbrate HapyLlaeTcs CUH-
Te3 npodhunarrpyHa — npefLecTBeHHnKa dunarrpuHa,
nocnefHvii, pacrnagascb B pPOroBoM croe anuaepmuca
Ha amuHokucnoTbl (TpaHc-UCA n PCA), obpasyeT HaTy-
paneHbIi yBnaxHsawowmn daktop NMF, dyHkuma koto-
poro — yaepxvsaTb BOAy W nopaepxusatb Tpebyemoe
3Ha4veHne pH. PacnpocTpaHeHHbIMU SBASAIOTCA MyTauuu
R510X, 2282del4 n R2447X, koTopble 6bINM Uccneposa-
Hbl B pa6oTax C.C. AmenuHol n H. A. )KusankuHon. B pe-
3ynetate 3TUX UCCNefoBaHUM BbIICHEHO, YTO Haubonee
YacTon MyTauuen asnsetcsa 2282del4, knnuHnyeckasn Kap-
TMHA He 3aBUCUT OT BMAa MyTauuu, y naumeHToB C KOM-
nayHg-reteposurotamm 2282deld/R2447X wn 2282deld/
R510X oTme4anocb nposiBfieHMe nNpU3HaKoB WXTNO3a
c poxpaenua [12, 13]. MNpn ructonornyeckom uccneposa-
HUW KOXW BbIABMAIOT PETEHLMOHHBIN rMnepkepartos, rmno-
rpaHynes unu arpaHynes, obpasoBaHne KepaTtoTU4eCKnx
NPo6OK B YCTbAX BOMOCAHbIX onnukynos. [Npu snek-
TPOHHO-MUKPOCKOMUYECKOM UCCnefoBaHnn oTMmevaroTcs
HU3Kaa guddepeHumauma TOHOPUOPUNI, YMeHbLUeHne
M atunus 3epeH KepaTtornanuHa B 3epHUCTOM Croe, yCu-
neHve pnbéocomasibHOM aKTUBHOCTU B anupepmuce. Knu-
HUYECKN OObIKHOBEHHbLIA UXTNO3 MPOSABMAETCA LUenyLle-
HMEM MOPaXEeHHbIX Y4acTKOB (Yalie Ha pasrmbarefibHbIX
NMOBEPXHOCTSAX KOHEYHOCTEN) U 06pa3oBaHUMEM MeEenKux
Yewyek oT 6enoro o kopuyHesoro useta. OTmedaeTcs
ONNUKYNSAPHLIA rUnepkepaTos, MoBbILLEHHAs cknagya-
TOCTb NnagoHen u nogows. Bonockl y nauneHToB pepkue
M UCTOHYEHHblE, a HOrTEeBble MMACTUHbI JIOMKME U Kpo-
arcs, MOXeT pa3BUTbCs OHMXONU3NC. OB6bIKHOBEHHbIN
MXTMO3 COMPOBOXAAET CBOEro HOCUTENSA Ha NPOTAXEHUN
BCEWN XWN3HW, COCTOSHME CTAHOBUTCS HEMHOrO fy4Lle ne-
TOM, B 3UMHWI Nepuopf HabnogaeTca yxydweHune. Yacto
O6bIKHOBEHHbI MXTMO3 COYEeTaeTCs C aToNnMYecKumMm npo-
LeccaMmn, TakKUMW Kak aTonM4yecku aepmMaTut, 6POHXM-
anbHas actma [14].

MxTno3, cBfA3aHHbLIN C X-XPOMOCOMOW, ABMAeTCs
X-cuenneHHbIM  peLeccuBHbIM  JepMaTo30M, BbI3BaH-
HbIM feduumMTomM epMeHTa CTepouaHon cynbgarta-
3bl. Ero pacnpocTtpaHeHHocTb cocTaBnsetr ot 1:2000
0o 1:6000 My>X4uH No BceMy MUpY 6€3 Kaknx-nmbéo 3Ha4u-
MbIX reorpadu4ecknx nnu pacosbix pasnuyui [6, 7]. Knu-
HUYECKN XapakTepuayeTcsl reHepann3oBaHHOW CYXOCTbHO
M LWeNyLIEeHneM KOXH, NMpenMyLLLeCTBEHHO nopaxas Tyrno-
BULLIE, YLLK, LLEID, KOXY BOSIOCUCTOW 4acTu ronoBbl N KO-
HEeYHOCTU, 06bIYHO LLAaAA KOXY NafoHer 1 nodoLws, a Tak-
Xe Nuuo, NoambllieyHble BrafuHbl, 06nacTb reHuTanuin.
B nepexogHoM Bo3pacTe naTonornyeckue W3MeHeHus
Ha KOXe BONOCUCTOM 4YacTu ronosbl, nuua wu Lwen ocna-
6eBaloT. Ha4yano cMMNTOMOB — MpU POXAEHUM UNN B Te-
YeHue NepBbIX MECALEB >XU3HU MOSBMSATCA YeLUynKu,
KOTOpble 6oree 3amMeTHbl Ha pasrnbaTesfibHbIX yvacTkax
KOHEYHOCTen. Yellymku nOnUroHansHon opmMmebl, TOr-
CTble, MMOTHO MPUKPEreHHble K KOXe, pasnuyaroTcs
no usety, npu4emM 70% 13 HUX KaXyTcA TEMHO-KOPUYHe-
BbiMU, a 30% CBETNO-ceporo uBeTa. BuayanbHO KOXHbIe
M3MEHEHNSI CXOXW C TAKOBbLIMU NPW BYNbrapHOM UXTNO3e,
npu 3ToM OOSINIMKYNSAPHBIA KepaTo3 M NopaxeHne KOXu
nvua, nagoHer 1 NoAoOLLB OTCYTCTBYIOT, OTMEYaeTcs CUM-
NTOM «[PSA3HOM KOXM LUen». X-CLEensieHHbIA UXTUO3 MO-
XeT BO3HUKaTb WUCKIIOYUTENBHO Kak KOXHoe 3abornesa-
HWE UNU MOXET ObITb CBA3AHO C APYrMMU aHOManusaMu,
TakMMM Kak MOMYTHEHMEe POrosuLbl, KPUMTOPXU3M, Hapy-
LLIeHUe NCUXMKU, yMCTBEHHas oTcTtanocTb [15]. [NaToreHes
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X-cuenfnieHHoro NXTnosa CBA3aH CO CTEPOMAHOM cynbda-
Tasoh — 3T0 MeM6paHOCBA3aHHbIN MWKPOCOMAaIbHbLIN
hepMEHT, KOTOPLIN rMAPONU3NPYeT cynbdaTkl paga cTe-
pongoBs, npeo6pasysa Ux B akTUBHYO hopmMy. KognpyeTtcs
ncesaoayTOCOMHbLIM FreHOM Ha X-XpOMOCOME, B ee KOpOT-
KoM nneve B cerMmenTe Xp22.32. MNpumepHo 90% nauu-
E€HTOB MMEIOT NOJHY0 deneuunto reHa STS, a gpyrve He-
CYT YaCTU4Hble Aeneuun Unn ToYeYdHble MyTauuu B reHe
STS. NIameHeHua reHa STS, BegyLume K He[OCTaTO4HOCTH
cTeponaHon cynbdarasbl, NPUBOAAT K U3BLITOYHOMY Ha-
KOMSIEHUIO XosecTeporncynbdara B anvaepmMuce, NoBbl-
LIEHHOMY CLeNnSIeHNI0O POroBbIX Yellyek U peTeHLNOHHO-
My runepkepartosy, TakXe MoBbIaeTCcq NPOHULAEeMOCTb
KOXHOro 6apbepa. X-CuenfieHHbI UXTUO3 MOXET codve-
TaTbCsa C APYrUMnN (PEHOTUNUYECKUMU aHOMaNNSAMN, Taku-
MU KakK cuHapoM KanbMaHa, TodeyHas XoHapoaucnnasus,
rnasHou anb6uHU3M | TMna n HeBbICOKUM pocT [16, 17].

MxTno3 nnopa passuBaeTCs Ha 4YeTBEPTOM WU Ms-
TOM MecsiLe 6epeMeHHOCTU, HacnegyeTcs ayTOCOMHO-pe-
ueccusHo. PacnpocTtpaHeHHocTb 1:300 000. B ocHoBe
3aboneBaHuns nexut mytaumsa B reHe ABCA12, pacnono-
XXEHHOM Ha BTOPOW XpoMocome. [laHHbIV reH perynupyet
A depeHUNPOBKY KINETOK POroBOro Cros n TpaHcrnopT
cneumMn4ecknx nporteas, CBA3AHHbLIX C OTLUenyLuMBa-
HMem KepaTuHouuTtoB [18]. lucTonormyeckas KapTuHa:
nponudepaTUBHLIA rMNepKepaTos, akaHTo3, nepuBacky-
NApHblE MHUNLTPATLI, TMNEPTPOdUA COCOYKOB AEPMbl,
yBeNMYeHMe NOTOBbIX U CaNbHbIX Xenes3. INeKTPOHHO-MU-
KPOCKOMUYECKN XapaKTepnayeTc MHOMOUYNCIEHHBLIMW K-
NMOHLIMU BKJIIOYEHUSAMU B KepaTuHouuTax. MoXHO Bbisi-
BMTb AaHHOe 3abonesaHue npeHatanbHo (06HapyXeHue
Jeduunta cTepomaHon cynbdarasbl B aMHUOTUYECKOM
XWOKOCTM UNKN B TKAHU XOpMOoHa). KnvHuka npossnseTcs
C POXAEHWS, KOXHBIN NMOKPOB B BUAE POroBOro naHuups
CBETSIOro LBeTa, KOTOPbIA HauyMHaeT TEMHETb B TeYeHue
HecKombKMX Yacos. [lanee naHumpb TpeckaeTcs, U Ha Ccy-
CTaBHbIX MOBEPXHOCTAX MOABNAOTCA rMy60KMe TPELLMHBI,
60po3akn. Ha ronose TONCTbIA CMOW YellyeKk, BOSOCHI
pefkue, MOryT oTCyTCTBOBaThL. POTOBOE oTBEpCTME NNGO
CUNIbHO PacTAHYTO, NGO, HA060POT, HEMPOXOAMMO faxe
30HAO0M, B yrofikax pta o6pasytoTcsi TpeLUuHbl, ryobl yTon-
LLeHbl, a cnM3ncTas o605oYKka BbiBEpHyTa. YLUHbIE pako-
BWHbI AehopMUpOoBaHbl, B HO3APSAX U CIYXOBbIX Npoxoaax
porosble HacnoeHuns B BUAe NPoboK, BLIBOPOT BEK, PECHU-
ubl paspsxeHs! [19, 20].

NXTno3 namennsapHbii ABNSETCA PeOKMM BPOXOEH-
HbIM 3abonesaHnem c 4vactotor 1:200 000-1:300 000,
nopaxas My>X4uH 1 XeHLLUUH B paBHOW cTeneHn. Hacne-
[OBaHMe ayTOCOMHO-peLecCUBHOE U ayTOCOMHO-LOMU-
HaHTHoe. lNpu gaHHOM Tune 3aboneBaHWsa OBHapyXeHa
MyTauus reHa, KoaupyloLwero epMeHT TpaHc-rnyTamu-
Ha3y (TGM1) kepaTuHoumToB (IoKyc 14q11.2), 4to npu-
BOAUT K AedeKTy CTPYKTYpbl POrOBOro Cfosi U HapyLue-
HWIO ero gecksamauuu. [laTormcronornyeckas KapTuHa:
nponudepaTnBHbINA rMnepkepaTos, MHorga napakeparos,
YMEepeHHbI akaHTo3, rurneprpaHyses, o4aroBbll CMOH-
rmos, aTpodus BONMOCAHbIX U canbHbIX QONNUKyN. dnek-
TPOHHO-MUKPOCKOMNUYECKU BLISBMAIOTCA HapyLleHne me-
TaboNMYEeCKONn aKTUBHOCTU INUTENUOUUTOB, NUMNUOHbIE
BK/IOYEHNSA B KepaTUHOUUTaX, MHOMOYUCIEHHble nna-
CTMHYaTble rpaHyfibl B MEXKNEeTOYHOM MPOCTPaHCTBE.
KnuHn4yeckasa KapTuHa naMmennspHoro nxtTmosa nposiBns-
€TCSA C POXAEHMA: HOBOPOXAEHHbIN HAXoAUTCA B KOJSO-
WOHON nneHke (KonnougHelv nnog), 3atem K 6—7 mecauy
Ha4ynMHaeTCcsa reHepanua3oBaHHoe LenyleHne. MNMocTosH-
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HbIM KJIMHWYECKUM MPU3HAKOM SIBMSETCS NafoHHO-NOAOo-
LUBEHHLIN runepkepaTos [21, 22].

MXT1MO3 3nNnaepmMonuTUYeCcKUin NPUMEPHO B MOMO-
BWHE CcrlyyYyaeB HacnegyeTcs ayTOCOMHO-OOMWHAHTHO.
PacnpocTtpaHeHHocTb 1:300 000. 3ab6oneBaHune Bbl-
3BaHo MyTaumsmum B reHax KRT1 n KRT10. MNauneHTsl
¢ mytauuamm KRT1 umetoT 6ornee Taxenble NposBAeHNs
Nno cpaBHeHWO € nauueHtamu ¢ MyTtauwen KRT10 [3].
McTonornyeckas KapTuHa: BbIPaXeHHbIN runepkepa-
TO3, BaKyonbHasa 1 3epHUcTas gucTpodums rpaHynoumToB
M KNEeTOK LUMnoBaToro cnos. KnuHnyeckas KkapTuHa npo-
ABNAETCA C POXAEHUS, KOXa pebeHKa MaLuepupoBaHHas,
BCKOpEe CTaHOBMUTCS CyXOW C y4acTKaMu runepkeparosa
OT 6yporo A0 TEMHO-CEPOro uBeTa, B 0611aCTU KPYrHbIX
€CTeCTBEHHbIX CKNafoK, B KOTOPbIX NOSBAATCA My3bipy
C CEPO3HbIM COAEPXMMbIM, MPUCOEANHAETCH BTOPUYHASA
MHeKUmns. XapakTepHa Ce30HHOCTb, 060CTPEHUsA Bec-
HOW 1 OCeHbto [23-25].

NxTrno3 urnnctbin. OTHOLLEHWE K AaHHOW HO30/10r K1
HEOOHO3Ha4YHO U3-3a HeonpeneneHHOCTU HOo3of0rn4ye-
ckoro MecTta. [lpegnonaraetcs ayTOCOMHO-OOMWHAHT-
HbIA TUN HacnefoBaHus. 3aboneBaHne BbI3BAHO Aedek-
TOM 3KCnpeccun kepaTvHa 1, CBA3aHHOro ¢ MyTauuamm
KRT1. lNaTtoructonornyeckas kKapTuHa: runepkeparos,
rpaHynes, akaHTo3, nanunnomaTtos, fAe3opraHumsauus
3EePHUCTOr0 CNosi U Bakyonuaauus KreToK 3epHUCTOro
M LUMMNOBATOrO CMOEB 3a CYET BHYTPU- U MEXKIIETOYHO-
ro oteka. KnnmHuyeckas KapTuHa: C NepBbIX OHEN XU3-
HU MNOSIBASIOTCSA HEeBbIpaXeHHble CUMMNTOMbI UMMNCTOrO
MXTNO3a, fanee nosiBNSeTcs LWenylweHne n BO3HUKAKOT
6opofaByaTble pOroBble HACNOEHUs, BbICTynawLime
Ha 5-10 mm [26-28].

B pa6oTax OTeYeCTBEHHbIX U 3apybexHbIX aBTOPOB
NPUBOAATCA MHOMOYUCIIEHHbIE MPUYUHBI MPUOBPETEHHOrO
MXTNO3a: Ype3MepPHbIN yxon 3a KOXeW (BCTpeyaeTcs B OC-
HOBHOM Y 1L, 3peNioro Bo3pacTa); 3/10Kka4eCTBEHHbIE Ory-
xonu [29-32]; novyevHasa HeQoCTaTO4YHOCTb; ayTOMMMYHHbIE
3a60s1eBaHNs; MHPEKLMOHHbIE 3a60n1eBaHUs (Kak Npasuio,
BWY nHdekumns n Tybepkynea); ynotpebneHune onpepeneH-
HbIX MpenapaToB (rMNONMNUAEMUYECKUE, MCUXOTPONHBbIE,
LUMETUANH, KnodasumuH) [33]; HegocTaToyHo cbanaHcu-
pPOBaHHOE NMUTaHWe (He4OCTAaTOYHOCTb BUTaMmHa A, Kaxek-
cus) [34]; paccTporicTBa ropMOHasibHOro xapakrepa (runo-
TUPEO3, rvnepnapaTnpeos, naHrunonutyntapuam) [35, 36];
XpOHUYeCcKMe BoOCNanuTenbHble 3a60neBaHNs KuLLeYHUKa
(Hecneumndryeckuin A3BEHHBIV KONUT, 60n1e3Hb KpoHa). Na-
TOreHe3 NpProbpeTEHHOro XTNO3a OO HACTOALLErO BPEMEHN
HeJoCTaTO4HO n3y4eH. MpruobpeTEHHbIN NXTUO3, B OTNNYME
OT HacneacTBEHHOr0 MXTNO3a, MOSIBNSETCS B 3PESIOM BO3-
pacTe, Yaule BHe3anHo. KoxHble NposiBfieHns MOryT 6biTb
nepBbIM MPU3HAKOM OMyXONEeBOro npouecca Ui passBu-
BaTbCs N0 Mepe nporpeccupoBaHna 3abonesaHust. KnuHm-
Yecku NPUOBPETEHHBIN UXTUO3 HanoOMUHAaET BYfbrapHbIn,
rmcTonornyeckasl KapTmHa He OTNM4YaeTcs OT TakKoBOW
npu HacneacTBeHHbIX hopMax mxtuosa. NoctaHoBke On-
arHosa nomoraeT TwaTefbHbIi C60p aHamHe3a, OCMOTpP
POOCTBEHHMKOB NauMeHTa, BbisiBfieHWe Yy 60NbHOro conyT-
CTBYIOLLIEN naTonorum [37].

Pa3pen 3

Creumdmnyeckoro feveHuss pasnuyHbIX GopM WXTU-
03a He cyulecTByerT. B ocHoBHOM MCnonb3yrT NPon3BoOa-
Hble BUTaMUHa A, 00O3NPOBKa KOTOPLIX paccHuUTbiBaeTcA
B 3aBUCMMOCTU OT MaccChbl TeJia U CTeneHn BbIPa>KeHHOCTU
KIMTMHN4YEeCKUX I'IpOﬂBﬂeHVIVI. Takxe B cucTeMHOM Tepannn
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Ha3Ha4atoT npenaparbl UMHKa, BUTamMuHbl rpynnsl B n C.
Mpu nerkmx popmax MXTrnosa MOXHO NCMOMNbL30BaTh TOMLKO
Hapy>XHyt0 Tepanuio 1 KOMMekc 6arnbHeonorm4ecknx npo-
Luenyp, B 6onee TsaxenbIX cryvasx NnogknoyalT CUCTEMHOE
nevenHue [38].

HapyxHoe neveHWe BynbrapHoro MxTnosa BKIOYa-
eT KepaTonuTuyeckue cpeacTea: Mo4eBuHa 2-5-10%,
canuumnoBas 2-5%, MonodHas 8%, rnuvkoneBasi KUCHO-
Tbl 2 pasa B CYTKW, a TakXe yBMaxHsLLMe cMsaryaroLlme
CpefcTsBa: Kpema U Masu C peTUHONOM W aprokanbunde-
pornom 2-3 pasa B CyTKW. [1pn coveTaHuu ByNbrapHoro ux-
TMO3a W aToMMYeCcKoro gepMartuta He peKoMeHayeTcs uc-
none3oBaHue rnuvkonesbix KUcnot [10]. Mpwu BbipakeHHOM
CYXOCTW KOXW W LUENyLLEeHUN NPUMEHSAIOT peTuHon 3500—
6000 ME Ha kunorpamm maccbl Tena nepopansHo 1 pas
B AieHb 7—8 Hepernb, NOCTeneHHO yMeHbLuas [03y BABOE.
BnaronpusTHoe BNUSAHWE Ha NeYeHue BYNbrapHoro UXTu-
03a OKasblBaeT 6anbHeonornyeckoe fieyeHne, a UMeHHo
neyebHble BaHHbI, TakMe Kak cynbduaHble, XITopuaHo-
HaTpueBble, KNCNOPOAHbIE, BaHHbI C MOPCKOW COJbIO, Kpax-
Masnom, COAoW, OTBapOM pPOMALLKW, OTpy6sMn U obLuee
yneTpaduoneToBoe o6ny4deHue [39].

B neyeHun X-cuenneHHOro wuxTnosa nNpUMEHSET-
Ccsl MecTHasi Tepanusi n 6anbHeonorn4yeckoe rneveHue,
Kak npu npoctoM mxtno3de. CUCTEeMHO NpUMeEHsIeTcs pe-
TnHon 6000-8000 ME Ha kunorpamMm maccbl Tena B Te-
YeHne 8 Hepernb, NP HEOO6XOAUMOCTU MOBTOPHbIE KYPChI
yepe3 3—4 mecsua [40, 41].

B Tepanun namennapHoro Mxtuosa v 3puTpoaepMum
Bpoka ucnones3yetcsa auutpeTvH 0,3—0,5 Mr Ha Kunorpamm
Macchl Tena 1 pas B fieHb nepopansHo. B koMnnekcHoM ne-
YeHUW NIacTUHYaToOro UXTNO3a OTNINYHbLIV pe3yrnbTaT noka-
3blBaeT poTtoTepanus [42, 43].

HoBopoxaeHHble OeTn npu UXTMo3e nnopja Hyxpa-
I0TCA B WHTEHCUMBHOM Tepanuu B YCMOBUAX WHKy6atopa
C NepBbIX AHEN XU3HK, YTO yBenuiusaeT dP(PeKTUBHOCTb
neyveHus. MNpoBoanTCA KOppeKUns BOOHO-3/1EKTPONUTHOIO
6anaHca, NPUMEHSIOTCA CUCTEMHbIE aHTUOBUOTUKM, TNIOKO-
KopTMKocTepouapbl (MPEeAHN30M0H 2-5 MI Ha Kuiorpamm
maccel Tena) 1-1,5 mecsiua C MOCTOSIHHBIM CHMKEHMEM
[03bl 10 NONHOM OTMeHbI. lNMpuMeHeHne kepaTonUTUHECKUX
cpeacTB He pekomeHaytoT [20].

Mpu neyveHnn nxTnosa [OSMKHbI O6bITb JOCTUTHYTHI Ta-
Kue uenun, Kak 3aXXuBreHne TpeLmH 1 3p0o3ni, yMeHbLLe-
HVe WwenyLeHns, npeaynpexaeHve n yctpaHeHve npuco-
eQuHeHns nHdekumn. Onsg Bcex nauneHToB MPOBOAUTCS
MHOMBUOYamNbHbLIA NOAGOP YBMAXHAOLWMX U CMArYaroLLmnx
cpepncTs. [Ons npodnnakTUKM HYXXHO 0TKasaTbCsl OT MbITbs
KOXW LLENOYHbIM MbISIOM, OFPaHNYUTb KOHTaKT C annepru-
3VPYIOLLUMMUN BELLIeCTBAMW LLEPCTU XXMBOTHBLIX U OLITOBOM
xumum [38].

Paspen 4

Henb3s He OTMETUTb BaXHOCTb TepaneBTn4eCcKoro
O6DHGOBaHI/IF| nauymneHTa n 4ieHoB ero ceMbu nNpu UXTmno-
3e. D,eTVI 1 NoapoCTKN, 60bHbIe OaHHbIM 3360ﬂeBaHVIeM,
OTMeYalT CWUJIbHOE YYyBCTBO OTYYyXOeHWA cpenun cBep-
CTHUKOB, a TaKXe HeJoNnoHMMaHK1e no nosoay ceBoero 3abo-
nesanHus. Nommmo coumnanbHbIX pr,ElHOCTeI7I oTMe4arTCcA
pasnunydHble nHonsugyalbHble (bMSVIOJ‘IOFVI‘-ieCKVIe OTKJ10-
HeHUA — OTCYTCTBME 3NTaCTUHHOCTU KOXW MOXEeT orpa-
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HUWYMBATb CYCTaBHble OBWXEHUS, NPenaTcTBOBaTb POCTY
nansbueB, MellaTb MeNKoM MoTopuke, xoabbe. Hu getw,
HW NX poauTenn 3a4acTylo He MOHUMAT, Kak MOXHO
npegoTBpaTuTh 3TN ABUraTesnbHble N CEHCOPHbIE OCINOX-
HeHus. Llenb TepaneBTMYecKoro ob6pas3oBaHus 60SbHbIX
JeTel COCTOUT B TOM, YTOObI MOMOYb UM fy4Lle MOHATb
CBOI 6011€3Hb, HEO6XOANMOCTb BbINOMHEHUS €XEeAHEBHO-
ro yxofa 3a KOXer 1 gpyrux npouegyp ons ux BbDKUBA-
HUS 1 komdopTa [44, 45]. KoXHble CMMNTOMbI OKa3blBaloT
3HaYUTENbHOE BANSIHUE HA KA4eCTBO XW3HU NauneHTOB,
HO Masio YTO U3BECTHO O GPEMEHU (MCUMXONIOrMYECKOM,
coumnanbHOM, 3KOHOMUYECKOM, (PU3MYECKOM) 3TOro 3a-
6oneBaHns Ha ceMbUW nauuveHToB. B HacToswee Bpems
CYLLeCTBYIOT crneumanbHble ONPOCHUKWU, MO3BOMAIOLLME
OLleHMBaTb Kaxaoe u3 namepenun (6onb, NoBcefHeBHas
XXN3Hb, CEMENHbIE U NIUYHbIE OTHOLLEHUs, paboTa 1 ncu-
XOJTOrM4eCcKoe BO3OENCTBUE), YTOObI BbIPA3UTb Harpy3ky
3TOro 3aboneBaHWs Ha MaumeHTa U YNEeHOB ero CemMbu
[46, 47].

ExxeiHeBHbIN yxof 3a 60MbHbIMU UXTUO3OM TpebyeT
HemMano BpeMeHU U TeprneHus, a Takxe 60nbLINX PUHaH-
COBbIX 3aTpaT. BegeHue nxtnosa 3aTpygHEHO B CEMbSIX
C HU3KUM ypOBHeM foxofa. HecBoeBpeMeHHOe oka3aHue
noaaepXuBaroLlero fe4eHns noBbILLAeT PUCKU 06e3BO-
XMBaHUA, HapyLUEeHUs 9SMeKTPOonUTHOro 6anadca, nepe-
oxnaxaeHus, NPUCOeANHEHNS UHAPEKLMU U JarnbHenLle-
ro NoBpexXaeHus KoxXu n rmaa. K c4acTblo, B HacTosLlee
BpeMs CYLLLeCTBYIOT 651aroTBOpUTENbHbIE POHOLI MOMOLLM
605bHbIM UXTUO30M [48].

3aknioyenue

MxTno3 npencraBnsaeT cobor HacneacTBeHHoe 3a60-
nesaHwue. lNpakTuyeckn BCe BUAbI UXTNO3A NPOSABAIOTCA
cpasy rnocne poxaeHus 1 nMporpeccupyroT co BpeMeHeM,
a TakXe ConpoBOXAatoTCs pasnn4HbIMM Apyrumm Heobpa-
TUMBIMW NATONOMMYECKUMU U3MEHEHUAMM B OpraHusmMe
yenoseka. Mytauum 6onee 4yem B 50 reHax npuBogaT
K pasBuUTUIO pasfivyHbIX TUMOB UXTMO3a, HO Gnarogaps
METOOMKE CeKBeHUpoBaHus HoBoro nokoneHus (NGS)
B HacToslLLlee BpeMs MOXET 6bITb AMarHOCTUPOBAHO OKO-
no 80-90% cny4aes. KnvHnyeckas KapTMHa CO CTOPOHBI
KOXHbIX MOKPOBOB MpOABASETCA B BUAe W36bITOYHOIO
wenyweHns. Ona Toro 4Tobbl pa3Buics NpUobpeTeHHbIN
MXTNO3, He06X0AMMO coYeTaHme psga hakTopos (Henpa-
BUNbHBIN YXO[ 3a KOXeW, pas3nuyHble 3abonesaHus, yno-
TpebreHne nekapcTBeHHbIX CPeACTB, He[oCTaTO4YHO cba-
NaHCcupoBaHHOE NUTaHne, paccTporncTBa ropMoHasribHoOro
xapakTtepa). Ons AUarHOCTUKU MXTMO3a WCMOMb3yHTCH
noapo6HbIA aHaMHes, [aHHble KIIMHUYECKOW KapTuHbI,
FMCTONOMMYECKOro U 3NEKTPOHHO-MUKPOCKOMMUYECKO-
ro nccnegosaHuii. Cneumuryeckoro nevYeHns MxTmosa
He CyLlecTBYyeT, B CUCTEMHOM Tepanuun NMPUMeEHAIT Mpo-
M3BO[AHblE BUTaMWHa rpynnbl A, Ans HapyXHOro nede-
HUA UCMOMb3YIOT KepaToNUTUKN, a TakXe yBnaxHsioLime
M cMmfAryalowme cpefacrsa B KOMIMIEKCe C Jlie4ebHbIMU
BaHHaMu 1 potoTepanuen. B HacTosLee BpeMsa Oorpom-
Has 3Ha4YMMOCTb npuaaeTcss 06y4eHuto 60MbHbIX UXTUO-
30M U X POACTBEHHWKOB HaBblKaM eXefHeBHOro yxoaa
3a KOXeW M Heob6xoAuMbIM npouenypamMm Ansa KomagopT-
HOrO BbDKMBAHUSA, a TakXe NCUXOoNorn4eckon nogaepxke
u coumansHon agantauuum. [Ji
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