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BBenenue

IIporepusi — penkoe reHeTuyeckoe 3a00JieBaHUE, XapaKTepU3YIOIIeecs MPEKIECBPEMEHHBIM
CTapeHUEeM OpraHu3Ma, COOTBETCTBYIOIIMMHU MU3MEHEHHUSIMH BHYTPEHHUX OpraHoB. [IposBisercs
TUIEPIUTMEHTAaluel, HUCTOHYEHHEM U yTpaTod DJJIACTUYHOCTH KOXH, IIOCEIEHHEM U
BBIMQJICHUEM BOJIOC, YBEIMYEHHEM pa3MEpOB uepena, YMEHBIICHHEM €ro JMIEBOH YacTy,
9K30()TaIbMOM, pa3BUTHUEM aTepoCcKiepo3a cocylnoB, HHbpapkTa u (udpo3a MHOKapaa,
0CTE0Nopo3a, caxapHoro auadera, GopMUPOBAHUEM 3JI0KAYECTBEHHBIX OIyXoJiei. Jluarnoctuka
OCHOBaHa Ha cOope KIMHUYECKUX JaHHBIX, JaboparopHoMm wuccienoBanuun JIHK. Jleuenue
HAIpaBJIECHO Ha yCTpaHEHHE CHUMIOTOMOB 3a0oyieBaHUA: NPOPUIAKTUKY U  TEPaIuio

aTepockiepo3a, MHPapKTa MUoKap/a, 1uabeTa, 0cTeonoposa, paka.

TepMuH «mporepusi» B IMEPEBOJIE C APEBHEIPEUYECKOTO SI3bIKAa O3HAYACT <«IIPEKIECBPEMEHHOE
crapenuey». Jlerckas ¢opma mporepun Ha3piBaeTcsa CHHApoMOM XartuumHcoHa-I'mndopaa
coriacHo GaMUIMSIM HCCIeI0BaTeNel, KOTOPhIE BIIEPBbIE HE3aBUCHUMO JPYT OT JApYyra ONUCAIH
JAHHYIO MaTONOTHI0: OpuTaHckuii Bpad /. XaTtunHcoH — B 1889 rony, ero coore4ecTBeHHUK X.
I'undopn — B 1897 romy. B3pocnas popma HOCUT Ha3BaHHe «CHHIpOM BepHepa», Tak Kak B
1904 rony nemeukwuii Bpau O. BepHep nepBbiM odunivaibHO HAOMIOJal CUMITOMBI CTApEHUS Y
noapoctkoB  14-19  ner. (O0a Bapuanta OoJie3HM  SBISIOTCA  KpailHE  PEIKUMH.
PacnipocTpaneHHOCTh I€TCKOI mporepuu coctapisieT 1 cmyyait Ha 7-8 MJIH. 4elIOBEK, C MOMEHTA
Hayaja MCCIEeI0OBAaHUM MaTOJIOTUU BBISIBICHO OKoyio 150 OonbHbIX Aereil. Bapocnas mporepus
BCTpeUaeTcsl 4Yaile, CpelHHEe SIUIEMHOJOrHYeckre mokazatend — 1 OonmpHO#l Ha 100 ThIC.

HaCCJICHUA.

IIpuyuHbI Nporepuu

B ocHoBe 3a0oieBaHust JEeKUT reHeTuyeckass myTauus. [TpuunHOil nerckoro Tuma mporepuu
apnsiercs aedekt rena LMNA, koTopblif koaupyeT ocoOblii 60K JaMHH A, BBICTpaUBAIOIINN
o0onouky snapa kieTku. Kak mpaBuio, MyTauus HPOMCXOJUT CHOPAAMYECKH — BO BpeMs
CO3PEBAHMUS MOJIOBBIX KJIETOK Y POAUTENEH MU NpH 3adaTuu. OJHAKO MCCIIEI0BATENHN BBIIBUIN
HECKOJIBKO CITy4aeB MATOJIOTUH y POJHBIX OpaTbeB M CECTep, 4acTh M3 KOTOPBIX BXOAMJIA B
CeMbHU C OJIM3KOPOJCTBEHHBIMU OpakaMu. DTO CBUAETENBCTBYET O BOZMOXKHOCTH HACIEI0BaHMS
MYTallMM 10 ayTOCOMHO-PELIECCUBHOMY THITY (POIUTENN SIBISAIOTCS HOCUTEISIMU JE(PEKTHOTO
reHa, HO He OOJICIOT M CIIOCOOHBI K IETOPOKICHHIO).

[Tporepus B3pocibIX — HaciencTBEHHOE 3a0oneBanre. OHO pa3BUBAeTCs NMPU HATMYUM AedexTa
B rene RECQL2, xoTophlii 0TBETCTBEHEH 3a Mpou3BoAcTBO Oenka WRN, moanepxuBaromero
CTa0WIIBHOCTh Te€HOMa, IenoctHocTh U crpykrypy JHK. Ilepemaua myranmuu NpoOUCXOAUT
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ayTOCOMHO-PEIIECCUBHBIM CIIOCOOOM, 0O0J€3Hb NPOSBIACTCS Yy JIIOJCH, NOTYYMBIIMX 1B

nedeKTHBIX TeHA B OJIHOM aJutenu (OT MaTepH U OT OTII).

ITaTorenes

[Ipu nerckoM BapuaHTE MPOTEPUN TEHETUYECKHH NIe(EeKT MPUBOJUT K HAPYIICHUIO CHHTE3a
CTPYKTYpHO TpPaBHIBLHOTO Oeika jamMuHa A, 00pa3ylooIlero BHYTPCHHHHA Kapkac sIEpHOMN
o0Oosiouku. B pe3synbrare MyTauuM HajlaKMBAaeTCs IPOU3BOJCTBO YKOPOUYEHHOIO Oeika-
NPE/IIECTBEHHUKA MpelaMiHa A, a CTPOCHHE CO3PEBIIET0 KOHEYHOro Oeika OTIMYaeTcsl OT
HOpMaJIbHOTO. MoJeKyIbl Oelika BCTPauBaIOTCS B SIIEPHYI0 MeMOpaHy, U3MEHSIOT ee (hopMy U
MOBBIIAIOT XPYIKOCTh. SIIpO HE MOXKET COXPAHATH CBOIO IEJIOCTHOCTH, KIETKAa THOHET paHbIle
BpPEMEHH.

[Tpu Gone3nn Bepuepa Bo3HmkaeT HempoctarouHOocTh WRN-Oenka, ompenensieTcsi FTeHeTHIeCKU
JeTEPMUHHAPOBAaHHAsT HECTa0MIBHOCTH XPOMOCOM. WX CTpyKTypa O4Y€Hb 4YacTO H3MEHSETCS
CIOHTaHHO WJIM TOJI BO3JCHCTBHEM HEKOTOPHIX (hakTopoB. B mrTOore yXynmaercss ciocoOHOCTh
KJIETOK K JICJICHUIO, PO (epaTuBHBIN MOTEHIIMAI CTAHOBUTCS B 3-5 pa3 MEHbIIE, YeM JOJDKEH
ObiTe B HOopMe. B 10 pa3 yBennuuBaeTcsi 4acToTa CHOHTAHHBIX MYTalUi, aHOMAJbHO
YKOPAuMBAIOTCSI TEJIOMEpPhl — KOHIEBBIE YYaCTKH XpPOMOCOM, 3alUINAIONINEe TEHBI OT

HOBPEXKICHHMN.

CumMnToMBI POrepuu

Hporepm[ XaT4”MHCOHA )166IOTI/IpyeT ocJIC nepuojia HOPMAJIbHOI'O Pa3BUTHA B BO3pPACTEC OT 6
MCCAILICB 10 2 net. I3MeHseTcsa BHEITHOCTh JIeTeH: 3aMeIIsIeTCs POCT, YBCIIMYUBAKOTCA Pa3MEPbI
qepelia, HO JIMICBAdA YaCTb OCTACTCA MaHeHBKOﬁ, HWXKHAA 4YCIIIOCTh — HCI[Opa3BI/ITOI7I.
CDOpMI/IpyeTCH KJIFOBOBHIHBIHN TOHKHUU HOC n 31(30ghTaJ’ILM(BLIHH"II/IBaHI/Ie rnas).

ToranbHO BRIIAJAIOT BOJIOCHI — Ha TOJIOBE H TCJIC, PCECHHULIBI U 6pOBI/I. HpI/I AJIOIICIINH

pa3pymiaroTCsa BOJIOCAHBIC (I)OJ'IJII/II(YJ'ILI, MMO3TOMY JaTbHEHIIINN POCT BOJIOC CTAHOBHUTCHA
HEBO3MOXKHBIM. Ha BOJIOCHCTOM 4aCTH I'OJIOBBI BBI6YX8.IOT BCHBI. I[epMa " IMOJKOXXHasA KJI€TdaTKa
MoABECPTar0TCA anO(I)I/I‘-ICCKI/IM U3MCHCHUAM: KOXa HCTOHYACTCA, HCCYHIACTCA,
IMMOKPBIBACTCSA MOPIHIMHAMMU. Pa3zBuBaercs JII/IHOI[I/ICTPO(bI/IH — 3aMCTHOC CHMKCHHUC KOJIHMYCCTBA
IMMOAKOZKHOI'O JKUpa. OTHOCUTENIBHO COXPAaHHBIM OH OCTACTCA Ha IMICKAX U JI00Ke.

Ha TYJIOBHUIIC o6pa3y10Tc;1 CI(J'IepO,Z[CpMOHO,Z[O6HBIe o4yaru — YIUIOTHCHHUSA B HIDKHEH YacTu

JKHMBOTa, Ha Aroaungax u 66[[an. Ha OTKPBITBIX YYACTKAX KOXU MOABJIAKOTCA HUTMCHTHBIC TISATHA.
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https://www.krasotaimedicina.ru/diseases/ophthalmology/exophthalmos
https://www.krasotaimedicina.ru/diseases/zabolevanija_trihology/vypadenie_volos
https://www.krasotaimedicina.ru/diseases/zabolevanija_cosmetology/wrinkle
https://www.krasotaimedicina.ru/diseases/zabolevanija_dermatologia/pigmentnie_piatna

Hortu HemopasBuThIE, TOMKHE, YTOJIICHHBIE, OKPYTJIO BBIMYKIbIE — UMEIOT (DOPMY «JaCOBBIX
crexkoim». K 2 romam pasBuBaercs (uOpO3 OpPraHOB M OKOJOCYCTaBHBIX TKaHel. llaccuBHbBIE
JBUKCHUSI B JIOKTEBBIX M KOJCHHBIX CyCTaBax OTrPaHUYCHBI (KOHTPAKTYPHI), (hopMUpyeTcs
XapaKTepHOE TOJIOKEHUE KOCTEH HOr — «1o03a BcagHukay. CKeleT MoABepraeTcs TUIIOTUIA3HH,
JUCIUIA3WH U JIETCHePATHBHBIM U3MEHECHUSM. MOJIOUHBIC U MOCTOSIHHBIE 3yOBI MPOPE3BIBAIOTCS C
OTI03/1aHUEM, YaCTUYHO OTCYTCTBYIOT, CKYUCHHBIE, HICKPHUBIICHHBIC, TTOIBEpKEeHBI kKapuecy. K 5-6

rojlaM JHMarHOCTUPYETCS aTePOCKIEPO3 COCY/IOB, CEPJCYHBIC IIYyMbI, THIEPTPOPUS JIEBOTO

JKCIIya04YKa, IOMYTHCHUC XPYCTAJIMKA, PC3UCTCHTHOCTb K HWHCYJIMHY. ITomoBrie OpraHbl

OCTAlOTCS HEJOPA3BUTHIMH. YPOBEHb YMCTBEHHOTO pa3BUTUs OOBIYHO BBINIE, YeM Y
CBEpPCTHHUKOB.

Knuandeckue nposineHusi cuaapoma Bepaepa obnapyxkusatores ¢ 14 mo 18 ner. Tlompoctok
HAaYMHAET OTCTaBaTh B POCTE, €0 BOJIOCKHI CEACIOT U BhIManaT. K 20 rogaM maiueHTsl JIbICEIOT.
Koxxa muma u KoHeuHOCTeH OjeaHeeT, MCTOHYaeTcs, HaTsarubaeTcs. Ilojg Hel BHAHA CETh
KPOBEHOCHBIX COCYJIOB. MBIIIICUHAs U )KUPOBAs TKAHU aTPODUPYIOTCS, PYKH U HOTH CTAHOBSITCS
HEIMPONOPIIMOHAIBHO TOHKMMH, KOKa HaJl CYCTaBHBIMHU BBICTyNaMu u3bsa3Bisiercsa. K 30 rogam
MOSIBJISIETCSL KaTapakTa, TOJIOC cllabeeT M XPUITHET, Ha HoraxX O0pa3yroTcs S3BBI, HA TIOJIOMIBAX —

MO30JIM, COCYJIUCTBIC 3BE3JI0YKH, KepaTo3. BHEUTHWI BHUJI TAIMEHTOB CHEIU(GUYCH: HU3KHMA

pOCT, JyHOOOpa3HO€ JIMIIO, BBICTYMAIOIIUN TOAOOPOAOK, CYKEHHOE pOTOBOE OTBEpPCTHE,
NICEBI0IK30(TATTBM.
CanpHple W TOTOBBbIE Kene3bl aTpodupyrorca. KocTHO-cycTaBHbIE H3MEHEHUS BKIIIOYAIOT

MCTACTATHUYCCKYIO KaJII)III/I(i)I/IKaIII/IIO, SABJICHUS I'CHCPATIU30BAHHOI'O OCTCOIIOPO3da, I3PO3HMBHBIX

OCTCOApPTPUTOB, OTPAHWUYCHHYIO IOABHKXHOCTbL H Ile(l)OpMaHI/II-O MMajJblcB pPYK, crubaTeabHbIE

KOHTPAaKTYpBI, 6omnu B KOHEUYHOCTSX, apTPUT U OCTEOMUEIIUT. Otmevarorest

aTepPOCKIIEPOTHYECKIE M3MEHEHHUSI COCY/IOB, MEJICHHO MPOTPECCHPYET KaTapakTa, CHIKAIOTCS
WHTEJUIEKTyalIbHbIe criocoOHOocTH. [locne 30 et mposBISIOTCS SHAOKPUHHBIC 3a00JE€BaHUS —

caxapHblii jaualeT, runoroHagusM, tupeonatuu. Y 5-10% OonbHBIX OOHapYXUBAKOTCS

3JIOKAYECTBEHHBIE OIYXOJIM PA3JIMYHBIX OPraHoB, KOCTeM M Koxu. [IpnumHOil cmepTn

CTAaHOBUTCA OHKOIATOJIOTHA UJIU TAXKEII0C CEPACUHO-COCYANCTOC 3a00J1cBaHuE.

JAnarHocruka

ZII/IaFHO?; Iporeprun yCTaHAaBJIMBACTCA Ha OCHOBAHHUHW KIIMHHUKO-aHAMHECTUUYCCKHUX IaHHBIX. B
3aBUCHUMOCTH oT I/IMCIOHICI\/'ICSI CUMIITOMaTHKHU B JAUAarHoCTHUKE MOTYT IIpHUHUMATH

y4aCTueC SHAOKPHUHOJIOTH, HCBPOJIOTH, AE€PMATOJIOTH, TCPAIICBTLI, BPAaUN-I'CHCTHUKH. HGTCKYIO u

B3pOCIIYIO MIPOrepHUI0 HE00X0IUMO g depeHIpoBaTh C CUCTEMHOU

CKJIepoJiepMuen, nokuinonepmuen, cuaapomoM Pormynaa-Tomcona, cunapomom Bunemana-

Payrenmrpayxa. K ocHOBHBIM MeTO1aM 00CIe10BaHMS OOTBHBIX OTHOCSITCS:


https://www.krasotaimedicina.ru/diseases/traumatology/joint-contractures
https://www.krasotaimedicina.ru/diseases/zabolevanija_stomatology/dental_caries
https://www.krasotaimedicina.ru/diseases/zabolevanija_cardiology/atherosclerosis
https://www.krasotaimedicina.ru/diseases/ophthalmology/cataract
https://www.krasotaimedicina.ru/diseases/zabolevanija_endocrinology/insulin-resistance
https://www.krasotaimedicina.ru/diseases/zabolevanija_dermatologia/clavus
https://www.krasotaimedicina.ru/diseases/zabolevanija_cosmetology/sosudistye_zvezdochki
https://www.krasotaimedicina.ru/diseases/zabolevanija_dermatologia/hyperkeratosis
https://www.krasotaimedicina.ru/diseases/traumatology/osteoporosis
https://www.krasotaimedicina.ru/diseases/rheumatology/arthritis
https://www.krasotaimedicina.ru/diseases/traumatology/osteomyelitis
https://www.krasotaimedicina.ru/diseases/zabolevanija_endocrinology/diabetes_saharniy
https://www.krasotaimedicina.ru/diseases/zabolevanija_endocrinology/hypogonadism
https://www.krasotaimedicina.ru/treatment/consultation-endocrinology/endocrinologist
https://www.krasotaimedicina.ru/treatment/consultation-neurology/neurologist
https://www.krasotaimedicina.ru/treatment/consultation-dermatology/dermatologist
https://www.krasotaimedicina.ru/treatment/therapy/therapist
https://www.krasotaimedicina.ru/diseases/rheumatology/systemic-scleroderma
https://www.krasotaimedicina.ru/diseases/rheumatology/systemic-scleroderma
https://www.krasotaimedicina.ru/diseases/zabolevanija_dermatologia/poikiloderma

Omnpoc. B xone Oecenbl Bpaud YTOYHSIOT BpPEMS TOSBICHHS CHUMIITOMOB, WX BBIPaXKCHHOCTD,
CTerneHb (PU3UYECKON U COLMATbHOU Ae3aJanTalii, HATMYHe Meproja OObIYHOTO pa3BuUTUs (6-
24 mecsna npu aerckoi popme, 14-20 net — npu B3pocioit). CoOuparoT JaHHBIE CEMEHHOTO0 U
reHEaJIOrHYeCcKOro aHaMHe3a, BBISIBIISISI TEHETUUECKYIO MaTOJOTHIO UM €€ OTCYTCTBHUE B POY.

Ocmotp. CriennanucTsl OIEHUBAIOT HEBPOJIOTHUECKUN CTAaTyC, MACCUBHYI0 W aKTHUBHYIO
MOJIBIPKHOCTh CYCTaBOB, KOCTHBIC AeOpMAaIliH, COCTOSHUE KOXU MU TIOJKOKHOW KJIETYaTKH,
COXPAHHOCTh 3pPEHUS, MHTEIUICKTYAIbHBIX (YHKIMI. [lamMeHTs MOryT OBITH HANpaBlieHBI HA

MHCTPYMEHTAJIbHBIE HCCIEeN0BaHus: peHTrenorpaduio kocreit, Y3U u MP-tomorpaduu

opranos, JKT', oprampmockonuio.

Buorenernyeckoe mcciaenoBanue. BoIonHsAeTCS aHaNM3 IeHETHYECKOIO MaTepuallia METOAO0M
cexBennpoBanus JIHK. Hccnemyrorcss ydacTKu TeHOB, JePEKThl B KOTOPBIX MPHBOIAT K
Pa3BUTHIO MPOTEpUH. Y MAUEHTOB C JETCKOH M B3pOCiOi GopMoii 00sIe3HU 0OHAPYKUBAIOTCS
MyTall{ B TOMO3UTOTHOM U KOMIIAyHI-T€T€PO3UTOTHOM COCTOSTHUU.

Jledenne nporepun

Crienuduueckue MeETOIbl TEparnuu Oporepud He pa3paboTaHbl. MeaMIMHCKas TOMOIIb
NalMeHTaM 3aKJIIoyaeTcss B OOJIETYeHHMH CUMITOMOB Oone3nu. llpoBoamtcsi seueHue
aTepOCKJIepo3a, OCTEOINOpO3a, OCTEOMMENUTA, KaTapakThl, Aualdera, MHAaTOJOIMi cepaua u
OHKOJIOTWYECKUX 3aboyieBanuii. V3BecTeH ciydad, KOrja COCTOSHHE OOJIBHOTO 3aMETHO
YIY4IIUJIOCH HAa HECKOJIBKO JIET MOCJE ONEepalliy TPAHCIUIAHTALMKU Ceplia.

Hayunsle nccnenoBanusi BemyTcss B OOJACTH T€HHOW WH)KEHEPUH — COBEPIIAIOTCS MOIBITKH
BbIICIUTh MyTauuoHHbld reH w3 JHK wu 3amenurs ero 3popoBbiM. [lapamienbHo
pa3pabaThIBaeTCs METOJ ATHOTPONMHOM Tepanuu. Yuenble wu3 [lIBenum wHanmum crnoco0
HelTpanu3anuu Je(eKTHbIX MOJIEKYJ JJaMUHa A, KOTOpble IPOHUKAIOT B MEMOpaHy KJIETOYHBIX
a0ep W CcIocoOCTBYIOT rubOenu kieTtku. I[lonmokuTenbHble pe3ynbTaThl MOJYYEHBl Ha
HKCIIEPUMEHTAX C MBIIIEUYHON TKaHBIO KPBIC, Ha JIFOJISX Mpenapar noka He onpobosan. B CILIA c
2012 rona Benetcst uzyuenue 3PpPEeKTUBHOCTH MTPUMEHEHHSI MHTHOUTOpa (hapHe3miTpanchepasbl
(JiekapCTBEHHOTO CpEACTBa, pa3paboTaHHOrO JyIsl JedeHus paka). llocime Teparnum AeTu u3
HKCIEPUMEHTAJIbHOW TIpPYyNNbl YYyBCTBOBAIM ce0sl Jiydlle, TOBBICHJIACh JKECTKOCTh U

9JIaCTHYHOCTD apTepHﬁ, IIJIOTHOCTD KOCTCfI, CHU3BWIINCHh CJIy4an TPAH3UTOPHBLIX HWINCMHUYCCKUX

araK, CEpACYHBIX H&TOJ’IOFHﬁ, yTpatel 3pC€HUA W ClIyXa. HpOI[OJ'DKI/ITeJ'II)HOCTI) KHU3HHU

yBenuuuiach Ha 1,6-6 ner.

IIporxno3 u npopuiiakTuka

B cpeanem OGonbHBIE NETCKOM mporepueil nokuBatoT 10 13 5eT, 3aperucTpupoBaHbl Clydyau
cmeptu B 7 u 27 net. [IpogomKUTenbHOCTD KU3HU MIPU B3POCIIOM THUIIE 3a00JI€BaHUSI COCTABIISET
30-40 ner. IIpuumHON JIETATFHOTO WCXO/a CTAHOBSITCS aTEPOCKICPOTHYECKHE OCIOXKHEHUS U

3JI0Ka4eCTBEHHbIE HOBOOOpa3oBaHud. lIpodunakTiuueckue Mepsl oTCyTcTBYIOT. [Ipeaynpenuts
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https://www.krasotaimedicina.ru/diagnostics/bone-X-ray/
https://www.krasotaimedicina.ru/treatment/electrophysiological-cardiology/electrocardiography
https://www.krasotaimedicina.ru/treatment/eye-structures/direct-ophthalmoscopy
https://www.krasotaimedicina.ru/diseases/zabolevanija_neurology/transitory-ischemic-attack
https://www.krasotaimedicina.ru/diseases/zabolevanija_neurology/transitory-ischemic-attack

poxneHue OONbHOrO peOCHKa MOXKHO TpU HACJEICTBEHHOM XapakTrepe OOJe3HH — IpH
cuHzIpome BepHepa, B OTAENIBHBIX CIy4asx CHHIpoMa XaTYMHCOHA, KOT/Ia MATOJIOTHS BBISBICHA
B CceMbe, OyyIie POAUTENN OTHECEHBI K IPYIIE BBICOKOTO pHCKa. TakuM mapaM Ha3HayaeTcs

MCIUKO-TCHETUYCCKOC KOHCYJIIbTUPOBAHHUC.
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