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lurmeHTHas Kcepogepma — peaKoe reHeTu4eckoe 3aboseBaHne, XapaKTepn3yroLeecs MoBbILEHHON YyBCTBUTEIbHOCTbIO
KOXM K noBpexaalolemy AenCTBuI0 yabTpapronetoBoro (Y®) nsnydyeHus. Y 60ablumnHCTBa 3ab01eBLuMX (40 75%) nepBbie
CUMMTOMbI BO3HUKAIOT B PaHHEM BO3pacTe. XapaKTepHO XPOHUYECKOE COJIHEYHOE MOpaKeHMe KOXM CO CTaaMIHOCTbIO
M3MEHEHUI M PUCKOM Pa3BUTUS 3/10Ka4€CTBEHHbIX OMyX0/1eH, BEIMYMHA KOTOPOro 3aBUCUT OT ydacTByloLero reHa. lNommmo
M30/IMPOBAHHbIX KOXHbIX MPOSBAEHUN, ONUCaHbl HEBPOIOMMYECKUE HapyLIEHUs, BKIOYaoLWMe Nporpeccupyrolme KorHm-
TUBHbIE ANCOYHKLMM, HEMPOCEHCOPHYIO TYrOyX0CTb, aTaKCUIO, NMMpamMuaHble n IKCTpanupamMuaHble paccTporicTBa, apedieK-
cnio. JledeHme 6071bHbIX C MUIMEHTHON KCepoAepMOoi nNpenmyLeCTBEHHO CUMATOMATMYECKOE MU NPEBEHTMBHOE (3alynTa OT
YO-u3ny4erus). B HacTosilee Bpems BeAyTcs pa3paboTKu TapreTHbIX 1eKapCTBEHHbIX npenapatoB Ans penapaumn JHK,
MOBbILEHNS YCTOMYUBOCTH KIETOK K BO3AENCTBUIO YD-n31ydeHns u npodunakTmkm TakMm 06pa3omM BO3HMKHOBEHMSI OHKO-
JIOrM4yecKnx 3abosieBaHMM.
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MurmeHTHas KcepoaepMa (xeroderma pigmentosum) — onucaHa B 1874 r. Mopuuem Kanoww [1]. Hanbonee yacto
reHeTU4yeCcKn onocpeioBaHHoOe 3abosieBaHue C ayTOCOMHO- NUrMeHTHas Kcepogepma BCTpeyaeTcs B AnoHuu (3abosnesa-
peLLECCUBHBIM TUMOM HacnefoBaHUg, xapaKTepuaylolleecs emMocCTb 1 cinyyar Ha 22 TbIC. HaceneHus), Cpean npeacraBu-
NMOBbILEHHOW YYBCTBUTENIbHOCTBIO KOXMU K MOBpEeXaatoLemy Tenen eBponeouaHon pacel 601e3Hb AUarHoCTUPYIOT ropas-
fevctBuio ynstpaduonetosoro (YP) uanydenus. Bnepsbie [0 pexe (3ab05eBaeMoCTb, MO HEKOTOPbIM OLIEHKaM, He
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Xeroderma Pigmentosum: Clinical and Genetic Features
and Therapeutic Approaches

Xeroderma pigmentosum is rare genetic disorder characterized by increased skin sensitivity to damaging ultraviolet (UV) light. First
symptoms manifest at early age in most cases (up to 75%). Chronic damage due to sun exposure is common, it has different stages of
changes and risk of further development of malignant tumors that depends on the gene involved. Additionally to skin manifestations
there are various neurological disorders such as progressive cognitive dysfunctions, sensorineural hearing loss, ataxia, pyramid
and extrapyramidal disorders, areflexia. Treatment of patients with xeroderma pigmentosum is mostly symptomatic and preventive
(protection against UV). Nowadays targeted medications for DNA repair and increasing cells resistance to UV light, thus preventing the
oncological diseases, are under development.
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OGMeH onbIToOM

6onee 1 cnydasn Ha 1 MaH HaceneHus) [2]. Cnyd4am NUrMEHTHOM
KCepoAepMbl XapaKTepHbl Ans reorpaduyecKkmx, HaunoHanb-
HbIX ¥ PENIMTMO3HbIX M30NSTOB M PErMOHOB, FAE€ MPaKTUKYIOT
KpOoBHOpPOACTBEHHbIE 6paku [3]. JInLa My»KCKOro 1 *EHCKOro
nona 6onel0T 0AMHAKOBO YacTo [4]. B pyccKoss3bl4HOM Meau-
LUMHCKOW NuTepaType onybanKoBaHbl OMUCAHUS €AMHUYHbIX
cly4aeB NMUIMEHTHOW KcepoaepMbl [5—-7], a cTaTUCTUYECKMe
JaHHble 0 3a6oneBaeMocTu B Poccum OTCYTCTBYIOT.

MATOrFEHE3

MaToreHes 3aboneBaHus BrnepBble 6bln onucaH [Jxenm-
coMm KnuBepom B 1968 1. OH 3KcnepuMeHTaNbHO AOKa-
3an CNoCOBHOCTb KyNbTypbl HOpMasbHbiXx GpurbpobaacToB
KOXW BOCCTaHaBNMBaTb CTPYKTYPY AE30KCUPUBOHYKNENHO-
Bov Kucnotbl (AHK) nocne nospexpatolero BO34ENCTBUSA
Y®-n3nyyeHus, torga Kak ¢pubépobnacTtbl NaLUMEHTOB C MUr-
MEHTHOW KCepoaepmMoun Takon CrnocoBHOCTbIO He obnaganu
M60 OHa O6blna 3HaYUTEeNbHO CHUXKeHa [8]. 3ToT deHo-
MEH 006ycnoBneH HeaocTaToyYHOCTblO depmeHToB [HK-
3HAOHYKNeasbl u JHK-nonumepasbl, oTBevatoumMx 3a pena-
pauunio dotonospexaeHHon OHK [4].

Ha cerogHaWwHWM AeHb U3BECTHO O BOCbMW KOMMIEMEH-
TapHbIX rpynnax NMrMeHTHON KCepoaepMbl, BblaensieMblix Ha
OCHOBE reHeTU4YecKMx nonomMokK [4, 9, 10]. lNepBble 7 KoMm-
NIeMeHTapHbIX rpynn, o6o3Havyaemble Kak XPA-XPG, cBs-
3aHbl C HapylweHMeM npoLecca 3KCLM3MOHHOM penapaunm
HYKeoTMAOB (MCMpaBiieHUs OWKMOOYHbIX CLUMBOK HYK/EO-
TUAOB, BO3HWKAIOWMX NMPU BO3AENCTBUM YD-U3ny4yeHus).
PasnnyHble KOMMIEMEHTapHbIE PyMnbl OTBEYAIOT 3a OTAE/b-
Hble 3Tanbl Npouecca penapauuun: pacno3HaBaHUE MNOBPEXK-
neHnn — rpynnbl XPE (reH DDB2) n XPC (reH XPC); pac-
nnetaHne Huten JHK — rpynnbl XPB (reH ERCC3) u XPD
(reH ERCC2); BepuduKaumusa nospexaeHnn — rpynna XPA
(reH XPA); paclwenneHue MnoBpeXAeHHOro yyactka c pas-
JINYHbIX KOHLOB MOBPEXAEHHbIX OCHOBaHWMW — C 5'-KOH-
ua — rpynna XPF (reH ERCC4) n ¢ 3'-kKoHua — rpynna XPG
(reH ERCC5) [2, 10]. HapyweHus apdEKTUBHOCTU MNpoLiec-
ca penapauuvu NpuMBOAAT K HaKomieHuto nameHeHnn AHK
B K/ETKax, 4YTo 06yCNOBIMBAET BbICOKMIA PUCK BO3HUKHOBE-
HUS OHKOJNIOrMYEeCKMX 3aboneBaHMn — 6a3anbHOKIETOYHOIO
W NJIOCKOKJ/IETOYHOrO paKa, menaHombl [9].

Bocbmasi KomnnemeHTapHas rpynna, o6o3Havyaemas
XPV, accouunmnpoBaHa ¢ nameHeHnamu B reHe POLH, koau-
pytowem [AHK-nonumepasy, B 3TUX CAyd4asx MpoUcxoauT
HapylweHue nocTpennKaumoHHon penapauun AHK [11].
Haunbonee 4yacTo M3MeHeHUs BO3HMKalOT B reHax XPA un XPC,
a Hambonbluas YyBCTBUTENbHOCTb K YP-U3nydYeHunto Habnto-
naetcs npu gedekte reHa XPA [11, 12]. B 2020 r. rpyn-
na KUTaMCKUX uccrepoBaTtenen onucana U3MeHeHusa elle
B 04HOM reHe — DDBZ1, KoTopbl KogupyeT 60/bluyo cybb-
eanHuly 6enka DDB (DNA damage-binding protein, nnu
UV-DDB), oTBeTCTBEHHOM 3a BbiiBAeHUe noBpexaeHnn JHK
B Mpouecce 3KCLUM3MOHHOW penapauum Hykneotngos [13].
[oBpexaeHne 3Toro reHa npuMBOAUT K pPasBUTUIO GOpPMbI
NMUIMEHTHOW KcepoaepMbl, onncaHHon ana noarpynnsl XPE,
[151 KOTOPOWM B K1aCCUMYECKOM BapuaHTe TeYEHUS XxapaKTep-
Hbl MU3MEHeHUa B reHe DDB2. JaHHas dopmMa NUrMEHTHOM
KcepoaepMbl — ofHa M3 Haubonee peakux [2]. Kak npasu-
/10, OHa BbIABASETCS Yy B3POCAbIX MALMEHTOB M OTAMYaeTCs
BbICOKMM PUCKOM Pa3BUTUS OHKONIOTMYECKMX 3ab0oeBaHui,
yNOMSHYTbIX Bbiwe [13].

BbloenaioT ABa MexaHu3ma 3KCUM3MOHHOW penapaLnu
HYKNEeOoTMAOB: penapaLuunsa BCero reHoma (KomnaemeHTapHble
rpynnbl A, B, D, F, G) 1 penapauus, cBa3aHHas ¢ TPaHCKpUn-
umen (rpynnbl C, E, n V) [3]. 3T MexaHM3Mbl onpeaensioT
K/IMHUYECKYIO KapTuHy 3abonesaHusa [1]. B komnnemeHTap-
HbIX rpynmnax, NaToreHeTM4YEeCKn CBA3aHHbLIX C HapyLlEeHUEM

HYKIe0TMAHON penapauun BCEro reHoma, Yyalle oTmeyatoTcs
OCTPOBbIParKEHHbIE KOXKHbIE peaKLnn, Habntogaemble C paH-
Hero Bo3pacTta [2]. COOTBETCTBEHHO, B 3TUX rpynnax nwur-
MEHTHasi Kcepogepma AMarHocTMpyeTcs paHblue, NnauneHTam
paHblle Ha4yMHaT NPOBOAMTL GOTOMPOTEKTUBHYIO TEPANMIo,
W, KaK CnefcTBue, pexe pas3BuBaloTCA MUIMEHTHblE M3Me-
HEHUS KOXMW M 3/10KaYeCTBEHHblE HOBOOOGPA30BaHUSA KOXM
[14]. HanpoTuB, B KOMMNAEMEHTapHbIX Fpynnax, Ans KoTopbixX
XapaKTepHO HapylweHue penapauuu, CBS3aHHOM C TpaHc-
KPUNUMEN, KNUHUMYECKUE MNPOSBAEHUS BO3HUKAIOT MO3XKe
[2, 10]. Tak, anqa rpynnbl XPC xapaKTepHbl NTEHTUIMHO3HbIE
M3MEHEHUS KOXM, BO3HWKaloLWMe BAMKE K ABYXIETHEMY
Bo3pacTy [15]. HakonneHne GoTONOBpEKAEHUN BCNEACTBUE
yCTaHOBJ/IEHUS AMArHo3a B OTHOCUTENIbHO NMO34HEM BO3pac-
Te€ acCcoLUMMPOBAHO C BbICOKMM PUCKOM OHKONOTMMYECKMX
3aboneBaHun Koxu [4]. B rpynnax XPE u XPV KnnHu4yeckue
nposBneHns 601e3HN MOryT BO3HWKATb GUXKE KO BTOPOMY
LECHATKY NIET M3HM, 4TO TaKKe NPUBOANT K 60MbLUEMY HaKOM-
JIEHUIO UBMEHEHUW B reHax. Takum ob6pa3om, HECMOTPS Ha
6onee 6naronpuaTHoe Te4eHne 3aboneBaHns B KOMMNIEMEH-
TapHblx rpynnax XPC, XPE, XPV, y Takux 60/ibHbIX ONyX0/u
KOXM B nocneayolemM pa3BmMBaloTcs Yalle.

K/IMHUYECKME NPOSAB/IEHUA

BblgensitoT cnegyolwme KInHUYeCKUe BapuaHTbl MUIMEHT-
HOWM KCepoaepMbl: KNaCcCUYECKUM C KOXKHbIMU NPOSBAEHUSIMHU,
NUrMeHTHas Kcepogepma € HEBPONOrMYECKUMU CUMNTOMaMM
(HeMpoceHcopHasa rnyxota, NMCUXMYECKUE HapyLIeHUs, aTak-
cus), MMIMEHTHas Kcepogepma C CMMMTOMaMu TPUXOTUOAM-
CcTpoduKn, NUrMeHTHas Kcepoaepma ¢ cuHapomoM KokenHa
M uepebpooKynodaumocKeneTHbln cuHagpom [16, 17].
Y 75% nauuneHToB 3aboneBaHne MaHUPECTUPYET B BO3pacTe
oT 6 Mec o 3 neT, y 5% — B Bo3pacTe crtapue 14 net [18].

OcTpble KOXHble peaKLMM BO3HUKAIOT HE Y BCEX MaLMEH-
TOB M Yalle — y MlafleHUEeB B BUAE CTOMKOM 3pUTEMbI, OTEY-
HOCTW ¢ GOPMMPOBAHUEM BE3MKYN — MPU3HAKOB COMHEYHbIX
OXOroB KOXW. YacTto B paHHeM [EeTCKOM Bo3pacTe OO6Ha-
pyXuBaeTcs cBeT06053Hb. Poautenn 601bHOro pebeHKa
OTMeYatoT MOBbIWEHHYIO BOCMIPUUMUYMBOCTb K CBETY, CNe30-
TeYeHne, HEMPOM3BOJIbHbIE MOYEChIBAHWUSA BEK, OTEK W rUMe-
PEMUIO KOHBIOHKTUBbI Ia3HblX 610K, pasaparKUTenbHOCTb
M NAaKCMBOCTb. [eTn npeanoyntaloT 3aTeMHEHHOEe MECTO
B KOMHaTe, u3beralT SpKOro CojiHe4YHoro ceBeTa. B pganb-
HeKnlwem B MNpoLLecC BOBEKaeTCs poroBuua rmasa, Gpopmu-
PYIOTCS 04arn XPOHMYECKOro BOCManeHns Ha KOHbIOHKTUBE,
BEKax, pa3BMBalOTCS 3/10Ka4eCcTBEHHbIE HOBOOGPa30BaHus.
MHOroKpaTHble 3NM304bl XMPYPrM4EeCKoro e4YeHuns no noso-
[y NporpeccMpoBaHus OMyxoneBoro npouecca MNpUBOAAT
K pasBuUTUIO PYOLIOBbLIX M3MEHeHUW. MOXeT MpoMCXoauTb
cpalleHne KOHBIOHKTUBAbHOIO MEeLKa U YKOPOYEHNE KOHb-
IOHKTMBabHbIX CBOAOB, YacTo HabnohaeTcs cpalleHne Kpa-
€B BEK, B JafibHENLWEM MOXET pa3BUTbCA odpTaibMOCKIIe-
po3. Bce 3TU M3MEHEHMS NMPUBOASAT K CHUKEHMIO U Aaxke
noTepe 3peHus.

XPOHMYECKOE CONMHEYHOE MOpaXeHUe KOXKK pas3BuBa-
eTcsa y BCex 60/IbHbIX C MUITMEHTHOM KCepoaepMon U nmeet
XapaKTepHyto ctagumHocTb. O6bIYHO Yy AeTer B Bo3pacTe
OBYX W 6Gonee NIET y)e MOXHO HabnwgaTtb MUrMEHTHble
BbICbIM@HUA Mo Tuny 3denMaoB (BECHYLWIEK) WU JIEHTUIO
TEMHO- U CBETNI0-KOPMYHEBOrO LiBETA, NSTHA AMAaMETPOM A0
3—5 MM Ha OTKpbITbIX y4acTKax KOXW. B ganbHenwem B aTmx
30Hax GopMUpyeTcsa KapTuHa aTPOPUYECKUX UBMEHEHUN —
UCTOHYEHME, CYXOCTb KOXKM, MHOXECTBEHHbIE TeNleaHIMaKTa-
31U, Oo4aru runo- U runepnurMeHTaunn (MoOMKunoaepmus),
KOXa CTaHOBMTCA 6Gonee rpybown, npuobpetaetr necTpbin
BUA, TEPSET CNOCOGHOCTb COOGUpPaTbCH B CKNaaKy. B obnactm
ro/I0Bbl OTMEYAETCA WM3MEHEHME noa/iexallen XpsweBomn



TKaHU — gedopMaLiMs U UCTOHYEHUE HOCA, YLUHbIX PaKOBUH,
yMeHbLLaTCs pa3Mepbl HOCOBbIX OTBEPCTMI. PasBuBaeTcs
MWKPOCTOMMUS (YMEHbLLEHME pPa3MepoB pTa), aKTUHUYECKKN
XEWNIUT — CTOMKOoe BOcCMaNieHWe KpacHOW Kaumbl ryo, ee
MUCTOHYeHue. To3xe GopMUpPYIOTCH rUNepkepaToTuyecKme
U BEPPYKO3Hble (6opogaByaTblie) pas3pacTaHus, KOoTopble
pacLeHMBaloTCa KaK npeapakoBble. PuHanM3upyer npo-
Llecc ctagusi 3/10KavyecTBEHHbIX onyxosen. OTMe4YeHo, 4To
y NaUMEHTOB C OCTPO MPOTEKAOLWMMU KOXKHBIMU peakLnsaMu
M HaNM4YMeM HEBPONIOrMYECKOM CUMMTOMATUKU pexe pas-
BMBaeETCH paK KOXMK B CBA3KU C paHHEN ANArHOCTUKOM U UHMU-
unaumen npodunakTMyecKux Meponpuatni [15].

OcTtaHaBAMBasACb Ha BO3MOKHbIX COYETAHUAX MUIMEHT-
HOW KcepoaepMbl M HenpoaereHepaTUBHbIX WM3MEHEHUN,
MOXHO OTMETUTb HanboJsiee YacTble BUAbl MOpaXKeHUn HepB-
HOW CUCTEMbI: MPOrPECCUPYIOLLME KOTHUTUBHbIE HaPYLLUEHHUS,
HEMPOCEHCOPHYIO TYrOYXOCTb, aTaKCUIO, MMPaMMUaHbIE U 3KC-
TpanupamuaHble paccTponcTBa, apedriekcuio. M3BecTHO,
4YTO B ANOHMM COYETAHMUE KOXKHbIX NMPOSABAEHUA U HEBPOO-
rMYECKOM CUMMNTOMATUKKN mmeeTcs y 55% 60nbHbIX, Torga
KaK Y NauMeHToB U3 3anagHblx cTpaH — B 25% cnyvaes [19].
Yalle Bcero HeBponormyeckas cumnTomaTuka NpucyTcTByeT
B KOMMieMeHTapHbIx rpynnax XPA n XPD [9-11].

OnucaHO TaKXe co4vyeTaHue MUIMEHTHOW Kcepoaep-
Mbl M cuHapoma KokenHa [20, 21]. Kak camocTtosTenb-
Has Ho3o0/0rMyeckas egvHuua cuHapom KokeHa — 310
pegkoe MynbTUCUMCTEMHOE AereHepaTtuBHOe 3aboneBaHue.
CneKkTp KAMHUYECKUX MNPOSBAEHUN CcUHAPOMaA OO6LMPEH
M BKIOYaET CBETOYYBCTBWUTENbLHOCTb, HeEMpoaereHepaTuBs-
Hble U3MEHEHMS, KOHTPaKTYpPbl CYyCTaBOB, HapyLWeHUs chyxa.
MaToreHeTnyeckas ocHoBa cuHApoma KokelMHa — M3MeHe-
HUSA CTPYKTYpbl reHoB ERCC6 n ERCCS8, npuBoAsiLLME K Hapy-
weHuto penapaummn OHK [19]. MNpu aTOM, B OT/IMYME OT MUr-
MEHTHOM KcepoaepMbl, y NauneHToB ¢ cuHaApoMoM KoKelnHa
ropasjo pexe pa3BMBalOTCA 3/10KAYECTBEHHbIE OMyXo/u
[22]. Co4yeTaHWe MUIFMEHTHOM KcepodepMbl U CUHApOMA
KokenHa (XP/CS-KoMneKe) nmeeT psia ocO6eHHOCTEN: pas-
BUTME NPOrepuu, Hannyne HEBPONOrMYECKUX HapyLlEeHWR
B CBSI3M C TE4EHMEM TUTPOUAHON AEMUENUHU3ALNN — OAHON
M3 ¢opM nenkoauctpodun. BaxKHO OTMETUTb, YTO B Chy-
yae XP/CS-KoMneKca OTCYTCTBYIOT MBMEHEHUS B CTPYKType
reHa, NpMBOASLWEr0o K pa3BuUTUIO CuHApomMa KoKeWnHa, T.e.
XP/CS-Komnnekec — 3710 covyeTaHMe GEeHOTUMMYECKUX Mpo-
ABNEHUIM ABYX 3a60/1€BaHNIM C TEHOTUNOM, XapaKTepPHbIM 418
NMUIMEHTHOM KcepoaepMbl (OMMCaHbl UBMEHEHUS B KOMMe-
MeHTapHbIX rpynnax XPB, XPD, XPF n XPG) [20]. XP/CS-Kom-
NJeKc pa3BMBaeTCa KpavHe peako. B nepuog ¢ 1965 no
2021 r. onucaHo 44 TaKuX KIMHUYECKKX cnydas [20-22].

PaHee y)e yKasblBanoCb, 4TO MpPW MUTMEHTHOM Kce-
poaepme 3HauyuTeNbHO BO3pacTaeT PUCK BO3HWKHOBEHMS
3/10Ka4eCTBEHHbIX HOBOOGPa30BaHW, B TOM Yucne 6asanb-
HOK/1IETOYHOM KapLMHOMbI, MET@aHOMbI M MJIOCKOKNETOYHOIO
paka KoxXu. OnMcaHo HECKOJIbKO Cly4YaeB MUTMEHTHOW Kce-
poAEepMbl, accouMMpoOBaAHHOW C aHrMocapkomown [23-25].
YyutbiBas, 4To BO3aencTBue YD-u3nydeHus He SABAAETCS
(GaKTOpOM pUCKa BO3HUKHOBEHWS aHrnocapkombl [24],
CBA3b MeXay 3TUMK ABYMS 3a60/1eBaHUAMMN OCTAETCS Hesic-
HoW. [puBOAATCSA cly4an BO3HUKHOBEHWS aHTMOCAPKOMBbI
Ha MOBPEXAEHHbIX Y4acTKax KOXW, a TaKKe Obln onucaH
OAMH cny4yan 3Toro 3abofieBaHUs C MopaxKeHMEM $a3blKa
[11, 25]. B KayecTBe npumepa pa3BUTUS 3110KA4YECTBEHHbIX
HOBOO6GPa30BaHUM KOXKM PAaCCMOTPUM KIMHUYECKUI Cnyvan
NMUrMEHTHOW KcepoaepMbl Y pebeHKa 8 neT.

KITMHUYECKUM CTYYAH
MauneHT bB., 8 neT, rpaxkgaHnH KbiprbiacTaHa, o6paTtu-
cqa B denepanbHbli KIMHUYECKUI LEeHTp B aBrycte 2014 .

C AMarHo30oM «MUrMeHTHas Kcepogepmar. lpu ocmoTtpe
Ha KOXKe nuua, LWen, BONOCUCTOM YacTW rO/oBbI, Naevyax,
BEPXHMUX WM HUKHMX KOHEYHOCTSAX OMpPeaensitoTcs MHOMe-
CTBEHHbIE TEMHO- W CBET/I0-KOPUYHEBLIE NSATHA pPa3Mepom
3-5 MM. B 06n1actv nua U Wen Ha Koxe y4acTku aTpoduu
M runepkepaTto3a. Ha rosoBe BONOCbI BblpaXKEHHO pas-
peXeHbl, MeCTaMMn MOSHOCTbIO OTCYTCTBYIOT. JIMLLO OTEYHO,
rnasa He OTKPbIBAKOTCH M3-3a CUHEXMW. Ha npaBon LieKe
rny6okas a3Ba pasmepomM 3 X 2 X 2 cM ¢ HEGObLUMM KONK-
4eCTBOM FHOWMHOr0O OTAENAEMOro, nepexoaslias Ha npaByio
BMCOYHYylO 06nacTb. B npaBon nepuopbutanbHoOM obnacTu
onyxoneBoe o6pa3oBaHWe 6arpoBOro LBeTa C 3P0O3MPo-
BaHHOM NOBEPXHOCTbIO pa3dmepom 3 X 1 X 1 cM. Ha Koxke
n6a crnpaBa v B 1IEBOM BUCOYHOM 061aCTU ONyX0NEBbIE pas-
pacTaHusi ¢ HEPOBHOM MOBEPXHOCTbIO, AMAMETPOM OKOJO
2 cM. B obnactu KpacHon KalMbl HWXHEW rybbl cnpasa
BM3yaNnuM3npyeTcs nanuaioMato3Hoe onyxonesoe ob6paso-
BaHWe, AMamMeTpom 1 cM, MOKPbITOE KENTOBaATON KOPOYKON,
cneBa — 513Ba C HEKPOTMYECKMMM ovaramu. MNpaBas ylwHas
pPaKoOBWHA BbIparKEHHO AedopmMUpOBaHa, Ha BHYTPEHHEW
NOBEPXHOCTU onpeaensioTcs A3BeHHble gedeKTbl. Hoc Tak-
e 3HauuTeNbHO AedopMMpPOBaH, Ha KOXe BU3yaNnusnpyeT-
ce 13Ba, NOKpbITas NIOTHOM KOPKOW. MNauneHT npeabaBnseT
anobbl Ha 60/1E€BON CUHAPOM, YACTMYHYIO MOTEPIO ChyXxa,
Hanuyne onyxonen B obnactv nuua. M3 aHamHesa: pebe-
HOK OT BTOpPOM GEpPEMEHHOCTU, BTOPbIX CaMOCTOATENbHbIX
poaoB. Macca tena npu poxaeHun — 2900 r, poct — 50 cm.
PaHHee pasBuTne 6e3 ocobeHHocTen. CeMenHbIM aHaM-
He3 He oTdAroweH. B Bo3pacte 6 mec poautenn 3ameTunu
y pebeHKa cBETOO0S513Hb, C NOAYTOPa JIET HaYaan NOABAATLCS
Y4YaCTKM TUNepnUrMmeHTaumnm no TMny BECHYLIEK Ha OTKpPbI-
TbiX y4acTKax Koxu. B Bo3pacte 4 neTt poauvtenun naumeH-
Ta BMNepBble 06paTUINCL B MEOULIMHCKOE Y4YperaeHue no
MECTY MTeNbCTBa N0 NOBOAY OMyX0s1eBoro o6pa3oBaHus Ha
KOXe BeKa B 06/1acTi NpaBoro rnasa pebeHka. [NposeaeHo
XMpYypruyecKoe nevyeHune, no peayabrataM rmMcToNornyecKo-
ro uccneaoBaHMs — MIOCKOKIETOYHbIM paK KOXW. Bckope
nocne NepBoro an1M304a Ha KOXe nuua Havanu nosBnaTb-
Cs HOBble onyxosneBble 06pa3oBaHua. KnuHuyeckun guar-
HO3: «MUFMEeHTHas Kcepogepmar. B 2011-2013 rr. pebe-

PucyHoK. MauneHT b., 8 neT, ¢ NMrMeHTHOM Kcepoaepmon
Figure. Patient B., 8 years old, with xeroderma pigmentosum

/

MpumedaHue. BU3yanusmpyloTcs MHOMXKECTBEHHbIE
3/10KA4eCTBEHHbIE OMYXO0JSIM KOXM NTMLA, MUTMEHTHble NATHa —
NEHTUTro, TeNeaHrnaKTasmu, o4aru runepkepaTosa

N aTPOPUYECKUX UBMEHEHUN.

McTo4HuK. Benbiwea T.C., 2014.

Note. Multiple malignant skin tumors on the face, pigment
spots — lentigo, telangiectasia, hyperkeratosis foci,

and atrophic changes are visualized.

Source: Belysheva T.S., 2014.
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OGMeH onbIToOM

HOK Haxoauncsa nog HabnaeHuem Mo MecCTy XKMTeNbCTBa,
nosny4yan MeECTHOE W CUCTEMHOE nevyeHue (umknodocdaH,
PETUHOUABI, MECTHbIE @aHTUCENTUYECKUE M MOACYLIMBAOLME
cpeactea) — 6e3 addeKkra. B uioHe 2013 r. npoBeaeHa
6uoncus obpal3oBaHMA KOXKM nuua cnesa. [lo pesynbra-
Tam rMCTONOrMYECKOro UCCNefoBaHUsA — MAOCKOKIETOYHbIN
oporoBeBaloWmMM pak Koxu. B nepuog ¢ 22.12.2013 no
03.03.2014 pebeHKy 6b110 NpoBeAeHO ABa Kypca 6aM3Ko-
POKYCHOW peHTreHoTepanumM B CyMMapHOM o4aroBoW [o3e
65 [p. NMoapo6HOe onncaHMe AaHHOIO KIMHUYECKOro ciy4vas
npeacTaBneHo Takxe B ctatbe B.U. Anbb6aHosown [5]. B HUA
A0uvl™ nauneHT NoNy4Ymna KOHCYNbTaUMIO FrEHETUKA, OT MOJIEKY-
NAPHO-FEHETUYECKOrO TECTUPOBAHUS POAUTENMN OTKa3anuChb.
[aHbl peKoMeHZaLMKM N0 MECTHOMY JIEYEHUIO 3B Ha KOXe
nMua v ganbHenwemy HabnlgeHUIo No MECTy KUTeNbCTBa.
K HacTosiwemMy MOMEHTY M3BECTHO, 4TO pebeHOK norué
B pe3y/bTate NporpeccupoBaHms 3aboneBaHus.

FUCTOJIOrMYECKASA KAPTUHA

[pn rMCTONOrMY4ECKOM MUCCeAOBaHUU 006pa3L0B KOMXKHK
y 60JIbHbIX MUITMEHTHOW KCEPOAEPMOMN Ha paHHWUX CTaaumsax
60/1e3HU BbIABAAIOTCA MMNEpPKepaTos, UCTOHYEHME Ba3alb-
HOro cnos anugepmuca ¢ atpoduen ogHUxX ANUTENUOLMTOB
W yBenumyeHnem apyrux. B knetkax 6asanbHOro cnosi otme-
YyaeTcs HepaBHOMEPHOE HaKoMfeHWe MenaHuHa, yBenwu-
ynuBaeTcs 4Yncno menaHoumtos [18]. B gepme — He3Hauu-
TenbHas nuMmoounTapHas MHOUAbTpaUMS. BbipaxKeHHOCTb
runepkepaTo3a WM NUrMeHTauuu ycuavBaeTca B CTaauwu
rmnepnurMeHTaumMm u atpodumn Koxu. Mo mepe nporpec-
CMpOBaHUA 3aboneBaHWs OTMedvaeTcs aTpodus anuaep-
MUCa B OHMX YHacCTKax M YTONWEHUE B APYrMX, HApYLLEHWe
cTpaTUdMKaLMM KepaTUHOLMTOB, runepxpomasus saep,
nosiBieHNEe 3NEMEHTOB C MPM3HAKaMW LIUTONOIrMYECKOM
aTMNUM — TUCTONOTMYECKas KapTMHa HaNOMWHAET aKTu-
HUYECKUM KepaTo3 [26]. B nepme BM3yanunaunpyrotcs Auc-
TpodrYeCKNE NBMEHEHUS, CXOAHbBIE C TAKOBbLIMU NPU aKTU-
HUYECKOM [epMaTute, xapakTtepuaywumecs 6asodunmen
KOMareHoBbIX BO/IOKOH M CONSIPHbIM 31acTo30M. Ha nosa-
HUX CTagusax 3aboneBaHWs OTMevaloTcsl runepnaactTuye-
CKME WM3MEHEHUS anuaepmuca, NPU3HaKK 3M10KaYEeCTBEH-
HbIX HOBOOOGPA30BaHWM KOXKW (6a3anbHOKIETOYHbIN pakK,
MenaHoMa, NJIOCKOKNETOYHbIM paK) [18].

ANOOEPEHLUANIbHAA AUATHOCTUKA

[MMrMeHTHYIO KcepoaepMy Heobxoaumo anddepeHumpo-
BaTb OT APYrMX AUCXPOMATO30B — rpynmnbl 3aboseBaHuu,
XapaKTePUIYIOWMNXCH HanU4yMeM TUMNno- U rMNeprnurMeHTu-
POBaHHbIX NATEH Ha KOxe. OCHOBHbLIMW ANArHOCTUHECKUMMU
npu3HaKamMu MNOCNEfHUX SABASIOTCS NOKanu3auus nopaxe-
HUS KOXM NPU HacneLCTBEHHOM CMMMETPUYHOM AUCXPOMa-
TO3€, ayTOCOMHO-A0OMUWHAHTHbIN, B PEAKMX CyYasx ayToCoM-
HO-PeLEeCCHMBHbIN TUM HacneaoBaHWs 3ab60neBaHuns, a TakxKe
[aHHble TMCTONOMMYECKOro UCCnefoBaHNs GMONTATOB KOXM
[27]. TInrmeHTHYIO KcepodepMy AUdPEepeHLMpyoT TaKKe
C PETUKYNSIPHOM aKponurMeHTaumMen Kutamypa, ans Kotopomn
XapaKTepHbl IOKann3auus o4aroB Ha JopcafibHOM MOBepx-
HOCTU KOHEYHOCTEN, ayTOCOMHO-AOMUHAHTHbIM TN Hacnego-
BaHWS ¥ OTCYTCTBME Y4aCTKOB rMNEepnUrMeHTaLnm, TUNMUYHbIX
Ona NMMrMeHTHOM KcepoaepMsbl [28]. Mposoautcs anddeper-
UManbHaa gMarHoctnka c adenMaaMmm — nopaxeHUeM KOXM,
BO3HMKAIOWMM Ha nuLe, C CEMENHbIM XapaKTepoM Hacrne-
foBaHus. TpK rMCTONOrMYECKOM MCCnefoBaHUM 6MoNTaToB
KOXXW OOHapyXMBaloT OT/IOKEHUS MeNaHWHa B 6a3abHbIX
cnosix anuvgepmuca [29]. Kpome TOro, NMrMeEHTHYK KCepo-
aepmy cnegyeT OTaM4YaTb OT PagMoOMHAYLMPOBaHHbLIX nopa-
WEHUN KOXW, N1 KOTOPbIX, TaK e KaK U AN NMUrMeHTHOM
KCepoaepMbl, XapaKTEPHO BO3HWKHOBEHME 3/10Ka4YeCTBEH-

HbIX onyxofier. PaguouvHAyLMPOBaHHbIE MOPAXKEHUS KOXM
He SBNSAIOTCA FeHEeTUYEeCKM onocpeaoBaHHbIMKM 3aboseBa-
HUSMKM, COOTBETCTBEHHO, HEBO3MOXHa Nepeaada naToso-
rMYECKOro reHa MnoTomMKam. TaKKe AMArHOCTUYECKUM MpU-
3HAKOM CNYXXWUT JIOKanu3auus paavoaepmaTnta — B 06/1acTu
nyyesoro Bo3gencteus [30]. Ewe ogHMM 3aboneBaHUeM,
KITIMHUYECKM CXOXMM C TEYEHUEM NMUTMEHTHOM KCEpoaepMbI,
aBnsieTcs cuHapom PotmyHaa—TomMmcoHa. Kak U nurmeHTHas
KcepojepMa, 3TO reHeTUYECKM ornocpeaoBaHHOEe ayToCOM-
HO-peLeccMBHoe 3aboneBaHue. [ebloT KAMHUYECKMX MNpOo-
ABNIEHUIA CUHAPOMA MPOWUCXOAMT B TeYeHWe nepBoro roaa
YU3HU C NOSIBNEHUS KPAaCHO-KOPUYHEBbLIX MUIMEHTUPOBAH-
HbIX Y4aCTKOB KOXMW, Yepeaylolmnxcs ¢ y4acTKamu rUnonur-
MEHTaLuUKn. XapaKkTepHasa ansg cuHapoma PotmyHaa—TomcoHa
NIoKanu3aumsa NUrMeHTUMPOBaHHbIX YHaCTKOB KOXW — /ML,
lesi, KOHEYHOCTU. Y MHOIMX NauuMeHTOB OTMevaloTcsi Hapy-
LleHne pocTa BOJIOC, YMCTBEHHAA OTCTaNOCTb, PpaHHee pas-
BUTUE KaTapaKTbl [18, 27].

JNIEYEHUE

B oTcytcTBME cneunduryecKon TapreTHom Tepanuun Beae-
HWE NaLMEHTOB C MUMIMEHTHOM KCepoaepMOor OCHOBbIBaeTCs
Ha NPOPUNAKTUKE OHKOJIOMMYECKUX 3aboneBaHWn U BKIIO-
YyaeT 3almTy KOXKM C UCMONb30BaHWEM CONMHLE3ALMUTHOIO
Kpema, HOLEHMEM MaKCMMasbHO 3aKpbiBaloWEN KOXHble
NMOKPOBbI OAEXAbl, OYKOB, FONOBHbIX YO60OPOB, YCTAHOBKY
YO-GUnbTPOB Ha OKHA B XUIbIX MOMELLLEHMSAX.

Paspab6oTka noTeHuuanbHO 3ODEKTUBHLIX METOAO0B
le4yeHuns 60MbHbIX C MMIMEHTHOW KCEpoaepMOn NpoBOAUTCH
no cneayolnm HanpasneHmam [31]:
® HenocpeacTBeHHOE BO3AENCTBME Ha MpoLecc penapaunm

OHK npu nomoun MecTHbIX Hecneunduyeckmnx pepmeH-

TOB (Hanpumep, 6akTtepuanbHon T4 3sHAOHYKneasbl V);

uccnegoBaTtenn HaHOCUAW 3HAOHYKNIeasy B BMAE MMOCO-

ManbHOM amynbcun (liposome lotion) Ha noBpexaeHHbIe

YYaCTKM KOXM, YTO CHUXKaNO PUCK BOSHUKHOBEHMUS HOBbIX

Y4aCTKOB aKTMHUYECKOro KepaTo3a U 6a3abHOKIETOYHOWM

KapUMHOMbI (pe3ynbTaTbl paHLOMU3UMPOBAHHOIO UCCNeno-

BaHu1s) B uccnegyemon rpynne [32];
® MCMNOAb30BaHME aMWHOMIMKO3UAHbIX aHTUOUOTUKOB

(reHeTUUMH, reHTaMUUMH) AN o6ecneyeHuns CYUTbIBaHUSA

nocneposatenbHoctM AHK 4epes npexaeBpeMEHHbIN

CTOM-KOAOH, BO3HUKLWWM B pesynbrate MyTaluu; CYUTbI-

BaHWe 4yepe3 MNpeXAeBPEeMEHHbI CTOM-KOAOH M MOny-

yeHne GYHKLMOHaNbHO aKTUBHOro 6efka 6bl10 nokasa-

HO B K/JIMHUYECKMX UCCNefoBaHMAX NpU MMOAUCTPODUM

[oweHa 1 MyKoBMCLUMOO3E, TaKKe 3TOoT 3POdEKT Obin

nosny4yeH Ha pubpobnacTax KOXKM NaLUEHTOB C HOHCEHC-

MyTaumsamu B reHe XPC [33];
® nepopanbHbii MPUEM aleTorekcamumaa — 3KCnepwu-

MEHTa/lbHO 6bII0 AOKa3aHO MOBbIWEHWE YCTOMYUBOCTU

KNeTok ¢ u3meHeHnem B reHe XPA K BO3[ENCTBUIO

Y®-nanyyeHus: wccnegoBaHue MNpoBOAWAOCH NYTEM

MCcMbITaHMSA pasfnyHbiX 0406peHHbIX FDA coeagMHeHU Ha

KNETOYHON NNMHUKM PMOBPO6NACTOB C MHAYLMPOBAHHbLIMU

nospexaeHnamu reHa XPA, KOHUEHTpaLUs aleTorexkca-

MUAa B cpefe Ans KylbTMBUMPOBaHMUS KNETOK cocTaBnsna

160 mr/n [34, 35];
® nepopasbHbI MPUEM aHTUOKCUAGHTOB, TaKMX KaK KO3H3WUM

Q40, ANA 3aLUTbI KNETOK OT OKUCIIUTENBHOMO cTpecca [36];
e nepopanbHbiM MNPUEM WI0TPETUHOUHA (M3OTPETUHO-

MH B OpraHu3ame npeBpalaeTcs B TPETUHOWH (TpaHc-

PETUHOEBYIO KWUCNOTY), KOTOPbIA CNOCOOGEH OKa3blBaTb

LMTOCTaTUYeCKoe AencTBMe, CBA3bIBasAchb ¢ RXR-aaepHbIM

peLenTopoM 1 BAKAS Ha 9KCnpeccuto reHoB) [37];

* npumeHeHne GOToAMHAMMYECKON Tepanuu B KoMOBUHa-

LMK C nepopasbHbIM NpUeMoM peTuHonaos [38];



®  VHbEKUMU NEernanmpoBaHHOro MHTepdepoHa anbda-2b

B KOMOGMHaUMKU C TOMUYECKUM UCMONb30BaHNEM MUTOMM-

unHa C gna nevyeHuMss CKBaMO3HOM Heomnnas3un rna3Hom

nosepxHocTth (CHIT) y 60/bHbIX MMIMEHTHOW Kcepoaep-

MOW (MexaHn3M AencTBuS MHTepdepoHa anbda-2b npu

CHI'M HeusBecTeH) [39];
® [puMeHeHne nembponusymaba (aHTU-PD-1 aHTMTENO)

ONS NeYeHns paKa KoxXu 1 menaHomsbl [40, 41].

Tem He MeHee, MPUXOAUTCA KOHCTaTUPOBATb, YTO BO3-
MOXHOCTK Tepanun 60/bHbIX C NMUITMEHTHOM KCcepoaepMown
OrpaHMYeHHbl U NPeACTaBfieHbl B HACTOsILWEe BPEMS CUMNTO-
MaTU4YECKUM fIeHEHUEM, a TaKKe NPEBEHTUBHbLIMU Mepamu,
HanpaB/ieHHbIMW Ha OrpaHMyYeHne BO3AENCTBUS Ha pebeHKa
Y®-n3nyyeHns. B onncaHHOM HaMW KIMHUYECKOM cryvyae
nepeble CUMNTOMbI 3a60oneBaHUA NPOSIBUAUCL AOCTATOYHO
paHo: cBeT060A3Hb — B 6 Mec, rMnepnurMeHTauus no
TUMNY BecHyllek — B Bo3pacTe 1,5 net. lNepBas onyxonb
(MTOCKOKNETOYHbIVM paK) Ha BEKe MpaBoro rnasa BO3HWKNA
B Bo3pacTe 4 net. TeM He MeHee, HUKaKux Mep no 3aujurte
pe6eHKa oT YP-u3nyyeHus npuHATo He 6bino. danbHenwee
nporpeccupoBaHne 3aboneBaHUA MPUBENO K Pa3BUTUIO
MHOXECTBEHHbIX OMyxonen (MIO0CKOKIETOYHbIW paK) Ha nuue
KaK Hanbonee OTKPbITOM ANs UHCONsauun obnactu. JleyeHune
0onyxonemn ¢ UCNob30BaHWEM Ny4eBOKM Tepanum, XuMmnoTepa-
nuu (unKnodocdaH, peTMHoOMabl) He NPUHECNO pel3ynbraTa,
OblIM OTMEYEHbl MeTacTasdbl B npuiexawme AMmdoysnbl.
C yyeToM o6beMa NoparKeHUs, NPUCOEANHUBLUMXCS OCMOXK-
HEHWW, paHee MpPOBedEeHHON Tepanuu nevyebHble BO3MOXK-
HOCTK Y 60nbHOro b. OKazanucb McyepnaHbl.

NMPOrHO3

MrmMeHTHas KcepoaepMa SBNASETCS THHKENbIM KU3HEYrpo-
alownm 3aboneBaHMeM, 419 KOTOPOro B HacTosiLee Bpems
He cywecTtByeT 3ddEKTUBHOro nevyeHuss. CBoeBpeMEHHO
(B nepBble MecsiLbl }XM3HW) MOCTABNEHHbIN AMarHo3 1 cobto-
JEHWe MPEeBEHTUBHbLIX MepP MOryT NpeaoTBpatUTb BGbiCTpoe
pa3BuTre onyxosnen. OgHaKo CMEPTHOCTb NMPU MUIMEHTHOM
KcepoaepMe OCTaeTcsl BbICOKOW — OKO0M0 1/3 60MbHbIX
He aoxuBatoT Ao Bospacta 15-20 net [9, 12]. OcHoBHOM
NPUYMHOWM CMEPTHOCTU SBASIOTCS 3/10Ka4YeCTBEHHbIE HOBO-
obpaszoBaHusl. [ 310Ka4eCTBEHHbIX OMyX0en XxapaKTepHbl
ObICTPbIN POCT M paHHee ob6pal3oBaHWe MeTacTa3oB. [lo
CpaBHEHUIO C 4acToToM B 06LWen nonynsauMm BEpPOSITHOCTb
BO3HMKHOBEHUSA paKa KOXMK (6a3aibHOKIETOYHOro M Mnaoc-
KOKJ1IETOYHOro) B Bo3pacTe A0 20 neTy 60/bHbIX MMIMEHTHOM
Kcepoaepmon nosblwaetcs B 10000 pas, a yactota pas-
BUTMA MenaHoMbl — B 2000 pas [9, 42], npn 3TOM cpeaHui
BO3pacT pa3BUTUSA onyxonew coctasnser 8 net [9, 12].
lMoMMMO 6a3abHOKJIETOMHOTO U MJIOCKOK/IETOYHOIO pakKa,
MeflaHOMbl, Y 60/IbHbIX C MUITMEHTHOM KCepoaepmon onuca-
Hbl Cy4an aHrmocapkombl [43-45].

OCHOBHOW NPOPUIAKTUKON, HanpaBleHHON Ha CHWXKe-
HWE pUCKa Pa3BWUTUS 3/10KAYECTBEHHbLIX OMYXONIEN KOXKM,
ABNAOTCSA 3alUMTHbIE Mepbl, o6ecneynBatowme ToTanbHyo
M30N9UMI0 NaLneHTa oT ynbrpadunoneta. B gome, rae npo-
XuBaeT 60/bHOM pebeHOoK, Heo6X0AMMO 3aKpbiBaTb BCe
OKHa B MOMELEHUN He nponycKawwmnmu ynstpadunonet
nneHkamu. a5 oCBEeLEeHUS MOXHO MCMonb30BaTb NHOMU-
HECLIEHTHbIE aMnbl TONIbKO C ONpPeAEeNEeHHbIMU CNEKTPanb-
HbIMMW XapaKTePUCTUKaMM, UCKIOYaoWUMK YP-u3nyyeHue,
WK cBeToAMOAHble namnbl. XenaTtenbHO BbIXOAUTbL Ha
yAuLy B BeYEpPHEE WM HOYHOE BpPeMSs, a AHEM TLLaTeNbHO
3aKpblBaTb BCE KOXHble MOBEPXHOCTU OAEKAOM M3 MNOT-
HOW TKaHW, HOCUTb FOIOBHOWM y6Op, NMepyaTKU, Ha OTKPbI-
Tble Y4aCTKM HAHOCUTb KOCMETMYECKME cpefcTBa C Hau-
60MblWMM GaKTOPOM 3almTbl OT MHconaumMm — SPF (sun
protection factor), HageBaTb conHue3alWnTHbIE 04KM ¢ SPF

1 ¢ 60KOBbIMU LWNTKaMKU. O6a3aTenbHbIM 9BASETCHA AUHAMM-
YyecKoe HabnogeHne y oHKonora-gepmaTtosiora ¢ BblMoaHe-
HWEeM AepMaTOCKOMUYECKOro UccneaoBaHnsa BCeX y4acTKOB
KOXW, MOoABEpraBLIMXCA COIHEYHOMY BO3AENCTBUIO, He
pexxe 1 paza B 3 mec. [pu BbIIBAEHMN NOA03PUTENBHbBIX
HOBOO6GPA30BaHWM KOMXM U CAU3UCTbLIX BbINOMHATb LIUTONO-
rMYECKUE U TUCTONIOTMYECKME UccneaoBaHus. s paHHen
AWMArHOCTUKM MOParKeHUs a3 PEeKOMEHAYITCA perynsp-
Hble OCMOTPbl OPTanNbMOSIOrOM, A5 BbIABAEHWUS HEBPO-
NIOTMYECKMX MPOBAEM — KOHCyNbTauuuM HeBponora. [ns
AeTel LWKONMbHOro BO3pacTa PeKoMeHAyeTcs AoMaluHee
oby4yeHue. B cBA3K ¢ 3aMKHYTbIM 06pa30M U3HU U Oorpa-
HWYEHHbIMWU BO3MOXHOCTAMM OBLLEHUSA CO CBEPCTHUKAMMU
pebeHKy KpanHe BarKHa MNoMOolb AETCKOro ncuxosora.
B HacTosilee BpemMs BeeTCA aKTMBHasa pa3paboTKa naTo-
rEHETUYECKNX METOOB NIEHEHUS.

[pyron Bna NnpopuUnakTUKM ocyLecTBASeTCS NyTemM Meau-
KO-FEHETUYECKOr0 KOHCY/bTUPOBAHMS, YTO OCOBGEHHO Ba-
HO B M3onATax, 419 NpeaoTBpalleHns KPOBHOPOACTBEHHbIX
6paKoB Mexay retepo3urotraMu no natofiorMyecKkum Bapu-
aHTaM B reHe HacneactBeHHoro 3aboneBaHus. OCHOBHOM
3aja4en TakuUx KOHCyNbTalUMn ABNSETCA FEHETUYECKOe Mpo-
rHO3MPOBaHWe — OnpeaeneHne BEpPOSTHOCTU POXKAEHMUS
pebeHKa C NMUIrMEHTHOM KCEepoaepMon B CEMbE, B KOTOPOW
yKe umeeTcss oauMH 60/bHOW PeBEHOK MKW eCcTb GO0JbHblE
cpean 6M3KUX POACTBEHHMKOB. K coxkaneHuto, Yalle obpa-
LaloTCA CEMbM, B KOTOPbLIX YXKe poaucs 607bHON pebeHoK,
XOTS C MOo3uuuu NpodUIaKTUKU BarkHee AobpayHas KOH-
cynbraumsa. 3aboneBaHve NposiBASETCS MPU rOMO3UIrOTHOM
COCTOSIHUM MYTAHTHOTO reHa. [eTepo3unroTbl GeHOTUNMNYECKHU
3[10POBbl, HO B MOMNYyASLMK SBASIOTCA HOCUTENSIMM MaToNo-
rmyeckoro reHa (XPA—XPG; XPV). Pe6eHOK, cTpafatolini
NMUrMEHTHOM KCEepoaEepMON, poXKaaeTcs Yalle BCero B 6pake
[BYX FeTEPO3UIOTHbIX poaMTENEN, KoTopble SBASOTCS GeHo-
TUNUYECKU 300p0BbIMU. OgHa YacTb PEHOTUNMYECKHU 300P0-
BbIX A€TeN OT TaKMX poauTenemn aBnseTcs reTepo3nroTHbIMM
HocUTEeNnsIMKM 3abonieBaHuKs, KOTOPOe OHKW ByayT nepegaBaTtb
cBOeMy MOTOMCTBY. PeKO MOXKET MPOMCXOAUTb COYeTaHue
rOMO3MIroTHOro HocuTens (601bHOMO YeNoBeEKa) C reTepo3u-
rOTHbIM HOCUTENEM, Npu Kotopom 50% geTten 6yayT 60JbHbI,
a 50% oKaxyTca retepo3uMroTHbIMKU HOCUTENSMU. Takum
06pa3oM, KPOBHOPOACTBEHHbIE BpaKkM NOBLIWAT poxaae-
MOCTb 60JIbHbIX C MMIMEHTHOW KCepoaepmMomn n3-3a 60/bLIon
4YacToTbl NOABAEHUS reTepo3uroT [3, 42, 46].

3AKJ/IIOMEHME

MMrMeHTHas Kcepoaepma npeacTaBAseT cobon reHe-
TUYECKN AeTEpPMUHMPOBaAHHOE 3aboneBaHue, MNP KOTOPOM
OTCYTCTBYET WM PE3KO CHUKEHA aKTMBHOCTb GEpPMEHTOB,
OCHOBHasi GYHKLIMA KOTOPbIX COCTOMT B penapaLMm noBpex-
nennn B HK, BO3HMKaOWMX nog AeNCTBUEM yabTpadurone-
Ta. HeadpdeKTMBHOCTb NPOLECCOB penapaunmn 1 HaKonaeHne
NnaToNorMyeckmMx M3MeHeHun B nocnegoBatenbHocTn AHK
B AalbHEMWeM MNPUBOAUT K Pa3BUTUIO 3/10KAYECTBEHHbIX
HOBOOGpa30BaHUK. pKU 3TOM KOMMYECTBO TaKUX U3MEHe-
HUW, BO3HWKaOLWMX BcneactBne HeapdeKTMBHON penapa-
umn OHK, Bo3pacTtaeT npsiMo NponopLmMoHanbHO aKTUBHOCTH
ynbTpadmnoneToBoro nsnyvyeHus. IPPeKTUBHOIro neyeHus
3TOro 3ab0neBaHUs Ha CEroAHsaWHWNA AeHb He CYLIECTBY-
eT. lporHo3 3aboneBaHWsi BO MHOMOM 3aBUCUT OT CPOKOB
NMOCTAHOBKM AMarHo3a W TWaTeNbHOCTM BbIMOMHEHUS PEKO-
MeHaauui no 3almTte pebeHka oT YP-usnyyeHus. Bece netu
C NOAO3PEHMEM Ha MUITMEHTHYIO KCcepoaepMmy (CBeTo6053Hb,
NnosiBfieHMEe BECHYLIEK Ha OTKPbITbIX y4acTKax Tena) AO/MKHbI
B MaKCMManbHO paHHWE CPOKM MPOXOAUTb MOSIEKYNSAPHO-
reHetTMyeckoe obcnenosaHve ans BepudrKauum avarHosa.
MNMauneHTam ¢ NOATBEPXKAEHHbIM AMArHO30M Heo6XoAMMO
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OGMeH onbIToOM

HaxoAuTbCs NoA HabntaeHWeM AepMaTooHKoNora ansa ceBoe-
BPEMEHHOTO BbISIB/IEHWS U IEYEHUS 3[10KAYECTBEHHbIX HOBO-
06pa3oBaHMN.

WHO®OPMUPOBAHHOE COINIACUE

Ha MOMEHT nnaHWpoBaHUS ONUCaAHUS HACTOSALWErO KiK-
HWYECKOro cnyyast ctafio U3BECTHO, YTO NaLMEHT CKOHYancs
OT nporpeccrMpoBaHuns 3abonieBaHus. Poanteny npoxuBaT
B OTAaneHHOM cene B Kbiprbl3cTaHe, yCTaHOBWUTb CBA3b
C HUMW He MNpeacTtaBnsgeTcs BO3MOXHbIM. [1o aTon npwu-
ynHe doTorpadum pebeHka nybanKyloTcs 6e3 MosydYeHus
MHGOPMUPOBAHHOIO AOOGPOBONBLHOIO corflacusa OT poauTe-
nen B MMHUManbHO MHGOPMaTUBHOM O06beME.

INFORMED CONSENT

We discovered (on the planning stage of the present
article) that the patient had died due to disease progression.
Patient’s parents live in a remote village in Kyrgyzstan, it
is not possible to contact them. Thus, child’s photographs
are published without informed voluntary consent from his
parents with minimal amount of information.

UCTOYHUK ®PUHAHCUPOBAHUA

Pa6oTta BbinonHeHa B pamkax HUP «Ontumnsauunsa ctpa-
TEMMU OMArHOCTUKKU U NeYeHUs AEeTEN C OMyXONSMU KOXMW»,
rocygapcreBeHHoe 3agaHue N2 056-00112-21-00.
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Cepus <bonesHun geTcKoro so3pacta ot A go f»
ABTtopbl: A.A. bapaHoB, M.K. bextepeBa, H.1. bpuKko u ap.

3a60/51eBaeMoCTU.

Pyxosoncmo 4Na Bpa4vyen nocsslleHo npobieme poTa-
BUPYCHON WMHPEKUMU, FBNAIOLLENCA OCHOBHOW MPUYK-
HOWM racTpPO3HTEPUTOB Y AeTel B BO3pacTe Mnagwe 5 ner.
OTeyecTBEHHbIMW 3KCNepTamMu NpeacTaBlfieHbl aKTyalbHble
[JaHHble Mo 3NUAEMMUOJIOTUU POTaBUPYCHOW MHOEKLMU KaK
B Poccuickon degepaumn, Tak u BO BCEM MUPE, OCBELLEHDI
BOMpPOCHLlI 3Tnonorun m natoreHesa. C nos3uvumMn poKasa-
TENbHOW MeAuLMHbI paccMaTpuMBalOTCs MeTOoAbl Ne4YeHUs
n npodunakTnkun. NMoapobHO M3N0XKEHa opraHu3auunsa npo-
BeAeHUS BaKUMHaALMK NPOTMB POTaBUPYCHOM MHOEKLUN —
€NHCTBEHHOIo 3pPEKTUBHOIO MeToda KOHTPONA YPOBHS
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