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AnnoTanus: I[lurmentHas kceponepma (xeroderma pigmentosum, XP) npencrasisier co0oit
pelKoe HacleICTBEHHOE 3a0ojieBaHME KOXXH, OOYCIIOBIEHHOE HapylIEHHEM MEXaHU3MOB
pemapanuu JJHK mocne Bo3aeicTBust ynbTpadroiaeToOBOrO U3IydYeHUs. 3a00ieBaHNe HACIEIYETCs
[0 ayTOCOMHO-PELECCUBHOMY THIy M XapaKTepU3yeTcs BbIPAXKEHHOW (hOTOUYBCTBUTEIBHOCTHIO,
pPaHHMM TIOSIBICHMEM THTMEHTAIlUHM, pPa3BUTHEM aTpoQUYECKHMX ¢ THIIEPKEPATOTUICCKUX
U3MEHEHHUH KOXKH, a TaKXKe 4pe3BbIYailHO BBICOKMM PHUCKOM BO3HUKHOBEHMS 3JI0OKAYECTBEHHBIX
HOBOOOpa30BaHUIl KOXH. B OCHOBe 3a00J1€BaHUS JIGKHUT HapyIIEHUE SKCIM3MOHHON pernaparuu
nykineotuioB (NER), obGecneunBaromieii ymanenue mnospexaenuid JIHK, Bo3HHKaromuX Moj
JeCTBUEM YIBTPa(QHOIETOBOTO U3IydeHus. Briaensior cemp kimaccudeckux rpynn XP — XPA—
XPG — u BapuantHyto ¢opmy XPV, cBsi3aHHYIO ¢ HapyllIeHHEM TpaHcie3noHHoro cunresa JIHK.
B cratbe paccMOTpeHBI MOJEKYJSPHbIE MEXaHU3MBI 3a00J€BaHUs, OCOOCHHOCTH JMArHOCTHKH,
KIIMHUKO-IaToMOpdoornyeckre n3MeHeHus, AuddepeHnnanbHas AMarHOCTUKA U COBPEMEHHBIE
MOJIXO/BI K MPO(HUIAKTHKE U TEPAITHH.

KiroueBble cioBa: nmurMeHtHas Kcepojepma, xeroderma pigmentosum, penapanus JIHK,
NER, ynbpTpadumoneroBoe U3IydeHHE, (POTOYYBCTBUTEIBHOCTh, MYTallUH, paKk KOXH,
[aTOre0sIoroMopdoorus, MoJIeKyJIspHast JUarHOCTHKA.

Beenenne

[TurmMeHTHas KcepoiepMma IMPEACTaBIIeT COOOW KpailHe PEeIKyr TEHOJEPMATOJIOTHYECKYIO
[aTOJIOTHIO, B OCHOBE KOTOPOM JIEKHT yTpaTa KJIETKaMH CIIOCOOHOCTH JIMKBUIUPOBATh 1€(EKThI
MOJIEKYJT HYKJICHHOBBIX KHCJIOT, IMPOBOIMPYEMbIC BO3ACUCTBUEM YIbTPAa()UOIETOBBIX JIydei.
JlaHHBI HO30JO0rMYEeCKHil BapHaHT BXOAUT B TPYIIy HACIEICTBEHHBIX (OTOIEPMATO30B U
IIPEJICTABISIET MEXAUCIUITIMHAPHBIM HHTEpEC AJI KIMHUYECKON 1epMaTOIOrHH, aTOJOTHYeCKOM
aHATOMMHU, METMIIUHCKON T'eHeTHKH U naronarMopdosuoruu. [lepsbie 3aduKcUpOBaHHbIE ONTUCAHUS
KIIMHUKU 3TOro cuHApoMa oTHocsatca kK XIX croneruio. B mocnemyromem riiyOokuid aHaiu3
naTo(U3NOJOTHYECKUX IPOLECCOB HAa KJIETOYHOM YPOBHE Jal BO3MOXXHOCTb aCCOLMHPOBATH
JIAaHHYIO TATOJIOTHIO ¢ HapyuieHusiMu B cucteme penapanuu [JHK. @dynnameHTanbHONM BEXOW B
u3yueHun mnpobsiemsl ctana pabora J. E. Cleaver, onyOnukoBanHas B 1968 roay, rme aBTop
HKCIEPUMEHTATBHO TOATBEpAMS Hamuuue naedexkra BoccranosineHus JIHK y manmentoB ¢
IIUIMEHTHOH Kcepoaepmoii [10].

C TOYKH 3peHust KJIIMHUYECKON CUMITOMAaTUKU 00J1e3Hb HPOSIBIISAETCS
TMIIEPUYBCTBUTEIIBHOCTBIO KOXKH K MHCOJISILMM B JETCTBE, (POPMUPOBAHMEM OYAaroB IUCXPOMUH,
JIepMaToaTpopuu M MPOYMX CHMITOMOB aKTHHHYECKOTO NoBpexieHus. Ha stom ¢one B pasbl
BO3PACTaeT BEPOSATHOCTHBIA PUCK MaHU(ECTAUH TUIOCKOKJIETOYHOTO U 0a3aIbHOKJIETOYHOI'O paKa
KOXKH, a TakKe 3JI0OKaueCTBeHHOM MmenaHombl [2, 8]. Kpome Toro, murmeHTHas Kcepojepma
paccMaTpUBaEeTCs UCCIIEOBATENIIMU KaK IIeHHas OMOJIOruYecKas MOJIeNb [l U3y4EHUs IPOLIECCOB
WHAYKIUN W SJMMHHAIUA TOBPEXICHWA TEHOMA, IMOCKOJBKY COOH Ha OmpelesieHHOM JTare
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penapauuy  IOpsAMO TNPUBOAUT K HAKOIUICHMIO COMAaTHYECKMX MyTalud U OIyXOJIEBOM
TpaHchopMaluu TKaHei [6].

ONuaeMHOJIOTUsl U TeHeTHYecKas xapakrtepucTuka IlurmeHTHass kcepoaepma OTHOCHUTCS K
paspsany op(aHHBIX  HACIEACTBEHHBIX  JI€PMATO30B.  DINUIEMUOJIOTUYECKHE  IOKa3aTelu
3a00JIeBaHNsI UMEIOT BBIPAKCHHYIO BapHaOeIbHOCTh B 3aBUCUMOCTH OT T€HETUYECKOH CTPYKTYPHI
nomyisinuu. B eBponelickux crpaHax u pernoHe CeBepHOM AMEpUKM JaHHas IaTOJIOTHSA
BCTPEUAETCS] 3HAYUTENbHO PEXE, UEM B HEKOTOPBIX apeasiax A3MaTCKOro KOHTHMHEHTa, biuxHero
Bocroka u CesepHoii Adppuku. Cnenuduka pacrpenesieHus: OTAEIbHbBIX MYTAaHTHBIX BapUaHTOB
0CcO00EHHO JIeTAIBHO 0XapaKTepH30BaHa Ha puMepe nomyssiiun SAmonnn [14].

3aboneBaHue IepefaeTcsl MO ayTOCOMHO-PELleCCUBHOMY Tully. YToOBI cdopmHpoBaiCs
KIMHAYECKUH  (eHotun, TpeOyeTcs HadMdue TIaTOTEHHOTO BapHaHTa B O0CHMX KOIHUSX
COOTBETCTBYIOILETrO TeHa. [Ipy reTepo3uroTHOM HOCUTENBCTBE MATOJIOIMUYECKOTO aJUIENs TOJIBKO B
OJHOM M3 KOIHMKW TIeHa BUIUMBIE CHMITOMBI, KaK IpPaBWIO, OTCYTCTBYIOT. |'€HeTHuecKuil
rerepoMoppu3M IUTMEHTHOM KcepoJepMbl OO0yCJIOBIEH abeppauusiMd B psJe TEHOB,
perynupytomux penapanuio JJHK. B satot nepeuens Bxonar XPA, XPC, DDB2, ERCC2, ERCC3,
ERCC4, ERCC5 nu POLH. B 3aBUCMMOCTH OT TOro, KakOW KOHKPETHO T'€H HHAaKTHBHPOBaH,
(dbopMUPYIOTCS Pa3pO3HEHHBIE MOJICKYJISIPHBIC M KIIMHHYECKUE CYOTHIIBI TaTOJIOTHH [3].

CoBpeMEHHBIN Hay4HBI B3IUIA[ HAa TE€HOAEPMATO3bl IOATBEPKIAECT, YTO MOJIEKYJISIPHbBIE
HapyIIeHUs] CIIOCOOHBI J1aBaTh pPa3HOOOpPa3HbIE BAapHAHTHI (PEHOTHIIA JaXKE TIPU CXOJHOM
MEXaHMU3Me MOBpeXIeHUs KiIeToK. [IoaToMy neranbHblil aHAJIN3 reHeTH4ecKor mpupoasl XP umeer
MEPBOCTEIICHHOE 3HAYCHHWE HE TOJIBKO Ui BepU(UKAIMH JUArHO3a, HO M JJIS MIPOTHO3UPOBAHHS
xapaktepa TedeHus Oosiesuu [13]. MonekymnspHblii natoreHe3 [J1laBHBIM MOBPEXKIAIOIINM
(dakTOpOM BHEIIHEH Cpeabl NpPU NUTMEHTHON KCepoJepMe BBICTYMACT YIbTPapUOIETOBOE
uznydenue. [lox ero BosapelictBuem B nensax JAHK ¢opmupyrorcs ¢oTonpoaykTsl, Tri1aBHBIM
00pa3oM NHKIO00yTaHOBBIE MUPUMHUAMHOBBIE TUMEphl U (6—4)-poronpoaykTbl. OHM BBI3BIBAIOT
IIPOCTPAHCTBEHHbIE MCKakeHHd cTpykTypsl JIHK wu nemaroT HEBO3MOXHONW HOPMaJbHYIO
pEeIUTUKAIIMI0 W TPAHCKpUIIMIO. B (QHU3MOIOTMYECKHX  YCIOBHSX 3T  MOBPEKICHUS
JMKBUAMPYIOTCS OCPEICTBOM HKCIIM3MOHHON penapannu HykjaeoTuaoB (nucleotide excision repair,
NER). OGo3HaueHHBII KacKaJ OXBaTBhIBACT JCTEKIUIO TOBPEKICHUSA, JIOKAIBHOE pacIljieTaHue
Leney, BhIPE3aHuE IMOPAXEHHOIO y4acTKa, MATPUYHBIA CHUHTE3 HOBOW IIOCJIENOBATEIBHOCTH U
BOCCTAHOBJICHUE IIEJIOCTHOCTH HETH [6].

ITpu knaccuueckux popmax XP qucyHkuus 6€IK0OB, KOTUPYEMBIX ceMeiicTBoM reHoB XPA—
XPG, npUBOAUT K HECOCTOSTEIHLHOCTH CHCTEMBI pernapanuu Y O-uHAYIUPOBAHHBIX nedeKkToB. B
UTOre IOBPEXJCHHbIE (DparMeHThl MEPCUCTUPYIOT B I'€HOME U B TOCIEAYIOUIMX I[HMKJIAX
peIuTUKAIH TPaHC(HOPMHUPYIOTCS B CTOMKHE MyTanuu [7].

CyllecTBEHHYIO pOJIb B Pa3BUTUM OIIyXOJIEBOIO IIPOLIECCA UIpacT KyMyJsiLUs MyTalud B
reHax, OTBEYAILIMX 3a KOHTPOJIb KJIETOYHOro mukina. KiroueBoe 3HAueHHE Cpeau HUX
npuHaUIeKuT redy TPS53. IlarorHOMOHMYHBIME mOCHENCTBUSAMU Y D-TIOBPEXKIECHUS BBICTYNIAIOT
OlpesieJIeHHbIE THUIIBI HYKJIEOTHAHBIX 3ameH, Bkitouas nepexonpl C—T u CC—TT, koropsie
IIPUBOJAT K CPBIBY IPOTUBOOITYXOJIEBOTO KOHTPOJIA KiIeTku [11].

Bapuantueiii THn Gonesnu (XPV) ornmyaercs or kiaccudyeckux BapuaHTOB. [lpu Hem
ocHoBHON nyTh NER coxpaHser cBO0O (QyHKIMOHAIBHOCTh, OJHAKO HAapyIIaeTcs IMpoLecce
tpancinesnonHoro cuare3a JIHK BcieacrBue nedekra 6enmka DNA polymerase eta, kogupyeMoro
reioMm POLH. Orto mpoBouupyeT pe3Ko IOBBILIEHHBIH ypOBEHb OLIMOOK MPH IMPOX0XKIECHUH
PEIUIMKAaTUBHOIO KOMILJIEKCA 4Yepe3 IMOBpEeXJIEHHbIE YydacTKu. Takum oOpa3oMm, NHUIrMEHTHas
KcepoAepMa HarIHO WIUIIOCTPUPYET MPSMYI0 3aKOHOMEPHOCTb MEXAY NEpBUYHBIM J1e(hEeKTOM
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MOJIEKYJISIPHOI'O MEXaHHM3Ma pernapanuu, HakomieHueM nospexaenui JJTHK u nocnenoBarenbHol
37I0Ka4eCTBEHHON TpaHchopmanueld kinetok. Kinmnuyeckas kaptuHa [lepBuuHbBIE KIMHHUYECKHE
MPOSIBJICHUST MATOJIOTUM HauOoJiee YacTO BBIABISIOTCS B PaHHEM JIETCKOM Bo3pacre. THUIMUYHOM
CUMITOMATUKOM CITy>KaT BbIpakeHHasi ()OTOUYBCTBUTEIHLHOCTh, BOBHUKHOBEHUE IPUTEMBI, CYyXOCTH
W IISNYIICHUS KOXH, a Takke paHHee (HOpMHpOBAHWE THIICPIUTMEHTHPOBAHHBIX ISITCH Ha
OTKpBITHIX ydacTkax. Ilo wMepe mporpeccupoBaHus OONE3HH PAa3BUBAETCS COYECTAHHE
TUIEPITUTMECHTAINH, JCTTUTMEHTHPOBAHHBIX YYaCTKOB, aTpo(uu dMUACPMUCA U TEIICAHTHIKTA3UH.
OnucanHast KOMOMHAIUSA CHMITOMOB (hOPMHUPYET XapaKTepHbIii 00pa3 noiikuwioaepmuu [4].

KinnHudeckne naHHbIE CBHIETEIBCTBYIOT, 4YTO Yy JIAIL C IIMTMEHTHOM KCEpOoAepMOu
OITyXOJIEBbIE MOPaKEHHsI KOXKM CHOCOOHBI BO3HHKAaTh B 3HAUUTENIBHO 00Jee MOJIOJOM BO3pacTe,
4yeM y Jrojiel 0e3 HaclieACTBEHHOTo edeKTa penapauuu. B HaydyHOl nuTeparype 3apuKCHpOBaHBI
CJIy4ad MHOKECTBEHHBIX 3JI0KaUe€CTBEHHBIX HOBOOOpa3zoBaHuil y aereii ¢ XP [2]

Cucrematnueckoe HaOJMIOJEHUE MMEET IPUHLMIIMAIBLHOE 3HAYEHHE, TaK KakK KOXHbIE
U3MEHEHUs YCyryomnsitorcs co BpemeHeM. HaOmiogeHwe B JAMHAMUKE  MOJYEPKUBACT
HEOOXOUMOCTh HETPEPHIBHOTO KOHTPOJS 3a MUTMCHTHBIMH OOpa30BaHUSAMH, YyYaCTKAMH
TUIEpKepaTo3a M MOAO3pUTENbHBIMH oyaramu [9]. B mpakTtuueckoil  1epMarosioruu
CBOGBPEMEHHOE  BBISBIIGHHE  TIEHOJEpPMATo30B  OasWpyeTcss  Ha  OICHKE  CTEleHHU
(OTOYYBCTBUTEIILHOCTH, OCOOCHHOCTEH MUTMEHTAlluu, BO3pacTa MaHU(]ecTaluu CUMITOMOB U
HAJIMYHS OITyXOJIEBBIX TpaHcopmanuii [8].

[Topaxxenue opraHa 3peHUsl NpPeJICTaBIseT COOOH elle OAHY BaXKHYIO cocTaBismoouyro XP.
MoryT oTMeuaThCsl CBETOOOSI3Hb, XPOHOOHOIIOTHYECKOE pa3fpakeHUe Tia3, KepaTuThl, aTpodus
BEK, a TAK)KE€ HEOIUIACTUYECKHUE MPOLECCHl B 30HE KOHBIOHKTUBBI U POTOBHIIBL. Y psiJia NAMEHTOB
(bopMHPYIOTCS HEBPOJIOTUYECKHE PACCTPOICTBA. BO3MOXKHBI yracaHue CyXOXKWIbHBIX pedIieKcos,
aTakcusi, MPOrPeCcCUpyoasi TyroyxocTb, KOTHUTHUBHBINA Ne(ULUT U Ipyrue U3MEHEHUs HEepPBHOM
cucreMbl. HeBposiornueckas CHMITOMATHKA TPOSIBIIIETCS HE Yy KaXKAOTO OOJBHOTO M HAIPSIMYIO
KOppEIUPYyeT ¢ TeHEeTUYECKUM BapuaHTOM Ooiie3nu [3].

[Tatomopdonorust [latomopdonmoruueckne M3MEHEHHsT NpPU TMHTMEHTHOW Kcepoaepme
OTPaXaIOT KAPTUHY XPOHUYECKOTO YIbTPadUOIECTOBOIO MOBPEKACHUS KOXHBIX IOKPOBOB H
HECOCTOATENBHOCTh cucTeM BoccraHoBieHus JIHK. Ha HayanbHbIX CTaausx MUKPOCKOIMHUYECKH
(buKCUPYIOTCS THIEPKEepPaTo3, 30Hbl aTpOpUHU SMUAEPMUCA, YCUIEHHAS MUTMEHTAIMs 0a3aibHOro
CIIOSI ¥ UCTpO(HUECKHE HM3MEHEHHUS KEePAaTWHOLMTOB. B 1epMe BBISBISETCS BOCHAIMTEILHBINA
UHOUIBTPAT, IPEUMYIIECTBEHHO JuMdouuTapHoro tumna [1].

C pa3BHUTHEM MaTOJOTHYECKOTO MpoIecca HAOMI0IAeTCA Pe3Kasi HEOIHOPOIHOCTh CTPYKTYPHI
JEpMBbl U 3nujiepMuca. B ennHbIx npenaparax MOTYT COCEICTBOBaTh MMIEPIUTMEHTUPOBAHHbBIE U
JICTIUTMEHTUPOBAHHBIE YYacCTKH, aTpoQus, THUIEPKEepPaTo3 M TEIeaHTMIKTa3uH, (popMmupyronme
MOMKUIOAepMUYECKU pUCYHOK. [lpu MpOJOMKUTENsHOM (OTOMOBPEKICHUU  BBISBISETCS
COJIHEUHBIH 3J1acTO3, CBA3aHHBIN C JIereHepallel 31acTUYeCKuX CTPYKTYp JepMbl. B anuaepmuce
MOTYT HapacTaThb JUCIUIACTUYECKHME M3MEHEHUsT W  KIETOYHas  aTUulus,  CiyXalue
MOpP(OJIOTHYECKOM OCHOBOH JIJIS IOCIIEAYIOIET0 OHKOrenesa [1].

B maromopdonornyeckoil TUAarHOCTUKE BO3HUKIIUX 3JI0KAYECTBEHHBIX HOBOOOPA30BAHMIA
KOXH MPUMEHSIOTCSI OOIICTIPUHATHIC CTAHIAPTHI OIEHKU OITyXOJICH SMUTENUsS M MEJTaHOIUTAPHBIX
nopaxenuil. [Ipu XP Bo3moxkHa manudectanus 6a3albHOKIETOYHOIO paka, MIOCKOKIETOYHOTO

paka ¥ MEJaHOMbI, II0O3TOMY I'MCTOJOIHYECKOE HCCIIEeI0BaHUE MPUHLUIINAIBHO YISl ONPEIEICHUS
TUIA U cTeneHu TuddepeHMpoBKY HOBooOpa3oBanus [15].
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JlepmaTonaTonornyeckue HCTOYHMKHM TaK)Ke aKUEHTUPYIOT BHUMaHME Ha HEOO0XOIUMOCTH
YUUTBIBATh SIBJICHUS XPOHUYECKOI'O COJHEYHOI'O HMOBPEXICHMS MPH MOP(OIOTHYECKOM aHaIM3e
ouonraros [5].

MounekynspHass [IuarHoctuka JlparHocTuka IIMIMEHTHOM KCEpPOIEPMBl OIUPAETCs Ha
UHTETpall0 KIMHUYECKUX, TE€HEAJIOrMYeCKUX, JIA0OpaTOpPHBIX M MOJIEKYJISIPHO-T€HETUYECKUX
naHHbIX. [lepBUuHOE MOJ03peHHE HA 3a00J€BaHUE BO3HUKAET NMPH HAJIMYMU PE3KO BBIPAKECHHOMH
(OTOUYBCTBUTEIBHOCTH, pPAaHHEM IMIOSBICHUU JIUCXPOMHUH, TMOPAXKEHUSAX TJ1a3, BO3HUKHOBEHHHU
OIlyXOJIEM KOXH B JETCKOM BO3pacTeé M OTATOLIEHHOM CEMEHHOM aHaMHe3e. MolekylsapHo-
TEHETHYECKOE HCCIEIOBAaHNE TO3BOJSIET HACHTH(GHUIMPOBATh MATOTCHHBIE BapUaHTHl B TE€HAX,
accounnpoBaHHbIx ¢ XP. Jlig 93TOro HCHOJB3YIOTCA 1I€JIEBBIE T'€HETUYECKUE IaHENH,
CEeKBEHHPOBAHUE JK30Ma WM reHoMa. Bepudukanus KOHKpeTHOTO AedeKTa momMoraer yTO4HHTh
MOJICKYJISIPHBIM  CyOTHN TMaTOJOTMM M UIPaeT BaXHYI pOJb B  MEJUKO-T€HETHUYECKOM
KOHCYJIbTUpOBaHuu [3].

@OyHKIMOHANBHBIE J1A0OpPATOPHBIE TECThl MOTYT IPHUBJIEKATHCS JUISI OLIEHKU peaslbHOM
criocobHocTn Kietok penapupoBarh JIHK mocne BosnmeiictBus Y D-usnyuenus. JlaHHBIE METOIBI
0COOEHHO 3HAYMMbl TP HEOOXOAMMOCTH TOYHO OIpPEACIUTh TIPYMHIy KOMIUIEeMEHTaluu. B
COBPEMEHHOM T'€HETHKE MOJIEKYJISIpHAs JMAarHOCTUKA PACCMATPUBAETCS KakK 00s3aTeNbHBIN IIar
IIOATBEP>KICHUS HO30JIOTUHU U OIIPEIEIICHNs] BEPOSITHBIX PUCKOB Y POACTBEHHUKOB [13].

Hubdepennmansuas  guarHoctuka  JuddepeHnuanpbHas  TUATHOCTUKA  IMUTMEHTHOM
KcepoaepMbl TpeOyeT OTTpaHUYEHHsT OT HHBIX HACJEACTBEHHBIX COCTOSHHUM, MPOTEKAOLUUX C
(OTOUYBCTBUTEIBHOCTEIO W HApPYUICHWSMH NHTMEHTAuu. B mepedeHb HO30JOTHHA  Is
JuddepeHMaabHOro  Moucka  BXOJAT  cuHApoM  Pormynaa—Tomcona,  HaciieAcTBEHHas
CHMMETPUYHAS TUCXPOMHUS, PETHKYJIe3Hasi akponurMeHTanuss Kurtamypbsl U BeIpaKeHHBIE (POPMBI
ceMelHbIX 3¢denunoB. [Ipu comocraBieHMH NATOJIOIMH YUYUTHIBAIOTCS BO3pacT Ae0roTa, CTENEeHb
(OTOUYBCTBUTEIBHOCTH, XapaKkTep NUCXPOMHMA, HaIHYUE aTpOPUUECKUX M3MEHEHHH, MOpaKeHUs
IJ1a3, HEBPOJIOTrMYecKasi CUMIITOMAaTHKa U CKIIOHHOCTb K PAHHEMY OHKOreHesy [4].

Oco0y10 BaKHOCTh UMEET MCKITIOYCHNE CMEKHBIX HACIIEJACTBEHHBIX JIEPMATO30B, TaK KaK OHH
MOTYT 00J1a/1aTh CXOJHON KJIMHUYECKOW KapTHHOM, HO KapIUHAJIbHO OTJIMYATHCA 110 MEXaHU3MY
HacJIeJOBaHUs, IPOTHO3Y U MOJX0JaM K Tepanui [5].

Jleuenne u npodmiakTuka ba3oBbIM HampaBiIeHHEM TepanuM MUIMEHTHOH KCepoaepMbl
ABNSIETCS OCCKOMIIDOMHUCCHAsE W TIOKM3HEHHAasl 3alluTa OT YIbTPadUOJIETOBOTO H3ITydeHUS.
@OTONPOTEKIMS JOIKHA COOJMIOJATbCA IOCTOSHHO. BONBHBIM PEKOMEHJIYeTCSl IOJIHOCTBIO
UCKJIIOYUTh BO3JIEHCTBUE MNPSAMBIX COJHEYHBIX Jy4ei, HOCUTH 3alUTHYIO OJEXKAY, T'OJIOBHBIE
yOOpBI, IPUMEHSATH COJHIE3AIIUTHBIE KPEMBI ¢ MakcUMaibHbIM SPF 1 ncnonp30Bath crienyaibHbIe
oukn ¢ Y®D-punbrpamu. Cepbe3HOoe 3HAUYCHHE HMEET aJanTaius OKpyKaromew cpensl. B
MOMEIICHUAX CIIEAYET YUYUTHIBATh BO3MOKHBIE HCTOYHHUKH YIbTpaduoeTa U IpU HEOOXOJUMOCTH
HAaHOCHTH Ha OKHA 3allIUTHBIC IUICHKH [3].

CucremaTH4eCcKuii OCMOTp Q€T BO3MOXKHOCTh AMArHOCTUPOBATH NIPEAPAKOBbIE U3MEHEHUS U
OMyXONM Ha paHHUX cTagusx. llpm oOHApy)KEHUHM TIOJO3PHUTENBHBIX OYaroB IPOBOJUTCS
JIEPMAaTOCKONMS M TMCTOJIOTMYECKMM aHanu3. [IpeapakoBble MOpa)keHUs IOIUIEKAT JICUYECHHUIO C
IIOMOUIBI0 KPUOAECTPYKIIMH, TOMUYECKUX CPEICTB U JAPYrUX AEpMaTOJOrM4YecKux MeTonoB. Ilpu
pa3sBUTUM  3JIOKAYECTBEHHBIX  OINYXOJIEW  NPUMEHSIOTCA  XUPYPIUYECKOE  MCCEUYEHHUE,
ANEKTPOAECTPYKLIMS, a Uil PEUUJUBUPYIOLIUX WIM JIOKAJIU30BAaHHBIX B CIOXKHBIX 30HAaX
HOBOOOpPAa30BaHUi MpUMeHsAeTCs MUKporpadudeckas Xupyprus no Mocy [3].
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CucteMHble pPETMHOUABI (M30TPETUHOWH, AIMTPETHH) MOTYT Ha3HA4YaTbCs MalUeHTaM C
MHOKECTBEHHBIMU OIYXOJSIMM JUIS CHIDKEHHMsI pHcKa OOpa3oBaHUS HOBBIX OYaroB, OJIHAKO HX
npueM TpedyeT CTPOroro KOHTPOJIS M3-3a TOKCHYHOCTH [8].

IlepcrieKTUBHBIM BEKTOPOM OCTAIOTCS MOJIEKYJIIPHO-HAIIPABJICHHBIE METO/IbI, HALICJICHHBIC HA
KOPPEKIUIO MOCHeNCTBHH aedekToB pernapannu.OIHAKO IKCIEPUMEHTAIBHBIE METOJbI MOKa He
3aMEHSIOT CTPOryro (OTO3alUTy M XUPypruueckoe JiedeHue omyxojeil. I'enernueckoe
KOHCYJbTUpOBaHue Tak Kak NUIMEHTHas KCepoJepMa HacleqyeTcs M0 ayTOCOMHO-PELECCUBHOMY
TUIY, MEIUKO-T€HETHYEeCKOe KOHCYJIbTUPOBAHUE Mpe/ACTaBisgeT co0ol 00s3aTenbHbIi 3Tan
MeIUUMHCKOW momom. Ecmm o0a pomutens SBISIOTCS TETEPO3UTOTHBIMUA — HOCHTEISIMH
NAaTOrEHHOI0 BapuaHTa OJHOr0 TIE€Ha, PHUCK pPOXAEHUS OOJbHOro peOeHKa IpH KaxJIou
O0epemeHHOCTH paBeH 25 %, BEpOSTHOCTh POXKIEHHUs 3m0poBoro Hocurens — 50 %, u 25 %
COCTaBJIIET BEPOSITHOCTb POXKIEHHUS aOCOIIOTHO 310poBOoro pebenka. Ilocie Bepuduxanuu
KOHKPETHOW MyTamuu Yy TpoOaHAa CTAaHOBHUTCS BO3MOXKHBIM MOJIEKYJISIPHOE TECTUPOBAHHE
POJCTBEHHUKOB U3 IPYMIIbl prcka. PaHHee BbIsBICHHE OOJIE3HU MO3BOJISET CBOEBPEMEHHO HauyaTh
crporyto (oTo3amuTy M BpadeOHoe HabmogeHue. 3akimoueHue lIurmMeHTHass Kcepojgepma —
pellkas HaclleJICTBEHHas MaTOJIOTHs, B OCHOBE KOTOPOW JIEKHUT NEPEKT MEXaHU3MOB peraparuu
JHK. KiroyeBpIM maToOQHU3HOIOIHYECKMM 3BEHOM TIIPH  KJIACCHUYECKHX (opmax sBIseTcs
HapylleHHEe OHKCUM3MOHHOW penapaluyd HyKIeOTHIOB, Torga kak npu XPV  crpagaer
TpaHncie3noHHblil cuHTe3 [IHK. 3aboneBaHue mposBIseTCs BBHICOKOH (POTOUYBCTBUTEIHHOCTBIO,
PaHHUMHU MUTMEHTHBIMM U3MEHEHUSMH, aTpouel KOXH, MOPaXXEHUEM IJ1a3 U BBICOKUM PHUCKOM
oHkonarosioruu. Knmmandeckre HaOIIOACHUS JOKA3bIBAIOT HEOOXOIMMOCTh paHHEH TUAarHOCTUKU U
MIOCTOSIHHOTO INHAMUYECKOr0 KOHTPOJIs [2, 9].

MounekynsipHasi JUarHOCTHKA IO3BOJIAET TOYHO YCTAHOBUTh TE€HETUYECKYI0 MPUUYUHY
3a00JeBaHus, €ro CyOTUI M MPOBECTH KOHCYJIbTHPOBAHUE CEMbU. | NCTOJIOrMUECKOE UCCIIeI0BAaHHE
HE3aMEHHMMO TIPH OIICHKE MPEPAKOBBIX COCTOSHHUM U MaHU(eCTHpOBaBIINX ormyxonei [1, 15].

Ha ceromnsmHuii neHbp HaWidydlled crparermeid Npo(UIAKTUKM OCJIOKHEHHH ocTaercs
TOTaJbHAs (POTO3ALINTA, PETYISPHBINA IepMaTO-0(PTaTBMOIOTHIECKHA KOHTPOJIb U CBOCBPEMEHHOE
neueHre HoBooOpa3oBaHuil. [ToHnMaHne MoneKyaspHbIX MexaHu3MoB XP dopmupyer 6a3y ans
pa3paboTKU METOAOB TAapreTHOW Tepamuu B OyaymeM. [IpakTudeckass 3HaYMMOCTb HCCIICIOBAHUS
W3yueHne NUTMEHTHOH KcepoaepMmbl HMeeT (yHIaMEHTAJIbHOE 3HAauY€HUe I MPaKTHYECKOIro
3/IPaBOOXPAHEHHS, MMOCKOJBKY JIEMOHCTPUPYET MPSAMYIO CBSI3b MEXKIY T€HETHYECKHM Je(heKTOM
penmapauun  JIHK, »sk3orenHbiM Qakropom u oHKoreHesoM. /[lns Bpaya KpailHE Ba)kKHO
UACHTU(UIMPOBATH 3a00JICBaHNE HA HAYABHBIX dTanax. PaHHssS TUarHOCTUKa JaeT BO3MOXKHOCTD
HEMEJUIEHHO HayaTb (POTO3alIMTy, NMPOBOAUTH PETYJSPHBIE OCMOTPHI, BBIABIATH IPEIPAKOBbIE
U3MEHEHUS U OINyXOJM Ha paHHeW craguu. IIpuMeHeHue MOIEeKyJIsSpHO-T€HETUYECKUX METO0B
MO3BOJISIET MOATBEPAUTH TUArHO3, ONPENEINUTh NE(PEKTHBI I'€H M OLEHUTb PUCKU IS YWICHOB
cemMbd. KOMIUIEKCHBII NOJAXOJ K TMalMeHTaM C MUIMEHTHOM KcepoiepMoil oO0beauHseT
JIepMaToJIOT U0, MATOJIOTUYECKYIO AaHATOMUIO, TEHETUKY, MOJIEKYJIIPHYIO OMOJIOTHIO U OHKOJIOTHIO.
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