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Pesome

Koxa kaK opraH 4acTo BOBJEKAETCsl B ATOJIOTMUECKUE MPOLIECCHl, MPOUCXOIALINE BHYTPU PA3IMUYHBIX CUCTEM OpraHrn3Ma. DTO MOXET HabJI0-
NATHCS B CITyYasIX MATOJIOTUY BIXaTETbHON CUCTEMBI, TTPY KOTOPOII Ha KOXeE U €€ TIPUIATKaX OTMEUaeTCsI MHOXKECTBO MATOJIOTUIECKIX U3MEHE-
Huit. [TopaxeHue TOW WJIM MHOW CHCTEMbI MOXET MPUBECTH K BOBJICYCHUIO B MATOJOTMUECKUI MPOLECC APYroi CHCTEMBbI, CO3/1aBasi MOpoi
CJIOXHYIO MEXIMCUUIIMHAPHYIO MpobiaeMy. OCOOEHHO SIPKO COYeTaHHbIE MOPaXeHUsI OPraHOB AbIXaHWSI M KOXM HaOII0aloTCsl B KayecTBe
COCTABIISTIONINX Psia HACJIEICTBEHHBIX CHHIPOMOB, TIPU KOTOPBIX TTATOJIOTHSI KOXKH Y OPTAaHOB JIBIXaHUS 3a9aCTYIO SIBIISTIOTCS] BEMYITMMY CUMIITO-
Mamu 3abosieBaHusl. B ciyyae HacieACcTBEHHOI MATOJIOTUM MOPaXKeHHE KOXM W OPraHOB IbIXaHWSI MPOMCXOOUT BCIENCTBUME T€HETUYECKU
00YCIIOBJIEHHOTO HapyILIEHUsI pabOThl U CO3pEeBaHUsl ONpeaeeHHOro GU3MOIOrMyeckoro 3peHa. ['eHeTnuecku 00yCIOBICHHbIC HapyLLIEHUsT CO
CTOpOHHI cocynoB (cuHapom Panmio—Ocnepa—Bebepa, Knunmensi—TpeHoHe), coeqMHUTETBHON TKaHu (Helipodubpomaros I tuma, cHHIpOM
Bnepca—annoca, Cutis laxa, Ty0epO3HbIid CKIEPO3), MEJIAHOLIMTAPHOI cucTeMbl (cuHaApoM ['epmaHcku—Ilyaaka) BOBIEKAOT B MaTOJIOIMYe-
CKMI{ MPOLIECC LIeJIbIi Psii OPraHOB M CHCTEM OpraHM3Ma, BKJIIoYast KOXy W opraHbl AbixaHusl. Llesblo TaHHO paboThI SIBUJIOCH OCBELIEHUE UMe-
IOIIVXCST TAHHBIX O HACJIENICTBEHHBIX 3a00JIEBAHUSIX M CHHIPOMAX C BOBJICUCHUEM KOXW W OPTaHOB IbIXaHUsI. 3aKimodeHne. 3HaHUE O KIIMHUIe-
CKMX B3aMMOIEUCTBUSIX B PAMKaX HACJIEICTBEHHBIX KOXHO-JIETOUHBIX CUHIPOMOB, MX CBOEBPEMEHHAs! AMarHOCTUKA U PALIIOHATIBHOE JIeueHUe
MOTYT TIOMOYb YBEJIMYUTb BBKMBAEMOCTb MALIMEHTOB M COXPAaHUTb KayecTBO XMU3HU. [IpyM pacCMOTPEHMM NAaHHOTO MEXIUCLUIUIMHAPHOIO
BOTIPOCA Ha CTHIKE ITyJIbMOHOJIOTUM U JIEPMATOJIOTUU TPeOyeTcs HabHelllee N3yIeHUE C 1IeTbI0 COBEPIIIEHCTBOBAHUSI METOIOB MEIUITMTHCKOM
TIOMOIIY MMalMeHTaM NaHHOM TPYIIIbL.

KiroueBble c/10Ba: KOXKHO-JIETOUHBIE CUHIPOMBI, JIETOYHBIN (hUOPO3, MHEBMOTOPAKC, TUCTPOMUMN HOITEI, MOPAXKEHUST KOXKH.
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Abstract

The skin, as an organ, is often involved in pathological processes occurring within various body systems. This can be observed in respiratory
conditions associated with many pathological changes on the skin and its appendages. Damage to one system can lead to the involvement of another
in the pathological process, sometimes creating a complex interdisciplinary problem. Especially vivid combined lesions of the respiratory organs and
skin are observed as components of a number of hereditary syndromes, in which the skin and respiratory conditions are often the leading symptoms
of the disease. In the case of hereditary pathology, lesions of the skin and respiratory organs occur due to a genetically determined disruption of the
work and maturation of a certain physiological link. Genetically determined disorders of the vessels (Rendu — Osler — Weber syndrome, Klippel —
Trenaunay syndrome), connective tissue (neurofibromatosis type I, Ehlers — Danlos syndrome, cutis laxa, tuberous sclerosis), melanocytic system
(Hermansky — Pudlak syndrome) — all involve a number of organs and body systems in the pathological process, including the skin and respiratory
organs. The aim of this work is to provide an overview of the available data on hereditary diseases and syndromes involving the skin and respiratory
system. Conclusion. Knowledge of clinical interactions within hereditary skin and lung syndromes, their modern diagnostics and rational treatment
can help to increase patient survival and maintain their quality of life. This interdisciplinary issue at the intersection of pulmonology and dermatology
requires further study in order to improve the methods of medical care for this group of patients.
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JI1s1 KTMHUIIMCTOB KOXKa U IbIXaTeJbHasl CUCTEMa BCerna
TIPEICTABIISIIN COO0I 0OBEKT AMArHOCTUUYECKOTO ITOMCKA.
OcMOTp KOXHM U €€ IIPUIATKOB TaK Ke, KaK 1 00CIe10Ba-
HUE IBIXaTeIbHOI CUCTEMBI, SIBJITIOTCSI 0A30BBIMM 3Talla-
MM JMarHOCTUKM B paMKax pyTMHHOTIO Iprema.

Llenpto naHHOM pPabOTHI SIBJISIETCS] OCBEILIEHUE UMEIO-
IIAXCS JAHHBIX O HACJICICTBEHHBIX 3a00JICBAHUSIX 1 CUTH-
JIPOMax C BOBJICUCHUEM KOXHU U OPTAHOB IbIXaHUS, BEIb
TOpakeHUe OHOM 13 3THUX CUCTEM MOXKET BbI3BaTh U3Me-
HeHUsI B Ipyroii. BriepBbie momoOHast 3aKOHOMEPHOCTh
Ob1a onucaHa H. Pride (1991) [1]. OcobeHHO Harsia-
HO COYETaHHBIC TTOPaKEHUsI KOXU ¥ OPTaHOB JIBIXaHUS
HaOJIIOAIOTCS MPU PsIIe HACJIEeICTBEHHBIX CUHIPOMOB,
MPU KOTOPBIX MOPAXKEHUST KOXU U OPTaHOB JIbIXaHMSI
BBICTYMAIOT KaK B KaUeCTBE OCHOBHBIX MPU3HAKOB 3a-
OoJieBaHMS, TaK M B KQUeCTBE KIIMHUUECKHUX TTPU3HAKOB
B paMKax OMpeaeJeHHOIO CUMIITOMOKOMIUIeKca. 3HaHUe
KJIMHUYECKOIN KApTUHBI M 3aKOHOMEPHOCTE COUETaHHBIX
MMOpaKeHWI KOXU M OPTaHOB IBIXaHUSI MOXET ChITPaTh
BaXKHYIO pOJib B 00Jiee paHHEN AUarHoCcTuke 3aboieBa-
HUS U, KaK CJIeCTBUE, BHIOOPA pallMOHAIbHOMN TaAKTUKU
BeJCHUSI MallMeHTa. YUUTHIBasI TOT (haKT, YTO MaTOJIOTH -
YecKHe M3MEHEHMST KOKU M OPTaHOB IbIXaHUSI HE BCET-
Jla SIBJISIIOTCSI BEAYIIMMU CUMIITOMAMM TOTO WM MHOTO
3a00J1eBaHusI, 3HaHUE KIMHUYECKON KapTUHBI IPYTUX
COUYETAHHBIX TTOPAXKEHUI MOKET TTIOMOYb HE TOJIBKO B BbI-
SIBJICHUY OITpeIeJICHHBIX M3MEHEHMIT CO CTOPOHEI OTIpe-

NEJICHHOI CUCTEMBbI, HO U TIOMOXKET MPU YCTAaHOBJICHUU
JIMarHo3a B 11eJIOM.

B maHHOIf cTaThe paccMaTpUBaeTCS KIMHUYECKAS
KapTWHA HACJIEICTBEHHBIX 3a00JIeBAHUI M CUHIPOMOB
C aKIIEHTOM Ha KJIMHUYECKYIO0 KAPTUHY COYETaHHbIX I10-
pakeHUWI KOXU W OPTaHOB AbIXaHUs. B pamMKkax maHHOM
paboTBI pAaCCMOTPEHEI TaKKe 3a00JIeBaHMSI, KaK 00JIe3Hb
Bbepra—Xorra—/o6e (bbX]1), curapom Panmio—Oce-
pa—Bebepa (CPOB), cunnpom Dnepca—/lannoca (CO/),
HelipopuodpomaTos I Tuna, TyoeposHslil ckiiepos (TC),
cuaapoM Kimmmensa—Tpenone (CKT), Cutis laxa, cuaa-
pom I'epmancku—ITymnaka (CI'TI) u BpoxXneHHBIN quc-
kepato3 (BJIK), conpoBoxaaroiimecst SpKkoii U pa3Ho-
00pa3HOI KIMHUYECKON KapTUHOM MOpaKeHU KOXU,
ee TIPUIATKOB ¥ OPTaHOB IBIXaHUS.

s ynpoieHus rpouecca muddepeHIaaIbHOM Tuar-
HOCTUKU U YCTAaHOBJICHUsI IMarHo3a HeoOXoaruMa CBOIHAs
TabJIMIIa JAHHBIX C YKa3aHUEM OCHOBHBIX KIMHUYECKUX
MIPOSIBIICHHIT CO CTOPOHBI KOXKH, €€ TIPUIATKOB 1 OPTaHOB
nbixanust. C y4eTOM TOTO, UTO IIPU PsIie HACTEICTBEHHBIX
3a00JIeBaHUIT U CUHAPOMOB HaOJII0JaeTCsl BOBJIEYEHE
Cpa3y HECKOJIBKMX OPTaHOB M CUCTEM, HEOOXOIMMO TakKKe
0003HAUNTH IPYTUE BasKHBIC B TMaTHOCTUYECKOM TLTaHE
rmaToJIoThYecKre u3MeHeHust (Tada. 1).

OnucbiBaeMble HACAEACTBEHHbIE MATOJOTMU Pa3HO-
00pa3Hbl U JOCTATOYHO MHOTOYMCIIEHHBI, TTOSTOMY JIJIST
IMTOHMMAaHUS MX 3THOTIATOTeHEe3a 1 YaCTOTHI BCTPEUaeMO-

Tabauua 1

Beoywue kaunuueckue nposieaenus naciedcmeeHHbIx 3a00.1e6aHUIl U CUHOPOMOB C COYEMAHHBIMU NOPANCCHUAMU KOXCU,
ee npuoamKos, 0peanos 0bIXaHUs, a MaKice Opy2ux cucmem op2aHos

Table 1

Leading clinical manifestations of hereditary diseases and syndromes with combined lesions of the skin, its appendages,

respiratory organs, and other body systems

BonesHb / cuHapom TMopaxeHus Koxu 1 ee NpuaaTkoB TMopaxeHus opraHoB AbIxaHus MopaxeHns Apyrux opraHoB U cucTem
MHoXecTBeHHbIe KUCTbI erkux 3nokayecTBeHHbIE ONyXonu noyex
BBXA lamapToMb! KoXM nuua CHONTaHHAH HEBMOTORAKE [o6poKayecTBeHHbIE U 3N0Ka4eCTBEHHbIE
P OnyXoMnK PasnnyHOM NOKanu3aLmum
ApTeproBeHO3HbIE ManbgopMaLnm nerkux
CPOB MHoXecTBEHHbIE TeNeaHrnaKkTasnm lemoropakc Bl LD L 2 ) LR
nokanu3aumm
JleroyHas runepreH3uns
BA
TMopaxeru B, KOCTHO-CYCTaBHOM
can [MnepanacTM4YHOCTb KOXM IHeBMOTOpaKe o 2 LR (8 L
CHUCTEMbI M BHYTPEHHUX OpraHoB
BHyTpunerouHoe kpoBoTeyeHme
) TMATHa «Koche ¢ MonoKoM» HeitpochnBpomaros-accoLumpoBaHHbie Mopaxer¥e opraHOB 3peHus, koCTHo-
Helipodpubpomaro3 HelipodpGpomsi [ud)hy3HbIe MOPaXeHs NIErkux CYCTaBHOW CUCTEMbI, HEPBHOM CUCTEMBI,
| Tvna PUCK Pa3BUTUS 3MOKAYECTBEHHBIX
BecHywiku TNerounblit ubpo3 Heonnasui
MATHa rnonurmeHTaLmMm
AHTHO(UBPOMI TMopaxeHue HepBHOM, CepAeYHO-COCYANCTON,
MMdbaHruoneommomar: MOYEBbIAENUTENLHON CUCTEM M OPraHoB
TC y Numdbanruoneiiommomaros 04eBbIAENUTENLHON CUCTEM U OpraHo
®ubpombl HorTed 3peHms
«LllarpeHeBas koxa»
CKT CocyaucTbie ManbgopmaLum Tpombo3ambonus neroyHoi apTepumn g;g:::me L F I RN LA
Cutis laxa Omduzema Tpbikv NULeBapUTENbHOTO TpaKTa
(ayTocomHo- CHWXeHNe amacTUYHOCTM M YNPYrocTy koxu | BpoHxoakTaTuyeckas bonesHb y
AOMMHaHTHHﬁ TM") . BblnaAeHMe FeHUTanuun
CTeHo3 Nero4Hoi apTepum
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crn [Na30KOXHbIIH anbOMHU3M

Yaopanaa, ceTyaras nUrMmeHTaumsa Koxu

[luctpodpus Horten

BOK JlerouHbin pubpo3
PaHee BLinageHue U NocefeHm1e BONOC
Tvnepruapo3

BynnesHbiit MHOXeCTBeHHblE 3MMAepMOo-aepManbHble

anugepmonua My3LIPHY 1 303NN

AnugepmonuTAyeckwin | SPUTROAEPMUA

mnepkeparos NapoHHo-NoROWBeHHaR KepaTogepMus

Cunapom lygnacyepa | Backynutbl koxu

o TunepTpochuyeckasn octeoapTponatisl (HorTu
Imnnokpara)

TlerouHbin ¢ubpo3

Hecneundmyeckan nHTepcTUumanbHas
NHEBMOHUA

MopaxeHue CU3UCTOIH 0BONOYKN BEPXHUX
AbIXaTemnbHbIX NyTei

HeoHatanbHas nHeBMOHMS
AHOManuu pasBuTMA nerkux
lemopparuyeckasi THeBMOHNS
JleroyHoe KpoBoTeYEHME
WHTepcTMumManbHas GonesHb nerkux

TNeroyHblit pubpo3

MHoXecTBeHHbIe NopakeHusi CepaeyHo-
COCYAMCTON, MOYEBbIAENUTENLHOM,
NULEBAPUTENLHOM U HEPBHOI CUCTEM,
nopaxeHue 3yboB, KOCTEM, OPraHoB cyxa
¥ 3peHus

MopaxeHue cnuucToit 060n04KN
KENyA0YHO-KMLLIEYHOTO 1 MOYENONOBOTO
TpakTa

MHoxXecTBeHHbIe MOPOKM Pa3BUTHS

Mopaxenne noyek

3noKayecTBeHHbIe Heonnasum opraHoB
OblXaHusa

Mpumevanve: BBEX[ - GonesHs bepra-Xorra-[ltobe; CPOB - cuippom Parpio-Ocnepa-Bebepa; C3[ - cuinpom Snepca-[atnoca; BA - GpoHxuansHas actma; TC - Ty6epoaHblit cknepos;
CKT - cunppom Knunnens—TpeHone; CIT1 - curppom Mepmancku-Tyanaka; BAK - BpoxgeHHbiit auckepatos; WP — navonatiyeckuit neroubii ubpos.

CTU BaXXHbI T€HETUKO-3IUAEMUOJIOTNYECKIE JaHHBIE,
MpencTaBjieHHbIC B Ta0. 2.

KnuHuyeckue nposiBNEHUS KOXKHO-NErOYHbIX
3aboneBaHnit U CMHAPOMOB

BonesHb Bepra-Xorra-[tobe-1

Bonesnun bepra—Xorra—/Ii06e-1 (BBX/I-1) mpencrasisier
co0oii peakoe reHeTu4YecKoe 3adoeBaHe ¢ ayTOCOM-
HO-TOMWHAHTHBIM TUIIOM HacJeJOBaHUsl, BbI3BAHHOE
MyTauussmMu reHa FLCN, Komupyromiero 0eoK ¢hoJuii-
KyJIuH [2].

Knunuueckue nposisnenust bBbX/1 3aBUcT OT cTeneHn
myTtauuu reHa FLCN, HO 0ObIYHO BCETa COMPOBOXAAIOT-
csI IOpaKeHUSIMUA KOXKY 1 OPTaHOB ObixaHust. Hanbomee
YacThIMM TIOPaKeHUSIMU OpraHOB AbixaHust mpu bBX]]
SIBJISTIOTCSI MHOXKECTBEHHBIE IBYCTOPOHHUE KUCTHI B JIEeT-
KX, oTMevatormecs y > 80 % nanumeHToB [3], 4To, B CBOIO
odepelb, TAKXKe 00YCIIOBIIMBAET PUCK Pa3BUTHUS ITHEBMO-
Topakca [4, 5]. [Ipu aTOM clienyeT OTMETUTD, YTO KUCThI
B JIETKUX Yallle BCETO HOCSIT aCUMIITOMHBIN XapakTep,
HE BBI3BIBAIOT CYOBEKTUBHBIX 3KaJI00 y IMallueHTOB 1 He
OKa3bIBAIOT BIMSHUS Ha IBIXaTeIbHYIO (DYHKIIUIO JIeT-
Kux [2, 6—8]. Taxxe y naumentos ¢ BBX/I ObLm onucaHbl
cJlyyad pa3IMYHOIO pojia ruIepIuia3nii 100poKayecTBeH-
HOTO U 3JI0Ka4eCTBEHHOT0 XapakTepa [9], HO 10CTOBEepHOI
acCOIMAINY MEXIY 3a00IeBaHUEM 1 pa3BUTHEM Pa3INd-
HBIX OITyXOJIei HE BBISIBJICHO.

IMopaxkenus koxu npu bBbX]I xapaktepusylorcst Ha-
JIMIMEM MHOKECTBEHHBIX (PUOPODOIITUKYIIOM U TPUXOIH -
ckoM, HabmonaeMbIx y 80 % nauueHTos [3]. CTpyKTypHO
JIaHHbIE HOBOOOPa30BaHMsI MPEACTABISIOT COO0 ramap-
TOMBI, KIMHUYECKU OMpeesisieMble KaK HeOOJIbIIE MHO-
>K€CTBEHHBIE MAITyJIbI TEJIECHOTO IIBETa, HE3HAYNUTEITLHO
BO3BHIIIAIONINECST Ha OKpYXKartomei Koxeii [8]. Turmu-
HOW JIOKaJIM3alMEN MOPaKCHUM SIBISIETCS KOXa OKOJIOHO-
COBOI1 00J1aCTH, peTpoaypUKYyJISIpHAs 1 3aThlJIOYHas 00J1a-

CTH, a TaKKe KoxKka BepxHell Tpetn cniuHbl [9]. K npyrum
nopaxeHusiM Koxxu ripu bBXJI oTHocSTCST pazauuHbie
OITyXOJIM KOXM, TaKue KaK KOMeaoHabHbIN HeByc [10],
nepudonukyasipabie ¢hpudbpomsl [11], coenuHUTENb-
HOTKaHHBIE HeBYCHI [ 12], MHOXeCTBEHHbIE AHTMOMATO3-
HbIe Y3/l U aHTHo(GUuOpoMEI [13], aHruonunomsl [14],
OKOJIOHOI'TEBbIe MamyJibl [9] u mamysbl HA CAU3UCTOU
000J104Ke 1o10cTH pTa [15, 16].

I[ToMUMO KOXKHO-JIETOYHBIX ITPOSIBICHUI, YCTAHOB-
JIGHBI aCCOLIMALIMU MEXIY 3710KaueCTBEHHBIMU HEOIlIa-
susasmMu 1 BBXI. Tak, g BBX]I xapakTepHo pa3BuUTUe
3JI0KAYeCTBEHHBIX 1 JOOPOKAYECTBEHHBIX OITyXOJICH pa3-
JIMYHOM JIOKAIM3aIIMU;: B YaCTHOCTH, paK ITOYKHY HAOTI0a-
ercsy > % nauuenToB ¢ BBX/I [7, 9], BBIABISIIOTCS TaKKe
3JI0KAQYECTBEHHbIE HEOTJIA3UU JIETKUX, TOJICTOIN U MPSIMOI
KMIIKU, OTTYXOJIM SHIAOKPUHHBIX Xenes [15].

Cungpom Panpto-Ocnepa-Bebepa

CPOB (HaciencTBeHHass reMOpparndeckast TeJIeaHT -
9KTa3usl) MPEICTaBISIET COO0I peaKoe HaCAeACTBEHHOE
3a0oJieBaHNe, MepeaaBaeMoe Mo ayTOCOMHO-IOMUHAHT-
HOMY THUITy U MpeAcCTaBJsiioliee co60ii MHOXECTBEHHYIO
CUCTeMHYI0 aucruiazuio cocynon [17, 18]. ¥ 90 % naru-
€HTOB pa3BuUTHE 3a00eBaHUS 00YCJIOBJIEHO MyTallluei
reHa ENG (I Tun) u rena ALK (11 tum) [19].

Co cropoHbl opraHoB absixaHust CPOB niposiBaseTcs
JIETOYHBIMH apTePUOBEHO3HBIMH MaTb(OPMALIUSIMH, KO-
Topbie oTMevaroTes y 50 % nauuenTos [19]. Yale Bcero
BOBJICUEHHE OPTaHOB JIbIXaHUSI UMEET OECCUMITTOMHBIN
XapakTep, HO B TSDKEJTBIX CITydastX MOXKET IIPUBECTH K pa3-
BUTHUIO CETITUYECCKUX M ACEIITUICCKUX SMOOJIMI C TajTb-
HEHIIMM PUCKOM pa3BUTHUSI MHCYJIBTOB, TPAH3UTOPHBIX
UIIEeMMYECKUX aTak u abcuecca mo3ra [20, 21]. Takxke
y naimeHToB ¢ CPOB MoryT HabItoAaThCst KpOBOXapKaHbe
U reMoTopakc [22], 4To yale Habaronaercs npu oepe-
MmeHHocTH [23]. Takxke K penkuM TiposBieHusm CPOB
OTHOCHUTCS pa3BUTHE JIETOYHOM TUTIepTeH3uu [24].
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Tabauua 2

Ienemuxo-3nudemuonocumeckue dannvle HaACAEOCHGEHHBIX 3A00.1e6aHUI U cum)pomoe C COMEeMAaHHbIMU NOpaAssiCeHUAMU
KooKu, ee npudamlcoe, opeanos ovixanus

Table 2

Genetic and epidemiological characteristics of hereditary diseases and syndromes with combined lesions of the skin,
its appendages, and respiratory organs

BonesHb / cuHapom

BEX0-1

CPOB

can
Heipodpubpomaros 1 Tuna

TC

CKT

Cutis laxa (ayTocomHo-
[ROMMHAHTHBIN TMN)

crn

BAOK

BynnesHbiit anupepmonns

AnuaepmMonuTUYeCcKuit
runepkepaTos

Cunpgpom lygnacyepa

mo

YacroTa BcTpeyaemMocTy

1-9/1 000 000

1-5/10 000

1/20 000-40 000
(knaccuyeckwi | Tun)

1-5/10 000

1-9/100 000

<1/1000 000

<1/1000 000

1-9/1 000 000

1-9/1 000 000

1/30 000-1 000 000

He ycraHoBneHa

0,5-1/1 000 000

1-5/10 000

Tun HacnepoBaHus

AyTOCOMHO-AOMNHAHTHBIN

To xe

- -

==

MapagoM1HaHTHOE HacnedoBaHMe
(NpeAnonoXuTeNnsHO)

AyTOCOMHO-AOMUHAHTHBIV

To xe

AyTOCOMHO-AOMUHAHTHbIN,
ayTOCOMHO-PELIECCUBHBIN,
X-CLienneHHbIN peLieccuBHbIN

AyTOCOMHO-AOMUHAHTHBIN,
ayTOCOMHO-PELIECCUBHBIN

AyTOCOMHO-,qOMMHaHTHI:Iﬁ

He ycTanoBnexo
MonureHHbIA

MynbtudakTopuanbHbii

BoBneyeHHble rexbl
FLCN (cdbonnukynun)
ENG (anpornu) (I Tun)

ALK1 (akTvBuH peuenTop-
nopgo6Has kuHasa 1) (Il Tun)

COL5A1 (konnareH anbtha-1 (V)
(Ans | knaccuyeckoro Tuna)

NF1 (HeitpochnGpomuH)

TSC1 (ramapTu)

PI3K (choccpatuaunutosuton-4-5-
Gucdocdar 3-kuHasa)

ELN (anactuh)

HPS1-10 (komnnekc 1 GuoreHesa
TI30COM-CBAI3aHHbIX OpraHens,
cybbeanHnua 3)

TERC (PHK-komnoHeHT
Tenomepasbl)

KRT5, KRT14, DSP, PKP-1, PLEC,
ITGA®G, ITGB4, LAMA3, LAMBS3,
LAMC2, COL7A1, FERMT1

KRT1 (kepatuH-1)

COLA4A3 (konnareH, Tn 4 anba-3)

MUC5B (myuuH 5, noatun B)

AdhheKThbl BOBNEYEHHbIX FEHOB
lNopaBnexue onyxonesoro pocra

BoipaxeHHas accounaums
C 3HAOTENUEM COCYAOB

Bepnywas ponb B KoHTpOne
¢hubpunnoreHesa
lNopaBneHne onyxonesoro pocra

Perynsiumns pocra
1 nponudiepauymm KneTok

Perynsiums kneTouHbIX GyHKUMIA

Pa3BuTue rnagkoi Myckynatypbl
aprepmit

Pa3BuTue 1 co3peBaHie NM30COM
1 NI30COMONOA0OHBIX OpraHenn

KntoueBoi KOMNOHEHT (hepmeHTa
Tenomepasbl

OYHKUMOHANBHOCTL
CTPYKTYPHbIX 6ENKOB Pa3nuyHbIX
CrOEB KOXM

TepmuHanbHas
AndhdepeHuMpoBKa anuaepmuca

AHTNaHIMOreHHas aKTUBHOCTb

Bsi3koCTb M CNOCOGHOCTL
CMa3bIBaHus

Mpumevanme: BEX[-1 - 6onesxb bepra-Xorra-[iobe-1; CPOB - cuippom Paraio-Ocnepa-Bebepa; CO[ - curapom Snepca-Jannoca; TC - Tybepostbii cknepos; CKT - cuppom Knunnens-
Tperowe; CII - cunapom Mepmancku-Tlynnaka; BIIK — BpoxaerHbii auckeparos; N — uaonatuyeckwit nerouHbit hubpos.

Co CTOPOHBI KOXW JaHHBI CUHAPOM KIIMHUYECKHU
MIPOSIBIISIETCSI MHOXKECTBEHHBIMU TeJICAaHTUIKTa3USIMU,
KOTOpBIE OTpenestiorest y 75—95 % nanueHTos [25].
Yamre Bcero TejieaHTM3KTa3UM MOSIBISIIOTCSI B I€TCT-
Be IOcJie TIEPBOTO 3MN30Ja HOCOBOTO KPOBOTCUCHUS,
IOCTHUTas CBOCTO MaKCHMMAaJbHOTO PaCIIPOCTPaHCHUS
K 3—4-My necsaTwieTuio Xu3Hu [26]. TunuyHoi J0Ka-
nu3auueit nopaxkenuii mpu CPOB sBasgeTcst nuLo, ryosl,
SI3BIK, CITM3UCTAsI ITOJIOCTU PTa M HOCA, KOXKa Hapy>KHOTO
CITYXOBOTO TIPOX0/a, JaAOHHW U MOIOMIBH (IIpeUMYyIe-
CTBEHHO AUCTaJbHbIe (pajmanrn), Tynosuule [27]. OnHa-
KO BbIpaKeHHbIE KOXHbIE MPOSIBJAECHUS HabJII0OAaI0TCS
Tosibko y 20—40 % nanueHToB. B GOJBIIMHCTBE cTyyaeB
y TTAIIMEHTOB OTMEYAcTCs M30JMPOBAHHOE TTOPaXKeHHE
KOXXM JIAMOHEH, MUCTATbHBIX (halaHT TaJIbIIeB U COUETaH-
Hoe nopaxeHue ryo u s3uika (71 1 66 % cOOTBETCTBEH -
Ho) [28]. CnenyeT OTMETUTD, YTO TeJI€aHTMAKTa3UU TIPU
CPOB saBasgioTcst oueHb YyBCTBUTEIBHBIMU K MEXaHU -
YECKUM CTUMYJIaM, YTO MOXET CYIIeCTBEHHO MOBJIUSITh
Ha KauyeCTBO XXU3HU MallMeHTOB.

K npyrum BaxXHBIM (He KOXXHO-JIETOYHBIM MTPOSIBJICHU -
aM CPOB) oTHOCSITCSI HOCOBBIE KPOBOTEUCHUS M pa3BU-
THE Xee301e(ULIMTHON aHeMUU, oTMevaloleiics y 50—
90 % TmalMeHTOB B 3aBUCUMOCTH OT BO3pacTa. YUMUTHIBas,
yto CPOB sBisieTcs CUCTEMHOI MaToa0TUel pa3BUTUS
COCYIOB, TIOMUMO JIETKMX W KOXMW, pa3TUIHOTO poa CO-
CYIVCTBhIE MaTb(OPMAIIMU MOTYT HaOTIOOATHCS B IPYTUX
cucTeMax OpraHoB, BKJIIoYasl MeyeHb, TOJOBHOM MO3T
U XKeJTyTOYHO-KUIIEYHbII TpakT [29].

CuHppom Anepca-flaHnoca

C3B]1 — rpymnra reHeTU4ecKuX 3a00JieBaHUI COeTUHU-
TeJIbHOU TKaHU, TJIaBHBIMY KIIMHUYECKUMU IIPU3HAKAMU
KOTOPBIX SIBJISIIOTCSI TUTIEPPACTSKUMOCTh M TUIIEPMO-
OMJILHOCTb KOXKHU, XPYIIKOCTh COCYIOB U aTpoduuecKue
pyoust [30]. PaznuuHbie peHoTumnsl COJI MMEIOT CBOIO
TeHETHYECKYIO OCHOBY, HO B OOJIBIIMHCTBE CITy4acB 3a00-
JIeBaHME UMEET ayTOCOMHO-TIOMMHAHTHBIN TUTT HACTIEIO-
BaHUS WM BO3ZHMKAET 3a CUET MyTalluU de novo.
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[TopaxeHus1 KOXU SBISIOTCS Harbosee mpuMedaTesib-
HBIM ¥ XOPOIIIO BU3YAJTM3UPYEMBIM TUATHOCTUUECKUM
nipusHakoMm ripu COJI. ¥V manmentos ¢ COJl oTmeuaeTcst
BBIpaKEHHAS TUTIEPATACTUIHOCTh KOXKU; cama Koka UMe-
eT IMaIKylo, 0apXaTUCTYIO CTPYKTYpPY. Takxke XapakTepHO
o0OpazoBaHue aTpOPUUECKUX PYOLIOB U MEIEHHOE 3aK1B-
nenue paH [31]. TTopaxkeHust opraHoB fasixanust ipu COJI,
XOTb ¥ BCTPEYAIOTCS HE TaK YaCcTo, UMEIOT Pa3HOOOPa3HYIO
KJIMHUYECKYI0 KapTuHY. bpoHxuanbHas acTMa oTMeva-
etcay 23—43 % nauvenTos ¢ COJI (K1acCUYECKUI THIT),
YTO OOYCJIOBJIEHO B T. Y. aCCOIMAIIAEN TAaHHOTO CUHIIPO-
Ma ¢ pUCKOM Pa3BUTUS aTOIMMYECKUX PACCTPOICTB [32].
Taxcke nnst mauueHToB ¢ CHOJl xapakTepHO Haluuue
IUCITHO? [33, 34], cuHApOMa HOYHBIX artHod [35] u auc-
donum [36]. Yro KacaeTcst IErOYHbBIX MOPAKEHUH, 1151
CB]I xapaKTepHO pa3BUTHE ITHEBMO- U reMoTopakca [35],
sMbuzemMaTo3HbIe U OyJIIe3HbIE MU3MEHEHUS TAPEHXUMBbI
JIETKUX, KUCTBI ¥ reMaToMbl Jierkux [36]. Taxxke nmpu CHJI,
OTIMCAaHBl HEKOTOPBIE BHEJIETOUHbIE HAPYIIIEHUSI CO CTOPO-
HBI IBIXaTeJIbHOM CUCTEMBI, BKITIOUAIOIINe aedopmaliun
I'PYAHOM KJIETKH, Ca00CTh IbIXaTebHbIX MBIIIIIL ¥ TPBIKU
nuacdparmel [37].

KnvHudeckuii CrieKTp Mpouymnx Kajuoo 3aBUCUT OT (e-
Hotuna CHJI. HecMoTps Ha 3TO, OOBIMHO OOIIMMHU Ka-
Jjobamu sl BceX (DeHOTUITOB 3a00JIeBaHUSI SIBISIOTCS
MBIIIIeYHasT CJ1Iab0OCTh, TTAIEHUs ¥ TPYTHOCTH TTPU XOIK0€,
TopaxkeHne 3y0oB (TMITOIOHTHSI, TUCITIA3KsI 3yOOB), BBI-
BUXU Y TIOABBIBUXU CYCTABOB BCJICICTBUE X TUIIEPMO-
OMJIBHOCTU, YacTble TPhIXKM PA3JIMYHON JOKATIU3alLMNH,
BbINageHue MpsiMoit Kuiuku [38].

Heitpochnbpomaros | Tuna

Heiipocdubpomartos I Tuna (6one3ns Pexkunrayzena) —
HACJIeICTBEHHOE HepOoIepMaTOIOTUUYECKOE PACCTPOMCT-
BO, XapaKTepH3yeMoe pa3BUTHEM MHOXKECTBEHHBIX raMap-
TOM pa3auyHOi Jokanauzauuu [39]. 3aboseBaHue UMe-
eT ayTOCOMHO-AOMUWHAHTHBIN TUIT HaciaegoBaHus [40].
OCHOBY €ro pa3BUTHS COCTABIISICT MyTalnsI B TeHe NF1,
KOIUPYIOIIEro 0eJI0K Helipo(uOPOMMH, KOTOPHIN N~
POKO 2KCITPECCUPYETCS B Pa3IMUHBIX TKAHSIX OPraHu3-
Ma [41].

Koxnbie nposiBieHus Heiipopudbpomarosa I Tuma
SIBIISIIOTCS] HanboJIee paHHUMM U XOPOIIIO BU3YATU3UPY-
€MbIMM KJIMHUYECKUMU TTpU3HakaMu 3aboseBaHus. Tax,
IISITHA 1IBeTa «Kode ¢ MOJIOKOoM» ( “cafe-au-lait” macules)
OTMEYAIOTCS y BCEX MALIMEHTOB U SIBJISIIOTCS OHUM U3 TIa-
TOrHOMOHUYHBIX CUMIITOMOB 3a0oieBaHus [42] (puc. 1).
[IsiTHA MpeacTaBIsIIoT CO00I OUaru CBEeTI0-KOPUUYHEBOTO
1IBeTa, ¢ YeTKMMU rpaHuiaMu, auametrpom 0,5—50 cm
U TEHJEHIINEe K POCTY U pacripocTpaHeHuio B 1-e 10-me-
THe XU3HU namreHTa. OOBIYHO Y MALIMEHTOB ¢ HEpo-
bubpomaTosoMm I Tuma ormMevaeTcst > 6 Takux oo6pa3o-
BaHuii [43]. HelipoubpomMbl — ellle 0qHO XapaKTepHOoe
TopakeHue KOXu Ipu Helipocdurdpomarose [ Tuna. Onnm
TIPENCTABIISIIOT COOOH Y3JTbI, MITKHE TIPY MAJIbIIAlNY, pa3-
JIMYHOTO AMaMeTpa, PO30BOI0 WU CUHIOIIHO-PO30BOTO
1IBETa Ha IIMPOKOM OCHOBAHUU C TTPEUMYIIECTBEHHOM
JIoKanu3aiueit Ha Koxe TynoBuina [44] (puc. 2). B otHo-
eHuu Helipoduodbpom npu Helipopudpomarose I Tnma
IMaTOTHOMOHUWYHBIM SIBJISIETCS «CUMITTOM TIE€T/IM». WHBa-

Puc. 1. ITsTHa 1BeTa «koe ¢ MOJIOKOM» y TlallieHTa ¢ Hellpoduodpo-
Maro3oMm | tumna

Figure 1. Café-au-lait spots in a patient with neurofibromatosis type I

f
i

Puc. 2. Heitpoubpoma KoxXxu TyJIOBUILA Y TTALMEHTa C HEIpohuodpo-
MaTo3oMm | Tuna

Figure 2. Neurofibroma of the trunk in a patient with neurofibromatosis
type |

858

Myne orus + Pul’ logiya. 2025; 35 (6): 854-865. DOI: 10.18093/0869-0189-2025-35-6-854-865

ol




0630pkI « Reviews

rUHaIMs HelpohUOPOMBI B TOJIILY AEPMbI ITPY HaKaTUKU
TaJIbLIEM 1 BOCCTAHOBJIEHNE €€ (hOPMBI TIOC/IE YCTPaHEHUST
nmapineHus [45]. Ins Heitpodubpomarosa I Tuma takke
XapaKTEePHO MOSIBIICHUE BECHYIIIEK Ha KOXE Pa3TUIHBIX
MHTEPTPUTMHO3HBIX 001acTeit (cummnrtom Kpoy), KoTopbie
Bcrpevatotes y 70 % nanmeHnToB. OHU TIPEACTABIISIIOT CO-
0011 MeJIKIe CTPYIIIPOBAHHBIC TISITHA, CBETIIO-KEJITOTO
WJIA KOPUIHEBOTO I1BeTa, ¢ OoJiee To3aHel (Ha 3—5 JieT)
MaHMpecTalei Mo cpaBHEHUIO C MSITHAMU «Kode ¢ MO-
Jokom» [46]. Takke nipu HelipodrbpomaTose I Tumna ot-
MeuaeTcsT BEIpaxkeHHasI aCCOLMALINS C pa3BUTHUEM aHe-
MUYECKNX HEBYCOB U IOBEHWJIbHBIX KCAHTOTPAHYJIEM,
KOTOpHBIE pa3BUBAIOTCSI B paHHUE TOAbI XKU3HU [47].

Heiipocpubpomaros-accormupoBaHHble 1Uddy3HbIE
MTOPaKEHMS JIETKUX SIBJITIOTCS OCHOBHBIM KIIMHUYECKAM
MIPOSIBJICHUEM OCHOBHOTO 3a00JIEBAaHUSI CO CTOPOHBI JIbI-
XaTeJbHOU cucTeMbl. JlaHHbBIE TTOpaKeHUs yallle BCEro
TPEACTABIISIOT COO0M KIMHUYECKYI0O KapTUHY KHUCTO3-
HBIX MOpaskeHU BEpXHUX TOJICH JIETKUX W 0a3UJIIPHOTO
MHTEPCTULIMATBLHOTO 3a00eBaHus JIeTKUX [48]. OObIUHO
MOpaKeHUs JISTKUX Y MallMeHTOB ¢ HeliporubdpomMaTo3om
I Tuna ormevarorcst Ha 4—5-M IECATUNETUM KU3HU U MO-
TYT IIPOSIBUTHCS B BUJIE CIIOHTAHHOTO ITHEBMOTOpPAKCa,
JIETOYHOM TMITePTEH3UM, XPOHUYECKOM NbIXaTeIbHON He-
JIOCTAaTOYHOCTU, KHCTO3HO-OYJIJIE3HBIX TTOPaXKEHU I Jier-
KHX, B HEKOTOPBIX CIyJassX — aJeHOKapIMHOMOI JIeT-
Kkux [49]. CrnenyeT OTMETHUTh, UTO JaHHBIC KIMHIYECKIE
TIPOSIBJICHUS SIBJISIIOTCST HECTIEIU(UIHBIMU TSI OCHOBHO-
ro 3a00J1eBaHuUsI U MOTYT BapbMPOBATLCS B 3aBUCHMOCTU
OT TSDKECTH TEUCHMST OCHOBHOTO 3a00JIeBaHMS M HATMYWSI
dakTopoB pucka (kKypenue) [50].

JpyruMu BaXKHBIMU KJIMHUYECKUMU TIPOSIBICHUSIMU
HelipoduodbpomMaTosa I Tuma SBASIOTCS TTOpaXKeHUsT Op-
raHoB 3peHus (y3enaku Jluma) [51], KOCTHO-CycTaBHOM
cucTeMbl (Ku(OCKOJINO03, TICEBI0AapTPO3, OCTEOIIOPO3,
TIUCTIIa3MsI KOCTHOM TKaHU) [52], HeBpoJornueckue pac-
cTpoiicTBa (KOTHUTUBHbIE HAPYIIEHUS, PaCCTPOICTBA
AyTUCTUYECKOTO CITEKTPa, CUHAPOM Ae(bUIINTa BHUMAHUS
1 TUTIePaKTUBHOCTh, Makpoledanus) [53], pa3Butue 3710-
Ka4yeCTBEHHBIX HEOTIa3Wii pa3TMIHOM JJoKau3auuu [54].

Tybepo3Hbiin cknepos

TC (6one3nunr bypueBumnis, 6one3np [1punria—byp-
Hesms, tpuaga @oxra, EPILOIA) npexncrasiseT co-
0oli penkoe HelpoaepMaTOJIOrMIeCcKoe pacCTPONCTBO
C ayTOCOMHO-JIOMWHAHTHBIM THITOM HacJIeIOBAaHUSI, Xa-
PaKTEPU3YEMOE HAJIMYMEM KJIETOYHOU M TKAaHEBOM OU-
cruiasuu [55].

ITpu TC HabatoaaroTCcs1 pa3HOOOpa3HbIe KIMHUYECKHE
MPOSIBJIEHUSI Ha KOXKe, KOTOpbIe BCcTpevaroTes y 90 % mna-
HueHToB [55]. [unonurMeHTUPOBaHHbIE TISITHA, HATIOMMU -
HaoIIUe «JTUCThS SICeHS», SIBJITIOTCSI OMHUM 13 HauboJiee
pacIpoCTpaHEHHBIX KOXKHBIX TIPU3HAKOB 3a00JICBAHUS
1 BcTpeyatotest 6ogiee yeM y 90 % narreHToB [56]. O6bIu-
HO TISITHA BU3YaTU3UPYIOTCS C POXKICHUS WU B TIEPBbIC
ronabl xku3Hu. [TopaxkeHust mpeacTaBiaIOT COOOI TUIO-
MMUTMEHTUPOBAHHEIE TIITHA TUAMETPOM > 5 MM C UeTKIUMU
rpaHunamMu. B TedeHne KU3HM y TALIMEHTOB OTMEYaeTCsI
MOSIBJIEHVE HOBBIX 04aroB B BUE TOYEYHOM JIEMKOAEPMbI
(cMMNTOM KOH(ETTU) CO CIIOHTAHHOI penUIrMeHTaly -

Puc. 3. Onyxosb KeHeHa y nmaieHTa ¢ Ty0EpO3HbIM CKJIEPO30M

Figure 3. Koenen tumor in a patient with tuberous sclerosis

et HekoTophix o4yaroB [57]. Jpyrum BaxkKHBIM KOXHBIM
nposieaeHueM TC sgBaAsIIoTCS aHTMO(PUOPOMBI, OTMEYa-
fomuecs y 75—90 % natmeHToB [55]. AHrMoGUGPOMBI
mpu TC TmpeacTaBiIsiioT co00it MeJIKMe TaITyJIBl KpacHO-
KopuyHeBoro 18eta (tumn [IpuHIIa) ¢ mpeuMyIIecTBeH-
HOI1 JIoKajM3aluei B 00J1aCTu KOXHU LIEeHTPaabHOM YacTh
s v ji6a [58]. Takxke mist TC xapakTepHO NPUCYTCTBUE
COCMMHUTEILHOTKAHHBIX HEBYCOB IT0 TUITY «IIIarpeHEeBOM
KOXM» MIPEUMYIIECTBEHHO B IMOSICHUYHO-KPECTIIOBOM
obsactu [59], dubpoMbl HOrTEBOroO arnmnapara (Omyxoau
Kenena) [57] (puc. 3), ToueuHsble yriydJeHUsT HA SMaIU
3y00B 1 (pUOPOMEI feceH [59].

Co CTOPOHBI ABIXaTEIBHOM CUCTEMBI BEAYIIIUM IIPO-
apieHneM TC gpnsieTcs aum@aHruoneiioMmomMaTos Ta-
PEHXUMBI JIETKUX — 3aMelleHNe albBEOJIIPHON TKAaH!
kucrtamu [60]. JlaHHOE TIpOsIBlIeHHE OCHOBHOI'O 3a00J1e-
BaHus Bcrpevaetcs y 40 % nauuenTtoB TC u xapakrep-
HO JUTs 3KeHCcKoro noJja [61]. Eie ogHum Gojiee penKnum
nposiBiieHreM TC co CTOPOHBI IBIXaTeIbHOM CUCTEMBI
SIBIISICTCS MYJBTH(MOKAIbHAST MUKPOHOOYISIpHAS ITHEB-
MoLMTapHas runepiuiasus [62]. BeaencrBue nmopaxeHust
snerkux y nauueHToB ¢ TC MOXHO HaOMI0OAATh Kallleb,
IHUCITHO3, KPOBOXapKaHbe, HAJTWINE TUIEBPAIbHOTO BhI-
11oTa ¥ ITHEBMOTOpakKc [63].

K npyrum BaxXHBIM KITMHUYECKUM TIposBiaeHusIM TC
OTHOCSITCS MMOPaXKeHUSI OoYeK (aHTMOMUOJIUIIOMBI, MHO-
JKE€CTBEHHBIE KMCThI, KApLIMHOMA) [62], TTOpakeHHs cep-
JICYHO-COCYAMCTOM cucTeMbl (pabmomuoma cepaua) [63],
TICUXOHEBPOJIOTUYECKIE HAPYIICHUS (STUJIETICHS, pac-
CTPOMCTBA ayTUCTUYECKOTO CIleKTpa) [64], mopaxeHne
OpraHoB 3peHUs (TaMapToMa W TMITOITMTMEHTAIUS CeT-
yaTku) [65].

Cvnapom Knunnens-TpeHoHe
CKT (cuaopom Kimmmens—Tpenone—Beb6epa, Kium-

nensi— TpeHoHe—OpioBa, ocTreorTunepTpoduUeCcKuini
BapUKO3HbII HEBYC, COCYIMCTO-KOCTHAsT TUCIMOpHOIIa-
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TUS) — TSKEJIoe HacleACTBeHHOoe 3a0ojieBaHue, XapaK-
Tepu3yeMoe TPHaIoil CUMITTOMOB — KaIlWJIISIPHEIC 1 Be-
HO3HBIE MaJTb(popMalIMU B COYCTAHNU C TUTIEPTpodueit
KOHeuyHocTei [66]. B HacTosIee BpeMst CUUTAeTCs, YTO
OCHOBY 3a00JIeBaHUSI COCTABJISIET HAPYIIEHUE PEeTYISILUU
mTORC2-nyTH 3a cUeT MyTallMU B KATATUTUIECKON CyOb-
ennHUIIe TeHa PI3K, 94TO MPUBOAUT K HAPYIICHUIO aHTHO-
reHes3a yke Ha 3Tare SMOPHUOHAIBLHOTO pa3BuTus [67, 68].

Knunuyeckast kKapTuHa 3a00JieBaHMsI 00YCIIOBJIEHA €r0
reHeTHYeCcKOoil OcCHOBOM. Ha KoXe, B opraHax JbIXaHUS
U IPYTUX CUCTEMAaX OTMEUAIOTCS] MHOKECTBEHHBIC COCY/IM -
cTeie Masibopmanmu. B yactHocTn, Ha kKoxe y 90—100 %
MalreHTOB MOXHO Ha0II0AaTh HATMYUE «BUHHOTO MSIT-
Ha», TIPEICTABJISIIONIETO COOO TIJIOCKOE MATHO KPAaCHO-
($roIeTOBOTO LIBETA, YBEIMUMBAOIIIECECS TI0 Mepe pocTa
pebenka [66]. Co cTOpoHBI OPraHOB IbIXaHUs HanboJsee
XapaKTepPHbIM MOPaKeHUEM SIBJISIETCSI TPOMO0IMOOIUS
JIETOYHOM apTepuy BCIICACTBUE PELIMIMBUPYIOLIETO TPOM-
003a rI1yOOKKMX BEeH KOHEYHOCTEM [69].

HauGosee onacHbIM nposiBJieHUMEM 3a001eBaHUS SIB-
JISIIOTCSI COCYAUCThIE MajibhopMaliui OPraHOB MUILEBa-
pEeHUSI, TPEUMYIIIECTBEHHO TOJICTOTO KUIIEYHUKA, C BbI-
COKMM PHCKOM KpoBoTedyeHwmii [70, 71].

Cutis laxa (ayTocOMHO-AOMMHAHTHBII TvN)

Cutis laxa (371acTONN3) — TPYIIIA HACIEACTBEHHBIX pac-
CTPOMCTB COCIUHUTEbHOM TKAaHU, IIPOSIBJISIONIASICS 10~
Tepeil 371aCTUYHOCTU U NPEXKAEBPEMEHHBIM CTADEHUEM
Koxu [72]. CyllecTBYIOT HECKOJIbKO TUIOB 3a00JIeBaHMUSI,
OTJIMYAIONINEeCs TUIIOM HacJIeTOBaHUsS, OOHAKO pa3HO-
BUIHOCTBIO C HauboJIee IPKUMU KOXKHO-JICTOUYHBIMH
MPOSIBJICHUSIMU SIBJISIETCSI ayTOCOMHO-IOMUHAHTHBIIN
tur. [IpuuyuHoii pa3BuTHs 3a00J€BaHUSI JAHHOTO TUIIA
SIBJIIETCSl MyTauusl B reHe FLN, koaupyloliem O0eJIoK 3J1a-
CTHH, YTO IIPUBOIUT K Pa3BUTUIO KIMHUYECKOI KapTUHBI
3aboneBaHus [72].

KoxHble posiBieHUsT ayTOCOMHO-AOMUHAHTHOTO
THTA 3a00JIeBaHNST UICHTUIHBI IPYTUM TUIIAM JTaHHOTO
paccTpoiicTBa. Y MAIMEHTOB OTMEYAETCS ITOTePST JIACTUY-
HOCTHU U TIPEXIEeBPEMEHHOE CTapeHUe KOXKH, HO TaHHbIE
CUMIITOMBbI TTPOSIBJISIIOTCS TTO3[HEE OTHOCUTEJIbHO APYTUX
dopmM 3a60neBaHmsI. Co CTOPOHBI OPTraHOB ABIXAHUS Y T1a-
IIMEHTOB C AyTOCOMHO-IOMWHAHTHBIM TUTIoM Cutis laxa
oTMeuaroTcs aMpu3eMa U OPOHXO3KTa3bl B IeTKUX [73].

Cunapom lepmaHcku-Tyanaka

CI'TI npencraBisieT co00# penKoe HacAeACTBEHHOE 3a-
OoJieBaHKME C ayTOCOMHO-PEILIECCUBHBIM TUIIOM HacJe-
IOBaHUS, XapaKTepU3yeMoe HAIMINEeM TJ1a30KOKHOTO
aJTbOMHM3Ma, TEMOPPATUUECKOT0 nraTe3a M pa3TundHbI-
MM MOPaKEHUSIMU BHYTPEHHUX OPTaHOB B 3aBUCHMOCTU
oT noarura 3adoneBanus [74]. OcHoBy 3a00JieBaHUSI CO-
craBisieT MyTanust reHoB HPS-1—HPS-10 B 3aBUCUMO-
CTHU OT TIOATHIIA 3a00JeBaHUs. JlaHHBIE TeHBI KOTUPYIOT
0eJIKM, KOTOphIE YYaCTBYIOT B OMOTeHe3e KOMIIJIEKCOB
opraHes, cBsi3aHHbIX ¢ JinzocoMamu (BLOC), koTopeie
HEOOXOIUMBI IJIST CUHTE3a MEJIaHOCOM, TUTOTHBIX TeJlel]
TPOMOOIIUTOB, TUTACTUHYATBIX TEJIEIl U TUTUISCKUX Ipa-
Hy1 uuToTokcuueckux T-nmumbornuton [75]. dedekTrr

B TaHHBIX KOMIIOHEHTAaX KJIETOK MPUBOAST K TUIOIIUT-
MEHTAUUU U AePULUTY TPOMOOLIMTOB, HAOIIOdAEMBIX
y Bcex nauuenrtos ¢ CI'TI [76].

Taxxe y Bcex manueHToB ¢ CI'TI ormevaercs rima3zo-
KOXXHbIN aIbOMHU3M. [1alieHThl ¢ TMITOMUTMEHTUPOBAH -
HOW KOXKeil MoaBep>KeHbl PUCKY Pa3BUTHUS COJTHEUHOTO
Keparo3a, POTOCTapeHHNIO KOXM U Pa3BUTHIO 3JIOKaye-
CTBEHHBIX Heoruiasuii [76].

[TaTosorust opraHoB IbIXaHUSI OTMEYAETCS] TPEUMY-
1IECTBEHHO Y MauueHToB ¢ 1, 2 u 4-M noATUIIaMU 3a-
6oneBanus [77]. Y 100 % nauueHToB pa3BuBaetcs [ep-
MaHcKH—Ilymmak—accomrpoBaHHBI JIESTOUHBIN (hrOPO3
¢ manudecranueit B Bozpacte 30—40 net [78]. JlerouHslit
GuOPO3 SABISIETCS XKU3HEYTPOXKAIOLIUM COCTOSTHUEM TIPU
CI'Tl, oOycoBnmmBaeT MOSIBIICHNE OOBIIIKN 1 HapacTalo-
e TUTIOKCEMUH, TIPUBOMISIIEH K cMepTH [79].

BpoxaeHHbII AuCKkepaTo3

BAK (cuampom llmHccepa—3OHrmana—Koyna) — Ha-
CJIeCTBEHHOE 3a00JIeBaHUE C Pa3IMUHBIMU BapuaHTa-
MM HacJIeIOBaHMSI, TIPOSBIISIONICECS] MHOKECTBEHHBIMU
AHOMAJIUSMU CO CTOPOHBI KOXHU U CIIM3UCTBIX, KOCTHO-
CyCTaBHOM CHCTEMBI M PUCKOM Pa3BUTHSI 37T0KAYECTBEH-
HbIX Heortasuit [80—82]. INpennonaraercst, 4YTo OCHOBY
3a00JIeBaHUSI COCTABIISIET MyTallUsI TEHOB, OTBEYAIOIINX
3a Omosrormaeckre (PYHKIIMU TeJIOMED, BCICACTBUE YETO
y nauueHToB ¢ BJIK oTMeuaercst nx ykopouenue [83].

Honroe Bpemst BJIK paccMmaTpuBaics TOJILKO B OT-
HOIIICHWH TTaTOJIOTUM KOXKHU U CIIM3UCTBIX, HO IO Mepe
M3y4eHUs 3a00JIeBaHUS BBISIBIICHO OOJIBIIIOE KOJTMIECT-
BO COMYTCTBYIOMIEH crucTeMHoIt matonoruu [83]. Kox-
HO-CJIM3UCTBIMU TIposiBAeHusiMu BIIK siBiisitoTCst ruro-
IUTa3usl HOTTEM, ceTyaTast TMIOITUTMEHTAIIAS KOXM IIIer
U BEpPXHEH TPEeTH TYJIOBUIIA U JICUKOIIIAKWS TIOJIOCTH PTa.
Taxcke y mauneHToB ¢ BJIK MoKeT pa3BUTbCS paK KOXHU,
HabJro1aeTcs MpekaeBpeMeHHOe MoceIeHUe U TTopee-
Hue Bosioc [80]. ¥ 10—50 % nmauuentoB ¢ BAK moxer
OTMeYaThCs JIETOUHBIN (rodpo3 [82].

Jpyrue niposisneHus: BJIK BkJItouaroT BhIpaxkeHHbIE
M3MEHEHMS MoKa3aTesieit KpOBU, PUCK Pa3BUTHS 37I0Kaye-
CTBEHHBIX HEOIUIA3WIA, TSKEIIbIE ITOPaXKeHUST BHYTPEHHIX
opraHos [83].

Taxke coueTaHHBIC TTIOPAXKEHUs B paMKax HacJemd-
CTBEHHBIX 3a00JIEBAaHUI 1 CUHAPOMOB OTMEYalOTCsl MPU
TakMx 3a00J1€BaHUSIX, KaK Oy/IJIe3HbII SMuaepMon3 [84—
86], aIuIepMOIUTUYECKUI TUIIEPKEPATO3 (SMUACPMOIIK -
Tryeckuii uxtno3) [87—89], cuanpom ['ymmacuepa [90, 91]
Y UIMOTIATUYECKUIA JlerouHblit pudpos (MIJID) [92]. Bei-
PaXkeHHOCTB MOPAKEHMI KOXU, €€ TIPUIaTKOB ¥ OPTaHOB
JIBIXaHUS 3aBUCUT OT (popMbl 3a001eBaHus (OYJUIE3HbII
SIUACPMOIN3) U XapaKTepa KIMHUISCKOTO KapTUHBI —
M3HAYaJbHO B OOJIbIIEH CTEIEHU MOPAKEHHOU CUCTEMBbI
opraHos (NJ1D).

3aknioyeHue

ITpu paccMOTpeHHBIX B JaHHOI CTaThe 3a00JIeBaHUSIX
HaOJTIO/IaeTCsl IOCTATOYHO BBIPAKEHHAsT M pa3HOOOpa3Hast
KJIMHUYECKast KApTUHA CO CTOPOHBI MHOTOUYUCIIEHHBIX
cucTteM opraHoB. HecMoTpst Ha 3T0, KOXHO-JIETOUHBIE
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MOpaKeHUsI B OOJBIIMHCTBE MPEACTaBICHHbBIX HaCIeI -
CTBEHHBIX 3a00JIeBaHUII M CUHIPOMOB BBICTYITAIOT KakK
OIIHU U3 OCHOBHBIX KPUTEPUEB TUATHOCTUICCKOTO TTOM -
CKa M yCTaHOBJICHUS IMarHo3a B 1ieJjoM. Hu3kas yactora
BCTPEYaEMOCTH U pa3HbIii BO3pacT MaHUGecTallui MHO-
T'MIX U3 O CAHHBIX PACCTPOMCTB MOTYT IMOBIIUSThL Ha CPO-
KU YCTAaHOBJICHUS AMarHo3a U BEIOOP TAKTWKU BEICHUS
MmaryeHTa.

3HaHue 3aKOHOMepHOCT€ﬁ N COYCTAaHHbIX KJIMHHNYC-

CKUX TIPOSIBIICHUI TTOPAKEHUIT KOXU Y OPTaHOB TBIXaHUS
B paMKax HacCJIACTBEHHBIX CHHIPOMOB ITOMOKET JTYUIIIe
pa3o0paThcst B OCHOBE 3a00J1€BaHMIA M 3HAYUTEIHHO YCKO-
puTh guddepeHIaTbHO-AMaTHOCTUUECKUI MOUCK KakK
Ha JepMaTOJIOTMYECKOM, TaK M ITYJIbMOHOJOTMIEeCKOM
[pueMe.
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